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BenpmuinanoBHUN unTaqdy!

Opnecbkuii Iep>KkaBHUM MEIMYHUAN YHIBEPCUTET MPOJIOBXKYE BUIAHHS HOBOI cepii
HaBYAJIBHOI JTiTepaTypn — «bBi0IioTeKn cTyIeHTa-MeTuKay.

Po36ynoBytoun He3aaekHy YKpaiHy, 10aroun Mpo MaiOoyTHE, CIix TypOyBaTHCS
o 30epeKeHHsI 1 MPUMHOXKEHHS ICTOPUYHUX, KYJIbTYPHHUX 1 HAYKOBHX IIIHHOCTEH TSI
Hamaaki. Halikparmmm 3aco00oM i1l IIbOTO CITYTYe XOpoIla KHWKKa. € i I mpu-
YMHH, SIKi CIIOHYKAJIA HAC IO POOOTH.

[To-nepinie, HeTOCTATHS KUTBKICTH 1 SIKICTh CYYaCHHX IMIAPYYHUKIB, BUTAHUX JEp-
KaBHOIO MOBOIO. TOMY MM MPAarHYJIM CTBOPHUTH CEPIIO MiAPYIHHUKIB 1 HABYATIbHUX
MMOCIOHUKIB, sIKa O MICTHJIA K KJIACHYHI BIJOMOCTI 3 PI3HHX rajly3eil MeIUIIUHU, TaK
1 HOBITHI JIOCSATHEHHS Ta BEJIMKUI JOCBIiA HAIIUX MPOBIAHUX (PaxiBIIiB.

[To-mpyre, OcTaHHIM YacOM 3TiTHO 3 HABYAIBHIMH IJIAHAMHU Ta TUTTOBUMHU IIPO-
rpaMaMH 3aIIpOBaPKEHO Ty HU3KY HOBHX JTUCITUILIIH 1 KYPCiB, 3 SKUX HEMAE aHi-
SIKUX TAPYYHHUKIB.

ITo-Tpete, Mu BBaxkaemo, o came Onecbkuii MeayHiBepcuTeT, skoMy 2000 poky
BUITOBHUJIOCS CTO POKiB, Ma€ BCI IMIJICTaBH JIsi CTBOPEHHS cepii OpUTIHATBHUX
MAPYYHUKIB 1 HABYAJTBHUX MOCIOHMKIB. AJKE BiH € SIPOM, HABKOJIO SIKOTO 3TyPTY-
BAJIOCS YMMAJIO MEIUYHUX KL 1 HAMTPSMKIB, OYOTIOBAHUX BIIOMUMU MEIMKAMH,
10 MalOTh HeaOUSKIIT aBTOPUTET HE JIUIIIE B YKpaiHi, a i1 y 0araTbox KpaiHax CBiTY.

CrioniBaeMocs, 10 11 cepis CTaHe BATOMUM BHECKOM y PO3BUTOK MEIUIINHH,
MATOTOBKY MEIUYHUX KaaPiB.

Banepii 3AI10POJKAH,

20/106HUIL pedaKmop cepii,
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INEPEIMOBA

B MoutekyispHiit 610J10Til Ta TeHEeTHIII 32 OCTaHHI
1015 pokiB OyJ10 3p0o06IIeHO PEBOJIIOLIHI BIAKPUTTSI,
SIKi JJO3BOJISIIOTh BUBUUTH €TIOJIOTIIO Ta MaTOTEHE3
HAWTIOIUPEHIIINX 3aXBOPIOBAHb JIFOJIMHU HA MOJICKY-
JSPHO-TEHETUYHOMY PiBHI, pO3pOOUTU BHCOKOUYT-
JIUBI METOJU JIarHOCTUKY, BUSHAYUTH MiIXOTU O
JKyBaHHS 1 TPODUIAKTUKH TATOJIOTII JIFOIMHHU.

ChOroJiHi CYyTTEBO PO3IIMPHINCS HAIlll ySIBICHHS
PO CTPYKTYPY Ta (PYHKIIIOHYBaHHS TEHOMY CCaBIIIB,
3aKOHU KJIACHYHOI TeHETUKHU JIOMOBHEHO TAHUMH PO
TeHOMHUH IMIIPUHTHUHT, YHIIIAPEHTHY TUCOMIIO, i30-
JIMCOMII0, TOHKI MEeXaHI3MHU PeryJisiiii akTHBHOCTI
TCHIB y OHTOTEHE31 JIFOJJMHH, ITIPOBE/ICHO CCKBCHYBaH-
HSI T€HOMY JIIOJIMHH 1 JeskuxX ccaBuiB. 1{i Ta i
BIIKPUTTSI CTBOPWJIM peaibHy 0a3y Ul po3pOoOKH
METO/IIB MATOTC€HETHYHOTO Ta €TIOTPOITHOTO JIIKYBaH-
Hsl CIIAJIKOBOI MATOJIOTI] JIFOMHH, MOAABIIOTO TPO-
I'pecy TaKUX HAIMPSMKIB, IK OHKOTCHETHKA, (hapMaKo-
TeHEeTHKa, CKOTCHETUKA. Bce OLIBIIOro MOMUpPEeHHS
HaOyBarOTh TEXHOJIOTII, po3p0o0JIeH] Ha OCHOBI 00’€/1-
HAHHS JOCATHEHb 1HGOPMATHKH 1 MOJICKYJISIPHOI Te-
HETHKU — TaK 3BaHI MIKpOYINOBI TeXHOJIOTi. 3Hau-
HO PO3IIMPWINCH YSIBJICHHS MPO POJIb TeHETHYHOL
KOMITOHEHTH B €Ti0JIOTii MyJIbTU(hAKTOPIAIbHUX 3a-
XBOPIOBaHb, SIKUM HAJIGKUTh HAHOUTBIINI BHECOK Y
3arajibHy 3aXBOPIOBAHICTH JIIOJUHU. BUBUEHHS I'eHIB
CXWJIBHOCTI JIO MYJIbTU()AKTOPiaJTbHUX 3aXBOPIOBAHb
BIJIKpUBAE TIPUHIIUIIOBO HOBI MOXJIMBOCTI y iX jiar-
HOCTHII, TPO(DITAKTHUII Ta €TIOTPOITHOMY JIIKYBaHHI.

IMinpyuynuk «MenuuHa reHeTUKa» CTBOPEHO KO-
JICKTUBOM aBTOPIB JJIs CTYACHTIB CTapIUX KYyPCiB Me-
JUYHUX BY3IB crieliajabHOCTel «JIikyBajabHa CripaBay
7.110101, «Ilemiatpis» 7.110104 ta «Memuko-mpodi-
JakTU4HA cripaBay 7.110105 HANpsSMKY MiATOTOBKH
1101 «MemuimmHa» BiAITOBIAHO JO BUMOT OCBITHBO-
kBajidikamiiaoi xapaktepuctuku (OKX) Ta ocsit-
HbO-TIpodeciitHoi nporpamu (OIIIT) migroroBku
(axiBiiB, 3aTBepkenux Hakazom MiHicrepcTBa oc-
BITH Ta Hayku Ykpainu Big 16.04.03 Ne 239, i Bumor
BomoHcekoro mporiecy.

Tl'onoBHa MeTa MiIpyYHUKA — Y MAKCUMAJIBHO JIO-
CTYIHI (hopMi BUKJIACTH CyYaCHI ySIBIICHHSI ITPO €Tio-
JIOTiI0, TIATOTEHE3 CHAJKOBUX 3aXBOPIOBAHB 1 3aXBO-

PIOBaHb 31 CMAAKOBOIO CXUJIBHICTIO, BUAUIUTH OCHOBHI
MPUHIIAITN JTIATHOCTUKH, TPO(UIAKTHKY 1 JTIKYBaHHS
uiei marosorii. Ciia MAKPECIUTH, IO BCl PO3AIIH
MiIPYYHUKA YITKO CTPYKTYPOBaHI BIAIOBIHO JI0 TIPO-
IpaMH 3 MEJIMYHOI TeHETHKHU, 1110 J03BOJISIE CTYICHTOBI
JI00pe OPIEHTYBATHUCS MPU BHBUEHHI THX YU IHIIUX
TeM. KHura mae 6arato imocrpariiif, cxem, TaOJIHIIb,
10 3HAYHO IOJIETTIY€E 3ACBOEHHS HABYAIBHOTO MaTe-
piay. KoxHUI po3/Ii 3aBepIIyeThCs MUTAHHIMU JUTSI
CaMOKOHTPOJIIO, TOCTATHBOI KIJTBKICTIO TECTiB, pO3-
pobneHux BimmoBigHO 10 BUMoOr «Kpoky-2». B kiHIi
MiJIPyYHUKA € KOPOTKHI TIYyMauyHUH CIIOBHUK I'eHe-
TWYHUX TePMiHiB. Bce BUIle3a3HaueHe He TITbKY 3HAY-
HOIO MIpOIO TOJIETIIUTh MIJATOTOBKY CTYACHTIB O
ayJIMTOPHUX 3aHSATh, ajle U CpUITUME ¢(PEKTUBHOMY
3aCBOEHHIO MaTepially MpU CaMOCTIHHIA poOOTi mpo-
TSTOM MOJTYJIS.

Kuura cknagaerbest 3 11 po3aimie. B pozaimi 1
cOpMyILOBAHO TIPEIMET Ta 3aBJIAHHS MEIMYHOI Te-
HETHKH, BKa3aHO OCHOBHI eTamnu ii iCTopii, CTUCIIO
BUKJIJICHO MOJICKYJISIPHI 1 IUTOJIOTTYHI OCHOBH CITa/I-
KOBOCTI. Po3/1i1 2 mpHUCBSYeHNH eTi0JI0TIT ClIaIKOBUX
3aXBOPIOBAHb 1 3aXBOPIOBAHb 31 CHAJKOBOI CXUJIb-
HICTI0. 3BEPHEHO YBary Ha BIIXWJICHHS BiJl KJIACHYHUX
3aKOHIB CMAJIKOBOCTI — HEMEH/ISNIIBChKE YCIaJIKOBY-
BaHHS y JIIOVHU.

Posmimm 3 1 4 mpucBsiueHi TPUHIMTIAM OOCTEXEH-
Hsl XBOPOT'O 3 TOUKH 30py KIIiHIUHOT reHeTuku. Ocob-
JUBY yBary MpWIUJICHO ONMUCY (HEHOTHITYy XBOPOTO 3
BUKOPHUCTAHHSIM CITEIU(pITHOT TePMIHOJIOT1i, OITUCAHO
MiKpoaHOMaTii Ta BaJiM PO3BUTKY, SIKi 4acTO 3yCTpi-
YAFOTHCS MPU CHAAKOBIM martosorii. Po3kpuro poib
KITIHIKO-T€HEaJIOTIYHOTO METOJly MPH MEIUKO-TeHe-
TUYHOMY KOHCYJIbTYBaHHI, HABEJACHO MPHUKIAJN PO-
JIOBOJIIB 13 PI3HUMH THUIIAMH yCHAIKyBaHHSI.

B posminax 5 1 6 moaHo 3arajibHy XapakTepHc-
TUKY XPOMOCOMHHUX 1 MOHOT€HHUX XBOPOO JIFOJIMHH,
MIAXOAW 0 JIarHOCTUKH, JIIKYBaHHS, IIPeHATaIbHOI
JUATHOCTUKH, MPUHIUIIA MEANKO-TeHETUYHOTO KOH-
CYJIbTYBaHHSI.

B posaini 7 «MynbTudakTopiaibHi 3aXBOPIOBAH-
HsD», KPIM 3arajbHOi XapaKTePUCTUKH IIi€] TPYITH XBO-
po0 Ta IPHUHIIUITY PO3PAXYHKY TEHETHYHOTO PUBUKY,



BHCBITJIEHO CYYacHi ySIBJICHHsI ITPO T€HETUKY HAMIO-
[IMPEHIIINX 3aXBOPIOBAHb 31 CIIAJKOBOIO CXUITBHICTIO.
B po3naini mogaHo MOHSTTS PO €KOTEHETUKY Ta dap-
MaKOT€HETUKY, TIPUKJIAIN HAMITOINPEHIIINX eKOTeHe-
THYHUX 1 (PapMaKOTEeHETUIHUX CUHAPOMIB.

Po3znin 8§ «OcCHOBM OHKOTEHETUKU» MICTUTH CY-
YacHI BIJOMOCTI PO OCHOBHI I'PYIU T'€HIB JIFOJIMHH,
sIKi OEpyTh ydacThb y KaHIEpOreHesi, Mpo pojb KaH-
LIEPOreHHUX (PaKTOPIB HABKOIUIIIHHOTO CEPETOBUIIA,
a TAKOX TEePCIEeKTUBY BUKOPUCTAHHS MOJICKYIISIPHO-
TEHETUYHUX METO/IIB JUISl IIATHOCTUKM 1 JIIKyBaHHS OH-
KOJIOTIYHHMX 3aXBOPIOBAHb.

ABTOpY BBaXKaJI 32 HEOOXITHE BUALIUTH PO3JILT 9
— «BpokeHi Bagud pO3BUTKY», B IKOMY Pa3oMm 3
BITYM3HSHOIO KJIACU(IKaIIEIO BaJ PO3BUTKY HaBEIEHO
KJ1acu(iKaIlio 3riTHO 3 IHO3EMHUMU JDKEPEJIaMH JIiTe-
patypu. Bka3zaHo roJIOBHI Tpyny T'€HiB, BiIOBiAaTb-
HUX 32 GOPMYBaHHS Baj PO3BUTKY.

3akirouni po3ainu nigpyunuka (10 ta 11) micTsTe
BiJIOMOCTI TIPO MPHUHIUIN AIarHOCTHKYU 1 npodinak-
THUKH CIAJIKOBHUX 3aXBOPIOBaHb. [1py HanmucaHHi LMX
posniniB 6yino BpaxoBaHo Hakas «IIpo yaockoHaseH-
HSI MEIMKO-T€HETHYHOI IOTIOMOTH B YKpaiHi» Ne 641/
84 Bix 31.12.2003.

Mu crniogiBaemMocs, O MaTepiajd MiApyYHUKA
CIIPUSATHME 3aCBOEHHIO OCHOBHHUX TOCATHEHB CYy4acHOL
MEIUYHOI FeHETUKU — BAXJIMBOT'O HANPSIMKY MeIH-
uuHU. besnepedHo, kHura Oyne KOPUCHOIO HE JIMILE
JUTSI CTY/ICHTIB MEIMYHUX BY3iB, a 1 JUIsl JTIKAPIB PI3HUX
CreliaJIbHOCTEN.

ABTOpPHM IUPO BIISTYHI KOJIEraM 1o po0OoTi 3a Cripu-
SIHHS Y MIJTOTOBII PYKOITUCY J10 APYKYy. Mu cBigomi
TOTO, IO HE BCE BUKIIAJIEHO JAETaJIbHO, 3BAXKAIOYHM HA
BUMOTH IIPOr'paMu i 00CArd BUJAHHS, 110 HE BCe BIa-
JI0Csl 1 KHUTra He T1030aBiieHa HeloMiKiB. Tox Oyb-sKy
I0OpO3UUIINBY KPUTHKY CIPUIMEMO 3 BISYHICTIO.

Bio konexmugy asmopis
axademix AMH Yxpainu,
npogpecop B. M. 3anopoacan



Pozoin 1

BCTYII 1O MEJUYHOI '’EHETUKU

1.1. IPEJMET I 3ABJAHHSA
MEJJMYHOI 'EHETUKMU.
ICTOPISAI MEJUYHOI
T'EHETUKU

1.1.1. TIPEAMET I 3ABJAHHS
MEJINYHOI 'EHETUKHN

l'eHeTnka — Hayka PO OCHOBHI 3aKOHOMIPHOCTI
CIAJKOBOCTI 1 MIHIIMBOCTI — ChOT'OJIHI OJTHA 3 OCHOB-
HUX TEOPETUUYHUX Oiojoriunux nucumrutid. Kinenp
XX i moyatok XXI cT. 03HaMeHyBaJIUCS BUJATHUMH
BIIKPUTTSAMU B TajTy3i MOJIEKYJISIpHOI O10JIOTii 1 reHe-
THKH, K1 TOKOPIHHUM YMHOM 3MIHWJIM HAIll ySIBJICH-
Hsl PO MEXaHI3MM KOJAYBaHHS 1 peaji3allii crnagkoBoi
iHpopMalii B €yKapioTiB, CTBOPUIH MOXIIUBOCTI IS
BUBYCHHS I'e€HIB 1 TeHOoMiB. [0 HallBaXKIIMBIIIUX Bif-
KPUTTIB HAJIEKHUTH PO3MM(PPOBKA TeHOMIB 0araThbox
OpTaHi3MiB, Y TOMY YHCIIi JabopaTOpHUX TBapHH
(npo3odina, munia), i, HaApeIITi, TPAKTUYHO MTOBHA
po3mmpoBKa reHOMY JIIOAUHU, IUPOKE BIPOBA-
JOKSHHSI METO/IiB reHHo1 iHxenepii. Lle crBopuiio teo-
peTuuHy 0a3y A MIBUAKOTO PO3BUTKY OAHOTO 3
PO3ALUIIB T€HETUKHU Ta MEIULMHU — MEAUYHOI IeHe-
THUKHU.

MenuuHa reHeTHKa BUBYA€E POJIb CIIAJIKOBOCTI B
MaTOJIOTII JIFOJAMHY, 3aKOHOMIPHOCTI yCIaKOBYBaH-
Hsl, €TI0JIOTII0, TATOTeHE3 CIAaAKOBUX XBOPOO, po3-
poO0JIsiE METOM JIIaTHOCTUKH, JIIKYBaHHS 1 Tpodisak-
THKHW CHAJKOBOI MATOJIOTI], BKIIFOYAIOYM XBOPOOU 3i
CIa/IKOBOIO CXWJIBHICTIO.

MenuvHa TeHeTHKA BUPIIIYE BCl TPOOIIEMH Me Y-
HOI MPAKTHKH, IO CTOCYIOThCS TEeHETUYHUX ITHTAHb.
Tany3siMu MEIMYHOI TEHETHKHU € KJIIHIUHA IeHEeTHKa,
MOJIEKYJIIpHA T€HETHKa, O10XIMIUHA TeHETHKA, [UTO-
IeHETHKA, IMyHOI'€HETHKA, OHKOTeHEeTHKa, hapMako-
IeHETHKA, TeHeTUKA PO3BUTKY, ITOIMYJIALIMHA IeHeTu-
ka. HaliBayxIMBIIIMM MPAKTUYHUM ACIIEKTOM € ME/H-
KO-T€HEeTUYHE KOHCYJIbTYBaHHs, CIIPSIMOBaHe Ha 3a110-
OiraHHS HAPOKEHHIO JIITeH 13 CIIaJKOBUMH 3aXBOPIO-
BaHHSIMH.

OpHe 3 TOJIOBHUX 3aBJaHb MEIUYHOI [€HETHUKU
CbOT'O/IHI — BHBUYEHHS NIATOI'€HE3Y CMaJKOBUX 3aXBO-

pIOBaHb JIIOJJMHUA HA MOJIEKYJISIPHOMY DiBHI, KapTy-
BaHHS Te€HIB 3aXBOPIOBaHb, & HA OCHOBI IILOTO — PO3-
poOKka Cy4aCHHX TEXHOJIOTIH J1arHOCTUKH, JIIKYyBaH-
Hs1, ipodinakTuku. Jpyre 3aBnanHs — po3mudpos-
Ka TEHHUX Mepex MYJIbTH(PAKTOpIaIbHUX 3aXBOPIO-
BaHb, 1[0 MOXE CTATH OCHOBOIO CY4aCHOI ITPEIUKTHB-
HOI MEAUIIUHU. BUKOPUCTAHHS yCiX MOXIIMBOCTEH
MEIMYHOI TeHETUKH JI03BOJISIE HE TIJIbKU 3a0e3rnevu-
TH HAPOJKEHHS 3J0POBHUX JITEH, 30eperT 310POB’s,
aJjie i 3aKJIaCTU OCHOBHU JIJIsSI TIOBHOI[IHHOTO JKUTTS
KO>KHOI JTIOJTUHU.

1.1.2. OCHOBHI ETAIIU ICTOPIT
MEJMYHOI TEHETUKH

IIpoTsarom yciei icTopii nroncTBa BigdyBantocs Ha-
rpOMaJKEHHS W aHali3 (akTiB iCHyBaHHS CHaJKO-
BOCTI 1 MIHJIMBOCTI PI3HMX OpPraHi3MiB, Yy TOMY YHCII
JronuHU. JIOHAYKOBI YSBICHHS PO PO30IKHOCTI MiXk
JTIOZBMHU, IO YCIAJKOBYIOThCS, ICHYBald B aHTUYHI
yacu — y npaisix [inmokpara, Apicrorens, JeMokpi-
Ta Ta iH. TaBHbOTPeUbKUX (itocodiB. Yke B mparsx
lNnmokpara Bijg3Hayanacs poJib CHaJKOBOCTI B TO-
xomkeHHi xBopo6. Y XVIII-XIX cr. 3’sBuiucs po-
0O0TH PO 3HAUEHHS CMTaIKOBOCTI B TOXOKEHHI TTOJTi-
naktwiii (Momneptioi, 1752), remodinii (Hacce, 1820).
Bynu omucani sik HO30510TiYHI hopMu Oarato craj-
KOBUX XBOpOO — cunapom [layna, Heitpodidbpoma-
TO3, BPOJKEHA TUCIIIA3is CIOTyuHOol TKaHuHU. OMHAK
TUTBKH 3 HAPOJKCHHSIM TFEHETHUKM K HAYKH CTaJo
MOJKJIUBHM PO3YMIHHSI €TiOJIOTI], a ITOTIM 1 MaTOreHe-
3y CIAKOBOI MATOJIOTII.

OCHOBHI KJIACUYHI 3aKOHU CIIAJIKOBOCTI OyJjI0
Bigkputo I'. Mennenem, skuit y 1865 p. BukiaB pe-
3yJIbTAaTU CBOIX JOCIIIKeHb y npaii «Jocmian Han
pocnuHHMMHE TiOpuaamm». BogHouac Oyno 3akiaje-
HO OCHOBM T'€HETHKH JIIOJMHM. Ii 3aCHOBHHKOM BBa-
KAIOTh aHrIilicekoro BueHoro ®d. lambroHa, KM
onyOmikyBaB y 1865 p. aBI KOpOTKi cTaTTi «Ycna-
KyBaHHs TajJaHTy 1 xapaktepy». ®@. [anpToH ynepie
BUKOPUCTAB METOJIM OioMeTpil AJisi BUBUCHHS Kilib-
KICHUX O3HAK JIFOJIMHHU, PO3POOUB MPHUHIIUIIM T'eHea-
JIOTIYHOTO, OJIM3HIOKOBOTO 1 AepMaTOTIIi(higHOTO Me-
TOJIIB, 3aII0YaTKyBaB TEOPETHYHI OCHOBU €BTCHIKH.
€BreHika — HAyKOBHI HATPSIMOK PO TMOJIMIICHHS



CHAJKOBOI MPUPOAM JIOAMHUA HUIAXOM MEPEBAKHOTO
BIZITBOPEHHSI JIIOJICH, SIKUM IPUTAMaHHI Oa)KaHi SIKOCTI
(TTO3UTHUBHA €BTEHIKA), 1 MEPElIKOAU BiATBOPEHHIO
XBOpUX (HeraTHBHA €BICHIKA).

Po6ora I'. Mennmens 3anumaiacs HEBIIOMOIO
OLIBIIOCT] G10JIOTIB MPOTITOM 35 POKIB, TOMY IO BiH
CBOIMHM JIOCITI/DKEHHSIMU HA0araTo BUIIEPE/IUB 3arajib-
HUI PO3BUTOK HAyKH 1 3HAYEHHS LUX TOCITIIKEHb He
3MOTIJIM OILIHUTHU WOTO cydacHUKHU. ODilliitHUM poKOM
HapOKEHHS TeHETUKH MpHiHATO BBaxkatu 1900 p.,
KOJIM 3aKOHH CITaJIKOBOCTI OYyJIM 3HOBY BIIKPHUTI TPhO-
Ma BueHuMu — [. le ®Ppuszom ([ommanmis),
E. Yepmaxom (ABcrpis) i K. Koppencom (HimeuunHa).

IcTopis posButky reneruku 3 1900 p. moxe OyTH
po3fineHa Ha 4 eTany, MiXK SKUMU HEMA€E YiTKUX PO3-
MeXyBaHb.

Ieprmit eTamm — 11e ermoxa KJIACHYHOI TeHETHUKH (3
1900 o 1930 pp.). 3a 1eit yac OCTATOYHO YTBEPIUBCS
MEHJIENI3M, BIIKPUTO SIBHILE 3YEIICHOTO YCIIaIKyBaHHS,
copmMysIbOBaHa TEOPIst FeHa 1 XpOMOCOMHA Teopist Cria/i-
KOBOCTI. BaxxjimBe 3HAUEHHS Maji TAKOX PO3POOKH
BUCHHS PO (PEHOTHUII i TEHOTHII, TTPO B3aEMO/IIIO TCHIB.

Hpyruit eran (3 1930 o 1953 pp.) Bigommii i
HA3BOIO HEOKJIACUIIU3MY. B 1i poku Oyiio BIAKPUTO
IHAYKOBAHUN MyTareHe3, MOXKIIUBICTh IITyYHOTO MY-
TareHesy; oOrpyHTOBaHO IIPUHLIUIIU [E€HETHKH IOy~
JISIIH 1 €BOTIOLIHOI TEHETUKM, OCTATOYHO JOBEJEHO,
110 TeH — 11e JUCKPETHA OJIMHUIIS CIIAIKOBOCTI; chop-
MYJIbOBAHO IIEHTPAJbHY IOI'MY T€HETUKH CTOCOBHO
poJti TeHIiB y mpoiiecax 0OMiHy PeUYOBUH («OJUH I'eH
— OJIUH (pepMEHT»); OTPUMAHO JIOKa3W I'€HETUYHOI
pomi AHK sk HOCis reHeTHYHOI iH(popMarii.

Tperiit eran (3 1953 p. no nouatky 70-x pp.) —
PO3BUTOK MOJIEKYIISIPHOI T€HETHKH, BIAMPAaBHOIO TOY-
KOO SIKOTO BBaKAIOTh OIyOJTiKyBaHHs [Ix. YoTcoHOM
1 @. Kpukom y 1953 p. mpani npo crpykrypy JHK.
Ha upomy etarni BiAKpUTO OCHOBHI MOJIEKYJISIPHI Me-
XaHI3MU peatizallii criagkoBoi iHpopmarlii — reHeTuy-
HUW KOJI, OCHOBHI €Tanu CUHTe3y OiuTKa, peayrurika-
miro [JTHK, onepoHHy peryIIsiio TreHiB y MpoKapioTiB.

YeTBepTHii eTan — BUHUKHEHHS «MOOIIBLHOI re-
HETHKH, STKUHA XapaKTEePU3YETHCS PO3BUTKOM TE€HHOL
iHxkeHepii, po3pobkoro meronis JHK-anamnizy. ITo-
YaTKOM HMOTro MOXHa BBaXXaTH BIOAKpUTTS y 1970 p.
tdepmenty pecrpuxraszu (B. Ap6ep, I'. Cwmir i /I. Ha-
TaH) Ta (QepMEeHTY 3BOPOTHOI TPAHCKPUITA3H
(T". Temin i 1. Banrrimop) Ta oTpuManHs y 1972 p. niep-
moi pexkomb6inantHoi JJHK (C. Koen, I'. Boiiep). Lle
JIAJ10 MO>KJIMBICTh BUBYUTH TOHKY MOJIEKYJIIPHY TIPH-
poay reHa, MeXaHi3MH peryJssiii reHHOI aKTUBHOCTI,
MaHIIyJIFOBATH IHANBIIyaIbHUMU T€HAMHU, IEPEHOCH-
TH T€HU OJTHUX OPTaHi3MiB y KIIITUHH 1HIIIAX, CTBOPIO-
FOUM TAKUM YMHOM OI10JIOTIYHI CUCTEMH, IKUX HIKOJIH
He Oyio y npupoi. HaliBaxJIUBIIIUM JOCSTHEHHSIM
reHeTHKH Hanpukinii XX — Ha movyaTtky XXI cr. cra-
JI0 po3iu(ppPyBaHHS T'€HOMIB 0araThboX OpPraHi3MiB,
BKJIIOYAIOUN JTIOAUHY. MOJIEKYJISIpHI Ta TeHHO-1HXe-
HEpHI MiIX0au 3a0e3eurIin HOBUH PiBEHb TOCITi-
JUKEHBb Y PO3BUTKY TEOPii TeHa 1 MyTareHe3sy, 610XiMi-
YHOT 1 €BOJIIOIITHOT T€HETUKH, IMyHOT'€HETUKH, T'eHe-
THKU JIFOJIUHU, MEJIMUHOT TEHETUKH Ta THIIIMX PO3/ILIIB
HAYKHU MPO CMAKOBICTh 1 MIHJIMBICTb.

Po3BuTok MennuHOi reHeTHKu OyB TICHO MOB’s13a-
HUN 3 JOCSTHEHHSIMM KJIACHMYHOI TeHeTHKH. OCHOBHI
eTanu iCTOpii TeHeTHKH, 10 MAITh 3HAYCHHS IS
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PO3BUTKY T€HETHKH JIFOJJUHU 1 METUYHOI TeHETHKH, T10-
JIAHO B TOJATKYy l.

OpHiero 3 niepmx poOIT y Tary3i MEIUYHOI TeHe-
THKH, B SIKili OyJIO BUKOPUCTAHO 3aKOHM MeHaens yist
TIOSICHEHHSI IIPUPOJIN 3aXBOPIOBAHHS, OyjIa poOOTa aHT-
miicekoro mikaps A. I'eppona «ITommpeHicTs anpKar-
TOHYpIl: BUBYEHHS XiMIYHUX ocobiuBocteit» (1902).
ABTOp AIIIIOB BUCHOBKY, 110 aJIbKANTOHYPIs MOXe
CIIyTYBaTH MOJEJUTIO BPOKEHUX IMOMUJIOK METa0oJIi-
3My H yCIIaJIKOBYEThCS 32 3aKOHaMu MeHzens sk pe-
LIECUBHA O3Haka. Moro BBa)XaroTh 3aCHOBHUKOM 0i0-
XIMIYHOI reHeTrku jroaunan. Y 1908 p. A. T'eppox mo-
€IHaB YOTHUPHU CHAJKOBI XBOPOOHU (aIbKANTOHYPIIO,
anpOiHI3M, MEHTO3YPII0 Ta LUCTHHYPIIO) y CIIJIbHY
rpyIny — IPUPOHKEH] MOPYIISHHS] META00III3MY».

V 1934 p. A. @emntiHT BUALIAB (DEHIUTKETOHYPIO 5K
CaMOCTIHY HO30JI0TIUHY (opMy.

VYV 1940 p. K. Jlamgmreiinep 1 O. Binep Bimkpuiu
pe3yc-pakTop, i 6yJI0 JOBEACHO, 1110 FEMOJIITUYHA JKOB-
TSIHULISE HEMOBJISIT BUHUKAE BHACIIIOK IMYHOJIOTTUHOT
HecyMiCHOCTI MaTepi Ta mwioaa. Y 60-Ti poku 3’sBuIa-
Cs1 MOYKJIMBICTB 3aITO0ITaHHS TeMOJIITHYHIN XBOpOO1 He-
MOBITAT IIJISIXOM BBEJICHHS! aHTU-Rh-aHTUTIT MaTepsm
13 TPYIU PU3KUKY PO3BHUTKY IIHOTO 3aXBOPIOBAHHSI.

V 1eii jxe 4ac BUBYAIOTHCS MOHOTEHHI XBOpOOH i
MOJIEKYJISIpHI OCHOBH CIAKOBOCTI JIIoauHU. Y 1948 p.
I'ibcon ynepiie 10BiB, 110 METIeMOTI00iHEMis (aBTO-
COMHO-PEIIECHBHE 3aXBOPIOBAHHS) 0OYMOBJIEHA MTOPY-
nIeHHsIM akTuBHOCTI pepmenTy NADH-3a1exH01 MeT-
reMoriiobiHpenykTasu, a B 1952 p. noapyxoks Kopi
BUSIBWJIN HEJIOCTATHICTH (hepMEHTY IITFOK030-6-hocda-
Ta3u npu xBopoOi [Nipke (o/1HA 3 POPM IIIIKOTEHO3IB).
V 1949 p. JI. TToninr 3 KojeraMu BCTAHOBWIIH, IO
MIPUYHHOIO PO3BUTKY CEPIIONOIIOHO-KIIITUHHOI aHeMil
€ aHoMaJtist B CTPYKTYpi reMorio0iny. Lle BigkpuTTs
CTaJI0 TIONITOBXOM JIO PO3BUTKY MOIIOHUX TOCIHI-
JUKEHb, 1y 1956 p. B. IHrpam Bu3HauMB, 10 CEPIOIO-
MIOHO-KJIITUHHA aHEMis € HACIIAKOM 3aMiHHU IJIIOTa-
MIHOBOI KHMCJIOTH Ha BaJIIH y IIOCTiH MO3UIl B JIaH-
o031 B-rimob6iny. HasiBHICTE aHOMAJIBHUX TeMOTI00i-
HIB JlaJla MOJIMBICTh JUJIS JACTAIbHOTO BUBYCHHS
HACITIZKIB MyTaliit. Byno BusBIIeHO, 110 MyTaIlii MO-
JKYTh MPU3BOJUTH 0 3aMiHH aMiHOKHUCIIOT, 3pyIIeH-
HA PaMKHU 34YMTYBaHHS a00 CIIPUUMHIOBATH OOpUB
MOJTIMENTU/IHOTO JIaHIfora. byo mokasaHo, 1o npu-
YUHOIO 0araThbOX YPOKCHUX MOPYIICHbL METa0OoMi3-
My € MyTallil, sIKi 3MIHIOIOTb CTPYKTYpy OiIKiB-(ep-
MeHTiB. ¥ 1953 p. JI>kepBi NpoIeMOHCTPYBAB BiJICYT-
HICTb (peHUTaNIaHIHTIAPOKCUIIa3H MPH (PEHITKETOHYPIi,
a I'. Bikkeap MoBiAOMUB MpO epEeKTUBHICTh AIE€THU 3
HU3BKUM BMiCTOM (DeHUIaJIaHiHy TIpU i XBOPOOI.
3 1pOro vacy 3’sIBHIIACS MOXKIIUBICTh TATOTEHETUYHO-
ro JiKyBaHHS METa0OJIIYHUX 3aXBOpIoBaHb. Y 1961 p.
P. Tatpi po3poOUB METOMKY MAaCOBOTO CKPHHIHTY
HEMOBIIAT Ha (peHiNMKeTOHYpiro. Ha mouyaTtky 60-x pp.
Oynm omucaHi nedexT rioko30-6-pocharaerinpore-
Ha3u y BUIMAJKY 1HAYKOBAHOI TeMOJIITUYHOI aHeMii,
(bepMeHTAaTHBHA HETOCTATHICTH IPH TajaKTO3eMii.
VIocKkoHaATIOBAIUCI METOAU OIOXIMIYHUX JOCII-
JOKEeHB. 3’SIBUITACS MOMIIMBICTD ITPeHATAIbHOI IarHO-
CTHKH (DepPMEHTOMATIH.

[MeperoMHUM MOMEHTOM B ICTOPIl MEIUYHOI IIM-
ToreHeTuku OyB 1956 p., KOIM ABOE NIBEICHKUX BUe-
Hux k. Tio 1 A. JIeBaH yCTaHOBHWIIH, IO B TUTIIOIN-
HOMY Ha0Opi JIFOIUHU € 46 XpoMOCOM. Menu4Ha Te-



HETHKA, KA HE BBa)Kayacs KIIHIYHOIO JUCIHUILIIHOIO
110 1956 p., oTpumasna cBiit mpeaMeT JJ1si BABYCHHS —
spo KITUHU. Y 1959 p. dhpaHIly3bKHil IUTOTEHETUK
M. Jlexen noBis, mo cuHapoMm JlayHa 00yMOBICHHI
HASIBHICTIO JIOJJATKOBOI XpOMOCOMH 21 B KapioTHIII.
Ha nouatky 60-x pp. Oyjio BHSABIEHO aHOMAaJIl
KUTBKOCTI XpoMocoM TpH curapomax LlleperieBcpko-
ro — TepHepa, Kﬂaﬁﬁ(beanepa OIHMCAHO CUHAPOMH
Haray, EL[Baszca 1 CHHJIPOM «KPHKY KILITKI, p13HO-
MaHITHI Tpchnoxauu z[eneuu )Jyrmu(auu nom-
HAJIaJI0 MOKJIMBICTB JIarHOCTYBATH XpOMOCOMHl XBO-
po6H, YoMy CIPUSIIO TAKOXK YJAOCKOHAJIEHHS METO/IIB
LUTOTEHETUYHHX JIOCITIKEHb. 3 1966 p. IPOBOIUTHCS
MpeHaTaIbHa JIarHOCTHKA XPOMOCOMHHX XBOPOO 1LIS-
XOM aMHIOLIEHTE3Y.

TakuMm 4rHOM, Ha TIoyaTKy 60-X pp. MeIu4Ha re-
HETHKA CTa€ KIHIYHOO JIUCIUILTIHOW. By BigkpuTi
OCHOBHI I'PYIH CIAaJKOBUX 3aXBOPIOBAHb, 3 BUIIACS
MOJKJIMBICTD IXHBOI A1arHOCTUKH, TPEHATAIBHOTO J10-
CITIIDKEHHS I1J10]1a, PO3PO0JIEHO MeTOIU MpOodiTakTHy-
HOTO JIIKYBaHHS ACIKUX (PepMEHTOIATIH.

IMoganpuinii pO3BUTOK MEIMYHOT TEHETUKU K Ha-
VKU OYB IMOB’s3aHMIA 3 PO3POOKOI0 METOJIIB MOJIEKY-
JSPHO-TEHETUYHUX JOCITIPKEHb, BUBYCHHSM OYIOBH
TeHiB, YIOCKOHAJIEHHSIM METOIB IIpeHaTalbHOI aiar-
HOCTUKH. BaxuBi pe3yspTaTu 1010 T€HOMY JIIO/IHU-
HU Ta IHIIUX OPTaHI3MIB OyJI0 OTPUMAaHO IIPH BUKO-
HAHHI MDKHAI[IOHAIBHOTO IIPOEKTY «I €HOM JIFOTUHI».
Odimiiino ipoekT cTaptyBas 3 1 xoBTHs 1990 p., ioro
nepimmnM KepiBHUKOM cTaB JIx. YoTrcoH, a 3 1993 p.
— ®. Kommine. Linsamu npoekty Oyiau: BUSHAUCHHS
Hykneomﬂﬂoi MOCJIJOBHOCTI T€HOMY JIIOJUHU; CKJIa-
JIQHHS! TOYHOI TeHETHIHOI KapTH; CCKBCHYBAHHSI 1 Kap-
TyBaHHSI TCHOMIB 1HIIIHX opraH13M113 SIKI MAIOTh 3HAYCH-
Hs JUIsl O1OJIOTIUHMX JTOCTIIKEHb (KHMIIKOBA IATNYKa,
JIpiKIK, Tpo3odina, MUIIA Ta iH.); PO3BUTOK TEXHO-
siorii nocripkenns JIHK; BupitiieHHst eTHIHUX, collialib-
HUX Ta IOPUANYHUX ACHEKTIB JOCII/DKEHHS TeHOMY JIIO-
muau. ITpoekT, po3paxoBanuii Ha 15 pokiB, Oyio yc-
MIITHO BUKOHAHO JIOCTPOKOBO — TOTIEPEIHS Bepcis re-
HOMY JTtoIMHK OyJiia omyOiikoBana y jroromy 2001 p.,
ocraToyHa Bepcis — y kBiTHi 2003 p. JIyist BU3HauUEH-
HsI T€HIB CXWJIBHOCTI 10 MYyJIbTU(]aKTOpiaIbHUX 3a-
XBOPIOBaHb BEJIMKE 3HAUEHHS MaJla 104ipHs mporpa-
Ma MPOEKTY 3 BUBYEHHS F€HETUYHOIO NOJIIMOPQI3My
JIFOJIVHH.

Ha ocHOBI ocsiTHEHb MOJIEKYISPHOI Gi0JI0Til, Te-
HETHKH Ta TeHHOI iH)XeHepil BAHUK HOBUI PO3ii Me-
JIMYHOT HAYKH — MOJIEKYJIApHA MeIuIuHa. [i Hayko-
BHM MIATPYHTSIM € iIeHTU(IKALSI TUCSY CTPYKTYPHUX
1 PEryJISTOPHUX T'eHIB, 3 SICYBaHHS T€HHOI IPUPOIH 1
MOJICKYJIIPHUX MEXaHI3MIiB PO3BUTKY OaraTh0X MOHO-
TeHHUX 1 MyJIbTU(DAKTOpIaTbHUX XBOPOO, POJIi reHe-
TUYHUX (AKTOPIB y €TioNOoril Ta mMaToreHe3i pisHUX
MATOJOTIYHUX CTaHIB, TOKa3W I'€HETHYHO! yHIKaJb-
HOCTI KOXXHOTO iHAuBigyyma. ['0noBHI 0cOOIMBOCTI
MOJIEKYJISIPHOI METUIIMHH — IHIWUBITyaIbHICTB ITiIX0-
Iy 1 podiIaKTHYHA CIPSIMOBAHICTb.

HaiiBaxuBin TOCSITHEHHS MOJIEKYJISIPHOT MeU-
nuuu croroyieHHs taki (B. C. Bapanos, 2004) :

— po3pobiieHo TOYHI, epeKTUBHI i yHIBepCaJIbHI
METO/I! JIIaTHOCTUKH CITaJIKOBUX XBOPOO HA OY/Ab-sIKIiii
CTajli OHTOreHe3y, B TOMY YMCIi I 10 HApOIKEHHS
(npeHaTabHA IATHOCTUKA);
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— po3po0JIeHO MAX0U 10 TOYHOI ieHTudikaii
ocobucTocTi (reHOMHA JAaKTUIIOCKOTis), TeHOTHUITY-
BaHHS OPraHiB i TKAHUH, MPU3HAYCHUX IS TPaHC-
IUTAHTALl;

— 3aKJIa/IEHO eKCIIepUMEHTAJIbHI i KIIIHIYHI OCHO-
BU T€HHOI Teparii CIiaIKOBUX 1 HECTIAJIKOBUX XBOPOO;

— Ha OCHOBI JaHUX MPO 1HAMBIAYaJIbHI O10XiMIiY-
Hi (TeHOMHI) 0COOJIMBOCTI PO3I10YATO POOOTH B rajry3i
(hapmakoreHeTUKH, (papMaKOTEHOMIKU 1 T€HETHYHOI
eI AeM10JIOT1l;

— AKTHUBHO PO3POOJISIFOTHCS MOJICKYJISPHI OCHO-
BU NMPOPUIAKTUYHOI MEUIIMHY.

Po3BuUTOK MeaIUYHOI reHeTHKH
B CPCP i Ykpaini

VY CPCP meanuHa reHeTUKA YCIINIHO PO3BUBANIA-
cst B 20-30-1i pp. XX ¢T. OCHOBOTIOJIOKHUKOM
kiiHiyHOl reHeTnkn B CPCP BBaxkaroTh BUAATHOTO
HeBpomnatosyiora C. M. JIaBuznenkosa (1880-1961). Bin
OpraHizyBaB IepIly y CBITI MEIUKO-T€HETUYHY KOH-
cynbratifo (1929), ony0OmikyBaB KiJIbKa KHHUT 3 Te¢He-
THUKY CIIAJIKOBUX XBOPOO HEPBOBOT CUCTEMU.

3 1930 mo 1937 pp. HaA PO3BUTKOM MEIMYHOI Te-
HETHKH MpaloBad B Mennko-61010TiYHOMY 1HCTH-
TyTi, epeiimeHoBaHoMy B 1935 p. y Menuko-renernu-
HUH THCTUTYT, AupekTopoM sikoro OyB C. I'. Jleit. B
IHCTUTYTI NMPOBOAMUIIUCS POOOTH 3 LIUTOTEHETUYHHUX,
OJIM3HIOKOBUX JIOCII/KEHb, KIIHIYHOT 1 (popmaabHOL
reHetuku. Y 1937 p. inctutyt Oyio 3akputo, a C. I,
JleBiTa penpecoBaHo. [IpoTsaroM TpuBajaoro vacy, 3
novatky 40-x i 1o mouatrky 60-X pp., JOCTIDKEHHS B
rany3si renetuku B CPCP Gyno 3aboponeHo, a Oara-
TO BUJATHUX I'€HETHUKIB PENPECOBAHO.

PosBurtox Meauunoi reaetuku B CPCP BiHOBUB-
cs Ha mo4daTky 60-x pp. AKTUBHY y4yacTb y Bipo-
JOKeHHI paJisHChbkol reHeTuku B3siiu B. 1. Timakos,
C. M. daBunenxos, B. I1. Edpoimcon, O. O. ITpoko-
¢’eBa-benbroserbka, €. ®@. JaBunenkona, C. A. Heii-
tdax, E. E. ITorocsai. J{ocsrHeHHS B rajly3i Meaud-
HOI TEHETUKH TIOCITY>KWIU IMOMITOBXOM JUISI PO3BUTKY
MeaUKO-TeHeTH4HOoil cinyxou B CPCP y 70-80-1i pp.
IcToTHMIT BHECOK y PO3BUTOK I'€HETHKM Ha YKpaiHi
BHic C. M. I'epmien3on (1906-1998). Bin Bigkpus my-
TareHHICTh HYKJIETHOBUX KUCJIOT 1 BIpYCiB, MMOKa3aB
MOJKJIUBICTh 3BOPOTHOI TpaHCKpuIii. B Ykpaini me-
JIMYHA TeHEeTUKa MoYayia BIPOBAKYBATUCS B PoOO-
Ty OKpEeMHUX HAYKOBO-IOCIITHUX IHCTUTYTIB Kuesa
(Inctutyt monexymnsipHoi Oionorii 1 renetnkn HAH
Vkpainu, HJII neniatpii, akymepcrBa Ta TiHEKOJIOT11
MO3 Vkpainn), y JIbBOBiI Oyj10 opraHizoBaHO Iep-
A CITeITiali30BaHU HAyKOBO-IOCITITHUMA 1HCTUTYT,
y KpuBomy Posi cTtBopeno nepmuii PecryOmikaHch-
KUl MenuKo-reHeTuuHuil neHtp. Y 1988 p. dax sika-
psA-TeHeTHKa OyB BHECEHHI 10 HOMEHKIIATYPH JiKap-
CBKHX Mocaj, 3a HakazoM MO3 Ykpainu Oyna cTBO-
peHa Mepexa MEJUKO-TeHeTUYHUX YCTaHOB IO YK-
paini. ¥V 1989 p. 3’sBunacs nepimna kadeapa MeIUuIHO1
reHeTrky npu KuiBChbKiM MenuuHid akameMii mics-
JIUTIJIOMHOI OCBITH, 3aCHOBHUKOM SIKO1 cTajia mpode-
cop T. I. ByxieBcpka. OqHouacHO Oyia BiIKpHTa Ka-
(denpa MenuyHOI reHeTUKN B XapKiBCbKOMY JepXkKaB-
HOMY MEIUYHOMY YHIBEPCHUTETI.

Croromni B YKpaiHi MEIUKO-TEHETUYHA TOTTOMO-
ra HACEJICHHIO HAJIA€ThCS Y MePEeXki MEIUKO-TeHeTHY-
HUX KOHCYJIbTAIlii{, KaOiHETIB 1 LIEHTPiB, BUCOKOCTIE-



mianxizoBaHa JOIOMOra — Yy MPOQUIbHUX IHCTUTYTaxX
MO3 ta AMH Vkpainu. ¥ 2003 p. MO3 VYkpainu
CHUTBbHO 3 AKaJIeMI€I0 MEIUYHUX HAyK YKpaiHH BU-
naB Haka3 «[1po ymocKkoHaIeHHS! MeIMKO-TeHETHIHOT
JIOTIOMOTH B YKpaiHi» 3 METO0 pepOpMYBaHHS CTPYK-
TYpU MEJUKO-TeHETUYHOI CIIY)KOU, aKTUBHOTO BIIPO-
BA/KEHHSI CYYaCHUX JIarHOCTUYHUX, JIKYBAJIbHUX i
NPOQIIAKTUYHUX TEXHOJIOTIH, a TAKOXK HayKOBHUX J10-
CATHEHb MEIUYHOI TeHETHKU Ta MOJIEKYJISIpHOI Oio-
JIOTi1, CIPSIMOBAHMX Ha TIOJIIIICHHS 3I0POB’S Hace-
neHHs. OCHOBHI HAIIPSIMKA POOOTH MEUYHUX T'eHe-
TUKIB YKpaiHU — CTBOPEHHS CHUCTeMH JlepikaBHOTO
TEHETUYHOTO MOHITOPUHTY, YIOCKOHAJICHHS METO/IB
MIPEHATAIIBHOTO CKPHUHIHTY, BIPOBA/KEHHS CYYaCHUX
METO/IiB 3aro0iraHHs Ta JIIKYBaHHS CIIaJIKOBUX XBO-
po0 1 IpUPOKEHUX BaJl PO3BUTKY, MOCIIKEHHS B
rajxysi MyJbTH(haKTOpIaIbHOI TATOJIOTI, hapmakore-
HETHKHU, OHKOTEHETUKH, TTOIYJISAIIITHOI TeHETHKY.
CryneHTH MequYHUX (PaKyIbTETIB YHIBEPCHUTETIB
BUBYAIOTh MEINYHY F€HETUKY SIK OKPEMY JTUCLUILIIHY.

1.2. MOJIEKVYJIAPHI OCHOBU
CITAAKOBOCTI

MoJiekyJiipHy OCHOBY CIaJIKOBOCTiI CTaHOBIISITh
nykieinosi kucinotn — JHK, a Takox PHK (y ne-
SIKUX BIpYCIB).

1.2.1. BYJIOBA 1 ®YHKLIIT THK

JHK — 11e roriMmep, MOHOMEPOM SIKOTO € HYKJIEO-
1. KoXeH HyKJICOTHT CKJIaIa€ThCs 13 3aIUIIKY (oc-
(hopHOi KMCIOTH, MOHOCAXapuay (IIEHTO3H) A€30KCHU-
pubO3H 1 OJTHIET 3 YOTUPHOX a30TUCTUX OCHOB — aJie-
HiHy (A), Tuminy (T), nmurosuny (L) a6o ryaniny (I).
AJIeHIH 1 TyaHIH — TOXIiIHI IypHUHY, TUMIH 1 IATO3MH
— noxinHi mipuminuny. [TocmigOBHICT A30TUCTUX OC-
HoB y nanutory JJHK Busnauae cnagkoBy iHpopma-
11it0, 3aMucany B i Mostekyi. HykieoTuau 3’ IHyIOTh-
Cs B JIAHITIOT KOBaJICHTHUM ((ocdomiedipHuM) 3B’ 513~
KOM MiX (ochaToM OTHOTO 1 JIe30KCHPUO03010 Ha-
CTYITHOTO HYKIICOTHILy. ATOMHU BYTJICLIO B JI€30KCH-
prb03i HyMEPYIOThCS, B yTBOPEHHI MIKHYKJICOTHIHO-
ro 3B’s13Kky 3aaisHuii 5 C oxHoro i 3” C iHIIOro HyK-
neotuny. e Bu3Hauae nonsipuicth nanmpora JJHK
(puc. 1.1): Ha OgHOMY KiHII JIAaHIFOTA PO3TaIllOBaHA
BiTbHA 5" docdaTHa Tpyma, Ha Apyromy — 3’ TiApOK-
CHJIbHA TpyIIA.

Mousexyna JJHK micTuTh ABa MOJIHYKIEOTUIHUX
JAHLIOTH, AKi YTBOPIOIOTH MOABIIHY cripayib. A3zo-
THCTI OCHOBU HYKJICOTHJIIB OPIEHTOBAaHI BCEPEAUHY
cripali 1 3’eTHYIOThCS MiX COOOI0 BOTHCBUMH 3B’sI3-
KaM¥ 3a MPUHIUIIOM KOMIIEMEHTapHOCTi, TOOTO
cTporoi BifnoBigHocTi HykieotuiB (A-T; T'-11). Mix
A 1 T yTBOpIOIOTECS 2 BOAHEBI 3B’s13KH, a Mk [ 1 L]
— 3. Jlanutoru B monexyni JAHK antunapanenpHi:
OJIMH JIAHIIIOT Hje y HampsMKy 5—3’ B3moBxk oci, a
JpYyruii y HanpsMKy 3'—5.

Ockinbku pepment JAHK-nonimepasa Mmoxe Hapo-
IIYBATH MOJIHYKJICOTUIHUHN JIAHIIOT, TTPUETHYIOUYH
HYKJICOTUIU TUTbKU A0 3’ KiHIISI, MPUIHATO 3aIuCy-
BaTu HykJeoTunHy nocuigosuicts JHK Tak, mob 5
KiHellb 3HAXOAMBCS OiIsl BEpXHBHOTO JIAHIIIOTA 3JTiBa 1
[I03HaYaB [10YaTOK MOJIEKYJIU.
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Puc. 1.1. BynoBa ¢pparMeHTa NOJIIHYKJICOTUHOTO
naniora JJHK:

a — BinpHa ocdarHa rpyna Ha 5'-kiHui; 6 — doc-
doniedipuuii 38’130K; 6 — ne3okcupudosa; & —
BiJIbHA TIIPOKCHIIbHA Ipyna Ha 3’-KiHII

(5) ATTTTALIATTTL] (3')
(3) TALAATTTLILIIT (5)

Cripans JHK y Ginblnocti BUIAnKiB mpaBo3a-
KpydeHa, 3 JiaMeTpoM 2 HM. Y KOXHOMY BHUTKY
cripam 10 map HyKJI€OTU/IIB, JOBXIHA TOBHOT'O BUT-
ka 3,4 HM. MiX BUTKaMU Y3JIOBXK OCl MOJIEKYJIH MOX-
Ha BUOUIATH BEIMKY 1 Mary 00po3HH. Y 1UX 00po3-
HaxX PeryJIsATOPHI OUIKM MOXYTh B3a€EMOJISTH 3 IICB-
HUMHU HYKJIEOTHIHUMH nociaigoBHocTsamu JHK
(puc. 1.2).

JBonaHIIoroBa KOMIJIEMEHTapHA CTPYKTypa 3a-
Oe3meuye Taki BaXXJIMBI BJIIACTUBOCTI MOJIEKYJIHU
JHK.

1. 31aTHICTH MOJICKYJIX IO CAMOIIOJBOEHHS (pe-
mikaiii). J{Ba JaHIIOTH PO3IUISIOTHCS, 1 Y3I0BXK
KOXXHOTO CHHTE3Y€ThCSl KOMIUIEMEHTAPHUN JIAHITIOT.
MoOXJIUBICTh YTBOPEHHSI IBOX aOCOJIOTHO 1JIEHTUY-
HUX MOJIEKYJI 3a0e31euye rnepeaavdy crajakoBoi iHdop-
MalIlii Bil MATEPUHCHKOI KJIITUHH JOYipHIM KITITHHAM
npu o (puc. 1.3).

2. 3maTHICTB 10 AeHaTypallil Ta peHarypaiii. [1pu
3MiHI TeMIIEPATypH 1 XIMIYHOTO CKIIATy CEpeIOBHILA
MOJIEKYJIa 34aTHA PO3AUIMTHCS Ha JIBA JIAHILIOTU (je-
HaTypallis, ab0 IJIABJICHHS), a IIPU MTOBEPHEHHI JI0
(hi310JIOTIYHUX YMOB IBOJIAHITIOTOBA CTPYKTYpa CIIOH-
TAaHHO BIJHOBJIIOETHCS (peHaTypallis, abo Biaman).
ITpu 11bOMY BiJIIOBITHI OHOJIAHITIOTOBI TUISTHKY 3HA-
XOJSATh OJHA OJIHY 3aBISKH MPUHIUIY KOMILJIEMEH-
tapHocrti. 3aatHicte JIHK no nenatypariii Ta pena-
Typauii MUPOKO BUKOPUCTOBYETHCS B Cy4YaCHUX MO-
JIEKYIISIPHO-TEHETUYHHX JIOCITIDKEHHSIX.

3. 3maTHICTh A0 penaparii — BIIHOBIIEHHS I1O-
IIKOJIXKEHb, SIKi yTBOPIOIOTBCS Y CTPYKTYP1 MOJICKYJIH.



. 3’_KiHEelb
-KiHelb

Puc. 1.2. Tlongiiina cripans JJHK:

a — 1nykpo-ocdaTHmii ocTOB; 6 — Maa 60po3-
Ha; 6 — BeJiuka OOpO3HA; 2 — a30THI OCHOBH; 0 —
BOJHEBI 3B I3KH Mi)K OCHOBAMU

JHK nokani3yeTbes B sSApi KIITUHU Y CKIIJIi XPO-
MOCOM, a TaKOX B MITOXOHJIPisIX (y JIFOQUHA — MCH-
mre 1 %).

TonosHa pynkuis JHK — 36epiranus cnagkoBoi
(renernynoi) indopmanii. CnagkoBa iHGopMaris —
e iHdopmauis npo cTpykTypy Bcix OukiB i PHK
OprasiaMy i mopsiiok peasmizaiii iei iHpopMmalii B
onrtorenesi. Monekyna JIHK 3a6e3neuye nepenaay re-
HETUYHOI iH(popMaIlii TOUipHIM KITITHHAM 3aBASKH
3IATHOCTI 10 perutikamii. Bona 6epe ydacts y peaiti-
3alii crajaKoBoi iHpopMallii, OCKIIbKH CITy>KUTh MaT-
puueto s cunte3y PHK i peryinroe ii yrBopeHHs.

1.2.2. BYJIOBA I ®YHKILIII PHK

Sk 1 IHK, PHK € nonimepoM, 1o cKiIaga€eThes 3
nykneotuniB (puc. 1.4). Ha Bimminy Bin JJHK, PHK
CKJIAJIAE€ThCS 3 OJHOT'O MOJIIHYKJICOTHIHOTO JIAHIIIO-
ra; 10 CKJIaJy HYKJICOTUAY BXOAWThH prub03a; 3aMiCTh
THMIHY MICTUTh a30TUCTY OCHOBY — yparui (V). Bei
Buau PHK cunTesyrorhes B siapi Ha matpuii JJTHK.

5’ 3

f

HouipHi MatepHrHCHKI JTaHIFOTH

5 3’
3 5

JIAHITIOTH
vV 5
Martepuncbka
Mornekyna JHK
Houipni monexynu JJHK

Puc. 1.3. HaniBkoHcepBaTuBHe ntoaBoenHs JJTHK
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Puc. 1.4. Cxematnuna crpykrypa ¢pparmenra PHK

PHK 6epyTb yuacts y peamizaii 3akomosaHoi B JHK
CMaKoBOI IH(pOpMAILIl Ha PIBHI CUHTE3Y OUTKA. 3aJIeKHO
BizT pyHKIIii 1 0cOOIMBOCTEN OYIOBH PO3PI3HSIIOTH KUTbKA
BuziB PHK, HalironoBHimMu 3 sKuxX €: iHpopmaiiiiina
(abo maTpuuHa), TpaHcrioptHa, pubocomHa PHK, mami
smepHi 1 sigepresi PHK, mikporuromrazmatnuna PHK
(tabm. 1.1).

Indopmariiina (a6o marpuuna) PHK (iPHK, a6o
MPHK) cunresyetscs na marpuni JHK 3a npunuu-
MOM KOMILIeMeHTapHOCTi. BoHa mepeHocuTs iHpOp-
Marliro mpo 0yqoBy OiIKa 3 siipa B IUTOILIA3MY 1 CITy-
T'ye MaTPUIICIO IUTSI CHHTE3Y O1Tka pUOOCOMaMH.

Tpaucnoptaa PHK (TPHK) 3B’s13yeThest 3 Bifmo-
BiJTHOIO 1ii aMIHOKHUCIIOTO0, TPAHCIIOPTYE aMIHOKHUC-
JIOTYy Ha pubocomy i 3abe3neuye il BKIIIOUCHHS B
OLIKOBY MOJIEKYJTy B CYBOpIil BIAMOBIIHOCTI 3 TeHe-

Tabmuns 1.1. @yHkOii HyKJIETHOBUX KHCJIOT

Hyxneinosi Dyukiis
KUCIIOTH

JHK 30epirae 1 epeae CrajikoBy
(reHeTHuHy) iHpOpPMAIIIO

iPHK IlepeHoCHTH TeHETHUHY 1HGOP-

(a6o MPHK) Mariiro Big JJHK o pubocom,
CITyTy€ MaTPHIICIO JUIS
CUHTE3y OliKa

TPHK TpaHcropTye aMiHOKHCIIOTH
JI0 pubOCOMH, BIJIITOBINAE 3a
TPAHCIISILIIO TTOCIIAOBHOCTI
HykJleoTHHUX TpuruieTiB iPHK
y TOCHTIZIOBHICTh aMiHOKHCIIOT
B TOJIIENTUAHOMY JIAHIIIO31

pPHK Bxomuth 10 ckinagy pudbocomu,
3abesneuye B3aemoito iPHK
1 TPHK

Marni sipepHi BepyTh yuacts y crutaiicunry

PHK iPHK

Mai saeprieBi BepyTh yuacTs y q103piBaHHI

PHK pPHK

Mikpouurorias-| bepyTs yuacts y perynsiii

matnydi PHK eKcrpecii JesKuX TeHiB




TuuHuM koaoM. Ha pubocomi TPHK mpuennyerncs
AHTUKOJOHOM (KOJOBUM TPUILIETOM) Yepe3 CUCTEMY
BOJTHEBUX 3B’SI3KiB JIO OJTHOTO 13 TPUILIETIB (KOJOHIB)
iPHK. Kommremenrapuicte antukogona TPHK ko-
qony iPHK € tum crnienudiuHuM MexaHi3MOM, SIKHA
3abe3reuye peasizaiiro mocuigoBHocTi koaoHiB iPHK
1, BUIMIOBIJTHO, T€HA, B MOCIIIOBHICTh aMIHOKHUCIIOT Y
nominenTui. Takum unHoM, Mojiekyiia TPHK nocinae
LIEHTpaJIbHE Miclie B OiocuHTe31 Oijika, BUKOHYIOUH
(byHKIIIO aganTepHOl MOJEKYaHu (BiAMOBIITAaE 3a
TPAHCITALIIO ITOCIIIOBHOCTI HYKJICOTHTHUX TPUILICTIB
iPHK B mocaiIoBHICTh aMIHOKUCIIOT Y MOJIIEIITU/I).

Pu6ocomuna PHK (pPHK) pasom i3 pubocoMHu-
MU OLIKaMU BXOIUTH 110 CKjiaay pudocom. Bona Bu-
KOHYE CTPYKTYPHY (PYHKIIifO, a TAKOXK Oepe y4acTb y
3’ennanni iPHK 3 pubocomoro Ta TPHK.

Mauni smepui PHK GepyTh y4yacTh y crutalicuHry
iPHK, a mani spepuesi PHK — y niporiecunry ta mo-
nugikanii azoructux ocioB pPHK.

Mikpouurtomnasmatuudi PHK — e monexynu
(20-25 HyxkIJIeoTHAIB), K1 PETYJIOOTH T€HHY akK-
TUBHICTH Y MPOIIECI PO3BHUTKY 1 MU(epeHITIIOBAHHS
KJIITUH. BOHM 31aTHI BUKIIFOUATH €KCIIPECIIO KUTTE-
BO BaXXJIMBHUX I'eHIB, B3aemomirouu 3 ix MPHK.

1.2.3. TEH

Y BY3bKOMY PO3yMiHHI CJIOBa TEPMIHOM T'€H BU-
3HavaroTh AUITHKY Mojiekyau JIHK, sika nece ingop-
MaLiIo PO CTPYKTYPY OJHOTO MOINENTH LY, MOJIEKY-
mu TPHK a6o pPHK. I'en y mmpokoMy po3yMiHHI
IIBOTO CIIOBA — IIe CTPYKTYPHO-(QYHKIIIOHATIBHA O/IH-
HUIIS CTIAJIKOBOCTI, 10 MICTUTh IEBHUH OOCST cria-
KOBOIi iH(opmarii.

3a ¢yHK1i€I0, IKY BOHM BUKOHYIOTH, T€HH MO~
IOThCS Ha KiJibKa rpyt (tabm. 1.2).

1. CtpykTypHi reHr HecyTh iHhopMallito Ipo Oy10-
By nojinentuny, pPHK, TPHK Ta irmi PHK. Tak 3Bani
«TEHH JTOMAIIHBOT'O TOCIOAAPCTBA» EKCIIPECYIOTHCS B
yCIX KIJIITUHAX, OCKUTBKH iXHI MPOJYKTH HEOOXIIHI JUTst
3a0€3MeUeHHs KUTTEMISIIBHOCTI KIIITUH OY/b-SIKOTO
tuny. [Ipuxnanom € rean pPHK i TPHK, 6inkis-
ricroniB. ['enu TepmiHaibHOTO AUdEpeHIlitoBaHHS

(«reHn PO3KOII») — TKAHWHHO-CHEL(IYHI TeHH, sIKi
(DYHKUIOHYIOTh JIMIIE B MIEBHUX TUIAX KJIITHH a0o Ha
MEBHUX CTaisIX OHTOI'eHe3y, HAPUKIIAJ, F'eHH IMyHO-
TJIOOYJTiHIB.

2. PerynmatopHi reHr — IMOCIIJOBHOCTI HYKJIEO-
tuaie JJHK (byHKIIOHANBHI JUISHKH), SKi peryJo-
I0Th 3UUTYBAHHS CIIaJIKOBOI iHpOpMalIil i3 CTPYKTYp-
HUX T'eHiB (TOOTO PeryIIol0Th EKCIPECito CTPYKTYPHUX
reHiB). [IpoMOTOp — MOCTIAOBHICTh HYKJICOTHUIIB
JIHK Ha 5’ KiHILi reHa, 3 KOO 3B I3y€ThC (PePMEHT
PHK-momiMepasa mist moyaTky TpaHCKPHIIIi CTPYK-
TYpPHOTO I'eHa; TEPMIHATOp — AUISHKA 3aKiHYCHHS
tpanckpunuii. Enxancepu — minsaku JHK, mo
MiICWITIOIOTH TPAHCKPUIIIIO NUISIXOM 3B’SI3yBaHHS 31
creuuiyHUMH QaKkToOpaMy TPAHCKPUIILi, SKi IOJIer-
mytoth npueananis PHK-nonimepasu go npomoto-
py. Caitnencepu — mociaigosrocti JIHK, sxi mocia0-
JIOIOTh TPAHCKPHUIIILIIO, TAKOXK 3B’ I3YIOUUCH 3 PaKToO-
paMu TpaHCKPHIIIII.

1.2.4. BYIOBA I'EHA EYKAPIOTIB

i yac Tpanckpunii tanrorn JHK npunnmmo-
BO PO3PI3HSIOTHCS 3a CBOEIO (DYHKIIOHAJILHOKO POJI-
mo. OJIMH 13 JIAHITIOTIB € KOJYIOUnUM, a00 3MICTOBUM,
npyruit — MatpuunuM. [Hdopmamiitna PHK cunre-
3YETHCS 32 TMPUHIMIIOM KOMIUIEMEHTAPHOCT] Y30BXK
MATPUYHOTO JIAHIIOTA 1, TAKUM YHMHOM, BIJITBOPIOE
HYKJICOTHIHY MOCIIIOBHICTh KOIYIOYOTO JIAHITIOTA
(puc. 1.5).

Jo ckiany CTpyKTYypHOTO I'eHa BXOJSTH MOCIHi-
JIOBHICTB, 1[0 TPAHCKPUOYETHCS, 1 pETYJISITOPHI TJISTH-
ku (puc. 1.6).

1. ITocnioosuicmy, wo mpanckpubyemocs. Ieprmmit
HYKJICOTH]I, 1[0 TPAHCKPUOYETHCS (CTapTOBa TOYKA
TPaHCKPUIIii), Mo3HauaeThCst +1, BCl HACTYIHI HYyK-
JEOTUAM i Yac TPAHCKPUILII 3amUCYIOThCS 13 3HA-
KOM «+». HykJleoTUIM 10 TOYKHU MOYATKY TpaHC-
KPHIIIii TO3HAYAIOTHCS 31 3HAKOM «—».

ITociT0BHICTB, 110 TPAHCKPHOYETHCS, CKITATa€Th-
csl 3 NMJEPHOI TUISHKH, BIAcCHE IIISHKH, IO KOAYE
MOJIIIENTU/, 1 XBOCTOBOI TpeljiepHoi autsiHku. Jligep
1 Tpeiiep HeoOxinHi M B3aemonii iPHK 3 puboco-

Tabmuus 1.2. Knacudikauis renis

I'pynu reHiB 3a (HYyHKINED

ITpuknaau reqis

DyHKIIIT reHiB

CTpyKTypHi T€éHU — KOJIYIOTh

oimku 1 PHK TOCTIO/IapCTBaY

T'enn «gomMamHbOro

3a6e3mneuyoTh XUTTEBO BAXUIMBI (DYHKIII1, AaKTUB-
Hi B YCIX KJIITHHAX

(TeHH «PO3KOIIII»)

'enu TepMiHAIBHOTO
JIudepeHIiFOBaHHS

DyHKIIOHYIOTh TUIBKH B IIEBHUX TUIAX KIITUH
a0o0 Ha TIEBHOMY €Talli OHTOTE€HE3Y

PerynsropHi renn ITpomotop

Hinsuka JJHK, 3 sxoto 38 s13yerbest PHK-osi-
Mepasa JUIsl TOYaTKy TPaHCKPHITLIT

Tepminatop

HinsHka, 10 BU3HAYAE KiHEI[b TPAHCKPUIIIIT

EnxaHcep

IMocminosnicts [JHK, sika, 38’s3yr0un pakropu
TPAHCKPUIIIIIi, ITOCHITIOE TPAHCKPHIIIIIO

Caiinencep

IMocninosnicts JIHK, sika, 38’s3ytoun pakropu
TPAHCKPHIIIIiI, ITOCIa0II0€ a00 MPHUITHHSIE
TPAHCKPHUIIIIIIO
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Konyrounit

, + 4«— (3MICTOBUIA)
STT T T T T T T T T T T T T3 jammor
JHK TALDI TTUOTDATINONOQ
ATTHAATUOUTATLTT
SV I N I N N Y I By
Tpanckpumis \ MaTpuunuii
(32 IpUHIHUIIOM JTAHITOT
KOMITJIEMEHTAPHOCTI
3 MAaTPUYHOTO PHK-tpanckpunr (mMae
JIAHITIOTA) TY K TIOCHI/IOBHICTh
HYKJICOTH/IIB, 1110 U
! KOAYIOUH JIAHITIOT)
Puc. 1.5. MaTpuuHuii i Ko- VANTIVYYII I''AYIUOUL |
nyrounii manirorn JJHK PHK 5 | | | | | I [ | [ |3

MOIO0, aJie caMi He TPaHCITIOIThCs. T1OCTiIOBHICTS, sIKa
KOJIy€ TIOJIMENTH/], TOUNHAETHCS 31 CTAPTOBOTO KO-
nony ATT — yHiBepcaJlbHOTO CUTHAJy iHIIiamii
TpaHCIALIl (CUHTE3Y TOJIIENTUAY) — 1 3aKIHUYEThCS
KOJTOHOM TEPMIHATOPOM B JINISHIN 3’ KiHIS TeHa —
TAA, TAT a6o TT'A. ITocmimoBHICTE IeHa, sIKa I10-
YUHAETHCS 31 CTAPTOBOT'O KOJIOHY, KOJAY€E OJIUH TOJI-
ImenTuy i He Ma€e ycepearHi TEPMIHYIOUNX KOJOHIB,
HA3MBAIOTh BIIKPUTOIO PAMKOIO 3UYMTYBAHHSI.

IMocnimoBHICTH, O KOAYE MOJINENTU, ¥ Oib-
IIOCTI €yKapIOTUYHUX CTPYKTYpPHUX TeHiB (puc. 1.6)
CKIIAJIA€THCS 3 KOJYIOUHMX YACTHH — EK30HIB (ex-
pressed) Ta HEKOYIOUMX — IHTPOHIB (intervening), 1o
4yeprytoThesa. Ex30HM HecyTh iHQOpMaIlio npo mo-
CIIIIOBHICTh aMiHOKHCIIOT, & IHTPOHHU BUPI3YIOTHCS Yy
npoueci popmyBanus 3pinoi iPHK (cnnaiicunr).
KinbkicTb 1 po3Mmip IHTPOHIB BapiOlOTh y PI3HHX Te-
HaxX 1 MOXYTh IEPEBUIIYBATH CyMapHY OBXHUHY CK-
30HIB y KUTbKa pasiB. [HTpOHU po3TamoBaHi B CTpO-
ro BU3HAYEHUX JUISHKAX IreHa, 3a3BUYail mopsij i3
JUISTHKaAMHM, 1[0 KOAYIOTh BaXIUB1 (DyHKI[IOHAIbHI
JloMeHH Oika. MOXJIMBO, Taka OpraHizallisi TeHiB
OB’ s13aHa 3 €BOJIIOLIIHHUM 00 ’€THAHHSM KUTBKOX IPO-
KapiOTHYHUX TEHIB, SKi He MalOTh IHTPOHIB, B OJIHY
(YHKIIIOHAJIBHY OJMHHUIIIO. BCl IHTpOHM MOYMHAIOTH-
cs 3 mocmioBHOCTI ['T 1 3aKiHYYIOTHCS MTOCITIOBHI-
crio AT, MyTanii B 1ux TiISHKaX TPU3BOJSITE JIO
MOPYILICHHS CIUIAHCHHTY 1 MOXYTh OYTH MPHUYUHOIO
CITaIKOBHX XBOPOO.

CraproBa TOUKa

TunoBuii reH JTIOAUHU CKIAJIAETHCS Y CEPEAHBOMY
3 28 000 ocHOB 1 Mae 8§ ex3oHiB. BiH xomye mosminen-
TUI, IKUI MICTUTB y cepeaboMy 447 amiHokucnoT. Haii-
JIOBIIIHH TeH, 3HAW/ICHUI Y TEHOMI JIFOJTMHU, — 1€ TeH M’sI-
30BOro Oiika qUCTpOdiHy, o MicTUTh 2,4-106 1. H.

2. Pezynsmopni Oinanku 2ena. 3 60Ky 5’ KiHIIS KO-
JIYFOUOTO JIAHIIOTa MOMNepeay KUTbKOX JECATKIB Iap
HYKJICOTU/IIB TIEPe]T MOCIIOBHICTIO, 1110 TPAHCKPH-
OyeTbcs, 3HAX0AUThCsl mpomMoTtop. [IpoMoTop — mo-
cmigoBHicTh HykneotuaiB JJHK, 3 skoto 3B’s13yeThes
dbepment PHK-noimepasa st mouaTky TpaHC-
KPHUIMIil CTPYKTYPHOTO TeHa. Y OUIBIIOCTI TEHIB Y
JUISTHIT TTPOMOTOPA 3HAXOIAThCS KOHCEPBATUBHI I10-
cmigoBHocTi: TATA-60xkc (-20), ITAAT-60xkc (-70-80).
Ilepen mpomotopom yacto 3HaxoguThes ['II-moTuB
(-100). KoHcepBaTuBHi IUIsTHKY, OaraTi Ha BiIIOBIIHI
HYKJICOTUIHI TapH, HEOOXIiJTHI ISl TPaBUIILHOI TPAHC-
Kpurii i 6epyTh yuacTs B ii peryisiii. 3 3 KiHIs reHa
3HAXOAUTHCS TepMiHATODP (AUISTHKA, B AKil 3aBep-
HIyEThCs TPAHCKPHUIILIs). B eykapioTiB BiH MOXe BXO-
JIUTU JI0 TIOCIIZIOBHOCTI, IO TPAHCKPUOYETHCS.

1.2.5. TEHETUYHMI KO/I
1 A0r0 BJACTUBOCTI

IMeBHA TOCITIIOBHICTh HYKJICOTH/IIB HYKJIETHOBOI
KHCJIOTH, B SIKiil 3aKOJOBaHa ITOCIIOBHICTh aMiHO-
KUCIIOT y BIAITOBIMHUX IMOJIIENTUIHUX JIaHIIOTaX,

JinsHka 3aKiHUCHHS

TpaHckpumii (+1) cuntesy PHK
TMpomoTop InTpon 1 Intpon 2 Iutpon 3
Ex3oH 1 ‘ Ek3omn 2 ‘ Ex3omn 3 ‘ Ex3oH 4

5| ¥

R AV J——

LHAAT- TATA- . . Tepminarop

6oKC 60OKC JinsgHka, 1o Koaye NoJinenTua
5'-nimep 3’-Tpeiinep
I'll-motus - ITocmioBHICTE, MO TPAHCKPUOYETHCS >

Puc. 1.6. Cxema opranizailii eyKapiOTUYHOTO T'eHa, 10 KOAYE OUTOK (KOMYIOUHIl JIAHITIOT)
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HA3UBA€THhCS T€HETUYHUM KOAOM. [ €eHeTHMUHHUN KO
Ma€ TaKi OCHOBHI BJIACTUBOCTI:

1. Ko TpuruietHuii, TOOTO KOXHY aMiHOKHUCIIOTY
KOAYIOTh TPH HYKJICOTUAH (TPUILIET a00 KOMIOH).

2. Ko BUPOKEHU, OCKITBKH IO CKJIaay Oika
BXoAsTh 20 aMIHOKHCIIOT, a 3 4 BU/IIB HYKJICOTH/IIB
MOJXKHA MaTH KOMOIHAIIfO Y BUIIIAAl 64 TpuIeTiB. Yci
aMIHOKHUCIIOTH, KpIM METIOHIHY 1 TpuritodaHy, KOoay-
IOThCSI IBOMa 200 OUTBIIOIO0 KITBKICTIO TPUILIETIB.

3. CrrentuivHICTh KOy TOJISITA€E B TOMY, IO KO-
JIOH KOJIy€ TUTHKU OJIHY IEBHY aMiHOKHUCIIOTY.

4. Kon He mepekprBa€eThCs (TPUIIETH HE HAKIIa-
JIAIOThCS OAWH Ha OJIHOTO).

5. Mix TpuIuleTaMu HeMa€e pO3AUTOBUX 3HAKIB.

6. Jliniiine posramyBanHs Hykieotunis y JHK
BIZIITOBITA€E JTIHIKHOMY MTOPSIIKY aMIHOKHUCIIOT Y O1IKY
— KOJIIHEapHICTh KOITy.

7. Kox B OCHOBHOMY YHiBepcajbHUM (OJHAKOBI
TPUIUIETH Y PI3HUX BUJIB OPTaHi3MiB KOAYIOTH OJHI 1
Ti )X aMIHOKHUCIIOTH).

8. Tpu tpurern (YAA, YAT 1 YT'A) He koytoTh
aMIHOKHCIIOTH, BOHH 3HAXOJITHCS B KIHII I'eHa i 03-
HAYalOTh 3aKIHUCHHS CHHTE3y (TEPMIHYIOUI TpHUILIE-
TH, a00 HOHCEHC-KOJIOHH).

1.2.6. EKCITPECIA I'EHA

ITix excrpeciero reHa Po3yMIIOTh peai3alliio 3a-
MUcaHol B HbOMY cHagkoBoi iHpopmarii (puc. 1.7).
3rigHO 3 MEHTPaJbHOI JOTMOIO MOJICKYIISIPHOI Oio-
JIOTil, BOHA BiI0OYBAETHCS B TAKOMY HAIPSAMKY:

Iepmra craxgis peanizanii reHeTHYHOI iHGOpPMaii
— TpaHckpumnuis. Lle mpoliec, BHACIiIOK SIKOTO TO-
cmigoBHicTh HykineotuniB JJHK nepenucyerbes y mo-
cmmoBHicT PHK. TpaHckpumiiis BinOyBaeThcs B Api
KJIITHHU Y370BX MaTpuuHoro JyaHiora JHK 3a
MPUHIIAIIOM KOMIUIEMEHTAPHOCTI. Y TBOPEHA MOJICKY-
na PHK mae ek30HHO-IHTPOHHY OpraHi3alliio i € He-
3pinoro (npo-iPHK). Ilpu ii no3piBanHi (mpouecuH-
ry) IHTPOHU BUPI3YIOThCS, €K30HHU 3’ €HYIOTHCH
(craiicuur), 0 5 KiHIS MPUEAHYETHCS METHIITYaHIH
(xeryBaHH#), a J10 3’ KiHIIS IIPUETHYETHCS MOi-A-T10-
CITIIOBHICTB (TTOJTiafiecHyBaHHs1). BHACTITOK MpoliecyH-
ry yrBoproetbes 3piia iPHK. IMocTTpaHckpuniiiiai
3MiHM HeoOXimHi [yt Tpancnopty iPHK y nuromnmnas-
My, BOHH IiJIBUIYIOTh CTAOUIHHICTh MOJIEKYJIH 1 3a-
Oe3reuyroTh npueaHanHs pudbocom mo iPHK.

ITotim iPHK BuxoauTh y LUTOIUIA3MY 1 MOTpAI-
JIS€ y TPOLIEC TPAHCIAIIT abo cuHTe3y Oinka. Jlo Hel
MPUETHYIOTbCS PUOOCOMHU, SKi, TPOCYBAIOYUCH TIO
nutii iPHK, cuHTE3yI0Th MOMinenTua y BiIOBIIHOCTI
JIO TIOCIIITIOBHOCTI HYKJICOTHIIB. Y TpaHCIsLil OepyTh
yuyacts TPHK.

CHHTE30BaHUI TIOJIIENITHT ITIIAE€THCS TIOCTTPaHC-
TAMIAHUM MoIHu(IKaIisSIM: yTBOPEHHS BiIMOBIIHOI
MPOCTOPOBOI CTPYKTYPU, MOTUMIKALIS aMIHOKHCIOT
TOWIO.

Cy4acHi ysIBJIEHHS PO peaji3aliio CrnajJKkoBoi
iHpopMmartii gemmo mupiii. I[Tepmr 3a Bce, OUTOK MOXKe
CKJTaIaTUCS 3 KIJIBKOX IMOJIIENTH/IIB 1, OTXKE, KOIY-
BAaTHUCS KUJIbKOMA TeHaMu (HAIIpUKIIad, FeMOIrI00iH).
3 iHmoro 60Ky, OAMH T€H MOXe KOAYBAaTU KiJbKa
roJinenTuaiB. L{e MOXKIIMBO 3aBOSIKU TAKUM MEXaHi3-
MaM:

JHK » iPHK > O1IOK—® 03HaKa . .

TpaHc- TpaHc- — KO’KEH 13 JIAHITIOT'B BOJIAHIIIOTOBOTO (hparMeH-
KPHIIList TS ta JJHK Moxe kojyBaTu CBiit Oi10K;

Perynstopna N it Kinens Tpanc-

HK e — POMOTOP  TPAHCKPUINII Eyson | Exzom 2 KpHIILi
s J—{UAAT | TATA ¥
maep Tpeiinep
Tpanckpumiis

IMepsunnnit PHK-Tpanckpunt
(npo-iPHK)

O =@ XM M

IMpouecunr <

3pira iPHK

L

Murormazma

— i

CrmaiicuHr

L]
— il

w \

ITom A-caiit

Tpancnsuis

Puc. 1.7. Cxema peasnizatiii criaJJkoBoi iHpopmMaIii B eyKapiOTUIHIN KITITHHI

16



— IHTPOHHI JUISHKY yCepeInHI TeHa MOXKYTh KO-
JlyBaTU CAMOCTIlHI HEBEJIUKI OLIKU;

— yCepeauHi OJIHOTO TeHa MOXIJIMBI ajlbTepHa-
THBHI IPOMOTOPH, a00 Pi3HI paMKH 3UMTYBaHHS CITa]I-
KOBOI iH(bopMaui'l' (pi3Hi JUJISTHKW MMOYaTKY TpaHC-
Kpnnun 1, omxe, pizHi iPHK, 1 pizni 61n1<1/1)

— ICHy€ aJbTePHATUBHUN CITAWCHHT 1 anbTepHa-
THBHE MoJiaieHyBaHHs npu go3piBanni PHK i, oTxe,
yTBOpPEeHHs pizHux 3putux iPHK;

— OCTaHHIM YacOM BIJKPHUTO MPOILIEC peraryBaH-
Hs 3piunoi iPHK y nurommasmi — 3aMiHa OKpeMHUX
HYKJICOTUIIB, IO MOXE CIIPHUMNHIOBATH YTBOPECHHS
CTOTI-KOJIOHIB 1 CHHTE3 CKOPOYCHOIO JIAHITIOra OijKa.

Lli i, #iMOBipHO, iHIII, HEBIIKPUTI OKH MEXaHI3MH
MOSICHIOIOTH TOM (DaKT, 110 MpU HASIBHOCTI O113bKO0 30
THC. OUTOK-KOAYIOUNX TCHIB Y JIFOAWHH B IPOIIECI OH-
TOT€HE3y CUHTE3YEThCs OJn3bKO 250 THC. OUIKIB.

3apa3s BIIOMO, 1[0 IPOIIEC 3YUTYBAHHS CHAIKOBOL
iHpopmanii He € ogHoctpsmoBanuM (JHK—PHK).
Indopmaniitna PHK mosxe ciay)kutu MaTpuLero 1Is
cunresy JJHK (PHK—/IHK). Lleii nporiec Ha3uBa€Th-
cs 3BOPOTHOIO TpaHckpumiero. CuaresoBana JHK
no36asiieHa iHTpoHiB 1 Mae Ha3By kIHK (xoMruiemeH-
tapua JIHK). CunTe3s HyKIe{HOBUX KHUCIOT HA MaT-
pulli OiTKa OKU HE JOBEICHHIA, TPOTE BUSIBUIIOCS, IO
Jiesiki OUTku (TIpioHM), 1O HAJIWIUIM 330BHI, 3[aTHI
3MIHIOBATH IMPOCTOPOBY OPTaHI3alliio Ta BIACTUBOCTI
aHAJIOTIYHUX BJIACHUX OLTKIB OpraHi3My.

1.2.7. PET'YJSLIS EKCITPECIT TEHIB

Perymsiist ekcrpecii TeHiB y eKapioTiB BiTOyBa€Th-
sl SIK 3a BIITHOCHO IPOCTHM IMPHHIIMIIOM, KOJIU TPO-
JIKT TeHa 3MIHIOE HOTO aKTUBHICTh, TaK 1 3a JIOMO-
MOTOIO CKJIaTHUX MEXaHi3MiB Ha PiBHI TPaHCKPHUIIIIL
1 TpaHCIsIi.

V KOXHIM KIIITUHI OpraHi3My eyKapioTiB TpaHC-
kpubyetnest ycboro 7-10 % reniB. Cepen HUX BHUIILIS-
I0Th IPYIy KOHCTUTYTHBHUX HEPETyJIbOBAHUX I'CHIB
«IOMAIIIHHOTO TOCIOJAPCTBaY, SIKI (YHKIIOHYIOTh
MPOTSITOM BCHOTO JKUTTSl OpraHi3My i 3a0e3MeuyroTh
KUTTS KITUHU. lpyra rpyna — TeHH, SKi peryJo-
1oThesl. Lle renn TepmiHaabHOTO MU(EpPEHIIIIOBAHHS
(TeHn «po3KoMIi»), MO (HYHKIIOHYIOTH TUTBKH B TICB-
HUX THUIIAX KJIITUH 200 HA TIEBHOMY eTalli OHTOTeHe-
3y. AKTHUBHICTb LIUX T'€HIB 3aJIe)KUTH Bifl BIUIUBY (pax-
TOPIB SIK TEHETUYHOI, TAK 1 HETEHETHUYHOI MPUPOIH.
B eykapioTiB niepeBakae Tak 3BaHUN MO3UTUBHUIL Te-
HETUYHUN KOHTPOJIb, IIPU SIKOMY OCHOBHA YaCTHHA Ie-
HOMY PEIpecoBaHa, 1 peryJIsllis BiIOyBAETHCS MIITXOM
aKTHUBAaIll HeoOXiTHUX TeHiB. Ha piBHI TpaHCKpHUIIIii
PeryJIsIist MOXe BIIOYBATUCS TAKUM YUHOM:

— amruridikanis (301TbIIEHHST KUTBKOCTI KOTIiif)
reHa;

— 3B’SI3YBAHHS PEryIATOPHHUX IOCIII0OBHOCTEH
(MPOMOTOPIB, EHXAHCEPIB 1 CaiilieHCepiB) 3 BiTkamMu —
(hakTOpaMM TPAHCKPHIIIIII, IO MOJIETIIYIOTh 200 yT-
PYJHIOIOTH TPAHCKPUIIIIIIO;

— BIUIMB TOPMOHIB, SKi YACTO CIYTYIOTh IHIYKTO-
paMu TPaHCKPUIILII;

— MertunyBanHs HykieotuaiB JIHK, B ocHOBHO-
My, B I'Ll-ginsiHKax — 11e poOUTh HEMOKIMBUM IPU-
€THAHHS (DAaKTOPIB TPAHCKPUIIIII] | BAMHKAE T€H;

— ALETWIIOBAHHS OUIKIB TICTOHIB, IO 3MEHINYE
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cryminb 3B’si3yBanHs Humu JIHK 1 nonermrye TpaHc-
KPUIILiIO.

KoHTpoJib Ha piBHI TpAHCHSIIT /1€ MIJITXOM pery-
i yrBopenHs komrurekey iPHK — craproBa TPHK
— pubocoma, 3MiHu vacy xutTs iPHK 3a paxynok
UTOIUIA3MATHYHUX (pakTopiB Ta iH. Hanmpuknan, 3a
BIZICYTHOCTI B IIUTOILIA3Mi KIIITHH TeMy IPUITUHSETh-
Cs CMHTE3 TJI0OIHOBHX JIAaHLIOTIB, a yac xuTTa iPHK
Oika MoJIOKa KaseiHy 30UIBIIYEThCS Y MPUCYTHOCTI
MPOJIAKTUHY.

Perymsiis yrBopeHHs OUIKIB MOXIIMBA 1 HIISIXOM
3MIHU HIBUAKOCTI ¥ aKTMBHOCTI MOCTTPAHCIISIIIHHOT
MoaudiKallii MoMMenTUIHOTO JIAHIIOTa.

Taxum ynHOM, hopMyBaHHS OyIb-sIKOI O3HAKH HE
MOJXHA PO3TJISIAATH SIK Pe3yibTaT Aii OJHIET mapu
aleJbHHUX TEHIB y TeHOTHIT. Perymsmis excrpecii
BIJIIIOBITAJIBHOTO 34 IF0 O3HAKY T'eHa 3/1ICHIOETHCS 3a
YYaCTIO IHIIMX I'eHiB. JIJIs ONUCYy MeXaHi3MiIB, SIKi KOH-
TPOJIIOIOTH €KCIIPECiIo TeHIB, He OyAy4d caMi mig ix
Oe3mocepeHiM KOHTPOJIEM, 3aIlIPOMIOHOBAHO HA3BY
«emireHe3». [IpukiiajoM eMireHeTUYHOT Perysiii
MOYe OyTH iHAKTUBAIIS OHIE] X-XPOMOCOMH Y KIHOK
1 IBUILIE TEHOMHOI'O IMIPUHTHUHIY.

[MpuynHOKO caIKkoBUX XBOpOoO Moxe OyTU He
TUIBKU 3MiHA CTPYKTYPHHX T'€HIB, alie i MOPYIICHHS
PETYIATOPHUX MEXaHi3MiB (elireHeTHYHi MyTallii).

1.2.8. MITOXOHPIAJIbHA JJHK

EyxapioTnuHa KIIiTHHA Ma€ 00 KUIBKOX COTEHb
MITOXOH/IPIH, Y KOXKHIN 3 SIKUX MICTUTBCS y CEPETHBO-
My 2-10 kigsrieBux Mitoxouapiaatsaux JHK (MmTIHK).
Inoni y moguun MtIHK HaszuBaiote 25-10 Xxpomoco-
Mo10 (22 aBTocomu, X-, Y-xpomocomu Ta MTJHK).

MirtoxonapiansHa JJHK moanHun — aBonaHIoro-
Ba KijblieBa Moiiekyia (puc. 1.8). BoHa ckiagaeTnes
316 569 1. H. 1 micTuTh 37 TEHIB, IPOJYKTH IKUX Oe-
PYTb Yy4acTh y IIpolieci BUpOOJIeHHS eHeprii B 1uXajlb-
HOMY JIAHIIFO31 MITOXOHAPIH (13 reHis, 10 KOAYIOTH
(bepMEHTHU OKMCHO-BIJHOBHHUX JIAHIOTIB, 22 IeHH
TPHK i 2 renn pPHK, sxi 6epyTh y4acts y cuHTE3I
Oinka 6e3rmocepeHbO B MITOXOH/IPISIX).

Ha BinMminy Bing simepnoi, ains mtIHK xapakrepni
Taki O3HAKH:

— BIZTHOCHO HEBEJIMKI PO3MIipH 1 Majauil Habip
TCHIB; MPAKTUYHO BiICYTHI HEKOYIOUi AIISTHKHU;

— TEHH B MITOXOH/IpPisiX M030aBJIeHI IHTPOHIB, Jie-
SIKi TeHH TIePEeKPUBAIOTHCS;

— BIAMIHHOCTI B CTPYKTYpPl T€HETUYHOTO KOJY:
cromn-komoHamu € Tpuruietu AT'A i AI'T, sxi xomy-
101b B sytepHiii JIHK aprinin; konon TTA Bu3Havae
TpunTodan, He OYAYUH CTOM-KOJAOHOM;

— BIJICYTHICTh peKOMOIHAIIIf;

— BHMCOKA 4acTOoTa MyTallii — B cepeAHboMY B 10—
17 pasiB BHIIA, HIX Y SIIEPHUX T€HIB, 110 TOSICHIOETh-
Csl HEIOCKOHAIICTIO penapatiifHiuX MeXaHi3MiB,
BIJICYTHICTIO TICTOHIB i NPHCYTHICTIO BITBHUX paju-
KaJIiB KUCHIO — MOOIYHHMX MPOAYKTIB aepOOHOTO JTU-
xaHHs (MyTareHiB); mytanii MTAHK npusBonsars 1o
BUHUKHEHHS MITOXOHJPIAJIbHUX XBOPOO;

— LUTOIUIa3MAaTHUYHUNA THI yCHaJIKyBaHHS; BCS
MiToxoHapiaapHa JHK ycmamkoByeThes 3a Mate-
PHHCBHKOIO JIIHIEIO 3 IUTOIUIA3MU SIMLIEKJIITHHHI, HABITh
SIKIIIO B SIMIEKJIITUHY MPU 3aIUIiJHCHHI TPOHUKAE



I'myxota, cpuunHeHa
3aCTOCYBAaHHSIM aMi-
HOTJTIKO3HU/TIB

Miomarist

MELAS
XBopoba Jles
Hecnetndiuna ennedanomionatis ~

ATpodis 30poBHX
HepBiB JleOepa

MELAS . .

H . ATpodist 30poBUX HEPBIB
porpecyoua 30BHIIIHS Tebepa (3 2oy 4o

odTanbMOIUIeTis pa (y y

. . . 3 IUCTOHIEIO
Miomnartist (B TOMy ‘{I/ICJ'II\ A )

3 Kapaiomiomnariero)

Atpodist 30poBux
HepBiB JleOepa

Cunnpom Kepnca — Celipa
IIporpecyioya 30BHIIIHS
odTanpMoruIeris (TUIOBa
Jieseris S T. 1. H.)

odTambMOIUIeTis

ATtpodist 30poBUX

. -
HepBiB Jlebepa
Hecnerugiuna -
eHIedaoMionaris

\

IIporpecyioya 30BHILIHS
odTaTbMOIUIeTis

MD 3

: ATPase 8
; ~ ATtpodist 30poBux
_'--"'""-r" /

{ ATPase & .
ATpodis 30poBUX HEpBiB / cox i HepBiB JleGepa
JleGepa /
Heiipocencopna \
TIIyxXoTa f t

MERRF

MERRF/MELAS NAPR

XBopoba Jles

Puc. 1.8. Cxema mitoxonapianenoi JJHK (cTpiikamu nmoka3aHo reHH, BUIMOBIIANIBHI 32 PO3-
BHUTOK MITOXOHJpiaibHUX 3axBoproBanb): ND1-ND6, ND4L — renu cy0oauHMIL KOMILIEKCY |
nuxajabHOro JaHiora; Cyt b — ren cyoomuauis komiuiekey 11 muxampHOTO naHmiora; COX I-
COX I — renu cybomuuuis komiuiekcy 1V muxanpHoro naniora; ATPase 6-8 — renu cy0-
OJIMHMIIb KOMIUTEKCY V auxanibHoro jaiora; 16S 1 12S — renun pPHK; oxHosmiTepHi cuMBOJN
— rean TPHK BianoBigHux amiHokucnot; D-nietns — niasiHka movatky perviikarii; MELAS —
MITOXOH/JIpiaJibHa eHlledanonaTis, TaKTaT-anua03, iHCynbTonoAioHI emizogn; MERRF — mio-
KJIOHYC-ETIJIETCisl, pBaHi uepBOHi BojokHa; NAPR — HeBpomnarisi, aTakcisi, MrMEHTHUN PETHHIT

kibka komiit 6atpkiBebkoi MTAHK, ixHiil BHECOK y
HACTYITHE IIOKOJIIHHS OJIOKY€ETHCS Ha MOJIEKYJISIPHOMY
PiBHI.

Bucoka wacrora mMyTamiii, BIICYTHICTh peKOMOi-
HaIlif 1 MUTOIIAa3MAaTHYHUIA TUIT YCIIAKyBaHHS J103-
BoJIsie BUKopucroByBatu aHam3 MTJHK y cymosiii
MEIMIIMHI Ta MOMYJIALIAHINA TeHEeTULI.

1.2.9. 'TEHOM JIIOAWHU

I'eHOM — nOBHA reHETUYHA CHCTEMa KIIITUHH, KA
BU3HAYA€ XaPaKTEP OHTOTE€HETUYHOI'O PO3BUTKY
OpraHi3My Ta CHaJKOBY Iepeaady BCiX HOro CTpyk-
TYpHUX 1 PYHKIIOHATEHUX O3HAK.

CydacHe MOHATTS TEHOMY Ma€ Ha yBa3i CYKYITHICTh
Beiei smepHoi Ta MiToxoHapiaasHoi IHK opranizmy
(a60o kmituam). Kinekicts JJHK y reHOMi BUMIpIOIOTH
y apax HyKJIeOTUiB (II. H.) a0 THUCSYax map HyKJeo-
THIIB (T. 1. H., KO0a3u). [eHOM JTIOJMHU CKIIa1a€ThCs
3 3,2:10° 1. H. i, 32 Cy4acHOIO TOYKOIO 30PY, MICTHTh
6ymm3pko 30 THC. T'eHiB, 1[0 3HAYHO MEHIIEe rependa-
4yyBaHOI paHilie ix kinbkocti (61m3pko 100 THC.).
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BBaxarots, mo nocnigosHocti JJHK, sixi komytoTh
OutoK, 3aitmMaroTh yuie 2 % reHomy. [insHKHU, 110
koayioTe PHK, — 65u3bko 20 % renomy, a O11bILICTD
cTaHoBUTH Hekomayroua JIHK (tadm. 1.3).

BinblicTs OLI0K-KOIYIOUHX TeHIB €yKapioTiB HaJle-
JKUThb [0 YHIKaJIbHUX MOCTIIOBHOCTEM, sIKI 3ycTpiva-
IOTHCSI B TEHOMI TUIBKU OJIMH pa3. MyTallii B 1ux re-
HaX MPU3BOJIATH JIO PO3BUTKY MOHOTEHHUX CIIAJKOBHX
XBOp00. [lesiki O110K-KO Y104l TeHU TOBTOPIOIOTHCS BT
KUJIBKOX pas3iB 10 KUTBKOX COTeHb pasiB. [1eBHI reHu
YTBOPIOIOTH MYJIbTUT€HHI POJMHU 1 cyneppoauHu. Lle
I'PYIHU TeHiB, SIKi BAHUKJIM i3 CIIUIBHOTO reHa-ToIepe-
HUKa, MAIOTh CXOXY €K30HHO-IHTPOHHY OPraHi3allio i
KOJIyIOTh (PYHKITIOHAIIbHO criopinHeni Outku. [Tpukia-
JIOM T€HHUX POJIMH € TeHU TJIO0IHIB, IMyHOTJIOOYIIIHIB,
iHTepdepOoHy, KoJIareHy, TicTOHOBUX OiNkiB. Cyneppo-
JIMHH TEeHIB YTBOPIOIOTh T€HH T'OJIOBHOTO KOMILIEKCY
ricrocymicHocTi (MHC), hepMEHTIB IIUTOXPOMIB.

Hexonyroui nocnigosHocti JJHK MoxyTs 6yTH
acolliifoBaHi 31 CTPYKTypHUMU reHaMmu (IHTPOHH, pe-
CYJISITOPHI AUISHKHU) 200 SBJISIOTH COOOK0 CaMOCTIHHI
MOCITIOBHOCTI.



Tabmuusa 1.3. CtpykrypHo-pynkuionaabhi esementu JJTHK

Kopyroua nocnigosuicts [JJHK

Hexkonyroua nocmigosuicts [JJHK

1. Bi1oK-KOIyI0Yl T€HU:

— YHIKaJIbHI MOCIIOBHOCTI;
— POJIMIHM TEHiB;

— CYIepPPOJIUHH I'eHiB

— IHTpOHU;

caiinieHcepu

2. I'enn, mo koxyroTs PHK
— creucepu;

caremitHa JIHK

1. IMocmigoBHOCTI, acouiiioBaHl 3i CTPYKTYpPHUMH T€HAMHU:

— PEeryIsTOPHI MOCIIOBHOCTI: TPOMOTOPH, TEPMIHATOPH, CHXaHCEPH,

2. CaMOCTIliHI TTOCITIIOBHOCTI;

— IICEBJIOTEHU 1 IIPOIIECOBaHI MCEBIOTEHHY;

— PO3CisiHI TOBTOPH, 1110 BUHUKJIU 3aBISKH HASIBHOCTI PYXOMHUX
€JIEMEHTIB FeHOMY: TPAHCIIO30HH, PETPOTPAHCIIO30HH, KOPOTKI
PO3CisiHI €IEMEHTH, TOBT1 PO3CisTHI €JICMCHTH;

— TanjaeMHi nmoBropu: MikpocareitHa [JJHK, minicatenitaa JJHK,

Jlo caMOCTIMHHX MOCIITOBHOCTEH HAJIEKATh:

1. Creticepu — IUISTHKY MK T€HAMHU, 1110 BUKOHY-
IOTh CTPYKTYPHY POJIb.

2. IlceBmoreHn — HeaKTHUBHI KON KJIITHHHUX
reHIB, SIKi He 3JaTHI TPpaHCKpUOyBaTHUCh abo MmMpo-
IYyKYIOTh (YHKIIIOHAJTBHO HEaKTUBHI Oinku. BoHm
YTBOPIOIOTHCS B Pe3yJbTaTi MyTallii (ICEeBIOTeHN)
a0o Tpu 3BOPOTHIN TpaHCKpuNii (TOOTO cHHTE31
AHK na marpuni PHK) 3pinoi matpuunoi PHK i
BOynoByBaHHi yrBopeHoi [JHK y renom (mpoueco-
BaHi mnceBnoreHu). [IpomnecoBaHi NceBAOreHN He
MaroTh MPOMOTOPHOI AUISHKU 1 TOMY HE TPAHCKPH-
OyrOThCSI.

3. IToBTOpU, 1110 BUHUKIIU 3 PYXOMUX (MOOLTEHUX)
eNIeMEHTIB TeHOMY. [0 HUX HajeXaTh TPaHCIO30HHU,
abo «crpubaroui reHn» (61u3bKO 3 % TeHOMY JTFOIH-
HH), SKi KOAYIOTh iH(GOpMAILIO JJIs BIACHOTO Tepe-
MIIIIEHHS B 1HIIY IUISTHKY 32 JIOIOMOTO0 (DepPMEHTY
TPAHCIO3a31 32 MEXaHI3MOM BUPI3yBaHHS 1 BCTABKHU;
aHAJIOTU PETPOBIpYCIB, a00 peTpoTpancno3oH# (8 %
FEHOMY); KOPOTKI Ta JIOBT1 po3cisiHi esieMeHTH (SINEs
i LINEs), 1o yTBOpUJIHUCS 3a PaxyHOK 3BOPOTHOIL
tpanckpunuii. SINEs (short interspersed elements)
npexacrasieHi gparmMeHtamu 3aBaoBxku 100—
300 m. H., ix 6;mm3bKo 1,5 mutH kot (13 % reHomy Jiro-
nunu). LINEs (long interspersed elements) — 11e
(dbparMeHTH 3aBIOBXKKH 5-8 T. II. H., 3yCTPIYaIOTHCsI
npubmm3Ho B 850 Trc. Kot Ha reHoM (21 % reHOMYy
moguan). SINEs 1 LINEs HamexaTh 10 po3cisHUX
(abo mucrneproBaHMx) MOBTOPIB.

Pyxowmi efleMeHTH MOXYTb BOY/IOBYBATHUCS B OY/Tb-
skiid gisaul JJHK. TIpu 11poMy BOHM MOXYTh 1HAK-
THUBYBATH I'eH 200 3MIHUTH KOJYIOUY MOCIIOBHICTb,
IO € OJHKUM 13 MEXaHi3MiB PO3BUTKY CHAAKOBUX XBO-
po6. Pyxomi eeMeHTH € TaKOX BaXKIIMBUM €BOJIIO-
UIMHUM (PAKTOPOM, OCKIIBKH JAaIOTh MOJXKJIUBICTb
IIBUIKOTO YTBOPEHHS HOBHUX I'eHiB 200 HOBHUX pery-
JSTOPHUX eleMeHTiB. Hanmpuknaz, y reHoMi TIoauHu
3HaligeHo 47 reHiB, Kl € IMOXIIHUMU B 3BHYANHUX
TPaAHCITO30HIB.

4. TTpocTi TOBTOPH MOCTIIOBHOCTEH, PO3TAIIOBAHI
OJIVIH 33 OJHUM — TAHIEMHO. IX HA3MBAIOTH CATEIIT-
noto JJTHK. 3anexHo Big po3Mipy HOCTITIOBHOCTI, IO
MTOBTOPIOETHCS, PO3PIBHAIOTH CATEIITHY (O-CaTeTiTHA
JHK, B-caterniTHa), MiHICATENITHY i MiKPOCATEIIITHY
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JHK. CarenitHa [JHK yTBOpIO€E GJIOKH 3aBIOBXKKH
KiJTbKa MUTBHOHIB Map HyKJIEOTHIIB a00 OuTblIle i 3Ha-
XOIIUTECS TIEPEBAKHO B LIEHTPOMEPHUX IULTHKAX XPO-
MocoM. MinicatenitHa JIHK yTBOproe Oi10KHM 3aBIOB-
xku B 100 7o 20 000 1. 1. Po3Mmip rmoBTOproBaHoi 1mo-
CITTOBHOCTI cTaHoBUTH Bif 14 mo 500 1. H. Mikpocare-
nmitHa JJHK npeacrapiena mocuiioBHOCTSIMU 3aBIIOB-
KU JI0 KIJTBKOX COTEHb HYKJICOTH/IIB, PO3MIp TTOBTO-
PIOBAaHOI MOCIIIOBHOCTI cTaHOBUTH 1-13 1. H. (Hald-
yacrime 2—4 mn. H.). KinpkicTh MOBTOpPIB y MiHi- i
MiKpocaTelniTax BiIpi3HAEThCS BUCOKOIO 1HAMBITyalIb-
HICTIO, IO JI03BOJISI€E BUKOPHUCTOBYBATH iX aHAJI3 y
CYZI0BO-MEIUYHIN MPAKTULL JUIs iIeHTU(IKAIl] ocoOu
it excrieptusu OatpkiBerBa. CartenitHa JJHK crano-
BUTH OJIN3BKO 3 % reHOMY JIFOAMHH.

HassHicTh y TeHOMI Benukoi kimpkocti JJHK, mo
HEe KOJYE aMIHOKHUCIIOTHY MocioBHicTh a60 PHK,
MOSICHIOE TaK 3BaHMit C-11apaI0KC — HEBIAMOBIAHICTD
Mik kibkictio JIHK, mo npunamae Ha KIITUHY, 1
CKIIaJHiCcTIO opranizMy. DyHkuis moByaznoi JTHK
MOKH 1[0 OCTATOYHO HE BCTAHOBJIEHA. BBaXaroTs, 110
BOHA Oepe y4acTh y peryJsiii eKcrpecii reHiB, miaBu-
IIy€ TOYHICTh TOMOJIOTIYHOTO CIIapIOBAHHS 1 PEKOM-
Oinauil npu Meiosi, cnpuse pervtikanii JHK a6o €
HOCIEM TPUHIIUIIOBO IHIIOTO, HEPO3MHU(PPOBAHOTO
MOKH 1O KOAY.

3a KUTHKICTIO KOIIii y TeHOMI BCl TTOCITIIOBHOCTI
JHK mroguHI MOXKHA PO3IUIUTH HA 3 TPYyIH.

1. YHIKaJIbHI TOCTIAOBHOCTI, SIKi MpeACTaBIIeH]
OJIMHUYHVMH KOTISIMM Ha TeHOM. BOHU CTaHOBIISATH
45 % yciei AJHK 1 MOXyTb OyTH SIK CTPYKTYPHHMU Te-
HaMH, TaK 1 MOBYa3HUMH TIOCITITOBHOCTSIMHU.

2. CepeTHbOITOBTOPIOBAHI IMTOCTIIOBHOCTI 3 4YaCTO-
To10 MOBTOPIB Bix 2 10 104 Ha renom. Jlo Hux Hame-
JKaTh T'€HH, SKiI KOIYIOTh JIesiKi OUIkM (iMyHOTTI00YTi-
HU, TICTOHU 1 HETICTOHOBI OLIKH XpOMOCOM), a TAKOX
rean TPHK, pPHK, ninsuku JIHK, siki BUKOHYIOTB
peryastopHi (yHKIIi (TPOMOTOPH, TEPMIHATOPU Ta
iH.). HasiBHICTD KUTBKOX MOBTOPIB T'€HIB MOSICHIOETh-
csl HCOOXITHICTIO BEJIMKOI KiJIBKOCTI iX MPOIYKTY
(ricronn, pPHK, TPHK Ta iH.) 1 CITy)HUTh 3aXUCTOM
BiJI MOKJIMBHX MYTAIIili.

3. [ToBTOpH BUCOKOT YACTOTH — YACTOTA IIOBTOPIB
no 109, IMpukmagom Moxe OyTH Ppakiiis caTelriTHOI
JHK.



1.3. HUTOJIOI'TYHI OCHOBHA
CITAAKOBOCTI

1.3.1. CTPYKTYPU KJITUHU — HOCIY
TEHETUYHOY TH®OPMALIIT

V mogumau JIHK 1okami3yeTses B Sapi KIIITHHA B
XpOMOcOMax, a TaKOX y MITOXOHIpisx. HeBenuky
kinpkicTh JIHK y BUDISIII KUTBLETTOAIOHUX MOJIEKYIT
BUSIBJIEHO B SIAEPHOMY COKY KJIITHH y CCaBIIiB.
Kinbuesi Monekynu SBISIOTh cO0010 aMIuTihikoBaHi
(ToOTO GaraTopa3oBO peAYIUTIKOBAHI) T'€HU CTIHKOCTI
JI0 OTPYT i aHTHMeTabOIITIB, 2 TAKOXK OHKOTEHN. IXHE
YTBOPEHHS ITOB’s13aHe 3 HAOYTTAM KIIITHHOIO CTIHKOCTI
JI0 il KCeHOOIOTHKIB (HANIPHUKIIad, JTIKapChKUX TIpe-
napariB) 1 3JATHICTIO KJIITHH JIO 3JIOSIKICHOTO POCTY
(amrutipikalliss OHKOTEHIB).

1.3.2. BYJIOBA 1 ® YHKLIT SIJIPA
I XPOMOCOM

1.3.2.1. ByaoBa sapa

Anpo MICTUTH Taki CTPYKTYPHI KOMIIOHCHTH:
1) ssmepHy 00OJIOHKY; 2) siIepHMIA CiK (KapioriasMa,
HyKJIeomaa3Ma); 3) sAepHUN OITKOBUN MaTpHKC;
4) xpoMocomH; 5) siaepiis.

SlnepHa 000JIOHKA CKIIAJIa€ThCs 3 IBOX MeMOpaH,
MK HUMH — TIEpUHYKJICAPHUHN MPOCTip. 3OBHIIITHS
MeMOpaHa IepexoIUTh B CHIOIIAa3MATUIHUN PETHKY-
nyM. Jlo BHYTpPIIIHBOT MEMOPAaHH 3CEPEAMHU TTPUIIS-
rae Mepexa QpiopunsapHux OUIKIB (saepHa Jlamina). B
00OJIOHIII s1/Ipa € TTOPH, Yepe3 K1 BiJ0OyBaeThcs OOMIH
PEYOBHH MIXK SIPOM 1 IUTOIIA3MOIO.

SlnmepHuii Cik — IIe BHYTPIIIHIA BMICT siApa, HOTO
BHYTPpIIITHE cepenoBuitie. MicTUTh (epMEHTH, HYKJICO-
i, PHK, i0HUM y BUTTISA1 CIIPAaBKHBOTO 200 KOJIO01/I-
HOTO pO3YMHY. SAepHUI CiK MPOHM3aHUK CITKOIO
$i6punsIpHUX OINKIB — SAEPHUM OUTKOBUM MaTpPHK-
coM. 1o simepHOro OLTKOBOTO MATPHUKCY 1 SAEPHUX
JIaMiH TPUKPITUTIOIOTHCS XPOMOCOMH, a TAKOX Pi3HO-
MaHITHI OLJIKOBI KOMIUIEKCH 3 (pepMEHTATUBHOIO 1 pe-
T'YJISITOPHOIO aKTUBHICTIO.

XpOMOCOMHM — TOCTiiHI CTPYKTYPH SApa, B SKUX
3HAXOJISTHCS TeHH 1 30epiraeThes criaikoBa iHdopMariis.

CyInyTHUKHI

Bropunna
MepeTsIKKA

Snepus yTBOPIOIOTHCS HA MEBHUX AUISHKAX XpO-
MOCOM (siieplueBuX opraHizatopax). SaepueBuii
OpraHi3aTop MICTUTBH T'€HH, 10 KOAYIOTh PUOOCOMHY
PHK. VY Hux cunte3yerscs pPHK i BinOyBaeTbes dop-
MYBaHHSI CyOOIMHUIL PUOOCOM.

1.3.2.2. ®yukuii sapa

DyHKLISIMU aapa €: 30epiraHHs TeHeTUYHOI iH-
dbopmarii, perynsuis oOMiHy peYOBHH y KIIITHHI (3aB-
JISIKM Yy4acTl B CUHTe31 OLIKiB — ()epMEeHTIB), pernapa-
i JIHK, cunres ycix Bunie PHK, yrBopenHs puto-
COM.

1.3.2.3. Ximiunuii ckjiaa XxpoMocom

Ho ckmany xpomocom Bxoasth [JHK, ocHoBHI
(ricroHoBi) Ta kucii (HerictoHOBI) Ounku. Komrtekce
yCIX PEUOBHH, SIKI BXOJIATH JIO CKJIAJy XpPOMOCOM, Ha-
3UBAETHCS XPOMATHHOM.

VY kiniTuHAaX, M0 He AUIIThCS, 1 B IPECUHTETUYHO-
My Iepiofi iHTepdasu KIITHH, IO TUISTHCS, KOXKHA
XpoMocoMa MicTUTh ogHy Mostekyny JJHK. ¥V cunre-
TuuHoMy mepiofi iHTepdasu JHK moaBoroeTbes.
[MounHaroYM 3 CHHTETUYHOIO NIEPioAy 1 10 MeTadasu
MiTO3y BKJIIOUHO, B XpoMocoMax nBi Mojrekyinu JJTHK.
3aranpHa fgoBxuHa Beix 46 monekyn JHK, mo 3Ha-
XOISITHCSA B SIIPI COMATUYHOI KJIITUHU JIOAWHU (Y
ckaaai 46 XxpoMocoM), CTaHOBUTH Ou3bko 190 cM.
Orxe, cepenns noxuna oaniei JJHK y xpomocowmi
OJIM3BKO 4 CM.

V cknaai XxpoMaTHUHY BUSIBIISIOTHCS TaKOX MOJIe-
ky;u PHK, sixi abo € He3aBepIIeHUMH MPOAYKTAMU
TPAaHCKPHIILi, 400 BUKOHYIOTb PEryJIsSTOPHI, CTPYK-
TypHI uM iHOI QyHKII.

1.3.2.4. Bynosa xpomocom

XpoMOCOMHU MOXYTh 3HAXOJUTHCS B KIITHHAX Y
JIBOX CTPYKTYPHHUX 1 QYHKLIIOHAJIBbHHUX CTAHAX —
cripalli3oBaHOMY 1 JecripaliizoBaHoMmy. B mepion
iHTepdazn BOHM TepeOyBalOTh Y JIECipali30OBAHOMY
CTaHi, a B MMepioj] MiTO3y — B cllipaiizoBaHomy. by-
JIOBY XpPOMOCOM IIPUHHSATO BUBYATH Yy MeTadasi MiTo-
3y, KOJIM BOHH MaKCHMAJIBHO CIipajli30BaHi.

Meradaszna xpomocoma (puc. 1.9) ckinanaerscs 3
JIBOX XPOMATHUJ, 3’€IHAHUX y AUISHII MEPBUHHOI Iie-
peTshxku (eHTpoMepH). Y IUISHII HEHTPOMEpH 3Ha-
XOJUThCS KIHETOXOP — MicClle TPUKPIIUICHHS] HUTOK

KopoTtke
mieue (p)

‘\ HCHTpOMepI/I /

\ Tenomepu /
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Hosre
mieue (q)

Puc. 1.9. Cxema Oy10BH Me-
TadazHoi XpOMOCOMHU



Puc. 1.10. Tunm meradazHux
XpPOMOCOM:

a — MeTaleHTpu4Ha ; 6 —
CyOMeTalleHTpUYHa; ¢ — aKpo-
LHEHTPUYHA; ¢ — TEIIOICHTPUYHA a
BepeTeHa nofity. LleHTpoMepa AiTuTh XpoMaTuy Ha
nBa miuevya. KopoTke ruieue NpuiHATO MO3HAYATH
JITEpOIO p, JOBre — JiTepoto . Jesiki XxpoMocoMu
MalOTh BTOPUHHI MTEPETSHKKH 1 CYITYTHUKU. Y TIJISHIII
BTOPUHHHX TEPETSHKOK 3HAXOJISITHCS OPraHi3aTopH
sTepellb.

3a MoI0KEHHSIM LIEHTPOMEP XPOMOCOMH JIIOJUHH
ninsteest Ha 3 Buaum (puc. 1.10, 1.11):

a) METalleHTPUYHI — 3 PIBHUMH IUIeunMa (repe-
TSDKKA TTOCEPEINHI);

0) cyOMeTalleHTPUYHI — OJIHE IIeye JOBIIE 3a
Apyre;

B) aKPOLICHTPUYHI — OJHE TIeUe TyKe KOPOTKe.

IMpu matomnorii y TIOAMHU MOXYTh 3yCTpidaTHCS
TEJIOIIEHTPUYHI (3 OJIHUM ILIeYeM) XPOMOCOMH.

ITpu BUKOPHUCTAHHI CIIeiaIbHOTO AUBEpPEHITialb-
HOTO 3a0apBIICHHS XPOMOCOMH HaOyBaIOTh MOTepey-
HO-TTOCMYTOBaHOTO BUTIsAy. KoxkHa XxpoMocoma mae
cnenndiuHe po3TalryBaHHS TEMHHUX 1 CBITIIUX CMYT
(«IHIMBiAYaJIbHUI MOPTPET»), IO JO3BOJISIE IAEHTH-
(bikyBaTH ii mpu cBiTIOBIN Mikpockomii. L{s1 kapTuHa
BM3HAYAETHCS PI3HUM HYKIICOTHIHHMM CKIIAJIOM JIiiIsl-
HOK XpPOMOCOM, a TAKOX CITIBBITHOIIIEHHSM eyXpoMa-
THHY 1 reTepoxXpoMaTuHy. EyXpoMaTiH — JeKOHIeH-
COBAHMUII XPOMATHUH, MICTUTh BEJIUKY KIJIBKICTh T'€HIB,

X XA A

o 8 2
SIKI AKTUBHO TPAHCKpUOYIOThCA. [eTepoXpoMaTHH —
KOHJICHCOBaHUI XpOMATUH, MICTUTh HEAKTUBHI T€HU
1 HEKOJyI0Ul BUCOKOTIOBTOPIOBAHI MOCIIIOBHOCTI
JHK.

Sx mpuknazn Ha puc. 1.12 HaBeIeHO U TOTCHETHY-
HY Kapty 2-1 XxpomocoMu. BiamoBinHO 10 YMHHOL
MikHapOIHOT 1uToreHeTnyHOI HoMeHkatypu (ISCN,
1995), KOpoTKe IIeYe XPOMOCOMH MO3HAYAIOTH JIiTe-
poto p, noBre — q i neHTpomepy — cen. Koxxue mre-
Ye MOAUTSIEThCS Ha paliOHU (OUTSHKH), III0 HYMEPYIOTh-
cs1 apaOCcbkuMu 1UbpaMu BiJl LEHTPOMEPU 10 TeEJIO-
Mepu. MexaMu MiXK HUMH CIIY)XaTbh IeBHI MOpdo-
JOTiYHI Mapkepu XxpomocoM. KoxxHuUl pailoH y CBOIO
Yyepry noAuIIeTbes Ha cerMmeHTU. CerMeHTH — JTijIsTH-
KM XPOMOCOM, SIKi YITKO BIAPI3HSIOTHCS BiJl CYCiJTHIX
3a IHTEHCUBHICTIO 3a0apBileHHS (TP BUKOPHUCTAHHI
JTudepeHIliaIbBHOTO 3a0apBlieHHs] XpoMocoM). Paxy-
HOK X TaKO TOYMHAETHCS 13 CErMEHTa, pO3TalllOBa-
HOTro Omxue 110 nenrpomepu. Tak, cumBos 2pl3 mo-
3HAYA€E AUISHKY, PO3TAllIOBAHY B 3-My CEIMEHTI paii-
OHY OJIMH KOPOTKOTO IJIeua XPOMOCOMHU 2 (UMTAETh-
cs 2p onuwH, Tpu). BeepenwHi AesSKMX CETMEHTIB MO-
KyTb OyTH BuiIeH] cyOcerMeHTH. JIjist iXHBOTO I1O-
3HAYEHHS BBOJATH HACTYHHUM psix tudp. Hanpukiar,
cuMBOJ 2pl3.1 mMo3HaYae AUISHKY, pO3TaIllOBaHY y

Puc. 1.11. Pi3Hi TUIIL XpOMO-
coM B MeTadasHiil MIACTHHLII JIO-
JIHU:

a — MeTalleHTpUYHA; 6 — CyO0-
METAIIEHTPUYHA; ¢ — aKPOIECHT-
pUYHa; ¢ — aKpOLEHTPUYHA, Ha
KOPOTKOMY TIIIedi SIKO1 100pe BUI-

HO CyIIyTHUK
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Tenomepa
pter
29
KopoTtke -
mieue (p)
14
", —_ -
LenTpomepa
14 cen
24
JloBre <
mwrede (q)
32.1
322552
33
3 —]
1
35
36
— Temomepa
37.1 ter
(372373 P L

Puc. 1.12. lluToreHeTUYHA KapTa XpOMOCOMH 2

1-My cybcerMeHTi 3-ro cerMeHTa pafoHy OJMH KOPOT-
KOTO IjIe4ya XPOMOCOMH 2 (YUTAETHCS 2p OJUH, TPH,
OITVH).

LleHTpoMepHI Ta HAWOUIBII TepMiHAIBHI TEIO-
MEpHI JISTHKH KOXHOTO Ijle4a XPOMOCOMHM TO3HA-
YarOTHCS, BIATIOBITHO, CHMBOJIAaMH cen i ter. Hampuk-
JaJ, Mo3HavYeHHs 17pter yka3zye Ha HaAWOLIbIN nuC-
TaJbHYy (TEPMIHAIBHY) AUISTHKY KOPOTKOTO IUIeua
17-1 xpoMocoMH.

1.3.2.5. Tenomepu i TesoMepa3a

Tenomepu. KiHnesi AiIHKH XpOMOCOM Ha3WBa-
I0ThCS TelloMepaMu. BoHM ckilafaloTbes i3 creniajib-
HUX IMOCIIJJOBHOCTEH IIECTU Nap HYKJICOTHUIIB
(UTAALIL/TATTIT), noBTOpeHUX KijJbKa TUCAY
pasiB. JloBXKHMHA TEIOMEPHOrO KiHIISI XPOMOCOMH B
KIIITHHAX eMOpiOHA JIFOJUHUA CTAaHOBUTH 10—15 T. 1. H.

Cxema OyIOBU TETOMEPHUX KiHLIIB:

(5)UTAALL-...-LITAALL-......-TTTTAT-...-TTTTAL(3")
(3)TATTIT-...- TATTIT-........... UAATIL-...-[IIAATLL(S)

TemomepHi MOBTOPU HE HECYTh FeHETHUHOI 1H(OP-
Maiiii. BoHu nos’si3aHi 3 0COOIIMBUMH TETOMEPHUMH
OUIKaMU 1 MPUKPIIJIEH] 10 SAEPHOTO MaTPHKCY.

®epment [JHK-nosimepasa He 31aTHUi 3a0e31e-
YUTH PEAYIUTIKAIIO KIHIEBUX JUITHOK XPOMOCOMH.

22

Pemyrurikarist KIHIIEBUX IIITHOK TEIIOMEPU MOXKITHBA
3a HasIBHOCTI CIEI[iajIbHOTO (DEPMEHTY TeIoMepasH.
Leit pepment mictuth ninsstaky PHK, komruiemenTap-
Hy ogHOMY TToBTOPY TeiaomepHoi JAHK. 3 miel ginsH-
ku Tenomepasnoi PHK 3a npunnmmnom xommiemen-
TapHOCTI CUHTE3YIOThCS KIHIIEBI TOBTOPH TEIIOMEPH.

Temomepa3za 30epirae BUCOKYy aKTHUBHICTh B eMO-
plOHAJIBHUX CTOBOYPOBUX KIIITUHAX. Y COMATHYHUX
KJIITUHAX TejloMepa3a BIICYTHS abo il aKkTUBHICTH
ICTOTHO 3HIKYETHCS. 3a BIICYTHOCTI TEIIOMEpa3H Te-
JIOMEPHHI KiHellb PEeAYIUTIKYEThCS HEMOBHICTIO. [Tpn
KOXXHOMY TOJIUTI BIIOYBAETHCS YKOPOUEHHS TEJIOMe-
pu Ha 50-65 1. H. BTpaTa Aeskoi YaCTUHH IMOBTOPIB
TEJIOMEPH He TO3HAYAETHCS Ha (PYHKITIOHYBaHHI TeHO-
MY, OCKLIbKH TEJIOMEPH He HeCYyTh FeHeTUYHOI iH(pOP-
MaIlii. ¥ 1boMy 1 MOJIAra€ OCHOBHA POIIb TEIOMEp:
CBOIM ICHYBaHHSIM BOHU OOEpIralOTh BiJl YIIKOKEH-
Hs Outbin 3Hauymi Ak JJHK. TIpore icHye mies-
Ha JIOBXXHWHA, IO SKOI MOXE 3MEHIIYBATHUCS TelloMe-
pa. ITpu HaOMMKEHH] TOBXKUHH TeJIOMEp A0 KPUTHY-
HOT'O PIBHSI KJIITUHHU MOYMHAIOTH CTapiTH, a IPH J10-
CSITHEHHI 1IbOTO PIBHSI — THHYTh. Y KOPOYEHHS TeJO-
Mep — II€ OJIUH 13 MOKJIMBUX MEXaHI3MiB, 1110 3aITyc-
Ka€ 3amporpamMoBaHy 3aruodenb KIiTUHU. Teromepu
BU3HAYAIOTh KUTHKICTh KJIITHHHUX IOIUIIB, Ky MO-
KYTh IPOUTH KIIITUHHU ITiCIIS BTPATH TeJIOMEPa3HOi aK-
THUBHOCTI.

IHmn GyHKIIT TeJToMep Taxi:

a) 3a0e3MeuyIoTh CTPYKTYPHY IUTICHICTD XpPOMO-
COM, TMEPEIIKODKAIOTH 3’€ITHAHHIO XPOMOCOM MiX CO-
0010;

0) ikcyroTh XpOMOCOMH IO SIIEPHOTO MATPHKCY,
10 BaXUIMBO JIJISL MIPABWIBHOI OpIEHTAI] XPOMOCOM
B SIpI;

B) 3a0e3MeuyoTh MTPaBUIILHICTh KOH FOTaIlli Xpo-
MOCOM IIpU MeH03i;

) 3axumarTh KiHesi aiisakd JJHK Bix pyiiay-
BaHHS ()epMEeHTaAaMU — €K30HYyKJea3aMu (31aTHI
BimierniroBaTu Hykineoruau 3 kinuis JJTHK);

1) BINTMBAIOTh Ha €KCITPECIIO TeHiB (BCTAHOBIICHO,
[0 EKCITPECis TeHIB, PO3TAIIOBAHUX MTOPS/L 13 TEIOME-
pamu, 3HWKEHA; U 3HAYHOMY YKOPOUEHHI TeJIoMep
MOXYTb aKTHBYBATHUCS MTPUTEIIOMEPHI T'eHH).

Menudne 3naueHHs1 Tesomep i Temomepasu. [Ipo-
OyieMa po3rIIsSIaeThCsl, IPUHANMHI, B JIBOX aCIEKTaX.

[To-mepiie, ykopo4YeHHsI TEJIOMEpP € OHIEO 3 TIPH-
YUH CHUHJIPOMIB MEPEIUACHOTO CTapiHHS (IIporepiii).
IMpukaagoM MOXE CITYXUTH CHHAPOM XaTdiHCOHA —
Tindopna, abo mporepis miteir. Y XBOPUX y paHHBO-
My Billi 3’BISIOTHCS CUMIITOMH CTapiHHS (CTapedi
3MIHHM IIKipU, OIOPHO-PYXOBOI, CEPLIEBO-CYIMHHOI Ta
IHITUX CHUCTEM), CITOBUTBHIOETHCS picT. Cepen ommca-
HUX BUNAJKIB TPUBAIICTD XUTTS XBOPUX CTAHOBHIIA
Bix 7 mo 27 pokiB. Cepe/Hiii Bik HACTaHHS CMEPTI —
12 pokiB. Y XBOpHX BiIMIY€HO MPHUPOIKEHE CKOPO-
YEeHHs TeJIOMep.

IMo-npyre, 3 TelTOMepaMu MOB’SI3YIOTH 37OSKICHUN
pict. KiliTHHA 37TOSIKICHUX MyXJIMH 3[aTHI 32 TICBHUX
YMOB JITUTHCS HECKIHYEHHO, TOOTO CTaIOTh Oe3cMepT-
HUMU. Be3CMePTHICTh KITITHH MOXJIUBA TUIBKU B TOMY
BHITA/IKY, SIKIIIO B HUX aKTHUBI3y€EThCS TeToMepasa abo
3’SIBJISIIOTHCS AJIbTEPHATUBHI MUISXU peAyIUTIKALil Te-
nomep. Teromepasy BBaXarTh OIOXIMIYHUM MapKe-



POM 3JIOSIKICHUX ITyXJIUH JIIOAUHU. AKTUBHICTH TEJIO-
Mepasu KOPEJIIOE 31 CTYMEHEM 3JIOSIKICHOCTI Iy XJIMHH.

1.3.3. KAPIOTHUII JIIOJUHHN

Kapiotumn — nurioinHuii Habip XpOMOCOM JIaHO-
r'o BUly OPTraHi3My, 110 XapaKTePU3YEThCS TOCTIHHOO
KUTBKICTIO, BEJTMIMHOIO 1 popMoIo XpomocoM. Y Ka-
pioTumi roguHN 46 XpomocoMm, abo 23 mapu: 22 napu
OJTHAKOBI y YOJIOBIKIB 1 XIHOK, BOHU Ha3UBAIOTHCS
aBTOCOMAaMH, OJIHA Mapa — CTAaTeBl XpOMOCOMH (y
KIHOK 7Bl oiHaKoBi XX, a y 4oJioBiKkiB pizHi — XY).
IMapHi XxpoMOCOMU Ha3UBAIOTh TOMOJIOTIYHUMY. BoHM
MaroTh OJJHAKOBY JIOBXXUHY 1 pOpMYy, KOH IOTYIOTE ITPH
MeH031 Ta MICTATh aJiejIbHI TCHU.

[Mepma mixHapoaHa Kiacudikamiss XpoMOCcoOM
JIIoUHM Oyi1a mpuiiHaTa B 1960 p. Ha TeHeTUYHIN KOH-
¢depenuii B Jensepi (CILIA). Bona nmicrana Ha3By
«CTaHgapTHa HOMEHKJIATYypa XPOMOCOM ITIOJUHI.
BinsmicTs ii mooxeHs 30eperiucs motenep. OCHOBHI
NPUHIUIN Kacudikailii 0yiau po3po0OIieHi aHTIiHCh-
kUM nuroreHeTukoM Iaray. ¥ kiracudikartiii BiH Bpa-
XOBYBaB JTOBXHUHY 1 (OPMY XpPOMOCOM 3aJICKHO Bi
MOJIOKEHHSI TIEPBUHHOI MEepPeTsIKKU, & TaAKOX Ha-
SIBHICTh BTOPUHHUX NEPETSHKOK 1 CymyTHUKIB. [Ti3Hime
knacudikamis Oyira gomoBHeHa Ha IlapW3bKHUX KOH-
(bepeHIisX y 3B’3KY 3 BIAKPUTTIM IUEpEHIaIbHO-

ro 3abapsieHHS XpoMocoM (1971) i po3poOKor Me-
TOJIIB BUBUCHHSI TpoMeTadasHux xpomocom (1981).

CyuyacHa kmacudikailiss XpoMOCOM JIFOJIMHU TPYH-
TYETHCS HA YMHHIN MI>KHAPOIHINA ITUTOTCHETHIHIN HO-
meHkgatypi (ISCN — International System for
Human Cytogenetic Nomenclature, 1995). Bona
BKITIOYA€E PE3yIbTATH BUBUCHHSI XPOMOCOM JIFOJIMHU 32
JIOTIOMOT OO0 MOJIEKYJIIPHO-ITUTOTEHETHUHUX METO/IIB.

Bignosinno go ISCN Bci napu aBTOCOM HyMepy-
IOTh apaOChLKUMH L{H(bpaMH Bim 1 mo 22y MOPAAKY
3MEHIICHHSI X JJOBKUHHM 1 OJUISAIOTh Ha 7 TpyH BiATO-
BiJTHO 110 AOBXWHH 1 opmu xpomocoMm (puc. 1.13).
I'pynu 1mo3HAvYaroTh JiTepaMH aHTIIIHCHKOTO ajdagi-
1y Big A 10 G. I'pynu 4iTKO Bipi3HSIOTHCS OJIHA BiJ
oaHoi. CTaTeBi XpOMOCOMHM MMO3HAYAIOTH JIATUHCHKH-
MH JliTepaMu X 1 Y 1 pO3MIIIYIOTh Y KiHIIi.

I'pyna A (nmapu 1-3) — HalgOBIII XPOMOCOMH,
I-mma i 3-T mapum — MeTaleHTpuuHi, 2-ra — cyOMe-
TaneHTpuuHa. AOCOIIOTHA HOBXWHA — Big 11 mo
8,3 MKM.

I'pyna B (mapu 4-5) — noBri cyOMeTaleHTpUu4Hi
XpoMocoMH. BOHU He pO3pi3HAIOTHCS MiXK CO00I0 Oe3
nudepeHiaaIbHOTO 3a0apBieHHs. AOCOIIOTHA JTOB-
)KuHA — 7,7 MKM.

I'pyna C (napu 6—12) — XpoOMOCOMH CEepeHbO-
ro po3mipy, cyoOMeraneHTpuuHi. AOCOJIIOTHA JTOB-
skuHa — Bix 7,2 no 5,8 mxMm. [Ipu cranmaprHomy
(pyTHHHOMY) 3a0apBIICHHI X-XpPOMOCOMY HE MOX-
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Ha BIAPI3HUTHU BiJ IHIIMX XPOMOCOM Ili€i Ipymu.
Bona 3a po3Mmipamu cxoxa 3 XxpoMmocomamMu 6-1 i
7-1 mapu.

I'pyna D (mapu 13-15) — cepemHi akpOLIEHTPHUYHI
XpOMOCOMH, 3a (hOPMOIO CHIIBHO BIIPI3HSAIOTHCS Bijl
yCIX IHIIMX XPOMOCOM JIIoMHU. Bci Tpu mapu Ha ko-
pOTKOMY IUIEYi MIiCTSITh BTOPHHHY MEPETSIKKY 1 CYMyT-
HUKU. JJOBXKHHA MPOKCUMAIIbHUX IUISTHOK KOPOTKUX
TIeueit Bapiroe, CyIyTHUKA MOXYTh OyTH BIZICYyTHIMH,
a IHKOJIN — JTy’Ke€ BEIIMKIUMH, MOXYTb SICKpaBo (iyo-
pecLioBaTH, a IHKOJIU (iiyopecueHis BiacyTHs. AG-
COJIFOTHA JOBXWHA — 4,2 MKM.

I'pyna E (mapu 16-18). BinHOoCHO KOpOTKi cyOMme-
TAlEHTPUYIHI XpOMOCOMU. AOCOIOTHA JIOBXHHA —
3,6-3,2 MKM.

I'pyna F (mapu 19-20) — malleHbKiI MeTaIleHT-
pHUUHi XpoMocoMu. Y TiperapaTtax npu pyTHHHOMY 3a-
GapBJIcHHI BOHU BUTJISIAIOTh OJHAKOBO, a IIpH Jude-
peHUianbHOMY 3a0apBiIeHH]I PI3KO PO3PI3HAIOTHCS.
AOGcomoTHA TOBXKHHA — 2,9 MKM.

I'pyna G (mapu 21-22) — nHaliMeHII aKpOIEHT-
puuHi XpomocoMu. Ha KOpoTKOMYy rtedi MaroTh Cy-
MyTHUK. MIHJIUBICTh IX KOPOTKHUX IUICYECH TaK camo
3HayHa, K 1 B XpoMocoMax rpynu D. AbcosoTHa
JIOBXHHA — 2,3 MKM.

Y-xpomocoMa — MaJleHbKa aKpOLIEHTPUYHA XPO-
MOCOMa, 3aBJIOBXKKHU 2,8 MKM. 3a3BHuaii (ajie He 3aB-
KIu) OibIa, HiXk XpoMocomu rpymi G. XpoMmaTuan
il JOBroro mjieya, sik MPaBWIO, JEKATh MapajeibHO
ojiHa onHii. LluM BOHA BIIPI3HSAETHCS BiJi XPOMOCOM
rpynu G, y SIKUX XpOMaTUIM AOBIUX IUIeUei yTBOPIO-
I0Th IIMPOKUN KYT. [HOMI Mae BTOPUHHY MEPETIKKY
B JIOBIOMY ILJIeHi.

X-xpomocoma — cyOMeTalleHTPUYHA, 3aBIOBKKH
6,8 MxM. 3a Oy10BOIO cx0OXka Ha XxpoMmocomu rpymu C,
BiJIPI3HSAETHCS IpH ArQepeHIliaTbHOMY 3a0apBIIeHHI.

1.3.4. TEHETUYHI KAPTU
XPOMOCOM JIIOIHUAN

I'eHeTHYHI KapTH — 1I€ CXEMH, IO OMUCYIOTH IO~
PSIIOK PO3TAllyBaHHS ME€HIB Ta 1HIIUX I'€HETUUHHUX
€JIEMEHTIB Ha XpOMOCOMI 13 3a3HAYCHHSIM BIICTaHI MK
HuUMHU. ['eHEeTUYHA BiJICTAHb BUMIPIOETHCS 32 4aCTO-
TOIO PEKOMOIHALIM MK TOMOJIOTTYUHUMH XpOMOcoMa-
MU 1 BUpaXaeThcsl B caHTuMopraniiax (cM). OaHa
CAaHTUMOpTaHiJla BiIIOBITa€ YaCTOTI KPOCHHTOBEPY,
o popiBaioe 1 %. Ha puc. 1.14 HaBeneHo K mpu-
KJIaJl TCHETUYHY KapTy XPOMOCOMHU 3 13 3a3HAYCHHSIM
TeHiB, MATOJIOTIYHI MyTalii B SKUX BEIyTh 0 CIa[-
KOBHX XBOP00. Taki kapTu Ha3UBAIOTH IATOJIOTTYHOIO
a”aToMmiero reHomy (nuB. nogatok 2). Huni kaprosa-
Ho moHaza 9000 reniB moauHu (Tadm. 1.4).

Binbin BUYEpPIIHI BIIOMOCTI MOXXHA OJEpKaTH 3
eaeKTpoHHOI Bepcii kaTajgory Online Mendelian
Inheritance in Man (OMIM). EnexrpoHuuii caiit
OMIM:

http://www3.ncbi.nlm.nih.gov/Omim/

KapryBaHHs TeHIB ClIaJIKOBUX XBOPOO € BiIIpaB-
HOIO TOYKOIO Ha NUISIXY /10 ieHTudikarii reHa. 3HaH-
Hs TEHETUYHUX KapT HeoOXigHe TaKoXX I giarHOC-
THKH XBOPOO METOJIOM 3UEIUICHHS, OLIHKU TATOJIOT Y-
HUX e(eKTiB XpOMOCOMHUX abepalliii, po3B’s3aHHS
MUTAHb €BOJIIOLIHHOI Ta MOMYIALIAHOI TeHEeTUKH.

Cunapom ¢on Xinnenss — Jlingay (3p26—p25)
PesuctenTHiCTh 10 THpeoiqHOTO TOpMOHY (3p24.3)

Ilcesnocunapom LlenbBerepa (3p23-p22)

GM 1 -ranrmio3unos

Cunapom Mopkio, Tun B (3p21.33)

rinodiza (3pll)

OporoBa auuaypis (3q13)

/
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IMyxupuactuit nucrpodiunmii ermgepmonis (3p21.3)

KoMGiHOBaHa HEAOCTATHICTH TOPMOHIB

Iponionanunemis, pccB-tun (3q21-q22)
Anpkantonypis (3q21-q23)
linouepysoniasMiHeMisi CriagKoBa
ITirmenTHuii petuHiT (3q21-q24)

Henepenocumicts caxaposu (3q25-q26)
———Tpombodinis BHachinok Hammmky HRG (3q27)
T Arpoois 30poBoro Hepsa 1 (3q28-q29)

Puc. 1.14. TlaTosoriuHa aHa-
TOMISI XPOMOCOMHU 3



Tabmuus 1.4. I1aTonoriuna anaTomis
reHoMYy JIIOAHM (KiTbKiCTh KapTOBaHMX TeHiB,
Bi/IMOBiaJbHUX 32 PO3BHTOK 3aXBOPIOBAHDb JIHOJUHI
i BKJIIOYeHHX y reHeruyny kapry OMIM
craHoM Ha 1 Bepecns 2005 p.)

Xpomocoma | Kinbkicts || Xpomocoma| KinbkicTs
(rpyma KapTOBaHHUX (rpyma KapTOBaHHUX
3UCTIICHHS) TCHIB 3YEIICHHS ) TCHIB
1 884 13 173
2 578 14 279
3 500 15 268
4 352 16 355
5 443 17 536
6 575 18 136
7 424 19 608
8 328 20 218
9 331 21 124
10 316 22 233
11 589 X 548
12 485 Y 46
3arajibHa KUTBKICTh KAPTOBAaHUX TeHIB 9329

KOHTPOJIbHI ITUTAHHA
A0 PO3IL1Y 1

1. o take reneruka? IpenMeT i 3aBAaHHS MeTUY-
HOI T€HETUKH.

2. OCHOBHI BH3HAUY€HHs T€HETHKU: CIAJIKOBICTh,
MIHJIUBICTh, T€H, TEHOTHUII, TeHOM, (PEHOTHII, TOMi-
HaHTHA 1 pelleCUBHA O3HAKH, aJe]IbHI T'eHU, TOMO3H-
TOTH, TETEPO3UTOTH, TTPOOAHT, CUOCH.

3. bynosa i1 ¢yukuii JHK. Jlokamizamis JJHK y
KJTITUHI.

4. Bimnminnocti PHK Big JHK. ®@yHKIii pi3zHUX
sunis PHK.

5. OcobnuBocTi OymoBH TeHIiB eykapioTiB. CTpyk-
TYPHI Ta PEryasTOPHI I'eHU.

6. XapakTepucTruka reHomy Jroauan. Komyroui Ta
Hekoayroul nociigoBHocti JHK.

7. TeneTnyHUit Ko7 1 HOT'O BIaCTHBOCTI.

8. Exkcripecist reHa. YoMy OJIMH T'eH JIIOJJUHU MOXe
KOIyBaTH JEKiJIbKa MOJiNenTuAiB? Perynsmis exc-
pecii reHiB y eyKapioTiB.

9. Ocob6mmBocTi OymoBu MmiToxoHapiambHOI JIHK.

10. ¥V skux CTpyKTypax KJIITHHU 30epiraerbcs
cnankoBa iHdopmartis? bymosa 1 GyHKIIii sapa.

11. Ximiunuii ckiaag xpomocoM. Bygosa xpomocom
B iHTepdasi i MeTadasi MiTO3y.

12. o Taxe Tenmomepu i Tenomepasa? bioyoriune
3HAUCHHS TEJIOMEp 1 TeJIoMepasHu.

13. o take xapioTun? CyuacHa kiacudikariris
XPOMOCOM JIIOJTUHH.

14. o Take naToJIOriYHA aHATOMIsI TeHOMY?
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KoHTpo/1bHO-HABYAJIbHI NUTAHHSA

OO6epiTh OIHY BIIMOBIIb.

1. T'eneTnka — 11 HayKa Mpo:

A. CnaakoBiCTb 1 MiHJIIUBICTh

B. CnankoBi 3aXBOprOBaHHS

C. CniakoBi O3HAaKM JIO/IeH Ta IHIIUX OPraHi3MiB

D. CnaaxoBy Ta HeCcnaJKOBY MiHIIUBICTh

E. [ToBHull iHAMBIAYaTbHUI PO3BUTOK OPraHizMy
BiJl 3aIUTITHEHHS JJO CMePTi

2.T'en — et

A. Hinsuka JJHK, sika Koaye aMiHOKUCTIOTY

B. Hinsuka JHK, sika koaye MepBUHHY CTPYKTY-
py Ouka

C. Monekyna iPHK, sika xoaye nepBuHHY CTPYyK-
Typy Oinka

D. Tpumner monexynu TPHK, kommiemenTapuuit
kogony iPHK

E. Bce BipHO

3. T'en — ue:

A. Hinsuka JHK, B sikiii 3akomoBaHa iHpopma-
1ist Ipo OYJ0BY OHOTO OiKa

B. linsuka JIHK, B skiit 3akomoBaHa iHpopmartis
npo 6ymoBy TPHK

C. Hinsuka JJHK, B skiii 3akogoBaHa iHpopmarris
npo 6yaosy pPHK

D. Hinsuxka JJHK — enxancep

E. Bce BipHO

4. Bci aMiHOKHCIIOTH JIOAVHM, KPIM METIOHIHY i
TpunTodany, KOAYIOTbCS 1BOMA a00 OUIBLIOK Kilb-
KicTio TpuiuieTiB. Taka BIACTUBICTh T€HETHYHOTO
KOJIy HA3UBAETHCH:

A. YHiBepcaIbHICTIO

B. CretudiuHicTio

C. KosmineapHicTio

D. BupomxeHictio

E. TpunnerHicTio

5. T'enu eykapioTiB CKIAJAIOTHCS 3 KOAYIOUUX 1 He-
KOJYIOUMX NUISTHOK. Komyrodi AijITHKY HAa3UBaIOThCSL:

A. TIpomoTopu

B. InTtponu

C. Ex3onnu

D. Tepminatopu

E. Enxancepu

6. 1o peaniMamiiHOTO BiAMUIEHHS IOTPAMTUB XBO-
puii 3 mIo3poro Ha OTpyeHHS Ominoro morankor. Lle
OJIMH 13 HAMOTPYWHINIMX JJIS JIFOAWHU TpUOIB, KU
MICTUTh TOKCHUH O-aMaHTHH. [lis TOKCHHY Ha KJIiTH-
HU TIOJISITa€ B MIIIHOMY 3B’s13yBaHHI (epmenty PHK-
noxiMepasu. Skuil BHyTPIIHbOKIITUHHUA TPOIIEC
IIPU LIbOMY HOPYIIYETHCS?

A. Penymikarnis [JJHK

B. Penaparis JTHK

C. Tpanckpumiis

D. Tpaucnsiis

E. TToctTpaHnchnsiiiiina Moaudikaiis

7. B excriepuMeHTi 3 BUBYEHHS il qudTepiitHOro
TOKCHHY Ha KJIITUHY MUII BUSBHWIOCS, IO e TOK-
cuH Onokye ¢akrop enonrauii EF-2 (TpaHcrnokasa),



SIKUI 3a0e31euye nepemilleHHs puO0oCcoM B30BXK MaT-
puunoi PHK. fkuii BHYTpIIIHbOKIITUHHUI IIpoLIeC
0JIOKYEThCSl TUPTEPIHHIUM TOKCUHOM?

A. Penymmikamis JJTHK

B. Penapanis JJHK

C. TpaHckpumiis

D. Tpaucnsiis

E. TTocrTpaHncsiiiina Moaudikaris

8. Y muTUHU AiarHOCTOBAaHO CHHAPOM XaTYiHCO-
Ha — ['indopna (mporepis aiteit). OmHIEIO 3 TPUIHH
LOTO CHHIIPOMY €:

A. TlopyuieHHsI BUPi3yBaHHS IHTPOHIB

B. ITopymieHHs mpoLeciB TPaHCKPUIILIL

C. 3MiHHU KUTBKOCTI XpOMOCOM

D. BxopoueHHs TeinomMep

E. ITixBuiiieHa akTUBHICTh TeIOMEpa3H

9. AKTHUBALliS TEIOMEPa3u B COMATUYHIN KITITHHI,
Jie B HOpMi BOHA MOBHHHA OyTH HEaKTUBHA, € TeHe-
TUYHUM MapKepOM:

A. Cungpomy mporepii

B. 310s1KicHOT MyXJITMHA

C. XpoMocoMHOI XBOpOOH

D. Miomnariii

E. MitoxoHapiaiabHOi XBOpOOH
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10. Y nuroreHeTnuHii 1abopaTopii JOCIIIKYIOTh
KapioTUIl AUTUHU 3 MiKpoluedaliero, BaJoo cepls i
BIICTABAaHHSIM Y IICHXOMOTOPHOMY PO3BUTKY. B ycix
KIIITHHAX BUSBJIEHA 3aiiBa aKPOIIEHTPUIHA XPOMOCO-
Ma 3aBJIOBXKKH 2,3 MKM 3 CYIIyTHHKOM Ha KOPOTKOMY
mwieul. Tpucomist 3a SIKOIO MAPOI0 XPOMOCOM CIIOCTe-
piraerbcs y XBOpOi AUTHHU?

A. Tpucowmis 8

B. Tpucowmis 13

C. Tpucowmis 18

D. Tpucowmis 21

E. Tpucowmis X

11. ITpu ormsiai XBOPOro 3 MIrMEHTHOIO Kcepoaep-
MOIO JIiIKap BHUSIBUB IOYATKOBY CTAiI0 PaKy IIKipH,
PO3BUTOK SIKOTO y XBOPOT'O OB’ I3aHUI 3 HAKOITHYCH-
HsM yikokeHb [JHK (reHHuX myTariid) mif jgiero
yibTpadioieToBOro onpoMineHHs. [TopymieHHs KO-
r'0 BHYTPIIIHbOKIIITHHHOT'O IIPOLIECY JIEKHUTh B OCHOBI
PO3BUTKY ITyXJIMHU Y XBOPOTO?

A. Penymmikamii JJTHK

B. Penapamii JHK

C. Tpanckpumii

D. Tpancsiiii

E. TTocrTpancnsiiiinoi moaudikarii



Pozoin 2

ETIOJIOI'TA CITAIKOBUX XBOPObD

2.1. KTACU®IKALIIA MYTALIN

CnasikoBi XBOpOOU PO3BUBAIOTHCS BHACIIIOK MY-
Tanif. Myranii — panrtosi, cTpuOKONOAiOHI 3MiHH
TEHOTHITY.

MyTartii MOXyTh TOPKATHUCS BCIX MOP(OIIOTIUHUX,
(dizionoriyHNX, G10XIMIYHUX 1 MOBEAIHKOBUX O3HAK.
Yacrime MyTauii € WKiJIUBUMHA. BOHU 3HMKYIOTH
KUTTE3JATHICTh OPraHi3My (HaIliBIeTalbHI MyTallii)
abo0 CIPUYMHIOTHh WOTO 3arudenp (JieTallbHI MYy-
tanii). Pigme myTanii € HeliTpalbHUME a00 TaKUMHU,
0 TABUINYIOTH KUTTE3MATHICT, 0cOOMH. Hamisie-
TaJIbHI Ta JIeTAJIbHI MyTallil BIIIrpatoTh BaXKIJIUBY POJIb
Y PO3BUTKY CIaKOBOI MATOJIOTII TIOAUHU. Brijius my-
Taliil HA KUTTEMISIIBHICTh OPraHi3MiB MOXE 3aJiexa-
TH BiJl yMOB HaBKOJIMIIHBOTO cepefoBuia. Myraiii
MOXYTb OyTH HEUTPAJIbHUMH 32 OJTHUX YMOB 1 BHK-
JIMKATH MAaTOJIOTIUHI peakIlii 3a iHIITnX.

BinoMmo kinbka kiaacudikariii mytarii (tads. 2.1).

2.1.1. CIIOHTAHHI )
TA IHAYKOBAHI MYTALUI

CrioHTaHHI MyTallil BUHUKAIOTh Y 3BUYAHMHUX
(mpupoHUX) YMOBAX 6€3 IIECIPSIMOBAHOIO BIUIUBY

Ha OpraHi3M sKoro-HeOyab MytareHa. Jlo 1iei rpynu
HaJIeXKaTh MyTallii, IPUYNHOIO SIKUX € CHIOTeHHI (ak-
TopH (XiMiyHAa MOAMGIKALisS MyPUHOBUX 1 MipUMi-
JUHOBHX OCHOB y KJIITHHAX, IO CIIPUYMHIOE CHAPIO-
BaHHS iX 3 HEKOMIUIEMEHTaApHUMH a30TUCTHUMU OCHO-
BaMU, HAsSIBHICTh BUIBHUX PaJNKaJliB, IOMUIKH PEAy-
rorikamii Ta penapauii JIHK Ta iH.) 1 mpupoHi myTa-
TeHU HaBKOJIUIITHBOTO CepeoBUINA (KOCMIUHA 10HI3Y-
foua pajiaiis, yabrpadioieToBe BUIPOMIHIOBAHHS
COHSYHOTO CITEKTpa).

Tineku Big 1/10 10 1/4 cioHTaHHUX MYTAIl MOX-
Ha TOSICHUTH MPUPOIHUM palioaKTUBHUM (POHOM,
BIUTMBOM BUJIbHUX PAJIUKAIIB 1 IEPEKUCIB 1 TEINIOBUM
pPYXOM aTOMIB y MOJIEKYJaX HYKJEIHOBHX KHUCIIOT.
Binbna yacTrHA CHOHTAHHUX MYTAlliii BAHHKAE BHA-
CJTIJTOK MTOMUJIOK Yy po0OTI (hepMEHTIB, 1110 3abe3reuy-
I0Th peAyIutikaiio, penapaitio JJHK, pexombiHalio
TeHIB ITPH KPOCHHTOBEPI Ta iHILI MpoLEecH.

IngykoBaHi MyTtallii BAHUKAOTH MiJ] BILIMBOM
BIIOMOTO MyTareHHOro (haktopa (ToO0TO KUK € TIpH-
YUHOI MyTallii). SIK i mpu CIIOHTAHHUX MYTallisX,
MyTareHHi (akTopH MOPYIIYIOTh PeAyIUTIKAIliio, pe-
napaiiito JJHK, pexomMOGiHaIlit0 TeHIB 1 PO3XO/[KEHHS
XPOMOCOM, MOXYTb CIPUYUHUTH OJHO- 400 IBOHUT-
koBi po3pusu JJHK. BoHun MOXyTh MaTH XiMiuHYy,
(diznyHy 200 Oi0JOTIUHY MPHUPOIY.

Tabmuus 2.1. Knacugikaunia myTtauiii

Krnacudikarmis myTariit

Turnu myTarii

3aekHO B/ IPUYMH, 1110 CIIPHYUHUIA MYTAIIII0

— Cl'[OHTaHHi, 110 BUHHUKAarOTb 0e3 BUIUMUX ITPUIHNH;

— IHIyKOBaHI MyTallil, 1110 CIPUYHHEHI JIEI0 BIIIOMOTO
MyTareHHOro ¢akropa

3aIe)KHO BiJl MOYKITUBOCTI YCITAIKyBaHHS

— COMAaTHYHI, III0 BiIOYBAIOTHCS B COMATHYHUX KIIITHHAX;
— TeHepaTHBHI, 1[0 BIIOYBAIOTHCS B CTATEBUX KIIITHHAX

3a XxapakTepoM 3MiHU TEHOTHUILY

— TeHHI MyTallii — 3MiHU T€HiB;

— XPOMOCOMHI MyTallii 400 XpoMocoMHi abepallii — 3MiHa
CTPYKTYPU XPOMOCOM;

— IFeHOMHI MyTallii — 3MiHa KiJIbKOCTI XpOMOCOM

3a (heHOTUTIYHUM TIPOSIBOM

— JTOMIHAHTHI 200 PEIIeCUBHI;
— JNleTajlbHi, HAMIBJIeTANIbHI, HEUTpalIbHI, KOPUCHI
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2.1.2. COMATAYHI )
i TEHEPATUBHI MY TALIT

ComaTHuHiI MyTalii BUHUKAIOTh § COMAaTUYHUX
KIIITUHAX Ha OyIb-SIKOMY €Talll OHTOTeHe3y, He yCIa/l-
KOBYIOTbCSI TIPH CTATEBOMY PO3MHOXEHHi. MyTalii,
sIKi BUHUKAIOTh Ha PaHHIX eTamax eMOpioHalbHOTO
PO3BUTKY, MOXYTb IIPU3BECTH 10 MO3al4HUX (HOpM
XPOMOCOMHUX 1 MOHOI'eHHUX XBopo0O. Hanpuknan,
CHopajnyHi BUMAIKU M’s130B01 auctpodii [JromeHHa
MOXYTh OYTH 3yMOBJICHI COMATUYHUMU MYTAIlISIMH.
Bonu onucani Takox npu HelpoghiopoMaTosi.

V nmocrem6pioHanbHOMY Mepioal Taki MyTaii
BIUIMBAIOTh Ha opMyBaHHs IMyXIMH. KoxkHa 31104Kic-
Ha MyXJIMHA € HacIiIKoM 4—7 abo OiIbINe MTOCTITIOB-
HHUX COMATUYHUX MyTaiiii. BoHH TakoX MOXYTb
CHIPUYMHUTHU 3MIHU aHTHUTEHHUX CTPYKTYpP KIITHHH,
BHACIIJIOK YOTO IMyHHA CUCTEMa OPraHi3My pO3IMOYH-
Hae 3 HUMH OOpOTHOY (aBTOIMyHHa arpecm) Haxko-
MUYEHHS] COMAaTUYHUX MYTalild € OAHI€I0 3 MPUUYHUH
CTapiHHS.

I'eHepaTuBHI MyTallii BUHUKAIOTh Y CTATEBUX
KiTiTHHaX. MEHOTUITIYHO BOHU HE BUSBIISIOTHCH Y ca-
MOTO IHAMBIJA, ajlle YCIaJIKOBYIOThCS HAIAIKAMH.

2.2. TEHHI MYTALIT

2.2.1. KTACU®IKALIIS
T'EHHUX MYTALIN

lenni myTauii (TdeCFCHdHll) — 11e 3MiHa 6sz0131/1
rera. ['eH, y BY3bKOMY pO3yMiHHI ¢cjI0Ba, — Li¢ JTIJISH-
ka JIHK, B sikiii 3axogoBaHa iHdopmallis npo Oyo-
By ojHOro Oinka. MyTalii, 110 CTOCYIOThCS OJIHi€l
napu HYKJIEOTHIB, HA3UBAIOTHCS TOUKOBUMU (Kpari-
KOBHMH).

BuainstoTs cTabiapHI i fuHaMiuHI (HECTaOUIbHI)
MmyTaii (cxema 2.1). CtabiibHi MyTallii, OJHOTO pa3y
BUHUKHYBIIIU, TIEPEIAIOThCS 0€3 3MIHU MOJaJIbIIUM
MTOKOJIIHHSIM (SIKIIIO BOHU HE JAI0OTh JIETAILHOTO eeK-
TYy), IMHAMIYHI — MOXYTb 3MIHIOBATHUCS B HACTYITHUX
rmokoiHHAX. CTaburbHI MyTaL[i'l' Knacn(biKyIOTLc;l
BIITIOBIJTHO [0 XapakTepy 3MiHH I[HK 3aMiHM HYK-
JICOTHJIIB, JIEIIell, 1Hcepu11 JyTUTiKAILT, 1HBepc11 Ho
JIMHAMIYHHUX MYTalliil HAJIE)KATh EKCIIAHCIi TPUHYKIICO-
THJITHUX TIOBTOPIB.

Buau reHHIX MyTanii

/

CrabibHi: Junamiuni
— 3aMiHU HYKJICOTH/IIB (HecTabuTbHI):
— nenenii — EKCITaHCli TPUHYKIIeO-
— 1HCepuil TUHHUX ITOBTOPIB
— IyTUTiKanii
— iHBepcii

Cxema 2.1. Bunu reHHUX MyTauii
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2.2.2. BUIU CTABLJIbHUX MYTALIN

1. 3amina Hyxkreomudy Ha KOMIUIEMEHTaApHUNA a00
HeKOMIUIeMeHTapHuil. Lle HaltmomupeHimui Tim My-
tauid. Hanpuknaza, npu ceprnononiOHO-KIITHHHIN
aHeMil B TeHi, AKUU Koaye OeTa-IaHUIOT II0OIHY,
3amictph Tpuriety LTI y mocTiit nmo3umii HassBHMIA
tpurier LIALL Ile cnpuynHioe 3amMiHy IIOCTOI aMi-
HOKHCIIOTH (3aMICTh TJIyTAMiHOBOI KHCIOTH BKIIIO-
YAETHCS BAJTIH).

y HopMmi micast MmyTanii
JHK: LTI JHK: AL
iPHK: AT iPHK: ryr
aMmiHo- rJIyTaMiHOBA BaJliH
KHCJIOTa  KHUCIIOTa

MyTariii, 110 TPU3BOJATH 0 3aMiHH aMiHOKHUCIIO-
TH, HA3UBAIOTHCS MICCEHC-MYTAlisIMU (missens — TO0-
TO i3 3MIHOIO CEHCY YIIKOJXEHOTO TPUILIETY).
TsoxkicTh (DEHOTHIIYHOTO MPOSIBY 3aJIEKATUME Bij
MICIIsI, B SKOMY BimOymnacs 3amiHa. 3aMiHU B aKTHBHIN
YACTHHI OJIKa IPU3BOMATH JIO CEPHO3HUX TOPYIICHb
ioro QyHKIii.

Inoni 3amina IPU3BOJUTE 10 HOSBH CTOI-KOJIOHY
BCCPE/IMHI TeHa. Y HOPMi CTOI-KOJIOH 3HAXOIUTECS B
KIHIIi TeHa | Ha HhOMY 3aKiH4Y€ThCsl TpaHCsLis. ITo-
sIBa CTOI-KOJIOHY BCEPEIUHI I'eHa MPU3BOIUTD O Iie-
perYacHOro MPUITMHEHHSI TPAHCIIAII] Ta CHHTE3Y BKO-
poueHoro ¢parmeHTa Oinka. Taki myramii Ha3uBa-
I0ThCSI HOHCEHC-MYTaIlisIMU (nonsense — 0e3riy3/i) —
MOsIBa HE3HAYYIIOTO TPUILIETY (TEPMIHYIOUOT0 KOHO-
HY) yCepeauHi reHa.

JHK no myrarii (Koyrounii JJaHIOT):
ATT-ITA-THT-UTA-TTA-AILILL
HopwmanbsHuit nmominentu;:
MET-TJII-AJIA-JIEN-JIENA-TPE

JHK micnsa myTaii:
ATI-TTA-THT-LUTA-TTA-AILILL
IMominenTu micas MyTarlii:
MET-TJI-AJA-JTEN-«CTOII-koa0m»

3aMiHa HYKIIEOTUAY MOKeE HEe 3MiHUTH CEHCY TPUII-
nery. TpuUIUIeT 3MIHIOETBCS, alle Yepe3 BUPOIKEHICTh
(HAIMIpHICTB) TEHETUYHOTO KOAY aMiHOKHCIIOTa He
3MIHIOETBCS, 1 TOMY HE 3MIHIOETBCS CTPYKTypa OLIKa.
Taki MyTallii HA3UBAIOTHCS CaillIeHC-MyTaIlisIMHA (MOB-
Ya3HUMH). B pe3ynbTaTi HOpMabHi TeHU Y Pi3HUX JTIO-
Jieii MOXKYTb BIIPI3HATHUCS 32 NEBHUMHU HYKICOTHUIA-
MU Y KOAyIOUii yacTuHi. Take sBHIE HA3UBAETHCS
HOpMaibHUM noiMopdizmom THK.

2. [leneyisn — BTpaTa OMHOTO a00 KITBKOX HYKJICO-
TUiB. BTpaTta TphOX HYKICOTHIB (IIJIOTO TPUILIETY)
a00 KITBKOX TPHUIUIETIB Y KOJIYIOUOMY JIAHI[IO31 TeHa
MPU3BOIUTD J10 BTPATHU OfHI€T a00 KIJTbPKOX aMiHOKHC-
70T y Oinky. Skmmo BrpadeHa 1, 2 abo Oiablna Kilb-
KICTh HyKJICOTHIIB, HE KPATHA TPHOM, TO HIDKYE MiCIIsI
MyTallii 3MiHIOIOThCS BCl TPUILICTH. BimOyBaeThCs Tak
3BaHA MYTAllisl 31 3CYBOM PaMKHU 3UHUTYBaHHS.

3. Incepyia ogHoro abo KUTBKOX HYKJICOTH]IIB
(BcTaBkKa). SIKIIO KUIBKICTh HYKJICOTHIIB, IIIO BCTABU-
JHCs, KpaTHA TPHOM, TO Lie¢ MPUBOIUTH 10 BCTABKU



oaHiel a00 KUIBKOX aMIHOKHUCIOT. SIKIO BOHA HeE
KpaTHa TPbOM, TO 3MIHIOETbCS pAMKa 3YUTYBAHHSI.

ATT-TTA-TUT-UTA
MET-TJI-AJA-JTEN

JAHK no myrartii
Binox y HOpMi

Iucepuist T Heneuis A

JHK micns myTarnii:
ATI-ITT-ATH-TUT-A  ATT-T'TT-UTLI-TA
Binku micist myTarii: .

MET-I'JII- CEP- CEP MET- I'JII-JIEU

MyrTamii 31 3cyBOM paMKH 3UMTYBaHHS BEAYTH J10
CHUHTE3Y 3MIHEHOT0 OUIKA, SIKUH IBHUIKO AETPAIYE i1
BIUIMBOM BHYTPIIIHBOKIIITUHHHUX MPOTEa3s.

4. /lynnixauis — 1OJIBOEHHS HYKJICOTU/IIB, SIKE Ta-
KOX MPUBOJIUTH JIO 3MiHU PAaMKU 3YMTYBaHHSI.

5. Ineepcis — moBOpOT AinsgHKM reHa Ha 180°,
MOE CIIPUYNHUTH 3aMiHy OHIET a00 KITBKOX aMiHO-
KHCJIOT.

SIKI0 HOHCEHC-MyTallis abo MyTallis 31 3CyBOM
paMKH 34UMTYBaHHS BiIOYBA€ThCS B 5'-AUISHIN reHa
(ToOTO ONMKYE A0 WOro MOYATKY), TO IMOJIIENTH/T
B3arajli He CUHTE3YEThCSl a00 MOBHICTIO 3MIHIOETHCS
Hioro OyoBa, IO MPU3BOIUTH 10 TTIOBHOI BTPATH HOTO
aKTUBHOCTI.

MyrTaii MOXyTb BiIOyBaTHCS B HEKOIYFOUil Yac-
THHI TeHa 1 (EeHOTHUIIYHO He mposBisATUCS. [IpoTe
MyTalii B iHTPOHAX MOXYTb HOPYIIYBATH CIUIAMCHHT
(crmmaiicuaroBi myTarii). Taki MyTatii npu3BoaATh 10
HEIPaBUILHOTO BI/Ipi3YBaHHH IHTpOHIB. Y pe3ynLTaTi
BiJI0YBAIOThCS 3HAYHI TTOPYIIIEHHS OynoBu OluIKa, sKi
CHPUYMHIOIOTH PO3BUTOK TAKKHX KJIIHIYHUX TTPOSIBIB.
CrutaiicMHroBi MyTallii 4acTo 3yCTPIYalOThCS B I'eHAaX,
SIKI KOAYIOTh KOJIareH.

V piakicHUX BUMAagKax MyTalii TOPKAIOThCH
PI3HHMX PEryJIaTOPHUX TMOCTiOBHOCTEN (HAIIPUKIIA,
npomoTopy). Lle He mopyinye cTpykTypy Oiika, aie
3MIHIO€ IIBUAKICTH T4 IHTEHCUBHICTH MO0 CHHTE3Y.
Taxi perynﬂTopm MyTauu MPU3BOAATE 10 KUTBKICHUX
3MiH BMICTY OiJIKa B KJIITHHI.

B oxpemux BHIajxax po3BUTOK CIAJIKOBOTO 3a-
XBOPIOBAaHHS MOXKe OyTH OB sI3aHUI He Oe3moceper-
HbO 3 MYTAIlisIMH B I'€Hi, a 3 BTOPUHHUMU MTOPYIIIEH-
HSMHU Horo (YHKIN{ BHACTIZIOK TakK 3BAHOTO e(hEeKTy
noioxkeHHs1. [Ipukiiaiom Moxe OyTH JIMIe-JIONAaTKO-
BO-IUIEYOBA M’S130Ba IUCTPOdisi — 116 aBTOCOMHO-]10-
MiHAHTHE 3aXBOPIOBaHHS, OOYMOBJIEHE JEJeIi€l0
ninsaku JJHK y cyOTemoMepHil 4acTHHI XpOMOCOMH
4q35. s niissHKa XpOMOCOMH HE MICTUTh CTPYKTYp-
HUX reHiB. [IpoTe MyTallis nIpu3BOIUTH 10 Tepe-
MimieHHs cycimaporo reHa FRGI1, po3ramoBaHoro

Hopmanpuuii ren

IMpemyraris

Puc. 2.1. Mexanizm cpopMy-
BaHHS JWHAMIYHOI MyTalii Ipu
CHHAPOMI J1aMKOI X-XpOMOCOMH

Myrarist

MOPsiA 3 1€ TUISHKOO, B JIUISTHKY BIUIMBY TEJIOME-
pu. Bracninok myranii nopyuryerscsi OynoBa xpoma-
TUHY 1 T€H IHAKTUBYETHCS (€(eKT MOJI0KEHHS), 110
IPU3BOAUTD 10 PO3BUTKY 3aXBOPIOBAHHS.

2.2.3. JMHAMIYHI MYTALIT
(EKCITAHCIT TPUHYKJIEOTUJIHUX
[OBTOPIB)

Jlo nuHAMIYHUX MyTalliif HaJjie)kaTb €KCITaHCIi TPH-
HYKJICOTHJIHUX MOBTOPiB. CyTh MyTallil MOJIATAE B
3POCTaHHI KIJTbKOCTI TIEBHUX TPUILICTIB (30LIbIICHHS
KUTBKOCTI TPHHYKJICOTHIHUX MMOBTOPIB), pO3TaIlOBa-
HUX Yy PerylaTopHiil abo KOoAyrodiil 4acTUHI reHa.
Briepiie Takwmii Tun mytarnii 0yino onucano B 1991 p.
IIpY BUBYCHHI OyIOBHW I'eHA, IIIO BIAIOBIIAE 3a pO3-
BUTOK CHHJIPOMY JIaMKOi X-XpoMocomu. ['eH Jtokaiti-
30BaHUil y JOBromy mieui X-xpomocomu (Xq27.3). ¥
5’-HeTpaHCIbOBaHI AUSIHIN [[FOTO FeHa B HOPMI 3Ha-
xonuthes Big 6 o 42 tpumietiB LI'T, ski po3ramio-
BYIOTBCSI OJIVH 32 OJTHUM, TOOTO TaHaeMHo (puc. 2.1).
ITig gyac Melio3y B reHi MOKe BiTOyBaTHCS 301IBITICH-
Hs KutbkocTi komii Tpumuiery LII'T (Tak 3BaHa «ekc-
MaHCis TPUHYKJICOTUITHUX MOBTOPiB»). MexaHi3Mm
301IBIICHHS KITbKOCTI TPUHYKJICOTUTHUX MOBTOPIB
1€ HEIOCTATHBHO 3PO3yMiIMNA. XBOp0oOa PO3BUBAETH-
Cs1 JIUIIE TOMi, KOJIM KUTBKICTh TIOBTOPIB Y I JUISHII
TIePEBEPIIYE TIEBHUNM KPUTHUYHHUHA PiBEHb. X POMOCOMH,
B skux € 50-200 moBTOPIB, BBAXKAIOTHCS «IIpEMyTa-
uiero». [IpemyTaliii He CPUYNHIOIOTH 3MiHU (HEHOTH-
my, ajie poOIATh 110 JUISHKY reHa HecTaOUIbHOM. Y
JIIOJIMHY, 10 Mae NMpeMyTalilo, MijJi 4yac Menho3y
KUTIBKICTh TpUILIETIB 3poctae mpo 1000 i Oinbie, 1o
MIPU3BOJIUTH J0 MTOPYIIEHHS TPAHCKPHIIII r'eHa i po3-
BHTKY 3aXBOPIOBaHb B HalajakiB. [1oloBxkeHa MYy-
TaHTHA JUISHKA € BEIbMH HECTAaOLIbHOIO, Uepe3 10
BiZIOYyBa€ThCS MOMAbIIA 3MiHA (YacTillle 3pOCTAHHS)
KUTBKOCTI MOBTOPIB MpHU Iepeayl reHa B HACTYITHE
MOKOJIIHHSA. Y 3B’SI3KY 3 IIMM MYTAllii 32 TUIIOM €KC-
MTaHCii TPUHYKJICOTUIHUX IOBTOPIB HICTaId HA3BY
JUHAMIYHUX. TSOKKICTh 3aXBOPIOBAHHS 3aJICKUTH Bl
KUTBKOCT1 MOBTOPIB.

Huni BijjomMo OiibIlie IeCSITH CHaAKOBHUX 3aXBOPIO-
BaHb HEPBOBOI CUCTEMH, 3YMOBIIEHUX AUHAMIYHUMHU
myTanismu. Kpim cunapomy dpariisHoi X-xpomoco-
MH, IO HUX HaJlekKaTh Xopes [ eHTIHrTOHA, MIOTOHIY-
Ha quctpodisi, atakcis Opigpaiixa Ta iHII Helpoe-
TeHEPATUBHI 3aXBOPIOBaHHs. 30UIBIICHHS KUTHKOCTI
TPUILIETIB MOXe BiIOyBaTUCS B PEryIsaTOpPHIii mo-
CIIIJOBHOCTI (IO COPUYMHIOE MOPYLIEHHS eKCIIpecii
reHa) abo B KOJIyIOUil MOCITIJOBHOCTI (1[0 CIIPUYMHIOE

Orr-ourr-....-0rr-ourr

'
BiJ 6 10 42 TOBTOPIB

LITT-LITT - LIT-LIT

Bix 50 mo 200 moBTOPIB

10 )08 1 ) ST JAIT-LIT

Bizx 200 no 1000 moBTOpPIB



301IbIIEHHSI KUTBKOCTI aMiHOKHCIOT). Bigmiueno Ta-
KOX 3pPOCTaHHA KUIBKOCTI TPUHYKJIEOTUIHHUX IO-
BropiB LIAT B ek30HI reHa, KUl KOJIy€e PEeLenTop A0
aHAPOTEHIB Yy YOJIOBIKIB 3 Oe3IIigHICTIO (TeH
JIOKAJTI30BAHUI Y JIOBrOMY Tutedi X-XpOMOCOMHU —
Xql1.2-12).

XBOpoOU eKcrmaHcii TPUHYKIEOTUIHUX MOBTOPIB
MalOTh HU3KY CIIJIBHUX O3HAK:

1. Qs HUX XapakTepHUH (peHOMEH aHTUIIMIIAILL],
CEeHC AKOI'O IOJISAra€ B HapOCTaHHI TSDKKOCTI CHUMII-
TOMIB 3aXBOPIOBaHHs 1/a00 B OLIbII paHHINM MaHide-
craifii B moJajbIIuX MOKOJiHHIX. I{e 0OyMoBIeHO
30UTBILICHHSM KUJIbKOCTI IOBTOPIB MPH Tepeiayi TeHiB.

2. IIpn ogHUX 3aXBOPIOBAHHAX KUIBKICTH TPH-
IJIETIB 30UTBIIYETHCSI IPU OBOTEHE31 (CUHIPOM JiaM-
Koi X-XpOMOCOMH, MIOTOHIUYHA TUCTPOdis), MpH
IHIIIUX — TIpU criepMaToreHesi (xopesi [‘eHTIHITOHA).
BiamoBiiHO /151 OJJHUX 3aXBOPIOBAHB MOYKE CIIOCTEPI-
raTUCS MaTePUHCHKUH edeKT (OLIbII paHHiil TOYaTOK
1 3HAYHA TSKKICTh 3aXBOPIOBAHHS, SIKIIO T'€H ycral-
KOBYETBCS BJI MaTEPi — CHHIPOM (PppariipHol X-Xpo-
MOCOMH), a IS IHIMUX — OaTbKIBCHKUH (xopes ['eH-
TiHrTOHA). [1pKn Meito31 Moxe BigOyBaTUCS SIK 301Tb-
IIEHHS KUTBKOCTI TPHUIUIETIB, TaK 1 iX 3MEHIICHHS
(IpakTUYHO A0 HOPMH).

Hesixi cmaikoBi 3aXBOPIOBAHHS 3yMOBJIEH] €KCITaH-
CI€0 CKITA/IHIINX 32 CBOEIO CTPYKTYPOIO MOBTOPIOBA-
HUX mnﬂHOK JHK, mo ckiragaroThes 3 TIeCATKIB HYK-
neotuai. Cepell HUX MOKHA Ha3BaTH CHAJIKOBY Gop-
My MpIOHHUX XBOpoO (xBopoba Kpeitrudenpara —
Slko6a), sika 1HKOJIM MOXe OyTH CIpUYMHEHA 3011b-
IIEHHSIM KUIBKOCTI KOIIii TPAHCIBOBAHOTO MOBTOPY
reHa IMpioHHOro Oisika Ha Xpomocomi (20p12-pter). ¥V
HOpPMI €K30H I'€Ha Ma€ 5 MOBTOPIB, a IpHU XBOPOOI
MO3e OyTH 110 9 JOJIATKOBHX TIOBTOPIB.

2.2.4. PEHOTUITIITYHUIN E®EKT
T'EHHUX MYTALIA. TEHETUYHUI
I KJINHIYHUI [TOJIIMOP®I3M
MOHOTI'EHHUX 3AXBOPIOBAHb

Sk 3a3Havaocs paiiie, pi3Hi 3MiHM B HYKJIEO-
TUAHIA TOCTIOBHOCTI TPAHCKPUOOBAHUX [IJISTHOK
JHK MOXyTh 1O-pi3HOMY BUSIBISATUCSA Y (EHOTHIII.
YacTrHa 3 HUX HE YHHUTH HiSIKOTO BIUIMBY Ha CTPYK-
Typy 1 pyHKIIIO BignoBinHOTO OlKa (MOBYA3HI MYy-
Tarii). [HIIi TpUBOIATE 10 3MiHU OyJ0BH OiNika, abo
JI0 TIPUIIMHEHHS MOro CHHTE3y, 400 0 MOPYLICHHS
IIBUKOCTI CUHTE3y Oika (cxema 2.2).

3a deHOTUTIIYHMM ePEeKTOM TaKi MyTallii MOXHa
MOJUTUTH Ha TPH KIIACH:

CuHTE3 aHOMAJILHOT'O
OlIKa

bpak a6o Hagmmmok

3mina 6ymosu JHK— HOPMAJILHOT'O OiKa

an/IHI/IHeHHH CI/IHT€3y
Olka

Cxema 2.2. DeHOTUMIYHNN e(DeKT TEHHUX MYyTaLliid
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— MyTalii, o NpPU3BOAATH A0 IHTIOYBaHHS MPO-
eciB TpaHCKpI/IHHII a0o TpaHCHALil, MOPYIIEHHS HOP-
MaJIBHOI CTPYKTYpH 1 PyHKILIH OLIKIB 1 BeXyTh O MOB-
Hoi BTpatu ¢yHKIII (loss-of-function-myrartii);

— MyTalii, 0 CYyNPOBOIKYIOTHCSA KITbKICHOIO
3MiHOIO OlJIKa, — TaKi 3MiHHU YacTillle BAHUKAIOTh MIPH
MyTallii B peryIaTOPHUX AUISHKAX;

— MyTallii, skl 3MIHIOIOTh BJIACTMBOCTI OiJiKa Ta-
KHM YHHOM, IO BOHH CIIPABIISIOTH YIIKOIKYIOUY O
Ha XXUTTE3NATHICTD KIIITUH (gain-of-function-myTarii).

MyTallii MOXYTbh TOPKATHCS CTPYKTYPHUX, TPAHC-
MOPTHUX, eMOpioOHABHUX OUIKIB, (hepMeHTiB. Bin
BOTO 3AJIeKHUTH (EHOTUMIUHUI edekT MyTaii. ['eHHi
MyTalii MOXYThb MPU3BECTU [0 3arudeli opraHizmy
(ytetanpHUI €PeKT), PO3BUTKY MOHOT€HHOTO 3aXBO-
pIOBaHHS a0 3aJHMIIATHCS MPUXOBAHUMH IO IIEBHO-
ro MOMEHTY (BIUIMB JIIKAPChKHUX TpenapatiB abo
IHIIMX KCEHOOIOTHUKIB).

V reHi, BiIMOBiZaIbHOMY 32 MOHOTEHHE 3aXBOPIO-
BaHHS, MOXYTbh BIIOYBaTHUCS Pi3HI MyTallii (MicceHc,
HOHCEHC, 31 3CyBOM PaMKH 3UUTYyBaHHs TOIIO). Tomy
CTYIIiHb 3MiHU OyMOBH OiJTKa 1 HOro (YHKINH MOXKYTh
BapioBaTH y pi3HUX XBopux. Lle € ofHiel0 3 TPUUKMH
TEHETUYHOT'O TOJIMOP(]PI3My MOHOTEHHHUX 3aXBOPIO-
BaHb, SIKU, Y CBOIO YePTy, 3yMOBIIIOE KJIIHIYHUH MOJTi-
MOP(]i3M MOHOT€HHUX 3aXBOPIOBAHb Y TOIYJIALII.

Inoai pi3Hi MyTaIlii OJHOTO 1 TOrO X T'eHa Ha-
CTITBKH TIO-Pi3HOMY 3MIHIOIOTH CTPYKTYPY 1 PyHKIIiTO
OlIKa, MO 1€ CIIPUYUHIOE IUIKOM Pi3HI 3 KIIHIYHOI
TOYKH 30DPY 3aXBOproBaHHs. Hanpukian, pizHi my-
Talii B TeHi pelenTopa A0 aHIPOTeHiB, po3TalloBa-
HoMy B Jokyci Xql1.2-12, npu3BoasiTh A0 TPHOX
MPUHIUIIOBO Pi3HKUX (POPM MATOJIOTII:

1. CrminanpHO-Oynp0apHa amiorpodis Kennemi
(xBopoba KenHesl) 3yMOBIIeHa €KCITAHCIEID TPHHYK-
neotuaaux moBTopiB LIAT y mepmomy ek30Hi rexa.
Y HOpMI KiJIBKICTh TPUILIETIB CTAHOBUTH 9-36, a y
XBOpUX — BiaT 38 10 72. I_Ie TIPU3BOIUTH 110 30LIbIIEH-
Hsl TOBKMHH IOJIITITYyTaMIHOBOI IissHKU Oinka. My-
TaHTHHUI OUTOK HaOyBa€ MUTOTOKCUYHUX BIIACTHBOC-
Tel 1 cripusie GOPMYBAaHHIO MATOJOTIYHUX BHYTPIII-
HBOSIZICPHUX BKJIIOUeHb. [Ipu 3aXBOprOBaHHI Mpo-
BigHMMHU € cumnTomu ypaxeHHs LIHC. ®dyHkuis aH-
JPOTEHHOT'O PELENTOPa 3HUKYETCS TIOMIPHO.

2. Y 4OJIOBIKIB 3 2300CHEPMI€I0 Ta OJIITOCIIEPMIEI0
BIIMIYEHO TIOMipHE 301UThIIIEHHS KITBKOCTI TPHHYKITICO-
TUJHUX TIOBTOPIB Y IOMY K €K30HI.

3. CuHapoM TecTUKYIApHOI (pemiHizalii cripryu-
HEHUH TOYKOBUMH MyTalisiMu reHa. [IpoBigHUM
CHUMIITOMOM € TIOopyIlIeHHs (QYHKIIi peuentopa A0 aH-
nporeHiB. KIIIHIYHO CUHIPOM BUSIBIISIETHCS IIOPYIIICH-
HSIM PO3BUTKY eMOpiOHIB 3 KapioTurioM XY (TIpH 4o-
JIOBIUOMY KapioTuri (opMy€eThCs IKIHOUHIA (PEHOTHIT).

IHmwMiA puKITa: pi3HiI MyTallii B TeHl perentopa
tupo3uHkiHasu (RET) npuszBoadaTh 10 4OTUPBOX
PI3HUX 3aXBOPIOBaHb, TAKUX SIK CIMEHHA MeayJspHa
KapUMHOMA HIUTOMOMIOHOT 3am03u, xBopoba [ipi-
MIpyHTa, MHOKMHHA CHIOKPUHHA HeoIrIasis Tuiy 2A
(MEN-2A) i tunty 2B (MEN-2B).

Pi3Hi MyTalii oHOTO 1 TOTO X T'eHa, IO MPU3BO-
JSTh 70 PI3HUX 3aXBOPIOBaHb, HA3MBAIOTHCS aJleib-
HUMU cepisiMu (1O cyTi, ne MHOXKUHHI aneni). Huni
Bigomo Ounbie 100 Takux XBopoO.



2.2.5. YACTOTA
I'EHHUX MYTALIN

CyKyIHICTh MyTallii, SIKI IIIOWHO BUHUKIIU, CTBO-
PIOIOTH Y TIOMYJISIT My Taniiinumii Tarap. Sxmo myrarii
HE 3MIHIOIOTH KUTTE3QATHICTD 1 IUIIHICTh 1HAUBIAA,
TO BOHHM MOXYTh NepeaBaTUCs 3 MTOKOJIIHHS B TIOKO-
JiHHS 3a 3aKkoHamMu Mennensi. OOyMOBIEHUH HUMH
TeHETUYHUH TATap Ha3UBAETHCS cerperamiiiHuM Tsra-
pem. [leski pelieCMBHI IeHU MOXYTb y T€TE€PO3UTOT-
HOMY CTaHi JJaBaTH mepeBaru cBoiMm Hocism. Lle
CIpHUs€ HAKOIIMUCHHIO TAKHMX TeHiB y momyssuii. Ha-
npukia, y Cepea3zeMHOMOPCHKUX KpaiHax 4acTo 3y-
CTpIYA€ETHCS T€H CepnonoaiOHO-KIITUHHOI aHeMii,
TOMY IO TE€TEPO3UTOTH 32 LIUM I€HOM HE XBOPIIOThH
Ha MaJsIpiro. ['eTepo3uroT 3a reHoOM MYKOBICIIMIO-
3y, MOXIIUBO, JIETIIIE IEPEHOCUIIN XOJIepY, 10 T03BO-
JIUJIO IbOMY TeHy Hakonuuutucs Ha [TiBaHi Ykpainu.

JoMiHaHTHI MyTalii, 10 3HWXKYIOTh IUIAHICTH
a00 BOJIOMIIOTH JIETAIBHOIO JII€I0, B3araji He MOXYTh
yCITaIKOBYBATHCS. BOHM KOXHOTO pa3y BUHUKAIOTH
3HOBY.

CepeqHsl 4acTOTa MyTalliil pi3HUX TE€HIB KOJIH-
BaeThest Bim 10-5 o 106 Ha oHy raMeTy 3a OJHE IO~
koiHHs (To6TOo Bix 1 myranii Ha 103 ramer mo 1 —
Ha 106 ramet). [IpoTe 115 BeTUUMHA MOXeE BapitOBATH
Big 10~ mist BucokoMmyTabenpHux reqiB po 10-11 ms
HalcTidkimux. [TpukiIagu 4acToT MyTaliil AesKux
ICHIB, [0 CIPUYMHIOIOTH 3aXBOPIOBAHHSI, HABEJICHO B
Tabmn. 2.2.

Sk BUAHO 13 3a3HAYEHOI TAOJIMIl, YacTOTa MyTa-
il ogHOTrO TeHa Heenuka. [Ipore mroanHa Mae Be-
JINKY KUTBKICTB TeHiB y reHoMi (01u3bpko 30 000 reHiB).
SIKIIO MPUAHATH CEPEeIHIO YacToTy MyTarii 1075, To
CePE/IHIO KIJIbKICTh FEHHMX MYTAIllii MOXHA OLIIHUTH
takuM urHOM: (30x103 reniB) X (10-3 myTariii Ha TeH)
= 30 myrariit Ha 100 ramer, a6o 1 myrauis Ha 3 ra-
METH.

Tabmuns 2.2. YacTtoTn MyTauiii 1esIKHX reHis
monunn (3a ®@. @orenn, A. MoTyIbCKH)

Tun .
3axBOPIOBAHHS Yacrora myTarii
CIIAIKyBaHHsI
AxoHziporiasis ALl Bix 1x10-5
10 (6-9)x10-6
Awnipuis Al (2,9-5)x10-¢
Cunnpom Armnepa ALl (3-4)x10-6
Cunnpom Mapdana ALl (4,2-5,8)x10-6
Xopes ['enTinrrona Al 1x10-¢
Petuno6macroma AJl 1x10-5
Heitpodibpomaros AL Bin (4,4-4,9)x10-3
no 1x10+4
Henockonammit Al 1,0x10-5
OCTEOTeHe3
Temodimist A XP 3x10-5
M’s30Ba quctpodist XP (4,3-10,5)x10-3
Jlrommenna

Hosi myTanii € HaliBaXXJIMBIIIUM )KEPETOM T'eHe-
THYHOT MIHJIMBOCTI, 11O CIIYXHUTh OCHOBOIO 010JI0Ti4-
HOI eBOJIIOL].

2.3. TUIIX1 MYTALIN,
OBYMOBJIEHHX 3MIHOIO
KIIBKOCTI 1 CTPYKTYPU
XPOMOCOM

Bci myrariii, ski moB’si3aHi 31 3MiHOIO KUTBKOCTI K
CTPYKTYPH XPOMOCOM, MOKHA PO3JIUINTH Ha TPH I'Py-
nu:

— XpoMocoMHi abepailii, 3yMOBJIeH] 3MiHOIO
CTPYKTYPH XPOMOCOM;

— TEHOMHI MyTallii, 3yMOBJICHI 3MiHOIO KIJTbKOCTI
XpOMOCOM;

— MIKCOIUIOIi/I — MyTallii, 3yMOBJICH]I HAsIBHICTIO
PI3HUX 32 XPOMOCOMHHUMHU HA0OPAMHU KJIOHIB KIIITHH.

2.3.1. XPOMOCOMHI ABEPAIIIT

XpomocoMHi abepatiii (XpoOMOCOMHI MyTalii) — 1e
3MIHM B CTPYKTYypi XpomocoM (cxema 2.3), sKi €, 5K
MPaBUIIO, HACTIKOM HEPIBHOIO KPOCHHIOBEPY IMPH
Metio3i. JJo xpoMmocoMHUX abepalliii mpu3BOAATH Ta-
KOX PO3PHBU XPOMOCOM, CIIPUYMHEHI 10HI3yIOUO0
paziani€eto, eSKUMU XiMIYHIMU MyTareHaMu, Bipyca-
MU Ta IHIIUMU MYTareHHUMH (PaKkTopamMu. Xpomo-
coMHa abepallist Moxe OyTH He30aIaHCOBaHOIO 1 30a-
JAHCOBAHOIO.

IIpu He30amaHCOBAHUX MYTAIliIX BiIOYBAa€THCS
BTpaTa abo 30UIbIICHHS TEHETHYHOTO MaTtepiany,
3MIHIOETBCSI KIJIBKICTh T'eHiB a00 IX aKTUBHICTB, IO
CIPUYMHIOE 3MiHY (PEHOTHILY.

XpomocoMmHi niepedynoBH, SKi HE CIPUYMHIOIOTH
3MIHM T'eHIB 200 iXHbOI aKTMBHOCTI 1 HE 3MIHIOIOTH (be-
HOTHII, Ha3UBAIOTHCS 30amaHcoBanumH. [1porte xpo-
MOCOMHa abepallisi HOpyIIye KOH IOralliio XpOMOCOM
1 KpPOCHHTOBEp MPHU MeHO03i, 10 BUKJIMKAE IMOSBY ra-
MeT i3 He30alaHCOBAaHMMH XPOMOCOMHHMMHM MYTAalLlisi-
MU. Y HOCIiB 30aJ1aHCOBAaHUX XPOMOCOMHUX abepariiit

XpomocomHi abepanii

He36anancoBani 30a1ancoBaHi

OO0Ocsr reHeTny-
HOT'O MaTtepiaiy
Ta eKcrpecist
HE 3MIHIOIOTHCS

Hamumok abo BTpaTa
TEHeTUYHOTO MaTepia-
1y, eeKT MOJI0XKEHHS

. v .
3miHa QeHorurry Hopmanpuuii

dbenoTun

Hpumimra. AJl — aBTOCOMHO-JOMIHAHTHHIA THI yC-
naaxkyBaHHs; XP — peniecuBHUI 3ueruieHuit 3 X-XpoMoco-
MOIO.
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Cxema 2.3. DeHoTumniuHui epekT XpOMOCOMHHUX
abeparriii



a

ABCDE FGHKL

ABCDE FGHKL

X

XPOMOCOMH
y HOpMi

ABCDE FGHKL

ABCDE KL

ABCDE FGHKL

Puc. 2.2. Mexanizm dpopmy-

ABCDE KL

X

ABCDEFGH FGHKL

/ xpomocoma 3 jeneniero FGH

xpoMocoMma 3 ayrutikaniero FGH

BaHHS XpPOMOCOM 3 JeJIeli€lo i
JIYIUTIKAIIEI0 BHACIIOK HEPIBHO-
ro0 KPOCHHTOBEpY:

a — cxeMma KPOCHUHIOBEPY B
HOPMI; 6 — HEpIBHUI KPOCUHTO-
BEp — YTBOPEHHS XPOMOCOM 3 JIe-

ABCDEFGHFGHKL

Moxe OyTu Oe3IUTiAHICTh, BUCOKA YacTOTa CIOHTaH-
HHUX abOPTiB, BUCOKHI PU3UK HAPOIKCHHS MITCH i3
XPOMOCOMHUMH XBOPOOaMHU.

BuisisitoTh Taki TUIIM XPOMOCOMHUX MYTAIlii:

1. denenisi, abo 6pak — BTpaTa AUISHKHA XPOMO-
COMH.

Henenis GH
ABCDEFGH—— - ABCDEF

2. Jlyrutikaigisi — MOJBOEHHS JUITHKH XPOMOCOMH.

Hymnikanis BC
ABCDEFGH——— ABCBCDEF GH

Henemii i myrurikamii 9acTo € HacIIiAKOM MTOPYIIeH-
HSI TIPOIIeCY KPOCHHTOBEDY (puc. 2.2).

3. IuBepcis — MOBOPOT TUISSHKHM XPOMOCOMH Ha
180° (B O/Hiif 3 IUITHOK XpOMOCOMH T€HHM PO3TAIIO-
BaHI B IOCIIIOBHOCTI, 3BOPOTHIli MOPIBHSIHO 3 HOP-
MaJbHOI0). SIKIII0 iHBepTOBaHA AISTHKA BKITFOUAE IIeH-
TpOMepY, TO iHBEpCisl HA3UBAETHCS IIEPHLICHTPHYHOIO,
SIKITIO HE 3aXOINTI0E — TaparieHTpuIHoIo (puc. 2.3).

Slkuo B pe3ysibTaTi 1HBEPCIl HE 3MIHIOETHCS
KUTBbKICTh XpOMOCOMHOTO MaTepiaiy i HeMae eeKTy
TTOJIOKEHHS, TO 1HAUBIIU (PEHOTHUITIYHO 3/10poBi. Ya-
CTO 3yCTpIYa€ThCs MEPUIIEHTPUYHA iHBepcis 9-1 xpo-
MOCOMH, sIKa He MPUBOJUTH 10 3MiHM (eHOoTHITY. [1pH
THIIIUX IHBEPCIIX MOXKYTh MOPYITYBATUCS KOH TOTaIlisI
1 KPOCHHTOBEP, BHACIIIOK YOTO BiIOYBAETHCS PO3PUB
XPOMOCOM 1 yTBOPEHHSI HE30AIaHCOBAHUX T'aMET.

ABCD EFGH
——p

| T [Mapanenrpuuna

iHBepCis

—p
T Ilepunentpuuna
iHBepcis

JIEIIE0 1 AYTUTIKAIIE0

4. KinbueBa xpoMocoma (puc. 2.4) BUHUKAE MPH
BTpPAaTi ABOX TEIIOMEPHHX (hparMeHTiB. «JIUmKi» KiHIIi
XPOMOCOMH 3’€THYIOTHCS, YTBOPIOIOYH Kijiblie (pHC.
2.5).

L5 myTanis Mmoxxe OyTH K 30a71aHCOBAHOIO, TaK i
He30aJIaHCOBAaHOIO (3aJIeXKHO BiJI 00’€EMY XpPOMOCOM-
HOT'O MaTepiany, SKui BTpPavaeThes).

KinpueBi xpoMocoMu HecTabUTbHI, OCKUTBKU TIPH
peayIutiKaliii BAHUKAIOTh MOABIMHI KIIbI, K1 TOTIM
pO3pUBAIOTBCA. Y TaMmeTax BiIOYBarOThbCs Pi3HI Xpo-
MOCOMHI niepedyaoBu (puc. 2.6).

5. I3oxpomocomu (puc. 2.7) — BTpaTa OJTHOTO ILjie-
ya XpOMOCOMH 1 Jyrmutikanist gpyroro. HaiiMoBipHi-
11Ie BOHM BUHHUKAIOTh BHACTI/IOK TOPU30HTAIBHOTO, a
HE TO3/I0OBXHBOTO TIOJIITY IIECHTPOMEPH.

B pe3ynbTaTi yTBOPIOETHCS METAIICHTPUYHA XPO-
MOcOMa, 110 Ma€ JIBa OJIHAKOBHX Iuteya. Yacririe 3y-
CTpIUa€ETHCS 130XPOMOCOMA 3a JIOBTUM ILieueM X-Xpo-
Mocomu. Kapiotun 3anucyiors: 46,X,i(Xq). [3oxpo-
MocoMma X criocTepira€eTses B 15 % ycix BUITaIKiB CHH-
npomy Illepemescbkoro — TepHepa.

6. TpaHcokailist — NepeHeceHHs UISTHKUA XPOMO-
COMH Ha HErOMOJIOTIYHY XpPOMOCOMY, B IHIIY TPYILy
3UeIUIeHHs. BUIUISIOTH KiJTbKa TUITIB TPAHCIIOKAIIIN:

a) pelUITPOKHI TPAHCIOKAallli — B3a€EMHHUH OOMIH
JIUISTHKaMH MK JIBOMa HETOMOJIOTIYHUMHU XPOMOCO-
Mam¥ (puc. 2.8, a).

VY nomnyJsisix 4acToTta pelUIpPOKHUX TPAHCIO-
kamiit 1:500. 3 He3’scOBAaHUX MPUYUH YACTIile 3yCTpi-

ABCD EHGF
O

——
IaBepcis F G H

ABE DCEHG
Ol

——
InBepcis CD E

Puc. 2.3. TlapauenTpuuna i
TIepUIICHTPUYHA 1HBEPCii



Puc. 2.4. Kinbuesa xpoMmocoma
y MeTada3zHil MmacTuHIi (BigMive-

Ha CTPLIKOIO)

Pospusmu
3 yTBOPEH-
HAM «JIUII-
KHX» KIHIB

’
—

Puc. 2.5. Mexanizm popMyBaHHS KUTBIIEBOI XPOMOCOMU

YaE€ThCAd PEUUNPOKHA TPAHCIOKALis, IO 3aIydyae
noBri tieui 11-i ta 22-1 xpomocoMm. Y HocIiB 30anaH-
COBAaHMX PELUITPOKHUX TPAHCIOKAIIi# yacTo 6YBalOTh
CIIOHTaHHI a00pTH a00 HAPOMKYIOTHCSA MITH 3 MHO-
KMHHAMH BPOJDKEHUMH BaJIaMH PO3BUTKY BHACIIIOK
YTBOPEHHS TaMeT 3 He30aTaHCOBAHMMH MYTAIlisIMU.
I'eHeTHUHUI PU3HK Y HOCIIB TAKUX TPAHCIOKaIil KO-
nuBaeTbes Big 1 o 10 %;

0) HepelMITPOKHI TpaHCIIOKalil (TPaHCITO3HIIIT) —
TIEPEMIIIICHHS TUITHKH XPOMOCOMH a00 BCEPEIHHI Ti€l
K xpomocomu (puc. 2.8, 6), ab0 B IHIIIY XPOMOCOMY
0e3 B3a€EMHOT0 OOMIiHY;

B) 0COOJIMBUI BUJ] TPAHCIIOKALiil — pOOEepTCOHIB-
ChbKa TpaHcoKailis (200 LeHTPUIHE 3TUTTS).

Cnocrepiralorbcst Mixk OyJb-SIKMMH JIBOMa aKpo-
HEHTPUIYHUMH XpoMocoMmamu 3 rpymu D (13, 14 1
15-ta mapu) i G (21-ma i 22-ra mapu). [1pu neHTpHy-
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VYTBOpeHHS alleHTPUYHOTO pparMeHTa
(6e3 uneHTpoMepH), SIKUM MOTIM BTpa-
Ya€EThCS B MPOIIECI MITO3Y

3’eAHAHHS «JTUIIKUX» KIiHIIB XPOMOCOMH
1 YTBOPEHHS KUTBIIEBOI XPOMOCOMH

HOMY 3JIMTTI /1Bl TOMOJIOT1YHI 200 HErOMOJIOT1YHI XPO-
MOCOMH BTPayaloTh KOPOTKi IUIeYl  OJHY LEHTPO-
Mepy, IOBT1 TuIedi 3’eHy0ThCs (puc. 2.9). 3aMicThb
JBOX XPOMOCOM YTBOPIOETbCS OJIHA, 110 MICTUTH TIe-
HETHMYHHI MaTepiaj JIOBIUX TUIeYeH JBOX XPOMOCOM.
3arajibHa KUIBKICTh XpOMOCOM y HOCIIB 30allaHCOBa-
HOI pPOOEPTCOHIBCHKOI TpaHcnokalii — 45. ¥ kopoT-
KHMX TUIeYax BCix jgecsiti xpomocom rpymn D i G 3Ha-
XOJIAThCS OJIHAKOBI TeHH, o kKoayroTsh pPHK. Kox-
Ha KJIITHUHA MA€ BEJIUKY KUIbKICTh (0 105) Kormiii mux
reHiB. BTpaTta KOpPOTKUX IUIeUei TBOX XPOMOCOM He
MPUBOJUTD JI0 ICTOTHUX 3MiH (PEHOTHUITY, OCKUTBKH
BTpaTa reHiB KOMIIEHCYETHCS POOOTOIO0 TAKUX XKe
TE€HIB PELITH BOCBMU aKPOLIEHTPHUUYHUX XPOMOCOM.
Takum unHOM, HOCIi pOOEPTCOHIBCHKUX TPAHCIIO-
KaIliif 3I0pOBi, aJle y HUX ITBHIICHA YacTOTa CIIOH-
TaHHUX a0OPTIB 1 BUCOKMIA pUBUK HAPOJDKEHHS JITEH



-O0

YTBopeHHs B aHada3i ABOX KiIelp,
a SIKI PO3XOJIATHCS B JIOUIpHI KJIITUHU

~-8-CD

YTBOpEHHs JIBOX 3YEIICHUX Kijellb, SKi He pO3X0-
JsThes B aHadasi abo pBYThCS Ha pparMeHTH

-

YTBOpPEHHS OJHOTO BEJIMKOIrO KUIbILS, K€ 3T0JIOM MOTPAILIIE B OJHY
JIOYIPHIO KJIITUHY HIJIKOM (HEPO3XO/KEeHHsI) a0 PBEThCS HA (PparMeHTH

Puc. 2.6. BapiaHTu pO3XO/KEHHS KUTBIIEBOI XPOMOCOMU B MITO3i:
a — HOpMaJIbHA PEIUTIKallis; 6 — PEeTUIiKaIlis 1 IBa CECTPUHCHKUX OOMIHU IIPU KPOCHHTOBEPI;
6 — PEAYIUTIKAIS 1 OJMH CECTPUHCHKHIA OOMIH ITPU KPOCHHTOBEPI

HopMa.m,Hniz'i MOJIi/1 IEHTPOMEPH NPH MiTO3i

Meradaza TMo3moBxHINi MO AHadaza — yTBOpEHHS ABOX
LEHTPOMEpHU JIOUYIpHIX XpOMOCOM

®opmyBaHHS IBOX i30XpoMocoM

p pr

q q

Meradaza IMonepeunuii motin Anadaza — yTBOpeHHs
LEHTPOMEpU IBOX 130XpOMOCOM

Puc. 2.7. Mexanizm (popMyBaHHS 130XpOMOCOMHU
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ABCD EF GH

ABCD EF GH

ol —

t

Puc. 2.8. Mexani3m popmy-
BaHHS TPAHCIOKAI:

@ — PEIMIIPOKHA TPAHCIIO-
Kallis; 6 — HepemUuInpoKHa
TpaHCIOKallis

Pt

ABCD EF

.?.

q;

MNOPQ

P1

R

C:D?C)

qQ2

Puc. 2.9. llenTpuuHe 37TUTTS
XpoMocoM (pobepTCcoHIBChKaA
TpaHCIOKAIIis)

i3 XxpoMocoMHUMHU xBopobamu. Yacrora pobeprco-
HIBCHKHX TPAHCIIOKAIIA y IOyl CTAHOBUTH
1:1000.

[Tpukmagom Moxxe OyTH 3IMUTTS AOBIUX IUICUEH
14-i ta 21-i xpomocowm (14q21q). Hociit Takoi 36anaH-
COBAHOI TPAHCIIOKAIIl Ma€ TLIbKH 45 XpOMOCOM 1 HOp-
Manbauii penorun (puc. 2.10). JlroguHa 3 HOpMaTb-
HHAM KapiOTHIIOM Mae€ IBi XpOMOCOMH 3 14-1 mapu i
nBi — 3 21-1 (14,14,21,21). T'ametn B HOpMi MarOTh
oiHy xpoMmocomy 14 i onny 21 (14,21). V Hocis 306a-
JAHCOBAHOI TPAHCIOKAI] 3aMiCTh YOTHPHbOX XPOMO-
com Oyzae tpu (14,14q21q,21).

Hocii TeopeTuyHO yTBOPIOIOTH 6 THUIIIB TaMeT
(Tabj. 2.3) 3 HEOMHAKOBOKO BIpOTIAHICTIO YTBOPEHHS.

THoai oauH i3 6aTBHKIB € HOCIEM 30aIaHCOBAHOI
TpaHCITOKAIIil, IPU Kl CIOCTEePIraeThesl IEHTPUUHE
3JIUTTS JIBOX TOMOJIOTIUHUX XpoMocoM rpymnu D a6o G.
V Taxux Jonei yTBOPIOEThCS ABA TUIU raMeT. Hanmpuk-
naj, pu TpaHciokaii 21q21q yTBOpIOIOTECS ramMeTH:

1) 21q21q;

2) 0 — TobT1O ramera 6e3 xpomocomu 21.

[Micnst 3amminHEeHHST HOPMAITbHOIO TAMETOK YTBO-
proeTbes ABa tunu 3urotT: 1) 21,21q21q — tpancmno-
KamiiiHa ¢opma cunapomy dayna; 2) 21,0 — moHo-

P>

M NOCD EHGF

C IO
Penunpokna
——
TpaHCIOKAIlis A BP QR
a0 >
a
H A D EFBCGH
€pelMIpPOKHa
, WiO—E
TpaHCIOKAaLlis
(TpaHcno3uitist)
0
LenTpuune ABCD MNOPQ
— T O
3IATTS
qi 92

JIoBri el IBOX HETOMOJIOTIYHUX
XPOMOCOM 3’€THYIOTBCS

3 YTBOpEHHSIM OfHI€i cyOMeTalieH-
\ TPUYHOI XPOMOCOMU
O -
P2 b
o
—

BrpaTta KOpOTKHUX TIjIeUel i OJTHI€T IIEHTPOME-
pu 200 YyTBOPEHHS MapKEPHOI XPOMOCOMH
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14

21 rob (14/21)

Puc. 2.10. 36anancoBana poOEpPTCOHIBChKA TPaHC-
nokatis xpomocoM 14 1 21 (Hociif Mae 3 XpOMOCOMHU:
HOpMaJIbHY 14-Ty, HOpMallbHY 21-11y 1 XpoMOCOMY,
ska 00’eHye n1oBri tieui 14-i 1 21-1 xpomocom)



Tabmuus 2.3. Mosk/auBi THIIM raMeT i 3UroT y Hocist 30a;1ancoBaHoi TpaHcjokauii 14¢q21q

Mo:x/mBi THIIM TamMeT Yy HocCist 30a1aHCOBaHOT
TpaHcJIoKauii 3 kapiorunom 14,14¢21q,21

KapioTun 3uror, siki yTBOpIOIOTHCS MHC/ISI 3JIUTTS MOKINBHX
THNIB raMeT 3 KJITHHOIO, 110 MICTUTh HOPMAJILHUIT HA0Ip
xpomocom (14,21)

14,21 — HOpMaITbHHI HAOIp XPOMOCOM

14,14,21,21 — HOpMAaJIbHUI KaplOTHUIT

14q21q — 36ajiancOoBaHa XpOMOCOMHA
MyTalls

14,14g21q,21 — 306amaHcoBaHa XpOMOCOMHA MYyTallisl,
HOPMaJIbHUI (heHOTHIT

14,14921q — ramerta 3 He30aTaHCOBAHOIO
MyTalli€to (3aiiBe goBre mwieue 14-i xpomocommu)

14,14,14921q,21 — He30amaHcOBaHa XPOMOCOMHA
MyTallis 13 3aiiBUM JTIOBI'MM TuteueM 14-1 xpomocomu,
JieTajabHa MyTallisl, sika TIPU3BOANTH A0 3arubeni
eMOpIOHA Ha PaHHIX eTarnax eMOPiOHAILHOTO PO3BUTKY

14921q,21 — ramera 3 He30aIAHCOBAHOIO
MyTali€eto (3aiiBe gosre ieue 21-i xpomocomu)

14,14921q,21,21 — TpancnokaiiiiHa ¢oopMa CUHAPOMY
Hayna

14 — BincyTHs xpomocoma 21-1 mapu

14,14,21 — moHocoMist 1o 21-if XpoMocoMi, JieTajibHa
MyTallisl [UI CTATeBUX KIIITHH a00 paHHIX eMOPIOHIB

21 — BimcyTHS XxpomMocoMa 14-1 mapu

14,21,21 — moHocomist o 14-it xpomocomi, JieTaabHa
MyTallisl [UT CTATEBUX KIIITHH a00 paHHIX eMOPIOHIB

coMist 21-1 XxpoMocoMH, JieTallbHa MyTallisl.

TIIHICTh HAPOJKEHHS XBOPOI JUTHHU CTAHOBHUTH

100 %.
P 21g21q x 21,21
300POBUN HOCIH HOpMa
30aJ1aHCOBAHOI
MyTalii
Tamern 21/21; 0 21
F1 21,21q21q 21,0

cunapom [layna

JIeTaJlbHa MyTallis

7. LleHTpU4HE pO3JUICHHS — SIBUINE, 3BOPOTHE
HEHTPUYHOMY 3IUTTIO. OZIHA XpOMOCOMA IUTUTHCS Ha
JIBi, TIPH 1IbOMY MTOBUHHA YTBOPHUTHCS HOBA IIEHTPO-
Mepa. IHakme xpomocoma 6e3 LeHTpoMepH BTpa-
YAETHCS MPU MOAUTI KIIITHUH.

8. HuneHTpuuHi XpoMocoMmu (puc. 2.11) MicTaTh
JBI IeHTpoMepH. JIBi JOUYIpHI XpOMATHIU BTPAYAIOTh
TeToMepu 1 00’ €THYIOTHCS B OJTHY XpoMocoMy (pHuc.
2.12). TIpu MiTO31 Ta MeHO031 MOPYUIYETHCS PO3XO-
JOKEHHST TAKMX XPOMOCOM, BUHUKAIOTh PO3PHUBU.

9. MapkepHa XxpomMocoma — Ii¢ IOAaTKOBa Xpo-
MocoMa (BipHimne, (parMeHT SKOi-HeOYyIh XPOMOCO-
MU 3 IEHTPOMEPOIO). 3a3BUUall Ma€ BUTIISIT TyXkKe KO-

Bipo-

Henenii Ta gyrurikaiii 3MiHIOIOTh KUIBKICTh TE€HIB
y OpraHi3Mi (4acTKoBa MOHOCOMist a0 TpUCOMis).
THBepCii, TpaHCTOKALIi, TPAHCITO3UIIIT 3MIHIOIOTH PO3-
TaIlyBaHHS TEHIB Y XpOMOCOMaX.

POTKOI aKpOUEHTPUUHOI XPOMOCOMH, pilame —
KUTbIIeBOT abo iHIIOI. SIKIO MapkepHa XpomMocoma
MICTUTh TUIBKM T€TEPOXPOMATHH, TO (EHOTHUI He
3MIHIOEThCS. SIKIIIO )X BOHA MICTUTh €yXpPOMATHH (EKC-

Puc. 2.11. JlutieHTpU9IHA XPO-
MocoMma B MeTadasHiil IJIaCTUHII
(BimMiveHa CTPIIKOIO)
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Puc. 2.12. MexaHism opmy-
BaHHS TUIIEHTPHUYHOI XPOMOCOMH

MPEeCcOBaHi T'eHU), TO IIe MOEJTHAHO 3 PO3BUTKOM XPO-
MOCOMHOI XBOpOOHU (aHAJIOTIYHO MYIUTIKALI] SKOi-He-
Oynb IUISTHKH XPOMOCOMH).

3HaYeHHA XPOMOCOMHHUX MYyTAaliid B €BOJIONIL

XpoMOCOMHI MyTallii BiirpatoTh BaXIUBY POJb
B eBOJIIONII1. B mporieci eBotol1ii BiIOYBa€THCS AKTHUB-
Ha nepedya0Ba XpOMOCOMHOTO HA0Opy 3a JIOMOMO-
rolo iHBepCiii, pOOEPTCOHIBCbKUX TPAaHCIOKAIH Ta
iHImMX MyTaiii. Yum gani ouH Bij OJTHOTO BiICTO-
SITh OPTaHi3MH, TUM OUTBIIE BiAPI3HAIOTHCS IXHI XpO-
MOCOMHI HabopHu.

Hanpuxitan, y nporueci popMyBaHHS JIFOJJUHH BijI
MaBIl BimOynacs mMpUHANHMHI OHA pPOOEPTCOHIBChKA
nepedymoBa. Y MOAMHU 23 mapu XpoMOCOM, a y Be-
JIMKUX JIOJUHOMOMIOHMX MaBn — 24. JIpa 1uieya Be-
JIMKOI IPYroi XpoMOCOMH JIIOAMHU BiJIIOBIAAIOTH
JIBOM PI3HUM XpoMocoMaM MaBI (1ie XpoMocomu 13 1
14 ropwu Ta opaHryranra). Xpomocomu 4, 5, 12 1
17 noguHu 1 MIUMIIaH3e BiJPI3HIIOTHCS MK COOOI0
MePULIECHTPUYHUMHU 1HBEPCISIMHU.

2.3.2. TEHOMHI MYTALIII

I'enoMHi MyTalii — 11€ 3MiHa KiITBKOCTI XpOMOCOM.
Po3pi3HsoTh 1Ba BUM TEHOMHHX MYyTallili: MOJIIIIOl-
JIFO Ta TETEePOIUIOIAio (aHSYILUIOIIIIO).

Puc. 2.13. 3annigHeHHs giile-
KJIITUHU JIBOMA CIIEpPMAaTO3011aMu:

a — JIBa CIIepMaTO30i1M 3a-
IUIITHIOIOTh SHIEKIITUHY; 6 —
OJIMH >KIHOYMH 1 JIBA YOJIOBIYUX
MPOHYKIIEYCH 3JIUBAIOTHCS, YTBO-
PIOIOYM TPUILIOIAHE SIIPO

«JIumki» KiHIlI XpOMOCOM 3JTMBAIOThCH,
B PE3yJIbTATI YTBOPIOETHCS TULIEHTPHUY-
Ha XpoMocoMa

>

Brpara TenomepHux
KIiHI[iB

2.3.2.1. IoainJoinist

IMomnirnoinis — 11e 30UTBIIEHHS KUTBKOCTI XpOMO-
COM Ha BEJIMYMHY, KpaTHY rarioifHoMy Habopy (3n,
4n, ...). Y monuHM onrcaHa Tpuiuioimis (3n=69 xpo-
MOCOM) 1 TeTparuioimis (4n=92 xpoMocomHu).

1. IMonirtoingis Moxe OYTH HACTIIKOM HEPO3XO-
JUKEHHSI BCIX XpOMOCOM IpU Mei031 B OJAHOrO 3
0aTbKiB. Y pe3yibTaTi yTBOPIOETHCS AUILIOIAHA CTa-
TeBa KiiTuHA (2n). TTicns 3arutiJHEHHST HOPMATHHOO
rametoro chopmyeTbest TpuIioin (3n).

2. 3ammigHeHHs sinexmiTuHu (puc. 2.13) nBoma
criepMaTo30iiamMu (Jucrepmis).

3. MoXxJIuBe TaKOX 3JIATTI OUIUIOIIHOI 3UTOTH 3
HAIPSIMITIOIOYUM TiTbLIEM, 11O CIIPUYNHIOE (OPMYBaH-
HS TPUILIOIAHOI 3UTOTH.

4. Mosxe criocTepiratucs CoMaTHUHA MyTallisi — He-
PO3XOJIKEHHS BCIX XpOMOCOM TIpH TOJUT KITITHH eMO-
pioHa (mopyuieHHs1 MiTo3y). Lle npu3BoAUTE 1O MOSBU
TeTparuioiia (4n) — NMOBHOTO 200 MO3aiuHOl (hopMHU.

Tpurunoinis (puc. 2.14) € 4acTOI0 MPUUNHOIO CIIOH-
TaHHUX a0OPTIB. ¥ HOBOHAPOJDKEHUX IIe HAJ[3BHYAK-
HO DiJKiCHe siBHIIe. BUTBIIIICTh TPUIUIOINIB THHE He-
320apOM IIICITsT HAPOIKCHHSI.




Tpurioinu, 0 MarOTh JBa XPOMOCOMHI HAOOpH
OaTbKa i OJIMH XPOMOCOMHUI Habip MaTepi, SIK mpa-
BWIO, (hopMyIoTh MixypoBuii 3aHoc. Ile eMOpioH, y
SIKOTO (POPMYIOTHCS T03a3aPOIKOBI OpPTaHU (XOPioH,
IJIalleHTa, aMHIOH), a eMOpio0IacT MPaKTUYHO HE
pO3BHUBAETHCSI. MiXypoBi 3aHOCH a0OPTYIOThCA. MOK-
nuBe GOPMYBAHHS 3JIOSKICHOI MMyXJIMHU XOpiOoHA —
XopiokapuuHoMu. B pigkicHHX BUNagkax emMopio-
OytacT (OpPMYETHCS 1 BATITHICTh 3aKIHYYEThCS HAPO-
JUKEHHSIM HOKUTTE3AATHOTO TPUILIOiNA 3 MHOXUHHH-
MU BPOJKEHHMHU BaJaMH PO3BUTKY. B Takux Buma-
Kax XapakTepHe 301IbIIEeHHS] MACH TUTAIIEHTH 1 KiCTO3-
He MePePOIKEHHSI BOPCUH XOPIOHA.

VY Tpumnoinis, 1o MaroTh ABa XPOMOCOMHI Habo-
pU MaTepi i OJJMH XpOMOCOMHUI Habip OaThKka, po3-
BHUBAETHCS MIepeBakHO eMOpiodact. Po3BuToK mo3a-
3apOJIKOBUX OpraHiB nmopyuienuit. Tomy Taki Tpu-
IJTOIAN paHO abOPTYIOTHCS.

Ha npuxnazai tTpumioiniB cnocrepiraerbes pizHa
(yHKIIOHATIbHA AKTUBHICTh 0AaTHKIBCHKOI'O 1 MaTe-
PUHCBKOTO T€HOMIB Y eMOpPIOHAIBHOMY Iepiojii po3-
BUTKY. Take sBHINE IicTalO0 Ha3BY T€HOMHOTO
IMIIPUHTHHTY. B 1iiomy, ciij 3a3Ha4uTH, IO IS
HOPMAIIBHOTO eMOPIOHAIBHOTO PO3BUTKY JIFOJHHU
aOCOIOTHO HEOOXiHI TEHOM MaTepi Ta TeHOM 0aTh-
ka. [TapTeHOreHeTUYHUN PO3BUTOK JIOAUHU (Ta
IHIIINUX CCAaBIIIB) HEMOXKITMBU.

Terparmnoinis (4n) — HaA3BUYAWHO PiAKICHE SBU-
1ie y JIOJAUHA. B OCHOBHOMY BUSIBJICHO B MaTepiayiax
CIIOHTAHHUX abOPTIB.

2.3.2.2. I'eTeponioinia (aHeynsoigis)

Lle 36inpiieHHst 00 3MEHIIEHHS! KUTbKOCTI XpOMO-
COMisI, HYJTICOMisI, ITOJTicCOMil (TpH-, TETpa-, IEHTACOMIi):

a) MOHOCOMISl — BIICYTHICTh OJIHiI€I XpOMOCOMU
(2n-1);

0) HyJiCOMisl — BIJICYTHICTh OJIHIEl TAPU XPOMO-
coM (2n-2);

B) TPHUCOMisl — OJIHA 3aifBa Xpomocoma (2n+1);

T) TeTpacoMmisi — JiBi 3aliBi xpomocomu (2n+2);

) TIEHTacoOMisi — TpH 3aiiBi xpomocomu (2n+3).

Ipuuunu chopmyeannsn zemeponnoioiii

1. HaiiBaxiuBimmmM MexaHizMoM (hopMyBaHHSI ITiel
ITaTOJIOTIi € HEPO3XOKEHHS XPOMOCOM IIPH MITO31
abo Meio3i. XpoMocoMHU, SKi B HOpMi MTOBUHHI pO3-
JUTATHCS T YaC KIITUHHOTO MOJLIY, 3aJIUIIAI0ThCs
3’¢/IHAHMMU Pa3oM i B aHadasi BIIXOASITH 10 OJAHOTO
nojtoca. Ile Moxke cTaTUC B XO[i MITOTUYHOIO IIO-
JITy, ajie YacTillle CIIOCTEPIraeThes il yac Merno3y.
VY mOAMHU aKPOUEHTPUYHI XPOMOCOMH MAarOTh TEH-
JICHIIIFO YaCTIIlIe 3aJIyJ4aTHCs B HEPO3XOpkeHHs. Ha
KOXHY TaMeTy 3 OJIHIEI0 JTOJIATKOBOIO XPOMOCOMOO
npHIajae iHma, 6e3 oauiei xpomocomu. Ilics 3amin-
HEHHS TaMeTOI0 3 HOPMaJbHUM Ha0OPOM XPOMOCOM
3UrOTa BUSBIISIETHCS 00 TPUCOMHOIO (13 3al{BOIO XpO-
MOCOMOI0), 800 MOHOCOMHOIO (HE BHCTAada€e OJHI€]
XpoMocoMu). Hukue HaBelleHO MPUKIAI HEPO3XO-
JOKEHHS] XpOMOCOM PI3HUX Map.
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Puc. 2.14. Kapiotun Tpurioiga
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Cxema HOpMaJIbHOTO Meiio3y

y Y4OJIOBIKIB
46,XY

y JKIHOK
46,XX

/
23,X 23,Y 23,X 23,X
Meiio3 i3 HePO3XOXKEHHAM

CTAaTEBHX XPOMOCOM Y Y0JIOBiKiB

46, XY
Vs N
24.XY 22,

[Micna 3nmutTs 3 sitnexaiTuHOO (23,X) yTBOPIOIOTH-
cst surotu 47,XXY (cungpom Kiaitndensrepa) adbo
45,X (cuagpom IllepemeBcbkoro — TepHepa).

Meiio3 i3 HepO3XOTKEHHAM
CTAaTeBMX XPOMOCOM Y :KiHOK

46,XX
N
24,XX 22,

IMics 3amminHeHHs HOPMallbHUMU CIIEPMATO30i-
nmamu (23,X) yrBoprororhes 3urot 47, XXX (Tpuco-
Mist X) abo 45,X (cuaapom Ilepemeschroro — Tep-
Hepa). [Ticnst 3amtigHeHHs criepmato3oinamu (23,Y)
yTBoprotoThes 3urotu 47,XXY (cunapom Knaitn-
denbTepa) abo 45,Y (eraibHa MyTaIlis).

Hepo3xomkenns 21-i xpomocoMu
Npu Meiio3i y KiHKH

P ? 21,21 X g 21,21
raMeTu 21,21 0 21
F1 21,21,21 21,0
cunapoM JlayHna JeTajbHa
MyTallis

Huni Bukopucranus JJHK-mapkepiB no3Bosisie
BCTAHOBHUTH OATHKIBChKE MOXOIKEHHS XPOMOCOMH.
Taki gociimKeHHs OKa3alu, M0 HePO3XOKCHHSI
XPOMOCOM YacTillle BilOyBa€eThCs P OBOTeHe31. Ha-
NMPUKJIAa, Y OUIBIIOCTI BUMAJAKIB cuHapomy JlayHa
3aiiBa 21-1m1a xpoMocoma — pe3yibTaT HEPO3XOIKEH-
HS XpoMocoM y Mmeito3i I y matepi. [Hmi Bunagku
MiZICyMOBaHO B TaoO. 2.4.

SKII0 XPOMOCOMHE He PO3XOISTHCS MPH MITO3i B
rporeci ApoOIeHHs abo IHIMUX cTadiil eMOpiOHAb-
HOTO PO3BUTKY, TO YTBOPIOIOTHCSI MO3AIKH.

2. BiacraBaHHs XpoMocoM B aHadasi MiTO3y
KJIIITUH B eMOpiOHAJIbHOMY ab0 MoCcTeMOpioHATBHO-
My TepioJii OHTOTeHEe3y. X POMOCOMH, 1110 BIJICTAIIH, HE
MOTPAIUISIOTE B SAPO 1 pyHHYIOTHCS (pepMEeHTaMU 1IH-
TOILTA3MH.

3. IIpu BTpAaTi LIEHTPOMEPH YTBOPIOIOTHCS ATICHT-
pHYHI XpOMOCOMH, SIKi BTpPAydaloThCs MPH MO
KJIITHH.

4. AHeymioinii MOXyTb yCHaJgKOBYBAaTHCS Bijg
0aTbKiB 3 TpUCOMi€ 260 MoHOcoMiero. Hampukita,
HapOUKEHHSI ITeH OMHMCAHO Y JXKIHOK 3 CHHIPOMOM

Taomnuus 2.4. TToxoaKeHHS OPYHIEHHS Meiio3y,

110 NPU3BOAUTH 10 aHEYIJIOLA1L

Tp MIoTama BarbkiBchke MartepuHcbke
AHEYTUIOi il p 0
MOXOKeHHs, % | mmoxomkenHs, %
y JIOAMHU
Tpucowmis 13 15 85
Tpucowmis 18 10 90
Tpucowmis 21 20 80
45, X 80 20
47, XXX S 95
47, XXY 45 55
47, XYY 100 0

Hayna (qosioBiku 3 cunapomom JlayHa Oe3mtifgHi) Ta
3 CHHAPOMOM T0JTicoMil X, y YOIOBIKIB i3 CHHAPOMOM
Kunaitadensrepa i nmomicomii Y. TeopeTnuHa Biporia-
HICTB, IO JWTHHA YCIIJIKy€e Bl OaThbka 3aliBy Xpo-
MocoMy, cTaHOBUTH 50 %. Ane pakTUYHO BOHA HUXK-
ya (6musbko 10 %), 1o 0OyMOBIIEHO MaJIOKO JKUTTE-
37JaTHICTIO AHEYIUIOIAHUX €MOPIOHIB 1 3arubesIto
OUTBIIIOCTI 3 HUX B eMOPIOHAJILHOMY TEPIOJIi.

2.3.3. MO3ATLIM3M I XUMEPU3M
(MIKCOTLJIOITU3M)

Mo3aiuu3m — 1i¢ HaSIBHICTh Y KIIITHHAX OPraHi3-
My ABOX a0o Oiblle KJIOHIB KJITHH i3 Pi3HUM I'€HO-
THUIIOM, SIKI PO3BUHYJIHMCA 3 ONIHi€l 3UroTH (TOOTO Ma-
I0Th OJIHAKOBE F€HETUYHE TTOXOKEHHSI).

XPOMOCOMHMI MO3AIIU3M €, SIK TPABUIIO, PE3YJIb-
TATOM HEPO3XOJKEHHSI XpOMOCOM TIPH MiTO31 B eMO-
ploHa Ha PaHHIX eTanax eMOpPIOHAIBLHOTO PO3BUTKY.
Takum 4rHOM, MO3ailM3M € HACIIIIKOM COMAaTUYHUX
MYTalliid.

Po3sristHeMo sk puKIia cxeMy yTBOPEHHS MO3aid-
Hoi popmu cuaapomy dayna. HopmanbHa 3urora Mae
181 xpomocomu 21 (21,21). [1pu HOpMaTbHOMY MITO31
BOHA Jla€ HOPMaJbHUN KJIIOH KJITHH. Y pasi Hepo3-
XOJKeHHSI YTBOPIOIOTHCS KIITUHU 3 TPUCOMIEIO
(21,21,21) i 3 moHocowmier (21). MonocoMmii 3a aBTo-
COMaMu JIeTalibHi JUIsl KJIIITUH, TOMYy MOHOCOMHA
KIIITUHA TUHE. B pe3ynbTaTi 3amuInaeThes ABa KIOHH
KIIITUH: HOpMautbHi (21,21) 1 Tprcomi (21,21,21). Mo-
3aiU3M CIIOCTepIraeThesi B 1-2 % ycCix BUMAAKIB CHH-
npomy [ayHa.

21,21

— T~

21,21 21,21
\

21,21 21,21 2},0 21,21,21
MOHOCOMIS 32 KIIITUHU
21-10 XpOMOCOMOI0, 3 TPUCOMIEIO
JIeTaibHa MyTalls, 3a 21-ro Xpo-

KIIITUHA THHYTh MOCOMOIO

HOpMaJlb-
HUH KJIIOH
KIITHH

YuM mi3Hile B eMOPIOHAIBHOMY PO3BHUTKY MOPY-
HIMTHCS MITO3, TUM MEHIIE YTBOPUTHCS AHOMAJIBHUX
KJIITHH 1 JIETII CUMIITOMH XBOPOOH.

Moske criocTepiraTucs TaKOX TeHHUNA MO3ail[U3M.
Bin € pe3yiapTaToM reHHOl comaTHuHOl MyTairii. De-



HOTHUITIYHO MOXYTh BUSIBUTUCS JOMIHAHTHI MyTallii B
aBTOCOMax abo pelecuBHI MyTallii, 3ueruieHi 3 X-xpo-
MOCOMOI0, Y XJIOITYMKIB. PeriecuBHi MyTariii reHiB aB-
TOCOM MOXYTb BUSIBUTHUCS TUTBKH Y TOMO3UTOT.

Oco0nmuBHUH THI MO3AIIU3MY — II¢ TOHATHUN MO-
3aillu3M, KU € Pe3yIbTATOM MYTallil TPH 3aKJIaJeHHI
roHaj. Lle mpu3BoanTH 10 MOSIBH LIJIOTO KJIOHY CTaTe-
BUX KIIITHUH-MYTaHTIB Y ()€HOTHUIIIUHO 310POBOI JIIOAHU-
HU. ['oHagHUI MO3ailM3M MOSICHIOE BUMAIKU HapO-
IDKEHHS KUIBKOX JITEN 3 JOMIHAHTHUMU MOHOT€HHH-
MM 3aXBOPIOBAHHSMH Y (PEHOTUIIIUYHO 3TOPOBUX
6atbKkiB. [Ipukiiagom Moxe OyTU poIOBIa O/HIET (hpaH-
y3bKoi ciM’1 (auB. puc. 4.13). ¥ 310poBOro 4osioBika
BiJI IBOX IUTIOOIB 13 370pOBUMHU KIHKAMH HAPOIMIIOCS
TPOE JIiTeli 3 aXOHIpOoTUIa3ieto. AXOHAPOIUIa3is — aB-
TOCOMHO-JIOMIHAHTHE 3aXBOPIOBaHHs. HaliBiporigHire
MOSICHEHHS IIbOTO SIBUIIA — HASBHICTh TOHAHOTO MO-
3ailM3My B YOJIOBIKA, B SIKOTO BEJIMKUH BIZICOTOK CTa-
TEBUX KIIITHH 13 TEHOM axOHApoIuIasii.

T'onagHMit MO3ailI3M JOBEACHUI TAKOXK Y BUIAI-
KaxX HapOJKEHHS Y 3J0POBUX 0ATHKIB 3 HOPMaJIbHUM
TEeHOTHIIOM KUTBKOX JIiTE€H 3 HEJOCKOHAINM OCTeoTe-
HEe30M (aBTOCOMHO-JIOMIHAHTHE 3aXBOPIOBAHHSI), Te-
ModiTiero Ta M’s130B010 aucTpodiero Jlrommenna (pe-
LIECUBHI 3UerlieHi 3 X-XpOMOCOMOIO 3aXBOPIOBAHHS).
ITpo roHaaHMiT MO3aIU3M CIIIJT TaM’ITATU 3aBXKIH
IIPU KOHCYJITYBAHHI CIMEM, 110 MalOTh XBOPUX JITEH
3 aBTOCOMHO-/IOMIHAHTHUMH 1 PEIIECHBHUMH 3UeTlIe-
HUMH 3 X-XpOMOCOMOIO 3aXBOPIOBAHHSMH, SIKi € Ha-
CITIZIKOM HOBHX MYTAaIIil.

Xumepu3m — 1i¢ HasBHICTh B OpraHi3Mi JBOX a00
OibIIIe KJIIOHIB KIIITHH 13 PI3HUM T€HOTHUIIOM, SIKi MO-
XOJIISITh 3 PI3HHUX 3UTOT, TOOTO MAIOTh Pi3HE FeHETUY-
He moxo/keHHs. CI0BO XMMepa MOXOJUTH BiJ
Mi(IgHOTO TPEIBLKOT0 MOHCTpa (XUMEpH), KU MaB
TOJIOBY JIEBA, TIJIO KO3J1a 1 XBICT IpaKkoHa. Y JIIOJUHH
3yCTpivaeThes IBA THIIM XUMED: CIIPaBXkHi repMadpo-
IUTH 3 KapiotunoM 46,XX/46,XY i xumepu 3a rpy-
MaMy KpPOBI.

CnpasxHi repMadpoauTu 3 kapiotunom 46,XX/
46,XY € pe3ybTaToOM 3arUTiHEHHS IBOX SIMIEKITITHH
JBoMa criepmartosoigamu. [1pu oMy noBuHHI (op-
MYBATHUCS IU3UTOTHI Onu3HATa. OmHAK 1Ba eMOPioHH
3JIUBAIOTHCS 1 POPMYETHCS OpraHizM — xumepa. Ko
OJIM3HATA PI3HOI CTATI, y XUMEPH 13 TAKUM KaAPIOTHIIOM
CIIOCTEPITa€eThCS CITPaBXKHIN repMadpoauTisM (hopmy-
BaHHSI CTATEBUX 3aJI03 1 OpPraHiB 000X crarteil).

XuMepH 3a TPyIaMu KpoBi € pe3yJIbTATOM OOMiHY
CTOBOYPOBHMMHU KIIITUHAMH 4epe3 IUIAleHTY MiX J1BO-
Ma IM3UTOTHUMHU OnmusHsATaMu. Hanpuknan, y oaHo-
ro Onm3HIOKA Tpyma KpoBi A, a 'y apyroro — B. ITicns
00OMiHY 00HMIBa OIEPXKYIOTH CTOBOYPOBI KIIITHHH 3
anturedamu A i B. Il{onpasaa, B 0/HOTO 3 HUX Tepe-
BA)KATUMYTh KIIITUHU 3 AHTUTEHOM A, a y Apyroro —
3 antureHoMm B. Binbmie Toro, y xumep 3a rpynamu
KPOBI1 MPOTATOM KUTTS MOXYTh (PYHKLIOHYBATH TO
O/IH1 CTOBOYPOBI KIIITUHU, TO APYTi, TOMY MOXeE CITO-
cTepiraTucs 3MiHa TPYIH KPOBI.

2.3.4. 3AIINC HOPMAJIBHOI'O
I SMIHEHOI'O KAPIOTUITY JTIOJIWUHU

BiamoBimHO 10 MbXKHAPOIHOI ITMTONCHETHIHOT HO-
MeHkiatypu (ISCN, 1995), HopManbHMI KapioTHI

40

JIIOJTMHU 3aIMCy€ThCs TaKuM YMHOM: 46, XX — Hop-
MallbHUI KapioTun iHku; 46,XY — HOpMalbHUIA
kapiotun 4osioika. [lepuni nBi nudpu — 3araabHa
KUTBKICTh XpOMOCOM Y JTFOJIMHH, ITICIIS KOMH — 11 cTa-
TEBI XpPOMOCOMH.

Kapiotun npn momimnoinii: 69,XXX; 69,XXY —
tpurnioimis; 92, XXXX; 92,XXXY — rerparuioimis.

Kapiorun npu monocomii: 45,X — ennHa MoHoco-
Misl, IKa MOXJIMBA y KMBUX Jtoaed (cunapom Ilepe-
nieBcbkoro — TepHepa).

KapioTun npu Tpucomisx 3a aBTocoMmamu:

47,XX,+13 a6o 47,XY,+13 — tpucomis 3a 13-10
xpomocomorto (cunapowm Ilaray);

47,XX,+18 abo 47,XY,+18 — Tpucomis 3a 18-10
xpomocomoto (curapom Ensapica);

47,XX,+21 abo 47,XY,+21 — tpucowmis 3a 21-10
xpomocomorto (cuuapoM [ayna).

KapioTun npu Tpucomisix 3a craTeBUMH XpPOMOCO-
MaMu:

47, XXX — Tpucomis X y KiHKH;

47,XYY — nonicoMist Y y HOJIOBIKa;

47,XXY — cunnpom Kiratindensrepa.

Terpacomii i neHTacoMii 3a cTaTeBUMH XPOMOCOMAMI:

48, XXXX — terpacomist X;

49, XXXXX — menracomist X;

48, XXXY; 49, XXXXY — BapiaHTH CHHAPOMY
Knaiindenbrepa;

48,XYYY; 49.XYYYY — BapiaHTU CHHIPOMY
moticoMii Y 'y 40JI0BIKaA.

Kapiotun npu mo3ainusmi:

46,XX/47,XX,+21 — xiHKa 3 MO3ai4YHOI0 (hOPMOIO
cuHapomy JlayHa; yacTMHA KJIITHH Ma€ HOPMaJIbHUMA
KapioTHIl, peliTa — TPUCOMIIO 32 XpOMOCOMOIO 21;

45,X/46,XX — yacTuHa KJIITHH Ma€ HOPpMaJTbHUNA
kapiotun (46,XX) 1 yactuHa 3 MoHocoMier X (45,X)
— Mo3aiyHa ¢opma curapomy LllepemeBchkoro —
Tepuepa.

KapioTun npu xpomocoMHux adepanisix

Hns onucy xpoMocoMHUX abepalliil icHye cucre-
Ma CKOpOueHb. [lesiki MpUMHATI CUMBOJIM HaBEIEHO B
Tabm. 2.5.

2.4. MYTAT'EHHI ®AKTOPU

dakTopH CepepOBHINA, 3ATHI BUKITUKATH MyTa-
{10, HA3UBAIOTHCSA MyTareHHUMU (aktopamu. bara-
TO MYTareHiB € TaKOXX KaHLEpOreHaMH, TOOTO BOHH
MOXYTh IHIYKYBATH MYTallil T€HIB, BiAMOBIAATBHUX
3a 3JTOSKICHUN PiCcT. 3aJIe)kKHO BiI MPUPOIN MyTareHHI
(dbakTopu KIACHU(IKYIOTh K (i3UuHI, XiMiuHI Ta 6io-
JIOTiYHi.

24.1. ®PI3UYHI MYTAT'EHUA

Jo ¢i3nyHux MyTareHiB HaJleXXaTh BCl BUIU 10Hi-
3YIOUMX BUIIPOMIHIOBAHb (PEHTTEHIBCHKI, Y-IIPOMEHI,
HEWTPOHHI, TPOTOHHI Ta iH.), YIbTPadioneToBl Mpo-
MeHi, MiJBUIIEHA TeMIlepaTypa Touio. loHizyoui Bu-
MPOMIHIOBAHHSI CIPUYMHIOIOTh PI3HOMAHITHI 3MiHH
TeHETUYHOTO MaTepiaiy, OB s13aHi 3 PO3PUBAMU 1 I1e-
pebynoBamu okpemux xpomocoM i monekyn JHK,
MoudiKaIiero XIMIYHOI CTPYKTYPH HYKIICOTHIIB Ta



Tabmuus 2.5. CHMBOJIH, 10 BUKOPUCTOBYHOTbHCS /ISl TO3HAYEHHS XPOMOCOMHHX MYTAaLiii

(3a E. K. TI'unrep, 2003)

CuMBoOII

Tun myrarii

IMpukian 3anucy KapioTHILy

del

dup

inv

rob

Hemenis
Hyrmutikaris
I3oxpomocoma
IuBepcis

PobepTcoHiBchka
TpaHCITOKAIIis

KinbrieBa xpomocoma
Tpancnokariist

46,XX, del (5p) — memertist KOPOTKOTO IUIeYa S5-i XpOMOCOMH
(CHHIpOM KPHKY KIIlIKH) Y )KIHKH

46,XY, dup (11) (q12) — 4onoBiuMii KapiOTUI 3 AYIUTKAIIEIO
cermeHTa ql12 xpomocomu 11

46,X, 1 (Xq) — i3oxpoMocoMa X 3a JIOBTUM IUIEYEM B XKIHKH, Ipyra
X-xpomMocomMa HOpMaJIbHa

46,XY, inv(10) (p13q12) — vonoBiumii KapioTwil,

MepUIICHTPUYHA 1HBEPCid 3 TOUKamMu po3puBy pl31iql2

45,XX, rob (14q21q) — >xiHKa 31 30aJ1aHCOBAHOIO
pPOGEPTCOHIBCHKOIO TPAHCIOKAINEIO TOBTUX TUTIY XpoMocoM 141 21
46,XX, -14,+rob (14q21q) — xiHKa 3 He30aJaHCOBAHOKO
POOEPTCOHIBCHKOIO TPAHCIIOKALIIED, XpoMocoMa 14 He
iIeHTU(DIKYETHCS B KAPIOTHII, + XPOMOCOMA 3 TPAHCIIOKAIIIEIO

46,XY, r(18) — kinbiieBa 18-ta xpomMocoma B HOJIOBIKa
46,XX, t (2;4) (q21; g21) — iHKa 3 PELUITPOKHOIO TPAHCIOKALIIETO,

fra Jlamkuii cait

110 BKJIFOYAE JOBIE IJIeue XPOMOCOMH 2, IOUMHAIOYH 13 CerMeHTa
2q21, i goBre mieye XpoMocoMu 4, IoYnHa0UH i3 cermeHTa 4q21

46,XY, fra (X) (q27.3) — 4OJOBIK i3 JJAMKUM CaiiTOM
y X-XpOMOCOMi B JJOBrOMY IJI€Yi, BUSIBIIETHCS TIPU CUHIPOMI
(parimpHOI X-XpOMOCOMHU

IHII TOMmKOKeHHsI. YacToTa BUHUKHEHHSI MYyTallii
MPSMO TMPOMOPIiitHA 7031 PEHTTEHIBCLKOTO OINpPOMi-
HIoBaHHs. Pa3oM 3 TUM CIIijI 3a3HAYUTH, IO IS 10Hi-
3YI0YMX BUIIPOMIHIOBAHb HEMAE MIHIMAJIbHOI TOPOTO-
BOi J103H, TOOTO HABITH HE3HAYHE OIMPOMIHIOBAHHS
Mosxe mopyumtu 6ynoy JHK. Edext ioHizyrouoro
BUIIPOMIHIOBAHHSI HOCUTh KyMYJISTUBHHI XapaxTep
(Ipu XpOHIYHOMY OITPOMIHIOBAHHI HEBEJTMKUMH /1034~
MU BiIOYBA€THCS IMOCTYIIOBE HAKOITMYEHHS KUTBKOCTI
MyTaIlii).

Ha BinMiny Bix i0HI3yI04O0I pamiarii yipTpadiose-
TOBI IPOMEHI He MPOHUKAIOTHh B TITUOUHY TKaHUH,
TOMY 1HAYKOBaHI HUMHU MyTalii BpaXxaloTh JUIIE
KIIITHHU MTOBEPXHEBUX TKAHUH.

2.4.2. XIMIYHI MYTAI'EHA

XiMiuHI MyTareHu MpeCTaBlieH] BEIUKOIO Killb-
KICTIO PI3HOMAHITHHX CIIOJIYK, 3JATHUX BIUIUBATH Ha
crpyktypy AHK, xpoMocoMm, nmopyuryBaTi perutika-
uiro, penapaiiito JHK, pexomOinanito reniB. Boun
YacTille BUKIIMKAIOTh TeHHI MyTallii 1 piaime — mepe-
OymoBy xpoMocoMu. Jleski XiMiYHI peUOBUHU PYIHY-
I0Th BEPETCHO MOJLIY 1 CIPUYMHIOIOTH TEHOMHI MYy-
Taii (KONXIIUH, ASIKI IIMTOCTATUKHN). XIMIYHI peuo-
BHMHHM, 110 BUKJIMKaOTh MyTalli B 100 % witiTuH, Ha-
3UBAIOTHCS CyllepMyTareHaMu.

MyTareHHi XiMiuHi (aKTOpH, 3 TKUMH JTFOAWHA
MOCTIIHO 3yCTPIYa€ThCS B MOOYTI 1 BAPOOHUYIH isTh-
HOCTI, HaBEAEHO B Ta0II. 2.6.

Tabmuus 2.6. Ilepestik MyTareHHUX U151 JIIOAMHU XiMiYHUX (pakTOpiB

Cdepa BuUKOpHCTaHHS

ITpomucnosicTs

CinbcbKe rocrogapcTBO

dapmakoTeparis

Aneranpneria. benzoir.
Binixnopua. ubpomoxiop-

MeTanu (Kaamii, HIKellb,
ajpjeria. XpoM. XJI0pOIpeH.

JIypriiftHoro, HagTonepepoo-
HOTO, TYMOTEXHIYHOTO BUPOO-
Hunrea. [1o6yToBi 3aco0u
(amre3uBHI aepo30JI, JIAKH,
(ap6u). O30H 1 hakTOpH 3Ba-
proBanHs. Enoxcuani cMonu.
Tpumerundocdar.

Hedomiantu (cymimti). Incek-
TAIUAM (MAJIATIOH, TPUXJIOP-
niporiad. Mines. Cruport. Baxki | poH, metninapation). [Tectu-
mumu (pranzadoc, rapaoHa,
PTyTh, CBUHELD, IMHK). Dopm- | Basekcon, T, maneiHoBMit
rigpasut i ix cymimi). Perrenen- | aminmonipun). IlcuxoTpormnHi (KJ103ermiH).
Erunenoxcun. @akropu MeTa- | TH (qumeserin). DyHrinum
(2,4,5-T, kanraH, ¢oner).

[utocratuku. [TpoTrcyiomMHi penapatu
(pu emninericii).

HapxkosHi rasu. [IporuzananeHi (y Makcu-
MaJIbHUX TE€PAIEeBTUUHUX 033X

MIPU peBMATH3MI aCIipUH, OYTaTioH,

Icomapen + ynabTpadioneroBe ONpOMiHEHHS
(mpm copiasi). XnopuauH. XJIopnpomnaH-
amig. MetunkcanTau (Ko(eiH Ta iH.).
lkanTonydmyopat. ['ekcamermneHTeTp-
amid. Miparmn J. MaxenTui. JleBamizod.
Pezopuunon. Tpudropnpomasus. @ypo-
ceMin. Xiopanrigpart.




2.4.3. BIOJIOI'TYHI MYTATEHHA

e, mepur 3a Bce, Bipycu. A6epau11 XPOMOCOM Y
COMATHYHHX KJITHHAX 1 FeHHI MyTalii BUKIHKAIOTh
BipyCcH BiCIIH, KOPY, BITPSHOI BiCIIH, €IiIeMIYHOTO
MApOTHUTY, TPHITY, TEMATUTY Ta iH. [XHSA MyTareHHICTh
obymosgieHa BkimoyeHHssM JIHK Bipycy B JJHK mro-
JIMHU 3a TUNoM TpaHcno3ulii. Ha oco0auBy yBary
3aCIIyroBy€ MyTareHe3 IIiJl BIUIMBOM BaKIIMHALi JKHU-
BHMMU BaKLIMHAMM, OCKIJIbKY BOHU OXOIUTIOIOTh BEJIMKI
KOHTUHTCHTH JIFOJIei. MyTareHaMu € TOKCUHH JIeTKHUX
OakTepiil (reMOJITHYHOTO CTPENTOKOKA, 30yIHUKA
JU3eHTepil Ta iH.), IBIJIEBUX IPUOIB (acmepria Ta iH.).
Kanueporennuit epekT nae napasuTyBaHHS ACSIKUX
TeJIbMIHTIB (KPOB’STHUH CUCYH 1 KOTSIUUN CHUCYH).

Po3noBcrokeHHs MyTareHiB y HaBKOJUIIHbOMY
CePEIOBUII 3aTPOXKYE MIABUIICHHSM YacCTOTH MY-
Talii, 301IbIICHHSM [CHETUUHOIO TATaps JIIOJICTBA,
3pPOCTaHHSAM CHAJKOBUX XBOp0O. OOuH i3 po3aiiB
TeHETUKH — €KOT'€HEeTHKA — BUBYA€ MyTareHHy 1 KaH-
LEpOTreHHY AKTUBHICTb (J)aKTOPIB AHTPOIOTEHHOI IpH-
pO/aM, HA OCHOBI YOTO PO3POOIISIOTHCS METOAM 1 CITO-
CcOOM OI[IHKM FeHETUYHOI aKTUBHOCTI XIMIYHHX CITO-
nyk. OfHa 3 1Iel eKOTeHETUKU — 3MEHIIUTH T'eHe-
TUYHY HeOE3IeKy B yCIX Tally3sIX JIFOJICHKOI IISUTBHOCTI.

2.5. BAXMCHI MEXAHI3MU,
11O 3HMXKYIOTb YACTOTY
MYTAUIN Y JIOAUHU

V mroauHuU, SIK 1 B IHIIMX OpraHi3MiB, y Mpoleci
€BOJTIONT BUPOOWIIHCS 3aXUCHI MEXaHI3MHU, SKi 3HIKY-
I0Th YacTOTy (peHOTHIIUHOTO MposBy MyTamiid. Oc-
HOBHI 3 HUX TaKi.

1. baraTo myTaliiii € JIeTaJIbHUMH 1 MiJIAI0ThCS il
MPUPOAHOro A0OOPY Ha paHHIX eTanax aHTeHATallb-
HOT'0 200 MOCTHATAILHOTO TMEPIOJIiB PO3BUTKY. BoHM
MPU3BOJIATH JI0 3arubeli raMeT, 3urot, eMOpioHiB,
mioaiB, aitei. JleranbHi MyTalii He yCIaJKOBYIOTh-
csl (BUHATOK — PELIECUBHI JIeTalll) i oAgpa3y X y mep-
IIOMY ITOKOJIiHHI 3HMKAIOTh 3 nomysuii. [Tpo 3HayeH-
HS IILOTO 3aXMCHOTO MEXaHi3My CBiIYaTh Taki ¢ak-
tu. [Mpubnuszuo 35-50 % eMOpiOHIB THHYTH 110
IMITIaHTALl, TOOTO A0 KIIHIYHO 3apeecTpOBaHOl Ba-
FITHOCTI. 3 KIIIHIYHO 3apEECTPOBAHMX BaTITHOCTEH
6mu3bKo 15 % 3aKiHUYIOTBCSl CIIOHTAHHUMH abopTa-
My, 1 % — mepTBOHapomKeHHsAMU. Y 50 % ycix abop-
TOBaHUX eMOpiOHIB i 6 % MEPTBOHAPOHKEHUX HASIBHI
XpoMocoMHi abo renomHi myTtarii. 3 1000 xuBoHa-
POKEHUX MITEeH He MEHIle 5 BMUPAIOTh y Bili 10 1
POKY uepe3 crajKoBy MMaTOJOTIIO.

2. Ayist OUTBIIOCTI CITAIKOBUX XBOPOO XapaKTepHe
3HIDKEHHS (PepTUIIBHOCTI, 3yMOBJIEHE MOPYILIEHHSIM
PEIPOYKTUBHOI (DYHKIIII.

3. Aurutoigauii HabGip XpOMOCOM JI03BOJISIE pelle-
CUBHUM I'€HaM HE TIPOSIBIIATUCS (PEHOTHUITIYHO.

4. BUpOJIKEHICTh T€HETUYHOIO KOJIy: 3aMiHU Tpe-
THOT'O HYKIICOTHJY B TPUIUIETI MOXKYTh HE MPUBOJIHU-
TH 10 3aMIHH aMIHOKHCIIOT.

5. Jlye BaXXJIMBUN MEXaHi3M — MOXIIUBICTh pe-
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napauii (BigHoBIeHHs) nmomkomkenoi JJHK. Cro-
roJHi BiloMo KijbKa MexaHi3MiB penapauii JHK.

Ceimnosa penapayis /[HK — ycyBae nTUMEPHU THU-
MiHY, SIKi YaCTO YTBOPIOIOTHCS IIi/I BINTMBOM YJIbTpa-
(ioJIeTOBUX IPOMEHIB. 3IIHCHIOETHCS 0COOIMBUM (o-
TOPEAKTUBYIOUUM (PEPMEHTOM, K1 BUSBIICHO B YCIX
OpraHi3MiB, BKIIOYAIOYH JIFOJUHY.

Temnosa (excyusiiina) penapayis, o He TOTPeOye
cBiTia. MexaHi3M 31aTHUI BHIIPABUTH pi3Hi TOIIKO-
JOKEHHS Z[HK Ji(o) pez[ynmkauu MUIIXOM BHPi3yBaHHS
3MIHEHOI TUISTHKY 1 BiTHOBJICHHS HOPMAJIBHOT CTPYK-
TYpH 34 IPYTUM JIAHIIOTOM.

Hocmpennixamusna pexombinayiiina penapayis.
HesBakaroun Ha HasIBHICTh OMMCAHUX peNapaTUBHUX
MEXaHi3MiB, YacTUHA ,ElI/IMepiB y nanio3i JJHK 3anu-
I1a€THCS. HpI/I penymtKamii s AUTIHKA MPOIYCKA€Th-
el i YTBOPIOETHCS JnedekT (IpoJIoM) y TOYipHBOMY
naHosi. Jledekt 3a0ynoBy€eTHCS 32 PAaXyHOK PEKOM-
OiHAalIi]l 3 HEMOUIKOIKEHUM JIOYipHUM JaHIorom. [pu
SOS-penapayii cneuianbHi pepMeHTH 31aTHI 3aTIOBHU-
TH yTBOpeHuii AedekT Hykieoruaamu. [1pu Takiit pe-
maparrii JIHK MoXTiBI TOMUITIKH, 11O TTPU3BOIATH IO
FEHHHMX MyTalliil.

VY noIWHU BiJioMa BeIWKa rpylna MOHOTEHHHX
CHAaJKOBHX 3aXBOPIOBaHb, OOYMOBJIEHUX MOPYILIEH-
HSIM CHHTe3y (DepMEHTIB, sIKi OepyTh y4yacThb y pemna-
pauii JTHK (xBopo6u penapauii JJHK). ITpu nux 3a-
XBOPIOBAHHSX 3HAYHO IMiABHUILYETHCS YacTOTa CIIOH-
TaHHUX Ta 1HIYKOBAHUX MYTAIliid, [0 PAHO YU MI3HO
MPU3BOJIUTD JI0 PO3BUTKY yXJIMH.

6. Penapariis JJHK npu meiio3i. [IBOHUTKOBI T0-
mkomkeHHs JIHK neraipHi st ramer.

Pemnapatiiss ABOHUTKOBUX MOIIKOJIKEHb BiA0Y-
BAETHCS IIPH MEHO031 B ITPOIIeCi KOH Torallii TOMOJIOTIY-
HUX XpOMOCOM. SIK MaTpHIlsl JJIs BITHOBJICHHS IO-
mkomkeHol JJTHK Buxkopucrosyersest JJHK romoro-
riuHoi xpomocomu. [1pu mMeito3i pernapyroTbes TAKOX
OJTHOHUTKOBI MOIIKO/DKEHHS, SIKi He OyJIM BUIPABIIEHI
panire.

Bcl HaBeneHi BuIe MeXaHi3MU JO3BOJIIOTh KOHT-
pOJIFOBATH MYTALIWHUE TATAp 1 MATPUMYBATH HOTO
Ha MIEBHOMY DiBHI.

7. AHTUMyTareHu — GaxTopH, 10 3HUXKYIOTh
YacTOTY IHAYKOBAHUX 1 CIOHTaHHUX MyTaiid. [1ix aH-
TUMYyTareHaMu PO3yMIIOTh PEYOBHHH, 3[aTHI: a) iHAK-
TUBYBAaTH MyTareHHUH ¢dakTop; 6) MoaudikyBaTu
MeTaboJIi3M MyTareHiB; B) 3MEHIIUTH IIOMUJIKU pera-
pauii ta perorikanii JJHK, crumymoBatu mporniecu pe-
napaiiii momkopkeHb JIHK. Bonu Takox MaroTh iHII
MexaHi3Mu aii. MyTtareHHUN epeKkT Moxe OyTH 3HU-
JKEHUH pi3HUMH (Bi3UIHUMU (aKTOpaMU, TAKUMU SIK
BUIMME CBITIIO ((hoTOpeakTHBaisi) a00 HU3bKA TEM-
neparypa.

CroroHi BitoMo 6ym3pK0 500 XiIMIYHHX CIOJYK,
y SKMX BUSBIEHO aHTMMyTareHHi BIACTHBOCTI. IX
MOJXHA pO3[L1JII/ITI/I HA TPU TPYIIH:

1. IpuposHi i IIeHTHYHI NPUPOIHUM OpraHivHi
CIOJIYKM: J€sIKI aMiHOKHMCIOTH (apriHiH, I'ICTHIIHH,
METIOHIH Ta iH.), BiTaMinu 1 nmpositamiau (C, E, A,
¢omieBa kuciaora, B-kaporud, B2 — pubodaasin),
(dbepMmenTH (karTajaza, CylepoKCHIIUCMYTa3a, IHTep-
(depon), nucrein, N-alleTUIIUCTEIH, YHITION, TAHIHH,
xyiopodiny, GpraBoHOIINU, KOMIUIEKCHI CIIOJIYKH POC-
JIMHHOI'O IIOXO/)KEHHS (€KCTPAaKT COCHOBUX IOJIOK,
€TaHOJIbHI eKCTPAKTH COEBUX 000IB) Ta iH.



2. CUHTETUYHI OpTaHivHI COJYKU: UcTodocC,
rammadoc, MaHiToJj1, peHo0apOiTall, IUKIOTEKCUMII,
D-nierinmiiamia ta id.

3. HeoprasiuHi cioiyku: (hI0O0PHT HATPIFO, CEITCH
1 IOTO CITOJIYKH, OKCHIT TepPMAaHilo.

Oco0MBY yBary citiji 3BepHyTH Ha TPYITy IPUPO/I-
HUX PEUOBHH, 110 MICTATHCS B OBOYaX, PpyKTax, Tpa-
BaX, sIKi BXXMBAIOThCS B 1KY JTI0uHO0. Jlo HUX Hale-
xaTtb BiTaminu C, E, K, orieBa kucnora, B2, A (ripu-
ponHuii), B-kapoTuH (MpoBiTamiH A), TaHIHH, XJIOPO-
¢, pnaBonoinu ta iH. Hanpuxinan, Bitamin C 3MeH-
IIye BMICT BUIBHUX PaJMKaJiB, IPUTHIYYE YTBOPEH-
HSl MyTareHiB i3 monepeaHukiB. Bitamin E — iHribitop
BUIbHOpaauKalbHuX peakuiid. Bitamin K 3HmXKye ya-
CTOTY CIIOHTaHHUX ¥ IHIyKOBaHUX abepalliii XpoMo-
coM. DomieBa KuUCIOTA € KO(bepMeHTOM (bepMeHTiB
K1 OepyThb y4acTb y CUHTE31 HYKJICOTHU/IIB, METiOHI-
HY, FJ’IdeMlHOBOl KHCJIOTH, CEPHUHY, 3MEHIIYE TeHHI
myTauii. Bitaminy B2 (pubodnainy) nputamaHHa aH-
TUMyTareHHa aKTUBHICTh 110 BiTHOILIEHHIO 10 OeH3a-
mipeHy 1 KOHAEHCATy curapeTHoro aumy. IloTyxHu-
MH aHTUMYTar¢HaMH € BiTaMiH A 1 HOTo MpOBiTaMiH.
Bonu 30UTBIIYIOTE KUTBKICTh aHTHUTUIOYTBOPIOIOUUX
1 aronuTyOUYUX KIITHH, Ki CTUMYJIIOIOTH MITO3,
1HTiI0YIOTh BUTBHOPAJMKAJIBHI MPOLIECH.

[MpuponHi aHTUMyTareH! MHUPOKO BUKOPHUCTOBY-
FOTHCSI JIJIs1 IPEKOHIIENIIIHHOT TPO(UIAKTUKY CITAIKO-
BUX XBOPOO 1 NPUPOIKEHUX BaJ PO3BUTKY B JIIOJIU-
HU.

®apMaKkoJIOTIUHI AHTUMYTAreHU 3aCTOCOBYIOTH
JUTSL JTIKYBaHHS XBOPHX 31 CHaJKOBUMH 3aXBOPIOBAH-
HSIMH, SIKi CYIIPOBOJUKYIOTbCS aHOMAJIbHO BHCOKHM
piBHEM CHOHTaHHOTO MyTyBaHHs. Hampuknan, mis
JIKyBaHHS MIrMEHTHOI KCEPOJIEPMU BUKOPUCTOBYIOTh
neiikouuTapHuil inTeppepon. Moro nmpusHaueHHs
HopMaii3ye npotiecu peraparii JJHK (mirmenTHa kce-
poxepma — e XBOpoOa, npu sKiit nopyieHa perna-
paum AHK). ®n1aBoHOIn pyTHUH iICTOTHO 3HUXKYE
KUIBKICTh KJIITHH 13 XpOMOCOMHUMH abepauisiMu y
IALIEHTIB 3 aHeMiero DAHKOHI.

2.6. HEMEH/AEJIBCBKE
YCITAIKYBAHHA B JIIOAMHAU

3rigHo 13 3aKkoHamMu MeHIelsl, KOXHa O3HaKa Io-
BHUHHA KOAYBATHUCS MAPOI0 AJIeIbHUX T'eHiB. OJIMH reH
13 mapu opraHizm olIepKye Bif MaTepi JIpyruii — Bif
Oartpka. I'eHu Oartpka i MaTepl y q)yHKLUOHam,HOMy
BIIHOIICHHI aOCOMOTHO piBHOLIHHI. Mae 3HauCHH:
TIJIbKY JJOMIHAHTHICTD 1 PEIIECUBHICTD.

ITpote B ocTaHHI AecATUPIUYS 3’ IBUTUCS MTOBIOM-
JIEHHSI TIPO SIBMINA, SIKI HE BIJMOBIIAIOTh KOHIICIIIT
MEH/JIeTIIBCHKOT0 ycnaaKyBaHHA. [J]o Takux (heHOMeHiB
HaJIeXaTb:

— I€HOMHMI IMIIPUHTHHT;

— BUIIAJIKOBA 1HAKTHBALliS O/HIET 3 X-XpOMOCOM
B eMOPIOHATBHOMY IEPiOJIi PO3BUTKY — X-CTaTeBHMA
XPOMATHH;

— YHINapeHTHa JUIUIOiNis, YHINAPEHTHA TUCOMIs
Ta 1301COMIS;

— eKCIaHCIl TPUHYKICOTHIHIX TIOBTOPIB;
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— TrOHAJHMI MO3aIlU3M;
— MITOXOH/IpiaIbHE YCTIaIKyBaHHSI.

2.6.1. TEHOMHUI IMITIPUHTUHT

Sk 3a3Hauvanocs Buile, y QyHKI[IOHAJIBHOMY
BiJTHOIIIEHHI OUTBIIICT TEHIB, YCIIaIKOBAHUX BiJT OATh-
Ka i MaTepi, abCOMIOTHO piBHO3HAYHI. [IpoTe choromHi
3’sICOBAHO, 10 JesKi mpoiiecu (0cobIMBO B eMOpio-
HaJbHOMY IEpioJli PO3BUTKY) KOHTPOJIOIOTHCS a00
TUIbKU OATHKIBCHKUM IeHOM, 200 TUIBKU MAaTEPUHCh-
kM. TOOTO YONOBIUMIA 1 HKIHOUMN TEHOMU Y CCABIIIB
(byHKIIIOHATTLHO HEEKBIBAJICHTHI.

MexaHi3Mm, peryirorounii GyHKIIIOHAIbHI BiIMiH-
HOCTI 0aThKIBCHKOTO 1 MATEPUHCHKOTO T€HOMIB, [ii-
CTaB Ha3By T€HOMHOI'O IMIIPUHTHUHTY. IMIpuHTOBA-
HUMU FeHaMU HA3UBAIOTh Ti TEHU CCABIIIB, SIKI yCIa/I-
KOBYIOTBCS Bil MaTepi a60 O0aTbKa B pelpecOBAHOMY
(«moBUa3HOMY») craHi. |HaKTUBAaIlisg TeHIB BiI0Y-
BA€THCS MIPU raMeToreHesi. Bona mos’sizana 3 MeTu-
JYyBaHHSAM IIUTO3MHOBUX a30TUCTUX OCHOB, fIKE pe-
pecye (iHaKTI/IBye) T'EH. MeTI/IJIyBaHHﬂ CTOCY€ETHCS
JIVIIIIE TIEBHUX TEHIB, IPUYOMY OJTH1 3 HUX PerpecyioTh-
csl IpU OBOTEHE31, 1HIIl — mpu criepMaTorenesi. Me-
TUITyBaHHS 3{IHCHIOETHCS 34 JOTMOMOT0I0 (DepPMEHTIB
JHK-Metuntpanchepas — i 3HAXOAUTHCS, TAKUM UH-
HOM, i T€HeTHYHUM KOHTpoJjeM. L{uTto3un meTu-
JYETHCS B TOMY BHITAJIKY, SIKIIO MOPSI 13 HUM 3HAXO-
JUThCS TyaHiH y crionyuenHi CpG, ge C — LUTO3MH,
p — 3aymmok ¢ochopHOi KUCTOTH B iyKpodochaT-
HOMY OcTOBI MoJiekynu, G — ryaHiH. Ilpu pemyri-
kamii JIHK y mporeci MiTOTHYHUX TTOAUTIB COMaTHY-
HUX KJIITUH METHJYBAHHS [IUTO3UHOBUX OCHOB
MIATPUMYETHCS ABTOMATUYHO.

OnauH 1 TO¥M caMuii TeH MOXeE MOBOJUTUCS K
IMIPUHTOBAHMI (HEAKTUBHUN) Y MEBHUX KIITHHAX 1
Ha NIEBHUX CTa/IisIX OHTOTeHe3y. Bo/iHovac 1ieit cammii
TeH MO’K€ HOPMAaJIbHO eKCIIPECYBATHCS B IHIIINX KITITH-
Hax abo B IMX CaMUX KJITHHAX, TUIbKMA Ha I1HIIINA
cTajii po3BUTKY.

l'eHOMHUH IMOIPUHTUHT BBAXKAIOTh €MIreHETHY-
HUM sBuiieM. Lle o3Hayae, 110 CIagKOBI 3MIHU B
TeHHil excrpecii BiOyBatoThes 6€3 3MiHU MOCTIIOB-
Hocti JIHK. Emirenernune penporpamMyBaHHs Big0y-
BAETHCS B KJIIITHHAX 3aPOJAKOBUX JIHIH. Y momepea-
HUKAaX CTATEBUX KJIITUH BiJIOYBAETHCS JCMETHITYBaH-
HSl, CTUPAETHCS ajenb-crieuudiyHe MEeTUITyBaHHS,
MOB’sI3aHe 3 IMIIPUHTOBAHUMHU T€HAMH, 1 CIIoCTepi-
raeThCsl eKCIpecist 000X aJeNbHUX TeHIB. Y 3piLIuX
CTATeBUX KIIITHHAX BIJHOBIIOETHCS METUIyBAHHS i
3HOBY BiZIOYBA€ThCS peIpecisi IEBHUX T'€HIB BiIOB-
1IHO JTO CTaTi.

TakuM YMHOM, TEHOMHUN IMIIPUHTHHT — 1€ €ITi-
TeHeTUYHUH Tpollec, AKUH BiIOYBAETHCSH MPOTATOM
OBOT€HEe3Y 1 CriepMaTOreHe3y i MpU3BOANUTH /10 (HyHK-
IIOHAJTBHUX BIIMIHHOCTEH aJIeIbHUX I'eHIB, YCIaIKo-
BaHUX B O0aThKa i Bij martepi. [HIuMuU crnoBamu,
TeHOMHUH IMIPUHTHHT — 1€ IIPOIIEC, SKUi 00yMOB-
JIIOE Pi3HY AKTUBHICTH JIESKUX aJIeJIbHUX TE€HIB, OT-
pUMMaHMX OpraHi3MoM BiJ O0aTbka i1 MaTepi. SBuie
TEHOMHOTO IMIPUHTHUHTY BiJJOME TIJIbKH y TUTAlCH-
TapHUX CCaBIIIB.

I'eHOMHUIT IMIIPUHTHHT IPOJAEMOHCTPYBAJIN B €KC-
nepuMeHTax Ha emOpioHax muiied y1983-1986 pp.



Hocnimxenns CypaHi 3i ciiBaBT. 1 MakI'pata i Con-
Tepa Mokasaju, 10 JUisi HOPMaJIbHOTO eMOpioHa b-
HOT'O PO3BUTKY MHUII HEOOXiJHI XpOMOCOMU OaTbKa
1 XpoMocoMH MaTepi (TOOTO sSapa SHIEKITITHHH 1 CIIep-
MaTo3oina). Kombinamii 1BoX 4onoBiuux abo ABOX
KIHOYMX MPOHYKJIEYCIB, Y3ATHX 13 PI3HHUX 3aIuIiIHe-
HUX SHNEKIIITUH MHILIEeH, TPU3BOASTH 10 MPUITHHEH-
Hsl eMOpiOHANBHOTO PO3BUTKY. [1pH 11bOMY y BUMa-
Ky aHIpOreHesy (koMOiHalisl BOX siEp CIIepMaTo-
30i/1iB 1 BIICYTHICTb SIpa AHUCKIITHHU) (OPMYBaBCs
MAJICHbKHIi 3aPOJIOK 1 MPaKTUYHO HOPMAJIbHOTO PO3-
MIpy MOXiIHI Tpo¢)o6naCTa — T03a3apoaKOBI 000-
JIOHKH 1 IIaneHrta. ¥ pa31 r1HoreHe3y (KOM61HaLl1$I
JIBOX sifiep SAWLEKIITUHYU 1 BIACYTHICTH YOJIOBIYOTO
spa), HABIaKu, PO3BUBABCS JOCUTh BEJIMKUN 3apo-
JTOK 1 Ty’Ke HEBEJTUKOTO PO3MIpy 1103a3apoIKOBi 000-
JIOHKH. Y TIepIIOMY 1 IPYroMy BUITAJIKY eMOpPIOHAIb-
HUH PO3BUTOK He3a0apoM IPUITUHSIBCS.

AHaJorivHi NOpyIIeHHs CHOCTepiFaIOTI)CSI y BU-
NajKy yHIMAPEHTHOI JUMIOiAii y moauny. PyHKIio-
HaJIbHa HEeKBIBaJIEHTHICTh MATEPUHCHKOTO 1 0aThKiB-
CBKOI'0 T€HOMIB CIIOCTEPIraeThCsl TAKOXK NPU TPU-
101l Y JIOIUHHU.

Lli nani BKa3yroTh Ha Te, O TeHU OaThKa 3a0e3-
MEYYIOTh PO3BUTOK IM0323aPOAKOBUX OOOJOHOK, a
reHU MaTepi KOHTPOIIOIOTh PO3BUTOK eMOpioHA.
OtKe, JUIsl HOPMAJILHOT'O PO3BUTKY CCaBlIsl MOTPIOHI
JIBa HAOOPH XPOMOCOM — MATEPUHCHKUI I OaTHKIB-
cokuit. e mosicHoe TO# (hakT, 10 Y )KOTHOTO 3 BiI0-
Mux noHajs 4500 BUIIB CCABI[IB HE CIOCTepiraBcs
NnapTeHOreHe3 (PO3BUTOK O€3 3aruTiHEeHHS).

BBaxaroTp, 10 y JIOAUHU IMOPUHTYETHCS Bia 200
10 500 reHiB. BinblicTh IMIPUHTOBAHUX T'€HIB PO3-
TAIIOBYETHCS KjlacTepaMu. BoHM JToKajti3oBaHi B Oa-
raThbox XpoMocomax jJroauan — 1, 5, 6, 7, 11, 13, 15,
19, 20, X. IMOpuHTOBaHI r'eHU MAIOTh BEJIUKE 3HA-
YEeHHS B PETyJLil pOCTY 1 pO3BUTKY OPTaHi3My SIK y
MIPEHATAIBHOMY, TaK 1 TOcTHaTalIbHOMY Tiepioni. De-
HOTHITIYHI O3HAKH, KOHTPOJILOBAaHI IMIIPUHTOBAaHU-
MU F€HaMH{, MOXYTb 3MIHIOBATHUCS HE TIJIbKU B pe-
3yJIbTATI MYTAIllid IIUX TeHIB, aJie 1 BHACTIIOK MOPY-
IICHHS eMITeHeTUYHOI TPOTpaMu peryJsiii TeHHOT
eKcIpecii.

XBopoOu, 3yMOBIICHI MOPYIIEHHIM (YHKI[IOHY-
BaHHS IMIIPUHTOBAHUX AUITHOK F€HOMY, HA3UBAIOTh-
cs1 XBOpoOaMM F€HOMHOT'O IMIPUHTHHTY. [lepimmu
OITMCAaHUMHU XBOPOOAMH IMIIPUHTHUHTY OyIIHM CHHOPO-
mu Ipanepa — Bimm 1 Aureasmana. OouaBa CUH/I-
pOMH 3yMOBJICHI OJTHIEIO 1 TIEIO X MyTalli€ro — Jiee-
i€ qoBroro rmiedya 15-1 xpomocomu (15q11-13).
Cunnpowm IMpaaepa — Biyuti po3BUBaEThCS B TOMY BU-
MaJKy, SKIIO MYTallisl yCIaJKOBYEThCS BiJl OaThKa, a
CUHAPOM AHrejnbMaHa — (KIIO MyTallisl yclaiko-
By€eThCs Bilt MaTepi. Li % CHHIpOMU PO3BUBAIOTHCS Y
pa3i ogHO0AaTHKIBCHKOI qucoMmii abo 130 qucomii. Y Bu-
MaJKy, SIKIIO OPTraHi3M YCHaJKOBYE JABI XpOMOCOMHU
15 Big matepi, po3BUBaEeThCs cuHapoM [pagepa —
Biun (ue O3HA4a€ BIJICYyTHICTh OATHKIBCHKHX aJIelliB
— fK 1y pasi ycrnajaKkyBaHHs Jenenii Big 6aTbka), a
SKIIO JBI XPOMOCOMH yCIIaIKOBYIOTECS BiJl OaTbka
(BiIICYTHI MATEPUHCHKI allelli), TO PO3BUBAETHCS CHUH-
apoM AHrenbpMana. [HIII TpUKIaan XBOPOO TeHOM-
HOTO IMIIPUHTHUHTY, 3yMOBJICHUX OJHOOATHKIBCHKOIO
IUCOMI€r0, — auB. Ta0iI. 2.8.

Brpata IMIpUHTHHIY TIEBHUX T'€HIB MOXE MaTH 3Ha-
YEHHS B PO3BUTKY MYJIbTU(DAKTOPIATBHIX 3aXBOPIOBAHb.

HuHi He BHKJIMKA€ CYMHIBY IPUYETHICTD SIBUIIIA
T€HOMHOT'0 IMIPUHTHHIY IO €TIOJIOTi] MyXJIMHHOTO
pocrty. ITopyiieHHs! IMIIPUHTHHTY, 10 3yMOBIOE Oi-
aJieJIbHy €KCIPECiio IMIPUHTOBAHOI'O JIOKYCY 1HCYJIi-
HomoioHoro ¢dakropa pocty (IGF2), B pi3Hux TKa-
HUHAX 1 OpraHax MOe MPU3BECTH JI0 HEKOHTPOJIbO-
BAHOT'O POCTY HUX CTPYKTYp. ['eH JToKaji30BaHuil B
11-it xpomocomi (11p15.5). ¥V HOpMiI MaTEepUHCHKUIA
T'eH IMIIPUHTOBAHUH, a 0ATHKIBCHKUIN E€KCITPECYETHCS.
IMopy1ieHHs IMIIPUHTUHTY B IIpaBiii a0o JIiBili YacTHHI
TiJTa MPU3BOINUTH O TeMITiNepIuIasii 3 BiAMOBIZHOTO
0OKy, B HHUPII — 0 i30JIb0BaHOI HedpomMeraii, a
MOPYIICHHSI IMIIPUHTUHTY B yCIX KIITHHAX (CHHIPOM
BexBiTa — BigemanHa) — 10 reHEpaTi30BaAHOTO Ha/I-
MipHOTO pocTty (puc. 2.15). I[Ipuknaan OHKOTEHIB i
CYIIPECOPIB MyXJIMHHOTO POCTY, CXUIIBHUX 10 IMIIPHH-
THHTY, HaBEACHO B TaOII. 2.7.

IMIIpUHTOBAHI T'€HU HE TUILKU BaXKJIMBI JIJI KOHT-
POJIFO POCTY OpraHi3My B aHTEHATAIILHOMY 1 TIOCTHA-
TallbHOMY Iepioax, ajie i 6epyTh y4acTh B perysiii

Tabnuusg 2.7. Ilpukaaam oHKOreHiB i cynpecopiB MyXJIJMHHOIO POCTY, CXMJIBHUX /10 IMIPHHTHHIY

JIokyc .
T'en ye Edext 6aThKIBCHKOTO MOXOJIKECHHS
Yy XpPOMOCOMI
P73 1p36 Brpara matepuHCHKOTO alielis MpU3BOAUTH 10 Helipobiacromu. Brpara
MOHOAJIETILHOI eKCITpecii TeHa 1 Tepexia Ha OiallelTbHy eKCITpeciio (BTpaTa
IMIIPUHTHHTY) B JIETEHSIX 1 HUPKAX MPU3BOAUTH JI0 PO3BUTKY MyXJIUH Y LIUX
opraHax
NOEY2 1p31 Brpara 06aThKIBCHKOTO aelst MPU3BOIUTH JI0 PaKy MOJIOYHOI 3371031
1 IEUHUKIB
N-Myc 2p24.1 Awmruigikaliisi 6aTbKIBCbKOI'O ajiejIsl OB’ si3aHa 3 PO3BUTKOM HEHpOOIacTOMHU
IGF?2 6q25.3 BTpata iMIpUHTOBAHOTO CTATYCY F'eHa Ha MATePHHCHKIH XpOMOCOMI
1 mepexig 10 OiaeNnbHOl eKCrpecii reHa (BUKITIOYEHHS IMITPUHTHHTY)
3 IOTO HAJIEKCIIPECIEI0 TTPU3BOIUTH O PAOIOMIOMH Ta IHIIUX BUJIIB PAKY
KvLQTI 11pl5s.5 Brparta crerugiaHOro TS MATEPUHCHKOTO aJlelIsi METHITYBaHHS TUITHKY TeHA
MPU3BOIUTH JIO TEMATOKIIITUHHOT KapIIMHOMH
CDKNIC 11pl5.5 Btpata MaTepuHCHKOTO ajens MpU3BOIUTD 10 PaKy JIereHi. 3MeHIIeHHS
(p57 KIP2) eKCIIpecii MaTEpUHCHKOTO ajiejisl ITOB’sI3aHe 3 TenaTOKaPIIMHOMOO
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a

6

Puc. 2.15. Pe3ynbTaTu BIUIUBY 1HCYJIIHOMOIIOHOTO POCTOBOTO (akTopa 2
(IGF2) npu nopyuieHHi reHOMHOTO IMIIPUHTUHTY B JIIOAWHU. CTYIIHb 1 Xapak-
Tep HAJMIPHOTO POCTY TKaHUH 1 OPraHiB y JITEH MOXYTh 3aJIEKATH Bif
KUTBKOCTI 1 JIOKai3alil KJIITHH, B IKMX HasiBHA MiJBUIIIeHa ekcrpecist reHa IGF2

(HO3H3,‘I€HO YOPHHUMH OBAJIbHUMU pr)KKaMI/I)I

a — HOpMa; 6 — TeMirinepIuiasis; 6 — i301pboBaHa Hepomeramis; ¢ — re-

Hepalli30BaHUN HAJIMIpHUN PICT

MM3HABAIBHUX TPOIECIB 1 PO3BUTKY ITOBEIIHKOBUX
XapaKTePUCTHK THIAUBIIyyMa.

2.6.2. CTATEBUI1 XPOMATHH
(TUTIBLISA BAPPA)

BunankoBa inaktuBauis onniei 3 X-xpomocom B
emOpionaibHOMY nepiofli po3BUTKY (X-cTaTeBuii Xpo-
martun). CrateBuit xpomatut (a00 X-xpoMaTuH, 200
tinbiie bappa) — ue crmipanizoBana X-XxpoMocoMa.
Horo Bigxpum B 1949 p. Bapp i beprpam. Cripai-
30BaHa X-XpOMOCOMa BUIJISJAE SIK NIUIbHE OBalIbHE
TUIbIE, 10 J100pe 3adapBiioeThes, po3Mipom 0,8—
1,1 MxMm. 3BUUaliHO JIOKami3yeThcs Ha nepudepii
iHTepda3HOTO SApa y CAMOK CCaBLiB 1 BIICYTHE Y
camiliB (puc. 2.16). ¥V xIiTHHAX €miTeNi0 CIU30BOL
00OJIOHKH IMOKH TiThIle Bappa 3HaxoauThCs i saep-
HOKO OOOJIOHKOI0. Y HEUTPOPIIHHUX JICHKOIIMTAX BOHO
Mae hopMmy bapabaHHUX MaaIUUoK. Teopis 1010 MoX0-
JokeHHs Tinenp bappa (cmipamnizoBani X-XpoMOCOMU)
HAJICKUTh aHTJIHChKOMY TeHeTHKY Mepi Jlaiion.

YTBOpEHHST CTATEBOI'0 XPOMATUHY — II€ CIOCiO
peryJIsiii J03M TeHIiB ¥ BCIX CCaBIIB 1 30KpeMa y JIIo-
JUHU. Y HOPMI JXKIHKa Ma€ B, a YOJIOBIK — OJIHY X-

Puc. 2.16. CtaTeBuii XxpoMaTHUH
B SIpax emiTeiaJbHUX KIITHH:

a — ojiHe Tuiblle bappa B sipi
3I0POBOI XIHKH; 6 — SIPO 3/10-
POBOTO YOJIOBIKA; 8 — JBA TUTBIIA
Bappa B spi ®iHKH 3 KapiOTUIIOM
47, XXX
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xpomocomy. JJoxkuHa xpomocomMu X — 6,8 MKM, a
Y — 2,8 MxM. TakuM 4MHOM, y )KIHOK OllIbIlIe I'eHIB,
HIX Y 4OJIOBIKIB. [IJ11 HOpMAJIbHOTO PO3BUTKY JIFOIU-
HU HeOOXi/{HA TIeBHA J1o3a reHiB. Tomy B mpolieci eBo-
Jrouil copMyBaBCs CreliaiIbHUNA TMOTYXHUN Me-
XaHI3M KOMIIeHcallll BIAMIHHOCTEH B 1031 Fe€HIB, 34ell-
JIEHUX 3 X-XpOMOCOMOI0. bibIna yacTuHa omHiel 3 X-
XPOMOCOM y eMOpPIOHIB IHOYOI CTATI CHipali3yeTh-
csl 1 iHaKTUBYETHCS Ha 16-Ty 100y eMOpiOHATBHOTO
PO3BUTKY, a peliTa 3aJIMIIAEThCs aKTUBHOIO. [HAKTH-
Ballig X-XpOMOCOMH BiIOYBA€THCSI OJHOMOMEHTHO B
yCIX KJIITHHAX eMOPiIOHA, 32 BUHATKOM MOTIEPEIHIKIB
CTaTeBUX KIITHH. Y HUX IIIOTHh ABI X-XPOMOCOMH.
InakTHBaIlisg OB ’sA3aHA 3 METUJIYBAHHSM TIeHIB. Y
KOXHIN OKpeMiil KIIITHHI el Mpoliec BUMIAIKOBUI —
B OJHIM KIIITHHI )XIHOYOTO eMOpioHA iHAKTHBYETHCS
MaTepUHChbKa XpoMocoMma X, TUMYAacOM SIK B IHIIIUX
— OaTpKiBchKa. Bci HaMaAKy UX KIIITUH MATUMYTh
IHAKTHBOBaHY Ty X CaMy XpOMOCOMY.

Lle npu3BOAUTH 1O CBOEPIAHOTO SIBHUINA (HYHKIIIO-
HAJbHOTO MO3ailM3My XKIHOUOTO OPraHi3Mmy, IO
CKJIaJIa€ThCS, TI0 CYTI, 3 IBOX KJIOHIB KJIITUH. Y KJIITH-
Hax OJIHOTO KJIOHY IPAIIO€ MAaTePUHChKA XPOMOCO-
Ma X, a y KJIITHHAX HIIOro — OaThKiBChbKa. SIKIIO
0o0uaBi XpoMocoMu X MarOTh HOPMaJTbHI TCHH, TO ICH




MO3ailU3M He MOMITHUH. SIKIIO Xk KiHKA € TeTEPO3u-
FOTHOIO HOCIHKOIO MyTaHTHOT'O T'€HA, 3UEIICHOTO 3
X-XpOMOCOMOI0, TO B OJIHIN YaCTHHI i KJIITUH MOXe
eKCITPEeCyBATHCS HOPMAJIbHUI I'eH, a B iHIIIH YaCTHHI
— martosoriynuii. Hanpukiaza, npu ogHOMY 3 pelie-
CHUBHHX 3UEIUICHUX 3 X-XPOMOCOMOIO 3aXBOPIOBAHb —
OYHOMY aib0iHI3MI — Yy XBOPHUX YOJIOBIKiB HEMae
MICMEHTY B CITKIBILI, & OYHE JHO Mae OJiine 3abaps-
JIeHHS. Y TeTepO3UTOTHUX KIHOK CITOCTEPIraeThCs He-
MIpaBUIbHA IIITMEHTAITIS CITKIBKU: Ha OYHOMY JTHI BU/I-
HO MIrMEHTOBAaHI Ta AEMIrMEHTOBAaHI TIISHKA. [HIImi
MPUKJIAJl PELIECUBHOTO X-3UEIIEHOTO 3aXBOPIOBAHHS
— aHTIAPOTUYHA EKTOAEpPMAalIbHA AMCIUIA3is. Y XBO-
pHUX YOJIOBIKIB BiICyTHI MOTOBI 3aJ103H, CIIOCTepira-
IOThCS TIMOTPUXO03, ONITOJOHTISI. Y T€TePO3UTrOTHUX
KIHOK BHSBIISIOTHCS K HOPMaJTbHI IUISTHKH IITKipH,
Tax 1 JUISHKYA O€3 MOTOBMX 3aJ103.

Kiiniune 3Ha4YeHHs iHAKTHBALI
X-xpomocomu

1. He BUKITIOUA€THCS MOKIIMBICTh 3aXBOPIOBAHHS
KIHOK — TeTepO3UTOTHUX HOCIHOK perecuBHOro na-
TOJIOTIYHOTO TeHA, SKUIO BUMAJKOBO BinOyaeThcs Ie-
peBakHa 1HAKTUBALisl X-XpOMOCOMH 3 HOPMaJIbHUM
reHoM. Hanpukiaa, onucaHi BUNAAKW HAPOJKEHHS
JIBOX MOHO3UT'OTHHUX cecTep-0u3HsaT. OOuaBi Oyiu
reTepO3UrOTHUMH HOCilikamu reHa remodinii. OnHa
3 HUX OyJia 3/10poBa, a Apyra crpaxaajia Ha reModi-
J1ito0. Lle mosICHIOETHCS TUM, 1O B OJTHIET 3 HUX Y KITITH-
HaX, BimmoBimansHux 3a cuHTe3 VIII dakTopa 3rop-
TaHHS KPOBI, Oyja aKTHBHA X-XpOMOCOMa 3 JIOMi-
HAHTHUM HOPMAaJIBHUM T'€HOM, a y JIpyroi — 3 pelle-
CUBHHM.

2. XBopi 3 cunapomoM Knaitadensrepa (47,XXY)
1 xiHkU 3 TprcoMiero X (47,XXX) yacTo MarOTh Mpak-
THYHO HOPMaJNbHHUNA (peHOTHN ab0 MIHIMAJIBHY
KUTBKICTDh aHOMajii. LluM cuHIApOMH, MOB’sA3aHi 3i
3MIHOIO KITBKOCTI X-XpOMOCOM, BIJPI3HSIOTHCS BiJ
TPUCOMIli 32 aBTOCOMAaMH, NMPHU SKUX HIKOIHN HE Oy-
Ba€ HOPMAIbHOTO (eHOTHUITy. MOKIUBICTD JETKUX
(opM XBOpPOO MOSICHIOETHCS THM, IO B KIIITUHAX 3a-
JIMIIAETHCSA aKTUBHOIO TUIBKM OJIHA X-XpOMOCOMA.
Pernta iHAKTUBYIOTBCS 1 CIIPAITI3yIOThCS.

MeTo/1 BUBHAYCHHSI CTATEBOI'O0 XpPOMATUHY BUKO-
PHUCTOBYIOTbH AJIs1 IIATHOCTHKH XPOMOCOMHUX XBOPOO,
MOB’SI3aHUX 31 3MIHOIO KiJIBKOCTI X-XpOMOCOM.

KinpkicTh rpy1ok cTaTeBOro XpOMaTHHY Ha | MeHIle
KiTbKOCTI X-XpoMOcOM. Y XKIHOK 3 KapiOTHIIOM
47, XXX y xiniTuHax OyJie Bl TPYJIKH CTATEBOTO XPO-
MaTHHY, 3 KapioTunoMm 48, XXXX — Tpu T'PYIKH i
T. iH. (quB. puc. 2.16). [1pu cunapowmi LlepenieBchko-
ro — TepHepa (kapiotun 45,X) cTaTeBUil XpOMATHH
BIJICYTHIl. ¥ HOpMi y YOJIOBIKiB T'PYJKH CTaTEBOTO
xpoMmatuny BiacyTHi. [1pu cunapomi Knaiingensre-
pa 3’ABISIOTHCS CPYAKH CTATeBOro XpoMmaTuny. [1pu
kapiotumi 47,XXY B KiIiTHHaX Oyae omHA TPYIKa,
nipu kapioturi 48, XXXY — IBi IPYIKH i T. iH.

2.6.3. YHITIAPEHTHA JIUILIOIIA,
YHIITAPEHTHA JTUCOMIA
TA 130N COMIA

VHinapeHTHA QUILIOILIA — 1€ YCHAAKyBaHHS -
IUIOITHOTO HAOOPY XPOMOCOM Bi/I OJTHOTO 3 OATHKIB.
BHacnmijox TeHOMHOTO IMIPUHTHHTY Taki eMOpioHH
HE KUTTE3/IaTHI. SKIII0 eMOPIOH yCIIaIKOBYE JIUTLIONT-
HU Habip XpOMOCOM Bij1 6aThKa, 11 MPU3BOJUTH 0
dbopmyBaHHS MIXypOBOI'O 3aHOCY (ITOPOKHBOTO 3a-
poakoBoro Mimika). Tak Ha3UBaIOTh eMOPIOH, Y SIKO-
ro eMOpio6IacT He PO3BUBAETHCSH, a HOPMYIOTHCS
TiTBbKU 3apolKoBi 000moHKH. CroCTepiraeThes
KiCTO3HE MepepOIKEHHS BOPCUH XopioHa. EMOpioHn
abopTyroThes. IcHYe pU3HMK pO3BUTKY 3IIOSKICHOT ITyX-
JINHH XOPiOHa — XOopiokapuuHOMU. Bei 46 xpomocom
TaKOro 3apojika 6aTbKIBCHKOTO IMOXO/HKEHHS 1 TOMO-
3UTOTHI 34 BCiMa reHaMu. BBaXaroTh, IO Taki eMO—
pioHu opMyIOThCS B pe3yIbTaTi AereHepallii mpoHyK-
Jeyca SIMLEKIITHHU IiCIs 3aIlTiIHeHHs 1 cepMaTo-
3oigom. [ToTiM Xxpomocomu criepMaTo30iga MoaBOIO-
FOTBCS 1 KJIITHHA BITHOBIIIOE IWIUIOIMHUM HAOIp Xpo-
MocoM (puc. 2.17).

TepaTomu sl€uHUKIB, HABMAKH, MAIOTh JTUILIOI-
HUl Habip xpoMocoM Matepi. BoHu ckinamaroTecs i3
TKaHWH eMOpioHa 1 He MAalOTh M03a3aPOJAKOBUX
oprasiB (XopioHa, IJIaleHTH TOIIO).

YHinapeHTHA nUCOMisi — II€ YCITaJIKyBaHHS JIBOX
FOMOJIOTIYHHMX XPOMOCOM Bijl OJTHOTO 3 OaThKiB. BBa-
KAaIOTh, IO HAUACTIIIE 1Ie PEe3YJIbTAT BTPATH OJHIEL
XPOMOCOMHU B 3UT'OTI 3 IOYATKOBO TPUCOMHUM HA0O-
poMm (xopekuis Tpucomii). B ogHoro 3 6aThekiB cro-
CTEePIra€ThCsl HEPO3XODKEHHSI XPOMOCOM Y TIEPIIOMY
TTOIUTI Meio3y. B pe3ynbTarti 3UuroTa OTpUMYE 3aiBY

Puc. 2.17. YTBOPEHHS JUILIOITHOTO SIpa 3UTOTH, 1110 MICTHTB JIBa XPOMOCOMHI Habopu OaThKa:
a — SIIEKITITUHA 3aIUTiIIHIOETHCS OTHUM CHEPMATO301I0M, AP0 SIMIEKIITHHA BTPAYa€ThCS;
0 — YOJIOBIUMI IPOHYKIIEYC IUIMTHCS Ha [1Ba TAIJIOITHUX AAPA; 6 — JIBA TAIUIOIIHUX Sapa 371H-
BAIOThCS 3 YTBOPEHHSAM AMIIIOITHOTO sApa
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XPOMOCOMY Bifl OJTHOTO 3 OATBHKIB 1 CTA€ TPUCOMHOIO.
[TotiM ofHa 3 XPOMOCOM BTPAYa€ThCS MMPU MITOTHY-
HOMY TIo/1iJTi 3uroT. EMOpPioH Mpu 11bOMY BiTHOBITIOE
HOpMallbHUM Habip xpoMocoMm. [Ipote, Moxke OyTH
BTpayeHa €JJMHA XPOMOCOMa OJIHOTO 3 OATHKIB 1 30e-
PEeXYyThCs 1Bl XpOMOCOMH, YCHAAKOBAHI BiJl PYroro
(yHimapeHTHa JUCOMis).

VHinapeHnTHa i3oaucomisi — 1€ yCaIKyBaHHsI IBOX
XpOoMaTu/ Bl OHOTO 3 0aThKiB. BUHMKaEe BHACTIIOK
HEPO3XOKEHHS XPOMATU]I IIPU IPpYyTroMy Moiui Meio-
3y. 3urora OTPUMYE ABI KOl XpOMOCOMH BiJl OJTHO-
ro 3 0aTBKIB 1 XpOMOCOMY — BiJ ipyroro. BoHa crae
TPUCOMHOIO, 4 MOTIM BHACIIIOK OMMCAHOI BUIIE KO-
pexuii TpucoMii B KIIITUHAX eMOpPIOHA 3aIMIIAIOTHCS
JIBI KOTII XpOMOCOMHU BiJl OHOTO 3 OATHKIB.

Hpyruii MOKITHBUI MeXaHi3M (hOpMyBaHHS YHIITa-
PEHTHOI 130/IMCOMIi — KOpeKIlis MOHOcOMii. 3urora
OTPUMYE XPOMOCOMY TIIBKH BiJl OAHOTO 3 OATHKIB i
CTa€ MOHOCOMHOIO. A TIOTIM BiIOyBa€ThCs KOPEKIIis
LUISIXOM CEJIEKTHUBHOTI'O MOJBOEHHS XpoMocoMu. B
pe3yJIbTaTi KIITHHA OTPUMYE JIBI KOTII OJTHOTO TOMO-
jora.

BBakaroTh, 110 YACTOTA YHIMAPEHTHOI AMCOMIl
cranoButh 1:3000 3uroT. BoHa ornucana juist BCix map
aBTOCOM 1 CTaTeBUX XpoMmocoM (sik X, Tak 1 Y). He-
3BaKAI0UM Ha Te, 110 MPH YHIMAPEHTHiN nucomii Ta
i30/1McoMii OpraHi3M Ma€e HOpMaJIbHUN HAOIp XpOMO-
COM, Y HbOI'O MOXXYTb PO3BUBATUCS CHAAKOBI 3aXBO-
proBaHHS. Lle MOSICHIOETBCSI TEHOMHUM IMIIPUHTHHIOM
(pi3HOIO (DYHKITIOHATIFHOIO AKTHBHICTIO JICIKUX T'CHIB
OaTpka 1 MaTepi B eMOpiOHATIPHOMY IIEPiOAl PO3BUT-
Ky). Taki XBOpoOM Ha3UBAIOTHCS XBOPOOAMHU TE€HOM-
HOTO iMIpuHTUHTY. [Tpukiaau ix HaBeJeHO B TaOII.
2.8.

IMpu yHimapeHTHIN 13071coMil MOXe crocTepira-
THCS HE3BUYAKWHE YCIaJIKyBaHHS JIBOX PELECHBHUX
TeHIB BiJl OJTHOTO 3 0ATHKIB — I'€TEPO3UTOTHOTO HO-
Cisl peLleCMBHOIO MATOJIOTiYHOTO TeHa. Hanpuknaz, y
JIIOJIMHY OJTHOOATHKIBChbKA JTUCOMIst OyJia BIepIIe OI-
cana I. M. Mrison, A. E. Reeve (1988) y niBunHKH 3
MYKOBICIIUZ030M (aBTOCOMHO-PEIECUBHE 3aXBOPIO-
BaHHs). MaTu IiBYUMHKU Oyjia TeTepO3UTOTHOIO HO-
CiifKkol0 reHa MyKoBiciu103y (Aa), a 6aTbKo MaB HOP-
MasibHuii TeHoturl (AA). I'eH MyKOBIiCIIUI03y 3HAXO-
JIUThCsL B 7-i1 XxpoMocowmi. 3a nonomororo JJHK-30H-
JIOBOT'O aHaJli3y y XBOPOi MIBYMHKH Oyjia BHSBIICHA
130MCOMIsl, TOOTO YCIIaIKyBaHHS JBOX KOl XpOMO-

comu 7 Bim matepi. JliBuMHKA ycnajkyBaljia jJBa pe-
LIECUBHI TeHU BiJ MaTepi. baTbkiBCTBO OyIO miaTBEp-
JUKEHEe TeHOMHOTO JakThiockomiero. Hiwkue Ha cxemi
HaBEACHO MOYJIMBHM MeXaHi3M (OpMyBaHHS YHIITa-
PEHTHOI 13041COMIi B IaHii pOIUHI.

F ? A x TAA
Al |A al |a
Meiios 1 v
AlA 92
Meiios 11 VAR
A e Al
S [ US| U —
50 % A 25%aa 25%0 100 %
raMeTu Martepi gaMeTI/I
aTbKa

MoxnuBi THIN
ramer y mMartepi 3UroTH, SIKi yTBOPIOIOTHCS
BHACIIIJIOK He- B pe3yJIbTaTi 3aIlIiTHeHHS
PO3XOKEHHS SIMLIEKIIITHHA HOPMATbHAM
XpOMOCOM IpHU criepmMaTo30igom (A)
Mmetiosi 11
50% A AA — HOpMaJIbHUIT T€HOTHUIT
1 peHOTHI
25 % aa Aaa — TpucoMmis, sKa micis
KOPEKIIil MOTJIa CIPUYHHUTH
MOSIBY 3UTOTH aa
25%0 A — MoHOCOMis 3a 7-10 XpOMO-
COMOIO, JIeTaJIbHA MYTaLlis

Cxema 2.4. Tlpuknan popMyBaHHS YHIITapeHTHOT
13011cOMiT

2.6.4. EKCITAHCIT
TPUHYKJIEOTHUJIHUX ITOBTOPIB

EkcraHcii TpUHYKJIEOTUIHUX ITOBTOPIB — OCOOIH-
BUH THUII TeHHUX MYTallill, YCIaJKyBaHHsS SKHX Bil-
PI3HSETHCS Bijl KIIACHYHOT'O MEHJIETIBCHKOTO THITY yC-
najkyBaHHs. [JIsi HUX XapaKTepHi BIAMIHHOCTI ()eHO-
TUIIIYHUX TPOSIBIB 3aJIEKHO BiJl TOTO, OTPUMAaHa MY-

Tab6murs 2.8. XBopoOn reHOMHOTO iMIIPMHTHHTY,
3yYMOBJIEHI 0JTHO0ATHKIBCHKIMH JUCOMIsIMH Ta i3011coMissMu

Xpomocoma IToxomxeHHs 3axBOpIOBaHHS 200 CHHIPOM
6 BatbkiBchke TpaH3uTOPHUI HEOHATAIBHUIA LlyKPOBUH AiabeT
7 MarepuHchbKe Cunpapom Paccena — CinbBepa
MartepuHCbKe BHyTpilHBOYTpOOHA 3aTPUMKa PO3BUTKY
11 BatbpkiBchke Cunnpom beksita — Binemanna
14 MarepuHcbke BuyTpimHb0yTpoOHA 3aTPUMKA PO3BUTKY, 3aTPUMKA (Hi3UYHOTO i
MOTOPHOT'O PO3BUTKY, IIIOTOHIS, NepeaYacHe CTaTeBe JO3PiBaHHS
15 MartepuHChKe Cunnpowm Ipanepa — Bimmi
BaTbkiBcbKe CuHapom AHrebMaHa
16 MarepuHcbke BuyTpimHp0yTpoOHA 3aTPUMKA PO3BUTKY, MOB’I3aHA 3 OOMEKEHUM
TUTALIEHTAPHUM MO3ail[13MOM




Tanis Bij MaTepi abo Bijx O0aThKa, i HeHOMEH aHTHUIH-
nauii — 3pOCTaHHs TSHKKOCTI MPOSBY 3aXBOPIOBAHHS
B HACTYIHUX MOKOJIIHHSIX.

2.6.5. TOHAJHWI MO3AILIU3M

SIBuinie TOHATHOTO MO3ailM3My MPU3BOJIUTH 10
MOJKJIMBOCTI HAPOIKEHHS KUTBKOX JITeH 3 JOMIHAHT-
HUMH 3aXBOPIOBAHHAMHU Y (DEHOTHUIIIUHO 30POBHUX
0aThKIB, 10 HE YKJIAJAETHCS B KJIACUYHE MEH/ICITIB-
ChbKE yCHaJKyBaHHS.

2.6.6. MITOXOH/IPIAJIBHE
YCITAAKYBAHHA

Lle ycragkyBaHHS O3HAK, SIKI KOJYIOThCSI TeHAMU
JHK mitoxonpiit. Bci MiToXoHAPIi MOTPATUISIOTE Y
3UTOTY 3 AWUEKMITUHU. ToMy Taki O3HAKM YCIAIKO-
BYIOTBCS BiJl MaTepi BCiMa MiThbMHU. Bim OaThka BOHH
HIKOJIM JITSIM HE TIePeaarOThCs.

KOHTPOJILHI TTUTAHHS
JIO PO3JILTY 2

1. Mo take myraris? Knacudikaiiis MyTartiii.

2. CrioHTaHHI Ta 1HAYKOBaHi MyTalii.

3. ComatuuHi i reHepaTUBHI MyTaiii. Mo3ainusm
SIK Pe3yJIbTaT COMATHYHHUX MYTalliil.

4. Tenni myTarii. Buny cTabutbHUX MyTaIlii.

5. AuHamiuHI MyTalii — ekcraHcii TPHHYKIeOTH/I-
HUX MOBTOpPiB. OcOoOIMBOCTI XBOPOO T€HHHUX €KC-
MaHCii.

6. denoruniunmii eekT reHHUX MyTaiii. ['eHe-
TUYHUH 1 KIHIYHEE TTo1iMOp¢i3M MOHOTEHHUX 3a-
XBOpIOBaHb. YacTOTa FeHHUX MyTallii.

7. 1o Take xpoMocoMHi abeparttii? DeHOTUITIYHHIA
eeKT XpoMOCOMHUX abepalliii — 30ayaHCcOBaHI Ta
Hez0anmaHcOBaHl MyTalii. 3HaUEHHS XPOMOCOMHUX
abepalliii B eBOJIIOLII.

8. OxapakTepusyiTe THIIH XPOMOCOMHHX abe-
pariit: merenii, qyrurikanii, iHBepcii, KiTbIeBl XpOMO-
COMH, 130XpPOMOCOMH, TPAHCIIOKAIIil, IEHTPHYHE PO3-
JUJICHHSI, TULIEHTPUYHI XPOMOCOMHU.

9. Illo Take TpaHciokxaii? OxapakrepusyiTe pe-
LUIIPOKHI TpaHCIOKalii, TpaHcno3ullii, podepr-
COHIBCHKI TPaHCIOKAIIi.

10. o Take reHoMHi MyTanii? Bumu reHOMHUX

11. MoxnuBi MexaHi3Mu (GOPMYyBaHHS TOJIi-
rwioigiB. KiiHiuHe 3HaUeHHS TPUILIOIAIl: MiXypOBHiA
3aHOC, CIIOHTaHHI a0OPTU, XPOMOCOMHI XBOPOOU.
@DyHKIIOHAJIbHA HEOJHO3HAYHICTh MATEPUHCHKOIO 1
6aThKIBCLKOI'O T€HOMIB.

12. TTpuunHu HOpMyBaHHS TeTEPOILIOININ, BUAM
reTepOILTOIIIH.

13. 1o Take Mo3aiuu3Mm 1 xumepusM? MexaHizmMu
bopMyBaHHsI M03aiKiB 1 xuMmep. MeIuuHe 3HAYCHHS
TFOHAJITHOTO MO3ailu3My.

14. 3amuc HOPMAIBHOTO 1 3MIHEHOTO KapiOTHITY
JIOTNHHL.

15. o Take myrtarenHi paktopu? dizuuHi,
XiMiYyHi Ta G10JIOTIYHI MyTareHH.
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16. 3axucHi MexaHi3MH, IO 3HWKYIOTh YacTOTY
MyTaliid y JOAMHUA. 3HAYEHHS IPUPOAHOTO 1000pY
Ha paHHIX eTanax eMOPIOHAIILHOTO PO3BUTKY.

17. Bunu pemapanii JHK. XBopobu pemapairii
JHK.

18. 1o Take aHTUMyTareHN?

19. IMpuknaau sBUII, K1 HE BIAMOBIAAIOTH KOH-
LeMnii MEeHeNiBChKOTO YCIIaJKyBaHHS Y JIOAMHU.

20. T'enomuuit imnpuHTUHT. MeTtmnyBanns JTHK
— MOJIEKYJIIPHUM MeXaHi3M F€HOMHOI'0 IMIPUHTHH-
ry. XBOpoOU F€HOMHOT'O IMIIPUHTHHTY.

21. InakTuBaniss X-XxpoMOCOMH SIK MEXaHI3M KOM-
nencaii qo3u reuis. KiriHiuHe 3HaYeHHS IHAKTUBALII]
X-XpoMocoMHU.

22. o Take yHIapeHTHA AUILIOLIIS, AUCOMIsI, 130-
nrcoMis? MenuyHe 3HaAYCHHS 1IbOTO (heHOMEHa.

KoHTpoabHO-HABYAILHI MUTAHHS

3asoanna 1

OO0epiTh OAHY BiAIOBIIb.

1. MeauuHa reHeTHKA BUBYAE:

A. KitiHi4HI 0COOIMBOCTI CIIaIKOBUX XBOPOO

B. Erioiorito, maToreHes CraiKkoBHX XBOPOO 1 XBO-
po0 3i CIaIKOBOIO CXUJIBHICTIO

C. lIsixu mpodIaKTUKU CHAJKOBUX XBOPOO

D. Ponb cnankoBux (pakTOPIB y MATOJIOTIT JIFOAMHA

E. Bce BipHO

2. 'Y aboproBanoro eMopioHa xapiotumn 69,XXY.
Ska ne myrtamis?

A. Tpumnoinis

B. Tpucowmis

C. Terparutoigis

D. Aymikaris

E. Heneris

3. Y BariTHOI *iHKU MPOBEJEHO IIAIIEHTOLIEHTES.
IMpu nuTOreHETHYHOMY AOCIIIKEHHI TKAHWHU TUIa-
LeHTH Bu3HayeHo kapiotun 45,X0. SAka ue myraris?

A. Hymicomis

B. Tpucomis

C. MoHocowMmis

D. Aymikanis

E. Henerist

4.V XIHKY B aHAMHe31 J1Ba caM0abopTH B PaHHbO-
My TepmiHi. [Ipu kapioTunyBaHHI y Hel 3aMIiCTh IBOX
xpomocoM 13 3HaliieHa oiHa OBTa XpOMOCOMa, siKa
00’e/THy€e TEHETUYHUI MaTepiai ABOX XpoMocoM. Ska
e MmyTaris?

A. Jymumikaris

B. PoGepTcoHiBChbKa TpaHCIOKAITS

C. PenripoxHa TpaHCIIOKAIlis

D. InBepcis

E. JuneHTpuyHa xpoMocoMa

5. Ipu gocmipkeHHI KapiOTHITY HOBOHAPOJIKEHO-
ro 3 MICALENOAIOHUM OOINYYSIM, CHICIM(IUHUM IIa-
4yeM BUSIBJICHA JIeJielliss KOPOTKOTO Iuieda 5-1 XpoMo-
comu. fka ue myTauis?

A. Tenna myTaiiist — 3aMiHa HYKJICOTH]Iy Ha KOM-
IJIEMEHTapHUI

B. XpomMocoMHa myTallis — BTpaTa JUISHKH XpO-
MOCOMH



C. XpoMocoMHa MyTallis — MOBOPOT JUISHKHU
xpomocomu Ha 180°

D. T'enomHa myranis — B IUILIOITHOMY Habopi
XpOMOCOM € Of[HA 3aliBa XpOMOCOMa

E. 'enomHa MyTalliss — BIiICYTHICTh OJTHIET Xpo-
MOCOMH B JUIUIOITHOMY HaboOpi

6. Y MenuKo-reHeTUYHUMN LEHTPp 3BEepHYyIacs
KIHKa, B aHaMHe31 sIKO1 0yJio 3 CIIOHTaHHUX a0OpPTH.
IIpu xapioTUITyBaHHI BUSBIICHO 1HBEpCito 9-1 Xpomo-
comu. Slka e myrairis?

A. TloBOEHHS TUTSHKY XPOMOCOMU

B. Brpara miisHKH XpOMOCOMH

C. IToBopoT AinsHKH XpoMocomu Ha 180°

D. IlepeHeceHHs IUTSIHKHM XpOMOCOMH Ha HETOMO-
JIOTIYHY

E. [TepeneceHHs TUTIHKA XpPOMOCOMH B THIIIE MicCIe
LIET K XPOMOCOMH

7. Y MenUKO-TeHeTUYHMIA LIEHTP 3BepHYIacs CiM s,
B anamuesi y xiHku Oyi0 8 CHOHTaHHUX abOPTiB.
DeHOTUIIN NOAPYAOKS HOPMaJIbHI. SIka XpoMOocOoMHa
abepallis Moxe OyTH HAWBIPOTIIHINIOW MPUYHHOIO
TaKol MaToyorii?

A. Jleneuis

B. InBepcis

C. Oymmikanis

D. PobGepTcoHiBCBEKa TpaHCIIOKAIIiS

E. [3oxpomMocoma

8. ¥V AuTUHU 3 BPOKCHUMU BajJaMHU PO3BUTKY
JlilarHOCTOBaHa TpucoMisi 3a 18-10 xpomocomoro. Ska
e MyTtais?

A. T'eHoMHa MyTalliss — BIiZICYyTHICTh TApU XPOMO-
coM

B. XpomMocomHa myTalliss — BTpaTa JUISTHKHA XpO-
MOCOMH

C. XpoMocoMHa MyTallis — MOBOPOT JUISHKHU
xpomocomu Ha 180°

D. I'enoMHa MyTallis — B IUINIOITHOMY HaOoOpi
XpOMOCOM € Of[HA 3aliBa XpOMOCOMa

E. 'enomHa MyTalliss — BIICYTHICTh OJHIET Xpo-
MOCOMH B JUILIOITHOMY HabOpi

9. B nuToreHeTnuHii 1abopaTopii AOCTIIKYIOTh
MeTadasHy IJIACTHHKY JIOJUHU. BUSBICHHS SIKOTO
THITYy XPOMOCOM MOJKE CBITYUTH MPO MATOIOTiI0?

A. MeTtaneHTprHYHUX

B. CyOmeraneHTprUHUX

C. AKpOLICHTPUYHHUX

D. TenoueHTpruyHUX

E. CynyTHUKOBHX

10. TTpukiiajoM MOHOCOMII y JIIOJUHU € CHHAPOM:
A. layna

B. ITartay

C. EnBapaca

D. KnaitagensTepa

E. lepemeBcbkoro — TepHepa

11. Jlesixi MyTartii y JIOAMHI MOXYTh OyTH 30a1aH-
coBaHUMH (0e3 3MiHM (peHOTHITY), ajle BOHU € IPHYH-
HO0 OE3IUTITHOCTI y HOCIIB Takoi MyTalii. BkaxiTh
MPUKJIAJNA TAKAX MyTallii.

A. Heneuii

B. dymumikanii
C. Tpucowmii
D. IuBepcii

E. Monocomii

12. ¥V aboprtoBaHoro eMmMOpioHa KapioTUl
47,XX,+21. Ska ne myrartis?
A. Tlonirnoinis
B. Jymmikarist
C. enewis
D. Tpucomis
E. Mounocowmist

13. HaifinTeHCcHBHIIlE JeTabHUI edekT MyTalin
BUSIBIISIETHCS HA PaHHIX eTanax eMOpiOHAIBHOTO PO3-
BUTKY. SIKHMil BiZICOTOK eMOpIOHIB TMHE JIO IMIUIaH-
Talii, To6TO 0 KIIHIYHO 3aPEECTPOBAHOI BATITHOCTI?

A. 1%

B.5%

C.15%

D. 50 %

E. 84 %

14. BkaxiTp, siki MyTatii € jJeransHuMu B 100 %
BUNAAKIB?

A. MoHocoMis 32 X-XpOMOCOMOIO

B. Tpucowmis 3a cTaTeBUMH XpOMOCOMaMHU

C. TerpacoMmisi 3a CTATEBUMH XPOMOCOMAaMH

D. MonocoMis 3a aBTocoMaMu

E. Tpucowmist 3a aBTOCOMaMu

15. Henenist omHiel 1 Ti€l K OUISHKU JTOBIOTO ILIe-
4ya 15-1 XxpoMOCOMHU MO’K€ BUKJIMKATH Y JIFOJWHU J1BA
PI3HI 3aXBOPIOBaHHS (SIKIIO YCITAIKOBYEThCS BiJI Ma-
Tepl — CHUHAPOM AHrelbMaHa, BiJi OaTbka — CHH/I-
pom Ilpanepa — Bimni). Lle cBiquuTh npo pi3Hy ax-
THBHICTh T€HIB, YCIaJKOBaHUX BiJl OaThka 1 Martepi.
Sk Ha3UBAETHCS TEHETMUHUN (PeHOMEH, 1110 00yMOB-
JIIO€E 11 ABUILE?

A. Myrariis

B. Moaudikarris

C. T'enoxomist

D. I'eHOMHUH IMIPUHTHHT

E. ®enoxkormis

16. Y nmitepaTypi ONucaHO BHUIA0K yCIAIKyBaH-
HSI MYKOBICIH/I03Y (aBTOCOMHO-PEIIECBHA MATOJIOTIsN)
BiJl MaTepi — reTepO3UTrOTHOI HOCIIKHM reHa (0aTbKo
3I0POBUI 1 TOMO3UTOTHMIA). SIkuil reHeTUUHUN peHo-
MEH MOXe TOSICHUTH Take siBuine?

A. YHInapeHTHa TUTHIOITIS

B. YHinapeHTHa i301ucoMist

C. YHinapeHTHa qucomis

D. T'onanuuit Mmozainusm

E. 'eHOoMHMI IMIPUHTHUHT

17. Y XBOpPOTo 3 CHMITOMaMHU repMappoauTHIMY
JiarHocToBaHo Kapiotun 46,XX/46, XY. Skuii Haii-
BIPOTIHIINI reHeTHYHHI (PeHOMEH MOKE TTOSICHUTH
MOSIBY TAKOT'O CKJIAJHOTO KapioTuiry?

A. YHImapeHTHa AUCOMis

B. YHinapenTHa nuruioigis

C. T'onagauii Mo3ainmsm



D. Xumepuszm
E. 'eHOMHUI IMIPUHTHUHT

18. ITmakTuBaris X-xpoMocoMu (YTBOPEHHS TiJICIh
Bappa) Haiikpalilie OMUCYETHCSI OJJHUM 13 TAKUX TBEp-
JUKEHB.

A. TIporiec iijie B MITITKOBOMY TIepioi

B. IHakTUBYIOTHCS yCi T€HH, JIOKaIi30BaHI B
X-xpomocomi

C. 3abe3meuye KOMIICHCAIIIIO JO3M T'eHIB, 3UeIie-
HHUX 3 X-XPOMOCOMOIO

D. Iporuec BiamoBiganpHuii 3a HEHOTUITIYHI 3Mi-
HHU, K1 crlocTepiratoThes mpu cunapomi LlepenieBcs-
koro — Tepnepa

E. Cnocrepiraerbcst B HOpMi y IUIOAIB YOJIOBIUOL
Ta )XIHOYO] cTaTi

19. deHOoMEH aHTUIUNALI MTOJISTa€ B HAPOCTAHHI
TSDKKOCTI CUMIITOMIB 3aXBOpIOBaHHs i/ab0 B OiibII
paHHill MaHidecTalii B HACTYIHUX MOKOMiHHsAX. Lleit
(heHOMEH XapaKTepU3y€e 3aXBOPIOBAHHS, IIO 3yMOB-
JIeHI:

A. Mikpojenemisamu

B. MyraiiisiMu TeHiB MiTOXOHAPIH

C. e HOMHUM IMIPUHTHHTOM

D. Ekcnianciero TpUHYKIJICOTHIHUX MTOBTOPIB
E. 'onaguuMm Mo3ainu3Mom

20. VHinmapeHTHa JUCOMIisl MOXKe OyTH HalKpaiie
OIUCAaHA OJTHUM 3 TAKUX TBEPJKCHb:

A. BuHukae, sIKIo oOHJIBi XpOMOCOMHU 3 TIApH ycC-
MaJIKOBYIOTHCS Bifl OTHOTO 3 OATHKIB

B. IosicHIoe ycmagkyBaHHS 3aitBoi 21-1 XpoMoco-
MU BiJI MaTepi pu cuHapomi JlayHa

C. O3Hauae, 10 BCl XPOMOCOMHU B JTUTUIOITHOMY
Ha0OpIi ycraJKoBaHi BiJI OJJTHOTO 3 OATHKIB
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E. Moxe npusBecTd 10 (HEHOTHIIYHOTO MPOSBY
ABTOCOMHO-PEIIECUBHOI O3HAKH Y T€TePO3UTOTH

21. V MeauKO-reHeTUYHHI LIEHTp 3BepHYJacs
ciM’s. YoJoBIK 1 JKiHKaA 3I0POBi, MOJIO/I. Y KIHKH B
aHaMHe3l 4 CIIOHTaHHI abopTH B PAaHHBOMY TEPMiHi.
JocmipKkeHHST KapiOTUIIB MOAPYXOKS TT0Ka3ajio, Mo
y )IHKHU 45 XpoMocoM, ajie ofHa 3 XxpoMocoMm 13 mo-
JIOB)KEHA 1 MICTUTh TCHETHYHMI MaTepial 15-i xpoMo-
comu. [1po siky MyTariiro e MoBa?

A. PenmmnpokHa TpaHCIIOKaIlist

B. PoGepTcoHiBchka TpaHCIOKaIis

C. Tpucomis

D. Aymnikanis

E. TaBepcis

3aeoanns 2

I'eHoMHWMI IMIPUHTUHT 1 iHAKTHUBALiS X-XpPOMO-
comu (yTBOpeHHs Tinens bappa) — ue npuknaau eri-
TEHETUYHOI'O MEeXaHi3My KOHTPOJIIO eKCHpeCii reHiB.
SIxi 3 HaBeIeHUX HIDKUYE TBEepIKeHb (Big 1 mo 7) xa-
paKTepu3yOTh: (A) TeHOMHMIA IMIPUHTHUHT, (B) iHak-
tuBaiio X-xpomocomu, (C) oOuaBa mpoiecH.

1. V HopMmi mpoliec BifOyBa€ThCS TLIBKU B cOMa-
THUYHUX KJIITUHAX KIHOK

2. Y HOpMI mpolec iae TUIbKU B COMaTUYHUX
KIIITUHAX YOJIOBIKIB

3. Iporiec nepebirae mpu criepMaToreHesi abo oBo-
reHesi

4. BunaaxoBo iHaAKTUBYE TeHU OaThKa a00 MaTepi

S. Ipu3BOAUTH 1O HEBUITAJKOBOI iIHAKTHUBAIIil
JIMIIIE TIEBHUX TeHiB O0aThka abo maTtepi

6. BuzHauae epekT 0aTBKIBCHKOTO TTOXOKEHHS B
eKCITpecii JeSIKUX TeHIB

7. ITpu3BOIUTH 10 MO3ailIM3MY B €KCITpECii IeTKUX
T'CHIB



Pozoin 3

KIIACUDIKALIA, 3AT'AJIBHA XAPAKTEPUCTUKA
I CUMIITOMATHUKA CITAJIKOBUX XBOPOB.
3ATAJIBHI IMTPUHLUIIN KJAIHIYHOI JIATHOCTUKHW ___

3.1. KIACU®PIKALIA
I 3ATAJIBHA XAPAKTEPUCTUKA
CITAJKOBUX XBOPOb

o Take cmagkoBi xBopodu? CriaIKOBUMH HAa3H-
BaIOTh XBOPOOU, 3yMOBJIEHI 3MiHOIO IeHOTHUITy (TOO-
TO MyTauissMu). TepMiH MOXOIUTH BiJl CIOBa «CHa/l-
KOBICTB», 8 HE «yCIaIKyBaHHsD (Ilepeaada 3 HOKOJiH-
Hs B 1TOKOJIiHHs). CraJgKkoBi XBOPOOU He 3aBXKAM ITe-
penaroThes Bif 0aThKiB 10 jaiTed. barato craakoBux
3aXBOPIOBAHb HE MOXYTh yCHAIKOBYBATHCS, OCKLIb-
K{ BUKJIMKAIOTh y XBOPHX O€3IUIiAHICTh ab0 NaloTh
netanbHul edexT. CriaIkoBi XBOPOOH MOXKYThH BUHU-
KaTH y JiTel 3M0pOBUX OATHKIB BHACIIIOK HOBOI MY-
tamii. Hanpukitan, xBopi 3 cuaapoMoM JlayHa Hapo-
JOKYIOTBCSL, SIK TIPABIIIO, Y 3A0POBUX OaTHKiB. 3 iHIIIO-
ro OOKy, AesKi eHIeMiuHi 3aXBOPIOBAHHS CIIOCTEpira-
I0TbCsl Yy 6aThKiB 1 1iTeil. CTBOPIOETHCS BPAXKEHHS yC-
NaJKyBaHHS, ajleé 3aXBOPIOBAHHS HE € CHaAKOBUMHU
(HampuKiIam, eHIeMIiYHUi 300).

Citizi pO3pI3HATH TEPMIHU «CHAJKOBI» Ta «BPO-
JOKCHI» 3aXBOPIOBAHHS, «CIAJIKOBI» 1 «CIMEWHI» 3a-
XBOpIOBaHHS. BpomxkeHi XxBopoOu — 11e XBOpoOH, AKi
BUABIISIIOTHCS 3 MOMEHTY HapokeHHs. Jlo HuX Haue-
KaTh SIK CIIAJKOBI, TaK 1 HecnagkoBi xBopobu. Ha-
MIPUKJIaJA, HECTIAAKOBUMH € BPOKEHI Bau PO3BUTKY,
SIK1 COPMYBAITUCS TTiJT TI€I0 TEPATOTEHHUX (PAKTOPIB,
a TakoXX BpOKeHi iHgekuiil. 3 iHmoro 00Ky, He BCi
CIIAJIKOBI XBOPOOH € BpoKeHUMH. YacTuHA 3 HUX BU-
SIBJIIETHCS BIIEpIIe B AUTAYOMY, MIATITKOBOMY,
3pisIoMy 1 HaBITh cTapedoMy Billl. Hanpuknan, xopes
I'enTiHrToHa (ABTOCOMHO-IOMIHAHTHE 3aXBOPIOBaH-
Hs1) BUSIBJISIETBCS acrTine y Bini 40-50 poxkis.

CimMeltHi XBOpOOM — 3aXBOPIOBAHHS, IO 3YCTpi-
4aloThCs cepel] WieHiB ofHieil cim’i. CriaakoBi XBopo-
6u yacto € cimeitnumu. [IpoTe CcIMEHHUMH MOXKYThb
OyTH 1 HeCcraJIKOB1 XBOpOOU, 3yMOBJIEHI O/IHIEIO 1 TIEIO
XK TIKIITUBOIO TPOdeCi€ro, MKITMBUMHA CIMCHHUMHA
3BUUYKAMHU, HEMIPABWIHbHUM XapUyBaHHSIM Ta iH.

KIIACU®DIKALISA
CITAAKOBUX XBOPOB

lenetnuna knacudikaris 6a3yeTbes Ha Kinacudi-
Kalii MyTalii.
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Bcro ciaikoBy maToyoriro MOXKHA PO3AUIMTU HA
st Tpym (H. I1. Boukos, 2001):

1. MoHoreHHi (reHHi) XBOPOOU — CIPUYMHEHI
TeHHUMM MYTaIlisIMU (aXOHApoIuiasis, GeHiTKeTOH-
ypis, reModiis Ta iH.).

2. XpOMOCOMHiI XBOpOOM — 3yMOBIIEHI 3MiHOIO
KUTBKOCTI ab0 CTpyKTypu XpoMocoM (cunapom [ay-
Ha, [Tatay, EnBapmaca ta iH.)

3. XBOpoOH i3 CIaJIKOBOIO CXMIIBHICTIO (CHHOHIM:
MyIbTH()AKTOpIabHI) — XBOPOOH, PO3BUTOK SIKUX
BU3HAYAETHCS B3AEMO/IIE€I0 3MIHEHOTO TEHOTHUITY 1H U~
BiZa 1 paKkTOpiB HABKOJIMIUIHHOTO CepeloBUIIa (3asi-
ya ry0a, KIHMIIOHOTICTb, TIIEPTOHIYHA XBOpOOa, IIu-
30¢)peHis Ta iH.)

4. TeHeTHYHI XBOPOOU COMATHUYHUX KIIITHH — 3Y-
MOBJICHI COMATUYHHMH MYyTallisMu (OUTBIIICTD ITyX-
JIUH, JIESIKI CIIOpaInYHI BUITAIKU BPOJDKEHUX BaJl, MO-
3aiuHi (opMU XPOMOCOMHUX XBOPOO Ta iH.)

5. XBopoOu TeHeTUYHOI HECYMICHOCTI MaTepi Ta
To/1a (reMOIiTHYHA XBOpoOa HOBOHAPOKEHUX, KA
BUHUKA€E B PE3yJbTATI HECYMICHOCTI MaTepi 1 Iioaa
3a Rh-anturenom, anturenamu rpynu ABO Ta iHmm-
MU T'PYIOBHUMHU AHTHTCHAMH).

Kuiniuna xinacudikanis rpyHTYEThCS HA CUCTEM-
HOMY 1 OpraHHOMY NMPUHIUIII: HEPBOBO-M’SI30BI,
IICUXiYHI XBOPOOH, XBOPOOH OMOPHO-PYXOBOTO
amapary, IIKipu, 3y0oIeNaenHoi AUISTHKA, KPOBi
Ta iH.

CUH/IPOM VY KJIHIYHIN
TEHETULI

TepMiH «CHHAPOMY» y KIIIHIYHIN TeHETHUILl 4YacTo
BUKOPHUCTOBYIOTh SIK CHHOHIM CJIOBa «XBOPOOay.
MosxHa ckazatu «xBopoba JlayHa», «xBopoba Ila-
Tay» 1 «cuaapom [ayna», «curapoMm Ilatay». ITo
BIIHOIIEHHIO JIO JIESKUX CHAJKOBUX 3aXBOPIOBAHb
CIIOBO «CHHJPOM» BUKOPHCTOBYETHCS YACTIIlIe: CHH-
npomu Knaiitndenbsrepa, Lllepemescrkoro — Tep-
Hepa, Paccena — CinbBepa, Kopuenii-ge-Jlanre ta
iH. OOYMOBJICHO 1€ TUM, 1[0 3a3HAYEHI HO30JIOT1UHI
dhopMu crmoyaTKy OyJIU ONHCaHI IK CHHIPOMH, €Tio-
joris ix He Oyna Bimoma. Ha Toit wac, xonu Bcra-
HOBHJIM €TIOJIOTiI0, HA3BH CTAJIM 3aTajbHONPUIHS-
THMU.



OCOBJIMBOCTI KJITHIKA
CIHAAKOBOI TTATOJIOI'TT

Jns cnagkoBoi MaTojIorii XapakTepHi Taki 0co0-
JUBOCTI.

1. Cimeitnuii xapakTep 3axBoproBaHHs. Bognouac
HasiIBHICTb 3aXBOPIOBAHHS TiJIbKM B OJHOTO YJIeHA
CIM’1 He BUKJIIOYAE CMaJKOBOI'0 XapaKTepy 3aXBOpIO-
BaHHSI, OCKIJIbKH O0aThKH XBOPOT'O MOLIJIM OyTH 3J10-
POBUMU reTepO3UTOTHUMH HOCISIMU PELIECUBHOTO Ta-
TOJIOT1YHOTO reHa. JIOMIHAHTHI MOHOTEHHI 3aXBOPIO-
BaHHS 1 XPOMOCOMHI XBOPOOM YacTO BUHUKAIOTH SIK
HOBI MyTalliil y JiTell 3M10poBUX OATHKIB.

2. XpOHIYHUH, MPOTPEIEHTHUH, PEIUIUBYIOUNI
nepeOir. ITaToMoriYHMit TeHOTHUI i€ MOCTIHHO, UM
MOSICHIOETHCSl XPOHIUYHUI PElUIUBYIOUYNH mepedir
CHa/IKOBUX 3aXBOPIOBaHb. [IporpenieHTHUI niepeldir
(3 BIKOM CTaH XBOPOT'O OOTSKYETHCA) XapaKTEePHUN
JUISI CITaIKOBUX MOPYIIEHb OOMIHY PeuOBUH, 0COOJIH-
BO XBOPOO HAKONMYEHHS, MPU SKUX Y KIITHHAX Ha-
KOITMYYIOTHCS BEJIUKI MOJICKYJIH.

3. Bpomkenuii xapakTep 3aXBOPIOBAHHS Xapak-
TepHMIA 17151 6araThoX, aje He JAJIs BCIX CMaJIKOBHX 3a-
XBOPIOBaHb. BiIBIIICTh XPOMOCOMHUX XBOPOO 1
6513bKO 25 % MOHOTEHHUX BUSBIISIIOTHCS 3 MOMEHTY
HapojpKeHHs. Pemra — B pi3HOMY Bimi (Bif KUTBKOX
JIHIB JIO CTApeuoro BIKY).

3 iHmoro 60Ky, He BCl BPOJDKEHI 3aXBOPIOBAHHS 1
BaJli PO3BUTKY HAJICKATH /IO CHAJAKOBUX (&JIKOTOJIb-
HUH CHHIPOM ITI0/1a, liabeTnyHa eMOpiodeTomnaTist Ta
IHIII, CIIPUYMHEHI JIIEI0 TEPATOreHHHX (DAKTOPIB).

4. 3aiydeHHs B MMATOJIOTIYHUI Tpolec 0araTbox
oprasiB abo HaBITh CHCTEM OPTraHIiB JO3BOJISE MPU-
MyCKaTH CIaJKOBY maTojorip. Lle moscHoeThCs
TUICHOTPOTTHOKO JII€I0 TeHIB (IJICHOTPOIis — BIUIUB
OJIHOTO TeHa Ha opMyBaHHs 0AraThOX O3HAK).

5. HasiBHICTh crienipiuHUX CUMIITOMIB CIIAJIKOBHX
XBOpOO XapakTepHa He JJI BCIX 3aXBOPIOBaHb, aje
BOHH Ba’kKJIMB1, OCKIJIBKH JO3BOJISIFOTH CBOEYACHO JIia-
THOCTYBATH CIIAJIKOBY NaToJIoT k0. [Ipukiaam: Muma-
YMif 3amax cedi Ta MOTy NMpu (EeHUIKETOHYPIl; miad,
110 HAraJye HABKAHHS KOLICHATH, IIPU XPOMOCOMHIM
MATOJIOTIl «CHHJIPOMi KOTSYOTO KPUKY» Ta iH.

6. Pe3UCTEHTHICTh 4O HAWUNOIIUPEHIIINX METOIIB
teparii. ChoroHi po3po0iIeHo METOAM JIIKYBaHHS Je-
SKMX CITaJIKOBHX 3aXBOPIOBAaHb, ajie BOHU JIyXKe Bill-
PIBHSIFOTBCS Bill METOJIIB JIIKyBaHHS MOIIMPEHUX He-
CIIaJKOBUX 3aXBOPIOBAHb.

3.2. CUHAPOMOJIOI'TYHUI
JIATHO3 Y KJIHIYHIN
T'EHETULII

CnaakoBi 3aXBOPIOBAHHSI € HACIIIKOM 3MiH Ie€HO-
THITY, SKi CIPUYHUHIOIOTH TTOPYIIEHHS eMOpPiOHAITBEHO-
ro po3BUTKY ab0 MOPYILICHHS MEBHOI JIAHKU OOMIHY
peuoBuH. OCKITBKN KOXEH I'€H MAa€ MEBHY (PYHKIIIIO,
y PI3HUX JIO/IeH OTHAKOBI MyTallii MPOSBIISIOTHCS CXO-
WUM (PEHOTHUIIOM (SIK IIPABUIIO, HE OJTHUM CUMIITOMOM,
a ix koMriekcoM). CrierugivHe MoeTHaHHS 30BHIIIHIX
03HAK XBOPOOU MOXe OyTH MOsICHEHE TUICHOTPOITHIM
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(MHOXXMHHMM) BILUIUBOM T€HIB 1 CTBOPIOE HACTIIBKH
XapakTepHUi (peHOTHIT XBOPOro, 110 Lie iHOl Big0O-
paXXeHO B Ha3Bi 3aXBOPIOBAHHA (CHHIPOM «OOIMYYS
enbda», CHHIPOM «OOJIMYYS TUTOa», CHHAPOM «Ilac-
JIMBOI JISJIBKW», «MOHI'OJIOIIHA 1110TisH» — cTapa Ha-
3Ba cuHapomy JlayHa Ta iH.)

3HauM, SIKi CHMIITOMH XapaKTepHi IS JaHOTO
CHaJKOBOTO 3aXBOPIOBAHHS, MOXXKHA TIarHOCTYBaTH
Horo Ha mijgcTaBi aHalizy (EHOTUIY XBOPOTO.
Criifika CyKYITHICTh CUMIITOMIB, 00’ € THAHUX OJHUM
MaTOTeHEe30M, HA3UBAEThCS CHHIPOMOM. TakuMm 4u-
HOM, JIIaTHO3 CITaJIKOBUX 3aXBOPIOBaHb — CHHIIPO-
MOJIOTIYHUH.

BinbuiicTe ciaAKOBUX CUHAPOMIB 1iarHOCTYETHCS
TUTBKHY Ha MIACTaBl XapaKTEePHOI KIIHIYHOI KapTHUHHU.
JiarHocTuky cnagkoBHUX 3aXBOPIOBaHb, 11O YACTO
TPYHTYETHCS Ha crieli(iuHOMY (PEeHOTHUI XBOPOTO,
HA3UBaOTh MOPTPETHOIO (CUHIPOMOJIOTIUHO0). JliIst
MOJIETILIEHHS TOPTPETHOI IIarHOCTUKY CTBOPEHI J1iar-
HOCTUYHI atiacu 3 pororpadisMu XBOpHX 13 CrIaIKO-
BOIO TMATOJIOTIEIO 1 IIarHOCTUYHI KOMIT IOTEPHI MPO-
rpamu. ToYHUI MiarHO3 MOTPIOCH JIKApPIO IS Ipa-
BUJILHOT'O BU3HAYEHHS TPOTHO3Y XKUTTS, BUOOPY TaK-
TUKHU nikyBaHHs. Hanpuknan, npu cunapomi Ilatay
HEMAa€ CEHCY POOUTH CKJIaJHI omeparii 3 NpUBOIY
IIJIMHY TTiHEOIHHS, OCKUIBKY JIITH MPU IbOMY CUH/I-
pOMi HeXXUTTE3ATHI. ATpe3ist CTpaBOXO/1y MOXKe OyTH
130JIbOBaHOIO BAJ0I0 PO3BUTKY 20O CUMIITOMOM Jie-
tanpHOro cunapomy i Jxopmki. VY nepimoMy BUMaI-
Ky PEeKOMEHJ/IOBaHE OllepaTUBHE BTPYYaHHS, a B JIPY-
rOMY — BOHO HE Ma€ CEHCY.

Kpim Toro, TouHuUi iarHO3 IO3BOJISIE BU3HAUNTHU
XapaxTep ycraJKyBaHHs O3HAKH, 11O Ja€ MOXIIUBICTD
po3paxyBaTH BipOTiTHICTh HAPOIIKCHHS B ManOyT-
HbOMY XBOPOI JUTUHU U 0OpaTH ajJeKBATHI 3aXOIH
MPEHATAIIBHOT IIaTHOCTHKH.

3.3. 3AT'AJIBHI ITPUHLIUIIN
KJIHIYHOI JIATHOCTUKU
CITAJKOBUX XBOPOb

Oco0aUBICTIO KIIIHIYHOI TEHETHKH € T€, 1[0 00 €KT
JIOCITIIDKEHHS — He OKpeMHUil XBopuid, a ciM’st. CiM’ero,
Y BY3bKOMY PO3YMIHHI CIIOBa, HA3UBAIOTh OATHKIBCh-
Ky Tapy 1 IXHiX JiTeH, aje iHOI ¥ IIUpIIEe KOO Po-
qugiB. 301p BiJOMOCTEH MPO CIM’'F0 TTOYMHAETHCS 3
npobanma. [Ipobang — 11e MrOIMHA, IO 3BEPHYJIACS
10 Jikaps abo Mepioro MmoTpamnuia y moye 30py 1o-
crnigauka. Lle moxe 6yt nutHa a60 10poca JIoIu-
Ha, a TAKOX MOAPYKHS napa. HuHi 10 Meauko-rexHe-
THUYHOI KOHCYJIBTAIII] YaCTIIlle 3BepTAIOThCS CIM’1, 10
BX€ MAlOTh XBOPY JUTHHY. B 11boMy BUIIaKy Menu-
KO-TeHETHYHE KOHCYJIbTYBAHHS HAa3UBA€THCS PETPO-
CIEKTHBHMM, a IPOOAHIOM HA3MBAIOTh XBOPOTO.

JiarHocTUKa CHAJKOBUX XBOPOO, K MPaBUIIO,
JBOETAITHA!

1) 3aranpHe KIIiHIYHE OOCTEKEHHS XBOPOTO, CKJIa-
JIAaHHS 1 aHAJTI3 POJIOBOJLY, & TAKOXK MapakKIIiHiuHe 00-
CTeXeHHs 3a nokasaHHsMu (Y3, peHTreHoIoriuHe,
€H/IOKPUHOJIOTIYHE, IMyHOJIOTIUHE 1 T. 1H.);

2) mpu mino3pi Ha KOHKPETHY CHaAKOBY MATOJIO-
Tif0 — CIeniaibHi TeHeTHYHI JOCIIKeHHS (IUTOore-



neruuHi, JHK-miarnocruka, cremiaiabHi 010XiMIiuHI
METO/IN).

3.3.1. OCOBJIMBOCTI
3b0PY AHAMHE3Y

OOcTexXeHHsI XBOPOTO MPOBOJINUTHCS 32 3BUYHOIO
CXEMOIO.

ITpu 360pi macmopTHUX TaHUX i aHAMHE3y HEOOXi-
HO 3BEpTaTH yBary Ha Take:

1. Ipi3Buie, iM’s1, Mo 6aTbKOBI OATHKIB. Y MaTepi
yKa3yloTh JiBOYe Ipi3Bulle. 30ir npi3Buila 0aThka i
JiBOUYOTO MpI3BUIIA MATEPI MOXKE TOTIOMOI'TH BCTAHO-
BUTHU Onu3bKocnopigHeHnd nurob. [Ipu Takomy
IUTIO01 MiIBUINEHA BipOTiTHICTE HAPOIHKCHHS TITCH 3
aBTOCOMHO-PEIIECHBHUMH 3aXBOPIOBAHHSIMH.

2. Bik npobaHja (BKa3ylOTb IaTy HAPOIKEHHS
npoOaH/a) i Bik OATHKIB HA MOMEHT HAPOJIKEHHS IIPO-
6anna. 3i 3pocTaHHAM BiKy 000X OaThbKiB PU3MK Ha-
POIKEHHS AiTed 3 NeSKUMM CIIaJKOBHUMH 3aXBOPIO-
BaHHSIMU 301TBITyeThCA. Tak, 31 30iIBIICHHAM BIKY
OaThKa IMiIBUIIYETHCS BIPOTIIHICT HOBUX EHHHX J0-
MIHAHTHUX MyTalliil (HApUKIaJ], aXxoHApoIuIasii Ta
HelipodidpomaTosy), a Bik MaTepi crapiie 35 pokiB
yKa3ye Ha IMiJBUILEHY BIPOTITHICTh HAPOJKEHHSI JTU-
THUHU 3 XPOMOCOMHHUMH XBOPOOaMHU.

3. HamionambHicTh 6aThkiB (Tabn. 3.1). Heski
CIaJIKOBI 3aXBOPIOBAHHS 3yCTPIUAIOTHCS MEPEBAXKHO
B 0Ci0 MeBHOI HAIlIOHAIBHOCTI (200 JKUTEIIB MEBHOL
reorpadiuyHoi MicLEBOCTI).

4. Micue npoxuBaHHs ciM’1 Ta IpeakiB Mo mate-
PUWHCBKIH 1 6aThbKIBChKiN miHii. SIKIIO TMpOTITOM
KiJIbKOX ITOKOJIIHb NMPEIKH IO MaTEPHHCHKIN 1
0aTHKIBCHKII JIIHISAX )KUJIM B OJTHOMY 1 TOMY X HEBe-
JUKOMY HACEeIICHOMY ITYHKTi, TO BeJTMKa BipOTIIHICTH
cnopimnenux 1uodiB. Kpim Toro, iHpopmartiis mpo

Tabmus 3.1. CiaakoBi 3aXBOpIOBaHHS,
0 3yCTPIYAIOTHCA B 0Ci0 MeBHOT HAIIOHAJILHOCTI
3 BHIIOI0 YACTOTOIO

HarionanpHicTh XBopoba

€Bpei-amkenasi
(BUXIAM 3 €EBPOITEHCHKUX
KpaiH)

XBopoba Test — Cakca,
xBopoba INomre

Kananui ¢paniysskoro | XBopoba Test — Cakca

MTOXOJKEHHSI

I'pexn B-Tamacemist

®DinHN [Tpupomxennit
HEPPOTUYHUN CHHIIPOM,
acapTUITIIKO3aMiHy pist

AdpoamepukaHii Ceprono1iGHO-KJIITUHHA
aHeMis

Bipmenn Ilepionnunra XBopoba

Kureni o-TanaceMis

TTiBnenno-CxigHoi A3il

TMonymnsis TTiBHIYHOT
€sponu, xuren [TiBaHs
Vkpainu, 30kpema
Onecpkoi obacti

MyKoBicIH103
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MICIIE MPOXKUBAHHS CIM’T JO3BOJISIE BUKJIOUUTH €H-
JeMiYHi 3aXBOPIOBAHHS 1 BpaxyBaTH MOXJIUBUM
BIUTUB (paKTOPIB CEPEIOBHIIIA.

5. Micuie po6oTH. 3BepTaroTh yBary Ha MOKIIUBUI
KOHTAKT 3 MyTareHHUMH 1 TepaTOreHHUMH (paKTopa-
MU; 3 1€l )X TPUYUHU HEOOXITHO 3’SICYyBaTH, B TKOMY
po/i BIICBK CITY’)KUB 0ATHKO.

6. XpoHi4HI 3aXBOPIOBAHHS MaTepi. 3BEPTaOTh yBa-
Iy Ha 3aXBOPIOBAHHS CEpPLIEBO-CYAMHHOI CUCTEMH,
OpraHiB JUXaHHs, CIICTICIIO, MiadeT, (eHUTKETOHYPIIO
Ta iH. BIuTiB Ha U111, 1110 PO3BUBAETHCS, MOXKE CIIPABIISI-
TH SIK came 3aXBOPIOBaHHS MaTepi (TIMOKCIs TUIoa Py
XBOPOOAX CepIIeBO-CYAMHHOI CUCTEMH, Aia0eTHYHa eMO-
pioderonaris, deninmipoBuHorpaana embpioderomna-
Tis1), TaK 1 MEIUKAMEHTH, 1110 3aCTOCOBYIOThCS 1Sl HOTO
JIKyBaHHS (HaIIpUKIIaJ, aHTUKOHBYJIBCAHTH, AKI IIPHU-
3HAYAFOTB MIPY JIIKYBAHHI CTIUIETICIT, € TepaTOTCHAMM).

7. HecnpusiTiiuBwii akyimepcbkuii anamue3. Crion-
TaHHI aDOPTH, 3aBMUPAHHS BATITHOCTI 1 MEPTBOHAPO-
JOKEHHS] B aHAMHe31 MOXYTb CBIIYMTH NPO HASBHICTb
30aJIaHCOBAHOT XpOMOCOMHOI MyTallii abo IHIIUX Te-
HETUYHUX IOPYLIEHb Y OaTbKa YU MaTepi.

8. OOTsDKeHMIt ciMeliHUIT aHaMmHe3. HasBHICTD y
ciM’i 260 y GIM3BKUX POAMUIB JITEH 13 CHagKOBOIO
MATOJIOTIEI0, BaAaMH PO3BUTKY, a TAKOX JIITeH, Io-
MEPJIUX Y PAHHBOMY Billi 3 HEBIIOMOI IPUYMHH, MOXKE
CBUIUYMTH TIPO YCMAAKYBaHHS B CIM’I MaTOJOTIYHUX
reHiB 200 30a1aHCOBAaHUX XPOMOCOMHHUX IepeOyI0B.

9. HeGnaromnoiryunuii nepebir BariTHOCTI, siKa 3a-
KIHYMIIACS HAPOJDKEHHSIM MPOOaH/a:

a) 3arpo3a MnepepuBaHHs BariTHOCTI CIIOCTEPI-
raeThesi IPU XPOMOCOMHUX 1 ISSIKUX MOHOT@HHHUX CHH-
JpoMax y IUIofa;

0) 3aTpUMKa BHYTPIITHBOYTPOOHOTO PO3BUTKY,
BU3HAYCHA Ha IMJCTaBl cepil yIbTpacoHOTrpagpiuHuX
BUMIpIOBaHb. HacTO CIIOCTEPIra€THCS IIPU XPOMOCOM-
HUX CHHAPOMAax y IUIOJa, MOHOTEHHUX CHHIpPOMAX,
BHYTPIIIHbOYTPOOHUX 1HEKIISIX (LIUTOMErais, mpu-
po/keHa KpacHyxa, cudimic), pagianiiiHoMy ypa-
JKCHHI, 0araTOILIiAHINA BaTriTHOCTI, aruiasii miannTyH-
KOBOI 3aJ103H Yy IUI0/1a. 3aTPUMKY BHYTPIIIIHBOYTPOO-
HOT'O PO3BUTKY CJIIJT BIAPI3HITH Bil CHHIPOMIB CIia/I-
KOBOI KapJIMKOBOCTI;

B) MQJIOBOJUISI MOXE CBIIYMTHU MIPO 3aXBOPIOBAHHS
CEYOBUALIBHOT CUCTEMH Y ITOJIA, 110 CYIIPOBOKYIOTh-
¢S 3HIKEHHSM HOPMaJTBbHOI MpoAyKIii ceui. Came 1o
co0l MaJTOBOJUIS € OJTHUM 13 TepATOTEHHUX (PaKTOPIB;

r) 6araToOBOJUIS CITOCTEPIraeThes MPH BaJax MUTyH-
KOBO-KHMIIIKOBOTO TPAKTy y IUIOJA 3 MOPYIIECHHAM
(yHKIIi KOBTAHHS;

1) Majla PyXJIMBICTh IUIOAA XapaKTepHa Ul apT-
porpuno3sy, xsopobu JlayHa.

3.3.2. BPO/GKEHI BAIIU PO3BUTKY
I MIKPOAHOMAJIII PO3BUTKY
AK O3HAKU JU3MOPDOOI'EHE3Y

Orusia XBOporo 3 Mi03poI0 Ha CHAaAKOBY MTATOIIO-
10 CIPSIMOBAHMIA HA BUSIBIICHHS O3HAK JU3Mopdore-
He3y. BoHU € cki1aioBOIO YacTUHOIO OaraThox cra-
KOBHX XBOPOO 1 3yCTpIUarOThCsl MPAKTUYHO IO BCiX
cucremax. Ha nopymenns mopdorenesy i eMopio-
HaJTBbHOTO MU]EepeHIIIOBaHHSI BKA3YIOTh BPOJIKEHI
BaIy 1 MiKpOoaHOMAaJTii PO3BUTKY.



Bpoxeni Baau po3sutky (BBP) — criiiki Mmopdo-
JIOTIYHI 3MiHU OopraHa ab0 BCbOTO OPraHi3My, IO BU-
XOIISITh 32 MEXI HOpMaJIbHOI Bapialiii iXHboi Oy10BH,
MTOPYIIYIOTH (PYHKIIIFO opraHa i (a00) CHpHINHIOIOTH
KOCMETUYHI le(eKTH. BOHM BUHUKAIOTH BHYTPIIIHbO-
yTpobHO abo (HabaraTo pijiie) miciass HapOIKEHHS
JUTUHU BHACIIAOK MOPYIIEHHS MOAAIBIIOT0 GOopMy-
BaHHS OpraHiB (HampuKIia, Baau 3yo6iB). CHHOHIMa-
MH TEPMiHY «BPOJDKEHI BaIy PO3BUTKY» B MEIMUHIi
JITEepaTypl € «KBPOMKEHI aHOMAJII1», «BPOIKEHI BaI»
1 «Baili PO3BUTKYY.

Js Ha3BUM BaJl pO3BUTKY BHKOPUCTOBYIOTH TakKi
TePMiHH.

AreHe3isi — ITOBHA BPOJKEHA BIJICYyTHICTh OpraHa.

Anasis — BpOJKEHaA BiJICYyTHICTh OpraHa 3 HasiB-
HICTIO HOT'O CYIWHHOI HIXKKH.

ATpe3is — TMOBHA BIJICYTHICTh KaHAIy abo IpH-
POJHOTO OTBODY.

Bpomkena rinorpogisi — 3MEHIICHHS MacH Tija
HOBOHapoikeHoTo abo 1roga. I1o BiAHOLIEHHIO 10
JITeN CTapioro BiKY JUIsl MO3HAYEHHS 3MEHIIEHUX
pPO3MIpIB Tijla 3aCTOCOBYIOTh TEPMIiH «HaHIZM» (Kap-
JUKOBICTh, MIKpOCOMIS).

T'eteporomnisi — HasSBHICTh KJIITUH, TKAHUH abo
LIJTAX TUUITHOK OpraHa B iHIIIOMY OpraHi abo B IHITHUX
30HaX, € iX OyTH HE TOBUHHO.

Tineprpodis (rinepmiiazis) — 301IbIIEHHS BiTHOC-
HOI MacH ab0 po3Mipy opraHa 3a paxyHOK 30LIbIICH-
Hs KUTbKOCTI (Tineprutasis) abo o6’emy (rimeptpodis)
KJIITHH.

Tinonna3zist — HeOPO3BUHEHHSI OpraHa, 10 BHB-
nseThesa AedinuToM Macu abo po3MipiB (MEHIEe Hik
Ha J[BI CUTMH IOPIBHSIHO 3 CEPEIHIMU MTOKa3HUKAMHU
IUTST JaHOTO BiKy). TepMiH «BpOKEHA TIITOIUIa3isT»
1HO/TI 3ACTOCOBYETHCSI 11O BITHOIIEHHIO IO MACH BChO-
r'0 TijIa SIK CHHOHIM TepMiHY «BPODKEHA TimoTpodis».

JlucxXpoHisi — TMOPYIICHHS TEMIIB (IIPUCKOPEHHS
a00 yMOBUIHHEHHS) PO3BUTKY.

IuBepcis — 3BOpOTHE (3epKajibHE) PO3TaIllyBaH-
HSI OpraHa.

Makpocowmist (riranTu3m) — 301TBIICHHS PO3MIPIB
Tina.

IMopymenns Jo0yasiii — 30iTbIIICHAS a00 3MEH-
IIEHHS KIJTBKOCTI YACTOK JIETeHi 200 MEYiHKH.

Ouiro- — 3MeHIIeHHsI KUTbKOCTI opraHiB abo vac-
THH opraHa (OJroJaKTUIisd — BIICYTHICTH OJTHOTO
a00 KUTbKOX MaJbIlB, OJIrOTipis — BiJICYTHICTh OK-
PEMUX 3BUBUH T'OJIOBHOTO MO3KY).

ITaru — Hepo3milieHI OMHOSNIIEB] OIM3HITA
(«ciaMchbKi OJM3HSATa»): ToOpakonaru — 3’€JIHaHi B
JUISTHII TPYTHOT KITITKY, KpaHionaru — B JUISHI ro-
JIOBH, iITiOTIaTd — B JIJISTHIT KPYIKIB.

IMaxi- — 30utbIIeHHS OpraHa abo HOro YacTUHH
(maxiripist — CTOBIIEHHS 3BUBUHU F'OJIOBHOTO MO3KY,
ITaXiOHIXis — CTOBIIECHHS HITTIiB).

IMepcucryBanns — 30epekeHHS eMOPiOHATBHIX
CTPYKTYP, SIKi B HOPMi 3HUKAIOTh /IO TIEBHOTO TEpio-
Iy PO3BUTKY (MIEpCHUCTyIOYa apTepialibHa MPOTOKA).
Opna 3 Gpopm nepcrcTyBaHHsS — He3apOIIEHHS (JU3-
padist) emOpioHaNBHOI MILTMHU (LIIUTUHU XpedTa, Tyou,
ITiTHEOIHHS).

IMoai- — HagBHICTH TOAATKOBUX OpraHiB (ToJIi-
JAKTHITIS, ITOJICIUICHIs).
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Cun- — nipedikc, o 03HavYa€ HEPO3IIICHHS (CHH-
JAKTUITISL — HEPO3JUICHHS TaJIbIIIB).

CTeH03 — 3BYXEHHSI KaHaIy abo MPUPOTHOTO
OTBOpY.

ITonBoeHHs oprana (ITOABOEHHS MATKH, IYyTH a0p-
TH 1 T. 1H.).

ExTonis — 3MiIeHHs oprana, TOOTO po3TallyBaH-
Hs Or0 B HE3BMUHOMY Miclli (pO3TalllyBaHHS CepIIs
32 MEXaMH TPYJAHOI KIIITKH).

MikpoanomaJii po3Butky (MAP), abo cTturmum
au3emopioreHesy — Mop¢oJIOriyHi 3MiHM OpraHa, siki
HE MOPYUIYIOTh HOTo (PYHKILIO i HE € KOCMETUYHUM
nehexToM, TOOTO He MOTPeOYIOTh MEIUUHOI KO-
peKIii.

MAP MOXHa pO3JIUIMTH HA TPU TPYIH:

1. AHTpOoITOMeTpHYHI (BUMipIOBaJIbHI) — O3HAKH,
SIKI BU3HAYAIOThCS a0COTIOTHUM a00 BiTHOCHUM YMC-
JIOBUM 3HaueHHsM (Maca Tijia, 3pict, 0OBiJl TOJIOBH,
CITIBBITHOMICHHS MO3J0BXHHOTO 1 MONEPEYHOTO
po3MipiB yepena Ta iH.). L{i 1aHi MOPIBHIOIOTHCS 3
HOPMAJIbHUM PO3MOAUIOM BKa3aHMX PO3MIpIB y TO-
TTYJISII.

2. AnbTepHaTHBHI — O3HaKH, ki abo €, abo ix
HeMae (namniyiomu, Qictysu ta iH.). eski 3 HuX 3ycrTpi-
YAIOTHCS TUTBKU TPH TEBHUX CHAJKOBUX CHHIPOMAaX
(HanpuKIIaa, BEpTUKAJIbHI HACIYKU HA MOULIl ByXa IIpH
cunapoMi beksita — Binemanna).

3. OmucoBi — 3MIHM HOPMaJIbHUX O3HAK, JO SIKHX
BaXKO 3aCTOCYBATU KUJIBKICHI METOIHU JTOCIIKEHHS
(3MiHAa OPOTOBIHHS WIKIpU, CTPYKTYPH BOJOCCSH
Ta iH.).

Kinbkicte MAP y 310poBUX JiTell KOJIUBAETHCS
Bix 0 o 6. Halfuacriie 3ycTpiuatoThes TaKi: eMiKaHT,
BHUCOKE MiTHEOIHHS, IPUPOCTIa MOUKaA ByXa, IJIOCKE
nepeHiccs, gehopmallis ByITHHX PAKOBHUH, KIIMHO/IAK-
T MI3UHLIB Ta 1H.

ITpu crragKoBUX 3aXBOPIOBAHHAX KUTBKICTh MIKPO-
aHOMaJIiif 30UTBIIYEThCS 00 CriocTepiraeTbes ix crie-
uiiune noegHanus. Ockinbku MAP — 11e moka3uu-
KU MOPYIICHHS MOpdOTeHe3y i eMOpiOHAIBHOTO dH-
(bepeHIIiFOBaHHS, 110 BUHUKAIOTH SK II1JT BIUIUBOM Te-
HETUYHMX (PAKTOPIB, TaK 1 PAKTOPIB HABKOJIHUIITHBLO-
r'0 CEpe/IOBUIIA, B KOMIUIEKC] 3 IHIMMMH CUMIITOMAMH
BOHHM JIO3BOJISIIOTH MPABUJIBHO JIIATHOCTYBATH CIIa/l-
KOBy matosorito. [Ipu BUpillIeHHI MUTaHHS, YU € BU-
SIBIIEHA MIKpOQHOMaJIisl 03HAKOIO CITaIKOBOTO 3aXBO-
pIOBaHHsI, HEOOXITHO BpPaXOBYBATH HAI[IOHAIIBHICTH 1
(beHOTHT OATHKIB IUTUHU.

MoOXJIHMBICTh TOYHOI JIaTHOCTHUKHU CIAJIKOBOTO
3aXBOPIOBAHHS | METUKO-TCHETUYHE KOHCYJIbTYBAHHS
GaraTo B 4OMY 3aJIe)aTh BiJl TOTO, HACKUIbKU MTOBHO
BUSIBIICHI MIKpOAHOMAJIii pO3BUTKY IIPU OTJISAII XBO-
poro. Tak, i301p0BaHa 1mijIMHA TYOH 1 MiAHEOIHHS yC-
MaJIKOBYETHCSI MYJIbTU(DAKTOPiaIbHO, TOBTOPHUI pH-
3UK HAPOJIDKEHHS! XBOPOI IUTUHM CTAHOBUTH OJIN3b-
ko 4 %.

IMoeqHaHHS MITUHY 3 TIMEPTEIOPU3MOM JI03BOJISIE
BU3HAUNTU (PPOHTOHA3ANBHY AMCIIIA31I0 (aHOMAanas
3 y’K€ HU3bKUM ITOBTOPHUM I'€HETUYHHM PU3UKOM),
a MOEJHAHHS 3 TIMOTETIOPU3MOM — XapaKTepHE IS
ronomnpo3eniedaii (aBTOCOMHO-pEIleCHBHE 3aXBOPIO-
BAaHHSI, PU3UK HAPOJDKCHHS 111 OJIHIET XBOPOT IUTHHH
— 25 %).



Puc. 3.1. Temirineptpodis:

a, 6 — remirinepTpodis 00IuUYs; ¢ — reMirineptpodis Horu

3.3.3. OMUC ®EHOTUITY XBOPOT'O
31 CITAJIKOBOIO TTATOJIOTIEIO.
OCHOBHI MIKPOAHOMAJIII

1 BA/IU PO3BUTKY

Orisi1 XBOPOTO 31 CIIAJIKOBOIO MMATOJIOTIEI0 TTPOBO-
ISTH «BI MAakiBKH IO ITST», OCKIIBKM O3HaKaMHU
CIAaIKOBOI MATOJNOTIi MOXYTh OyTH 3MiHU OyIb-SKUX
MOPQOJIOTIYHUX CTPYKTYP JIIOJICHKOTO Tija.

KiiniuHe oOcTexxeHHsI XBOPOIo MOYMHAIOTh 3 BU-
MIpIOBaHHS 3pocCTy 1 Macu Tina. OnepkaHi JaHi mo-
PIBHIOIOTH 3 HOPMAJbHIUMH BIKOBUMH ITOKa3HUKAMHU
B MOMYJISALi. AHTPOIIOMETPUYHI MOKA3HUKH B OCI0 13
CHaJKOBOIO XBOPOOOIO, SIK MPABUIIO, BUXOIITH 3a
MeX1 HOpMaJIbHUX Bapiauiid.

Maca Tina i 3pict

CriaiKoBi 3aXBOPIOBAHHS YaCTO MPOSIBISTIOTHCS II1e
B eMOpiOHAJIBHOMY MEPioJi PO3BUTKY, IO MPU3BO-
JUTH JI0 3aTPUMKHU BHYTPIIIHBOYTPOOHOTO PO3BUTKY,
rinoTpodii abo rinmomnasii HoBoHapoxenoro. Lle,
HAIPUKJIa/, CIIOCTEPIra€ThCs MPU XPOMOCOMHHUX XBO-
pobax. Y mOoCTHATaIbHOMY PO3BUTKY CUMIITOMH
rimorpodii € YacTUMU O3HAKAMM CIIATKOBHX IOPY-
IIeHb OOMIHY PEUOBHH, BPOJKCHHUX Baj TPABHOTO
TPaKTy Ta iH.

Manuii 3pict aiTeil mpu HApPOJPKEHHI 1 B TIOCTHA-
TAJIbHOMY TMEPio/ii MOXe OYTH CUMIITOMOM CIaIKOBOT
kapnukoBocti. [Iponopuii Tijia Ipu BOMY MOXYTb
OyTH 3MiHeHi a00 3amuIaTucs HopMaiabHUMU. Piine
CIIOCTEpIraeThcs 30UTBIICHHS MAcH 1 3pOCTy TIPH Ha-
poJiKeHHI — MakpocoMis. Hanpukian, e € mpo-
BIJTHOIO O3HAKOIO CHHIpOMY bekBita — BimemaHHa.

IMpu cmankoBuX XBOopoOax MOKe CHOCTEPIraTUCS
oxupinHs (cungpomu Ilpagepa — Bimni, Bapne —
Bims Ta iH.).

CuMeTpHYHICTh TijIa

HeoOxigHO 3BepHYTH yBary Ha CUMETPUYHICTH
Tina (puc. 3.1), OCKUIbKHM cenu(iYHOI0 03HAKOIO JIe-
SIKUX CIAAKOBUX XBOPOO € YACTKOBA aCUMETDis (reMi-

¢dauianpHa rineprpodis, cunapom Kiinnens — Bebe-
pa Ta iH.) 200 MOBHA acUMETpis MPaBOI Ta JIiBOI yac-
TuH Tina (cunapom Paccena — CiutbBepa).

T'onoBa, 00Muus, MKS

1. 3miHa po3mipiB rojsoBu Ok HiX Ha 10 % Big
BiKOBO1 HOpMU: Mikpotedartis (puc. 3.2) abo Makpo-
nedarisg. Y HOBOHAPOMKEHUX KIIHIYHO 3HAUYIIE
BIJIXUJICHHS BiJf HOPDMH Ha 5 CM.

linpouedaniss (BoasHKa TOJOBHOTO MO3KY)
BiIpi3HAEThCA (PEHOTHUIIIYHO BiAg Makpouedamii He-
BiJIMTOBIHICTIO PO3MIpIB JINIIBOBOTO i MO3KOBOTO He-
pera — oGIHUYYs BiTHOCHO MaJleHbKe, YOJIO HaBHUCAE,

Puc. 3.2. Mikpouedarris



MO3KOBHIA Yepen 301IbIIeHIH, PO3IIUPEH] MiAIIKIpHI
BEHH, MOKJIMBE PO3XO/KEHHSI IBIB Yeperna, BUOyXaH-
HSI TiM SIUOK.

2. @opma yepena Moke OyTH 3BMYaiiHa abo aHO-
MajbHa — acuMeTpudHa. Ilepeqdacne 3pomeHHs
IIBIB uepena (KdelOCI/IHOCTO3) 06Me>1<y€ picT yepe-
na B TOMy a00 iHIIOMY HATIPSIMKY 1 Beze 10 Moro Je-
dbopmanii. Moxe cnoctepiratucs Opaxiuedanis
(BimHOCHE 30LIBIIEHHS MOTEPEYHOro JgiaMerpa, 00-
JIAYYsl CIUIOIIEHE); moixonedartis (30LIbIIEeHHS T10-
3JI0BXKHBOTO AlaMeTpa yepena) (auB. puc. 5.8); cka-
donedanis (BY3BbKHMIA IIOIOBXKCHHIT Yeperl 3 BUCTYIIA-
IOUMMHU JIOOOM 1 HOTI/IJ'II/IHCIO) TpHrOHoueQ)am;I (ae-
pen po3LMpPEHUH y AUISHI MOTHWIKLI Ta 3BY)KEHHUH Y
JTI000BIM YaCTHHI 32 paXyHOK HEPO3BHUHEHOCTI JIOOO-
BUX rop0iB); akpouedamist, abo okcuredars (Buco-
KU «BEKOTIOMIOHMIT» Yeperr — «I[yKpOoBa TOJIOBa»)
(muB. puc. 6.4).

3. Hu3sbkuii pict BoJjioccst Ha JIOO1 ¥ OTHIIHIIL.

4. O6nuuust: nramuHe oomuys (cunapom Map-
(ana) (muB. puc. 6.6), TLILKOBE 00JIMUYS (TJIIKOTEHO-
3M), TpyOe 0OMMUYs 31 301LIBIICHNMU HaJIOPIBHUMHU
JIyTaMU, TOBCTUMHU Ty6amMu (MyKoToJicaxapumos)
(muB. puc. 6.16); TpukyTHe 0OmMyus (cuHApoM Pac-
cena — CinbBepa) Ta iH.

5. JIo6: HU3bKUH, y’)Ke BUCOKHI, BUCTYIIAIOU1 JIO-
60Bi Oyrpu.

6. Bamu po3BHUTKY i MiKpoaHOMaJIii OUeit

Po3pis oueit MoXke OyTH TOPH30OHTAITEHUM (HOpMa
JUTSl €BPOIEHCHKUX MOMYJIAIIN); MOHTOJIOTTHUM
(30BHIILIHIN KYT OKa BUIIMYI 32 BHYTPIILIHII) (IUB. pUC.
5.5); aHTUMOHT OJIOITHUM (30BHIIIIHIN KYT OKa HUXYUN
3a BHYTpIilHIN) (quB. puc. 5.12, 5.15).

limoTenopu3m — OJIM3BbKO PO3TAIOBAHI 0Yi (TUB.
puc. 5.9); rinepreiopr3M — 301TbIIIEHA BIICTAHb MIX
BHYTPIIIHIMU KyTaMu ouell (y HOpMI BiICTaHB MiX
BHYTPIIIHIMU KyTaMH OYe€il B CEPEIHbOMY JTOPIBHIOE
JIOBXUHI OYHOI IIUIMHU) (quB. puc. 5.12, 9.14).

AnodranbeM — BIICYTHICTb OJTHOTO 200 000X Oueit
(muB. puc. 9.3); kpuntodTaaTbM — BIACYTHICTb OYHOI
I[IJIMHY, MTOBIK, HEIOPO3BUHEHHSI OYHOTO s0IIyKa;
OydTambM — 301ITbIIIeHe «OrUaye» OKO; MIKpOPTaIbM
— MaJleHbKHI po3Mip oka (auB. puc. 5.8); eHodramsm
— 3CyB OYHOTO 5101IyKa Ha3a/ (rOoKe po3TalyBaH-
Hs B OYHIM sIMIN); ek30(pTayibM — BUIMHAHHS OYel
BIIEpE/I.

CunHohpu3 — 3polileHl Ha Mepexicci OpoBu; au- 1
TPUCTHXia3 — IMOABIHHMI 1 TOTPIHHUHI PsII Bid; KO-
J1000Ma TMOBIKM — IIUIMHOTOAIOHUHN NedeKT Kparo
MOBIKMY; €MIKAHT — LIKipHA CKJIaJgKa Ours BHYTpIL-
HBOT'O KyTa OKa, sSIka MPUKPUBAE CIII3HE M sCIE (JIUB.
puc. 5.5, 5,6); M1Kp06ne(bap0H — 3MCHIIICHHS BEPTH-
KaJIBHOTO PO3MIpy MOBIK, 1[0 MPU3BOAUTH 10 MOPY-
IICHHS iX 3aIuTiolyBaHHst; OedapodimMo3 — ykopo-
YeHHsI MIOBIK 1 3BY)KEHHS OYHOI IIUIMHM; ITO3 — OIy-
IICHHSI BEPXHBOT MOBIKM (AUB. pHC. 9.2).

BrakuTHUi KoJIip CKIIEp YHACTIIOK iX CTOHIIEH-
HSI CIIOCTEPITaeThCs IIPH MTOPYIICHHI OOMIHY CITOTYY-
HO1 TKaHWHU (cuHApOM MapdaHa, HeTOCKOHATNH Oc-
TEOreHe3 Ta 1H.).

MiKpOKOp 1 MAKPOKOP — 3MEeHIIeHHs 400 3011b-
LIEHHS PO3MIpiB POTiBKH; JIEHKOMa POTiBKH — IOMYT-
HIHHSI POTIBKH («OibMO»); KOomoboMa paﬁuymﬂoi‘
00O0JIOHKH — H_IIJ'II/IHOHOI[16HI/IH L[e(beKT paHI{y)KKI/I
(puc. 3.3); aHipuis — Maiixe ITOBHA BIJICYTHICTh paid-
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Puc. 3.3. Konoboma paitnyxku

Jly’KHOI OGONIOHKH (yCIaKOBYETHCs SIK JIOMiHAHTHA
O3HAKa); reTepoOXpoMiss — HeplBHOMlpHI/II/I po3mnoit
MICMEHTY B MEXaX OJHOT0 OKa abo pi3He 3abapBiicH-
Hs oueil; adaxis — BiCYTHICTh KPHUINTAIUKA; KaTa-
paKTa — MOMYTHIHHS KPHUIUTAIHKA.

IIpu cnagxoBUX 3aXBOPIOBAHHSX 3yCTPIYa€THCS
raykoma, crpabizm (KOCOOKICTh), KOPOTKO30PiCTh,
CITINOTA.

IMpu migo3pi Ha CIaIKOBY MATOJIOTII0 00O0B’SI3KO-
BO HEOOXIi/THA KOHCYJIbTAIISl OKYJIICTA, OCKIJIbKY Ba/IH
1 MikpoaHoOMaii oueil BXOASITh Y CHMITOMOKOMIIJIEKC
O6mm3bko 280 cnaJKoBUX XBOPOO.

7. AHomautii iepeHiccs 1 Hoca

IMepeniccs: 3amale, MUPOKe, MIOCKE, BUCTYIIAE
BIIEpe]l 3 MapaJIeIbHUMU KpasMU («IIOJIOM TPeIbKo-
r'o BOIHA»).

Hic: cimmononiOuwmii (nuB. puc. 6.4), nTanmmHun
(muB. puc. 5.20), rpymor[oz[i6ﬂm71 KOPOTKHH HicC i3
BUBEPHYTHMH BIIEpE/I Hi3ApsiMu (1uB. puc. 9.2), rirno-
TUTa3is OJIHIET MOJIOBUHU HOCA, TINOTUIA31sl KPUJI HOCA,
BUKPUBIICHHSI HOCOBOI IEPErOPOIKH, KOJTOOOMH KPHIT
HOCa Ta iH.

8. AHoMmautii Oy/10BU 1 BaJy HOCOTYOHOI JUISIHKY 1
IIeJIer

BepxHs menena Moxke OyTH HEJOPO3BUHEHOIO
(MikporHatisl) abo BUCTynaTu Briepe[ (IpOrHaTis).
Henopo3BUHEHICTh HMXKHBOI IIEIeNd — MIKPOTeHis
(muB. puc. 9,2, 9.9), a ii HaAMIpHUI PO3BUTOK 3 Ma-
CUBHMM HiI0OPIAIIM — IIPOTeHis (HYDKHS TPOTHATIS)
(muB. puc. 5.20). 3ycrpiuaerbcs UliIUHA 00IUUYS
(puc. 3.4).

YkopoueHHs1 00 MOA0BKeHHS (BiTbTpa (IUB. puUC.
9.2) (pinbTp — BiACTaHb BiJ HUKHBOI HOCOBOI TOUKH
JIO YEPBOHOTO OepekKa BEPXHBOI T'yOH).

9. Pot

MakpocroMis (auB. puc. 5.20) i MIKpoCTOMisT —
30ibIIeHHsT a00 3MEHIIeHHSI PO3MIpiB poTa; IyXKe
TOBCTI I'yOu ab0 TOHKI IryOwu.

Xeinocxiz — MIJIMHA BEpXHBOI ryou («3asua
ry6a») — moBHa abo YacTKOBa, OJHOCTOPOHHS abo
JIBOCTOPOHHSI, CEpeIMHHA (IUB. pucC. 3.4).

3MiHa KiIBKOCTI 3y0iB (aJOHTis — BIJCYTHICTH
3y0iB, OJIITOJIOHTISI — MEHIIA KiJbKICTh 3y0iB), Haj-
KOMIUIEKTHI 3y0u, 3MiHa Gpopmu (KOHIUHI 3yOwH)
(muB. puc. 6.23). Makpo- i MIKpOJOHTISI — 301JTb-
nIeHHS a00 3MeHIIeHHs po3Mipy 3y0iB, 3polleHi
3y6u, niactemMa — MIIIMHA MiX LEHTPaJlbHUMHU
pizusimu. 3MiHa KOJIbOPYy 3y0iB — amelioreHes.
MHOXUHHHUH Kapiec.

Bucoxke («rotuune») migHeOiHHs. [TamaTocxis
(«BOBYA MaIay) — NIUTMHA MMJHEOIHHSI — MTOBHA, He-



¥

Puc. 3.4. UlinunHa Tyou 1 migHeOIHHS:

a — ogHOoOIYHA 1IinHA ryOou; 6 — ABOOIYHA LITMHA T'yOH; ¢ — IIUIMHA TyOU 1 migHeOiHHS;
2 — 130/IbOBaHA LIIMHA MiAHEOIHHS; 0 — KOca LIUTMHA OOIUYYsl; e — CepeAMHHA LITMHA Tyou

MOBHA, OJTHO- 1 JIBOCTOPOHHSI, HACKpi3Ha abo miacIu-
30Ba.

Maxkporocisi — 301UIbIICHHS S3UKa (UB. puc. 5.5,
6.16, 6.18), MIKPOTJIOCiSI — 3MEHIIICHHS SI3UKA.

11. BymHi pakoBUHU

IIpouec popmyBaHHs BYyLIHOI pAKOBUHH B eMOpio-
HAJIBHOMY PO3BHTKY JyXKe YYTJIUBUI 10 3MiHH T€HO-
THIry abo aii TepatoreHHux (aktopis. [1pu criaakoBii
1 BpOJ)KEHIN MaTOoJIOTI] 4YaCcTO CHOCTepiraeThes
301IBIICHHS BYIIHUX PAKOBUH (MaKpOTisl) (IUB. pHUC.
9.2) abo ix 3MeHIIeHHs (MIKpOTisl), BUILE 200 HIKYE
(zuB. puc. 5.8) po3raioBaHi BYIIHI pAKOBUHH, Aedop-
Mairlisi ByITHUX PAKOBUH. Y HOPMi HMXKHS CTIHKA 30B-
HIITHBOTO CIIYXOBOTO IPOXOJY Y JOPOCIOTrO 3HAXO-
JUTHCS Ha PIBHI JIiHII, 110 3’€IHy€ BUIBHUUN Kpaii oc-
HOBU KpHJIa HOCA 3 OCHOBOO COCKOTIOAIOHOTO BipO-
CTKa CKPOHEBOI KiCTKH.

YacTo 3ycTpivaroThes: MpUpocia MOUKa Byxa, M’s-
CHCTa MOYKa BYyXa, BIICTOBOYpUEHI BYIIIHI paKOBHHH
(muB. puc. 9.3), npeaypukyisipHi ¢ictyau (oTBOpHU
XOJIiB, IO CITINO 3aKIHYYIOTHCS), IpeaypUKyIISpHI Ma-
nitomu (puc. 3.5), aTpesis a00 CTEHO3 30BHIIIHBOTO
CIIyXOBOTO MPOXOAY, TiMO- 1 rimepruiasis OKpeMHux
CTPYKTYP BYIIHOI PAKOBHHHU.

MoXyTh CIOCTEPIraTUCS TYTOBYXICTh b0 TITyXO-
Ta.

12. us: ykopoyeHa; KPUIOMOAIOHA CKIIagKa
HIKipY — MUHHWA TTepuriym (ouB. puc. 5.15); cepe-
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JIMHHI Ta OI4HI KiCTH; M’S130Ba KPUBOIIHUS — YKOPO-
YEHHST IPYIHUHO-KITIOUMYHO-COCKOTIOII0HOr0 M s34,
BHACIIIJIOK YOT0 T'OJIOBA JUTUHU HaXWJeHa B ypaxe-
HUl OIK.

Tyay6

1. Jebopmanii rpyanoi kiaiTku i xpedTa. Biune
BUKDPHUBIICHHS XpeOTa 3 10ro MOBOPOTOM — CKOJII03,
BUKDPHUBIICHHS XpeOTa OMyKJIIiCTIO Ha3aa — Kio3 (3a-
3BUYAll Y TPYAHOMY BiiNi); KiOCKOII0O3; BUKPHUB-
JIEHHSI XpeOTa OMYKIIICTIO BIiepel — JIOpAo3 (3a3Bu-
yail y nmonepekoBoMy Bimnimi). ITimocka cniuna —
BIZICYTHICTH (piziooriunux BuruHiB. CakpajlbHUH CHU-
HyC — 3alajJlaHHS IIKIpH B MOIEPEKOBO-KPIIKOBIH
JUJISTHIT TIO CEPe/IHIN JTiHii.

«pynu 1meBIss» — JIGMKOINO/IOHE 3arjubIeHHs
IPYAHUHM 1 peOPOBUX 3WIEHYBaHb, IIJIOCKA IPyIHA
KJIITKa, KUThOMIOAIOHA TpyAHA KJIITKa — BUCTYIIAO-
ya BIlepel TPYAHUHA 1 pebpa (KKypsiui TpyIn»).

2. 3MiHa COCKIB 1 MOJIOUHUX 3aJI03: BIJICYTHICTh
COCKIB — aTeJIisl, JOAATKOBI COCKY — IIOJIITEIis, [In-
POKO PO3CTaBIlieHI COCKHM — TiNepTEI0PU3M COCKIB
(nuB. puc. 5.15). HaamipHuil po3BUTOK MOJIOYHUX
3aJ103 y YOJIOBIKIB — TiHEKOMACTIs.

3. I'pwxi 61101 JTiHIT )KUBOTA, MYIKOBI, MYIKOBO-
ro KaHaTuka (omdanoiiene), IaxoBi, MaXBUHHO-MO-
IIOHKOBI.



Puc. 3.5. Anomautii BymHoi pakOBUHHU:
a — MIKPOTIS 3 IPeaypUKYIISIPHOIO IMKOIO; O — IpeaypuKy/IsSapHi sMKa 1 QicTyiia; ¢ — mpe-
AYPUKYJISIPHI TATIOMH

4. Tlopywennst Oy10OBU CTaTeBUX OpraHiB. ¥ 4o-
JIOBIKIB: ericnajisi — BEpXHs IIUIMHA YPETPH 13 3Cy-
BOM ii OTBOpY Bropy; Timocnajis — HWKHS IIiJTHHA
ypeTpH i3 3CyBOM il OTBOPY BHHU3 aXX 10 MPOMEXHHH
(nuB. puc. 9.7). Makpodanoc 1 Mikpodanoc —
30UIbIIEHHST a00 3MEHIIEHHS CTATEBOTO 4YJIEHA.
Kpunropxizm — BincyTHICTh 01HOTO 260 IBOX SEUOK
B MOIIOHLI. Y XIHOK: TinepTpodis KiriTopa (IuB. puc.
6.19), rinorurasist abo rinepruiasis craTeBux ryo, at-
pe3ist MXBHU Ta iH.

Kinnisxn

AMeriss — BIJICYTHICTb KiHIIBKHY (AuB. puc. 9.21).
doxkomertisi — MOBHA 200 YaCTKOBA BiJICYTHICTH MPO-
KCHUMaJbHUX BIAJIIIB KiHIIBOK (TIOJICHEIIOMiOHI
KiHI[IBKM). Bpaximenis — yKOpOYeHHs KiHI[IBKH.
ApaxHOMaKTHIIS — AOBT1 MaBYKOIMOMIOHI Mablii
(nuB. puc. 6.7). BpaximakTumnis — yKOpPOYEHHS
najapliB. [307aKTHIIISE — BCl MAIBIN OIHIET JOBKUHU
(nuB. puc. 6.2). KamnromakTuiisg — 3ruHanbHa KOH-
TPaKTypa NajbliB y IPOKCUMAIbHOMY MikK(aiaHro-
BoMy cyrino6i. KiinnomakTumnis — natepaibHe BU-
KpHUBJICHHS MaybIiB. OIMrogakTUIiA — 3MEHIIEHHS
KinpkocCTi nmanpliB. [TomigakTuiais — 301IbIIEHHS
KiTbKocTi nmaneliB (puc. 3.6). CHHIAKTWIIS — 3pO-
LIeHHS MalbLiB (IIKipHA, KICTKOBa, YacTKOBa abo 1mo-
BHA) (auB. puc. 6.4). Cumdananris — 3poieHHs ¢a-
JIAHT NaJbIiB. EKTpomakTiitis — aruiasist cepeIMHHUX
KOMITOHEHTIB KUCTI ab0 CTOIMM 3 YTBOPEHHSIM KHUCTI

Puc. 3.6. TlonipaxTuiis

abo cronu y ¢popMi KiminHi paka (auB. puc. 6.8). CaH-
nanenoniOHa IIiTMHA — 30UTbIIEHHS BiACTAHI MiXk
MEePLINM 1 IPYTUM MaJblLsMHU CTONMU (IUB. puc. 9.2).
[ImocKocTOmiCTh — CIUIOMICHHS CKIICHIHHS CTOIIH.
«[TopokHuCTa CTONAa» — YK€ BUCOKE CKIICTIIHHS CTO-
nmu. Croma-roiijanka — IDIOCKa CTOMA 3 BUCTYIIAIO-
4ot Hazajg n’arow (auB. puc. 11.2). IIpupomkena
KITMIIOHOTICTh (BapyCHA CTOIA) — CTiKa MPUBIIHO-
3rUHAIbHA KOHTPAKTYpa CTOIIH.

Hlkipa i i moxinni

(Bos10CCS, HIrTi, 32/103H)

lNnepkepaTo3 — HaAMipHE CTOBIIEHHS POrOBOTO
mapy. [XTio3 — pi3ko BUpaKeHUH TinepkepaTos i3
YTBOPEHHSIM JIYyCOUOK 1 pOrOBUX HallapyBaHb (puc.
3.7). Anb0iHI3M — BIICYTHICTh 200 BUpa)keHEe 3MeH-
IIEeHHS BMICTY MITMEHTY B IIKipi, BOJOCCi Ta pail-
qyxkii. [TirMeHTHI TUIsIMU 7 HEBYCH (pOJuMi TUISIMU)
Ha mKipi. JlenirMeHToBaHi JUISHKY MIKIpH (JIelKoaep-
Ma). AHTIIPO3 — BIJICYTHICTh MOTOBUX 3ayo3. [imo-
riIpo3 — 3HWXKEHa (YHKIIisS MOTOBUX 3aio3. [inep-
riipo3 — HaaMipHA (YHKI[S MOTOBUX 3aj103. [1igBu-
IIIEHe OBOJIOCIHHSI — TiNEePTPUX03; HAJIMIPHE OBOJIO-
CIHHS Y AIBYATOK 32 YOJIOBIYUM THUIIOM — TiPCYTHU3M.
lNnoTpuxo3 — 3HWXXEHE OBOJIOCIHHA (IUB. pHUC.
6.23). Anonernis — moBHa abo yacTKoBa BIJICYT-
HICTh BOJIOCCS Ha TOJIOBI. AHOHIXISI — BIJICYTHICTb
HirtiB. ['imomnia3is HITTIB — HEJIOPO3BUHEHHS
HIFTHOBUX IJIACTUHOK.

Puc. 3.7. IxTio3 (CHHAPOM apiieKiHa)



3.4. CHUMIITOMHU CITAJKOBOI
I BPOJI)KEHOI ITATOJIOTTI
B PI3HI BIKOBI IIEPIOIU

Ha cnagxoBy a0o BpoO/pKeHY MATOJOTII0 MOXYTh
BKa3yBaTH TaKl O3HAKH.

Yy HOBOHAPOIKEHHUX

1. HenoHomteHicTs XxapakTepHa it 6aratbox Xpo-
MOCOMHUX CUHIPOMIB.

2. TinoTpodist abo rimorasis Ipu HAPOKEHHI
HasiBHI TIpy 06araTb0X XpOMOCOMHHMX 1 MOHOTEHHUX
XBOpoOax.

3. Makpocomisi CIIOCTEPIraeThesl MPU CUHAPOMI
Bexsita — Bigemanna, qiabetnuHiii eMOpioderomnarii
Ta iH.

4. Mikpouedgais MOXe yCriaJKoBYBaTHCS SIK aB-
TOCOMHO-PEIIECHBHA O3HaKa i OyTW CUMITOMOM Oa-
raThbOX MOHOTE€HHHX 1 XpPOMOCOMHUX CHHIPOMIB, 1HOI
€ HACIIJKOM ypa)X€HHS MO3KY TepaTOreHHUMH (ax-
TOopaM# (BHYTPIIIHBOYTPOOHI iH(eKIIii, TIIToKCis).

5. Makporedaiis Moxe OyTH CIMEHHOIO 0COOITH-
BICTIO (BapiaHT HOpMH) abO MPOSBOM CHAJAKOBOI Ma-
TOJIOTI] (HANPUKIIA], aXOHAPOIUTa3ii Ta iH.).

6. BpomxeHi Bamu po3BUTKY (MOXYTh OyTH criaf-
KOBMMHU 200 TepaTOreHHUMH).

7. MikpoaHomautii po3BUTKY (Ointbiiie 6) a0 iX crie-
nudidHe TOETHAHHS.

8. HemoposzBuneHHs 200 HEMPaBUIbHUN PO3BUTOK
TeHITaIil — CHMITTOM MOPYIIeHHs (QYHKIIT KopH Hal-
HUPKOBHX 32103 (aAPEHOrCHITAILHOrO CHHAPOMY),
06araTb0X MOHOT€HHHUX 1 XPOMOCOMHHX CUHAPOMIB.

9. M’q130Ba rinoToHis, rinopediexcisd xapaKkTepHi
JUIs HEpBOBO-M 30BUX 3aXBOPIOBaHb, cCUHApPOMY Jlay-
Ha, [Ipanepa — Biwmi Ta iH.

10. CynoMu MOXYTb OyTH CUMIITOMaMHM CIIaJIKO-
BUX MOPYILIeHb 0OMiHy peuoBuH, Bag LIHC.

11. TTopy1ieHHsT KUCIIOTHO-JTY)KHOI piBHOBAr# (as-
KaJl03, alliJ103) — CUMIITOMH CIIaIKOBOI'O IOPYIIEH-
Hs OOMIHY pEYOBHH.

V niteii paHHBOrO BiKY

1. BincraBaHHs B 30UIBIIICHHI MACH CIIOCTEPITa€Th-
csl mpu (PepMEHTOIATISAX, XPOMOCOMHHX XBOPOOax Ta
in. Jlist Ha i TepaToreHHUX (GakTOPiB (HAMPUKIIA,
aJIKOTOJII0) MOXE CIIPUUMHIOBATH SIK TIPe-, TaK 1 MOCT-
HATAJIbHY 3aTPUMKY 301UTbIIICHHS] MACH.

2. 3aTpUMKa TICHXOMOTOPHOT'O PO3BUTKY. HacTo
€ CHMIITOMOM XPOMOCOMHHX XBOPOO (OCO6JII/IBO SIKTITIO
1e TO€THYEThCS 31 crien)iYHUMU MiKpOAHOMAJTISIMH
pO3BUTKY 1 BPOJUKEHUMH Ba[laMl/I) Crnocrepiraerbcs
Mpu 0araTboX aMiHOAIUAYPIsIX (CIaJKOBHUX MOPYIIEH-
HsIX 0OMiHY amiHOkuciOoT). [HOMI 11Ie € cuMnTOMOM
HEPBOBO-M’SI30BUX 3aXBOPIOBAHb.

3. Brpara pasiiie HaOyTUX HABUYOK — CUMITITOM
XBOpoO HakomuueHHs (ciHrominmigosu, neikoauc-
Tpodii Ta iH.), amiHOALMAYPiil.

4. Mikpouedartis.

5. Makporuedarris.

6. BinxwieHHst y (pi3UMHOMY PO3BUTKY:

a) rineptpodist Ta acUMETpis O0JIUYYS 1 yepena
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(pu curapomi remidanianbHoi rineprpodii Ta iH.);

0) rinoTpodist Ta acUMeTpis KiHIIBOK (CUHIPOM
Paccena — CinbBepa Ta iH.);

B) MPUCKOPEHHS TEMIIIB (hi3UIHOTO PO3BUTKY (CHH-
npom Beksita — BinemanHa Ta iH.);

T') TUCTIPOTIOPITIT Tyny6a 1 KIHIIIBOK (HpI/I CI/IHJZ[pOMl
Mappana i FOMOHI/ICTI/IHypll — JIOBT1 TOHKI KiHIIiBKH;
MIPY aXOHJPOILIAa3ii — YKOPOUEHHS MPOKCUMAJIbHUX
BIIJIUIIB KIHIIIBOK Ta iH.);

1) YKOPOUYCHUH Tyny6 (l'IpI/I aHOMAJIiAX XpeoTa).

7. TlopyieHHs irMeHTalii mKipu audy3Horo abo
0OCepesIKOBOTO XapakTepy. [1asMu Ty KaBu 3 MOJIO-
KOM XapaKTepHi /s HelipodibpomMaTo3y, rimomir-
MEHTHI TUISIMU CIIOCTEPIraloThCs MpU TyOEepO3HOMY
CKJIEpO3i, IIKipa y BUMIISAL TeorpadidyHol KapTu —
MIPU CHHAPOMI HETPUMAaHHS ITMEHTY, MHOXWHHI
MITMEHTOBaHI POJIMMKH — TIPU CUHAPOMI Oa3aJIbHO-
KIIITHHHOTO HeBycy. [1pu anbOiHi3Mi, eKTOIepMAaITbHIH
auciasii, (eHiTKeTOHypil HasiBHA 3arajibHa Jeir-
MEHTAIlisl.

8. HesBuuaiinuii 3amax mory i cedi XxapakTepHUH
JUIS CTIAJIKOBHX ITOPYIIEHh OOMIHY PEYOBHH (XBOPO-
0a KJIEHOBOr'O CHPOITy, (PeHIJIKETOHYPIs 3 XapakKTep-
HUM MHUIIAYUM 3a11aXOM Ta iH.).

Y niteil 1OMKIJIBHOTO
i MOJIOIIOTO WIKIJIBHOTO BiKY

1. 3aTpuMKa po3yMOBOTO PO3BUTKY, SIKa CTa€
0COOJIMBO TIOMITHOIO Y JIiTeH MIKUIBHOTO BiKYy. 3BU-
YaifHo ilf mepeaye BicTaBaHHS B HEPBOBO-TICUXIYHO-
My PO3BUTKY TUTHHU (Tabm. 3.2).

2. V upoMmy Billi BIlepIie MOXYTh MaHi(eCcTyBaTH
Jesiki XBopoOu 0OMiHy (MyKOTIOJIicaxapuao3), HepBo-
BO-M’SI30B1 3aXBOpIOBaHHs (M’si30Ba jquctpodis) Ta
iH.

3. XpoHiuHa aHEeMisT MOXKe OyTH 3yMOBJIEHA T€MO-
TIIOOIHOMIATISAMU (TajlaceMis Ta 1H.) 00 MOPYIICHHSIM
MeTabo0IIi3My epUTPOLUTIB (HAPHUKIAA, IIPH HEIO0-
CTATHOCTI (hepMEeHTy TIIIoKo3u — 6-hocdartaeriapo-
reHasu).

4. IlepenyacHe craTeBe 103PiBaHHS CIIOCTEPIra€Th-
cs pu cuHApoMi bekpiTa — BimemanHa, BipHIBHIN
($hopMi aJIpeHOTeHITAILHOTO CHHIPOMY Y XJIOITUHKIB
Ta iH. Lle Takox Moxe OYyTH CHMIITOMOM IyXJIHHH
HAJHUPKOBUX 3aJ103, S€YHUKIB 1 TimoTazamMo-rinodi-
3apHOI CUCTEMU.

VY ninjiTkoBomy i 3pisiomy Biui

1. ManidecTyroTh Jiesiki 3aXBOPIOBaHHSI HEPBOBOL
cucteMu. Y MIUITKIB MOXE PO3IMOYATHUCS CIICTICIs,
xBopoba @Dpingpaiixa. B 3pimomy Bini — xBopoba
Binbcona — KonoBanoBa, xopest [ eHTIHITOHA, XBO-
poba AunbureiiMepa Ta iH.

2. PanHiii moyaToK 3aXBOPIOBAHb CEPEAHBOIO BiKY
(immemiuHa xBopoOa cepiyst abo apTepialibHa TinepTeH-
3is) iHOII 0OYMOBIICHHH MOHOTCHHUMH XBOPOOaMH
(criajikoBa TiMepXOoJIECTEPUHEMIS ).

3. CnagkoBUit HEPPUT 1 OJTIKICTO3 HUPOK, OJTHIM
13 MepIINX KIIHIYHUX IPOSBIB SIKUX MOXe OyTH apTe-
piajbpHa rinepTeHsis.

4. Henopo3BHHEHHs cTaTeBUX O3HakK. [lepBuHHA
aMeHopesi MOXe CIIocTepiraTucs npu CUHAPOMI Tec-
TUKYJISIpHOT (peMiHi3allii, mepBUHHA aMeHopes 1 Hello-
PO3BUHEHHS BTOPHHHUX CTATEBUX O3HAK — IIPU CHH/I-



Ta6muusg 3.2. OcHOBHI NpHYMHA
3aTPHUMKH PO3YMOBOIO PO3BUTKY

ETtiosoris IMpuxknagm

ABTocoMHO-ToMiHaHTHI | TyOepo3HMii CKITepo3,

3aXBOPIOBAHHS MIOTOHIUHA JUCTPOisT
ABTOCOMHO-peniecBHi | DeHITKETOHYif,
3aXBOPIOBAHHS MYKOTIOJTicaXxapumo3u
3axBOpIOBaHH, ®parineHa X-XxpoMocoma

3YeIUIeH] 31 CTATTIO

Mynerudakropianehi | Heciermgiuna 3aTpumka
PO3YMOBOTO PO3BUTKY,
rigpouedartis

Cunnpom JlayHa,
Ipanepa — B Ta iH.

XpPOMOCOMHI XBOpOOH

TepatoreHHi BIIMBU AJIKOTOJIBHUY CHHIPOM
TUI0/1a, BPO/KEHA
KpacHyxa

Cnopaauyuni Buraaku | [lepuHataibHa CITOKCIs,
BHYTPIIIHLOUYEPEITHI

KPOBOBHWJINBHU

powi Ilepemescbkoro — Tepuepa (45,X). Hemopo3-
BUHEHHS] BTOPUHHHUX CTATEBUX O3HAK y XJIOIYMKiB
xapaktepHe s curapomy KrnaliHdenaprepa
(47, XXY).

5. BesmnimHicTh MOXe OyTH 3yMOBJICHa XPOMOCOM-
HOIO Mepe0ya0BOI0, HOCIHCTBOM JIeTaJbHUX T'€HIB,
XPOMOCOMHUMH XBOpoOamu, BaJjaMu po3BUTKY. Ha-
MPUKJIAA, y KIHOK MIPUYUHOIO OE3IUTIIHOCTI MOXYTh
OyTU Bain pO3BUTKY MaTKu. YoJioBiua OE3ILIi/IHICTb,
MIOB’sI3aHa 3 OJITOCHEPMIEI0, YACTO CIIOCTEPIraeThes
npu cunapomi KnaitHdenbrepa, MyKoBICIII031, Jie-
JIetil TIITHKY Y -XPOMOCOMM.

6. HeBuHOIIYBaHHS BATiTHOCTI CIIOCTEPIraeThCs
npu 30aJJaHCOBAHI XpOMOCOMHIN NepeOyaoBi, IpH
reTePO3UrOTHOMY HOCIMCTBI OHAKOBUX PELIECHBHUX
JIETAIbHUX TEeHIB y 000X OAaTHKIB Ta IHIIHMX CITaJKO-
BHX ITaTOJIOTiSX.

7. MOXyTh PO3BUBATHUCS CIIAJIKOBI (hOPMU 3TIOSIKIC-
HUX ITyXJIAH.

KOHTPOJILHI TUTAHHS
JIO PO3JLTY 3

1. o Take criankoBi xBopobu? I'eHeTHyHA KI1a-
cudikallis cnagkoBUX XBOPOO.

2. OcobOIMBOCTI KITIHIKK CHAIKOBUX 3aXBOPIOBAHb.

3. Lllo Take cuHAPOM Yy KITiHIYHINA reHeTuIi? CuH-
JIPOMOJIOTIYHMI TIaTHO3 Y KITIHIUHINA TeHETHIII.

4. 3arajbHi NPUHIUNHU KJIIHIYHOI JIarHOCTUKH
cnagKoBux XxBopob. OcobmuBocTi 300py aHAMHECTHY-
HUX JTaHUX.

5. o Take BpOKEHI BaJI PO3BUTKY 1 MIKPOAHO-
MaJii po3BUTKY?

6. TepMiHU, sIKi BAKOPUCTOBYIOTh Y Ha3B1 BaJ| pO3-
BUTKY.
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7. Onuc ¢peHoTUIly XBOpPOToO i3 CHagKOBOIO MaTO-
JIOTI€I0: Maca Tiia, 3piCT, CUMETpIis Tijla, MIKpOaHO-
MaJiii Ta BaJu PO3BUTKY T'OJIOBH, OOIWYYs, IIUI, TYy-
y0a, KiHIIBOK, IIKipH.

8. CuMIITOMH CHAAKOBOI T4 BPOKEHOT MATOJIOTIT
Yy HOBOHAPOJDKEHUX, JITell pAHHBOTO, TOMIKIIBHOIO 1
MOJIOAIIOTO IIKUTBHOTO BiKY, Y Mi/UTITKIB 1 TOPOCIIHX.

KoHTpoabHo-HABYAILHI NUTAHHS

3asoanns 1

OO0epiTh OAHY BIIIOBIIb.

1. CHHAPOMOITOTIYHMI AiarHO3 Yy KIIIHIYHIN reHe-
THII — 1I€:

A. [liarHocTHKa 3aXBOPIOBAHHS HA OCHOBI aHai-
3y TEHOTHITY XBOPOTO

B. JliarHOCTHMKA Ha OCHOBI aHall3y pPe3yiIbTaTiB
MapakIiHIYHUX METO/IB AOCIHKSHHS

C. BcraHOBJICHHS JiarHO3y Ha OCHOBI y3arajibHe-
HOTO aHAaIi3y BCiX ()EHOTHUIIUYHUX O3HAK 1 BUSBIICHHS
CTIMKOTO TIOETHAHHS I[UX O3HAK

D. KommiekcHui! BUCHOBOK MPO 3aXBOPIOBAHHS
Ha OCHOBI aHaJi3y ()CHOTHUITY 1 JAHUX TeHeaJIOTiIHO-
o JOCHIIKEHHS

E. [liarHocTHKa 3aXBOPIOBAHHS HA OCHOBI aHAM-
HECTMUYHUX JaHUX

2. TepMmiH «MiKpoaHOMAJII PO3BUTKY» HAJIEKUTH
1o MOP(OIIOTIYHOI 3MIHK OpraHa abo YacTHHHU opra-
Ha!

A. 1o BUXOAUTH 32 MEX1 HOPMAJIBHOI Bapiallii Ta
nopyiye QyHKIii opraHa

B. IIlo BuxoauTh 3a MeXi HOpMaJIbLHOI Bapialiii Ta
CIIPUYMHIOE KOCMETHYHI JIePeKTH

C. lIlo BuxomuTh 3a MEXi HOpPMAaJIbHOI Bapialii
Ta He opyiye GyHKIIT opraHa

D. llo He BUXOIUTH 3a MEXi HOpMaJIbHOI Bapiallii
1 He mopyye (yHKILIi opraHa

3. Slxa mMakcMManbHa KUIBKICTh MiIKpOaHOMAJIH
PO3BHUTKY MOXE OYTH Y 3I0pOBOI JIIOAUHU B HOPMi?
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4. Slka MakcuMajibHa KUIBKICTh BPOIKEHHUX Bajl
PO3BUTKY MOe OyTH y 310pOBOI JIIOAUHU B HOPMi?
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5. MikpoaHomaltii pO3BUTKY XapaKTepU3yIOThCs
BCiMa 3raflaHUMM O3HAKaMM, 38 BUHSATKOM:

A. Lle mopdororiuni 3MiHU opraHa

B. He nopymiyroTs ¢GyHKIIii oprana

C. He cIpyUYMHIOIOTh KOCMETUYHUX JIC(PEKTIB

D. He notpe0yroTh MeAMYHOI KOPEKLIii

E. ¥ 310poBux mrofeii He 3yCTpivaroThCst



6. 1o MeIUKO-reHETUYHOI'O IIEHTPY HaIpPaBJIEHO
37-piuHy BariTHy *iHKy. BoHa Mae migBUILEHUHA PH-
3MK HAPOJDKEHHS IUTUHH 3i CIIaJJKOBOIO MATOJIOTIEIO:

A. ABTOCOMHO-JTOMIHAHTHOIO MOHOTEHHOIO

B. ABTOCOMHO-PEIIECHBHOIO MOHOTEHHOIO

C. 34eIuIeHO0 31 CTATTIO MOHOTEHHOIO

D. XpomocoMmHoI0

E. MysnbpTudakTopialbHOIO

7. J0 MEAMKO-T€HETUYHOTO LIEHTPY HaIlpaBIIEHO
25-piuny BariTHy xkiHKy. Ii yooBikoBi 40 pokis. Taxa
poavHA Ma€ MIABUIICHUN PU3MK HAPOHKEHHS TUTH-
HH 31 CITAJKOBOIO MATOJIOTIEIO:

A. ABTOCOMHO-TOMIHAHTHOIO MOHOTE€HHOIO

B. ABTOCOMHO-PEIECMBHOIO MOHOT€HHOO

C. 34erIeHoI0 31 CTATTIO MOHOT€HHOIO

D. XpomocomHOIO

E. MyibpTrdakTopialbHOO

8.V niBUMHKH 3 MYKOTIOJTicCaXapu1030M JiehopMo-
BaHMI yepen (3BY)KEHHS FOJIOBU 3 BUCTYITAIOYHNMH JIO-
6oM 1 motmunero). Taka popma yepena Mae Ha3BY:

A. Bpaxinedaris

B. Homnixotedaris

C. Ckadouedanis

D. Axpouedamnis

E. Mikpouedamris

9. Y HOBOHAPOIKEHOTO XJIOIMMYUKA 3 CHHAPOMOM
JayHa BepTUKallbHA MIKIpHA CKJIAJKa y BHYTPIIIHbO-
My KyTi oka. Taka MikpoaHOMaJIisl PO3BUTKY Ma€ Ha-
3BY:

A. MoHroJoigauii po3pi3 oueit

B. AHTUMOHTOJIOITHUN pO3pi3 oUei

C. Tenekant

D. Enikanr

E. Bredapodimos

10. XapaKkTepHOIO 03HAKOIO CUHIPOMY «KOTSHO-
0 KPUKY» € 30UTBIIICHHS BiJICTaHi MK BHYTPIITHIMA
KyTaMU OYHUX IUTMH. Taka MikpoaHOMaJlisi pO3BUT-
Ky Ma€ Ha3By:

A. Tinorenopusm

B. AHTUMOHTOJI0ITHUI PO3Pi3

C. Tenexanr

D. Enikant

E. lNneprenopusm

11. ¥V nutunn 3 cunapomom dpaHyeckeTTi € na-
TOTHOMOHIYHUNA CHUMIITOM — LIIIMHOIOOIOHUI fe-
ekt xparo noBik. Takuii CHMIITOM Ma€ Ha3BY:

A. Enmikant

B. Tenexanr

C. Karapakra

D. Kono6oma

E. Axpowmis

12. Haitgacrimie BiICyTHICTh padayKHOI 000JIOH-
KM OKa — 1€ HACIJOK HOBOI JOMIHAHTHOI MyTaifil.
Taka BaJia pO3BUTKY Ma€ Ha3BY:

A. AHipunis

B. Tenexaunt

C. Karapakra

D. Komoboma

E. Axpowmis

13. YV HOBOHAPOIKEHOI JIIBUMHKU 3 CUHIPOMOM
EnBapsca maneHbka HeZJOPO3BUHEHA HUKHS IIEJIeTa.
Takuit cuMnTom Mae Ha3By:

A. MixkporHartis

B. MikporeHist

C. IlporHaris

D. Tporenis

E. Axpowmis

14. OauH 13 CUMIITOMIB CHAAKOBOI IMATOJIOT —
NIMPOKA IIIIMHA MK NEHTpaJIbHUMHU pi3lsamu. Taka
MIKpOAHOMAJTisSl PO3BUTKY Ma€ Ha3BY:

A. [iacrema

B. 3asua ry6a

C. Kosoboma

D. Enikanr

E. lNneprenopusm

15. V 14-piunoi aiBunnku 3 curapomoMm Lllepe-
meBcbkoro — TepHepa Ha OIYHMX MOBEPXHAX IIML
MO3/IOBXKHI IIKIpHI CKJIaJKU. Takuii CUMITOM Ha3u-
BAa€THCS:

A. Konoboma

B. Enikanr

C. IlTo3

D. Itepuriym

E. Kpusomus

16. I1pu TamigomMigHii emOpioderonaTii crocrepi-
raeThCs BIACYTHICTh MPOKCHUMAJIbHUX BIIIIIIB KiH-
niBok. Taka Bajia pO3BUTKY Ma€ HA3BY:

A. Amenis

B. Mikpowmerist

C. ®oxomerntist

D. Bpaximaktuis

E. Cupenomertis

17. Y nHoBoHapomkeHoro 3 cunapomoM EnBapica
AHTHUMOHTOJIOITHUN po3pi3 ouelt. IIlo o3Hauyae Taka
MiKpoaHoMatis?

A. 30inbIIeHa BiICTaHh MK BHYTPIIIHIMU KyTa-
MU OYHUX IIIJIMH

B. OmyiiieHi 30BHIIIHI KYTH OYHUX HIUTAH

C. By3bka ouHa mijnHa

D. Onyieni BHYTPIIIHI KyTH OYHUX IIUTHH

E. IliBMicstieBa ckiIaaka MKipy 0171 BHYTPIITHBO-
ro KyTa OKa

18. Y HOBOHAPOIKEHOTO 3 CHHAPOMOM Arepa xa-
pakTepHa nedopmallig yepena y BUTTIAAl Bexi. Taka
¢dbopMma uepena Mae Ha3By:

A. Bpaxinedairis

B. Homixomedanris

C. Ckadoruedanis

D. Axkpouedanis

E. Mikpouedaris

19. BrakuTHHIA KOJTip CKJIEP 1 «TOTHYHE» TTiTHCO1H-
HS — Lie MIKpOoaHOMaJIil, XapaKTepHi JijIs CI1aJIKOBO-
rO MOPYIIEHHS OOMIHY:

A. ByrneBoiis

B. Jlimiais

C. AMiHokucioT

D. CrionyJHOi TKaHUHA

E. I'emornobiny



20. CumnToMoM 6araTboX XpOMOCOMHHX XBOPOO
€ HEeTOPO3BUHEHHS HIKHBOI mienenu. s o3Haka Mae
Ha3BYy:

A. MikporeHist

B. Iporenis

C. IIporHaris

D. Mikpocromis

E. MikpokopHea

21. MoHTOIOiIHANA po3pi3 oueid — IIie:

A. 30inblIeHa BiICTaHh MK BHYTPIIIHIMU KyTa-
MH O4el

B. Onyuienuii 30BHIlIHII KyT oKa

C. By3pka ouyHa LIiJIMHA

D. Onymienuit BHyTPIlIHIN KyT OKa

E. IliBMicsmieBa Ckaaka Oist BHyTPIITHLOTO KyTa
oKa

3asoanns 2

Hukye B TaOnuill HaBeJICHO MiKpoaHOMaJii Ta
BaJld PO3BHUTKY. BKaxiTh, SIKi 3 mepepaxoBaHUX Xa-
pakTepHUCTHK (DEHOTHUITY BIAMOBIIAIOTH IIUM TEPMiHAM.
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MikpoaHoMaltii XapakTepUCTUKHU
Ta BaJu PO3BUTKY (dbenoTHITy

1. Kamnrogakrumis | A. llkipHa xpunonoaioHa

2. ApaxHOIAKTWIisl | CKJIajaKa

3. KinmnHoaxk TSt B. BijcyTHicTh mpoKcH-

4. EXTpOoIaKTuIis MaJIbHUX BIIUIIB KIHIl-

5. @oxkomenis BOK

6. bpaximertis B. Bucrynaroua Briepen

7. TipcyTusm BEpXHJI IIeJIeTa 1O BiTHO-

8. IItepuriym IIEHHIO 10 HW)KHBOI

9. IIpornaris I'. JlatepanbHe BUKPUB-
JIEHHS MMAJIBLIB
. Kucts abo croma
y opmi kmimHI paka
E. 3runanpHa KOHTpaKTy-
pa MajbIiB Y TPOKCH-
MaJbHUX MDK(paTaHrOBUX
cyrinobax
K. HaamipHe 0BOJIOCIHHS
34 4OJIOBIUYUM THUIIOM
y KIHOK
3. YKOpoUeHHs KIHI[IBKH
K. IoBri naBykomnoaioHi
TaJTBIT

3asoanna 3

I3 mepepaxoBaHUX O3HAK 00CPITh HAXapaKTEePHi-
Il ISl CaJkoBOl MaToJorii (KiTbKa MpaBWIBHUX
BIJINIOBiIEH):

A. CTporo BU3Ha4YeHa yacoBa MaHidecTaris

B. HasiBHICTh CUMIITOMIB 3aXBOPIOBAHHS Y pO-
JIUYiB

C. 3axydeHHs B MATOJIOTIYHUHA IpoIeC OaraTbox
OpTraHiB i CCTEM OpraHiB

D. IIporpenieHTHUI XapakTep mepediry xsopoou

E. T'ocTpuii nepebir 3aXxBOpIOBaHHS



Pozoin 4

KJIIHIKO-TEHEAJIOTTYHUI METO/]

4.1. SHAYEHHA METO/JY.
INPUHLIUIIN TITOBYJ0OBU
POAOBOAY

KitiHiko-reHea orivHuil MeTod TPYHTYEThCS Ha
CKJIaJlaHHI i aHai3i pogoBoay ciM’i. Lle 060B’s13K0-
BUU eTar B 00CTEXXEHHI XBOPOTO 31 CMaIKOBOIO MATO-
noriero. Ha3zBa MeToy HOXOIUTH Bijl TPELBKOTO «Tre-
HeasoTis» — POJOBi/.

Meton 103BOJIsIE BCTAHOBUTU HACTYITHE:

1) BUSIBUTH, UM € O3HAKa ITOOIMHOKOIO B CIM'1 200
HasIBHI KiJIbKa BUIIAJIKIB JTAHOI MATOJIOTI (CiMEHHMIA
XapakTep);

2) BUBHAYUTH TUN YCHAJKYBaHHS;

3) BUSIBUTH OCI0, Ki MOTPeOYIOTh MEIUKO-TeHE-
TUYHOTO KOHCYJIbTYBaHHS, | BU3HAUYUTH PU3UK HAPO-
JUKSHHST XBOPOI TUTHHU;

4) Ha mJICTaBi KJIIHIKM BU3HAYUTH MPOTHO3 IS
npobaHja 1 1oro poauUiB 3 ypaxyBaHHSIM 0COOJIMBO-
CTel 3aXBOPIOBAHHS 1 1OTO TeHETUYHOI XapaKTepHc-
TUKH;

5) OIIIHUTH EKCIIPECUBHICTb 1 TIEHETPAHTHICTD TEHA.

Mertopn He moTpedye CKIAAHOTO 00TIaHAHHS, TPH-
BaJIOToO JIaGOPAaTOPHOTO aHai3y, BiH MPOCTUH, 10-
CTYIHUIA KOXHOMY JIiKapto. MeTo/1 CKIIala€ThCs 3 Ta-
KHX eTalliB:

1. 36ip reneasioriunoi iHdopmariii (reHeanoriyHo-
ro aHaMHe3y).

2. [TobymoBa pogoBomy.

3. AHaJti3 poJIOBOTY.

4. Po3paxyHOK T€HETUYHOTO PU3UKY

4.1.1. 3bIP T’TEHEAJIOTTYHOI'O
AHAMHE3Y

36ip reneasoriynoi indpopmanii (I eran) — moun-
HaOTh 3 mpobanya. [Ipodbanm — 11e XxBopuit abo HOCIH
natoJiorivHoi o3Haku. CIIif po3MUTATU MPO CHOCIB,
TOOTO OpAaTiB i cecrep nmpoOan/a, 6aThKIB, pOANUIB 32
MaTePUHCHKOIO JIIHIEI, POJNYIB 32 0aThKIBCHKOIO
niniero. HeoOximHo 3i6paTt iHpopMarlio npo Oyab-
SIKI 3aXBOPIOBAHHS, 3BEpHYTH yBary Ha CIHOHTAaHHI
a00PTU, MEPTBOHAPOIKEHHSI, CMEPTH Y PAHHBOMY /U~
TsiaoMy Billi. HeoOXiHO BKa3aTH BiK OMEPIIHX, MTPH-
YUHY CMEPTI.

Indopmartiro mpo cubCiB (Ta IHIIKUX pOAUYIB) 30U-
paroTh y IOPSIKY HAPOKCHHS.
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BaxximBo 3’sicyBaT, 4u HASIBHUI Y JaHid CIM’1 CIIO-
piHEeHU 1UTF00, OCKUIBKYM OJU3bKI POJANYI MAIOTh
OLIBIIIE NIAHCIB BUSIBUTHUCS TE€TEPO3UTOTAMU 3a OJTHUM
1 THM CaMUM TATOJIOTIYHUM T€HOM.

ITpu 360pi reHeaTOTIYHOTO aHAMHE3Y CITiJT BiIITO-
BICTH Ha TaKi MUTAHHS:

1. SIxo10 3a paxyHKOM IWUTHHOIO OyB IpoOaHn y
ciM’1?

2. Ckinpky BcbOro OyJio BariTHOCTEH y MaTepi
npobanga?

3. Uum 3akiHumitacs Iepina BariTHicts? Ipyra
Ta iH.?

4, Ha o xBopiiau cubcu?

5. IlpuumHu 1 Bik cMepTi cubciB?

6. YV gKxoMy TepMiHi i1 3 SKOI IPUYMHM MIepepHrBa-
JIUCS BariTHOCTI?

IMTutanHs mpo ciM’10 MaTepi:

1. Akoto 32 paXyHKOM JUTHHOIO B CcIM’i Oyita MaTu?

2. Yu e y cectep 1 OpaTiB maTepi gitu?

3. KinbkicTh AiTell y MOPSAIKY HAPOMIKEHHS, CTaH
iX 310pOB’sL.

4. TTpuumHM 1 BiK CMEPTI POJIUYIB MaTepi.

Ty x iadopmariiro HeoOXigHO 3’sICYyBaTH IIpO Oa-
Oycro 3 00Ky Marepi, iaycs, IXHIX POIUYIB.

ITicns 11pOToO MEPEXoaaTh A0 300py aHAJIOTIUHOI
iHpopMaii mpo OaThKa 1 BCIX HOTr0 pOANUIB.

BaxxaHo oOcTexxyBaTH HAMOIMIKUNX POUUIB TTPO-
GaHaa ocobucro. Y BUMAJAKY, SKIIO 1€ 3pOOUTH He-
MOJKJIUBO, HEOOXITHO TTpOaHaIi3yBaTH (PSHOTUITH PO-
JINYIB 3a CiIMeHHUMU PoTorpadisaMu. Y IesKUX BUIAI-
KaX HeoOXiJTHO oJlepKaTH apXiBHi JlaHi, iHpOpMAaIlito
PO pe3yJbTaTH PO3TUHIB MOMEPIUX a00 BUBUYUTH
MeINYHI TOKyMeHTH. Bee 11e HeoOxinHo A 3’sicyBaH-
HSl TUITY YCHAAKyBaHHS O3HAKH B CIM 1.

4.1.2. IPABWJIA MOBY/I0OBU
POJIOBOJTY

ITo6ynoBa ponosony — II eranm meroay. PomoBin
— rpadiuHe 300paxkeHHs CiMelHOTO epeBa. OCHOBHI
CHMBOJTH, SIKi BUKOPUCTOBYIOTH JIsl TOOY/IOBU POJIO-
BOJly, HaBeJieHI Ha puc. 4.1.

IMpu cxnagaHHi pOAOBOAY AOTPUMYIOTHCS TAKHX
MpaBUIL:

1. PoxoBizx IMOBHHEH MICTUTH HE MeHIne 3—4 1mo-
KOJTiHb.

2. CKkiaaHHs POJIOBO/Y TOYMHAIOTH 3 MPOOAH/A.
[Mpobanma mMo3HAYAIOTH CTPUIKOIO.
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IOCCUBHUM 34YCIIJICHUM
3 X-XpOMOCOMOIO I'CHOM

YOJIOBIK Ta JXIHKA TeTepO3U-
TOTHU 32 aBTOCOMHO-peIIe-
CHUBHUM T'€HOM

Puc. 4.1. CuMmBOIIH, SIKI BAKOPUCTOBYIOTh JIJIsl TOOYI0BU POIAOBOJIY

3. CubciB 300paxyIoTh 371iBa HAIIPABO y TOPSIIKY
HAPOJKEHHS.

4. KoxHe monepeiHE TTOKOJIIHHS 300paXyeThCs
BMILIE B JIiHII MpoOaHIa, a HACTYIIHE — HIDKYE BiJI
Hel. [TopsIok cKiIagaHHs — BiJl HACTYITHHUX ITOKOJIiHb
J0 TOoMepeHiX (crovyaTKy MOKOJIHHS mpobaHaa i
Woro nitei, moTiM Horo 0aTeKiB). Bei wieHn ogHOTO
TTOKOJIIHHSI 300pa)KyIOThCsl HAa OJIHIN JIiHiI.

5. JAns 3py4YHOCT] CHOYATKY MATIOKOTh POJIOBIIHI
3B’SI3KH, IO CTOCYIOTKCS JIiHIT MaTepi, MOTIM OaThKa.
Maru i il poanui, SIK TpaBUIIO, PO3TAIIOBYIOTHCS B PO-
JIOBOJII 311iBa, 6aThKO 1 oro poauui — crpasa. [1po-
OaHpa i1 Horo cuOCIB PO3TAIIOBYIOTH IMOCEPEANHI MIX
ciM’siMu OaTbhKa 1 MaTepi.

6. TTOKOIIHHS HYMEPYIOTH 3J1iBa PUMCBKUMH LU (-
pamu 3BepXy BHU3. YJIEHIB OJJHOTO TIOKOJIIHHS HyMe-
pYIOTh 3J1iBa HapaBo apabcekumu nudpamu. Takum
YUHOM, KOXHA JIIOJJMHA B POJIOBOJI Ma€ CBIH M)
(I-5, II-7 1 1. iH.).

7. YKa3yroTh BiK WIEHIB CiM’1 OiJI1 CAMBOIY.

8. Ocobucto 0bcTe)KeHOTO TTO3HAYAKOTh (!).

9. YHonogik abo ApyKuHA poaAUYiB MpoOaHIa MO-
KYTh HE 300paxaTcs y BEIMKOMY POJOBOII, SKIIO
BOHM 3/I0OPOBi Ta «HE BIUIMBAIOTH» Ha Mepeaaydy 3aXBo-
PIOBAaHHS.

10. HeoOxiiHO BKa3aTH AaTy CKJIaIaHHSI POIAOBO/LY.

64

O[HOYACHO 3 POIOBOOM CKJIaIAI0Th MUCEMOBHIA
JOJATOK IO HBOTO, TaK 3BaHy JIETCHIY PONOBOIY. Y
JIeTeH/Ty BKJIFOUAIOTh BCI BIZJOMOCTI, SIKI MOXYTh BH-
SIBUTUCS KOPUCHUMHM TPH aHaJIi31 pojoBoAy (Halio-
HAJIBHICTB, MICLI HAPOJIKCHHS U ajipecu, pe3yJIbTaTH
KJIIHIKO-THCTPYMEHTAJIbHOTO OOCTEXKEHHs Ta iH.), 1
3po0JIeHI BUCHOBKH.

4.1.3. TEHEAJIOTTYHUI AHAJII3
I PO3PAXYHOK 'EHETUYHOI'O
PU3UKY

III eran — reneasiorivynmii ananis. [lepre nmuran-
Hsl, Ha sSIKE CITiJ] BIIIOBICTH, aHAINI3YIOUH POAOBII, —
YW Ma€ O3HAaKa CIaIKOBY MPUPO/LY; IPYre MUTAHHS —
€ 3aXBOPIOBAHHS Pe3yJIbTATOM HOBOI MyTallii abo yc-
MaJIKOBYETHCS, 1 SIKMI THI YCHAJKyBaHHSI 3aXBOPIO-
BaHHS B faHii ciM’i. I1pu aHamizi po1oBOIiB HEOOXI/T-
HO BHUKJIIOYMTH HECIIPABXXHE O0AaThKIBCTBO, ITaM SITATH
PO FEHETUYHY FeTEPOreHHICTh CIIaJIKOBUX XBOPOO Ta
icHyBaHHSI (PeHOKOIIiH (HECMaJKOBUX XBOPOO, sKi 3a
CBOEIO CUMIITTOMATHKOIO HArajytTh CIaKOBI).

IV eran — po3paxyHOK reHeTHYHOr0 PU3HUKY.
3Haroud THUIN YCHAAKyBaHHS, BU3HAYAIOTh TE€HOTHIIH
YJICHIB CIM’1 Ta MMPOBOJIATHh PO3PAXyHOK BEIMYNHU Te-
HETHMYHOTO PU3UKY HAPOJDKEHHS XBOPOI AUTUHHU B
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Puc. 4.2. BusHaueHHsI TeHOTHUITY WICHIB CIM'1 32 POJIOBOIOM:
a — POJIOBIJl IPH aBTOCOMHO-PEIIECHBHOMY THIII YCMAJIKYBAHHS, 6 — MOXIIMBI TCHOTHITHA

YJIeHiB ciM’1

KOHCyJIbTOBaHUX (puc. 4.2). Ha miacrasi anamzy po-
JOBOAY MOKHa BU3HAYHMTHU KOJIO OCIi0, IO HAlIeKATh
JI0 TPYIH PU3UKY 1 MOTPEOYIOTh MEUKO-TeHETUIHO-
ro KOHCYJIbTyBaHHS. Lle 103BOJIsE CIITaHyBATH KOMII-
JIEKC MPODITaKTUUHKUX 3aXO/IIB JIJIs 3ar00IiraHHs 1Mo-
BTOPHHUM BHII4/IKaM XBOpoOU B ciM'i.

4.2. XAPAKTEPUCTUKA
POJOBOAIB 13 PI3HUMMU
TUITAMUA YCITAAKYBAHHSA

4.2.1. ABTOCOMHO-IOMIHAHTHUI
TUIT YCITAJAKYBAHHS

IIpu TakoMmy THUIl yCHagKyBaHHS /IS PO3BUTKY
XBOPOOM JOCTATHHO OJHOI'O MYTAHTHOTO ajens (Te-
TEPO3UTOTHUHN CTaH), 10 3HAXOIUTHCS B OJHIN 3 aB-
TOCOM. MyTaHTHUH ajeb y IbOMY BUMAAKY MO3HA-
YAETHCS K A, HOPMaJbHUN — sIK a. 3a3BUYail XBOpi
rerepo3urotHi (Aa). l'omo3urorun (AA) — nBa na-
TOJIOTIYHUX aJielll — 3He0UTBITOr0 HEXXUTTEZIATHI.

Jns KIacCMYHOTO POAOBOAY 3 aBTOCOMHO-IIOMI-
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HAaHTHUM THUIIOM ycHaaKyBaHHs (puc. 4.3) xapakrep-
HO Take:

1. Besnka KijbKiCTh XBOPUX Y POIOBO/II.

2. O3Haka nepenaeThes Bij OHOTO 3 OATHKIB Ha-
[aKam, He IIPOIMyCKalOUH MOKOJIIHB («BEPTUKATIbHA
nepenada XxBopobu). Y XBopoi AMUTHUHH, K MPABUIIO,
XBOPHH OJIVH 13 OATHKIB.

3. CniBBiJIHOIIIEHHSI XBOPUX YOJIOBIKIB 1 ®IHOK
MPUOIM3HO OJHAKOBE.

4. XBOpi YOJIOBIKH 1 KIHKU NEpEIatoTh XBOPOOy
JUTSM 000X cTaTel 3 0JIHAKOBOIO BIPOTIIHICTIO.

5. CriiBBIAHOLIEHHS XBOPHX 1 3I0POBUX HAIIAIKIB
xBoporo 6aTeka 01u3bke 70 50 %, TOOTO B OUIBIIOCTI
BHITA/IKiB, SIKIIIO OJIUH 13 OaTHKiB XBopuii (Aa), a apy-
T 3I0POBHIA, BIPOTIIHICTh HAPOJ/KEHHS XBOPOI JTU-
THHU CTAaHOBUTH 50 %o.

P ? Aa X J' aa
G A a a
F1 Aa; aa
50 % xBopi 50 % 3mopoBi
6. Y 310poBUX OATHKIB BCI JITH 3[0POBI.
P aa X aa
G a a
F1 aa

100 % 310poBi
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Puc. 4.3. PonoBig mpu aBTOCOMHO-TOMIHAHTHOMY
yCITaIKyBaHHI O3HAKH

PomoBou mpu TOMIHAHTHOMY THITI YCIaIKyBaHHS
MOXYTb BIIPI3HATHCS Bi/l KTACHUHHX Y TAKUX BUMAIKAX:

1. IuThHA 3 ZOMIHAHTHUM 3aXBOPIOBAHHSIM MOJXKE
HapOJUTHCS Y 310poBUX OaThKiB. Lle mos’s3aHo 3 HO-
BOIO TeHEPATUBHOIO MYTAIli€I0 B OHOTO 3 OATHKIB (4a-
critie 0aThka) 800 COMaTUYHOIO MYTALIIEIO B eMOPIOHA.
HapomxenHs 1Box abo Oinbllle XBOPHUX MITEH MOXKe
OyTHU MOB’A3aHO 3 TOHAJHUM MO3ailIN3MOM 3/I0POBUX
0aTbhKiB.

2. 119 JOMIHAHTHUX O3HAK XapaKTepHa HEelOBHA
TIEHETPAHTHICTH 1 BapifoBaIbHA €KCITPECUBHICTD JOMi-
HAHTHUX TeHiB. [IeHeTpaHTHICTh — YacToTa (eHOTH-
MIYHOTO MPOSBY JOMIHAHTHOTO TreHa. BoHa BU3Ha-
YaeThCs K BIICOTOK XBOPHX Cepel] YCiX HOCIiB IbOTO
JIOMIHAHTHOTO aJieyisi B MOMyJIsiii. Y pas3i HemoBHOI
MEHETPAHTHOCTI F'eH XBOpoOu Moxe OyTH ycraakoBa-
HUM, ajiec He BUABUTUCS (PEHOTHUITIIIHO.

[ToHATTS eKCIPECUBHOCTI aHAIOTIYHE MOHSTTIO
TSDKKOCTI XBOpoOu. BapiroBallbHa €KCIIPECUBHICTD
BioOpaxae pi3HUIl CTYMiHb (PEHOTHIIIYHOTO MPOSBY
O3HAaKHU.
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Puc. 4.4. PooBizl pu aBTOCOMHO-PELIECUBHOMY
yCIIaIKyBaHHI O3HAKH
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[Tpu HermoBHIN MEHETPAHTHOCTI Ta BapiloBaIbHIN
€KCIIPECUBHOCT] B POJIOBO/IL 3 JOMIHAHTHO YCHAIKO-
BaHUM 3aXBOPIOBAHHSM MOXYTh 3’ SIBUTUCS «IIPOITYC-
KaHHS» MOKOJIHb.

3. Aesiki 3aXBOPIOBAHHSI BUSBIISIOTHCS HE 3 MOMEH-
Ty HApOJDKEHHS, a Mi3Hime (Halmpukiam, A0pocia
(hopma noJtiKicTo3y HUPOK, Xopesi [ eHTIHrToHa, cra-
koBa popma xBopobu Aunblreiimepa). B nibomy Bu-
MaJIky y MOMEHT CKJIaJIaHHSl POAOBOAY HOCIH qoMmi-
HaHTHOT'O T'eHa MOXe OyTH 3M0pOBUH, 1 Oe3 3acTOCy-
BaHHst MeToiB JJHK-miarHocTuKM 10CTOBIpHE MeTu-
KO-TeHETUYHEe KOHCYJIbTYBaHHS HeMOXJIuBe. [Hoi
reTepO3UrOTHI HOCIT F'eHa TUHYTH /10 KIIIHIYHOI MaHi-
(becrailii XBOpoOU Bijl MPUYMH, HE OB SI3aHUX 13 CIIa/I-
KOBUM 3aXBOPIOBAHHSIM.

4, SIxmmo myTarlisi CTOCYETbCS O3HAK, OOMEKEHUX
CTaTTIO (HANpPHUKIAJ, aHOMallli MaTKu), TO OyayTh
ypakeHi 0coOM TiTbKU onHiel cTaTi. TsKKICTh mepe-
0iry XBopoOu MOKe TaKOX BU3HAYATHCS CTATTIO TOTO
3 6aTBKIB, Bi/I IKOTO ycraJgKoBaHa XBopoba, abo crart-
TIO XBOPOTO.

4.2.2. ABTOCOMHO-PELIECBHUI
THUIT YCIIAJIKYBAHHSA

Lleit Tum ycnaakyBaHHS XapaKTePU3Y€ETHCS TUM, 1O
MYTAHTHHUI T€H MPOSIBIISE CBOIO JIO TITHKH B TOMO3HU-
TOTHOMY CTaHi. I'eH XBOpoOM MO3HAYAETHCSA SIK pelie-
CUBHHI T€H a, HOpMaJIbHUI TeH — A. XBOpi MalOTh
TEHOTHII aa, 310poBi — AA abo Aa. Y reTepo3uror-
HOMY CTaHi (Aa) TeH MOXe TiepeIaBaTUCS B TIOKOJTiH-
HSIX, HE BUSIBISIIOYHCH (eHOTHUITIUHO. [Tepimii xBopuit
MOJKe 3’SIBUTUCS Yepe3 0araTto MOKOJIHb MiC/Isl BAHUK-
HEHHsI MyTallil, y BUITJIKy, KOJIH 1 6aTbKo, i MaTH Oy-
IyTh T€TEPO3UTOTHUMU HOCIIMH TOT'O K CAMOTI'O I'eHa.

JJ1st peliecCHBHO ycagKOBaHUX XBOPOO XapakTep-
Ha MOBHA MEHETPAHTHICTH, BapiloBalibHA EKCIIpe-
CHBHICTb 3YCTPIYa€ThCS PLAKO.

PonoBoan 3 aBTOCOMHO-PELIECUBHUM THUIIOM yC-
najgkyBaHHA (puc. 4.4) XapaKTepU3yIOThCS TAKUMHU
0COOJIMBOCTSAMU:

1. Mana KigbKIiCTh XBOPUX Y POJOBOJI (MEHIIE
25 %).

2. YonoBikH 1 KIHKH XBOPIIOTh OJJHAKOBO YacCTO.

3. BaTbku XBOpO1 AMTHHU 3a3BHYall 340POBI Ta €
reTepO3UrOTHUMU HOCIsIMU TeHa (Aa).

4. Y GaraTtomiTHi# ciM’1 MOXke OyTH OibIe OgHIeE]
XBOpOT TUTUHU. XBOPIIOTh B OCHOBHOMY CHOCH, a He
0aThKU — JIITH, K IIPH JIOMIHAHTHOMY yCIa/IKyBaHHI
(ycmagkyBaHHSI «3a TOPU3OHTAILIION).

5.V retepo3UroTHUX 6ATHKIB PU3UK HAPOIKEHHS
XBOPOI AUTHHU CTAHOBUTH 25 %. Y OGaraTtomiTHUX
CIM’SIX CHIBBIIHOIIIEHHS 3OPOBHX 1 XBOPUX MiTEH Ha-
ommkaerbes 1o 3:1.

P ? Aa X d Aa
G A a A, a
F1 AA; Aa; Aa; aa
75 % 3mopoBi 25 % xBopi

6. Bixg xBoporo 6aTpka ab0 MaTepi HAPOIKYIOTh-
cs1 3mopoBi mitu (AA x aa).

P 2AA X Jd'aa
G A a
F1 Aa; 100 % 3moposi



II

SLIEEN S
SIEX

-0

ofe

5 6

oomom

7

Puc. 4.5. PonoBif i3 NCeBIOIOMIHYBAHHSM IIPU QJIBKANITOHYPIi — aBTOCOMHO-PEIIECUBHOMY
3aXBOPIOBAHHI (pe3yJbTaT OJIU3bKOCHOPITHEHUX IILTIO0IB)

7. SAkmo xBopi 6aThKO 1 MaTH, BCl TiTH OYIOyTh
XBOPI.

P ?aa X Jd aa
G a a
F1 aa; 100 % xBopi

8. Hacto 6aThKN XBOPOT0O € KPOBHUMHU POANYAMU,
0COOJIMBO SIKIIIO 3aXBOPIOBAHHS 3YCTPIYa€THCS B IO~
myJsii pigko. st XBopoO, 10 4acTo 3ycTpiyaroTh-
Csl B TOIYJISILIT, MOXJIMBA BUIAAKOBA 3yCTPiU ABOX
TeTepO3UTOTHHUX HOCIiB I'eHa.

ITpu BiTOMOMY pElleCHBHOMY THIT yCHAIKyBaHHS
MOXYTbh 3yCTPIUATUCS ATUIIOBI POIOBOJIH.

1. ITpu 6aratopazoBiii KpOBHiil CIIOPITHEHOCTI PO-
JOBiI MOKe HaraJyBaTW TAKUH MpU aBTOCOMHO-IIO-
MIHAHTHOMY YCIIaJIKyBaHHI (TICEBIOJOMIHAHTHE yC-
MTaJIKyBaHHS), 3 IPSIMOIO TTepeIadero O3HAKH Bi 0aTh-
Ka 10 guTUHU 1 50%-10 BIPOTIAHICTIO HAPOIKEHHS
XBopux fiteit (puc. 4.5). Ha BigMiHy Bill CpaBXHbBO-
r'o JOMIHAHTHOTO YCIIaJKyBaHHS, 1Ii 0OCOOIUBOCTI pe-
€CTPYIOTBCSI TUIBKH B JIBOX ITOKOJIIHHSIX 1 HE CTOCYIOTh-
csl GIYHMX TUTOK POJIOBOAY.

P RAa X d'aa
G A a a
F1 Aa; aa
50 % 3mopoBi 50 % xBopi

2. Bimomi BUMaJKU HAPOPKEHHS XBOPOI JUTHHH,
KOJIM XBOPHI OJINH i3 OaTHKIB, a IPYIrHii HE € HOCIEM
rera (AA x aa), a00 KOJIM TUIbKU OJUH 3 OATHKIB —
rerepo3urotTHuil Hociii (AA x Aa). Ile nosicHIOeThCS
VHINIAPEHTHOIO JucoMielo abo izoaucomiero. [Toxo-
JUKEHHS IBOX XPOMOCOM BiJ ofHOro 6aTbka JOBO-
JUTHCSI MOJICKYJISIPHO-TEHETHYHUMHU METOJIAMU.

3. V xBopux 0aThKiB MOXJIUBE HAPOKEHHS 3710-
POBUX JiTEH Y pe3yJIbTaTi FEHETUYHOI TeTEPOTEHHOCTI
CIaIKOBUX XBOPOO, KOJIM OJHE 1 T X 3aXBOPIOBAHHS
MOXe OyTH 3yMOBJIEHE MYTAIliSMHU PI3HUX TEHIB.
SIkio y Matepi xBopoOa 3yMOBJIEHA OJTHUM PELieCUB-
HUM MYyTaHTHUM TeHoM (aaBB), a y OaTbhka iHIIMM
(AADD), To Bci 1iTH B ciM’1 OyAyTh 310POBI, ajie € mo-
IBiliHUMH TeTeposurotamiu. Lleit deHoMeH crniocTepi-
raeTbes MpH albOiHI3Mi, JedeKkTax 30py, BPODKEHIH
[JIYXOTi Ta 1HIIUX 3aXBOPIOBAHHSX (puC. 4.6).

1
1 2 3 4
n 8) é) é) d) é)
1 2 3 4 5 6 7 8 9 10 11 B 13 4 15
1
111 AADbb . aaBB
2 3 5 6 7 8

v AaBb AaBb

1 2

Puc. 4.6. PopoBin i3 NIyXOHIMOTOIO, 110 LIFOCTPYE FEHETUYHY reTeporeHHicTb. O0unBa OaTbka
YPpaXKeHi CIaJIKOBOIO IIYXOHIMOTOIO; Y HUX € ypakeHi cOcH, 1 oOuaBa BOHM 3 KPOBHOCIOpIIHE-
HuX nUTE00iB. [TpoTe 1BOE IX CHHIB HE TITYXi (T€TEPO3UTOTH 3a IBOMA PI3HUMHU FeHAMHU TITyXOHIMOTH)
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P % aaBB X " AAbD
G aB Ab
F1 AaBb 100 % 3mopoBi

4.2.3. YCITAIKYBAHHA,
3YEILJIEHE 31 CTATTIO

Ile ycnankyBaHHS O3HAK, SIKi BU3HAUAIOThCS I'€Ha-
MU, PO3TAIIIOBAHUMH B CTATEBUX XpoMocoMax. BoHo
BKJIIOYA€ X-34EIUICHUM JOMIHAHTHHM, X-34eIJICHUMA
penecuBHMA, Y-34eIUIeHUH TUMM ycnaakyBaHHs. Bci
THUIM 34EIUICHOTO 31 CTATTIO YCHAAKYBaHHS XapakTe-
PHUBYIOTBCS PI3HOIO YaCTOTOI YPaKEHHs YOJIOBIKIB i
KIHOK Y POJIOBO/II.

X-3yenieHe YcnaaKyBaHHSA

Oco06uBOCTI X-34eIUIEHOTO YCIIaIKyBaHHS BU3HA-
YaIOThCSI TAKUM:

1. XKinku MaroTh ABI X-XpOMOCOMHU, a YOJIOBIKU
— X- 1 Y-xpomocomu. Ockinbku 6araTo reriB X- i
Y-XpoMOCOM HE TOMOJIOTiYHi, Y YOJIOBIKiB T'€HHU
X-XpOMOCOMHM He MalOTh Iapu (CTaH reMi3UrOTHOCTI).

2. Big matepi X-XpoMOCOMY YCIaJKOBYIOTh JOU-
KU 1 CHHH, a Big 0aTbKa — TUIBKU JOYKH, 1, BIAIOBII-
HO, X-34eIljIeHi XBOPOOU HIKOJIM HE TIepeatoThCsl Bijl
OarTpKa 0 CUHA.

I'enn, JokanmizoBaHi B X-XpOMOCOMI, MOXKYTb OyTH
JIOMIHAHTHUMH 1 PELIECUBHUMU.

X-34enuieHnii perlecCHBHMI TUII ycnaakyBanns. [1a-
TOJIOTIYHUH TeH MO3HAYAETHCA SIK X2, HOPMAIbHUIHA
anenb — XA. T'eHOTHIT 3M0pOBOT JKIHKH TO3HAYAETh-
cs1 ik XAXA a60 XAX? (reTepo3UroTHa HOCIiKa), 3710~
poBoro uvoisioBika — XAY. 'eHOTUIT XBOPOI KIHKH
XaXa XxBOpOro 4oJioBika — X2Y.

151 perecuBHOTO 3YerIeHOTo 3 X-XpOMOCOMOIO
ycnaakyBaHHs (puc. 4.7) xapakTepHe Take:

1. XBODilOTH MepeBaXkHO YOIO0BiKH (X2Y'), OCKiIb-
KM Y TeMI3UTOTHOTO YOJIOBIKA I'eH XBOPOOU 3aBXKIH
BUSIBUTHLCS (DEHOTHUITIYHO.

2. Bci gitTu XBoporo 6aTbka 310pOBI.

3. XBOpi YOJIOBIKH TEPENaIOTh MATOJOTIYHUN
aJielb YCIM JIOYKaM, 5IKi CTal0Th F€TePO3UTOTHUMH HO-
ciiikamu reHa.

4. HikoJyu He CIIoCTepiraeThes rnepeiaua 3axBopio-
BaHHS BiJ OaThKa /10 CHHA, OCKIILKYM CHH 3aBXKIH yC-
MaJIKOBY€E BiJ 0aThbKa Y-XpOMOCOMY.

O

111

1 .253

Puc. 4.7. PonoBin npu X-34eIICHOMY PEIIECHBHO-
MY THII yCITaJIKyBaHHS
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P 9 XAXA X d Xay
G XA Xa'Y

F1 XAXa, XAY
310pOBa 310pOBUIL
NIBUMHKA-HOCIMKA XJIOITYHK

5. XBopuil CMH ycHajgKkoBy€e XBOpoOy Bij 370pO-
BOi MaTepi — reTepOo3UroTHOI HOCIMKY MATOJIOTIYHO-
ro reHa. B ycrnajakoBaHMX BUIAAKAX Y XBOPUX XJIOI-
YUKIB MOXYTb OYTH XBOpi OpaTH 1 ASABKHU IO JiHil
Matepi. XBopoba cuHa Moxe OyTH 3yMOBIIEHA 1 HO-
BOIO MYTaIli€l0 B X-XpOMOCOMI MaTepi.

6. Y o601 KIHKM-HOCIHKH 13 3A0POBUM YOJIOBI-
KOM Bci ok 310poBi (50 % 3 Hux Hocii), 50 % cuHiB
xBopi 1 50 % cuHIB 300pOBI.

P 2 XAXa x J XAY

G XA, Xa XA, Y

F1  XAXA, XAY, XA Xa,  Xay
340pOBa 3J0POBUM 310pOBa  XBOPHUM
}Z[iBlII/IHKa XJIOITYHUK HOCiﬁKa XJIOITYUK

7. HapomxeHHsT XBOPOI JOUKU MOXIJIMBE B ILTIO01
KIHKU-HOCIHKHU 3 XBOpHUM dYosoBikoM: 50 % modok
310poBi, 50 % nocii, 50 % cuniB xBopi, 50 % 370poOBi
(puc. 4.8).

P ? XAXa X J Xay

G XA Xa Xa, Y

F1 XAXa, XAY, XaXa, XaY
300pOBa 3I0pOBUI  XBOpa XBOpHI
JiBUMHKA XJIOMYUK JIBYMHKA XJIOMYHUK

IMpu ananizi pogOBOAY MOXYTh BUHUKHYTH AEsKI
CKJIAJTHOWII. Y TeTepO3UTOTHUX HOCIHOK reHa O3HaKa
MOJKe BUSBIATUCS (DEHOTHITIYHO BHACTIAOK MEPEBaXK-
HOI IHAKTUBAIIl X-XpOMOCOMHU 3 HOPMAJIBHUM aJIelieM
(timeus Bappa).

Slkimo ren X2 Mae JieTalibHY JIi0, BCI IUIOIU YOJI0-
BiYOi cTaTi, HI0 yCHaAKyBalIH el reH, TMHYTh. [ere-
PO3UTOTHI KIHKH-HOCIMKY 3/I0pOBI, aJie TUHE IT0JI0BU-
Ha iXHIX miTeil 4oioBiuoi crati. B pe3ynpTaTi CIiB-
BIAHOIIEHHS HAIAJKIB )KIHOYOI Ta YOJIOBIUOI CcTAaTi B
ponoBoi Oyme 2:1.

IHONI XBOPI YOJIOBIKM (HATPHUKIIA, IPU M SI30BIH
muctpoddii lromeHHa) He 3aJIUIIa0Th MOTOMCTBA, OC-
KUTBKH BMHPAIOTh JI0 JTOCSTHEHHS CTaTEeBOI 3pLIOCTi
200 € Oe3IUTTHUMH.

[ominanTtae 34yemnieHe 3 X-XpoMOCOMOIO yCHAIKY-
BanHs. [TaToNOTiUHMI TeH To3HAYAEThCS IK XA, HOp-
MaJpHUI anens — X2, ['eHoTHI 310pOBOI JKIHKHU TO-
3HA4Ya€ThCs K X&X2, 3J0pOBOTO 4OJIOBika — X2aY.
T'enoTun xBopoi xiHku XAXA a6o XAX?, XBoporo
yojoBika — XAY.

HominantHe X-34erjieHe ycrnaakyBaHHs (puc. 4.9)
Ma€ Taki 0COOIMBOCTI:

1. YpaxaroThcs 1 YOJIOBIKH, 1 KIHKH, aJie KUTHKICTh
XBOPHUX XIHOK Y POAOBOAI BABIYl OiNblla, HIX 4O-
JIOBIKIB.

2. XBOpUMH OiTH OYIyTh TIIBKH B TOMY BHUIIAJIKY,
SIKIIIO XBOPHIA OMH 13 OAThKIB. Y 3I0pOBUX OATHKIB
yCi ITH 30POBI.

3. 3aXBOPIOBAHHS IPOCTEXYETHCS B KOXKHOMY T10-
KOJTIHHI.

4. SIxmo xBopa MaTu — reTepo3urorHa (XAXa),
TO O3HaKy ycnajakoByoTh 50 % H0YOK i CUHIB.
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Puc. 4.8. Ponosia 3 1BOMa iHKaMU, TOMO3UTOTHUMU 3a TeMo(iniero. BaTbku XiHOK — JIBOTO-

]

O

v
piani Opart i cecrpa (3a @. Dorenb i A. MOTYJIBCKH)
P 2 XAXa X d Xay
G XA, Xa Xa 'Y
F1 XAXa,  XAY, Xaxa, XaY
XBOpa XBOpHMH  340poBa  3I0POBUH
JIBYMHKA XJIOINYMK [IBUMHKA  XJIOITYHMK

5. Big xBoporo 0aTbka 03HaKy YCIaJIKOBYIOTh yCi
JIOYKHU 1 HIKOJIM — CUHU, OCKITBKM CHH YCIIQJIKOBYE
Bi 0aThKa Y-XpOMOCOMY.

P @ XaXe X d XAY
G Xa XAY
F1 XAXa, XaYy
XBOpa 310POBUIA
IIBUMHKA XJIOIMYHUK

6. YV XiHOK 3aXBOPIOBAHHS CIIOCTEPIraeThcs B
JIeTIiH (hopMi, OCKUTBKK BOHHU YACTIIIIEe TeTEPO3UTOTHI
(XAXa). V remizurotaux 4osoBikiB (XAY) 3axBopro-
BaHHsI BUSIBJISIETbCA Yy Baxuiil ¢opmi. JJoMIHAHTHHIA
TeH MOJXE JIaBaTU JieTaIbHUI edekT y eMOpioHa 4o-
JIOBIYO1 cTaTi. Y TakoMy pasi Bci XBOPI B pOAOBOI
TUTBKH XiHOYOI cTaTi (puc. 4.10).

Y-3uensieHuii TMN yCHaAKyBaHHS

VY Y-XpoMocoMi 3HAXOIATCS TeHH, SIKi KOHTPOJTIO-
I0Th CIIepMAaTOTeHEe3, PICT Tija, KIHIBOK 1 3y0iB, OBO-
JIOCIHHS BYITHOI PaKOBWUHU Ta iH. (FOJAHJIPHUYHI 03-
Hak#). OCKUIBKH Y-XpoMOcOMa IepeaaeThes Bin

II
1 2 3 4 5 6 7
11
1 2 3 4 5

Puc. 4.9. Ponoin npu X-34erieHOMY JOMIHAHT-
HOMY THUIIl yCHaJAKyBaHHS

06aTbka 70 CHHA, POJOBOJM XapaKTepU3YIOThCS Ha-
ctynauM (puc. 4.11):

1. XBOpIIOTh TUTBKU YOJIOBIKH.

2. Big xBoporo 6aTbka 03HAKYy YCHaJAKOBYIOTh yCi
CHHHU.

IMaTonoriyHi MyTaliii, IO CTOCYIOThCS CIIEPMATO-
TeHe3y, YCIaJKOBYBATHCS HE MOXYTh, OCKUTLKH XBOPI
CTepWIbHI. AJle MOXJIMBA Tiepe/iaua reHa P eKCT-
paxopropanbHOMY 3aIuliTHEHHI.

Bci po3risHyTI BUILE TUIU yCIIAAKyBaHHS OB SI-
3aHi 3 MyTtanismu sinepuoi JJHK.

1

Puc. 4.10. PopgoBing mpu
X-34ernjaeHOMY THII YCIaaKy-

o, O O,

BaHHS y pasi JIETATbHOTO eek-

Ty MATOJIOTIYHOTO TeHa B eMO-
pioHa 4doJioBiuoi crati (CUHI- [
pom Biioxa — Cynbubeprepa)

SeL JePRY REY
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Puc. 4.11. PonoBig ipu Y -34eIjiIecHOMY YCITaKy-
BaHHI O3HAKU (OBOJIOCIHHS BYIITHOI PAKOBUHH)

4.2.4. POJOBOJIU
PU MITOXOH/IPIATbHOMY
YCIHAJIKYBAHHI

MiTtoxoHapianbHi XBOpoOH, 1110 OB’ A3aHi 3 MyTa-
uismu MmitoxounpianpHoi JTHK, xapakTepusytorbces
MITOXOHJPiaJIbBHUM 200 LUTOIUIa3MATUYHUM THIIAMU
yCIaIKyBaHHS.

PonoBoau npu MITOXOHIPiallbHOMY YCIIAIKyBaHHI
MarOTh TaKi OCOOIMBOCTI:

1. XBopoOa nepenaeTbes Bil XBOpoi MaTepi BCIM
ii giTsiM, SIK cMHAM, Tak i goukam (puc. 4.12).

2. Ilepenaua XBOpOOU MO YOJIOBIYii JIiHII HEMOX-
JUBA.

IIpu myabTrdakTOpiadsHIX XBOPOOAX, PO3BUTOK
SIKAX TIOB’SI3aHUHM 3 KiJTbKOMa T€HAMHU CXWJIBHOCTI 1
niero paKkTOPIB cepeJOBUILA, POJAOBOAN XapAKTEPHU3Y-
IOThCSI CIMEMHUM HAKOTIMYEHHSIM BUIIAJIKIB XBOPOOH,
ajie He BIANOBINAIOTH XOAHOMY 3 IepepaxoBaHUX
THITIB YCHAAKyBaHHS (QUB. puc. 7.2).

KOHTPOJIBHI TUTAHHS
JIO PO3JLTY 4

1. IIlo o3Ha4aOTh TEPMIHU I'eHeasIorisl, TpodaHI,
cuben?

2. 3HaueHHs KJIHIKO-T€HEAJIOTIYHOTO METOY.

3. Oco0aMBOCTI 300PY TCHEAIOTIYHOTO aHAMHE3Y.

4. I'eneanoriyHa cumBoitika. [Ipasua rpadiyno-
ro 300paxeHHsI pOJIOBOTY.

5. XapakTepHi 0COOIMBOCTI POIOBOAY MIPH aBTO-
COMHO-JIOMIHAHTHOMY, aBTOCOMHO-PELIECUBHOMY 1
3UYEMJICHOMY 31 CTATTIO TUIAX YCHaJKyBaHHS.

6. OcoOIMBOCTI POIOBOTY ITPH MITOXOHIPIaTbHO-
MYy YCIIaJIKyBaHHI.

KoHTpo/bHO-HABYAJIBHI NMUTAHHSA

3asoanns 1

OO0epiTh OAHY BiIOBIIb.

1. Cubcu — 1ie:

A. bateku nipobanma

B. litu npobanna

C. Bpatu i cectpu npobanma

D. Poauui nmpobanna, 0cobUcTo 00CTeX eHi JTiKa-
pEM-TEHETUKOM

2. BaTbku XBOpOi TUTUHU 37I0POBI, ajle AHAJIOT1YHI
3aXBOPIOBAHHS 3yCTPIUAIOThCS Y CHOCIB XBOporo (He-
3aJIexHO Bix crati). Lle HalOLIbIn XapaKTepHO IS
TaKOTO THUITY YCIAIKyBaHHS:

A. ABTOCOMHO-IOMIHAHTHOTO

B. ABTOCOMHO-PEIIECHBHOTO

C. PettecuBHOTO, 34ETIEHOTO 3 X-XPOMOCOMOTO

D. JIoMiHaHTHOTO, 34€IIEHOTO 3 X-XPOMOCOMOIO

E. MitoxoHapiaabHOTO

3. st poIoBOY 3 aBTOCOMHO-IOMIHAHTHUM TH-
MIOM YCIIaJKYBaHHS XapaKTepHO:

A. O3Haka yCHaJIKOBYETHCS «3a BEPTUKAILIION: Y
XBOPOI TUTHHH, K IPABUIIO, XBOPUI OJTUH 13 OATHKIB

! @

e me

111

2

Puc. 4.12. PonoBin nmpu MITOXOHIPIaIbHOMY yCHAKyBaHHI O3HAKHU
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B. XBOpIIOTh KIHKH 1 YOJIOBIKH OJIHAKOBO 4acTO,
PU3UK HAPO)KEHHS XBOPOI1 AUTUHU Y TETEPO3UTOTHUX
6aTbkiB 25 %

C. Bixg xBoporo 6aTpka 03HaKy YCIIaIKOBYIOTH
100 % mo4oK i HIKOJIM — CHHHU

D. XBOpitoTh MEPEBaXKHO YOJIOBIKH; SKIIO MaTH
reTepo3uroTHa, To 50 % CHHIB MOXYTbh OYTH XBOPH-
MU

E. XBopitoTh nepeBaxHO YOJIOBIKH; BiI XBOPOTO
6aTbka xBopoOy ycnagakoByoTs 100 % cuHiB

4. 1151 pOJIOBOATY 3 aBTOCOMHO-PELIECHBHIUM THIIOM
yCHaAKyBaHHS XapaKTEPHO:

A. O3Haka ycnaJKOBYETBHCS «3a BEPTHUKAIUIION: Y
XBOPOI JUTUHMU, SIK TIPABUIIO, XBOPHIT OIMH i3 0ATHKIB

B. XBOpifOoTh KIHKH 1 YOJIOBIKH OHAKOBO YacCTO,
PHU3UK HAPOJKEHHS XBOPOI JIUTUHH Y TETEPO3UTOTHUX
6aTbKiB 25 %

C. Big xBoporo 6aTbka O3HaKy yCHalIKOBYIOTbH
100 % mo4oK 1 HIKOJIX — CHUHU

D. XBopitoTh MepeBaKHO YOJIOBIKH; SIKIIIO MATH
rerepo3urotHa, To 50 % cuHiB MOXYTb OyTH XBOpH-
MU

E. XBopitOTh IepeBa)kHO YOJIOBIKH, BiJl XBOPOTO
OaTbka xBopoOy ycnaakoByoTh 100 % cuHiB

5. Ilpu sikoMy THUIli yCHaAKyBaHHS XBODIIOThH IIe-
pPEBaKHO YOJIOBIKHU?

A. ABTOCOMHO-IOMIHAHTHOMY

B. ABTOCOMHO-pEIIECHBHOMY

C. PeriecuBHOMY, 34€IIEHOMY 3 X-XPOMOCOMOIO

D. lomiHaHTHOMY, 3UETNIEHOMY 3 X-XPOMOCOMOIO

E. MitoxoHapianbHOMY

6. ITpu sikomy THUII yCHaJKyBaHHS XBOPIIOTh Yac-
Tile iHKu?

A. ABTOCOMHO-JOMIHAHTHOMY

B. ABTOCOMHO-pelIeCHBHOMY

C. PeriecuBHOMY, 34€IJICHOMY 3 X-XPOMOCOMOIO

D. loMiHaHTHOMY, 34CIICHOMY 3 X-XPOMOCOMOIO

E. MitoxoHapiaasHOMY

7. Tndopmattist Tpo MOXOJKEHHSI TTOJIPYHOKSI 1 IXHIX
0aTbKiB 3 OJHOTO 200 OJHM3BKO PO3TALIOBAHUX
MYHKTIB MOXe€ CBITYUTH MPO TAKUN THI yCIaIKyBaH-
HSI XBOpOOH:

A. ABTOCOMHO-IOMIHAHTHHIA

B. ABTOCOMHO-peIIeCHBHHMIA

O 1O

II

1 2 3 4

Puc. 4.13. Pogosin ciM’i 3 TpbOMa BUNAJKAMHU
axXOHAPOIIa3ii B OHOMY MOKOJIiHHI (Y 3A0pPOBOTO
YOJIOBiKa BiJl MEPIIOro HUTIO0Y i3 3J0POBOIO )KIHKOIO
JIBOE JTOYOK 3 axoHaporutaziero — 1,11 I1,3; 1 Big apy-
roro NUTIO0Y i3 3TOPOBOIO KIHKOIO — JOYKA 3 aXOH-
nporutasiero — 11,4)

C. PeuecuBHuii, 3uerieHuit 3 X-XpoMOCOMOIO
D. lominaHTHUH, 3uerieHu# 3 X-XpOMOCOMOIO
E. MiToxoHapiaTbHUHT

8. Ha pucynky (puc. 4.13) noaso poaoBij cim’i 3
3 IITbMU 3 aXOHJIPOIUIA3IEI0 Y 3IOPOBOrO YOJIOBIKA
BiJl IBOX IILTIOOIB 31 3I0POBUMU KiHKaMU. AXOHJIPO-
MIa3isi — aBTOCOMHO-TIOMIHAHTHE 3aXBOPIOBAHHS.
INenerpantnicth Tena 100 %. HaiiBiporignime mosic-
HEHHsI HAPOJDKEHHSI TPhOX JIiTEH 3 aXOHIPOILIA3i€l0
B i ciM’T:

A. TonagHuii Mo3ainu3M y OaTbka

B. BumnaakoBi reHepaTUBHI MyTallil reHa y 0aThKa

C. Pe3ynbTaT COMaTHYHMX MYyTallill y JIiTEH B Ipo-
11eci eMOpIOHAIIBHOTO PO3BUTKY

D. YHinapeHTHa AUCOMISI — YCHaJKYBaHHS JIBOX
TOMOJIOTIYHHUX XPOMOCOM BiJ] OaThKa

E. BapiroBajpHa €KCIPECUBHICTh T'eHa

9. Ha pucynky (puc. 4.14) mogaHo pojoBij cim’i,
YacTHHA WICHIB SIKOI CTPAXXIAIOTh Ha aTpodito 30po-
Boro Hepma Tuny Jlebepa. st sKkoro THITy ycnaaky-
BaHHS HAMOUIbII XapaKTEepHUN Takuil poaoBin?

A. ABTOCOMHO-JOMIHAHTHOTO

B. ABTOCOMHO-PEIIECUBHOTO

C. PeriecuBHOT0, 34eIIEHOTO 3 X-XpPOMOCOMOIO

D. JIoMiHaHTHOT'O, 3UEIJICHOTO 3 X-XpOMOCOMOIO

E. MitoxoHapiaabHOTO

10. Skuio nepira TUTHUHA Y 3A0POBUX OATHKIB Ha-
pomwitacs 3 (eHiIKeTOHYpiel0 (ABTOCOMHO-PELIECHB-
Ha O3HAKa), HAWBIPOTIHIINNH BUCHOBOK I€HETHUKA:

" Ol O

1 2 3 4

III

1 2 3 4

5 6 7

Puc. 4.14. PonoBin ciM’i, yacTHHA WIEHIB SIKOT CTPAX/IAI0Th Ha aTPOdio 30pOBOT0 HEPBA THUITY

Jlebepa
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A. lle pe3ynbTaT COMaTUYHOI MyTalii y XBOpoi
JTUTUHA

B. Ile pe3ynbpTaT HOBOI reHEpaTUBHOI MyTallil B
OIHOTO 3 OAaTHKIB

C. baTbku — TeTEepO3UTOTHI HOCII PeleCUBHOIO
MATOJIOTIYHOTO reHa (Aa obuBa)

D. Matu a60 6aTbKO — reTepO3UTOTH 3a JAOMi-
HAHTHUM IaTOJIOTIYHUM T'€HOM, KMl Ma€ HEIOBHY
MEHEeTPAHTHICTb

E. Lle pe3yapTaT XpOMOCOMHOI MyTallii B OJTHOTO
3 0aTHKIB

3asoanns 2

IToOynyiiTe pomoBi.

1. ITpobana — 3m0poBa xiHka 23 pokiB. 3BepHY-
Jacsl 10 MEAMKO-TEeHETUYHOI KOHCYIIbTAIII] 38 IIPOTHO-
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30M MMOTOMCTBa. Y mpoOaHaa IBOE 3M0POBUX OpaTiB
10pat Ta cecTpa, SKi CTPaKAAI0Th Ha aJIbKATOHYPIfO.
Matu npobaHna 370poBa i Ma€ 3I0POBUX CECTPY 1
Opata. baTbko mpoOaHa XBOpUI HA alTbKATITOHYPIIO
1 € IBOIOPITHUM [IIbKOM CBO€I IPYKUHU. Y HBOTO €
3710poBi OpaT 1 cecrpa. babycs 1o minii 6aTeka Oyna
XBOPOIO 1 TiepedyBajia B IUII001 3 CBOIM 3JI0pOBHM
IBoIOpigHUM OpaToM. babycs 1 miaych 1o JIiHii MaTepi
30POBI, 0ATHKO 1 MaTH Iifa TAKOX 3T0POBI, IIPH IO~
My MaTH JiJla — piJHa cecTpa jaija npobdanaa 3 60Ky
batpka. YonoBik nmpobaHua 310poBH, 25 pOKiB.
Moro maru, 6aThKo, 1Ba Opatu 310poBi. Y ciM’T He
0yJ10 XBOPHX 3 ajJbKaNTOHYypielo. Buznauyte tum yc-
NaJKyBaHHs allbKanToHypii. Po3paxyiite pusznk Hapo-
JOKEHHSI XBOPUX JIiTel y mpobaHnja.



Pozoin 5
XPOMOCOMHI XBOPOBHA

5.1. ICTOPISI IMTOTEHETUKH
JIIOJIUHU

XpoMocoMHiI XBOpoOU — 11ie CIaKOBi XBOPOOH,
3YMOBIIEHI 3MIHOIO KUIBKOCTI 1 CTPYKTYpPU XPOMOCOM.
Po3nin renetrky, sikuii BUBUae Oy1oBY i GyHKIIIT Xpo-
MOCOM PI3HUX OpraHi3MiB, HA3UBAE€TbCS LUTOTCHETH-
Koro. L{uToreHeTrka sk Hayka pO3BUBAETHCS 3 TIOYAT-
Ky XX ct. ¥ 1902 p. CertoH i BoBepi Bniepiie Bucio-
BUJIM IIPUITYIIEHHS MPO Te€, IO TeHU 3HAXOASTHCS B
xpomocomax. ¥ 1903 p. CeTToH 3anpoBaguB TepMiH
«uuroreHetnka». Y 1911 p. Tomac Mopran chopmy-
JIIOBAB OCHOBHI IIOJIOXKEHHS XPOMOCOMHOI Teopil
CITIAIKOBOCTI.

Maiixe BCi BaXJIMBI BIIKPUTTS y Tajy3i IUTOTe-
HETUKH TBAPUH 1 pOCIMH OynH 3poOJIeHi B mepIiii
nosioBuHi XX cr. LluToreHeTnka JItoJuHM rovasa pe-
allbHO PO3BUBATHUCS TITBKH B 50-Ti poku XX CT. micis
Toro, sk Tio i JIeean (J. Tjio, A. Levan) B 1956 p. Bu-
KOPHUCTAJIM HOBY METOJIMKY JIJIsi BUTOTOBJICHHS TIpe-
MapaTiB XpOMOCOM JIFOJIMHU 1 BCTAHOBUJIM, IO B Ka-
piotumi mroauHu 46 xpomocoM. Y 1959 p. dpanity3s-
KMii nuToreHeTHK JIexeH BIAKPUB TpUCOMilo 3a 21-10
XpoMocoMmoro ripu cuHapoMi Jlayna, a @opg i criiBpo-
6itHukH (1959), Ixeko6c 1 Ctponr (1959) nmosimomu-

Tabmuusg 5.1. Xpomocomui Ta renomui MmyTauii
B MaTepiajlax CIOHTAHHUX a0OPTiB

Bix 3aranpHOl
KUIBKOCTI a00PTOBAHUX
Tun myTamii .
eMOPIOHIB 3 XPOMOCOMHUMH
1 TECHOMHUMHU MYTaIlisiMu, %o
Tpurutoinis 15
Terparutoinis 5
Monocowmist X 20
Tpucomii:
3a 13-10 XpoMOCOMOTO 2
3a 16-10 XpOMOCOMOIO 15
3a 18-10 XpoMocomMor0
3a 21-10 XpOMOCOMOIO 5
1HIII 25
THmi myTamii 10
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i ripo kapiorun 47,XXY nipu curapomi Kiaitudens-
Tepa 1 kapiotun 45,X mpu cunaapomi IllepenreBcbko-
ro — Tepnepa. ¥ 1960 p. Oynau BiIKpUTI NPUINHH
cunapomis Iatay it Ensapnaca. Y 1963 p. Jlexen omnu-
caB IEpIINI CUHAPOM, MOB’SI3aHUH 3 XPOMOCOMHOIO
JEeTIeLi€0, — CHHIPOM «KOTSYOT0 KpUKy». Y 1964 p.
JI>kekoOC TIPUITYCTUB iICHYBaHHS 3B’SI3Ky MK Kapio-
tunoM 47,XYY i KpUMiHAIbHOIO MCUXOTATi€l0. Y
1968-1970 pp. Oyau po3pobiieHi MeTOAN AU(epeHIi-
aJIbHOTO 320apBIIEHHS] XPOMOCOM, 11O J03BOJIMIIO O/I-
HO3HAYHO iIeHTU(DIKYBATH BCl XPOMOCOMH JIIOJUHH 1
BHUBUYUTH XPOMOCOMHI abepartii.

5.2. 3BHAUEHHS
XPOMOCOMHUX I TEHOMHUX
MYTALIN B OHTOI'EHE3I

He menme 10 % criepmarto3zoinis i 25 % 3pinux oBo-
IIATIB MalOTh XPOMOCOMHI ab0 TeHOMHI MyTallii. Bix
35 mo 50 % 3apoKiB JIFOAMHMA THHYTH HA CTamii Oac-
TOLIUCTH, TOOTO 10 IMIUTAHTALl. Y JIFOAWHHU 1 paH-
Hs 3aru0enb eMOpPIOHIB 3a3BUYail HE PO3MI3HAETHCS.
Y 3Ha4YHOTO BiZICOTKA 3 HUX CIIOCTEPIraloThCsl XpOMO-
COMHI TIepedyI0BH.

IMpubnuzno 15 % ycix 3apeecTpoBaHUX BariTHOC-
Tel 3aKiHUY€EThCSl CIOHTAHHUMU abopTamMu, OJIM3bKO
MOJIOBUHU SIKMX 0OYMOBIIEHO XPOMOCOMHUMH aHOMa-
JisiMu. Y mMatepiaji ClIOHTaHHOTO abopTy YacTo 3Ha-
xodsaTh nomimnoigiro (20 %), morocomito X (20 %),
NOBHI TpucoMmii 3a aBTocomamu (50 %), iHIII XpoMo-
coMHi i1 reHOMHI MyTanii — B 10 % Bumanakis (tadn.
5.1). Tpucomii 3a aeskumu aBrocomamu (1, 5, 6, 11,
19) y eniMiHOBaHUX eMOPIOHIB 1 TUIOMIB 3yCTPIYAIOTh-
csl BKpal PiJIKo, IO CBIYUTH PO BEJIMKE 3HAUYCHHS
X XPOMOCOM IJII eMOPiOHATBHOTO pO3BUTKY. Lli
aHOMaJIii MOPYIIYIOTh FaMeTOreHe3 abo MepepuBaoTh
PO3BHUTOK Yy TOIMIUTAHTAIIITHOMY TTEPiOzi.

Yum panilie NepepuBa€EThCs BATITHICTh, THM
OinbIIe BipOTiHO, IO IIe CIIPUYMHEHO XPOMOCOMHHU-
MU ab0 reHOMHUMHU MyTauismu. Tak, skimo abopt
BiIOyBaeThCs B mepiui 2—4 THX, TO XPOMOCOMHI aHO-
MmaJii ciocrepiratorscst y 60-70 % abopToBaHUX eM-
OpioHiB. Y mepmomMy TpUMECTPi BaTiTHOCTI XpOMO-
COMHI aHOMaJTii 3ycTpivatotbes y 50 % abopTycis, y



apyromy tpumectpi — y 30 %, y 20-27 tux —y 7 %
3aru0NuXx II0iB, 1, HApeurTi, 6 % MEepPTBOHAPOIKEHb
00yMOBIIEHO XPOMOCOMHOIO IAaTOJIOTIETO.

Ao mopylieHHs eMOPIOHAIBHOTO PO3BUTKY
CYMICHI 3 XHTTSIM, TO HAPOJUKYEThCS IUTUHA 3 XPO-
MOCOMHOI0 XBOP00010. XpOMOCOMHI XBOPOOU BHSIB-
nsoTees y 0,5-1 % >KuBOHapOKEHUX, a y HOBOHa-
POUKEHHX 13 MHOKUHHUMH BPOJIKEHUMHU BaJaMU PO3-
BUTKY iX yacTtoTa 3poctae 10 40 %.

XpOMOCOMHI Ta TEHOMHI MyTallil MAlOTh 3HAUYCH-
Hs HE TUTBKY B MATOJIOTI paHHIX MEPioJiiB OHTOTCHe-
3y (3arubenb raMmeT, He3auaTTs, CIOHTAHHUN abopT,
MEPTBOHAPOKEHHsI, XpPOMOCOMHA XBOpoba). Xpomo-
COMHI aHOMaJlii BUHUKAIOTh Y MOCTHATAJILHOMY IIe-
pioai B 2 % coMaTHYHUX KIIITUH (COMATUYHI MyTallii).
BoHr MOXyTh OyTH MIPHUUYUHOKO 3JIOSKICHUX ITYXJIHMH.
Hanpukia/, TpaHcinokallis Mk Xpomocomamu 9 1 22
(mpu IbOMY YTBOPIOETHCS (inagenbdiiicbka XpoMo-
COMAa) € YaCTOI0 MPHUUNHOIO XPOHIYHOT'O Mi€JIOJIEHKO-
3y.

B mijtoMy XpoMOCOMHI Ta TEHOMHI MyTallii MOXYTb
OyTH IPUYUHOKO TAKUX KIIHIYHUX CHTYAIlIH.

1. Besmmigawii nutro6. Big 2 mo 4 % Oe3mmigHux
nap MarTh XPOMOCOMHI i TeHOMHI MyTarlii. Bouu
MPU3BOASATH O MOPYIIEHHS CIepMaTOreHe3y, OBore-
He3y abo 10 3arubesi eMOpIOHIB A0 IMIUIAHTAILI].
BesrtiHicTh MOXe OyTH HACTIIKOM:

— HOCIHCTBA 30aJIAHCOBAHUX XPOMOCOMHHUX MY-
Tarfiif;

— MIKpoJieNelii JOBroro mieda Y-XpOMOCOMHU Y
YOJIOBIKIB y JIJISTHIT, JIe 3HAXOASTHCS TeHU, 10 KOAY-
I0Th criepMartoretes, — (akrop azoocrepmii (AZF);

— cunapomy Knaiingenbrepa y 4onoBikiB (kapio-
tun 47, XXY);

— cugapoMy lepemeBcbkoro — TepHepa y
KIHOK (45,X) Ta IHIINUX IPUYLH.

2. CIOHTaHHI a00PTH 1 MEPTBOHAPOIXKEHHS.

3. HapomKeHHsl IUTUHHU 3 XPOMOCOMHOIO XBOPO-
0010, CUMIITOMaMH SKOI MOXYTh OYTH MHOXXUHHI
BPOJKEHI BaJy PO3BUTKY, BIICTABAHHS B TICUXOMO-
TOPHOMY PO3BUTKY Y JiTeld PaHHBOT'O BIKY, pO3yMO-
Ba BIJICTANICTh y CTApIIUX, BIICTABAHHS B POCTI,
OEe3ILTiAHICTb.

4. 3705IKiCHI TTyXJIMHU, OCOOJIUBO JIEHKO3.

5.3. KIACU®DIKALIA
XPOMOCOMHUX XBOPOb

Slk 3a3HauanoCs BUIIE, XPOMOCOMHI XBOpOOU —
1€ CITaIKOBI XBOPOOU, 3yMOBJIEHI 3MiHOIO KIJIBKOCTI 1
cTpykTypu xpomocoM. CporojiHi ortucano nonaj 1000
Takux xBopo6. bau3zsko 100 3 HUX MAIOTh YITKY
KIJIIHIYHY KapTHUHY 1 HA3UBAaIOThCS CHHApOMaMu. B
OCHOBI KJIacupikailii XpOMOCOMHHUX XBOPOO JiexkKaTh
Tpu npuHUUIH (Tabm. 5.2).

Bci xpoMocoMHiI XBOpOOU MOXHa PO3AUIUTH HA
TPpU TPYNH 3aJIEKHO BiJl XapakTepy 3MiHU KapiOTHUITy
(eTiOMOTIYHUN TTPWHITHII).

XpomocomHi XBopooH |

SUTUN

ITomi- 3axBOpPIOBaHHS, 3axBOpIOBaHHS,
mwroimii  MmoB’s3aHi 31 3MIHOIO ITOB’sI3aHi 31 3Mi-
KUJIBKOCTI HOIO KIJIBKOCTI 1
1 CTPYKTypH CTPYKTYpH CTaTe-

aBTOCOM BHX XpOMOCOM

3aJIe)KHO BiJl TUIY KJIITUH, B SKMX BUHUKAIOTh MY-
Tauii (I BIAMOBIAHO BiJ BiACOTKA KIIITUH 13 3MIHEHHM
KapiOTUIIOM), PO3PI3HAIOTE nosHi 1 Mo3aiyni popmu
xpoMocoMHUX XBopo0O. [ToBHI popmu € HacTiAKOM
reHepaTUBHOI MyTalii y 6aTbkiB (TOOTO MyTaIii
BiIOYBAIOTHCS MPU YTBOPEHHI CTATEBUX KIITHH Y
0aTpKiB). YCi KIIITUHU eMOPiOHA MAIOTh 3MIHEHHI Ka-
piotun. Mo3zaiuHi ¢GopMH € HACTIIKOM COMaTHYHOI
MyTallii, sKa BUHUKAE Yy CAMOr0 eMOpioHa B MpOIIeCi
eMOpioHaJIBFHOTO TIEpioy po3BUTKY. ToMy yacTuHA
KIIITUH XBOPOTO Ma€ HOPMaJIbHHUI Habip XpOMOCOM,
a pemra — 3MiHeHud. Mo3aiuni gopmu, sk paBu-
J10, TIepeOIratoTh Jieriie, HiXk MoBHI. JIJiss BUHUKHEH-
Hs MO3aiuHO1 opMH, AKa 3a KIIHIYHOIO KaPTHHOIO
30iraeTbcs 3 MOBHOIO (hOPMOIO, HEOOXi/THA HASIBHICTD
He MeHie 10 % KJITUH 3 aHOMaJIbHUM KapiOTHUIIOM.
IIpore ciij 3a3HAYNTH, IO HEMAE ITOBHOTO Tapasie-

Tabmus 5.2. Knmacudikanis XpoMoCOMHHUX XBOPOO

IMpunimn knacudikarii

DopMH XPOMOCOMHHUX XBOPOO

3a xapakTepoM 3MiHU KaplOTHUITy (€TIOJOTIUHUIA
MPUHIINI, TOOTO XapaKTEePUCTHKA
XPOMOCOMHOT a00 TeHOMHOI MyTallii)

— 3MiHa KUTBKOCTI 1 CTPYKTYPH aBTOCOM
— 3MiHa KUTIBKOCTI 1 CTPYKTypU CTATEBUX XPOMOCOM

3aJIe)KHO Bijl THITY KJIITHH, B IKMX BUHUKAIOTb
MyTaii

— TOBHI (pOPMU — pe3yIbTaT T€HEPATUBHOI MyTallil
y OaTbhKiB

— Mo3aiuHi popMU — pe3yJIbTaT COMATUUHOI MyTallil
y camoro eMOpioHa

Yac BUHUKHEHHs MyTalii (y MOKOJIHHSIX)

— CIOpaJnyHi — pe3ylIbTaT HOBOI MyTallii

— YCIaJIKOBaHi — YCIIaJIKOBYIOThCS BijJl OATHKIB
31 30aJ1aHCOBAHMUMH XPOMOCOMHUMH MYTallisIMU
abo Big OATHKIB 3 XPOMOCOMHHMH XBOpOOaMu
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Ji3My MDK KUTBKICTIO YpaXX€HUX KJIITHH 1 TSDKKICTIO
3axXBOPIOBaHH:. [HOI TP HE3HAYHOMY BiJICOTKY aHO-
MaJIbHUX KJIITUH MOXe OyTH TSXKUN nepedir XBopo-
OM 1 HaBITaKU.

3aJIe)HO BiJI Yacy, KOJIM BUHHKJIA MyTallisl B IO-
KOJIIHHSX, BUAUIAIOTH CnOPaouyii XxpOMOCOMHI XBOPO-
Ou (HaCIiIOK HOBOI MyTallil) 1 ycnaokosani (ycraako-
BYIOTbCA Bif 06aThKiB 31 30a1aHCOBAHOIO MYTAli€l0
ab0 3 XpOMOCOMHOIO XBOp00010). ONMCaHO BUTIAKH
HapODKEHHS JIiTeH Yy XBOPHUX 13 cuHapoMamu Kiraita-
(denprepa, nosicomii X y xKiHOK, noyicomii Y y 4o-
JIOBIKIB, y XIHOK 3 cuHApoMoM Jlayna. YomoBikH 3
cunipoMoM JlayHa, sk mpaBwWIO, OE3IUTIIHI, OCKiIb-
KM Y HUX IOPYUIYEThCS CIIEPMATOTEHE3.

TakuM YHMHOM, IUIsI TOYHOI JIArHOCTHKU XPOMO-
COMHOI XBOpOOM HEOOXITHO BU3HAUUTH:

1) Tun myTari;

2) 3aydeHy B MPOIIEC XPOMOCOMY;

3) popmy (moBHa abo Mo3zaiyHa);

4) BuJ XBOopoOU (criopauvHuii BUMAA0K abo yc-
najikoBaHa opma).

Taka miarHOCTHKa MOXJIMBA TUTBKH IIPH ITUTOTE-
HETUYHOMY JTOCIIKEHHI, 110 POBOIUTHLCS Y MAIli€H-
Ta, a iHO/I U y floro 6aThKiB 1 CHOCIB.

5.4. TTIATOI'EHE3
XPOMOCOMHUX XBOPOb

[TaTorene3 XxpoOMOCOMHUX XBOPOO JTy’kKe CKIIaHUH.
BiH 3a7€XUTh Big MOpYLIEHHS eKCHpecii BeIuKoi
KUIBKOCTI T€HIB, 3aJIy4YeHHX y XPOMOCOMHY abo re-
HOMHY MyTallifo. CAMIITOMHA XPOMOCOMHHX XBOPOO
00yMOBJICHI HaifuacTiie Tak 3BaHUM e(eKToM 1031
TeHiB (MyTallii Tpu3BoaATh 200 10 30UTbIICHHS, 200
JI0 3MEHIIECHHS KUTbKOCTI TeHIB), piamie BigOyBa€eThCs
MOPYILIEHHS CTPYKTYpH reHiB. 1isi XxpOMOCOMHUX i Te-
HOMHUX MYTalliil TOYNHAE BUSBJISITUCS B eMOpIOHAIb-
HOMY Tiepiomi po3BUTKY. Hali0inbIn paHHI eTanu
JIPOOJICHHS! 3UTOTH KOHTPOJIIOIOTHCS PEYOBUHAMH,
HAaKOMUWYCHUMHM B silekitiTuHl. [ToTiM BiOyBaeThCs
BKJIFOUEHHSI BJIACHUX I'€HIB 3UTOTH. 3arajioM B eMOpio-
HaJIbHOMY Tepiofi npaioTs 0au3bko 1000 reHis,
IO BiJIOBIIAaIOTH 3a Pi3HI eTanmu oHTOoreHe3y. [1pwu
TCHOMHHUX 1 XpOMOCOMHHUX MYTAIisX MOPYIIYETHCS
OaJtaHC BENTMKOI KUTbKOCTI T'eHIiB, Y TOMY YHCIII i TeHIB,
[0 PEryJoTh eMOpIOHAIbHUI po3BuTOK. CriocTe-
PpiraroThcsl TAKOX 3MIHM €KCIIpecii reHiB, OB sI3aHi 3
T€HOMHMM IMIIPUHTHHTOM. L{e HeMyHy4e Mpu3BOAUTH
IO TIOPYIIEHHs TICTOTEHE3y 1 OpraHoreHe3y, TOMY
XPOMOCOMHI XBOPOOU BHSIBJISIFOTHCS] BPOKEHUMH Ba-
JlaMU PO3BHTKY.

Yacrtime mopyuieHHs BUSBISIIOTHCSI HECYMICHUMH
3 )KUTTSM, IO MPU3BOAUTD 10 BHYTPILIHHOYTPOOHOL
3arubeni emOpioHa abo ruoga. Piaie HapomKyeThCs
JIMTUHA 3 XPOMOCOMHOIO XBOpoOoto. KiiniuHo Xpo-
MOCOMHI XBOPOOU BUSIBJISIOTHCS CHHIPOMaMHU MHO-
KUHHHUX BPOJDKCHUX BaJ PO3BUTKY. [IpakTHuHO BCi
BOHU (DOPMYIOTBCS IO MOMEHTY HAPOJIXKCHHs. BUHST-
KOM € 3MiHU KUIBKOCTI 1 CTPYKTYpH CTATEBHX XPOMO-
coM. OctaTouHuil peHOTHIT Yy XBOPHX 13 AUCOATIAHCOM
[0 CTaTEBUX XPOMOCOMaX MOXXe GOpMyBaTHCS B
MUTITKOBOMY TIEPiO/Ii.

75

I'eHeTHKN TOPIBHIOIOTH XPOMOCOMHI XBOpOOH 3
MOTIENIMIIEM Micas moxexi. IToxkexa — 1e Te, 110
BiJI0OYBa€THCs B eMOpioHATIbHOMY Tiepiofi. Jlo MoMeH-
Ty HapOJIKeHHsSI OPMYETHCSI OCTATOYHUH (HEHOTUIT
(roytoBeIKy micis moxexi). Hidvoro BUnpaBuTH Bike
HEMOXIIMBO. MOJXHa JIMIIIEe MPOBECTH KOCMETUUYHY
KOPEKIIil0, MPOOIEPyBaTH XBOPOTO 3 Ba0I0 PO3BUT-
KY (SKIIO CUHAPOM CYMICHUH 3 )XUTTAM).

OCKUTBKH MPU XPOMOCOMHHX XBOPOOaX MOPYIIIY-
IOThCSl PAHHI €Tany eMOPIOHAIBHOIO PO3BUTKY, TO
YPaXaloThCsi BOAHOYAC 6araTo OpraHiB i cucTeM
opranis. Lle poOUTH KIIIHIYHY KAPTUHY OaraTboX Xpo-
MOCOMHHX XBOPOO cx0x010. YuM OunpuM € aucha-
JIAHC XPOMOCOMHOTO MaTepiary, TUM OLIbII HECIICIU-
(biuna IriHiKa xpOMOCOMHOI XxBOpoOu (0coONHBO 11€
CTOCYETHCS KIIHIYHOT KaPTHHH TOMiNIoizii). Tlpu
MIKpOJIENeIisiX 1 MIKpOIYIUTIKAIIAX KITIHIYHA KapTH-
Ha MOXe OyTH JyXe CIeI(piuHO0.

151 Oyab-K0i XpOMOCOMHOI XBOPOOU XapaxTep-
HUH NOTIMOP(I3M, OCKUTBKH 1HIUBITyaTbHUN T€HOTHIT
OCOOMH BIUIMBA€E HA EKCIPECIIO TeHiB.

5.5. 3ATAJIBHI CUMIITOMUA
XPOMOCOMHHUX XBOPOb

XpoMOCOMHI XBOPOOU BHSIBIISIFOTHCS SIK CHHPO-
MU MHOXXHHHHUX BPOJDKEHUX BaJ PO3BUTKY. [iarHoc-
TUYHI O3HAKU XPOMOCOMHUX CHHIPOMIB MOXKHA PO3-
JUITATH HA TPH TPYIIU:

1. 3arayipHi O3HAKH, IO JO3BOJISIOTH 3aIMig03pH-
TH aHOMaTii XpoMocoM (TicuxiuHe abo (izuuHe Hemo-
PO3BUHEHHSI, YePETHO-TUIHLOBI AU3MOPdii, 3MiHM Aep-
MaTOTT(iKK, BaAu BHYTPIIIHIX OpTaHiB).

2. O3Haky, 10 HaiyacTime 3yCcTpidaroThCs MPH
neBHUX cuHapomMax. Hanpuknan, npu cunapomi En-
Bapaca B 90 % BunajkiB 3ycTpivaeThes noiixoreda-
7is i B 96 % — daexcopHe sruHaHHS KucTi. [1pu cuH-
npoui Ilatay B cepeaubomy B 70 % BUIAIKIB 3yCTpi-
YaroThCs MIUTMHA TYOH 1 MiaTHeOIHHS, MiKpodTaabMis,
MOJTKICTO3 HUPOK, noymaaktuiis. [Ipu cunapomi Ja-
yHa Outbi K y 90 % BUMAIKIB BII3HAYAETHCS MOH-
rOJIOIMHUHI Po3pi3 oueid i B 60 % — 4oTHpUNaIblIeBa
MoTepeyHa CKJIaJKa Ha JOJIOHI.

3. O3HaKu, MaTOTHOMOHIYHI JIJTI IEBHOTO CUHIPO-
My. Hampukiana, npu CHHIPOMI «KOTSYOTO KPHUKY»
BIJI3HAYAETHCS XapaKTepHUN KK, IO Harajye Ko-
KUTBKOCTI 1 CprKTypI/I aBTOCOM BUSIBIISIIOTHCS TI€BHU-
MU CHUMIITOMaMH B Mepioj BAariTHOCTI Ta TiarHOCTY-
IOThCSl Y HOBOHAPOJ/KEHUX. XPOMOCOMHI XBOPOOH,
TTOB’s13aHI1 31 3MIHOIO KIJTBKOCTI i CTPYKTYPH CTATCBUX
XPOMOCOM, BIJIPI3HSIOTHCS OLIBIII JIETKAM TIepebiroMm.

3ATAJIHI CHMIITOMM
MOJITLIOIIT I AHOMAJIIVA
ABTOCOM

Y nepioa BariTHOCTI

1. 3arpo3a nepepuBaHHsS BariTHOCTI.

2. 3aTpUMKa BHYTPILIHBOYTPOOHOT'O PO3BUTKY
(miarHOCTY€TBCSI Ha MiCTaBl cepil yIbTPa3ByKOBUX
JTIOCIITXEHB ).



3. Manosonas abo 6araTroBoasl.

4. TokcHMKO3H1 y TepioJl BariTHOCTI.

5. IepenuacHi nojyioru. Pimie HopMaabHUI TEpMiH
BariTHOCTI.

3arajbHi CHMIITOMH

1. 'moTpodist abo rimoruIasis Mpu HAPOHKEHHI.

2. BigcraBaHHS B TICHXOMOTOPHOMY PO3BHTKY Y
JUTEN paHHBOTO BIKY.

3. Po3yMoBa BifcTalicTh y CTapIIuX AiTeH (3a3BU-
yai TsHKKA).

4. 3aTpuMKa pOCTYy.

5. Be3mmiaHicTh.

JAuzmopii 06muus i yepena

1. Mikpouedamis.

2. «Jluzmopdiune oOIMUYs»: MiKpOaHOMATIi Oueit
(MOHTOJIOIIHMI a00 AaHTUMOHTOJIOIHUI PO3Pi3, TiMo-
a0o rinmepTeTopu3M, CIIKaHT Ta iH.), HU3bKO poO3Ta-
nIoBaHi i gehopMOBaHi BYIIHI PAKOBUHH; MIKPOTEHisI
(rimormiasist HIXKHBOT IIEeTIeNH) Ta iH.

BepxHi Ta HMKHI KiHIIBKH

1. HotupumnanplieBa CKiaJgka Ha JIOJOHI, €IUHA
3TUHAJIbHA CKJIAJIKA HA 5-MY MaJIbIll | IHIII 3MiHH JIep-
MaTOTi(iKN, KIMHOTAKTHIIS 5-TO Majiblisd, CHHOIAK-
THITIS], TTOJIJAKTHIIIS.

2. CanpganenoniOHa IIIIMHA HA CTOII.

3. Crona-roimanka.

4. ITonepeuHa 3ruHanbHa OOPO3HA HA MiAOIIBI.

BuyTpimmni oprann

YacTo 3ycTpivaroThbCs BPOIKEHI By ceplis 1 Be-
JIMKUX CYJIMH, MO3KY, CEUOCTATEBOI CUCTEMH, TPABHO-
o TPAKTy Ta IHIIUX CHCTEM OPraHiB, MOPYIICHHS
(yHKIIi eHIOKPUHHOI T4 IMYHHOI CHCTEM.

SIK BUHSTOK 3yCTPIYaIOTHCS TaKi CUMITOMOKOM-
IUIEKCH:

1. Po3ymoBa BizicTalmicTh 0e3 SKUXOCh Baj pO3BUT-
KY.

2. Bagu po3BUTKY NMPU HOPMAJIBHOMY IICHXI4YHO-
MY PO3BHTKY.

3. I30p0BaHI (MOOAMHOKI) BaJy PO3BUTKY.

CUMIITOMU XBOPOB,
3YMOBIIEHUX 3MIHOIO
KUIBKOCTI I CTPYKTYPU
CTATEBUX XPOMOCOM

XpoMOCOMHI XBOpOOH, 3YMOBIICHI 3MIHOO KilTb-
KOCTI 1 CTpYKTypH X-CTaTEeBUX XPOMOCOM, SIK MTPaBU-
JIO, XapaKTepU3yIThCs JIEruM rnepedirom. Jlerma
KIIIHIYHA KapTHHA [IUX CHHAPOMIB 00yMOBIICHA 1HAK-
THUBAIlE€I0 3aliBUX X-XPOMOCOM B €MOpPIOHAIBHOMY
repioJli pO3BUTKY.

J1st IIIX XpOMOCOMHIEIX XBOPOO XapakTepHe Take:

— PO3YMOBHUI PO3BUTOK YaCTO HWXKUYUH 3a HOP-
My, aje aHOMaJlii PO3BUTKY MO3KY BHpaXKEHI HE Tak
MIOMITHO, sIK ITPH aHOMAJTisiX aBTOcoM. barato xBopux
MaloTh HOPMAJIbHUN 1HTENEKT, a JIesIKi — BUIIIE cepell-
HBOTO;
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— (beHOTHUITIUHI TOPYIIEHHS OLIBIIOI MipOIO MO-
3HAYaIOThCS HA PO3BUTKY CTATEBUX OPraHiB i POCTI,
CIIOCTEPIraroThCs BAM PO3BUTKY, OCOOIUBO P CHH-
npowmi lllepemescbkoro — TepHepa, ane 3ycrpiva-
IOTBCSl BOHU PIIIIE 1 MEHII TSDKKI;

— OCTaTOYHUH (PeHOTHII, SIK TPABUIIO, POPMYETH-
cs B MiUITKOBOMY NEPiOJli; BUHATKOM € CHHAPOM
lepemeBcrkoro — TepHepa, mpu AKOMY YiTKi
KJIIHIYHI O3HAKU BUSBISIFOTHCS Y HOBOHAPODKCHUX;

— MOXIIUBI JIETKI (GOPMHU, SKi BUSABIISIIOTH TUTBKH
TIPY TOMYJIAIHHUX TOCITI/KEHHSIX.

5.6. KITHIKO-LIUTOI'EHETUYHA
XAPAKTEPUCTUKA
HAUWTIOLUUPEHIILINX
XPOMOCOMHUX XBOPOB

I CUHIPOMIB

KniHiyHy i IUTOTEHETUUHY XapaKTePUCTUKY OC-
HOBHHUX XPOMOCOMHHX XBOPOO 1 CHHIIpOMIB HaBejie-
HO B Tabm. 5.3.

TToainuoinis
e Ha moyaTtky 60-x pokiB, a moBHa gopma — BIiep-
e B 1967 p. Yacrora B nomyssuii 1:10 000 y HoBo-
HAPOJKCHHUX.

Kapiotun mpu moBHI# dopmi 69,XXY abo
69,XXX, pu Mo3aiuHiit — 69,XXX/46,XX abo ixm
(muB. puc. 2.14).

VY GinbIIOCTI BUMAKIB TPUILIOINIS — JeTalbHA
MyTalis, IPUYOMY JIETaIbHUH e(eKT CIOCTepiraeTh-
cs1 B eMOpioHaIbHOMY Tiepiozi. Tpuruioinu, o MarTh
JIBa XpOMOCOMHI HabOpH MaTepi # OTMH XPOMOCOM-
HUH Habip 6aTbka, aDOPTYIOTHCS B PaHHIX TEPMiHAX
BariTHocTi. TpUIUTOinK 3 TBOMa XpPOMOCOMHHMHM Ha-
O6opaMu OaTbKa OUTBII KUTTE3IATHI, OCKUIBKH Y HUX
Kpallle pO3BMHEHI 1103a3aPOIKOBI 000JIOHKY 1 TIJIalIeH-
ta. Ile yacTa mpuunHa MiXypoBOro 3aHocy. Jlyxke
PIAKO TaKi TPUIUIOIMUA 3aBEPINYIOTH eMOpiOHATBHUN
po3BUTOK (puc. 5.1).

CriocTepiraerbcsi TOKCUKO3 JPYTol IMOJIOBHHU Ba-
FITHOCTI 3 6araToBOISIM, 30UTBIITYETHCS BMICT XOPiO-
HiuHoro ronagotpominy (XI'T). JiTh HApOIKYIOTh-
Cs HEeJIOHOIIEHUMHU 3 rimoruiasiero. CepenHs Tpu-
BaJIICTh BATiTHOCTI 36 THX, Maca IpH HAPOKCHHI, B
cepenapomy, 1300 r (Mmakcumym — 2000 1).

JiarHo3 TPUIUIOiAIl MOYKHA BCTAHOBHUTH IPH Ha-
po/KeHH] AUTHHU. XapaKTepHi pi3ke 301bIIeHHS
MacH 1 po3MipiB IUIAIIEHTH, OCEPEIKOBA MCEBIOKICTO3-
Ha JiereHepallisi BOpcuH xopioHa. Cepe/iHs TPUBAJIICTh
XKUTTS — 9 MHIB, OLIbINA TPUBAIICTE KUTTS BiaMide-
Ha y MO3aiKiB.

OCKIJIbKM HAsIBHUI TUCOAJIAHC 110 BCbOMY XPOMOCOM-
HOMY Habopy. SIKk mpaBWIIO, Y XBOPUX JTyXe BEIHKE
3aTHE TIM STYKO, HU3bKO PO3TAIIIOBAHI BYIIIHI pAKOBU-
HU 3 HETOPO3BUHEHUMHU MOYKAMH, BaJIU OUeH (MIKpoO-
(branpM, Koj10O0Ma palay K1, KaTapakTa, AUCILIa3is



SIMHMhE XMHIIBHINUAY 9LI98H | XUHEHOdI® O O1LOTHILUXD ‘OLLIIIBIINE

ARAAX 6V ‘AXAX 8P

(«irgorrondankoy»

01090WA€0d OIOMIAIr € gILHAIIRI OF WodLHgeod mraomAeod 1 WHHRHEID BE ADIURIIOLX onrd ‘X AX LY WodIrHIO) HWO0d0WOdX- X
aDIdoroh XMHIIBWdOH OHhULYRdII g 9L01011ded MNO.LLINMO THRIHIIN] 0001:1 BINOOUL JIMILOBE mwoodtron WodrHu))
WENUTBHOIOULI ‘WOLIUL WHhOHDK BE BHHIOOLI0E0 ‘BLLOBIWOMOHLI “MOEIIHI UL AXXXX6F — BINOJBLHAL 1
IHAIrRIOUT THOXEOTON ‘BdALRIO BHIIOXAHED :MNBHEO THIHEOE, “EMULENOLLIAO BH AAXX8Y 008 AXXX 8P
-oxedug MIKERE XEINOORLHAI T XKINOoed1oL udy| oaiom%ob:o OLLOTHIITIE] ‘WON — BIwooedrIal
-EUITRHOIOLLI ‘WONETIBLIHOIONLI BOILOIAXIIOE0dIAD DIE “XMDIKEL OX O1LOHIIULAIP 1 ADURIIONX ord XXX LY edorarradHuLIY]
IWOLMOLALHI WHHALrBWdOH € Wdod XUXIdLr Ir1d BMIHIIN BHAIRgRIded XBINOoUdL ud] | 0001:1 — BINOOUdL SMMILOBH wodIrHu)
aIHBIdO XMEALBLO 1 BIOIAMO ‘dIQAe HIred ‘NPJdONENT 1909 UL
-oHIRAoR OHBOHII() "BIHAA(OIIIO 9, ))] € “LXULBWOLIINKAD BHOXKedHUE MI9I1Q XX XXX 67 BINOJRLHAL

X HNOJBLHAI I Y WO0dedIal Ud]] "O131HIA(POIII0 ‘OILOIHIIIIIE) ‘WONENTBHOIOLLI amrid om 1 XXX XY —

mrHIod roreHoIdonry WiHMKedHd € MOLHIIITRH OF MOHDK XUHIIULdod MOLBhAIl smwooedrar oxrid “XXX/p | («exHDKdOIA» WodTHMD)

xugodore oHhuLYedl I'd — eHAroQRIded Y [IN0OUAL BHALAR BHRIHII

00CI-1-0001-1

— X BINOOHdL JMILLOBR

WOdITHID X TNOJILIO] |

UUHIIeWAOH ‘orngedIl ME ‘IMOIOLH] ‘WOLOUO XMIIHI BL
1099LBLOORD ‘TOHHUIAD-04311do) Hlred THKIOAE ‘TUINT BH MMIRIND THADIII

‘1o1de yu9enH ‘BodOHOWE BHHUEJIN ‘WEIIMLIHB(MHI UAFILRL) — KALIY XUmderd £ edonda],

“IAII BH IMIRIND THADIM ‘BTHOLOLLI SXBMEIIHD XIHXUH BH UUHLINOII MOLehdI! — 0J10M9083mRdOT]

odgor 0anIrgod0 ‘ULLO T HALOMY MEdQBH UMHRULB(WII — XUHOXIOJBHOEOH £ 00S€:T-000€:1 X‘S¥ wodrau)
(INTINO) (edMdaLeQ 18 EO919AGOMIRIDA

MIIOLO T LLOMN 000 0S:1 BITRLAW) -bgT 19p “AX 9% g

DIHILBIN ‘9LOIIBLOTTE BHOWAEOd ‘BHHIAKO ‘WEUIBHOIOLLI ‘BTHOLOLILI BHOEK ]\ —000 ST'1 00® -bg T [9p XX 9p — edorred] | wodrHu))

MHUEE 9LOIOINTIOL0OME OLdBh 1dogy “(«UMIUEIL JOFUIDRID WOdITHID — BAERH UOITHE) (1doren e

AXTNO UI'RITEH THHRIHOLD OQ® IHRAOMOgOdII OMIOI ‘MMILBI IOHRIHBXOW UXAd dATeIeH BOILIAGONITBIIOA KITBLAN) («UIM9IBIr JOGUIDRII)

om ‘erox eHdoredex ‘UWoOTAd ‘Axingeod o1oHEON eWHdLRE BOAdT ‘qLOIIRLINIE -bs1 PP ‘AX‘9F 00 wodIrHmo)

2aONAE0d BYKEL ‘BINOLOOANBIN ‘BhhHIrQO SHOXEOTON ‘KIredarxedgodsI 000 0S:1 -bS1 19p ‘XX o BHBWAIIHY WOdIrHU))

antod ()¢ am4arg arAgarmk doax pAYY "d1omrerdrtd eaowAeod ‘ameldo xtHmdiIAHE
nrred ‘gdorHadoU dodum ‘wendorrdrdanr ‘uono erdeod UMHIIOLNOIHOWULHE

-dg [op ‘A X 9t oge

«amtmpt Amd

‘BIreonodMIN ‘BHHEMEEH OhELOX dATBIeH OM MUdY HMHUBRUEEIH | (000 0S:T-000 St:1 -dgep “XX9% wodrHu))
WodIrHIO UMHIIRLAr ‘daiHeIdo XTHMIdLIAHE Axrngeod nred €I+ ‘AX‘Ly oge
THOXIr0dE THHIDKOHW ‘BIFULMBIIIOL ‘BHHIQIHIII T HOAI BHULMII ‘BILRPATOdNIA 000L:1—000S:1 I+ “XX'LY Keie[] wodrHn))

WodrHud YUHIIRLdl ‘diHeIdo XHImdLAHE AM1rdgeod nred THHEXOHIW
‘BMIBIYHOI-BLIOL) ‘LLOMN €INI9IBL KHHRHUIE OHhI(PUIIAND ‘BIHOIOANIN ‘BIHIHULOL
eIOUERH ‘BIre@anoxiror ‘sidorde BEOMIALI BHUXS ‘BIERILOLLI BHIIRLEHIA] |

(eMLendrr —
xudogx o/, (/)

000L-1-000S-1

81+ “AX'Ly OQ®
81+ XX L¥

eordearg wodrau))

antod (9—(g or 9rLAamx 1dogx DK "UHBLD HLUIMTIPITOHANI ‘aiHeIdO XUITHI
urred ‘s1dao urred o, ()¢ € ‘BIooLI0odNBW ‘UOhO £1deod UMHIIOLOIHOW ‘BhhUIIQO

1T+ AX Ly 09®

oorn ‘vrredarnodiin ‘siredanixedg ‘BTHOLOILI BIOEE, W ‘“AIOIIBLIONTE BEOWAEO] 008:1-00L:1 12+°XX Ly eHAR? wodrHKN))
Airngeod Ted XuHOXIodd
XUHHUXOHW WOdITHIO UMHALRLD]( ‘THHOMKIodeH udn yieernonr | “eHoidox Huodod
BNTRdOHAIAN BHEOLODIONEAON 2a0Nrada00 ‘UiHameIr aidineod T HORW KHHOMIAIIQE 000 OT:1 XXX69 008 AXX 69 grrornud ],
HMNOLLWHD THhIHIIN [HEOHO() YHESRTOdPHOA0H & nurordeyy wodrrHu))

HNIEIALION € BLOLOBER

(1007 ‘Mugodhoq ‘1T "'H ‘9661 “LaeEIld I 01090Le0) ‘T ') BE ULOLOBR) MQododX IHWOJOWOdX HIOHI() "¢ BIMIQR],

77



[I'I'ITI I lll'l I | 1l
1 2
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Puc. 5.2. CunpgakTumist 3-r1o 1 4-T0O MaypliB y MI0-
J1a 3 TPUILIOIIIEIO

CITKIBKH, MMOMYTHIHHS POTiBKH), TiMEpTEIOPHU3M,
MIKpOT€eHisl, MIKPOCTOMis, IIUIMHA TYOH 1 MiAHEOIHHS.
Yacrto 3ycTpiva€eThesl CHHAAKTUMIS 3-T0 1 4-T0 MaJIbliiB
kHcTi (puc. 5.2), KiMHO- 1 KamnronakTuiiss. Ha cromi
CHUHIAKTHIIISA 3—5-T0, HEPIAKO 2-r'0 1 3-T0 MabliB.

YacTo crioctepiraroThCsi BaJd BHYTPIIIHIX Opra-
HiB: [IHC (cnuHHOMO3KOBa I'prika, npo3eHiedartis 3
rigpouedantiero, HuKIomis, nedouedaris Ta iH.), ceqo-
CTaTEeBOI, CEPIIEBO-CYTMHHOT CUCTEMH, LTy HKOBO-
KHIIKOBOTO TPAKTY, 3aJ103 BHyTplIJ.IHI:Ol cereuu cTa-
TEBUX OpFaHlB (kpunTopxi3m, eri- abo rimocmaiis,
rimoruiasis CTaTeBOro 4ieHa Ta iH.).

Meouko-eeHemuune KOHCYIbMYGAHHS. TTOBTOPHI
BUINAJKH HAPOJXKEHHs cUOCIB 3 TPUILIOiAi€l0 He-
BIJIOMI.

Terpanioinisn. (92,XXXX) — BiIoMi ITOOJUHOKI
CIIOCTEPEIKEHHS, JIeTalbHA MyTallisl.
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Cunnpom Jlayna (tpucomis 21)

Briepiie B caMOCTiitHY HO30JIOTIUHY OAMHHUITIO 1IeH
CUHJIPOM BHJIUTMB aHrmiichkuii jikap dayHn (Down)
B 1866 p. mix Ha3BOKO «MOHTOJOIMHA imioTis». ETtio-
JIOT'isI 3aXBOPIOBAHHSI BCTAHOBJIEHA HA0AraTo Mi3HIIIE
— J. Lejeune i ciiiBaBTOpH (1959) 3HANIIIN y TaKUX
XBOPHUX 10AATKOBY 21-11y XpoMocomy.

Ocnosni diaenocmuuni 03HaKu: Po3yMoOBa BiJICTa-
JICTh, M’130Ba TIMOTOHIsA, Opaxinedaris, Mikporieda-
Jiisl, TUIOCKE OOJIMYYsl, MOHTOJIOIIHUI pO3pi3 OYeid,
MaKpOTJIOCIsl, BaJli Cceplis Ta IHIIUX OpraHiB, IMyHO-
nediuuTHI cTaHu, TprcoMis 3a 21-10 XpOMOCOMOIO.

XBopobOa Jlayna — HalmnomupeHima ¢popma Xpo-
MOCOMHOI maToJiorii moanHu. Yactora B MOIMyIISIii
y HoBoHapopKkeHux 1:700-1:800. CriBBiHOIIECHHS
XJIOTTYUKIB 1 JIBUATOK cepe]l HOBOHAPOKEHUX 13
curapomoM JlayHa mopiBHroe 1:1.

YV 94 % ycix ¢popm cungpomy JlayHa BUSIBIISIETCS
nmoBHa TpucoMisi. KapioTun npu moBHii Tpucomii
47,XX,+21 abo 47,XY,+21 (puc. 5.3). ¥ 80 % Bu-
MaJKiB 3aliBa XpOMOCOMa Ma€ MaTepUHChKE IMOXO-
okenHd 1 aume B 20 % — 6atbkiBebke. Y 4 % Bumna-
KiB 3yCTpi4a€eThcsi pOOCPTCOHIBChKA TPAHCIOKALIiS
(puc. 5.4) 1B 2 % — Mo3zainu3m (tadm. 5.4).

OCHOBHI J1IarHOCTUYHI 03HAKH 1 KJIIHIKa 3aXBOPIO-
BaHHSI HACTUIBKU THUIIOBI i goOpe omucaHi B JiTepa-
TyPpi, 110 JiarHO3 BCTAHOBITIOETHCS BXKE B TEPIOf HO-
BOHAPOJKEHOCTI (puc. 5.5). 3a maHMMM Pi3HUX aB-
TOpiB, mpu XxBopoOi layHa 3ycTpivaeTses Bin 9 1o 29
MIKpOaHOMaJIiii 1 BaJi pO3BUTKY.

Hitu 3 cungpomom JlayHa HApOJUKYIOThCA, K Ipa-
BWJIO, B CTPOK 3 TMOMIpPHOIO rinoruiasiero. Maca Ttina
Ipy HApOPKeHHI B cepeabomy 2900 r. HaiixapakTep-
HIIIMMU CUMIITOMAMHU Y HOBOHAPO/KEHHX € M SI30Ba
rimoToHis 1 rinopedJexcis B MOeIHAHHI 3 PO3XUTAHI-
CTIO cyrno6iB. bpaxiuedanbHuii yeper 31 CIIIOIEHO0
notunuuero. O6IuuYs Kpyrie cIulolieHe, MOHIOJIOi -
HUW po3pi3 odeid, emikaHT (puc. 5.6), smu bpym-
¢dinpaa (CBITII IUIAMU HA palIykKIli), po3MUpeHe i
CILTOIIIEHE TIepeHicesl, MalleHbKI HU3bKO PO3TalIOBaHI
BYIIIHI PAKOBUHU (MIKPOTIs) 13 3aKPYUSHUM 3aBUTKOM.
Benukuii, 3a3Bu4aii BUCOJIOIUICHUH, SI3UK (MAKPOTJIO-
cist), Bucoke miHeOiHHs. [1Iust KopoTKa, XapakTepHHIA
HaJUTMIIOK IIKipu Ha 1mmwmi. Kucri mmpoki, KopoTki,
KJIMHOJAKTWIIISI MI3UHIIIB, OJHA 3TMHAJIbHA OOpO3HA
Ha MI3UHII (Yepe3 TIMOTIUIa3ii0 CepeaHHOI (haaHrn),
YOTUpPUIIAJIbIIEBA CKJIajKa Ha goJioHi (puc. 5.7). Ha
CTOIII CaHAAJIENONIOHA ILTMHA.

[lepepaxoBaHi CUMITOMH 3yCTPi4alOThCsS HE Y
100 % xBopux. Y Tabn. 5.5 HaBeneHa 4acToTa 30-
BHIIIHIX O3HAK CHHIPOMY llayHa

YV 50 % XBOPHX 3yCTp1anOTLcs1 BpO}Z[)KeHl Bau
cepuist (epeKTH MKIITYHOUKOBOI 1 MIKIIEPE/ICepAHOI
MeperopoIoK, BIIKpUTa apTepiajbHa MPOTOKA Ta iH.),

Tabmuus 5.4. LlnToreHeTHYHI NOPYIIEHHS
npu cuaapomi Jayna

MyTarii Yacrora, %
[ToBHa Tpucomis 94
TpaHciokaris 4
Mo3aiuuzm 2




Puc. 5.3. KapioTur 4oyioBika 3
cunapomoM Jlayna (3aiiBa 21-ma
XpOMOCOMA BiIMiUu€Ha CTPLIKOIO)

Puc. 5.4. KapioTun 4oJyioBika 3
TPAHCIOKALIHHOIO (OPMOIO CUH/I-
pomy ayna (poGepTcoHiBChbKa
TpaHcnokais 21-i xpomocomu Ha
14-Ty; XxpoMocoma 3 TpaHCIOKa-
LIEIO BIIMIYEHA CTPUIKOIO)
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Puc. 5.5. Cungpom [ayHa (cruioiieHe oOauyvus,
MOHTOJIOITHUM PO3Pi3 OYeH, eIiKaHT, IHUPOKE CIUIO-
LIeHe MepeHiccs, MaKpoTrIocis)

Puc. 5.7. YotupunanblieBa CKJIaJKa Ha JOJOHI y
XBOPOTO 3 cMHApoMoM JlayHa

Tabmuis 5.5. Haliuacrimi 30BHiIHI 03HAKH
cunapomy layna

Yacrora, %
Bana a6o o3naka Bijl 3araJIbHOL
KUIBKOCTI XBOPHX
Mo3koBuii ueper 1 00Ty
— Opaxitedartist 81,1
— MOHTOJIOITHUM PO3pi3 Oueit 79,8
— EIMKaHT 51,4
— IUIOCKA CIIMHKa HOca 65,9
— BY3bKe ITiTHEOIHHS 58,8
— BEJIMKHUI BUCOJIOIUICHUN SI3UK ?
— nehopMOBaHi BYIITHI pAKOBUHH| 432
KicTkoBo-M’s130Ba crcrema,
KIHIIBKU:
— HU3BKUH 3picT 100,0
— nedopmaliisi TPyIHOI KITITKA 26,9
— KOPOTKI Ta IUPOKi KUCTI 64,4
— KJIMHOJAKTWIII MI3UHLIB 56,3
— Tinoriasis cepeIMHHOT
(hanmaHru 5-ro nmajbis KKCTI
3 OJIHIEIO 3rMHAJIBHOIO CKJIAIKOIO ?
— YOTUpPUIIAJIbIIEBA CKIIAJIKA 40,0
Ha I0JIOHI
— caHJaJIeNoaioHa 1iInHa ?
Oui:
— wisiMu bpymdinsaa 68,4
— TIOMYTHIHHSI KPHIITAINKA 32,2
— KOCOOKICTh ?

y 15 % — BaayW IUTYHKOBO-KHUIIKOBOTO TPAKTy (aT-
pesis abo cTeHO3 ABAHAALSTUIIANIO] KUIIKH, aTpe3is
CTpaBOXOJY, aTpe3is MpsIMOI KUIIKK i aHyca, Mera-
KOJIOH), ¥ 6 % XBOpUX — BaJu ce4oBoi cucreMu. Jo-
CHTB 9aCTO BUSIBIISIOTHCS O3HAKH HETOPO3BUHEHHS 30~
BHIIIHIX CTATEBUX OPTraHiB (KPUIITOPXI3M, TiIOIIIa3is
CTATEBOTO WIEHA 1 MOIIOHKH), MyIKOBI Ta MaxoBi
TPUXKIi, PO3XO/DKEHHS MPSIMUX M’ 31B )KUBOTA.

Po3ymoBa BigcTaslicTh 1 3aTpUMKa CTATO-MOTOP-
HUX (DYHKIIH BUSBISIOTHCS IIPAKTUYHO B YCIX XBOPHX.
Koediuient pozymoBoro po3putky (IQ) y pi3Hux
JiTeit Bapiroe Big 25 q0 60. SIkino He 3aCTOCOBYIOTh-
csl crienianbHi METOAM HaBYAHHS, TO YacTille 3ycTpi-
4aeThcsl IMOCIMIBHICT (65-90 %), neOUTbHICTh Ta
1110Tisl BUSIBIIAIOTBCSA OQHAKOBO 4acTo.

XapaxkTtepHa 3aTpuMKa pocty. CepemHili 3picT 1o-
pociaux xBopux 0u3bko 150 cM.

VY xBopux i3 cuHapoMoM JlayHa crioctepiraroThes
iMyHOIe(IUUTHI cTaHU, 3HIKeHa pernapanis JHK,
yepe3 IO JiTH 3 LIUM CUHIPOMOM YacTO XBOPIIOTH Ha
IMHEBMOHIIO, BaXKO MEPEHOCATh IUTSIYl iH(peKii. Y
HUX 3HAYHO YacCTillle 3yCTPIYaThCs JEUKO3M, HIK Y
37I0POBUX JITEH.

BitanpHuit mporHo3 mpu xBopo6i JayHa Bu3Ha-
YaeThCsl HASIBHICTIO BaJl PO3BUTKY CEPLIEBO-CYTUHHOL
CUCTEMH 1 TPABHOTO TPAKTY, IHPEKUild TUXaTbHUX
HUIsXiB (IMyHOAe(pilUT BPOIXKEHOTO XapaKTepy), XBO-
pob kpoBi (Jieiiko3) 1 37TOSKICHUX HOBOYTBOPEHb, 10
SKUX CXWJIBHI i XBopi. 3a3Buuaii 20-30 % XxBopux
TUHYTh Ha MEPIIOMY polli XuTTs, 50 % — B mepi 5
pokiB. 3a BIACYTHOCTI TSDKKUX BaJl PO3BUTKY, IIPH
YBaKHOMY JOTJISIII 32 XBOPUM, CBOEYACHIH JiarHOC-



THULI Ta JIIKyBaHHI MOXITUBUX CYIPOBIAHHUX 3aXBOPIO-
BaHb TPUBAJICTb XKUTTA MOXe focaratu 50—60 pokis.
Bararo xBopux 3 Tpucomiero 21 31aTHi BeCTH caMo-
CTilTHE XKUTTs, OITAHOBYIOTH HECKJIa THI mpodecii, CTBO-
PIOIOTH CIM’i.

Kniniuna xapaxmepucmuxa cunopomy /layna

6 PI3HI 6IK06I nepioou

B nepiod nosonapoodsicenocmi: HeoOXiIHA TIarHO-
CTUKa BPOJKEHUX Baj CEpLEBO-CYIMHHOI CUCTEMH,
HUTYHKOBO-KHUIIKOBOTO TPAaKTy Ta IHIIMX CHUCTEM
opradis. Y 3 % HOBOHAapOKEHUX € BPOJDKEHI KaTa-
paKTH, 4acTO 3yCTpivaeThes rnaykoma. HeoOxigHa
JUarHOCTHKA TITOTUPEO3Y, IKUW 3yCTPIYaEThCS YaCTi-
mie mpu TpucoMii 21 1 motpedye paHHBOI 3aMiCHOT Te-
panii ropMmoHamMu. MoXyTb OyTH yTPYAHEHHS IpPH
IPYIHOMY BUT'OJIOBYBaHHi, 3yMOBJIEH] M’I30BOIO TiIo-
TOHIEI0, MAaKpOTJIocieto. YacTilie BUHUKAIOT 3aII0PH
yepe3 TIMOTOHIYHY MYCKylIaTypy Kumrok. HeoOximHo
3BEpHYTH yBary Ha MOXIIUBICTh BPO/DKEHOTO BUBUXY
CTerHa.

Tpyonuii ix: il 3BEPHYTH yBary Ha CXUJIbHICTh
JIO0 CYZIOM, TIOTUPEO3, IH(PEKIIiHI 3aXBOPIOBAHHS.

Howkinonuti i MoroOwutl WKibHuil 8iK: cCephHO3HI
BaJll PO3BHUTKY 3aJIMIIAIOTHCS TOJIOBHOIO TPUINHOIO
CMEPTI B IUTSIUOMY Billi. 30epiratoThCst CXUIBHICTD 10
1H(EKIIIHUX 3aXBOPIOBAHb 1 PU3HK JIEHKO3iB. Y XBO-
pHX YaCTO PO3BUBAETHCS TYTOBYXICTh, TOMY PEKOMEH-
IyeThCS OPiyHa ayaioMmeTpis. HeoOxiaHi perynspHi
KOHCYJIBTAIIii OKYJIICTa, OCKIIBKU ¥ XBOPUX YACTO 3y-
CTPIYAIOThCS MOPYIICHHS pedpakxiii, KOCOOKICTh, PO3-
BHUBAIOTHCS KaTapaKTH. Y TaKuX JiTed MaJieHbKi Ta
nedopMoBaHi 3yOu, BOHU MOTPEOYIOTh PETYJISIPHUX
ormsaiB cromaronora. Y 15 % XBopHX criocTepiraeTh-
¢ HECTIMKICTh aTIaHTOAKCIaJIbHOIrO 3’€IHAHHS, IO
MOJK€ IIPU3BECTH 0 CTUCKAHHS CITHHOTO MO3KY 1 He-
BPOJIOTIYHOI CHMIITOMATHKX. HeoOXiaHe peHTTeHOI0-
riuHe 0OCTEXXEHHS XBOPUX TIepe]l BCTYIIOM JI0 IKOJIH.
Ci1ij1 3BEpHYTH YBary Ha CXUJIBHICTD JO OXKUPIHHS.

ITybepmamuuti gix: 30€pira€TbCs CXUIBHICTH JI0
1HEKIIMHUX 3aXBOPIOBAHb 1 JIEHKO3Y, HEOOXiAHI pe-
TYJISIpHI ayioMeTpii, KOHCYIbTaIlll OKyJicTa i cToma-
ToJOoTa, KOHTPOJIb (YHKIII IMUTONOMIOHOI 3a103M.
HeoOxiTHO 3BepHYTH yBary Ha CTAT€BEe BHXOBAHHSI
MiJUTITKIB. Y JIiBUAT 3BUUYAHO BCTAHOBIIIOIOTHCS pe-
TYJISIpHI MeHcTpyarii. BinblicTs HMKITIB aHOBYISTOP-
Ha, aje MOXKJIMBA BariTHICTh. Y CBITOBIH JiTepaTypi
onucaHo 6mm3bko 30 BUNAKIB BATiTHOCTI Y XKIHOK 13
cuapomoM [layna. Teopernuno 50 % Hamankis yc-
MaJIKOBYBATUMYTh 3aliBy 21-11y XpoMocomy.

Xnomi 3 cuaapoMoM [ayHa Bi4yBaroTh Ti %k caMi
CTaTeBl MOTSTHU 1 pO3Naay, o 1 ixHi ogHOMITKH. Yo-
JIOBIKM 3 CMHApOMOM [layHa, sik IpaBujio, Oe3IUTiIHi,
OCKUTBKH Y HHX MOPYIICHUH CIIepMAaTOreHe3, X04a
OTIMCaHMI O/IMH BUNIA/IOK 324aTTs JUTHHH YOJIOBIKOM
3 cuHapoMoM JlayHa.

Llxipa niteii 3 curagpOoMoM JlayHa cXuiibHa 10 Cy-
XOCTi # ek3emMu. YacTo 3’SIBIISIETHCS. ByTPOBHIA BHCHII.
Crocrepiraerbcsi THI3JOBE OOJIMCIHHS.

Cmapuuii gix: XBopi 3 ciHAPOMOM JlayHa cTapitoTh
IIBUJIIIE, HOK 3M0pOBi 0coOM. Y OITBIIOCTI XBOPUX Y
CTapIIOMY BIIli pO3BUBAETHCSI XBOPOOa AbIreiimMepa.
Ile 3yMOBJIEHO TUM, 1110 OJIUH 3 TEHIB XBOPOOU AJIbII-
reiiMepa JIOKaIi30BaHuii y 21-if XxpoMOcoMi.

Meouko-eenemuyne Koncyromyeauus. [as mo-
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Tabmus 5.6. 3a/meXKHICTh YACTOTH HAPOIKEHHS
AiTeii 3 cunapomomMm Jlayna Bin Biky matepi

Bi . YacroTta HapOKEHHS
1K Matep! Jutelt 3 cunapomom Jlayna

Ho 18 pokis 1:45

20 pokiB 1:1800

25 pokiB 1:1300

30 pokiB 1:1000

35 pokiB 1:300

40 pokiB 1:100

45 pokiB 1:30

49 pokiB 1:12

JPYKHBOI MapH, M0 Mae AUTUHY 3 cHHApoMoM Jlay-
Ha, PU3UK HAPOJDKEHHS Ie OJ(HI€] XBOPOI JUTUHH
MiJBUIICHUIN, BIH 3aJIGKUTD Bijl BIKY MaTepi il UTO-
TEHETUYHOTO BapiaHTa CUHIPOMY.

BcraHoBeHO TiCHUI 3B’130K MiXK BIKOM MaTepi Ta
4aCcTOTOI0 HApPOJDKEHHS AiTed 3 cuHapomoMm JlayHa
(Taba. 5.6). [ToxiOHa 3ajIeXKHICTh BUSBIEHA 1 MPH
IHIIUX TPUCOMISIX 3a aBTocoMamu (cunapomu EnBap/i-
ca i [Taray).

[Mpuunnam nporo sBuIA He BcTaHOBJEHI. OnHa 3
MOXJIUBUX NMPUYUH — OCOOJIMBOCTI OBOreHe3y B
XKiHOK. OBOTeHEe3 MOYMHAETHCSI B eMOPIOHAITBHOMY
nepiosii PO3BUTKY, 10 7 MiC MPOXOAAThH CTalil po3-
MHOJKEHHSI, POCTY 1 PO3IIOYMHAETHCS ITpodhasa MepIo-
ro oty Meiio3y. B emOpioHansHOMY Tiepioi BinOy-
BAaIOTbCS KOH'IOTAllisl Ta KPOCHHIOBEp, MICIS YOTO
MeHO03 3YMUHSIEThCSA. 3 MUIJIITKOBOTO BiKY OBOIUTH
BCTYNAIOTh y 3aBeplIajbHUNA eTanm Meio3zy. Uum
OUTBINMIT TEPMIH BiJl TOYATKY MeH03y 10 HOTO 3aBep-
IIEHHS, TUM OUTbIIIe MyTareHHUX (HaKTOPIB JTIIOTh HA
OpraHi3M XIiHOK 1 TUM OiITBIINI PU3UK HEPO3XOIKEH-
Hsl XpoMocoM. [IpoTe 11e He MOSICHIOE BUCOKY 4acTo-
Ty HEPO3XOIKEHHSI XPOMOCOM Y MOJIOIUX MaTepiB.

V pasi npocToi Tpucomii Ta Biky matepi Ao 35
POKIB IMOBTOPHHI PU3UK HAPOJKEHHSI XBOPOI JIUTH-
Hu He Ounbine 1 %. Ilicns 35 pokiB BiH JOPIBHIOE
MOJIBOEHOMY F€HETUYHOMY PU3HKY JJIsl TAHOT BIKOBOL
IpyIHu.

SIKI110 y XBOPOTO BUSIBJIEHO TPAaHCIOKAIIMHMIA Ba-
piaHT xBopoOu JlayHa, TO 000B’SI3KOBO JIJIT MEITHKO-
TeHEeTUYHOTO KOHCYJIbTYBAHHS JIOCII/DKYIOTh KapiOTH-
U 0aTbKiB. BusiBlIeHHs y KOroch 13 6aThkiB 30aaH-
COBAHOI TPaHCIOKAaIii, 0 cTana NPUYMHOK MAaTO-
JoTil y AUTHHU, OTpeOye MpU HACTYIHUX BariTHOC-
TSX IPOBEAEHHS 1HBA3UBHOI NMpeHaTaIbHOI JiarHoc-
TUKU. B LiIOMy reHeTUYHUN PU3MK OLIHIOIOTH 3a
CHeIiaIbHUMU TaOJUIIMU eMITIPUYHOTO TeHETUYHO-
rO pU3MKY. PU3MK 3aJ€XUTH BiI BUIY TPaHCIOKAIii
Ta TOro, XTO caMme 3 0aThKiB (MaTu abo 0aThKO) €
HocieM. PU3MK BUIIMIA, SKIO TPaHCIOKALs BHUSBIIE-
Ha y Martepi, TOMy LI0 OBOLUUTH 3 TPAHCIIOKALIEIO €
KUTTE3JATHIINMU, HDK CIIEPMAaTO30iAH1.

Cunpgpom Ensapaca (tpucomis 18)

Brneprue nieii cuaapom onucas J. Edwards (1960).
OcHo8HI diaeHocmuyHi 03HAKU: TIPEHATAJIbHA
rinoruiasisi, €IMHA MyIKOBa apTepis, Jojixouedatb-



Ha (opma ueperna 3 HABUCIIOIO OTUIIUIICIO, MiKpoTe-
His1, crienu(ivHe 3ruHAHHS AJIbIIIB KUCTI, CTOMA-TrOk-
JaJKa, MHOXHWHHI BaAu BHYTPIIIHIX OpraHiB, TPUCO-
Mist 3a 18-10 XpoMOCOMOTO.

YacroTa IbOT'O CHHIPOMY B TIOIYJIALIT CTAHOBUTH
1:5000-1:7000 HoBoHapomkeHux. CIiBBIIHOMICHHS
XJIOTTYUKIB 1 AiBYaTOK JTopiBHIoE 1:3. [puunHu nepesa-
JKaHHS Ccepesl XBOPUX IIBUATOK MOKH 110 HE 3pO3YMLII.

Hurorenernunuit cunapom EnBapnca mpencras-
JICHUI B OCHOBHOMY IIPOCTOO TPHCOMI€ETO 18, pH siKiit
y BCIX KJIITUHAX BUSBIISIETHCS JIOAATKOBA XpOMOCOMA.
Kapiotun nipu ipocrtiii TpucomHiit popmi: 47, XX, +18
a60 47,XY,+18. BcranosieHa uiTKa 3aJI€)KHICTh Yac-
TOTU HAPOJDKEHHS JiTel 3 IIMM CHHIPOMOM Bil BiKy
MaTepi, sIKa HaBiTh OLIbII BUpPaKeHa, HIX IPHU TPU-
comisix 13 1 21. Pigko 3ycTpiyaroTbCcs Mo3aidyHi
dbopMu 1 K BUHATOK — TpaHClIoKaliiiHi. deHoTu-
MiYHO BCl 1[I HUTOTeHETUYHI GOPMHU HE MOXKHA
BIJIPI3HUTH.

Kniniuni osnaxu npu cunapomi Enappaca taki
(puc. 5.8):

— y HOBOHAPOJIKEHUX BHPAXKECHA TiMOIUIA3isl MpU
HOPMajIbHOMY TE€PMIiHI BariTHOCTI, CEpEe/IHsI Maca Mpu
Hapo pkeHHi 2340 T;

— MaJIeHbKa IUTAIIeHTA, €MHA MYMKOBA apTepis;

— XapakTepHi 1u3Mopdii obauyuys i yepena: g0OJi-
xotedanbHa Gopma depena, «HaBUCIA» MOTHIIHII,
AHTUMOHTOJIOIIHUN pO3pi3 oUel, MiKpopTaITbMis,
HU3BbKO PO3TalIOBaHI e(hOpPMOBaHi BYIIIHI PAKOBUHH,
MIKpOTeHis (MalleHbKa HUXKHSI IeJIera);

— KOpOTKa IpyJAHHMHA, BY3bKHI Ta3;

— XapaKTepHe HAKJIAJAHHS MaJIbIiB KUCTI — 2-i
1 5-if manpLi NepeKpuBaroTh 3-i 1 4-i;

— crona-roinanka (quB. puc. 11.2), ykopoueHuit
1 MOJIOTKOIIOIOHO 3ITHYTHI JTOpCaIbHO MEPIINiL ma-
JIellb CTOIIH;

— MHOXHMHHI BpokeHi Baau po3Butky LIHC, cep-
LEBO-CYIMHHOI CUCTEMHU, OPT'aHiB TPaBJIEHHS, CEYOBOL
CHCTEMHM, CTATEBUX OPraHiB.

a
Puc. 5.8. Cunnpom Ensappca:

a — noxixonedanbHa Gopma uepena, MikpodTaibM, ITO3, MiKpore-
Hisl, HU3bKO PO3TAlIOBaHi Ta JeopMOBaHi BYIIHI PAKOBUHH; 6 — Xa-

paKTepHe pO3TalllyBaHHS MaJIbIiB

o
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Ilpoenos 3aBxau cepitozauit: 60 % XBopux MOMH-
paroTh y Billi 10 3 Mic, OMHOPIYHMIL BiK IIEPEKUBAE HE
oinbie 10 % xBopux. Y BCIX TsSXKa po3ymMoBa Bif-
CTaJTICTh. XBOPI TMHYTh BHACITIIOK HECYMICHHX 13 XKUT-
TSIM BaJ PO3BUTKY.

Jlikyeanus Hee(eKTUBHE, CHMIITOMATHYHE.

Cunpgpom Ilaray (Tpucomis 13)

Briepie et cunapom onmcas K. Patau (1960).

Minimaneni diaenocmuuni o3naku: Mikpouedaris,
H[iIMHA Ty0u 1 MiAHEOIHHS, MOJITaKTUIIIsA, Baau
BHYTPIIIHIX OpraHiB, Tpucomis 13- xpoMocoMmu.

Yacrora cungpomy [laray B momyssiii CTaHOBUTH
1:5000-1:7000 nHoBoHapomkeHux. CIiBBITHOIIECHHS
crareit oymmsbke 1o 1:1.

VY 80-85 % xBopux npocta TpucomHa popma. Ka-
piotur: 47,XX,+13 a60 47,XY,+13. PoGepTcoHIBChHKI
TPAHCIOKAII] Ta MO3aillU3M 3yCTPIYalOThCS PLIKO.

OcHogni diaenocmuymi o3naxu ipu cuaapowmi Ila-
Tay Taxi (puc. 5.9):

— 4YepenHo-IUIbOBI Au3Mopdii (Mikpouedarris,
TpuroHouedais, rinoTeI0pu3M, HUIJIMHA Iy0H i
miAHEeOIHHS, Te()eKTH CKaJlblla, HU3bKO PO3TallIOBaHi
it nehopMOBaHi BYIIIHI pAKOBUHU Ta iH.);

— Baju oueit (MikpodTanapMis abo aHodTaIbMis),
Hoca (aTpe3ist XoaH Ta iH.);

— BaJ¥ KiHIIBOK ((JIeKCOPHE MOJIOKEHHS TaIbIIIB
KHUCTI, moigakTuiis (puc. 5.10), «croma-roiaanka);

— Baju BHyTpiniHiX opradie: LITHC (roiomnpo3zen-
nedanisi, apuHeHedais), Baju CepreBO-CYIUHHOL
CHUCTEMU, TPABHOTO TPAKTY Ta IHIIUX OpPraHiB.

IIpoeno3: 6m3bKo 95 % xBopux 3 cunapomoM Ila-
Tay FUHYTh MIPOTATOM IEPIIOTO POKY KUTTS, 30KpeMa
45 % — B HeOHaTalIbHOMY TIepiofi. JIuiie oguHMIII TTe-
PeKUBAIOTH BIK OUTbIIE 3 POKIB. YCi MAIOTh TSKKY PO-
3yMOBY BifcTasmicTb. CMepTh HACTAE BHACIIIOK HECy-
MICHUX 13 JKUTTSIM BPOJIKEHUX BaJl PO3BUTKY.

Jixyeanns HeeeKTUBHE, CHMIITOMATHYHE.

Puc. 5.9. Cunapom Iatay (Mik-
potuiedaitis, TinoTeIopu3M, cepe-
JIMHHA UIJTUHA TYOH 1 MiIHeOIHHSI;
MOEAHAHHS LUX O3HAK J103BOJISIE
MIPUIYCKATH TOJIOTpOo3eHIIedartito)



CHHIpOM «KPUKY KilIKm» (CHHIPOM
«KOTSYOTr0 KpUKY», cHHApoM JlexkeHa,
cuuapom cri du chat, cunapom Sp-)

Brepine neii cunapom O0yB onucanwmii J. Lejeune 31
criBaBT. (1963).

Minimanvni diaenocmuyni 03HaKy: HE3BUYAWHUN
KPUK, 1110 HAarajaye KoTsue HIBKAHHS, MiKpoiedais,
AHTUMOHTOJIOITHUI PO3pi3 oueit, po3yMoBa Bij-
CTaJICTh, JIENeLliss KOPOTKOIo Iuie4ya 5-1 XpOMOCOMH.

IMonynsauiitna wacrora 1:45 000-1:50 000.

CunapoM 0OyMOBIIEHHIA [IeTIeLi€l0 KOPOTKOTO I1jIe-
4a 5-1 XpOMOCOMH.

Kapiotur: 46,XX,del 5p- a6o 46,XY ,del Sp- (puc.
5.11).

Ocnosni diaenocmuuni oznaxu (puc. 5.12):

— HAWUTHUIOBIIIOO VISl IIBOTO CUHPOMY O3HAKOIO
€ cneunivHUi 11ay, U0 HArajaye KoTs4e HIBKAHHS
a0o kpuk. BiH 00yMoBjIeHU 3MiHOIO rOpTaHi (3BY-
JKEHHSI, M’SIKICTh XPSIIIiB, 3MEHILICHHS] HaIrOPTAHHU-
Ka, He3BUYAaiHa CKJIa4acCTiCTh CIIM30BOI OOOJIOHKH).
3 BIKOM IIeif CUMITTOM 3HUKAE;

— M’S130Ba TIIIOTOHIS;

— YepEerHO-TUILOBI IU3MOPPil — MicslenoioHe
006nmmyus, Mikpouedaris, rinepTeaopusM, IUPOKeE I1e-
peHiccs, aHTUMOHTOJIOITHUIA PO3pi3 OYeld, emiKaHT,
MikporeHisi. ByiHi pakoBuHM J1ehOpMOBaHI Ta HU3b-
KO pO3TallloBaHi;

— 3MiHHU AepMaTOTIi(iKH;

— BPOJUKEHI BaJIM CEPIISl Ta IHIIMX OPraHiB;

— TSKKA pO3yMOBa Bi/ICTANICTb.

TpUBAJICTB KUTTS XBOPUX 3aJISKUTH BiJl TSKKOCTI
BPOJ/DKEHUX BaJ PO3BUTKY. BUIBIICTh XBOPUX MTOMHU-
pae B mepiii poKu KUTT, 6J1u3bko 10 % mocsraiorh

Puc. 5.10. IBOCTOPOHHS MOJIIAKTUIIISL HA CTOMAX
nipu cuHapomi [laray

JIECATUPIYHOTO BiKYy. € OMHUYHI OIIMCH XBOPUX BIKOM
50 pokiB i crapiire.

BigmidaeThecsi CXUIBHICTD 10 1H(EKIIHHUX 3aXBO-
PIOBaHb BEPXHIX AMXAJIbHHUX HUISAXiB. 3 BIKOM Micsiiie-
nmojioHe 00IMYYs, KOTIYMH KPHUK, M’SI30Ba TiIOTOHIS
3/1e0UTBIIIOTO TTOBHICTIO 3HUKAIOTh. XapaKTepHA TSIK-
Ka pO3yMOBa BICTAIICTb. JlikysarnHs Hee(EKTUBHE.

Cunapom IllepemeBcbkoro — Tepuepa (45,X)

Cungpowm onucaB y 1925 p. M. A. lllepemeBchkuid,
aB 1938 p. —I'. T'. Tepnep.

Minimansni oiaenocmuuni o3naku: y HOBOHapOKe-
HUX — JTIM(PATHIHUI HAOPSIK KUCTEH 1 CTiIl, 0COOIMBO
MOMITHUM HAa HUXHIX KIHI[IBKaX; T1MOTOHIS, HIKIpHI
CKJIa/IKH Ha 1ui. Y cTaplInx AiTel — craTeBui iH(paH-
TWJII3M, TIEPBUHHA aMEHOpes, HU3bKUH 3picT, MIKipHI
CKJIAJIKU Ha IIWi, BPO/KEHI BaJM CEPLEeBO-CYIUHHOI,
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Puc. 5.12. CHHIPOM «KPHKY KIIIIKW» (AHTUMOHTO-
JOITHUI PO3pi3 OYeH, eMmiKaHT, FnepTeIopu3M, Mics-
LenoioHe 006IMYYs, HU3bKO PO3TAIIOBaHi i aedop-
MOBaHI BYIIIHI PAKOBHHH)

ceyocTaTeBoi Ta iHIIMX cucteM. [ToBHA abo yacTKo-
Ba MOHOCOMIs 32 X-XpOMOCOMOIO.

Yacrora y nonyisii cuaapomy 1:3000-1:3500 Ho-
BOHAPO/KEHUX IBUATOK.

Lle ennna ¢hopMa MOHOCOMIT Yy KUBOHAPOKEHHX.
VY 50 % XBOpHUX CHOCTEepira€Thcsi MOBHA GopMa Mo-

HocoMil (kapiotun 45,X), y 30-40 % — mo3aiuni pop-
mu (46,XX/45,X), pinko izoxpomocomu X, jaeierlii,
KimpueBi X-xpomocomi (puc. 5.13).

DeHOTHUITIYHI TTPOSIBY 3aJI€KATh BiJI BIICOTKOBOIO
BMICTY @aHOMAJIbHOI'O KJIOHY KJTITHH.

Y HOBOHAPOJDKEHUX 1 JIiTel TPYAHOTO BIiKY Bill-
MIYaIOThCS XapaKTepHi cuMntoMu (puc. 5.14): kopoT-
Ka IIWs 3 HAUIMIIKOM LIKipH, JiMpaTH4YHI HaOpsSKH
KHUCTEeH, TIePeIUIiY, CTIll i TOMUIKH.

[TizHime CHHAPOM KJIIHIYHO BHUSBISETHCS TPhOMA
rpyIaMu CHMITTOMIB!

1. T'imoroHaau3M, HEJOPO3BUHEHHS CTATEBUX
OpraHiB i BTOPUHHUX CTATEBUX O3HAK: SIEYHUKH 3aMi-
II[EHI CITOJIYYHOI0 TKAHUHOO, (POJIIKYJIU BiJICYTHI, OBO-
LUTH HE YTBOPIOIOTHCSI; TIIOIUIA31sI MATKH 1 MATKOBHX
TpyO, MepBUHHA aMeHOopesl, Oe3IUTiIHICT, HEZOPO3BH-
HEeHHSI BTOPUHHHX CTaTEBUX O3HAK (HETOPO3BUHEHHS
MOJIOUHMX 3aJ103, MI3¢€pHE OBOJIOCIHHS), HEHO-
CTaTHICTh ECTPOTEHIB, HAITTUIIIOK Tinodi3apHUX TOHA-
JIOTPOITIHIB.

2. BpomxeHi Baau cepLeBO-CyAMHHO1, CEYOBUIIIb-
HOI Ta IHIIMX CUCTEM OPraHiB 3yCTPidaroThesa y 25 %
XBOPHX.

3. BixgcraBaHHs B pOCTi — cepefHiii 3picT Topoc-
JINX XBOPUX CTaHOBUTH 140 cMm.

XapaxTtepHuil peHOTUIT POPMYETHCS BKE B AUTA-
YoMy Billi. ¥ XBOPUX aHTUMOHTOJIOITHUI PO3pi3 OUeH,
eMiKaHT, HU3bKO PO3TAIIOBaHi Ta Ae)OpMOBaHi BYIIHI
paxoBuHu (puc. 5.15). [1aTOrHOMOHIYHUM CHMIITO-
MOM € KOPOTKA IIUS 3 KPWIOTOMIOHUMHU IIKIPHUMH
cKllankaMu (NITEPUTiyM), HU3bKUH PICT BOJOCCSA Ha
mwi. ['pyaHa kimiTka 604konoaioHa, IMUPOKO PO3CTaB-
JIEHI COCKM, MHOXKWHHI MII'MEHTHI TUISIMHU 1 POJIUMKH.
BropuHHI cTaTeBl 03HAKU HETOPO3BUHEHI. [HTEIEKT
yacTile HOpMaJIbHUH 1 Juire y 16 % XBOpUX — 3HU-
JKEHU.
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Puc. 5.13. KapioTun miBUnHKA
3 cunapomom lllepenieBcbkoro —
Tepnepa (45,X)
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Puc. 5.14. HoBonapojpkeHa aiBunHka 3 cunapomowm Illepe-
meBcbKkoro — TepHepa:

a — MIKIpHI CKJIaIKH Ha Ui, 6 — XapaKTepHi JiMpaTHuHI Ha-
OpsIKM Ha HOTaX

MoKyTb BiIMIUaTUCS YUCIIEHH] €HIOKPUHHI PO3JIaan (OKUPIHHS,
LYKpOBUi1 1iabeT, Tupeoiaut). ITporHo3 ass KUTTS CIPUSTINBUI, 32
BUHSTKOM BUIAJKIB 13 TSOKKMMHU BPOPKEHUMH BaJlaMU CepLis 1 BeJIU-
KHX CYAMH.

Jlikyeanus: y AiTelt — CTUMYJISLIS POCTY, 3 MIIITKOBOTO Tepi-
01y — 3aMicHa Teparlisi )KiIHOUMMH CTATEBUMHU TOpMOHaMHU s hop-
MYBaHHsI )KIHOYOT0 (PeHOTUIY. XipypridHe JIIKyBaHHS BaJl, KOCMe-
THYHI orepalii (BUJajJeHHs KPIIONOAIOHUX ckiaok). Onrcani BU-
MaJKU HapOJKEeHHs JiTel y XBopux 13 cunapomoM lllepemnieBcbko-
ro — TepHepa MicII eKCTPaKOPIOPaTHHOTO 3AILTIAHEHHS 3 BHKO-
PHUCTaHHSIM JTOHOPCHKOI SIAIIEKITITHHY.

Meouko-eenemuune koncyavbmyeanis. II0BTOpHI BUTIAJIKK B CIM’T
cunipomy IllepenieBcbkoro — TepHepa BukitouHo pifkicHi. Cepen
(hakTOPIB PU3MKY BiK MaTepi 3HAYEHHS HE Mae.

Cunapom nouicomii X (Tpucomisi X, terpacomist X,
neHracomisa X)

Tpucomis X (cunnpom tpuruio-X) Brepiie onucaHa B 1959 p. y
KIHOK 3 KapioTunom 47,XXX.

Yacrota natoinorii — 1:1000-1:1200 giBuatok. Cepen KiHOK 13
PO3YMOBOIO BIICTAIIICTIO CUHAPOM 3yCTpidaeThest OubI HixX B 1 %
BUIAIKIB.

Yacrime 3ycTpiuaerbes Tpucomiss — kapiorun 47, XXX (mMoBHi
Ta Mo3aiuHi ¢popmu), pinko Terpacomis — 48, XXXX i me piame
nerTracomiss — 49, XXXXX 3a cTaTeBUMH XpOMOCOMAaMH.

Kniniuna xapmuna tpucomii X BapiabenbHa — BijI IPAKTHYHO
3M0POBUX (PePTHIIBHUX KIHOK JO MALEHTOK i3 BHPaXXEHUM Tirep-
TOHAAOTPOITHUM TIlTOTOHAM3MOM, OE3IUTITHICTIO, OirodpeHiero Ta
iH. TsDKKICTh 3aXBOPIOBAHHS KOPEIIOE 3 KUIBKICTIO X-XpOMOCOM.

2Kinku 3 kapioturnom 47,XXX MarTh B OCHOBHOMY HOPMaJib-
HUH (I3WYHMIA 1 ICUXIYHMIH po3BUTOK (puc. 5.16). Haltuacrinie ta-
KUX IHAUBIIAIB BUSIBJISIIOTh BUIAJIKOBO Npu oOctexenHi. e mosic-
HIOETHCS TUM, IO B KJIITUHAX )KIHKY B eMOPIOHATILHOMY TIEPio/Ii po3-
BUTKY BiJOYBa€ThCs iHAKTHBaLiA 3aliBUX X-XpoMocoM. Sk npasu-
70, HE BIIMIYA€THCS BITXWIICHD y CTATEBOMY PO3BHUTKY, X0Ya y XBO-
pUX BUCOKHMI PU3UK HAPOJDKEHHS JITeH i3 XpOMOCOMHOIO MATOIIO-
riero abo CrioHTaHHUX a0OPTIB.
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Puc. 5.15. Cuagpom leperieBcbko-
ro — TepHepa (aHTUMOHTOJIOITHUI PO3-
pi3 ouYeid, MpUpOCIa MOYKa ByXa, IIHii-
HUU NITEPUTIYM, IUPOKA I'PyAHA KITITKA,
COCKHM MOJIOYHHMX 3aJI03 TiIOIUIACTUYHI,
rinepTeaIopu3M COCKIB)

Puc. 5.16. Cunapom Tpucomii X (Bif-
CYTHICTB crieli(pigHIX MIKpOAHOMATIH 1
BaJl PO3BUTKY)



V¥ 1/3 %iHOK i3 IIMM CHHIPOMOM BiAMIYa€ThCS MO-
pYLIEHHS PePOAYKTUBHOI (QyHKIIii (BTOpUHHA aMEHO-
pesi, IUCMeHOpes, paHHs MeHolay3a Ta iH.), 0e3-
IUTITHICTE. AHOMAJIIl PO3BUTKY 30BHIIIHIX CTATEBUX
OpraHiB BUpaXKeH1 HE3HAYHO 1 HE € PUBOJIOM IS 3BEP-
HEHHS TAKUX JKIHOK JI0 JiKaps. Y 2/3 XBOpHX IHTEIEeKT
3HW)KEHUH, 371e011b110r0 He3HayHo. Y 10-15 % xBopux
BUHHUKAIOTh MIM30(PeHisi, MaHIaKaJIbHO-/IEPECUBHUIA
TICKX03, eITIEIICIS Ta IHII IICUXIYHI 3aXBOPIOBAHHSI.

ITpu Terpacomii X i meHTacoMii X OLIBII BHpaXke-
Ha cumnrTomaTtuka, B 100 % omirogpenis. Onucano
BIJIXWJICHHSI PO3YMOBOTO PO3BUTKY, YePEITHO-TTUITHOBI
nu3Mopdii, anomanii 3y06iB, ckeneTa 1 cTaTeBUX
opradiB. [IpoTe *KiHKH HaBiTh 3 TeTpacomiero X Mo-
KYTb OyTH (epTHIIbHUMHU (MAIOTh JITEH).

Hiaenocmuxa: y 3cKpiOKy OyKaJbHOTO EITTENit0
BUSIBIISIIOTBCS JiBa abo Oublne Tiienb bappa B sipax
KIIITUH (uB. puc. 2.16, B). OcTaTOYHUN TIarHO3 BCTAa-
HOBJIIOIOTH IIPU KAPIOTUITYBaHHI. Y 3HAYHOI YACTUHH
XBOPUX 3HIDKEHUN piBEHb €CTPOTeHY 1 MiABUILIEHUN —
TOHAJIOTPOIIIHIB.

Jikysanns: cumnromatuuse. Ilpu rinoronaausmi
PEKOMEHAYIOTh 3aMICHY TEPaIiio )IHOYUMHU CTATEBU-
MU TOPMOHAMH, ITPH OJITO(PeHii — HOOTPOIaMHU.

Meouxo-eenemuune Koucynomysatnns. I1oBTOpHUI
PpY3HUK HAPOJ/KEHHSI XBOPOT JUTUHU B CIM’T J1sI CHOCIB
Mmerie 1 %. Y pepTuinbHUX XBOPUX AITH 3 XPOMOCOM-
HUMHU XBOopoOamu HapokyroThcs B 10 % BUmaakis.
HeoO6xinHa npeHaTaabHa JTIAarHOCTUKA.

Cunnpom Kaaiindeabtepa

Briepiie nieit cunnpom onmcas P. Knalingensrep
(1942).

Minimaneni oiaenocmuyni 031HaKku. TIIIOTEHITAI3M,
TINOTOHAJAU3M Y YOJIOBIKIB, O€3IUIIHICTh, KAPIOTHII
47,XXY.

Haitmommpenima XxpoMocoMHa HaTOJOTIS Y 4YO-
noBikiB. Yacrora B momyssiii — 1:1000 xjomuukis
(3a manumm H. I1. boukosa, 2001 p. — 1:500-1:750).

CuHapoM 00yMOBIIEHHIA HASBHICTIO B KAPIOTHUII Y
YOJIOBiKa 3alBUX X-XpoMocoM. Yacrinie 3ycTpiya€eThb-
Csl TPUCOMISI 32 CTaTEeBUMH XpomocoMmamu (puc. 5.17)
— xapiotun 47,XXY (moBHi 1 Mo3aiuHi (hopMu), piTKo
terpacomiss — 48, XXXY a6o 48, XXYY i e piarie
nerTacomiss — 49, XXXXY.

VY kniTuHax xBopux 3 kapiotunom 47,XXY 3Ha-
XOJAATh OAHY TPYIKY CTaTEBOIO XPOMATHHY (TiJbLe
Bappa), npu kapiorumni 48, XXXY — ABi rpyAKH i Ipu
kapiotumi 49, XXXXY — Tpu.

TSDKKICTh 3aXBOPIOBAHHS KOPEIIOE 3 KIIBKICTIO
JOJATKOBUX X-XpPOMOCOM.

ITpu Tpucomisix nepedir XBOpoOH MOxe OYyTH Jier-
kuM. [lo mepiony craTeBOro Ao3piBaHHS XJIOMYUKH
3a3BUYail PO3BUBAIOTHCS HOPMAJIBHO, IHTEICKT 6e3
BIIXWJICHh a00 3 He3HAYHUM BIACTABaHHSIM Y TICHXIY-
HOMY PO3BUTKY. CHHIPOM 4YacTillle BUSBISAETHCS
KIIIHIYHO B TIEPIOJI CTATEBOTO JO3PIBAHHS Y BUTIISIL
HETOPO3BUHEHHS CIM SIHUKIB 1 BTOPUHHUX YOJIOBIUMX
CTaTEeBHX O3HAK.

XBopi 3 cunnpomom KitaitHgenbTepa BUCOKI Ha
3picT (puc. 5.18), 3 TUCIPOTTOPIIIHHO JOBTUMH KiHITIB-
KaMH, EBHYXOITHOIO CTATYPOIO, OBOJIOCIHHSIM 34 JKIHO-
YUM TUIIOM (OpaK pOCITMHHOCTI HA 00JIMYYi, TOPU30H-
TalbHUN PiBEHb POCTY BOJIOCCA Ha JOOKY). Y 30 %
XBOPHX CIIOCTEPIra€eTbcs riHeKoMacTisl (PO3BUTOK
MOJIOYHHX 3aJ103). ICHy€e pU3MK 370SKICHOI IMyXJIMHU
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3 cunapomom Knaiindennbrepa
(XXY)

e

86



Puc. 5.18. Cunnpom Kiaitndensrepa (eBHyXxo0in-
Ha cTaTypa, HEMPOMOPIIHHO JOBIi KiHI[IBKU, TOPH-
30HTAJBHUH PICT BOJIOCCS HA TOOKY, HOpMaJbHI PO3-
MIpHU CTATEBOI'O YJIeHA, MIKPOOPXIIHU3M)

MOJIOYHUX 3aJ103. 30BHIIIIHI CTATEBI OPraHU PO3BUHEHI
32 YOJIOBIYMM THUIIOM, KPUIITOPXI3M 3yCTPIiYa€ThCS
piako. BHyTpilHi cTaTeBl OpraHd TinmoIUIa30BaHi.
XapaKTepHUM € MIKPOOPXiIu3M (Mali pO3MIpH SEUOK)
1 HOpMaJIbHI po3Mipu cTateBoro wieHa. ['icronoriu-
HO BHSBISIIOTH JIeTEHEPAllil0 TePMIHATUBHOTO eIliTe-
JiI0 Ta TiaJiHO3 CIM’SHUX KaHATHKIB. XBODI, SIK Ipa-
BUJIO, OE3IUTiAHI (a300cTepMis, omirocrepmis). [HTe-
JIeKTyaJbHUI PO3BUTOK XBOPUX He 3MiHEHU abo Ha-
sIBHA OJIiro(ppeHis.

Jixysanns: 3amicHa Teparis anaporeHamu 3 10—
12 poxiB. 111 CTUMYJIALIT pOCTY BOJIOCCS Ha OOIMYYi
BUKOPHUCTOBYIOTh KpEMHU Ta Ma3l 3 aHJIPOTCHAMH.
I'iHekoMacTis iHOI OTpedye XipypriuyHOi KOpeKIIil.

Meouxo-ecenemuune Koncysbmyeanis. Pusuk s
cubciB meH1te 1 %. Pusnk HapomKeHHs XBOPUX JiTei
y namieHTiB 3 cunapomom KiaitHdpenbrepa y pasi 30e-
pexxeHHs pepTHIbHOCTI cTaHOBUTE 10 %. Heobxinna
MpeHATANIbHA JIaTHOCTHKA.

Cungpom noJgicomii Y-xpomocomu

Ie#t cunnpom Buepue onucanu Cauabepr i
criBaBT. (1961).

Yacrora B nomyssitii — 1:1000 HoBoHapOKEHUX
xymonuukiB 1 1:10 cepe/t 4OIOBIKIB 13 3pOCTOM OlibIie
2 M.
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Kapiotun xBopux 47,XYY, piame 48,XYYY;
49, XYYYY ab6o mozainusm (45,X/49,XYYYY Tain.).

Kniniuni cumnmomu BapiloOTh Bill TPAKTUYHO
HOPMAJIPHUX YOJIOBIKIB 32 (DI3UYHUM 1 PO3YMOBHM
PO3BUTKOM JI0 MAII€HTIB 3 JIETKOI PO3yMOBOIO
BIICTAJIICTIO, CXUJIBHICTIO IO arPECUBHUX 1 HABIThH
KPUMiHATbHUX BUMHKIB.

HapamipHuii picT MOYMHAETBCSA B AUTSIUOMY Billl, y
JOPOCIUX BiH CTAHOBUTD y cepeaHboMy 186 cm. Kox-
Ha Y-XxpoMmocoMma 30inbInye 3picT NpubOIN3HO Ha
15 cM. IHOMI BUSBIISIIOTH aKpPOMETAJIOIIHI PUCH —
301IbIIEHHST HUXKHBOI IIEJIend, KUCTEH, cTil, rpyoi
pucu obnuuysi, BUCTyMatoui HAAOPiBHI Ayru (puc.
5.19).

CrareBa (QyHKIIisl y 6araTb0X XBOpUX HOpMaJIbHa,
(bepTrIIbHICTB 30epexeHa (IHOIi TimepceKCyalbHICTh).

Puc. 5.19. Cunnpom nojicomii Y (BUCOKHIA 3picCT,
AKPOMETAIIOIIHI PUCH — 30UTbIIEHHS HIKHBOI I1IeIte-
4, KUCTeH, CTiM, Tpy0i pucH OOIMYYsi, BUCTYNAIOTh
Ha):[6plBH1 JIyTH, IHTEIEKT HOPMAIIbHUM, Y IESKUX BH-
najgKkax MOXe OyTH JIerka po3ymoBa BIJICTAJIICTB,
CXWJIBHICTh O arpecHBHUX 1 HaBIiTh KPUMiHAJIBHHIX
BUMHKIB)



V TSOKKUX BUTNIQJIKAX HASIBHI KPUIITOPXI3M, ITOPYIICH-
Hsl CliepMaToTeHe3y, OC3ILTiIHICTb.

VY 3040 % xBopHX JleTKa PO3yMOBa BiJICTAICTH,
3HMKEHHSI KPUTHKH, AT PECUBHICTh, BHOYXOBICTb, 300-
4yeHHs moTAriB. HaBiTh npu HOpMATbHOMY iHTEIEKTI
YacTi icTeporo1iOHi MPOsIBY B TOETHAHHI 3 BUOYXOBIiC-
TI0, KOH(ITIKTHICTIO, HETOCTATHBOIO KPUTUKOIO.

Mikpoo3Haku: Makpoledalisi, BACOKe NepeHiccs,
«TOTWUYHE» MiTHEOIHHS, TIOPYIIIEHHS pOCTY 3y0iB, MaK-
pOOTisl, JIWKOIOAIOHA TPYIHIUHA, BaJIbIyCHA Aedop-
MalIlisl JTIKThOBHX 1 KOJIIHHUX CyTJI00iB, MEPIITUX ITaTh-
1B CTill, paJioyJIbHAPHUI CHHOCTO3.

JIiky6anHs: CHMIITOMATHUYHE.

Meouxo-eenemuune KoHCYIbmysanus. PU3uK juist
cubciB meHmre 1 %. Pusnk HapoKeHHs XBOPUX JIiTeH
y MAi€HTIB 3 UUM CHHAPOMOM Y pa3i 30epekeHHs
deptrmwibHoCcTI — 10 %. HeoOxiHa npeHaTaabHa Jiiar-
HOCTHKA.

5.7. IOHSATTS PO
MIKPOLIMTOTEHETUYHI
CUH/IPOMMU

Jo uiel rpynu XpOMOCOMHHUX XBOPOO BXOISTh
CHHPOMH, 3YMOBJICHI JEEIisiMU a00 AyIUTIKALISIMH
Jy’Xe MaJeHbKUX TUITHOK XpOMOCOM. IX Bi/rmoBimHO
HA3UBAIOTH MIKPOJIENICIIIHHUMH 1 MIKPOTYTUTIKAI[IHH-
Mu cuHapoMmamMu. OCHOBHI BiJTOMOCTI PO MIKPOI[H-
TOTCHETUYHI CHHAPOMH HaBe/IEHO B TabI. 5.7.

J1st MIKpOIIUTOTEHETUYHHUX CUHIPOMIB XapaKTep-
HE TaKe:

1. BoHM MalOTh YiTKY KIIIHIYHY KapPTUHY, OCKLIb-
KM MiKpoJienienis 00 MIKpOAyIUTIKaIis MOpyIyoOTh
MAaJICHbKY AUISTHKY XpPOMOCOMH (Y4aCTO OJIUH TeH).

2. IHkonM Ui CHHAPOMHU MOXYTh OYTH 3yMOBIIEHI
HE TUIBKH XPOMOCOMHOIO abepalli€to, ane i TeHHUMHU
MyTalisgMu 3a3HavyeHoro reHa. Hampukiaza, peTuHo-
OyractomMa MoXe OyTH 3yMOBJICHA JICNELIEI0 TUISTHKU
noBroro reda 13- xpomocomu (q14) abo TOUKOBOIO
MYTali€l0 3a3HaYEHOI 0 IreHa.

3. [IpuuMHOIO PO3BUTKY [IESKUX CUHIPOMIB MOXeE
OyTH HE TLTBKU MIKPOJIENeis, ajle i 0MHOOAThKIBCh-
Ka JMCOMIS Ta TIOPYIIEHHS TEHOMHOTO IMIIPUHTHHTY
(cunapomu Anrenemana i [Tpagepa — Bimri).

4. 3ycrpiyaroThes piako (y OUIBIIOCTI BUIAJIKIB
1:50 000—1:100 000 y HOBOHAPOXKEHHUX ).

5. Ay NiaTHOCTHKY BUKOPUCTOBYIOTH MOJIEKYJISIP-
Ho-tiutoreHetnuni Meroau (FISH-meron). 3Buuaiine
KaplOTUITYBaHHS BUSIBJISETHCS Hee()EKTUBHHM.

Cunapom AHreabMaHa
(CHHIPOM «IACTHBOI JISUTBKH)

et cunapom Bunepine onucaB H. Angelman
(1965).

Minimanwui diaenocmuyni 03naKu: TSHKKA pO3yMO-
Ba BiCTaNICTh, I'Pyda 3aTpUMKa MOBHOTO PO3BUTKY,
CY/IOMH, XapaKTepHa X0/Ja, HEMOTUBOBAHUI CMiX.

Yacrota B omysstii 1:50 000.

CuHapoM O0OyMOBJICHUN MiKPOACIICIIEIO TIISTHKA
noBroro rieda 15-i xpomocomu (q11-q13) maTepuncs-
Koro moxopkeHHs (puc. 5.20). Bin Moxe 6yTH Takox
HACIIIKOM yHIMapeHTHOI aucoMii (ycrnaaKkyBaHHS
JIBOX XpoMmocoM 15 Bim 6aTbka, TOOTO MaTEpPUHCHKI
TeHU BIJICYTHI). Y PO3BUTKY KJIiHIKM Ma€ 3HAUCHHS Te-
HOMHHMIA IMIIPUHTHHT.

Tabmurs 5.7. MikpouuToreHeTHYHI CHHIPOMHU

Has3Ba cungpomy
abo xBopoOu

3airyyeHa AiIsTHKA XpOMOCO-
Mu (aeserist abo ayIuTiKalis)

OCHOBHI CUMIITOMHA

MikponeneniiiHi CHHIpOMU

Perunobmacroma 13q14.1-q14.2

[TyxnuHa CITKIBKH (0JJHO- 200 ABOCTOPOHHS)
B JIUTSIYOMY BII[i

Buomi y XpoMocoMi Biji OaTbka

Cunapom i Txopmki 22q11.21 Cynomu (TimoKaJbLIEMIYHI), artasis ado rirmoruiasis
TUMYyCa, IU3MOpdii JIMIIBOBOTO Yeperna, BaIu cepIis
Cunapom AHrenbMaHa 15q11-q13 He3sBuuaiine o61myyst, aTakcis, TIIoTOHIs, eUIerncis,
Yy XpOMOCOMI Bil MaTepi | MAPOKCU3MHU CMiXy, MiKpolledaisi, BiICYTHICTh MOBU
Cunpapowm ITpanepa — 15q11-q13 OxupinHs Ty1y0a i MPOKCUMAIIBHUX BUIIUTIB KIHIIIBOK,

Ju3Mopdii TUIBOBOTO Yepena, rirnoToHis,
TIIOTOHAAW3M, PO3YMOBA BIICTAIIICTh, MAJICHBKI
KHUCTI 1 cTOnuU

IMyxmmna Bitbemca 11pl3

Hedpobnacroma

MikpoayrutikamiiHi CHHAPOMH

Cunapom beksita —

Bigemanna 11pl5

I'pwka MynkoBOro KaHATHUKA, MAKPOTJIOCIs, TITAHTH3M,
rimoryikeMisi, Mikponedais, BpO/DKeHI Baiu
BHYTPIIIHIX OpraHiB
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Puc. 5.20. Cunnpom Anrenbmana (I10JOBXEHE
cTpabi3M, MaKpOCTOMIsl, TpUMaca MOCMIIIIKH)

Kapiorumn npu aenemiiiniii popmi: 46,XX,del 15g-
a00 46,XY,del 15¢-.

XapaxTepHi MikpoOpaximedatis, MogoBKeHe 00-
nngust, MakpoctoMis. Y 100 % BUIaIKiB BIIMIYAIOTh-
Csl 3aTPUMKa TICUXOMOTOPHOI'O PO3BUTKY, IITMOOKA
pO3yMOBa BIJICTATICTh, BIJICTABAHHSI MOBHOT'O PO3BUT-
Ky. XapakTepHi aTtakcisi, TUBHA XOJa, 110 HAraJye
pyXu MeXaHI4HOI JIAJbKH, Jerko NPpOBOKOBaHI 260
CIIOHTaHHI Hamaau CMixXy (3BiICH Ha3Ba — CHHIPOM
«IACTHUBOI JISTIbKI»). XBOPI 4aCTO BUCOJIOILIIOIOTH
SI3UK. TPUBANICTD )KUTTS HE 3MIHEHA.

Cunapom Ilpanepa — Bimni

Leit cunapom Brepiie onucanu A. Prader i H. Wil-
1i (1956).

MinimanoHi diaeHocmuuni 03HaKU. M’S130Ba TIMOTO-
Hisl, TIOTOHA/IU3M, OXKUPIHHS, pO3YMOBA BIJICTAJIICTh,
MaJIeHbKi KUCTI 1 CTOIH.

Yacrota B momyssiuii 1:25 000-1:50 000.

CuHpoM 0OYMOBIIEHUI MIKPOJIEICHIEI0 TUISTHKA
noBroro rueva 15-i xpomocomu (q11-q13) 6aThKiBCh-
KOTo noxopkeHHs (puc. 5.21). Bin Moxe OyTu Takox
HACIIIIKOM YHINApeHTHOI JaucoMmii (ycraaKkyBaHHs
JIBOX XpoMocoM 15 Bij martepi, TOGTO 6aThbKiBChKI
IeHM BIZICYTHI). Y PO3BUTKY KJIIHIKU Ma€ 3HAYEHHS Te-
HOMHHMIA IMITPUHTHHT.

Kapiorum nipu nenemniiiniit popmi: 46,XX.del 15q-
abo 46,XY,del 15q-.

Pospiznsitors ABi (asu cungpomy (puc. 5.22). V
JiTeil paHHBOTO BiKYy (mepia (aza) AiarHOCTYEThCS
CHUHJPOM B’SJIO1 TUTUHM (BUpakeHa M’A30Ba TiNOTO-
His, Tinopediexcis).

Hpyra ¢da3a HacTae yepe3 KuUIbKa THXKHIB 200
MicsiB. 3’sBASETHCS MOJidarisi, XBOpl MOCTIHHO
BigUyBaloTh rojona. Po3BuBaeThest oxupinus. Cro-
CTepIiraeThcs TIMOTOHAAM3M (TiMOIIIa3is CTATEBOTO
YyjieHa 1 MOIIOHKH, KPUNTOPXI3M Y XJTOITYMKIB, Y J1iBYA-

o0y,

Puc. 5.21. deneuis MOBroro rsieda
15-1 xpomocomu tipu cunapomi [Ipaje-
pa — Buwti (menerwis BiamidueHa CTpii-
KOI0)

TOK — TiIoIuIasist craTeBux ry6, B 50 % Bumaakis —
TinoIuIa3is MaTKM).

Y xBopux Mikpoledaisi, MaJleHbKI KKCTI 1 CTOIH
(axpomikpis).

XapaxTepHa po3yMOBa BiICTAICTb.

Puc. 5.22. Cungpowm Ilpanepa — Biwti (oxupin-
Hsl, MaJIEHbK]I KHMCTI 1 CTOIIH)



5.8. JIA'HOCTUKA
XPOMOCOMHUX XBOPOb

Host minTBepmkeHHs (A00 BCTAHOBJICHHS) JTIarHO-
3y XpPOMOCOMHOI XBOPOOU BUKOPUCTOBYIOThH ITUTOTE-
HeTHYHI MeToau. J1o HUX HaJeXaThb:

1. Meroa KapioTHITyBaHHSI.

2. Meron BU3HAYEHHS CTATEBOI'O XPOMATHHY.

3. MoJeKynspHO-LUUTOI€HETUYHI METOM.

MeToJ KapiOTHITYBaHHS — OCHOBHHI METOJ Y
JUATHOCTHII BCIX XPOMOCOMHUX XBOPOO, SIKUIi JI03BO-
JIsl€ BUBUUTHU BECh KApPIOTUII Y LILJIOMY.

Jns 1iarHOCTUKYM CUHAPOMIB, MOB’SI3aHUX 13
3MIHOIO KIJTBKOCTI 1 CTPYKTYPH CTATEBUX XPOMOCOM,
MOJK€ TaKO0 BUKOPHUCTOBYBATHUCS METOJI BU3HAUCHHS
crateBoro xpomatuny (tinens bappa). Kinbkicts X-
XpOMOCOM BU3HAUaIOTh 32 (HOPMYJIOLO:

X=N+1,

Jie X — KUTbKicTh X-XxpoMocoM; N — KUTbKICTb TiJIelb
Bappa.

TaxuMm YUHOM, KIJIBKICTh X-XpOMOCOM 3aBXIU Ha
OJMHHUINO OlTbIlle KiIbKOCTI TUtelb bappa. s mia-
THOCTHKH CHHIPOMY TOJTICOMiT Y MOe BUKOPHUCTOBY-
BaTHCS METO/J] BUBHAUCHHSI Y -CTATEBOTO XPOMATHHY.

Mikpoaenenii Ta MiKpoIyIUTiKalLii, sIK TPaBUIIO, He
BUSIBJISIIOTHCS ITPU KAPIOTUITYBaHHI HABITH IpH tnue-
PEHIIAIBHOMY 320apBJIEHHI XpOMOCOM. Y 1IUX BUTIA]I-
KaX BHKOPHCTOBYIOTh MOJICKYJISIPHO-IIUTOTCHETUYHI
Metoau (Hanpukian, FISH-merom).

IMokazaHHSIMU [T TUTOTEHETUYHOI TIATHOCTUKHY €:

1. it 3 peHOTUIIOM, XapaKTepHUM JJIsl IEBHOT'O
XPOMOCOMHOTO 3aXBOPIOBAHHSI.

2. diT! 3 MHOXMHHUMH BPO/IXKEHUMH BaJJaMHU PO3-
BUTKY a00 3 03HAKaMU JTU3MOP()Iid, €TIONOTis TKUX HEe
BU3HAYCHA KJIIHIYHO.

3. IcTroTHa 3aTpUMKa pPO3YMOBOTO 1 (i3HYHOTO
PO3BUTKY AWTHHHU.

4. Jlitv 3 KJIIHIYHUMH O3HAKaMU repMadpouTh3-
My.

5. Bararopa3osi (6ubie 2) CIOHTaHHI a60pTH,
MEPTBOHAPOJDKEHHSI a00 HApOJKEHHs JiTed 13 Bpo-
JOKEHUMHY BaJaMH PO3BUTKY B aHAMHE3I.

6. be3muigHi MoApyXHI TapH.

7. Jletiko3 (st qudepeHmiaabHOl AIarHOCTUKY,
OIIHKH €PEeKTUBHOCTI JIIKYBaHHSI 1 POTHO3Y JIIKyBaH-
HA).

8. OuiHKa MyTareHHHX BIUIMBIB (pajialliifHUX,
XIMIYHUX).

5.9. IIPEHATAJIBHA
HIATHOCTUKA
XPOMOCOMHHUX XBOPOb

Ilatosioris, MO CYNPOBOIKYETECA AUCOATAHCOM
XPOMOCOMHOTO Matepialty, BUKIIHKA€ Pi3Hi TopyLIeH-
Hsl PO3BUTKY B ii HOCIIB i MoXe OyTH MOB’sI3aHa He
TLTBKY 3 MHOKHHHUMHY BPODKCHUMH BaJlaMU PO3BHUT-
Ky, alie 1 3 PO3yMOBOIO Ta (PI3UYHOIO BIJICTAIICTIO,
MOPYIIEHHSIMH CTATEBOTO PO3BUTKY, OE3IUIIIHICTIO i
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HEBHHOIIYBAHHSM BariTHoOcTi. JIikyBaHHS O1IBIIOCTI
TAKHX MALIEHTIB MaTOC(EKTUBHE, 4 IIPOTHO3 HECIIPU-
sriByii. Tomy B CydacHuX yMOBax IHTEHCHUBHO PO3-
BUBAIOTHCSI METOMIU MTPEHATANBHOI TIAaTHOCTHKH XPO-
MOCOMHUX XBOp00. [IpeHaTaapHa JiarHOCTUKA — I1e
JIArHOCTHKA CITaJIKOBUX 3aXBOPIOBAHb 1 BPOHKEHUX
BaJI PO3BUTKY B IEpIOJ BariTHOCTI. Y pa3i BUSBIICH-
HSl XPOMOCOMHOI IATOJIOTIi Y TUI0OAA BAaTiTHICTh PeKo-
MEHAYIOTh IIepepPBaTH.

METO/IU .
MPEHATAJIbHOI JIATHOCTUKU

Bonu kiracugikyroThCS TAKUM YHHOM:

a) neinBasuBHi (Y3]], BU3HaAuUeHHsI B CHPOBATIII
KPOBI BariTHOI pe4OBUH, 1110 JICTAJIM HA3BY CUPOBAT-
KOBHX MapKepiB Matepi: B-ppakiiii XopioHi4HOTO TO-
Hajotporminy (BXI'T), 6inka PAPP-A, ansda-dero-
npoteiny (ADII), 3araapHOr0 XOPIOHIYHOTO T'OHA-
notporniny (XI'T), He3B’s13aHOTO ecTpioiy);

0) inBa3uBHi (0ioricisi XopioHa, aMHIOIIEHTEe3, KO-
JIOLIEHTE3, IUTAIIEHTOLIEHTES 13 MOJAIBIIO0 IIUTOTeHe-
THUYHOIO JIarHOCTUKOIO).

IMepeBaxkHa OLTBINICTH XPOMOCOMHHUX CHHIIPOMIB
HAJISKUTh JI0 HOBUX CIMOPAIUYHUX MyTamiid. Pusuk
HapOJDKEHHS JIITe 3 XpPOMOCOMHUMH TPUCOMISIMH
3HAYHO MiABUIIYETHCS 3 BIKOM MaTepi. Y OaraTbox
Kpa'l'Hax JKIHKM cTapiie 35 poKiB HAIPaBJISIOTHCS HA
IHBA3MBHY NPEHATAJIBHY TIarHOCTHKY Oe3 nonepenHlx
HEIHBa3UBHUX OOCTEXEHb. Hpore B MOTYJISLIT YyacT-
Ka BariTHUX cTapiie 35 pokiB He nepeBuniye 9 %. Bik
SIK 130JIbOBAHUI TTOKA3HUK 10 MpeHaTaJbHOI iarHo-
CTHKH JTO3BOJISIE AiarHOCTYBaTH He Oinbiue 2 % Xpo-
MOCOMHHUX 1 FTeHOMHHUX MYTalliif, 10 BIUIMBAIOTh Ha
MPOTHO3 XXUTTS. B 1ilomy B momynsuii nepeBaxHo
JUTH 3 XpPOMOCOMHHUMH XBOPOOaMH 1 CHHIIpOMaMHU Ha-
POIKYIOTBCS Y MOJIOJIMX MaTepiB, TOMY BelIMKE 3Ha-
YEeHHsI Ma€ CKpUHIHT XpOMOCOMHOI IATOJIOTIi B mepi-
OJ1 BariTHOCTI 3a JOIIOMOI'OI0 HEIHBA3UBHUX METO/IIB.

HaliedexTUBHIIIUM € KOMOIHOBaHMI MpPEHATAIIb-
HUI CKPUHIHI XpPOMOCOMHUX 3aXBOPIOBaHb (IIO€IHAH-
Hsl yIBTPA3BYKOBOTO CKPHHIHTY 3 BU3HAUCHHSIM CH-
pPOBATKOBHX MapKepiB MaTepi), SKUI MPOBOJAUTHCS B
J(Ba €TaIH.

Ilepmuii eTan — cCKpUHIHT
B | TpumecTpi BariTHoCTI

V 10-14 Tk npoBosath Y 3/I-CKpUHIHT, BU3HAYA-
101h 6110k PAPP-A (mporein, acortifioBaHui 3 Barit-
HICTIO — pregnancy- associated plasma protein A),
B-bpakiiito XOpiOHIYHOTO TOHAAOTPOIIIHY (BXFT)
BmcoxocneumbquMM Y3}:[ -MapKepOM MaTOJIOTIi 110~
na B I TpuMecTpi € BUMIpIOBaHHS IIIMPUHU KOMiplie-
BOT'O MIPOCTOPY TUTOAA. 301IbIIEHHS [[OTO MOKA3HHU-
Ka Gunblie 2,5 MM € CUMIITOMOM XPOMOCOMHHUX TPH-
coMiii, MoHocoMil X 1 MOMIUIOIAi 1 MOKAa3aHHAM 10
IHBAa3UBHOI AIarHOCTUKU. BOHO CHOCTEpIraeThes
TUIBKU Yy 5 % IIIOAIB 3 HOPMAJIBHUM KapiOTHIIOM.
Hpyruit Y3/1-mapkep I TpumecTpy — KicTouka HOca
y 10113, BIACYTHICTh SKOT BKA3y€ Ha BUCOKMIi PH3HK
curzipomy Hayna. V nieit neploﬂ PO XPOMOCOMHY I1a-
TOJIOTIIO CBITYMTH TAKOX 3MiHA KOHIIEHTpAIlii CHpO-
BaTKOBUX MapkepiB. Tak, mius cuHapomy [layna xa-



paKTepHe 3HIKEHHs KOoHIeHTpaiii Oinka PAPP-A i
nigsuiienns BXI'T. [pu cungpomi Exapnca cro-
cTepiraerbes 3HmkeHHs sk PAPP-A, tax i BXT'T.

Hpyruii eran — ckpuninr y Il Tpumectpi

VY tepmini 15-20 Tk npoBoauthes Y3 1-CKpUHIHT
1 BU3HAYAIOThCS ABA CUPOBAaTKOBI Mapkepu — ADII
i XI'T. ¥V ngeskux kpaiHax MPOBOAUTHCS MOTPIHHUIMA
6ioxiMiuHui TecT — BuzHaueHHa ADII, XI'T 1 He3B’ -
3aHOTO €CTPIOITy.

Bwmict A®II y cupoBartili KpoBi BaTiTHUX Y TepMi-
Hax 15-20 tux recrauii B HOpMi BiamoBigae 0,5—
2,5 MOM, XI'T — no 2,0 MOM. 3uumxenns APII
Hmxue 0,5 MOM y noeananHi 3 migsumienasm XI'T
Buie 2,0 MOM xapakTepHO AJIs BAriTHOCTI ITPU CUH-
npomi JlayHa y mtosia. 3MiHH CHPOBATKOBUX MapKepiB
MPH JISIKUX XPOMOCOMHHUX XBOpO0Oax y Iuiojia HaBe-
JieHO B Tabi. 5.8.

IMoennane Bukopucranus Y3JI i cupoBaTKOBUX
MapKepiB, KOMIT IoTepHa 00poOKa oJiepKaHUX pe3yIb-
TaTIB 3 ypaxyBaHHSM BiKy, MacH TiIa BariTHOI, Tep-
MiHY BaTiTHOCTI JIO3BOJISIFOTh BUSIBUTH B | TpumecTpi
BariTHocTi 10 87 % IUIOIB 13 XPOMOCOMHOIO MMATO-
Jiorieto, a B Apyromy Tpumectpi — 60-70 %. ITpote
Il METOOU JAIOTH HEBEIUKUN BiACOTOK XHMOHOIIO3U-
THBHHX pe3yjibTaTiB. ToMmy y pa3i BUSBIEHHS IIpU
CKPHMHIHTOBHX HOCIIKEHHIX CHMIITOMIB XpOMOCOM-
HOI MATOJIOTIl ¢TI MPOBECTH 1HBA3WBHY IIpeHATAaIb-
HY JIIaTHOCTHKY 1 YTOYHMTU KapiOTHUII IUIOJA.

OCHOBHUM METOJIOM IIJIECTIPSIMOBAHOI IHBa3UBHOI
MPEHATANIbHOI 1IarHOCTUKU B | TpuMecTpi BariTHOCTI
€ TpaHCUEepBiKaJIbHA (pijlle — TpaHcaOAOMIHAJIbHA)
Gioriciss BOPCHH XOpiOHA 3 MOJAIBIIINM BU3HAUEHHSIM
KapioTuny 1ioga. Y JApyromy TPUMECTPi BariTHOCTI
3 I[I€}0 METOIO IIPOBOISITH AMHIOLIEHTE3, MJIALIEHTOLICH-
Te3, KOPJOIIEHTE3.

MOKA3AHHSI JI0 IHBASUBHOI
JIATHOCTUKH XPOMOCOMHOJ
MATOJIOTTI:

1) Bik matepi 1o 18 1 micns 35 pokiB (HeiHBa3UB-
HUH CKpuHIiHT y | TpuMecTpi 103BOJIsIE ICTOTHO 3HU-
3UTH KIJIbKICTh OOCTEXEHB Y 11ii1 BIKOBIH rpyri);

2) HasIBHICTPH B CIM’1 TUTUHU (TU10/1a) 3 XPOMOCOM-
HOIO XBOpP00OI0 200 MHOXXMHHUMHU BaJaMU PO3BUT-
Ky;

3) HasBHICTb XPOMOCOMHHUX 1 TEHOMHHUX MYTalliif
y 0aThKiB;

4) CUMIITOMH XPOMOCOMHOT IATOJIOTI1, BUSIBJICHI B
XOJTi CKpHHIHTOBOI IMPEHATAJIBHOI IaTHOCTUKH.

5.10. ITPUHLINIIN
MEAUKO-T'EHETUYHOI'O
KOHCYJIbTYBAHHAA

ITpoiiec yTBOPEHHS XPOMOCOMHUX 1 TEHOMHHX MY-
Taliid y OUIBIIOCT]I BUMAJKIB BiIOYyBA€THCS CIIOHTAH-
HO. 31e0UTBHIIOrO JITH 3 XPOMOCOMHHMMH XBOPOOaAMH
B IIOMYJISII{ HAPOKYIOTHCS Y 3M0POBUX OATHKIB B pe-
3yJIbTaTi HOBOI MyTalii. ToMy KoXHa ciM’st Mae pu-
3UK HAPOJDKEHHS JIITel 3 XpOMOCOMHOIO MATOJIOTIETO,
piBHMIA 3arajibHOIIONYJIsALIHHOMY. [IpoTe icHye reHe-
THYHA CXWJIBHICTH JO XPOMOCOMHUX XBOp00. [Tpo 1ie
CBITYUTH TO (haKT, IO YACTOTA XPOMOCOMHOI IIaTO-
JIOTIi BUINA y MAaTepiB, SIKi MalOTh B aHaAMHE31 HiTeH
(rmon) 3 XpOMOCOMHUMH aHOMAJTISIMU 400 BajiaMu
PO3BUTKY, a TAKOX Y JXIHOK 31 3BUYHMM HEBUHOIIY-
BaHHSIM Y PaHHIX TepMiHaxX BariTHOCTi. Pu3uk xpomo-
COMHOI MAaTOoJIOri] II0Ja HANBUIINK y OaTHKIB, 5K €
HOCISIMU 30aJIaHCOBAHUX XPOMOCOMHHX MYTAIliH, i
0aThKiB-MO03aiKiB.

V GUIBIIOCTI BUIAJIKIB IPU PO3PAXYHKY FeHETHY-
HOT'O0 PU3UKY BPAaXxOBYIOTh KapioTHI 0AThKIB, BIK Ma-
Tepi, HASBHICTh AiTel 13 XPOMOCOMHOIO MATOJIOTIE0
B aHaMHe31. MOXHa PO3TJISTHYTH TaKi BUITAIKH.

PO3PAXYHOK I'EHETUYHOI'O
PU3UKY ITPU 3MIHI KIJIbBKOCTI
I CTPYKTYPU ABTOCOM

1. ¥V 6amokie nopmanvruii kapiomun. Y TbOMY BHU-
MaJIKy PU3MK JIsi cUOCIB MpoOaHa OLIHIOEThCS 3a
EMIIIPUYHUMH JTaHUMHU. EMIIpUYHMIA pU3UK BU3HA-
YaioTh 32 (PAKTUUHUMU JAHUMH, OJIEP)KAHUMHU Ha
MiJICTaBl aHAII3y CiMeli, 0 MAIOTh AITeH 3 XpOMO-
COMHUMU XBOpOOaMHu, 3a IOTIOMOT OO0 TeHEeaIOTIYHO-
ro, OJIM3HIOKOBOT'O METOJIB 1 MOMYJISIIHHUX TOCI-
JOKCHD.

Hanpuknaza, pusuk HapomKEHHS Pyroi JUTUHU
3 cMHIpOMOM JlayHa y ®IHKH 10 35 POKiB CTAHOBHTH
1 %, crapiiie — MOBOEHUN MOMYJIALINHAN PU3UK IJIsT
nmaHoi BikoBoi rpynu. [ToBTOpHUI pU3WK NIPU CHHI-
powmi Iaray i EnBapnca — menme 1 %.

o 30-piuHOTO BIKY UACTOTA HEPO3XOKEHb MTpaK-
TUYHO HE 3pOCTae, alle HaJali 30UIbIIY€EThCS iICTOTHO,
ocobmmBoO Tichs 35 pokiB. Y LIJIOMYy MOXHa BBaka-
™, o 1 % ycix AiTeld, HApOKEHUX BiJl MATEPIB BIKOM
38-40 pokiB, MatoTh Tpucomimo 21, a 3,7 % — xpomo-
COMHY aHOMAJTiO 1HIIOro Ty (Tabm. 5.9).

Tabmuus 5.8. 3mMiHa cHpoBaTKOBUX MapKepiB (moTpiiinuii Tecr)
NpPH JesIKHX XPOMOCOMHUX CHHIPOMAX Y ILI0Ja

XPpOMOCOMHI CHHIPOMU Anbda-derornporein

He3sp’si3anwmii ectpion | XOpioHIYHUI TOHAAOTPOITH

Cuanpom ayna 3HIDKEHUH
Cunanpom Egsapnca SHMKEHUN
Cunnpom [TixBuIIeHMIA

[epemeBcrkoro — TepHepa

SHIKEHHI ITigBuienuit
SHIDKEHHI 3HIDKEHHI
SHMKEHNIT ITinBuimenuii
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Tabmuus 5.9. Cymapuuii pu3uk
HapO/:KeHHs JiTeil i3 TpucoMisiMu
(cungpomu Hayna, IlaTay, Ensapnca)
3ajIe’KHO Bia BiKy MaTtepi

Bik marepi, pokiB Pusuk, %
Menie 19 0,08
20-24 0,06
25-29 0,1
30-34 0,2
35-39 0,54
40-44 1,6
ourbiie 45 4,2

2. IIpoenos npu euseneHHi Mo3aiyuzmy 6 00H020 3
oamokie. Tlpu BUSBIEHHI MO3aillM3My B OJHOTO 3
6aThKIB MPOOaH/a PU3UK /I CHOCIB BU3HAYAETHCS 3a
dbopmyiioro:

XxK

2-X°
e X — YacTKa aHOMaJIbHOTO KJIIITUHHOI'O KJIOHY;
K — koedimieHT emmiHamii He30aTaHCOBAHUX 3UTOT
B eMOpioreHesi (Hampukiaj, npu cuHapoMi [JayHa
K =0,5).

3. IIpoenos npu cimesinux Gopmax cmpyKmypHux
AHOMATIT XPOMOCOM 3aTISKUTH B TUILY XPOMOCOMHOT
abeparii. JUIst po3paxyHKIB BUKOPHUCTOBYIOTH CIIe-
iaIbHI TAOIUII eMITIPUYHOTO PU3HKY.

Ha BimMminHy Bin mpocToi Tprcomii, yactoTa TpaHc-
JOKaUiHHNX (HOPM XPOMOCOMHMX CHHIPOMIB He 3aJie-
JKUTB BIJI BIKY MaTepi 1 3yCTpiua€eThCsl BIIHOCHO YaCTi-
e y Monoaux 0atekiB. Hanpukitan, y 8 % ycix miTeit
3 cuHApoMoM JlayHa, HApOJKEHHX KiHKaMu 110 30
POKIB, BIIMIYa€THCSI TPAHCIIOKAIIiS; TIPH IIBOMY B 2—
3 % BUIAJKIB TPAHCIIOKAIIiS HAsIBHA TAKOX Y OTHOTO
3 0aTbKiB. Y [iTel, HAPOIKEHUX JKIHKaMH CTAPIIOrO
BiKy, TpaHCIIOKAlIHHUHN BapiaHT xBopoOu JlayHa 3y-
crpivaetses nuiie B 0,4 % BunankiB (3a paxyHOK
30UIBINEHHS YaCTKH MPOCTHX TprcoMiii). I1pu cimeid-
HUX (popMax CTPYKTYpHUX aHOMAJIiif XpOMOCOM MOX-
Ha TEOPETUYHO BU3HAYUTH BiJICOTKOBE CITIBBITHOIIICH-
H$l pI3HUX THIIIB YTBOPEHUX T'aMeT i 3urot. [Ipote mis
OIIHKU PHU3HKY LI PO3PAXyHKH MPAKTHYHO MAJIOIPHU-
JIaTHI, 1 HACIIPaBIi YPakKCHOIO BUSBJISIETHCS 3HATHO
MEHIIIA YaCTUHA MOTOMCTBA, HI)K TEOPETHYHO OYiKY-
BaHa. L{e OSICHIOETHCS CENEKIE He30aTaHCOBaHUX
3uroT B eMOpiorenesi. Tomy i mpu cimeitHux popmax
CTPYKTYPHUX aHOMAJIii XpOMOCOM PU3HUK OI[IHIOETh-
Csl 32 EMITIPUYHIMU JaHUMH.

Sk mpaBWIO, pU3NK BUIIUHA Y pa3i HAsIBHOCTI ITe-
pedynoBH y MaTepi, HIK y 6arbka. [Jis mormmpeHux
TPAHCIOKAIIA eMIIPUYHUI PU3UK JOPIBHIOE TIPU-
6mu3Ho 11 %, Ko HOCiEM € MaTH, 1 0au3bko 2 %,
KOJIM HOCIEM € OaThKO.

V Bkpa#l piIKICHUX BUTIAJKaX TPAHCIOKAIIN TUITY
HEHTPUIHOTO 3JIUTTS MK JBOMa TOMOJOTIYHHMHU
XpoMocoMaMU (HaNpHUKIIa, poOepTCOHIBCbKA TPaHC-
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Tabnuusg 5.10. Puzuk HapomskeHHs] XBOPOi THTHHH
Y HOCiiB po0epTCOHIBCHKUX TPaHCIOKAIii

. . I'enernunmii pusuk, %
Tur pobepTcoHIBCHKOI — —
TpaHCIOKaIil Hociit — | Hociit —
KIiHKa YOJIOBIK
Tpancnokartist Mix 21-10 7 2
1 22-10 XpOMOCOMaMH
(21922q)
Tpancmokartist Mix 22-10 10 2.4
XPOMOCOMOIO 1 OYIIb-SKOI0
XPOMOCOMOIO 3 rpynu D
13, 14, 15 mapu (21gDq)
Tpancrmokartis Mix JBOMa 100 100
TOMOJIOTIYHIMH
xpomocomamu 21 (21g21q)

Jokaiis 21-1 XxpoMOCOMH Ha TOMOJIOTIUHY) BCi TaMe-
TH MaTUMyTh a00 HAJIUIIOK, a00 Opak XpoMOCOM-
HOro Matepiany. ToMy TeopeTHUHUN 1 GaKTHUHHIA
PHUBHK [UIS IOTOMCTBA HOCIS MOAIOHOT TpaHCIOKalil
nopiBHioe 100 %. Cxema ycnagkyBaHHS CHHIPOMY
JayHa B [bOMy BHIIQJIKy JaHa B po3aun «ETtionoris
XPOMOCOMHUX XBOpoO». [TpuKiam po3paxyHKy rese-
TUYHOTO PU3MKY IPU CIMEIHIN TpaHCIOKaIiHHINI
dhopmi curapomy JdayHa naseneHo B tadj. 5.10.
CTpyKTypHi 30alaHCOBaHI aHOMAaIii XpOMOCOM
MOIPYHOKS MOXKYTh OyTH IMPUYUHOIO IIOBTOPHUX CITOH-
TaHHUX a0OPTIB. Y 1[bOMY BUMA/KY PU3UK HEBUHOIIIY-
BaHHS BariTHOCTI TAKOX 3aJIEXKUTH BiJT CTATI HOCISI XpO-
MOCOMHOI abepallii Ta XapakTepy rnepedyI0BHy.

Po3paxyHoK reHeTHYHOTO PHU3UKY
pH XPOMOCOMHHX XBOP00ax, MOB’SI3aHUX
3i 3MiHOI0 KiJIBKOCTi CTaTEeBUX XPOMOCOM

Pusuk jist cubciB, sk npasuio, mexire 1 % (He
nepeBuIye nomyismiitauii). [ToBTopHMii TeopeTny-
HUH PUBUK JJT IOTOMCTBA JKIHOK 13 KapioTunom XXX
1 yonoBikiB 13 kapiotTunamu XXY abo XYY craHo-
Buth 50 % (3aiiBa xpoMocoma notparuse B 50 % ra-
MeT). [IpoTe Ginbla yacTHHA aHEYIUIOITHUX eMOpi-
OHIB a00OPTYEThCS, TOMY (PAKTHYHO PU3UK JIOPIBHIOE
6mu3bko 10 %.

KOHTPOJILHI TTUTAHHS
JIO PO3JILTY 5

1. SIke 3HAYEHHS XPOMOCOMHHUX 1 TEHOMHHX MY-
Tauiil B OoHTOreHe31?

2. o Take xpoMocoMHi xBopobu? YacToTa B 1m10-
Iy JISILT.

3. Kinacudixkaritist XxpoOMOCOMHHUX XBOPOO: MOBHI Ta
Mo3aiyHi popmu, ycragkoBaHi i CHOpaguyHi GOPMHU.

4. OxapakTepusyiTe MaTOTeHe3 XPOMOCOMHHX
XBOPOO.

5. Ha3BiTb 3arajibHi CHMIITOMU XpOMOCOMHUX XBO-
po0, 0OYMOBJIEHHX 3MIHOIO KUTBKOCTI 1 CTPYKTYpH aB-
TOCOM.



6. IMomimnoimis: KapioTurl, KIiHiKa, MPOTHO3, Me-
JTUKO-TeHeTUYHE KOHCYJIbTYBaHHA CIM'1.

7. Cunnpom JlayHa: kapioTul, yacToTa B MOIY-
JISMii, 3B 130K 13 BikoM Matepi. KitiHiuHa XapakTepu-
CTHKA CUHJPOMY B Pi3Hi BIKOBI IEPiOH, PO3PAXyHOK
TCHETUYHOTO PUBHKY.

8. B yoMy moJsirae KIIiHIKO-IIMTOTEHETHYHA XapaK-
TEpPUCTUKA XPOMOCOMHHUX XBOpPOO, MOB’A3aHUX 31
3MIHOIO KUJIBKOCTI i CTPYKTYpU aBTOCOM: CHHAPOMH
IMatay, ExBapaca, «KpuUKy KiIlIKi»?

9. Ha3BiTh 0COOUBOCTI KJIIHIYHOI KAPTUHHU XPO-
MOCOMHHX CHHIIPOMIB, OOYMOBIICHHX 3MIHOK KilTb-
KOCTI CTATEBUX XPOMOCOM.

10. KitiHiKO-IIUTOreHeTUYHA XapaKTePUCTUKA CHH-
,ElpOMiB H_[epeH_IeBCbKOFO — Tepnepa, nomicomii X,
noJticomii Y, CHHIPOMY KnaHH(beanepa

11. IIlo Take M1KpouMTOreHeTI/mH1 cuaapomu?
Oco0MBOCTI KIIHIYHOT KAPTUHU, MPUKIAIN CHH/I-
poMmiB.

12. Cungpomu Anrensmana i [Ipagepa — Bimi.
3Ha4eHHS] TEeHOMHOTO IMIIPUHTHUHTY.

13. JiarHOCTHKA XpOMOCOMHHUX XBopo0O. IluTore-
HETUYHI METOIU.

14. TIpyHOWII MEAMKO-TEHETUIHOTO KOHCYJIBTY-
BaHHS.

KoHTpoabHo-HABYAILHI MUTAHHS

3agoanna 1
O0epiTh OAHY BiANOBIOb.

1. PoGepTcoHiBChKa TpaHCIOKAIISI MOXe OyTH
MPUYMHOIO:

A. Cungpomy JlayHa

B. Cunnpomy lepemescrkoro — Tepuepa

C. CuHIpPOMY «KOTSIUOTO KPUKY»

D. Cunnpomy Mapdana

E. Cunnpomy Ilpanepa — Bimmi

2. J10 MIKpPOIUTOTCHETUYHUX CUHAPOMIB Hale-
KaTh!

A. Cungpom Hayna

B. Cunnpowm Ilaray

C. Cungpom Hlepemescrkoro — TepHepa

D. Cunnpom Knaitndensrepa

E. Cunnpowm Ipanepa — Bimi

3. V xyonuuka 4 pokiB i3 po3yMOBOIO BIICTAJTICTIO
niarHocroBaHo cuHApoM Jlayna. BkaxiTh mpaBuib-
Hy Gopmyity Kapiotuiry ipu cuapomi Jlayna:

A. 46,XY, del 5p-

B. 47,XX,+13

C. 47,XX,+18

D. 47,XY,+21

E. 45X

4. Y 1muTOoreHeTHYHii 1abopaTopii JOCTIKYIOTh
KapiOTHIT JIBYNHKH 3 cHMITOMaMu cuuzpomy Ilepe-
meBcbkoro — TepHepa. SIKuit KapioTUII MIATBEPAUTH
niarHos?

A. 47.XXY

B. 47,XY,+13

C. 47,XX,+18
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D. 46,XY, del 5p-
E. 45,X

5.V xjom4yuka 3 po3yMOBOIO BiACTAJIICTIO 1 HEIO-
PO3BUHEHHSIM BTOPUHHUX CTATEBUX O3HAK J1arHOCTO-
BaHO cuHApoM KrnaliHdenbTepa. BkaxiTh mpaBmiibHY
dhopmyIly KapioTHITy IPU HBOMY CHHIPOMI:

A. 45X

B. 47, XXX

C.47.XYY

D. 47, XXY

E. 47,XY,+18

6. l11g AKOro KapioTHIly XapaKTepHE MO€IHAHHS
Mikportedaltii, MicsSenoioHOTO 0OIUYYsI, AaHTUMOH-
TOJIOITHOTO PO3pIi3y OUeH, emKaHTa, CIelu(IiaTHOTO
miaay?

A. 46, XXY

B. 47,XY,+18

C. 47,XY,+13

D. 46,XX, del 5p-

E. 46,XY, del 4p-

7.V xjomunka 15 pokiB BUCOKHIA 3pIiCT, EBHYXOi/I-
Ha CTaTypa, FHEKOMACTisl, s€9Ka 3MEHIIEH] B pO3Mipi,
B OyKalbHOMY 3CKPIOKY 3HaileHa OJHa I'pylKa cTa-
TEBOr0 XpoMaTHHy. Bar niarHos:

A. Cunagpom ayHa

B. Cunnpowm Ilatay

C. Cunapom Mapdana

D. Cunnpom Knaiingenbrepa

E. Cunnpom noicomii Y

8. VY HOBOHapomKeHo'l' JTIBUMHKH MiKpoueq)aniﬂ 3
I[e(bCKTaMI/I I_HKlpI/I yepera (BpoJKeHa arniasisi NKipH),
IIiTMHA ry61/1 1 TBepmoro minHeOinHs, Bagu LIHC,
nonigakTuiist. Takuii CHMITOMOKOMITIIEKC XapaKTep-
HUH JU1s1 CHHIPOMY:

A. Tayna

B. «KoTsiuoro kpuky»

C. INaray

D. EaBapaca

E. lepemeBcrkoro — Tepuepa

9. Y HOBOHApOKEHOT IBUMHKH JIiM(paTHUUHI Ha-
OpSAKHM KHCTEH 1 CTiIl, KOPOTKA IMUS 3 MKIPHUMH
CKJIaJIKAMH, AaHTUMOHTOJIOITHHUI pO3pi3 oyeil, emi-
KaHT. Bam giarnos:

A. Cungpom Hayna

B. Cunnpowm Ilatay

C. Cungpom Exsapaca

D. CuHIpPOM «KOTSYOTO KPUKY»

E. Cunnpowm Ilepemescekoro — Teprepa

10. o MeIuKO-TeHETUYHOT'O LIEHTPY HAITPAaBJIEHO
niBuMHKY 14 pokiB 3poctom 139 cm, 3 Macoro Tina
40 Kr, aHTUMOHTOJIOITHUM PO3pi30M O4eil, emikaH-
TOM, KpWJIONOAIOHUMM CKJIaIKaMH Ha LIHi, IIUTOIO-
JIOHOIO TPYIHOIO KIIITKOFO, TIMEePTETIOPU3MOM COCKIB,
BaJIbI'yCHOIO Te(hOpMALIIEIO JIIKTHOBUX CYTI001B, MHO-
JKUHHMMHU HEBYCaMHM Ha IIKipi, BIICYTHICTIO BTOPUH-
HUX CTATeBUX O3HAK, iH(AHTUIBHOIO CTATypOlO, Ba-
JIOIO JTIBOI HUPKH; BUUTHCS Ha «4» 1 «5». Bam morre-
pemHiii miarHo3?



A. Curapom nomicomii X-XpoMOCcoOMH

B. Cunagpom AHreiapmaHa

C. Cungpowm Ilpanepa — Bimnti

D. Cunznpom «KOTA4Oro KpUuKy»

E. Cunnpowm Ilepemescbkoro — Teprepa

11. Y 70-1i pp. B 3axiguiit €8pomi, CIIIA i Kanani
MIPOBOJMIINCS JTOCTIKEHHS MOy, METOIO SIKUX
OyJIO BU3HAYEHHS YaCTOTU XPOMOCOMHHUX XBOPOO,
00yMOBJICHHUX 3MIHOIO KUTBKOCTI 1 CTPYKTYpH CTaTe-
BHUX XpOMOCOM. BcTaHOBHIIH, 11O TIPH OHOMY 3 CHH-
JPOMIB MOKe OYyTH HOPMAaJIbHUH (DI3MYHMIA 1 TICHXiY-
HUM PO3BUTOK, TOOTO CHHAPOM OYB BHUIIAIKOBOIO ITH-
TOT€HEeTUYHOKO 3HAXIAKOI0 Y MPAKTUYHO 3I0POBUX
monei. Ilpo axuii cuHapom e mosa?

A. KnaitHdenpTepa

B. Tpucowmii X («cymepixiHka»)

C. Iomicomii Y («Cymnep4ooBik»)

D. llepemescokoro — TepHepa

12. TTpu ycnagxyBaHHI MiKpO/JIeJIelil JOBrOro Iuie-
ya 15-i XxpoMocoMu Bif MaTepi pPO3BUBAETHCS CHHII-
poMm AHreinbpMaHa, a BiJl 6aTbka — IHIIMNA CHHIPOM
(ITpanepa — Bimmi). Lle mosicHoeThCS:

A. HermoBHOIO NEHETPAHTHICTIO I'eHIB

B. BapitoBajapHOIO €KCIIPECUBHICTIO

C. 'eHOMHUM IMITPUHTUHT'OM

D. KoMrteMeHTapHOIO JTi€f0 TeHIB

E. SIBumem mieiotpormii

13. I XpOMOCOMHHUX XBOpOO HAKHOUIbII Xapax-
TEPHO TaKe:

A. 3aTpuMKa ICHXOMOTOPHOTO PO3BUTKY Y JUTEH
PaHHBOTO BIKY, PO3YMOBA BIICTANICTh y CTAPIITNUX

B. IMopymeHHs pi3MYHOTO PO3BUTKY, 3MiHA
KOJIbOPY 1 3aIaxy ceui

C. CucteMHICTh ypaKeHb

D. ITopy1ieHHst pO3yMOBOr'0 PO3BUTKY, MHOKHHHI
Ba/IM PO3BUTKY 1 MIKpOaHOMAJTii

E. Karapakra, renarociieHoMeraiisi, BiicTaBaH-
HSl B PO3BUTKY

14. Y HOBOHAPO/PKEHOTO XJIOMYUKA TiIoILIasis,
nonixotedanbpHa popma yepena, MiKpOreHisi, HI3bKO
po3TtaiioBaHi Ta qe)OopMOBaHi BYIIIHI pAKOBUHU, CTO-
ma-rovimanka, sagu cepiis, IITHC. Bam miaraos:

A. Cunnpom [ayna

B. Cunnpowm Ilatay

C. Cungpom Mapdana

D. Cunnpom Knaiingenbrepa

E. Cunnpom Ensapica

15. ¥V HOBOHapo kKeHOro Opaxitedartis, MIKpoIe-
(amisi, MOHTOJIOITHUI PO3PI3 OYEH, eMiKaHT, MaKpO-
JI0Cis, crutoieHe oouyust. JIJist SKoro XpoMOCOMHO-
r'0 CHHAPOMY HAHOUIBII XapaKTepPHUH L€l CHMIITOMO-
KOMITJIEKC:

A. Cuanpomy EnBapmca

B. Cunnpomy Ilatay

C. Cungpomy Jlayna

D. Cunnpomy Illepemescbkoro — TepHepa
E. CunapomMy «KOTSYOTO KPUKY»
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16. XpoMOCOMHI XBOpOOU HOBOHAPOJKEHUX MO-
KYTb OYTH Pe3yJbTaTOM YCiX 3MiH KITBKOCTI 1 CTPYK-
TYpH XPOMOCOM, 332 BUHSITKOM:

A. Hymicomii

B. Tpucowmii

C. TuBepcii

D. Monocowmii

E. dyrumikanii

17. Ha3BiTh 4aCTOTy XpOMOCOMHHUX XBOPOO y HO-
BOHAPOJKCHUX:

A. 1Ha 700

B. 5 1a 1000

C.0,1%

D.1%

E.5%

18. B sxomy Billl y ®IHKH PI3KO 3pOCTA€ BIpOTi/I-
HICTh HapOKEHHSA JiTel 3 XpOMOCOMHIMH XBOpoOa-
MH:

A. 20-25 pokiB

B. 25-30 pokis

C. 30-35 pokiB

D. 35 pokiB i Oiblie

E. Biz Biky He 3aJ1eKUTh

19. V xytormuuka 9 pokiB OKUpPIHHS, M’30Ba TiMo-
TOHIsI, aKpOMIKpis (MaJIeHbKI KHUCTI 1 CTOIH), TIITOTO-
HaJIM3M, pO3yMOBA BIJCTAIICTh, MIKPOJEIIEIis TOBro-
ro mieva 15-1 xpomocomu. Bamn miarsos:

A. CHHIPOM «KOTSYOTO KPUKY»
B. Cunnpom AHrenbmaHa

C. Cungpowm Ilpamepa — Bimi
D. Cungpowm Ilatay

E. Cunapom Mapdana

20. TMoenHaHHS MpeHATAIBHOI Tinoriasii, Mikpo-
uedadii, MikpodTaabMii, CepeIMHHOI IIUTMHKA TyOH i
TiTHEOIHHS 1 TOTITaKTHIII] XapaKTEepHO IIS:

A. Cunppomy Jlayna

B. Cunnpomy «KOTSIIOTO KPUKY»

C. Cungpomy Ilaray

D. Cungpomy llepemescbkoro — TepHepa

E. Cunnpomy EnBapsca

21. BkaxiTh TIOKa3aHHs JIJIsl TPOBEJCHHS LIUTOTe-
HETHYHOI J1arHOCTHUKHU:

A. Po3yMoBa BincTamicTh, MiKkpoaHOMATii pO3BHUT-
Ky 1 Bau pO3BUTKY

B. l'emarocruieHoMmeradnisi, kaTapakTa, po3yMoBa
BIJICTAJIICTh

C. HenepeHOCHICTh JISSIKUX XapUuOBUX MTPOJIYKTIB,
TeMOJIITUYHI KPU3H

D. HeBpouoriuHi nposiBu (CyJOMHU, 3HIDKEHHS 200
MiBUIIICHHS M SI30BOTO TOHYCY, CIIACTUYHI NTape3n)

E. HesBuuaiinuii 3anax ceui

22. KiiniuHa maHidecralis B myoepTaTHOMY Billi
XapaKTepHa IS

A. Cungpomy JlayHa

B. Cunnpomy Knaitndenprepa

C. Cungpowmy IllepemnieBcbkoro — TepHepa

D. Curapomy «KOTSUOTO KPHKY»

E. Cunnpomy Ipanepa — Bimmi



3asoannn 2
IMpoananizyiiTe Taki KIiHIYHI cuTyalii.

1. ¥V xiHKHU 26 pOKIB HAPOJUBCS XJIOITYUK 3 Ma-
coto Tima 2600 r, mikpouedaliero, MicsaernogioHnM
00 IMYYSIM, TIIEPTETOPU3MOM, EMIKAHTOM, BUCOKUM
MiHeOIHHIM, HU3bKO PO3TAIIIOBAHUMU BYIITHUMU pa-
KoBHHaMU. Kpuk TUTHHM Haramgye HSIBKaHHS KOIIe-
HSATH.

Bamr nmonepeauiit giarHo3? ki mabopatopHi me-
TOJIU MiTBEPASIThH JiarHo3?

2.V miBuMHKM 4 Mic KpyrJia rojioBa 3i CIuione-
HOIO TTOTWJIMIICI0, MOHTOJIOIHHUI PO3pi3 O4el, IUupo-
K€ TePEeHiCCsl, eMKaHT, HU3bKO PO3TAIIOBaHI MAJIEHbKI
BYIIIHI paKOBUHH, Makporiiocis. Kucti mupoxki ta xKo-
POTKI 3 ITOINEPEUHOIO CKIIAIKOO Ha JTOJIOHI, KIIMHO/IaK-
TUJIS Mi3UHIIB. BupakeHa M’s130Ba TiMOTOHIs, 1M03a
«Kabm».

Bam nonepesniit giarnos? ITinan odcrexeHHs?

3. Yomnogik 30 pokiB, 3 BiIKJIAJIEHHSIM XUPY Ha
CTETrHaxX 3a XXIHOYMM THUIIOM, T1HEKOMACTI€I0, BIACYT-
HICTIO BoJIoccsl Ha 00uuyi. CTaTeBUH YiieH HOpMallb-

95

HUX PO3MIpiB, S€4Ka 3MEHIIIEHI B po3Mipax, M’sKi, Oe3-
OouicHi. Omirocrepmis.

Bamr nonepesniit giarnos? ITinan odcrexeHHs?

4. TIpobanm — >xiHKa 28 POKIB, KA 3BEpHYyJACS
JIO MEIMKO-TEeHETUYHOI KOHCYIbTAIIl 3 TPUBOJY XBO-
pobu y J0YKM JIBOX MicsiiB. JIuTuHA BiX 4eTBEPTOI
BariTHocTi. [lepiia i npyra BariTHOCTI 3aBepIIMIUCS
CIIOHTAHHUMH a0OPTaMH B MEPIIOMY TPUMECTpI Ba-
TITHOCTI, TPETS] — HAPOJDKEHHSIM JIIBUMHKH, SIKa TO-
MepJa y Billl IBOX AHIB Bil MHOKUHHHUX BPOKECHUX
BaJ po3BUTKYy. YomnoBik npobaHna 310poBuid, 32
pokiB. Cectpa 1 6pat npobaHaa 30pOBi, OATHKO 1
Matu nmpobaHa 370pOBi, ajie y cecTpu Matepi Oysa
JUTUHA 3 PO3YMOBOIO BIICTAJICTIO, fIKa oMepia y
Bii 15 pokiB. Bpar donosika npobanaa, Horo mMatu
1 0aTBKO 310pOBi. bpaT ompykeHmii, Mae 3IOPOBUX
cuHa i 1ouKy. DEHOTUITIYHO Y JOYKU ITpoOaH/a Jiar-
HOCTOBAaHO CUHApOM JlayHa.

[Mobynyiite ponosia. Skuilf TEeHETUUHUIA METOA
JO3BOJIUTDH MIATBEPAMTH JIarHO3 y JOYKH MpobaHma?
IMpo stkuii IIUTOTEHETUUHUI BapiaHT cuHapomy [ay-
Ha MOJXKe HUTH MoBa B faHiil ciM’1? XTO 3 wieHiB ciM’]
noTpedye MEIUKO-TEHETUYHOTO KOHCYIbTYBAHHS?



Pozoin 6
MOHOI'EHHI XBOPOBUA

6.1. ETIOJIOI'TA
MOHOI'EHHUX XBOPOB

MoHoreHHi XBopobu — 11 XBOpoOHU, 3yMOBIIEH]
MYTaIli€I0 OJTHOTO IreHa. 3araJIbHUM JJIsl HUX € yCIa/l-
KyBaHHS 3TiTHO 13 3akoHaMH MeHmens. 3apas Bifo-
Mo Oibie 4000 MOHOTEHHHUX CITAJKOBHMX 3aXBOPIO-
BaHb, a 3arallbHa KUIBKICTh MEHJCTIOIOUUX O3HAK Y
JIIOJIMHU CTAaHOBUTH OuTbIe 16 Tuc. (OMIM, 2005).

MoOHOTeHHI 3aXBOPIOBAHHSI CIPUUMHIOIOTHCS T'€H-
HUMU MyTanisMu. MyTaliii, SIKi MpU3BOASTH A0 CHa/l-
KOBHUX 3aXBOPIOBAHb, HA3UBAIOTHCS MMATOJIOTIYHUMH.
V moguan 61u3pko 30 THC. TeHIB, ajle MOHOTEHHUX
CHaJKOBUX XBOPOO 3HauHO MeHuie. Lle 3ymoBieHO
THUM, 110 3MiHAa NEPBUHHOI CTPYKTypHu Oinbme 50 %
OUTKIB IPU3BOAMUTH 10 3arubeni KITHH abo paHHIX
eMOpioniB. Taxi OUTKM HA3UBAIOTHCSI MOHOMOPQHU-
MM, BOHU 3a0€31eUyIOTh OCHOBHI (DYHKIIII KTITHHH.

MyTallii iHIIIMX TeHIB CYMICHI 3 )KUTTSIM, ajie MpH-
3BOJISITH O MOHOTEHHHUX 3aXBOPIOBaHb. 3MiHU MO-
KYTb TOPKATHUCSA CTPYKTYPHHUX, TPAHCIOPTHUX, eMO-
pioHanpHuX OinKiB, epMeHTiB, (HaKkTOpPiB TpaHC-
KpUIMIIii, peryJsiTopHux OUTKIB Ta iH. Bix Toro, cuH-
Te3 SIKOTO OiNTKa 1 IKUM YMHOM 3MIHIOETHCS, 3aJIEKUTh
(beHOTUTIIYHUH eeKT MyTallil Ta KITIHIYHI IIPOSBU MO-
HOTEHHOTO 3aXBOPIOBaHHS. MyTallil EeSIKUX TeHiB Jie-
TalbpHi 1 raMeT abo eMOpioHiB. JleTaapbHuiA eekT
MyTalliil [UX TeHIB YaCTO CIIOCTEPIra€ThCS 10 IMITIaH-
Tamii — He BiIOYBA€ETHCS 3a4aTTs Y PEPTUIBHUX
JKIHOK TP HOPMAJTbHOMY CTaTEBOMY XKHUTTI. JleTambHi
TeHU MOXYTh OYTH IIPHUYUHOKO CIIOHTAHHUX a0OPTiB,
MEpPTBOHAPOJKECHbB, ajie KUTbKICHIUI BHECOK T€HHUX
MyTalliif B aHTEHATAJIbHY 1 MepUHATAJIbHY 3aru0elb
HUHI HEJIOCTATHHO BUBYECHMIA. SIKIIO pO3BUTOK eMO-
pioHa 3 MATOJIOTIYHOIO T'€HHOI0 MYTAIlEI0 HE 3yIu-
HUBCS HA PaHHIX CTa/IiSX, TO MATOJIOTIYHHII TeH MOXe
MPOSIBUTHCS TAKUM YUHOM:

— BPOJ/IKCHUMU BaJlaMU (B OCHOBHOMY, T'€HH, 110
BiJIMOBIZAIOTh 32 eMOpIOHAIBHUN PO3BUTOK, (HAKTO-
pY TpaHCKpHUITLIii);

— TMOPYLIEHHSIM OOMiHY pedyoBHH (T€HH, IO KO-
IYVIOTh (PEPMEHTH, PEICHTOPH, TPAHCIIOPTHI OLTKH Ta
1H.);

— 3MINIAHUMH eeKTaMU.

MyrTanii MOXyTh OyTH JOMIHAHTHUMH 1 PELIECUB-
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HUMU (111 IOMIHAHTHICTIO 1 PELIECUBHICTIO PO3YMIIOTh
JIOCTATHICTh a00 HEIOCTATHICTh HOPMAJIBHOTO aJIeIs,
10 3aJIMIIUBCSA, JUIS 3a0e3lMeueHHs] HOPMaIbHOL
dyHKIIii).

Sk mpaBuUIIO0, PELIECHBHUMU € 3aXBOPIOBAHHS, T10-
B’s3aH] 3 MyTalisIMH T'eHiB, sIKi KOAYIOTb (DepMEHTH.
MyrTarii 3HUXKYIOTh aKTUBHICTh (pepMEHTIB. Y TeTe-
pO3UrOT HOpMaILHUH anenb 3abe3neuye 50 % dep-
MEHTATHBHOI aKTUBHOCTI. L[bOT0 TOCTaTHBO [Tl HOP-
MaJlbHO1 ()YHKIII opraHi3My (TamioJoCTaTHS MyTa-
ist). ToMy ocoOu, siki MAIOTh OJIMH MYTAHTHHIA aJIelTb
reHa, 3aJIMIIAI0ThCS 310POBUMHU, X04a 1 MAIOTh 3HU-
KEHY aKTHUBHICTh (DePMEHTY, III0 BU3HAYAETHCS 0io-
xiMiuHo. HopMasipHuil ajieb reHa BBaKAEThCS B LIbO-
MY BUNQJIKy JIOMIHAHTHHM, & MyTAHTHUI — PEICCUB-
HUM.

IIpore i3 3aranpHOrO MpaBwUiia 3aBXIU € BUHSAT-
ku. PelileciBHUMU MOXYTb OyTH TaKOX 3aXBOPIOBAH-
Hs1, 3yMOBJICHI MOPYIIEHHSIM (YHKIIT HepepMeHTaTHB-
HUX OinkiB. Hampukinan, MyKoBiCIIHI03 0OYMOBIICHUIA
nopyieHHsIM (GyHKIIi OiKa XJIopHOTO KaHany. [Ipu
B-Tamacemii mopyiyeTbcst cuaTe3 P-IaHIoris riao6i-
Hy 1 30ipKa reMOrIo0iHy JOPOCIHX.

JoMiHAaHTHUMU YacTillle € MyTallii CTPYKTYPHHUX
TeHIB, SIKi KOJYIOTh MOJIITENTH/IHN OUIKIB i3 4eTBEPTUH-
HOIO CTpyKTypoto. HopManbHuii ren 3a6e3neuye 50 %
MPOJYKYBaHHSI HOPMAJIBHOTO MOIIIENTUAY. AJIe KOIH
YTBOPIOETHCSI YeTBEPTHHHA CTPYKTypa, TO B OLIOK
BKITIOUAIOTHCSl HOPMaJIbHI Ta MyTAHTHI OIS TUIN.
B uinomy ¢yHkuig Oinka mopymyetbes. Takum yu-
HOM, HOpPMaJIbHUI aJlellb He MOKe 3a0e3MeYUTH HOP-
MaJTbHUH (DeHOTHIT (rarToHeoCTaTHIN TrIT). Hammpuk-
naj, OUTBIIICTh 3aXBOPIOBAHb, MTOB’I3aHUX 3 MYTAalli-
SIMU TeHIB KOJIATeHY, YCITaIKOBYEThCS SIK JIOMIiHAHTHI
O3HAKH.

VY nomynAuisix JOMiHAHTHI MyTallii BUSBIISIOTHCS
BiJIpasy, a PeLieCUBHI MOXYTh TPUBAJIO 30epiraTucs B
reTepo3UroTHOMY CTaHi Ta BUSIBUTHUCS B IIOTOMCTBI
JIBOX FeTEPO3UTOTHUX OATHKIB.

MyTaiiii MOXyTh TOPKATHUCS TE€HIB aBTOCOM 1 CTa-
TEBUX XpOMOCOM. MyTanii MOXyTh OyTH reHepaTUB-
HUMU (BUHUKAIOTh y CTATEBUX KJIITUHAX) 1 cOMaTUY-
HuUMU. ['eHepaTUBHI MyTallii MPU3BOASATE 10 MTOBHOL
(hbopMH MOHOTEHHOT'O 3aXBOPIOBAHHSA, IPU SIKOMY
KOXHa KJIITHHA OpraHi3My Hece MYTAHTHUH ajiellb.
CoMaTH4HI MyTaIlii BUKJIMKAIOTh PO3BUTOK MO3aiu-
HO1 (hopMHU criaIkoBoi XxBopoou. CoMaTHUUHMI MO3ai-



IU3M OMUCAHUHN MTPH OUTBII K TPUALATH MOHOTEHHUX
3aXBOPIOBAHHSX.

6.2. 'TEHETUYHA I'ETEPOI'EHHICTDH
MOHOTI'EHHUX 3AXBOPIOBAHb

Brepiie sBuIIe reHETUUHOT TeTepOreHHOCTI crial-
KOBHUX XBOpOO nmouas aHamizyBatu B 20-30 pp. XX crT.
BUJATHUI reHeTHK 1 HeBpomnatonor C. M. JlaBuseH-
KOB. [TOHSTTS TeHETHUHOI TeTEePOTeHHOCTI Ma€ IINPO-
Kuit 3MicT (puc. 6.1).

1. JIokycHa TeTepOreHHICTh. Y NesIKUX BUMAIKAX
OJIHE 1 T€ XK 3aXBOPIOBAHHS Y PI3HUX XBOPHX 0OYMOB-
JIeHe MYTallis MU pi3HHUX TeHiB. Take sBUIE HA3U-
Ba€THCS JIOKYCHOIO TE€TEPOTEHHICTIO, TOOTO XBOpOoOa
3yMOBIICHA MYTAIlisIMUA B PI3HUX JIOKycax (pi3HUX Te-
Hax) Ha XxpoMocomax. Hampuknana, geHiikeToHypis
(DPKY) Moxe 6yTu 3yMOBJICHA MYTAIli€l0 TeHa (peHiI-
anmaniH-4-rigpokcuiasu i pepMeHTIB CHHTE3y TeTpa-
rigpobionreprHy — KodakTopa 1bOro (GepMeHTy.
OrnucaHo 8 OCHOBHHUX (POPM MyKOTOJTicaXapuao3y, 3y-
MOBJICHUX MYTAIlisIMU Pi3HUX reHiB. JIOKyCHOIO rete-
POTEHHICTIO XapaKTepU3YIOThCS HEHPOCCHCOPHA Ty~
XoTa i anbOiHi3M.

2. AnenbHa reTepOTeHHICTb, MU SIKii TIeBHE Cra/l-
KOBE 3aXBOPIOBAHHS MOXe OyTH CIpPUYMHEHE Pi3HU-
MU MyTalliIMH OJTHOTO 1 TOro % reHa. Hampukian, y
reHl MyKOBICIIM103y onucaHo Oiibie 1000 myTariii,
3 HuX Onu3bko 300 Mar0Th MATOJIOTIUHME edekT. Y
TeHi pelenTopa J0 JIMONPOTeiHiB HU3bKOI I'YCTHHH
(ciMeliHOT rinepxoJsiecTepuHeMii) onmcaHo Oubiie 700
MyTauiid. Pi3Hi MyTalii no-cBoemy 3MiHIOIOTH Oy[0-
By Oinka. OfHI 3 HUX MPU3BOAATH JIUINE O 3HUXKEH-
HS PI3HOTO CTyMeHs (YHKI[IOHAIbHOI aKTHBHOCTI
Oinka, iHII — 10 HOoTo MOBHOI iIHAKTHBAL] 400 MpH-
MUHEHHS CUHTe3y. B pe3yibpTaTi TSKKICTh 3aXBOPIO-
BaHHS, Yac MaHiecTallii, XapakTep CUMIITOMATHKH y
PI3HHX XBOPHX MOXYThb BapiloBaTU B LIMPOKUX Me-
Kax.

SlckpaBuii MPUKIIAA aleabHOI TeTePOreHHOCTI —
XBOPOOUW T€HHUX EKCMaHCii (CMHApOM ¢pariabHOi

X-xpomocomu, xopesi ['eHTiHrTOHa Ta iH.). [Ipn mmx
XBOopoOax KIIIHIYHA KapTHUHA 3aJISKUTh BiJl KIJIbKOCTI
TPUHYKJIEOTHIHUX MOBTOPIB y reHi. Hanmpuknan, y
BCIX XBOpHUX Ha Xopero ['eHTIHITOHa HasiBHA €KCIaH-
cist TpuHyKjIeoTHIHUX TOBTOPIB LIAT y reHi, Biamnosi-
JIaJIbHOMY 3a Iie 3aXBOpioBaHHs. KiIbKICTh MOBTOPIB
KOJIMBAETHCS y Pi3HUX XBopuX Bif 37 mo 120. [Tpu Be-
JUKIH KiJTbKOCTI TPUIUIETHUX MOBTOPIB PO3BUBAETH-
Csl paHHINA aKiHETUKO-pUTiIHUN BapiaHT Bectdars;
IIPU KUTBKOCTI TPUIICTHUX ITOBTOPIB 45-55 crrocTepi-
ra€ThCs KJIACUYHUIA BapiaHT XBOPOOH, a MPH Kijlb-
Kocti TpuruietiB 37-40 mMoxe OyTH MI3HINA 1TOYATOK
XBOPOOH 3 MiHIMAJIBHUM MOPYUICHHSIM TICUXIKH.

AJlenibHA T€TEPOTEHHICTh € OJIHIEI0 3 OCHOBHUX
MPUYUH KIIIHIYHOTO MOJIiMOp(i3My MOHOTEHHHX 3a-
XBOPIOBAaHb.

OpHa 1 Ta X JIIOAUHA MOXe OYyTH HOCIEM JBOX
PI3HUX MyTaliil OJTHOTO 1 TOrO X reHa (B OJHIN Xpo-
MOCOMi O/IHa MyTallisl, B iHIIi — iHma). Taki moan
HA3MBAIOTHCS KOMITAyHAaMH (Bi aHT. compound —
ckiazneHuit). BoHu € TOMO3UIOTHUMHU HOCISIMU MY-
TAaHTHOTO T€HAa B TOMY PO3YMiHHI, IO OOWIBI KOl
BIJIITOBIHOTO T'eHa MOIIKOJKEHI, ajie MalOTh Bl Pi3Hi
myTarii. KitiHika 3aXBOpIOBaHHS y KOMITAYH/IIB MOXKE
BIAPI3HATHUCS Bill BUPaXEHOCTI 3aXBOPIOBAHHSA Y
«CIIPaBXKHIX» TOMO3UTOT 34 OJHIEIO 1 TI€IO K MyTa-
LI€O.

IIpo sokycHy it anenbHy reTepOTreHHICTh 3aBXKAU
CIIJ] TaM’SITATH TIPU MOJIEKYJISIPHIN TIAarHOCTHUIN MO-
HOTEHHHUX 3aXBOpIOBaHb. MeToau ineHTudikamii
PI3HUX MyTaIliif MOXYTb BiIPi3HATHCA.

3. AnensHi cepii. e ckiagnHimor € curtyaris,
KOJIM Pi3HI MyTallii B OAHOMY i TOMY X T€Hi NMPU3BO-
IIATh 7O PO3BUTKY aOCOJTFOTHO Pi3HMX 3 KIIIHIYHOI TOY-
KM 30pY 3aXBOproBaHb. Hampukian, nsi popmu M’s-
30BOi mUCcTpodii — Tskka Gopma [romeHHa 1 jJerka
Bekkepa — crnpuymrHEHI MyTali€0 OAHOIO 1 TOTO X
reHa, sIKU KoJye 010K AUCTPO(diH CKeIeTHUX M S31B.
M’s30Ba nuctpodist JroieHHa po3BUBAETHCS MPH
TTOBHIH Onokani cuHTe3y aucTpodiny, a bekkepa —
MPY YaCTKOBIH Oytokami. [HIuit npukiams — pizHi My-
TaIlii TeHa perenTopa dakropa pocty (piGpobiacris
— FGFR3 (fibroblast growth factor recpetors) npu-

| 1. JIOKYCHA FETEPOTEHHICTD |

I'en B

:I CnajikoBe 3aXBOpIOBaHHS (€uHa KJIiHIYHA (opma) |

| 2. AIEIbHA TETEPOTEHHICTD |

Myramuis 1

MyrTartis 2

CnazxoBe 3aXBOPIOBAHHS:
Kitiniuna ¢gopma 1
Kiiniuna ¢gopma 2

3. AJIEJIbHI CEPIT

Myramis 1

CnagkoBe 3aXBOPIOBAaHHA | |

Myrartis 2

CnagkoBe 3aXBOPIOBAaHHS 2 |

Puc. 6.1. T'eHeTnYHA TETEPOTEHHICTD CITaIKOBUX 3aXBOPIOBAHb
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3BOJISITH IO PO3BUTKY TPHOX PI3HUX 3aXBOPIOBAHb —
axoHApoIUIa3ii, rimoxouapomniasii i TaHaTopopHoi
KapJIUKOBOCTI.

Bigeme 10 MyTariif y reHi MyKOBICITUIO3Y HE ITPH-
3BOJISATH JIO PO3BUTKY KIIIHIYHOT KAPTUHH MYKOBICIIU-
JI03y, aJie CIIPUSIOTh PO3BUTKY JUCEMIHOBAHUX OPOH-
XOEKTa3iB, HUPO3Y MEeUiHKU.

Taki MyTallii 0IHOTO TeHa, SIKi CIIPUYHHIOIOTh PO3-
BUTOK PIi3HUX 3aXBOPIOBaHb, HA3MBAIOTHCS AJIC/IbHU-
MH CEPIsIMU.

6.3. OCOBJIMBOCTI KJIHIYHOI
KAPTUHU MOHOI'EHHUX
XBOPOB

1. PizHOMaHITTS NPOSIBiB BUPAXKAETHCS B TOMY, 1110
MaTOJIOTIUHUI MPOLEC TOPKAETHCS PSALy OpraHiB a0bo
cucreM opradis. baraTo reHiB MOXyTb MaTH Ijieio-
TPOIHY Mif0 (34aTHICTh BINIMBATH Ha PO3BUTOK
KUTbKOX 03HakK). Lle moB’s13aHO 3 0COOJIMBOCTSIMY T'eH-
HOT'0 KOHTPOJIIO TpoIieciB MopdoreHe3y abo oOMiHy
pevoBuH. ['eHH, sIKi KOHTPOIIOIOTH eMOPIOHATbHUIHA
PO3BUTOK, BHYTPIIIHbOKIITUHHUN OOMiH PEYOBHH,
eKCIIPeCyIOTbCs B 0araTbox TKaHMHAX 1 opraHax, 3
YUM 1 TIOB’sI3aHa iXHS MHOXHWHHA Ois. Tak, MyTaris
reHa OJHOTO 3 (aKTOpPIB TPAHCKPUIIIII «ITUHKOBI
NaJIbIi» NPU3BOJIUTHL 10 cuHapomy [lammictepa —
Xamia, 0 XapaKTepU3yEThCs MOJITAKTUITIETO, TiIO-
TallaMiyHOIO TaMapTOMOIO 1 HereppopoBaHUM aHY-
coM. Myramii iHmoro ¢gakropa TpaHCKpPHIIIIIi 3 I[bO-
ro X CiMeHCTBa («IIMHKOBI MaJbIi») IPU3BOIAATH IO
roJjionpo3eHiedatii (Hepo3aiIeHHs EPeIHHOTO MO3-
Ky Ha TiBKYJI, NIJTMHA TyOu 1 migHeOiHHS, TimoTeo-
pusM i ex3o(pTaabm).

[MnefioTponHuii edekT XxapakTepHUl TAKOXK IS
I'€HiB, Ki KOIYIOTb CTPYKTYPH CHOJyYHOI TKAaHUHH.
MHOXHHHA il 3yMOBJIEHa THM, L0 CIIOJyYyHa TKa-
HUHA BXOAMTH JIO CKJIaJy BCiX opradiB. Pi3HOMaHIT-
TSI IPOSIBIB TOSICHIOETHCS YPAXKEHHSIM KIIITHHHUX 200
MDKKJIITHHHHUX CTPYKTYp O6aratbox opraHiB. Hampux-
naj, npu cuHapomi MapdaHa MOPYIIYETbCS CHHTE3
Oinka GiOpMITiHY — KOMIOHEHTa MDKKJIITHHHOI pevo-
BUHHU CIOJIyYHOI TKaHUHU. I1pH 1IbOMY 3aXBOPIOBaHHI
YPaXKAIOThCS CKEJET, CepleBO-CYIMHHA CHCTEMa, OYi
Ta iHII OpraHHu.

2. BapioBanns Biky mouatky xBopoou. I[lepion
MPOSIBY NATOJIOT1YHOI MyTallii Moxxe OyTH OyAb-IKIUM
— BIJ] paHHIX CTaJiii eMOpiOHATILHOTO PO3BUTKY 0
ITOXHUIJIOTO BIKY (cITagkoBa hopMa XBopoOu AJbIreHi-
Mepa). bimsbko 25 % MOHOTEHHUX 3aXBOPIOBaHb (op-
MYIOTBCS BHYTPIIIHBOYTPOOHO 1 TiarHOCTYIOTHCS Y
HOBOHapo pkeHuX. Jo 1€l rpynu Hajae)aTb MOHO-
TeHHI BaJW PO3BUTKY (TOMIJAKTHIIIS, eKTPOIAKTHII,
Mikpouedais ta in.). e 45 % MOHOTreHHHUX 3aXBO-
pIOBaHb BHSBJISIOTHCA V Billi 10 3 pokiB. Lle, mepr 3a
BCe, BPOJIXKEHI MOpyIieHHs: Metabomizmy. Tak, deHin-
KETOHYPIsl BUSIBIISIEThCS Y Billl 3—6 mic. Jlo KiHus my-
OGepTaTHOTO Mepioay AiarHoctyerbes e 20 % MOHO-
FeHHUX XBOPOO, 110 3arajioM cTtaHoBUTh 90 %. My-
KOIloJIicaxapu03, HAIPUKIaa, BUSBISETHCS Yy HiTEH
Ha Ipyromy IiBpiudi XUTTS a00 y JOMKIILHUKIB (3a-
JIeKHO Bif hopmu 3axBoproBaHHs). Pemra 10 % Mo-
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HOTCHHUX XBOPOO Briepilie MaHi(hecTyIOTh y Billi cTap-
e 20 pokiB. Jo wi€l rpynu HanexuTb 0araTo crasi-
KOBHX 3aXBOPIOBaHb HEPBOBOI CUCTEMH.

BapiroBaHHS BiKy 10YaTKy MOHOT'€HHUX 3aXBOPIO-
BaHb IOSCHIOETHCS KiJTbkoMa npuunHamu. [To-mepie,
KOXHHMIA TeH TOYNHAE (DYHKIIIOHYBATH JIUIIE Y IEBHUIA
Mepiol OHTOTeHE3y 1 TUTbKH Y MEeBHUX KiliTuHax. [la-
TOJIOTi4HI TeHH MPOSBIISIIOTH cebe B Ti K TEPMiHH, 110
i HopMmaubHi. [To-npyre, A1 PEHOTUITIYHOTO TTPOSIBY
XBOPOOU YacTO HEOOXiTHE HAKOIMMYCHHS ITOPOTOBOI
KITBKOCTI MATOJIOTIYHOTO MTPOAYKTY IeHa, 1[0 MOoTpe-
Oye BiIIOBIAHOTO Yacy.

[MouaTtoxk kiIiHIYHOI MaHi(ecTallii OMHOTO 1 TOTO K
3aXBOPIOBAHHS Y PI3HUX JIIOAEH MOXe TaKOoX Bapilo-
Batu. Hanpuknan, xopes ['eHTiHrToHa (aBTOCOMHO-
JIOMIHaHTHE 3aXBOPIOBAHHS) BIIEpIe MOXE BUSBUTU-
cs1y BiMi Bixx 6 10 60 pokiB (cepeHii Bik MOYaTKY XBO-
po6u — 38 pokiB). MyKOBICIIH/I03 MOXKE PO3BUBATH-
sl BHYTPIIIHbOYTPOOHO 1 BUSBUTHUCS Y HOBOHAPOIXKeE-
HOT'O MEKOHIaJIbHUM 1JIeyCOM, Yy CTapUIMX JiTeld —
ypaXeHHsIM JiereHb 1 (a00) mopymeHHsIM QyHKIT
MiALUTYHKOBO 3aJ1034, @ MOJ€e BIIEpIle BUSBUTHUCS Y
JIOPOCIUX YOJIOBIKIB Oe3rniiHicTIO. Lle mosicHIoeThCs
TCeHETUYHOK TE€TEPOTSHHICTIO 3aXBOPIOBAHB 1 BILIH-
BOM TeHiB-MOAM(]IKATOPIB.

Ha uac nposiBy i TSDKKICTh XBOPOOM BIUIMBAIOTh
YMOBHU CEpEAOBUIIA B OHTOTeHEe31, OCOOIUBO y BHYT-
pimHBOYTPOOHOMY Tepiomni. Tak, SKIo y IuIogaa Ha-
sIBHa (DEHUIKETOHYPIsl, TO BMICT ()eHITATAHIHY B JIIETI
BAriTHOI JKIHKM BIUIMBA€ Ha TSHKKICTH Mepediry xBo-
pobdu y IUTUHU B IOCTHATAIILHOMY IEPiOIi.

3. 171 MOHOTEHHHUX 3aXBOPIOBaHb XapaKTepHi
HpOrpeJicHTHICTH KJIHIYHOT KAPTHHH, A TAKOX 3aTSK-
HHUIi XpOHIYHMIT XapakTep Iepediry XBopoOH 3 peru-
JIUBAMU.

ITig mporpeaieHTHICTIO PO3YMIIOTh MOCUIICHHS
TSDKKOCTI 3aXBOPIOBaHHS 3 BikOoM. [IprumHM mporpe-
JTIEHTHOCTI nepediry — Oe3nepepBHICTh (HYHKIIOHY-
BaHHS TEHIB, HAKOMWYECHHSI IIPOJYKTiB OOMIiHY, TIpH-
€IHAHHS BTOPUHHUX IIPOLIECIB (3aMaJIeHHs], TOPYLIEH-
Hsl HepBOBOI peryisiiii Tomo). [IporpeieHTHII Xpo-
HIYHUN TIepedir Tyke XapaKkTepHHUN i XBOpOO Io-
pylieHHs: oOMiny peuyoBuH. Hanpuknaz, onHa 3 hopm
MyKOIOJIicaxapuao3y — cuHapoM ['yprepa — BusB-
JSETHCS 10 KIHLS MEPIIOTO PoKy KUTTA. CriouaTky
BUHHUKAE TYTOPYXJIMBICTB CyriIo0iB. Ha npyromy pori
PO3BUBAIOTHCH TOPAKOIIOMOAbHUIN Kio3, ckadorie-
(bamis Ta iHII gedopmaliii ckenera, yIoBUIbHIOEThCS
picT, 3’ABISIFOTBCS O3HAKHU YpaXKeHHsI ceplis (IIyM, Kap-
niomeraisi). TICHXOMOTOpPHUIT PO3BUTOK A0 JIBOX
POKIB HOpMaJIbHUH, MOTIM CIIOCTEPIraeThbes BiacTa-
BaHHS B PO3BUTKY, a IUIS MI3HIX CTadiil XBopoOu Xxa-
pakTepHa rMOOKa 11i0Tig. XBOpI THHYTH Y Billi J0
10 pokiB Bij OpoHXOJIeTeHeBOI 1H(EKIIT Ta ceprieBoi
HEIOCTATHOCTI.

[IporpenieHTHICTh XapaKTepHA He JUIs BCIX TEHHUX
xBopo0O. IIpn po3BUTKY AESKHX XBOPOO 10 IEBHOIO
BiKy ¢opmyeThes KiHLeBui ¢eHoTun. Hampukian,
eKTpOJaKTIIIS (KUCTh Y (opMi KIIIIHI paka) dop-
MYETBCS IO HAPOJKEHHS, PU aXxOHIpoIuiasii ocra-
TOYHMI QeHOTHUI (POPMYETHCS 13 3aKIHYEHHSIM POCTY
KicTok (10 16-18 poxis).

4. 1ns G6araThOX TeHHUX XBOPOO XapakTepHUU
TSLKKHIA mepeoir, 1110 TPU3BOAUTE 10 1HBAIIIIU3AIlli Ta
CKOPOYCHHS TPUBAJIOCTI )XUTTs. Lle He 3ayiexuTh Bix



BiKYy, B SIKOMY IOYMHAETHCS 3aXBOpPrOBaHHS. Jeski
XBOPOOU BUSIBJISIOTHCS Ii3HO, ajie MAIOTh TSOKKUM
OypxJuBUii repeOir 1 MBUIKO MPU3BOASLTH 10 1HBAI-
mu3artii (xsopoba KonosairoBa — Binmbcona, MyKoITomi-
caxapuio3 tuiry Mopkio, xopesi [ eHTIHITOHA Ta iH.).

5. Kniniunuii nosiMopgizMm MOHOTeHHHX 3aXBOPIO-
BaHb BHUSBISETHCA PI3HUM TEPMIHOM MOYATKY 3a-
XBOPIOBAHHS, TSDKKICTIO MepeOdiry, cTyrneHeM iHBalli-
JIM3allii, TOJIEPAHTHICTIO JI0 Tepaliii, TepMiHOM CKOPO-
YeHHS TPUBAJIOCTI XUTTSA. BogHOYAC CITifT MK pecn-
TH, IO B TIOITYJIAII ISl TEHHUX XBOPOO HE iCHYE IJIaB-
HOTI'0 MePEeX0 1y Bil HOpMHU 10 maTosorii. HaBiTe Haii-
nerma ¢popMa BiIpi3HAETHCS BiJf HOPMHU MiHIMAJIbHU-
MU JIarHOCTMYHUMHU KpUTEpisiIMU. IcHye reHeTnyHe
MPaBUJIO: HOPMAJIbHUN F€HOTHUIl AETEPMiHY€E HOP-
MaJbHUI (EHOTHUI, a MYTAaHTHUN T'€HOTHUI IeTepMi-
Hy€ MyTaHTHUN (QeHOTHUIl (XBOpOOy).

IMoniMopdi3M MOKYTh OOYMOBJIIOBATH TaKi IIPH-
YIHH:

1. [eHeTHYHA reTEPOTreHHICTh MOHOTEHHHX 3aXBO-
pIOBaHb.

2. CoMaTuYHUN MO3aili3M.

3. JIo3a reHiB. Y TOMO3HIOT 32 aBTOCOMHO-IOMi-
HAHTHUMU TMATOJIOTIYHUMHU T€HAMH 3aXBOPIOBAHHS
nepebirae Tspkye, HiX y rerepo3uroT. Hampukman,
oaHa 3 GopM rinepxosiecTepuHeMii KOJIYEThCS TOMi-
HAaHTHUM aBTOCOMHHMM I'€HOM. Y TOMO3HUI'OT PaHO
PO3BUBAETHCA aTEPOCKIEPO3 I IHPAPKTH MioKapaa
(ommcaHuii B 3 pOKM), y TETEPO3UTOT 3aXBOPIOBAHHS
nounHaeTbesi B 20-30 pokiB. ABTOCOMHO-PEIIECHBHI
3aXBOPIOBAHHS BUSBIISIFOTHCA, SIK MPABHIIIO, Y TOMO3H-
rot. [Ipote y reTepo3uror akTUBHICTb (PepMEHTY, SIK
MpaBWIO, 3HIDKEHA BJIBIYi, 1 Mif JIIE€0 MPOBOKYIOUUX
(akTOPIB CepeOBUIA MOKIMBUI PO3BUTOK JIETKOL
(hopmm 3aXBOpIOBAaHHS.

4. Brutus reHoTuny B 1itomMy. Pa3om i3 matosoriu-
HUM T€HOM JIIOJIMHA YCIaJIKOBYE Bijl OaThKIB KOMOI-
HalIlii IHITUX TeHiB, SKI MOXYTb MiJICHIIIOBATH 200 OC-
JA0JISATH 0 MATOJIOTIYHOrO TeHa. [{uM nmosicHIoETh-
cs pi3Ha KJIIHIYHA KapTHHA OJHOTO 1 TOTO X 3aXBO-
PIOBaHHS IPU OJTHAKOBUX MYTAIlisIX y PI3HUX CIM’SIX.

5. BrumiB 30BHImHKOTO cepenoBuina. Tak, xapax-
Tep XapuyBaHHS MOJe BIUIMBATH Ha niepedir pepmeH-
TONATIH, MOB’A3aHUX 13 IOPYLIEHHSAM OOMiHY aMiHO-
kucaoT. Ilpu neskux 3aXBOPIOBaHHSAX (HaIpUKIa,
pu (peHITKETOHYpIi) paHO po3moyaTa Teparis 3ade3-
neuye (popmyBaHHS HOpMaIbHOTO (eHOTUITy (HOP-
MOKOTIIOBAHHS).

Kiiniunuii monmiMopdizM i reHeTU4HY TeTepOreHHICTh
HEOOXiIHO BpaxoBYBATH MPH IIarHOCTHIIL, BUOOPI Me-
TOMIB JIIKYBAHHS 1 MEJUKO-TEHETUUHOMY KOHCYJIBTY-
BaHHI. /{14 criakoBUX 3aXBOPIOBAHb CIIPABEUIMBE 3a-
rajibHe IPpaBUIIO: JIIKYBATH HEe XBOPOOY, a XBOPOTO.

6.4. KIACUDIKALIIA
MOHOI'EHHUX XBOPODb

B ocnoBi knacudikarii 3a H. I1. Boukosum (2001)
JISKATh TPU MIIXOU — FEHETUYHUN, KIIHIYHUMN, Na-
TOT€HETUYHUI.

T'enemuuna xnacugikarisi BpaxoBye THIT yCIIAJIKY-
BAHHA.
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I'eneTnuna knacupikanis MOHOTreHHHX
3aXBOPIOBAHb 3 YPaXyBaHHAM THIY

ycnaaKkyBaHHS
ABTocoMHO- ABTOCOM- 3uyernieHi MiITOXOH-
JIOMIHAHTHI ~ HO-pere- 31 CTaTTIO  JpiajibHi
(AD) cusHi (AP) / \
3ueneni 3 Bueneni
X-xpoMo- 3 Y-XxpoMmo-
COMOIO COMOIO

JominantHi PernecusHi

X) (XP)

Iamoeenemuuna xnacudikaiis BKIOYA€E TPH IPY-
M MOHOTEHHHX XBOPOO 3aJIeKHO BiJl TOr0, Ha IO
CIPSMOBaHa OCHOBHA MAaTOTCHETHYHA JIAHKA.

IMarorenernyna kaacudikauis

CnaakoBi xBopodbu Bpomkeni KoMm6iHo-
O0OMIHY peYOBUH BaIU BaHi
(pepmenTOMATIT) PO3BUTKY CTaHU

Kniniuna xnacudikaliiiss BpaxoBye, sika cucTeMa
opraHiB abo opral ypaxeHi. Tak, po3pi3HSIIOTh MO-
HOTEHHI XBOPOOM HEPBOBOI CUCTEMH, HEPBOBO-M s~
308, mKipHi OYHI, OMTOPHO- PYXOBOI'O amapary, eH-
JIOKPHHHI, KPOBI, cepleBo- CYAVUHHOI CHCTEMHU, IICH-
XiYHi, C€4OCTATEBOI CUCTEMH, IIUTYHKOBO-KHIIIKOBOTO
TpaKTy, JIETEHIB Ta iH.

Kniniuna knacudikaliis € ymoBHoro. baraTto 3a-
XBOPIOBaHb MOXYTh ypaXKaTH Pi3HI OpraHM 1 cUCTe-
Mu. Hampukiiam, mpu MyKOBICIIUIO31 ICHYIOTh (hOpMH
XBOPOOM 3 ypaXeHHSIM MIIIUTYHKOBOI 3aJ1034 1 KHUIII-
KOBOT'O TPakTy Ta JjiereHb. [Ipu cunapomi Mapdana
CIIOCTEPIraeThCsl YPaKeHHs CKelleTa, CepLeBO-CyIMH-
HOI cucTeMHu i odeil. BogHoduac Taka kiacudikarris
3py4Ha JUIsl MPAKTUYHUX JIKAPIB PI3HOTO MPOQIITIO.

HuHi po3po0bieHo i ckitaHiI TaTOTeHeTUYHI Ta
KJIIHIYHI Kacudikai.

OCKUTbKY TIPU MEAMKO-TEHETUYHOMY KOHCYIIBTY-
BaHHI [UIsl BU3HAYCHHS PU3UKY HAPOUKEHHS XBOPOL
JTUTHHU Ay’Ke BOXXIMBO 3HATH THIT yCIAIKyBaHHSI, Ha-
JlaJIi TP BUKJIAJICHH] MaTepiarly MU JOTpUMYBaTHMe-
MOCSI TeHETUYHOT Kitacuikarrii.

6.5. KATAJIOI' TEHIB I TEHHUX
XBOPOB B. MAK-K’'IOCIKA

3HaYHMII BHECOK y CHCTEMATH3AII0O Ta y3arajb-
HeHHsl 1H(popMalii MPo TeHeTHYHI KapTH XPOMOCOM
JIIOAWHU, JOKal3allio Ta q)yHKL[i'l' OKpeMHUX TeHiB 1
PO CTPYKTYpPY IEHOMY B LIOMY 31MCHIIN AOCTIA-
HUKH TTi]] KCplBHI/IHTBOM npocgecopa Biktopa Mak-
K’rocika, siki MpOBOASTH JOCTIKEHHS 3 MoYaTky 60-x
pokiB XX crt. B YHiBepcureTi [>xona Xomnkinca B bai-
tuMopi (CILIA). PesynpTraToM LUX TOCTIIXKEHD € CH-
CTeMaTH4YHe BUJAHHS KATAJIOrIB, 1110 MICTATH 3BE/IEHI
JTlaHl PO BCl KapTOBaHI I'eHU JIFOAWHU 1 IMOB’sI3aHi 3



HUMHU MOHOT€HHI CIIaJIKOBI XBOPOOH 1111 Ha3BOIO « MeH-
JeTBChbKEe YCIIAAKYBAHHS Y JIIOAWHU: KaTajor JIIOACh-
KHX T€HIB 1 FeHETUYHUX XBOopoO». OcranHe 12-te BU-
TMaHHS 1€l KHUTH 0yi10 B 1998 p. — McKusick, V. A.
Mendelian Inheritance in Man. A Catalog of Human
Genes and Genetic Disorders. Baltimore: Johns
Hopkins University Press, 1998 (12-th edition).

JIOBIZHUK MICTUTh KaTaJIOr I€HIB JIIOUHH 1 MOHO-
TeHHUX XBOPOO, Ma€ YiTKy KJIHIYHY OpieHTalio. Y
HbOMY MOXHAa 3HAWTH iH(pOpPMAIIiio Ipo iAeHTUDIKO-
BaHI ¥ KApTOBAHI T'€HU JIFOAMHHM, OLJIKH, 110 HUMH KO-
JYIOTBCSI, MyTaHTHI aJIeli, 3aXBOPIOBAHHS, CIIPUIHUHIO-
BaHI HUMU.

KosxHoMmy 5tokycy 1 peHOTUITY B KaTaI031 HPUCBOE-
HO mectu3Haunuii Homep (MIM), sikuit chOrojHi €
MDKHApOJHUM HOMEPOM MOHOTEHHUX 3aXBOPIOBAHb.
IMepira mudpa B (bOMy HOMEpI BU3HAYAE THIT YCIIA/I-
KyBaHHS.

1 — (100000-) aBTOCOMHO-IOMiHaHTHI TeHH a00
(enotumnu (BBeAeHi B KaTajor 10 15 TpaBusa 1994 p.).

2 — (200000-) aBTOCOMHO-pELIECUBHI reHU abo
(benoTHnm (BBeAeHI B kaTanor A0 15 tpaBus 1994 p.).

3 — (300000-) X-3ueruteHi rear a60 (PEHOTHIIH.

4 — (400000-) Y-34erieHi renu abo heHOTHUIIH.

5 — (500000-) miToxoH/ApiaIbHI TeHU a00 (eHOo-
THITH.

6 — (600000-) aBTOCOMHI TeHU ab0 peHoTUIH
(BBemeHi B kaTajor mmicis 15 TpasHs 1994 p.).

Yotupu mmdpu, M0 CTOATH MICHIs Kpanku 0e3ro-
CepeHbO 3a IECTU3HAUHUM HOMEPOM, MPHU3HAUYCHI
JUIS. KOAYBaHHS PI3HUX BapiaHTIB MyTalliil JaHOTO
reHa. Hanpuknan, pisHi myrtanii rena IX ¢daxropa
3ropraHHs kpoBi (reModinis B) MaroTh HOMepHU Bix
306900.0001 mo 306900.0101. T'en B-ri10biHy Mae Ho-
Mep 141900, a reH cepromnoaiOHO-KIIITHHHOT aHeMil —
141900.0243.

3 1998 p. karajor He NEPEeBUIABABCS U iICHYE Y
eJIEKTPOHHIN Bepcii, sika M[0JHS OOHOBJISIETHCS, B
InrepHeri nix kogoBoto HazBoro OMIM (Online
Mendelian Inheritance in Man). OdimiliHuil caift
OMIM B Inrtepneri http://www.ncbi.nlm.nih.gov/
omim/

HuHi kaTanor po3noBcio/pkyeThess HarionambHuM
LeHTpoM OioTexHosoriyHoi iHpopmanii — National
Center for Biotechnology Information (NCBI) uepe3
InTepHer.

6.6. YACTOTA MOHOI'EHHUX
3AXBOPIOBAHb ¥V TTOIYJIALIIT

3arajgpHa 4acTOTA MOHOT'CHHHMX 3aXBOPIOBAHb Y
HOBOHAPOJKEHUX Y TOMYJISALIl B LIJIOMYy CTAHOBHTD
1 %. I3 HUX XBOpOoOM 3 aBTOCOMHO-/IOMIHAHTHUM TH-
IIOM ycCIaaKyBaHHS cTaHOBIATH 0,5 %, 3 aBTOCOMHO-
petecuBHuM — 0,25 %, 34yerieHi 3 X-XpOMOCOMOIO —
0,25 %, Y-3ueruieHi Ta MITOXOH IpiajibHI XBOPOOU 3y-
CTPIYAIOTHCSl BKPAM PIJIKO.

IMomupeHicTh MOHOTEHHOI XBOPOOU BBAXKAETHCSI
BHCOKOIO IIpH YacToTi B momyJsmii 1:10 000 i wacTi-
mie; cepenHboro — mpu vyactoti 1:10 000-1:40 000 i
HUBBKOIO, SKIIO XBOPOoOa 3yCTpivuaeThbcs pilie Hix
1:40 000. Haiinomupeniimumu € He Outblie 15 MoHO-
FEHHUX XBOPOO, BOHU 3yCTPIYAIOTHCI Yy OJIM3BKO
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50 % XBOpUX 3 MOHOT€HHUMH 3aXBOpPIOBaHHSIMU. [{o
HAWMOIIMPEHIIINX TeHHUX XBOPOO HaJIe)XaTh EpBUH-
Huii remoxpomato3 (1:500), Hermomino3Hui pak TOB-
croi Kumku — cuHapoMm Jlinua (1:200-1:2000), my-
koBicuumao3 (1:1600-1:3000), HeiipodibpomaTos
(1:4000), cninanpHa M’si3oBa aTpodist (1:6000), mio-
ToHiuHa puctpodis (1:7500-1:10 000), m’s130Ba Awmc-
tpodis Hromenna (1:3500 xyronuukiB), CHHAPOM
Enepca — danno (Bci popmu 1:5000), cunapom dpa-
rinpHOI X-xpomocomu (1:1250 xmomumkis 1 1:2500
JBUATOK), cuHapoM Mapdana (1:10 000-1:15 000),
(deninkeronypist (1:6800-1:10 000) Ta iH. Yacroru
nagano 3a H. I1. Boukosum (2001).

YactoTu MOHOTEHHUX XBOPOO MOXYTh BapitoBa-
TH B PI3HUX MOIYJIALISX 1 Cepe/l pi3HUX €THIYHUX TPYIL.

6.7. KIIIHIKA I 'TEHETUKA
AEAKNX MOHOI'EHHUX
XBOPOb

6.7.1. ABTOCOMHO-J1OMIHAHTHI
3AXBOPIOBAHHA

ABTOCOMHO-IOMIHAHTHA O3HaKa — IIe¢ O3HaKa,
sKa (DEHOTHUIIIUHO BHUSIBIISIETHCA B T€TEPO3UTOTHOMY
CTaHi, TOOTO JIIOAUHA, SIKA MA€ HOPMaJIbHUM ajielb i
MaTOJIOTIYHUI MyTAHTHUH aJiejib reHa, Oyae XBOpOIo.
I'eH 3aXBOpPIOBAaHHS B I[bOMY BHIA/IKy MO3HAYAETH-
ca A, HopMaJIlbHUM anenb reHa — a. ['eHoTun xBo-
poro uacrinte Aa, pinie AA; TeHOTHUIT 3I0POBOTO —
aa.

s aBTOCOMHO-JJOMIHAHTHUX 3aXBOPIOBaHb Xa-
paKTepHO:

1. Y pomoBojii XBOPOI TUTHHHU, SIK TIPABUIIO, XBO-
puii oquH i3 0aThKiB; 0COOM 000X CTaTeil XBOPIIOTH
i3 OJIHAKOBUM CTYIIEHEM BIPOTIAHOCTI; BiJ XBOPOTO
OaTbka XBOpPOOY yCIIaJIKOBYIOTh 1 XJIOITYUKH, 1 TiBUAT-
ka. JleranbHy XapaKTEepUCTUKY POJIOBOIY HABEIECHO
B 4.2.1.

2. HapomxeHHs1 XBOpOi IUTUHHU y 3J0POBUX
0aThKIiB MOB’SI3aHE 13 NOMHO BUHUKJIOI MYTAIEIO.
Taxka cutyauiss 0cOOJIMBO XapaKTepHa IS TAKKUX
3aXBOPIOBAHb 13 3HWKEHHSM PEIpPOIyKTUBHOI 34aT-
HOCTI (ITpaKTUYHO BCl BUMAAKU B TIOMYJISLIT € Pe3yib-
TATOM HOBHX MyTaliif). BiporigHicTh BUHUKHEHHS
TaKol X MyTallii BKpail HU3bKa, 1 B CiM’i 3a3BUYaii Oy-
Ba€ TUIbKU OJ{HA XBOpa AuTUHA. ['eHHI MyTawii yacri-
111e BiI0OYBAIOTHCS MIPU ClIEPMATOreHe31, HiXk MPU OBO-
reHesi, 1 BIpOriAHICTh IX MiABUIIYETHCS 3 BIKOM OaTh-
Ka.

3. JleranpHa Jis reHa B TOMO3UTOTHOMY CTaHI.
Hanpukman, y romo3urot (4A4) 3a TEHOM axOHAPO-
Ttasii TSHKKi gedopmallii ckenera NpuU3BOAATh A0 3a-
ruberi ioa B eMOpioHAIbHOMY TEpio/i, 1 BCl XBOPi
3 aXOHJIPOIIIA3i€I0 TUIbKU reTepo3uroTHi (Aa). Jle-
TAJIBHICTh TOMO3UTOT OINKCAaHA MPU OpaxiTakTuiil,
cuHapoMi Mapdana Ta iH.

2. HemoBHa meHeTpaHTHICTh reHa. [leHeTpaHT-
HICTh — 4acToTa (PEHOTHUIIIYHOTO MPOSIBY I'eHa B TO-
myJisaLii 0ocoOuH, sKi € fioro HocisiMu. BupaxaeTncs y
BiJICOTKAX KUJIBKOCTI OCOOMH, Y SIKMX (DAKTUYHO IIeH



T'eH BUABIsAEThCS. Hanmpukmaa, neHeTpaHTHICTh MOJTi-
JIAKTUIIT, yCIaKOBAHOI aBTOCOMHO-OMIHAHTHO, CTa-
HOBHUTB 65 %. Lle o3Hauae, mo 3 100 ocib, siki MarOTh
JOMIHAHTHUH T'eH 3aXBOPIOBaHHSA, 65 OyAyTh XBODI,
a 35 — 3g0poBi. HermoBHA neHeTpaHTHICT TeHa TO0-
SICHIOETBCSI BIUIMBOM T'eHiB-MonudikaTopis, xoua il
MOJIEKYJISIPHI MEXaHI3MU y KOXHOMY OKPEMOMY BH-
MaJIKy He 3aBX/I1 BUBYCHI.

3. BapiroBasibHa €KCIIPECUBHICTD 3aXBOPIOBAHHSI.
ExcrpecuBHICTh — iHAWBIAyabHA BapiaOeIbHICTD
MPOSIBIB O3HAKH Y Pi3HHUX XBopuX. [1pu J1y’ke HU3BKIH
€KCIIPECUBHOCTI T'€Ha CTEPTI KJIiHIUHI (hOPMHU XBOPO-
01 MOXYTh HE JiarHOCTYBAaTHUCS, 00 HAsSBHI O3HAKU
HE TMOB’A3YIOTh 13 3aXBOPIOBAHHSAM, IO MEPEIAETHCS
B ciM’i. Tak, KIIHIYHUMHU O3HAKAMU CUHApPOMY Map-
(hana, TKMi1 y IbOMY BUTIAJKY HE 3aBXKAM PO3IMI3HAETH-
¢S, MOXKYTh OYTH aCTeHIYHA cTaTypa, CKOJII03, MiOITisl,
a €IMHUM MIHIMaJbHUM KIIIHIYHUM IPOSIBOM MIOTO-
HiyHOT aucTpodii Moxke OyTu karapakta abo mopy-
1IeHHs cepleBoi mposigHocTi. [1omikicTo3 HUPOK (10-
pocnuii TUIl 3 aBTOCOMHO-JOMIHAHTHUM THUIIOM YC-
MaJIKyBaHHS) MOXKE B OJJHUX XBOPUX BUSBIISTHCS PaH-
HBOIO HUPKOBOKO HEIOCTATHICTIO, a B IHIINX Y TOMY
XK BIIll — TUIBKHU TiNepTEH3IE0 TpH 30epekeHH] HOP-
MaJbHOI PYHKIIT HUPOK.

KoniniuHi mposiBM aBTOCOMHO-JIOMIHAHTHHX CUH/I-
poMiB y pa3i BapiroBaJIbHOI €KCIPECUBHOCTI y Ha-
IAKIB, SIK MPAaBWJIO, HE 3aJIeXaTh BiJl TSHKKOCTI 3a-
XBOPIOBAHHSI Y OATHKIB 1 MOKYTh MaTH BUPAXKEHICTh
pI3HOTO CTyIIeHS.

4. T11eHoTPOIHICTh — BILIUB OHOTO T€HA Ha PO3-
BHUTOK KIIbKOX O3HAK, 1110 KJIIHIYHO BUSIBJISIETHCS ypa-
JKEHHSIM 0araTbOX OPraHiB.

5. Pu3uk HapoKEHHST XBOPOI MTUTHHH B CIM'1 BH-
3HAYA€ThCS TEHOTUTIOM 0aThKiB. [1pu MOBHIN NeHeT-
PaHTHOCTI T€Ha BIpOTIJHICTh yCHAJKOBYBATH 3aXBO-
PpIOBaHHSI, SKIO XBOPUH OAMH 13 OaThKiB (Aa), AOpiB-
Hio€e 50 %, sikio xBopi 6aTeko i Matu (Aa) — 75 %.
Slkio 6aThkM XBOPOi TUTHUHU 3710POBi (FEHOTHIT aa),
a HapOJ/KEHHS XBOPOI AUTWUHU TOB’sI3aHE 13 MIOWHO
BUHUKJIOI MYTAIli€l0, TOBTOPHUI PU3UK HAPOJIKEH-
HS XBOPOI JUTUHU HHU3bKUI 1 BIANOBIJAE MOMY-
JILIAHIA 4aCTOTI JJAHOT'O 3aXBOPIOBAHHS.

HapomxeHHsT KiJTbKOX XBOPUX JITEH 3 JTOMIHAHT-
HOIO 03HAKOIO Y 3/T0POBOI JIFOJMHHA MOXE MOSCHIOBA-
THCS:

— HEMOBHOIO IIEHETPAHTHICTIO reHa. B oMy BH-
MajKy KJIHIYHO 3I0pOBa JIIOJMHA € HOCIEM MAaTOJIO-
FIYHOTO JOMIHAHTHOTO reHa i Mae 50 % BIpoTiHOCTI
IepefaTu el I'eH IOTOMCTBY;

— HU3BKOIO EKCITPECUBHICTIO IT'eHa, Yepe3 1110 XBO-
poba Moke He po3IizHaBaTUCs 0e3 ILIeCIIpSIMOBaHO-
r'o JIETAIBHOTO OOCTEXKEHHS;

— TOHAJIHUM MO3aiUU3MOM. Y IIbOMY BUIAJKY B
CTATEeBUX 3aJ103aX iICHY€ IIUIMI KJIIOH KJIITHH i3 MyTaH-
THHM T'€HOM 1 MyTallit0 Hece He OJ{Ha, a 0araTo raMer;

— IMpPEeMYTaHTHUM CTaHOM T'eHa, SIKHI peai3yeThb-
csl B TIOBHY MYTAIIIIO TPU ITPOXOJPKEHHI Yepe3 ramMe-
TOTeHe3 (HANpUKIIad, y pa3li XBOpoO IeHHHX eKcC-
MaHCii).

OCHOBHI JaHi PO JesKi PO3MOBCIOIXKEHI AaBTOCOM-
HO-JIOMIHAHTHI 3aXBOPIOBAHHSI HaBEJECHO B Ta0JI. 6.1.

Axounaponaazis (OMIM 100800)

ABTOCOMHO-JTOMIHAHTHE 3aXBOPIOBAHHS, IO Xa-
paktepusyetbest 100%-10 MEHETPAHTHICTIO 1 JIeTalb-

HICTIO Jy1s roMo3uroT. Bix 80 o 95 % Bumnankis o0y-
MOBJICHO HOBMMH MYTAallisIMH, 5IKi yacTiie BigOyBa-
IOThCSl TIpU criepMaTorenesi. Yacrora B moOmyJsmii
1:100 000, cniiBBimHOIIEHHS craTeii M1:0K1.

XBopoba € pe3yIbTATOM MYTallidi TeHA PELenTO-
pa dakropa pocry ¢pidbpoodnactie — FGFR3 (fibro-
blast growth factor receptors), sikuit Jlokai30BaHMIA
Ha 4p16.3. Inmi MyTauii TOro X reHa MpU3BOIATh 10
PO3BUTKY TilTOXOHJpoIUIa3ii i TaHaTOQOPHOI Kapiu-
KOBOCTI (ajiebHa cepis).

XapaxmepHi KHiHiuHI 03HAKU aXOHOponaszii. XBo-
poba Moe OyTH A1arHOCTOBAaHA MPU HAPODKEHHI. Y
HOBOHAPO/KeHUX Makpouedais, 3pict 46-48 cwM,
YKOPOUEHHS KIHIIBOK 32 PaxyHOK IPOKCHUMAaJIbHUX
BiJUIUTIB, HAAMIPHI IIKipHI CKJIAJIKY HA TUTeYl 1 CTEerHi,
KHUCTI ITUPOKI 1 KOPOTKI, MAJIbIli pPO3TAIIOBaHI y BH-
IsiIl TpU3yOLs, yacTo izogaktuiis (puc. 6.2). Iicns
TOTO, SIK IUTHHA MOYMHAE XOJUTHU, HOPMYETHCS BU-
paXeHUH TOIMepeKOoBUii JTOP/I03 1 BapycHa Jedopma-
1lisl HYDKHIX KiHIIBOK (puc. 6.3). JIiTH BiICTAIOTh Y MO-
TOPHOMY PO3BHUTKY, iHTEJIEKT HOpMaIbHUK. Y 10-
pociux 3pict 120-130 cM, cnerudiuHe «BUCKOOJICHE
JI0KEUYKOI0» O0IUYYs: Makpoledais, BUCTYAI0Y
71000B1 OyrpH, CiATTONOIIOHMIA HIC, TPOTHATHU3M Y JIO-
pocnux. ITpu 3ByxeHHI XpeOETHOTO KaHaly MOXJIHU-
B€ CTUCKAaHHS CIIMHHOI'O MO3KY 1 BIAMOBigHA HEBPO-
JIOTiYHA cUMITOMAaTHKA. TPUBAIICTh KUTTS HE 3HU-
KeHa.

XapakTepHi 3MiHA Ha PEHTTEeHOrpaMi: 3MeHIICH-
HSl TIOTHJIMYHOTO OTBOPY, CTEHO3 CIIMHHOMO3KOBOTO
KaHAaITy; BKOPOYEHHS 1 CTOBILEHHS TPYyO4aCTHX KICTOK;
pO3TOpHYTI Kpujia KIyOOBOI KICTKHU, TTOKPIBJIsS BEPT-
JIIOXKHUX 3aIaUH CIUIOICHA.

Hiaenocmuxka CMHAPOMOJIOTIYHA, PEHTIEHOJIOTIY-
Ha.

Jlikysanus CAUMITOMATUYHE, OCTAHHIMH POKaAMHU
3aIIPOMOHOBAHA OPTOMEANYHA KOPEKIIis.

Tenemuunuii pusux ayst noromcrsa 50 %, gxkuo
XBOPHH OJIVH 13 OATHKIB.

Ipenamanvra diaenocmuka: BABHAYCHHS TOBXUHU
TpyOUacTux KicTok y 24-26 TWX BariTHOCTI (YyKOpoO-
YEHHSI CTErHOBOI Ta IJIEYOBOI KICTOK); MPU HEOOXi/I-
HOCTI — MOJIEKYJISIPHO-TeHETUYHA J1aTHOCTHKA.

Puc. 6.2. Cumnrom Tpu3yOIIs TpH aXOHAPOILIA3ii,
130JaKTHIIIA
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Tinoxonaponuazis (OMIM 146000)

XBopoba XapaKTepU3y€eThCSl MEHII TSHKKUM IIepe-
6iroM NopiBHAHO 3 axoHApoIUiasieto. ity npu Ha-
pOJIKEHHI MalOTh HOPMAaJIbHY Macy Tijia i 3picT.
BijicraBaHHS B 3pOCTi BiIMiYa€ThCs Miciast 3—4 POKIB.
3picT TOPOCIUX HUXKYE CEPEIHBOTO, CIIOCTEPIraeThCs
HEe3HAYHE YKOPOYEHHS KiHLIBOK 32 PAXyHOK MPOKCH-
MaJIbHUX BiAIiNniB, KOPOTKi KUCTi. ['o0Ba it 0Oy
HOPMAaJIBHUX PO3MIpIB 1 IPOMOPLii.

TanaTtodopna kapaukosicts (OMIM 187600)

Bona 3aBxau € pe3yibTaToM HOHHO BUHUKIIOl MY-
TalIlil, 1 JIeTATbHUI CUHAPOM. XapaKTepHe pi3Ke YKO-
pOYEHHSI KIHI[IBOK, MaJIbIiB, 130JJaKTUJIisl, By3bKa
rpyAHa KIiTKa, Makpoledanis 3 BUCTYIal0YUM YO-
JIOM, 3aIlajiuM MepeHiccsiM. 3MEHIIEeHHs PO3MipiB pe-
6ep 1 By3bKa IpyJHa KIIITKA IPU3BOJSITH JIO CMEPTI B
Mepiol HOBOHAPOHKEHOCTI Uepe3 peciipaTopHi po3-
JTaau.

AxpouedanocuHIAKTHITIL

I'pyna aBTOCOMHO-TOMiHAHTHUX 3aXBOPIOBAHbD,
SIKI XapaKTepu3yloThCsl akpoluedaiero 1 CHHIAKTH-
JIEFO PI3HOTO CTYIICHS.

Cunapom Anepa (OMIM 101200)

e tum [ akpornedatocHHIaKTHIII — 3yCTpiYa€Th-
cs1 B momyJisiiii 3 uacrororo 1:160 000, ciiBBigHOIIEH-
Hs ctateit M1:2K1. XBopoba BUHUKAE B pe3ynbTaTi
Myrallii rema perenrtopa ¢gakropa pocry ¢idpo-
6mactie FGFR2 (10q26).

Kninika. Cuagpom Amnepa XapaKTepHU3yeThCsl Ta-
KHMHU O3HAKAMU:

1. Cneuundiuna aedopmartiis yepena (akpouedatis)
1 MMUBOBI TU3MOPdil — IUIOCKE Y0JI0, eK30(TAIbM,
rinepTeaopusM, aHTUMOHTOJIOITHUH po3pi3 ouei, 3a-

Puc. 6.3. XBopi 3 axoHaporuiasieto (Makpoiiedaltis, yKOpOUeHHSs MMpo-
KCUMAaJIBHUX BIJUIUTIB KiHIIIBOK, BapyCcHa Ae(opMallisi HWKHIX KiHIIIBOK)

najie MmepeHiccsi, IporHaTu3M. Moxe OyTH IIUIMHA
niiHeO1HHs. AHOMaJTIs Yeperna OpMYyeThCsl BHACIIIOK
NepeIyacHoro 3aKpuTTs BB yepena (puc. 6.4).

2. IToBHA CUHIAKTWIIA KUCTEH 1 CTiIl.

3. Tsokka po3ymoBa BifcraicTs. CollianbHa ajarn-
TaIlis yTpyJAHEHa.

MoxuBi Bau TOJIOBHOTO MO3KY, Ceplis i Belu-
KHX cyauH. [IpOrHO3 XUTTS BUSHAYAETHCS TSKKICTIO
BiClIepaIbHUX BaJl.

Hiaenocmuxa. CHHIPOMOJIOTIYHA.

Ilpenamanvua diaznocmuxa MOXIUBA TIPU KBalli-
¢dikoBanomy Y3/ y 24-26 Tk BariTHOCTI. OCKUTEKH
XBOpo0a, sIK MPaBUIIO, € HACTIIKOM HOBOI MyTallii, pu-
3MK 7151 CHOCIB MiHIMaJIbHUH.

Cunapom Mapdana (OMIM 154700)

Ie cnankoBe 3aXBOPIOBAHHS CIOIYYHOI TKAHUHH.
CunznpoM xapakrepusyerbes mpaktuaHo 100%-to me-
HETPAHTHICTIO, PI3HUM CTYIIEHEM EKCIIPECHBHOCTI
(puc. 6.5), 1eTaapHICTIO U1t TOMO3HUTOT.

VY eBpomneiicbkiil momysLii yacTtoTa CTaHOBUTh
1:10 000-1:15 000, cmiBBigHOIIeHHsT cTaTeir M1:K1.
Yacrime xBopoba ycmankoByerbes, B 25-30 % Bu-
MaJIKiB 3aXBOPIOBAHHS € PE3YJIbTATOM HOBOI MyTalfil.

3axBOPIOBAHHS 3yMOBJICHE MyTAllIEIO B T€HI OlJIKa
¢i6puniny (FBN1), sikuii TIokanizoBaHUN Y JOBrOMY
rieui 15-1 xpomocomu (15¢g21.1). ibpustin — rimiko-
MPOTEi, MO0 BXOAUTH A0 CKJIAAy CIOJYYHOI TKaHH-
HU. BiH MICTUTBCS B MDKKIIITHHHOMY MATPHUKCI, Xpsi-
max, CTIHKaxX CyJMH, KPUINTAJIUKY oKa Ta iH. [Topy-
IIeHHS CUHTE3Y (iOpWITIHY MPU3BOIUTH A0 TiNeppo3-
TSDKHOCTI CIIOJYYHOI TKAHUHM, 1110 0araTo B 4OMY IO-
SICHIOE XapaKTepHi 03HaKK XBopobu. Bussneno nopy-
HIeHHS1 OOMiHY KMCIIMX MYKOIIolicaxapuiiB (Iiko3a-

Puc. 6.4. Cungpom Arnepa (ak-
potiedartisi, CHHIAKTWIIIS KUCTEH 1
CTiI)
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Puc. 6.5. Bapioroua ekCripecUBHICTh TTpU cUHIpoMi MapdaHa:
a — B POJOBO/I BpaXOBAaHO TUIbBKM BUPaKEHI KINHIYHI GOpMH; 6 — B POJOBO/II MO3HAYCHO
BUITAJIKU 3aXBOPIOBAHHS 13 CTEPTOO KJIIHIYHOIO KAPTHHOIO

| 1

y — -kt..,

—a L b
Puc. 6.6. Cunnpom Mapdana y xBopoi 9 pokis

(TOBT1 TOHKI KiHIIIBKH, By3bKe 00JIMYYs, TIHKOMOI10-
Ha TpyJHA KIITKA, MJIOCKOCTOIICTD)

Puc. 6.7. ApaxHogakTWiisg npu cuHApOMi Map-
thana

MIHOTJIIKaHiB), 1110 MPU3BOJIUTH JIO IX HAKOTIMYEHHS B
OpraHi3Mi Ta HaAMIipHOTO BUIUIeHHS 3 ceueto. [Topy-
HIYETHCSI OOMIH OKCHITPOJIIHY — ICTOTHOT'O KOMITOHEH-
Ta KOJIATeHY, SIKMI TAKOX Y BEJIUKIHM KUTBKOCTI BH/II-
JSETHCA 3 CEUCHO.

Kninika. OCHOBHUMMY KJIIHIYHUMH KPUTEPISIMU CHH-
npomy Mapdana €:

1. Cxenerni anoMaiii. XapakTepHi O3HAKH: BHUCO-
KU 3pICT, acTeHIYHa craTypa (puc. 6.6), 10JIIXOCTEHO-
MeJTist (HEMPOMOPIHHO TOBT1 PYKH 1 HOTH), apaXHOJaK-
This (puc. 6.7), nilikononiOHa abo KimpomnoAioHa fe-
dbopmauis rpynaHoi KIITKH, KiQOCKoIi03, IITIOCKO-
CTOTIICTh, AoJixonedatis, By3bKHil JIMIIbOBUI CKEeT
(«mrTammAee» 00IUYYs), «TOTHYHE» migHeOiHHsA. Cro-
CTEpPIraeThesl TIMEPPYXIMBICTD CyrII06iB. M s131 yacTo
BIJICTAIOTh Y POCTI BiJI CKeJleTa, PO3BHHEHI c1abo.

IMpukaau TeCTIB, SIKi JIO3BOJISIFOTh BUBHAUYUTH Xa-
paKTepHi O3HAKHM Ypa)keHHS OIMOPHO-PYXOBOTO ama-
paty, HaBeZeHO B TaOI. 6.2.

2. VpaxxeHHs! CepLeBO-CyIMHHOI CUCTEMU. Xapak-
TEPHI MPOJIAIIC MITPAITLHOTO KJIallaHa, PO3IINPEHHS BU-
CXIJTHOT a0pTH, aHeBpH3Ma aopTu. Haifyacrimoro mpu-
YIHOIO PAHHBOI CMEPTI XBOPUX € PO3PHB AHEBPH3MU.

3. Maronoris 30py. Halvacrinie criocrepiraerb-
cs1 Miomis BHACIIAOK 30UIBIIEHHS JOBXWHU OYHOTO
s01yKa, ajne MoxiuBa rinepmerporis. CrnabkicTh
3B’A3KOBOT0 arapaTry KpPUIITAIHKA MPU3BOAUTH 10
Horo miaBUBUXY a00 MOBHOTO BUBHXY (JIMCIOKAIIS
KPUIITAIINKA), III0 MOXKE CYIPOBOJIKYBATUCS TPEMTiH-
HSM paiiayxkHoi obonoHku (ipumonones). Po3Busa-
I0THCSl BTOPMHHA IIIAyKOMa, BiAIIAPYBAaHHS CITKiBKH,
KaTapakTa. XapakTepHi rojrydi cKiepu.

4. THIIl KITIHIYHI TPOSIBH BKJIIOYAIOTH eMpizeMy i
CIIOHTAHHUH THEBMOTOPAKC 32 PaxXyHOK PO3PHBY Jie-
FeHeBUX «OyJ» (4acTillie y JOPOCIHX), TaCTPOITO3,
JIMCKIHE310 IIJTYHKOBO-KUIIKOBOT'O TPAKTy, Hedpo-
MTO3, CTETHOBI, MaxoBi U AiadpparManbHi TpUKi,
rinorIas3ito M’si3iB 1 MiAMKIPHOI KIITKOBUHH, M’SI30-
BY TIIOTOHIIO, CTPHUI HA MIKIPi, PO3IIUPEHHS TBEPAOL
00OJIOHKYU CITUHHOTO MO3KY B TIOIIEPEKOBO-KPHIKOBO-
My BIJIUTL Ta iH.

5. TIcuxOHEBPOJIOTIYHI TOPYILIEHHS MOXKYTb OIS~
raT y TiJIBUIIICHIA HEPBOBiH 30y UTMBOCTI, ACTEHOHEB-
POTHUYHOMY CUHIPOMi, EMOLIIHO-BOJIbOBUX [TOPYILIEH-
HSIX.
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Tabnuus 6.2. JliarnocTuuni Tectn npu cunapomi Mapdana

KoiniuHa o3Haka Tect

JomixocTeHOMETis CHiBBiHOIIIEHHS JOBXWHY KUCTI 10 3pocTy, moMHoxene Ha 100 %, 6inbme 11 %
CHiBBITHOIIEHHS JOBXWHU CTOITH JI0 3POCTY, ToMHOXeHe Ha 100 %, oimpmre 15 %
PizHuIISE MiXk BETMUMHAMU PO3Maxy PyK i 3pOCTOM OiIbIe 7 cM

ApaxHOTaKTUIIis Benukuii nasnens J1erko ykiagaeThes MOMepeK J0JIOHI 1 B IIbOMY MMOJIOKEHHI
BUCTYIAE 32 ii yJIbHApHUN Kpaid
JoBXHHA CepeTHBOIO nabls KHCTI TePEBHIILyE 10 c™m
[MarieHT JIETKO OXOILTIOE 3aIT’ ICTOK MI3UHIIEM 1 BETMKUM MaJIbIeM

lneppyxnuBicTh Benukuii manens TOpKaeTHCS MEPEIIUTIYYs TPU 3TUHAHHI 3aIT ICTKa

Cyrio6iB [MacuBHe po3rrHaHHS Mi3HHIS Ha 90°
Ilepepo3ruHatHs 000X JIKTHOBUX 1 KOJIHHKMX CYIJIO0IB OlibIl HiXK Ha 10°
HopcanpHe 3ruHAHHS CTOMHU Oinbiie 45°

CepeIHsl TPUBAJICTD XKUTTSI XBOPOT'O BU3HAUAETHCS
CTYIIEHEM YPasKeHHSI CepLIEBO-CYIMHHOI CUCTEMH. 3a OC-
TaHHI POKM BOHA 3HAYHO 301IBIIMIIACS 1 CTAHOBHUTH
O6m3bKO 45 POKIB. 32 HOPMAITBHUX YMOB TIpAlli Ta BiIO-
YHHKY XBOPI MOXYTb KHTH JI0 TIIMOOKOI CTApOCTi.

Hiaenocmuka TpyHTY€ETbCS HA BUBYEHHI CIMEHHO-
ro aHaMHe3y, XapaKTepHOMY (peHOTHIII XBOPOro, Ia-
HUX KapIioJIOTIYHOTO i OQTaIbMOJIOTIYHOTO 00OCTe-
»keHHd. bioxiMiuHa aiarHOCTHKA: T ABUIIEHHS JOOOBOL
EKCKPellii OKCUITPOJIIHY 1 TJTIKO3aMIHOTJIIKAHIB 3 CEUekO.
Mo>IMBa MOJIEKYJISPHO-TEHETHYHA JIIaTHOCTHKA.

Jlikysanns:

— HeMeJMKaMeHTO3Ha Teparis (madip ajaexkBat-
HOTO PEeXHUMY, OOMeXeHHs (PI3MYHNX HABAHTA)KEHb,
JiKyBaJIbHA (I3KYJIBTYpa, Macax, (iziorepartis);

— JieToTeparisi — peKOMEHJI0BaHa 1ka, OaraTta
OUTKOM, KOJIATEHOM, 1HIMBIAyaIbHO MiiopaHuMu 6io-
JI00aBKaMHU 3 HE3aMIHHUMH aMiHOKHUCIIOTaMU, MIKpO-
eNIeMEHTAMU, HEHACHYCHUMH JKUPHUMH KHUCIOTAMH 1
BiTaMiHaMu (oco6nuBo BiTamiHamu C i E);

— MeIUKaMEHTO3Ha Teparlisi, MO BKIIOUAE MPH-
3HAYCHHS aHT10MPOTEKTOPIB, BEHOTOHIKIB, €HEPIreTHY-
HUX 3aC00iB, BITaMIiHIB, IMyHOMO/YJISITOPIB.

[ManienTn noTpedy0Th AUCIAHCEPHOTO CIIOCTEpPe-
eHHsI 6araThox (paxiBIiiB, MmepIn 3a Bce, Kap/ionora,
OKyJIicTa ¥ opTomena.

I'enemuunuii pusux JUTsl TOTOMCTBA XBOPOTO reTe-
po3urotHoro 6arbka craHoBUTH 50 %, uepe3 Bapito-
BallbHY €KCIIPECUBHICTH XBOPI JIITU MOXYTh MATH SIK
OLTBII TSDKKY, TaK 1 Jierury popMy CHHIPOMY.

Ilpenamanvua diaenocmuxa: JlarHOCTYBATU CUH/I-
pom Mapdana MoxHa 32 30UTBIIIEHHSIM JIOBTUX TPYO-
YACTHUX KICTOK ITIOJIA, MOXJIMBA MOJICKYJISIPHO-TCHe-
TUYHA JIIAaTHOCTHKA.

Cunapom Enepca — Jlanio

Lle reHeTMYHO TeTEPOTEHHE CMAIKOBE 3aXBOPIO-
BaHH;I CIIOJIyYHOI TKAHUHHU, TIOB’13aHe 3 MOPYLICHHSIM
cuHTe3y KoyareHy. KonareHoBi BOJIOKHA y XBOPHX
MAa[OTh HEMPaBWIbHY (OpMY 1 pO3TAIlIOBaHI HEYIIO-
PAIKOBAHO, 1110 TIOB’SI3aHO 3 MYTAIIIEIO TeHIB KoJjare-
Hy a00 reHiB (epMeHTIB, 5IKi OEpPYTh yUacTh y J03pi-
BaHHI MOJIEKYJIM KOJIareHy. 3a KJIiHIKO-T€HeTHYHUMHU
KPUTEPISIMU 3aXBOPIOBAHHS MiAPO3AUIsIeEThCs HA 11 TH-
MiB, 10 YCITaIKOBYIOTHCS aBTOCOMHO-IOMIHAHTHO, aB-
TOCOMHO-PEIECUBHO 1 3YeIIeHO 3 X-XpPOMOCOMOIO.
UYacroTa 3axBoproBanHs gopiHIoe 1:5000 (Bci popmm).

Hns cuanpomy Enepca — JlaHmo xapakTepHe ypa-
JKEHH$ MPAKTUYHO BCiX opraxiB i cucreM. HaliBaxu-

BIIIUMU JIATHOCTUYHUMH KPUTEPISIMU XBOPOOU €
Taxi:

1. IMaTosoris IHKlpI/I XapaKTele 6apX8.TI/ICTICTB
rinepelacTUYHICTh 1 BPa3IUBICTh MIKIPH, MMiIIKipHI
BY3JIMKHM, MHOKUHHI PyOIli THITy IUTapPKOBOTO Iarie-
py, MiABHUIIEHA KPOBOTOUYMBICTb.

2. YpaxxeHHs OMOPHO-PYXOBOI CUCTEMHU: Tirep-
MOOUIBHICTB CYTIJIO0IB PI3HOTO CTYIEHS BUPAXKEHOCTI,
nedopmarrii xpeoTa.

3. VpaxxeHHS cepIIieBO-CyIMHHOI CUCTEMU: TTPOJIATIC
MITPaJIBHOTO KJIaTlaHa, MHOKHUHHI aHEBPU3MH, BapH-
KO3HE PO3LIMPEHHS BEH.

4. IHmi cUMNTOMM, XapaKTepHI I KOJareHo-
MATIN: TNepPPO3TSHKHICTh TKAHWH OYei, TeHepalti3oBa-
HUH TapaJIoHTO3, 3MIHU 3yOHOT GOPMYJITH, TPUXI Pi3-
HOI JT0KaTi3aIlil, CINTAHXHOIITO3, CIIA0KICTh IIOJOBUX
000JIOHOK, CTPIMKI MTOJIOTH.

Jliaeznocmurxa Ha OCHOBI KJIIHIKO-T€HEaJIOTIYHUX
JIAHUX 1 JJaOOPATOPHOTO JTOCIIKEHHSI. XapaKTepHe
MIJBUIIEHHST €KCKpellii TTiK03aMiHOTIIIKaHIB 1 OKCH-
MpoJIiHy 3 ceveto. st TOUHOI imeHTHdIKaIii THITY XBO-
poOu — BHU3HAYEHHS aKTUBHOCTI (DEPMEHTIB 1 THITY-
BaHHS KOJIATEHY.

[MpuHIMNM TIKYBaHHA TaKi X, SIK 1 IpU CHHAPOMI
Mapdoana.

ExTpogakTuiis

Lle reTeporenHa rpymna aHoMaJIii KUCTeH 1 CTiII, Xa-
PaKTEepHU3YETHCS OJITOAAKTUIIIEIO 1 aMyIa3iero cepeIuH-
HUX KOMITIOHEHTIB KHCTI 1 (a060) CTONHU 3 yTBOPEHHSIM
KHCTI (cTOTH) Y (bopMi «xJTiIHI paka» (puc. 6.8). Ya-
CTOTa B nonynfu_{u 1:90 000. XapaKTele BapiroBalb-
Ha eKCIPECUBHICTD 1 MEHeTPaHTHICTh. JIikyBaHHsI —

opToncanvyHa KOpeKHlH.

Puc. 6.8. ExTponakTuiis crin (ctomna y ¢popmi
KJTITHI paka»)
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Tabnuus 6.3. [Mpukiiaan BpoaKeHNX Baj] PO3BUTKY 3 ABTOCOMHO-PEIIECUBHUM THIIOM YCHAAKYBAHHS

Has3sBa cungpomy

Jloxkaizalis retis

MiHIMaJIbHI JIarHOCTHYHI O3HAKHA

15q15-q21

(Ne OMIM)
Anodramemis (206900) 3q26.3-q27 BimcyTHicTh oueit
Tononposennedanis I'enernuno HeposaineHHs nepeaHboro Mo3Ky Ha ITiBKYJIi, CEpeIMHHA
ciMmeitHa ajjobapHa rereporeHHa Baja LIUTMHA TYOH 1 TTHEO1HHS, TIIOTEIOPU3M
(236100) 21g22.3

2q37.1-q37.3

IMepBuHHA I'enernuno 3MeHIIeHHsT 00’eMY TOJIOBH, 3MEHIIIEHHSI MACH 1 pO3MipiB
Mikpotedais reTeporeHHa Baja MO3KY, PO3yMOBa BIJICTAIICTh; MOXYTb OyTH BTOPHUHHI
(251200) 8p23, 19q13.1-q13.2 Mikporehasi nmpu 6araTb0X reHHUX, XPOMOCOMHHX

i TEPATOTCHHUX CHHIAPpOMAax

Bamu kucri i cronn (eKTPOAAKTHITiS, CHHIAKTHITiS,
NOJTiTaKTHJTis)

Bouu MOXyTh OyTH CAMOCTITHUMH aBTOCOMHO-/10~
MIHAHTHUMH 3aXBOPIOBAHHIMHU a60 CHMITOMaMHU
IHIIMX MOHOT€HHUX 1 XpPOMOCOMHUX CUHIPOMIB.

6.7.2. ABTOCOMHO-PELIECUBHI
3AXBOPIOBAHHA

O3HakM aBTOCOMHO-PEIECUBHUX 3aXBOPIOBAHb
BUSIBIISIIOTHCS (DEHOTHUITIYHO TITBKU Y TOMO3UTOTHOMY
CTaHi, TOOTO XBOpa JIOAMHA MMOBUHHA MaTH 0OMIBA
MAaToJIOTiYHI MyTaHTHI ajieni. ['eH XxBopoOu mno3xa-
YAETHCS d, HOPMAJIbHUI reH — A. XBOpi MaloTh Te-
HOTHI aa, 300poBi — AA abo Aa.

151 aBTOCOMHO-PEIIECHBHIX 3aXBOPIOBAHb XapakK-
TEpHE TaKe:

1. 3a3Buyaii 6aThKU XBOPOI AMTHHU 3[OPOBI 1 TPO-
CTEXKUTH Mepeiavy 3aXBOPIOBAHHS 13 TOKOJIIHHS B I10-
KOJIIHHSI HEMOXJIUBO. B ciM’1 MOe OyTH KiJIbKa XBO-
pUX IiTeH, 13 OTHAKOBHUM CTYIICHEM BipOTiTHOCTI XBO-
PIIOTh YOJIOBIKH 1 IHKH. XapaKTepUCTHKA POJIOBO-
Iy mogaHa B 1. 4.2.2.

2. Jitu 13 3aXBOPIOBAHHSIMU, IO 3YCTPIUAOTHCS
PiIKo, HAPOKYIOTHCS YACTIIlIE B CIIOPITHEHHUX LIUTI00aX
a00 y BITHOCHO HEBEJIMKHX 130JIbOBAHUX MOITYJISIISIX.

3. SIx mpaBuMiIO, CIOCTEPIraeThCcsl MNOBHA IEHET-
PAHTHICTH IeHa 1 BIMIHOCHO OJHOPIJHA eKCIpe-
CUBHICTb.

4. Pu3uk HapoOJKEHHS XBOPOI UTUHU B CIM'1 3a-
JeKUTH BiJl TeHOTUNY OaThbKiB. 310pOBi OaThKH XBO-
POi IUTUHU € TeTEPO3UTOTHUMH HOCISIMH NATOJIOT1Y-
Horo reHa (Aa). Pu3uk Hapo DKEHHS XBOPOI JUTHHU
B TaKiil ciM’1 CTAHOBUTH 25 % IPH KOXKHIN BariTHOCTI.

SIKI0 oauH 13 OATHKIB CTpaXk1a€ Ha ABTOCOMHO-
peliecuBHE 3aXBOPIOBaHHS (aa), a IPYTHid 310POBHIA
(AA), To BCl AiTH 3I0POBI, ajle € TeTEPO3UTOTHUMHU
HOCISIMU PELIECUBHOI'O IATOJIOTIYHOI'O TeHa.

Cepen 3aXBOPIOBAHb 3 LIUM TUIIOM YCHAJIKyBaHHS
€ BPOJDKEHI BaJM PO3BUTKY, Pi3HI ClIaKoBi popmu rity-
XOHIMOTH, CIIINIOTH, HEPBOBO-M’30BI 3aXBOPIOBAHHS,
CITaJIKOBi XBOpOOU 0OOMIHY Ta iH.

ABTOCOMHO-pelIeCMBHi Ba/i1 PO3BUTKY

Ipuknaan aBTOCOMHO-PEIIECMBHUX BaJl PO3BUTKY
HaBeJIeHO B Ta0i. 6.3.
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ABTOCOMHO-pelleCHUBHI XBOpOOH
HEpPBOBOI CHCTEMH

Cuninanbni M’s130Bi aTpodii

Le rereporenna rpyma 3aXBOpOBaHb, YCIIAAKOBA-
HUX MEPEBAKHO 32 AaBTOCOMHO-PEIIECUBHUM THIIOM,
[0 XapaKTEePHU3YIOThCS JCTeHEPALIEI0 KIITHH Tie-
peAHIX pOriB CIMHHOTO MO3Ky. HalimommpeHimoro
CIIHAJILHOIO M’S30BOI0 aTPO(]I€I0 JUTSIYOTO BIKY €
tun | Bepanira — lopdmana (OMIM 253300). Jlo-
kajizanis reaa 5q12.2-13.3. YacToTa 3aXBOpIOBaHHS
cranoButs 1:6000.

Lle apyra 3a 4acToTOIO JIeTaJIbHA aBTOCOMHO-Pe-
LIeCHBHA XBOPOOa cepes Jtoel Oinoi pacu micis My-
KOBICITU/IO3Y.

XBopoba MmoB’si3aHa 3 JIeTeHepalli€lo KITHH Tie-
PEIHIX POTIB CIIMHHOTO MO3KY B Pe3yJbTaTi JeJeIil
reHa SMN (Survival Motor Neuron — reH BHXHBa-
HOCTI MOTOHEHPOHA).

Kninixa. Tlig 4ac BariTHOCTI Mi3HE MIISIBE BOPYIIIiH-
Hs1 TUTo/1a. Bim HapoIKeHHs reHepalizoBaHa M s130Ba
TIMOTOHIsI, 3aTPUMKa MOTOPHOTO PO3BUTKY, aTpodis
M’SI31B Tyiy0a 1 MpOKCHMAIbHUX BB KiHIIIBOK.
BynbpbapHi po3naau: MIIsiBeé CMOKTaHHS, qucgaris,
cinabkuit kxpuk, Gidpunsamis M’ a3iB s3uka. Cro-
CTEepIraroThCs UacTa acripaillis, pecripaTopHi po3a-
1, mHeBMOHIi. CMepTh, K npaBwio, 1o 1-1,5 pokis
KUTTSL.

Hiaznocmuxa TPYHTYETBCS HA XapaKTEepHiil HEBPO-
JIOT14HIM cuMmnitomaTtuil. Enekrpomiorpama Bkasye Ha
YpaXXeHHs TIePeHIX POTiB CIMHHOTO MO3KYy. B kpoBi
He3HAYHE MiJBUIICHHS PiBHA KpeaTHH()OCPOKiHABH.
MosknBa MOJEKYJSIPHO-TCHETUYHA JiarHOCTHKA.

Ilpenamanvua diaenocmuxa 1HBa3MBHA, 3 MOJIEKY-
JSIPHO-TEHETUYHUM JOCIIHKEHHSIM.

Cnankosi xBopoou oominy peuoBun (CXO)

Lle HaituucieHHiIa Tpya aBTOCOMHO-PEIIECUBHUX
3aXBOPIOBAHB.

[MepeBaxkHa YacTHHA CIIAJKOBUX METaOOIYHUX
po3ajiiB MOB’sI3aHa 3 MYTAIl€I0 TeHIB, SKI KOAYIOTh
dbepmentu (pepmenrtomnatii adbo ersmmornarii). Kira-
CUYHUM IMPUKJIAZIOM MOXe OYTH rpyla 3aXBOPIOBaHb,
00YMOBIIEHUX MOPYIIEHHSIMH OOMiHY aMiHOKHUCIIOT
(puc. 6.9). CnagxoBi XBOpoOU 0OMiHY MOXYTh OyTH
OB’ sI3aHI TAKOX 13 TOPYIIEHHSIM CTPYKTYpPH KJIITUH-
HUX PEIEeNTOpiB 1 KaHaJiB, TPAHCIIOPTHUX OiNKIB,
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IMYHHOTO 3aXHCTY, CHCTEMU BUIUIEHHsI KIHIIEBUX IIPO-
JyKTiB MeTaboiizmy. [1pu ¢pepMeHTONATISAX Y TETEPO-
3UuroT cuHTe3yeThes a0 S50 % ¢epmenty, uporo mo-
CTaTHBO JIJIs 3a0e3meueHHs (DyHKIIii, TOMY OUTBIIICTh
(hepMeHTOMATIH yCIaJKOBYETHCS K PEIECUBHI 3aXBO-
pioBaHHS (ABTOCOMHO-pEIeCUBHI a00 34erieHi 3
X- XpOMOCOMOIO) CnaakoBi XxBopoOu 0OMiHY peuo-
BIH, TIOB’SI3aHi 3 IIOPYIICHHAM OYIOBU CTPYKTYPHHX
61m<113 MOXYTb OyTH PELICCHBHUMH i TOMIHAHTHIMH.

IcHyroTh pisHOMaHniTHI Kiacudikamii CXO — 3a
THIIOM YCITaJIKyBaHHS, 32 XapaKTepOM MeTa0OIIYHUX
MOPYILEHb, 32 KIIHIYHUMH MTPOSIBAMHU Ta iH., aJie KO-
Ha 3 HUX He € BU4yepnHoro. [Ipuknany cnaikoBux mo-
pyllieHb OOMIHY PEeUOBUH HaBeJIeHO B Ta0. 6.4.

3a IPUHIAIIOM IIPOBITHUX MOPYIIEHbL OOMIHY pe-
YOBUH BUALIAIOTH TaKi I'PYIH XBOPOO:

1. IMopy1eHHst 0OMiHY aMIHOKHUCIIOT (aMiHOAIU/I-
ypii) — Q)eHaneTOHypm TOMOIMCTUHYPisl, alTbOIHI3M,
aJTbKANTOHYPIS Ta iH.

2. MopyieHHs1 0OMiHY BYIJIEBOJIIB — TrajlaKTO3-
eMisl, TJIIKOreHO3H Ta 1H.

3. IMopyuieHHsT OOMIHY JIMIAIB — JIMIIO3M TUIA3-
MaTHYHi (CIMeiHa TilepXoJieCTepUHeMis) 1 JIiI03u
KJIITUHHI — TaHr1io3un03u (xBopoba Tes — Cakca),
nepedpo3uo3u (xBopoba [omre) Ta iH.

4. TTopy1ieHHst OOMiHY ITypPHHIB 1 TIPUMIIUHIB — CHH-
npoM Jlermra — HixaHa, okpemi (hopMH ITOAarpH Ta iH.

5. IopyuieHHsT OOMIHY aMOHIEBUX CIIOJIYK — Jie-
(GInUT OpHITHHTpaHCKapOaMisia3u, rinepapriHiHeMis.

6. HopymeHHﬂ o6M1Hy nopdipuHiB — rocrpa
iHTepMiTyIo4ya nopdipis Ta iH.

7. TMopyienns: 6UTipyOIHOBOTO OOMiHY — CHH/I-
pomu [ly6ina — JIxxoHcoHa, Kpirnepa — Haitisipa ta
1H.

8. IlopymeHHss 0OMiHY OpPraHiYHUX KHUCIOT
(opraniuHi anuaemii) — NpomioHOBa, METHIMAIOHO-
Ba, 130BajiepiaHOBaA aIyieMil.

9. MMopyumenHs oOMiHy MeTalliB — XBopoOa
Biascona — KonoBanosa (0OMiH Mifi), TeMoXpoMa-
TO3 (0OMIH 3aJ1i3a) Ta iH.

10. TTopyiieHHs] CHHTE3y TOPMOHIB — TIMOTHpE-
03, BpOJ/I)KEeHa TirnepIuiasisg HaJHUPKOBUX 34J103.

11. CnaaxoBi XBopoOu 0OMiHY CITOJIy4YHOI TKAHU-

HU — xBopoOa Mapdana, cunapom Enepca — Jlan-
JI0 Ta iH.

12. TlopyieHHsI TpaHCIOPTY XJIOPHIIIB — MYKO-
BiCLIMIO3.

13. Cnaaxosi xBopobu oominy (CXO) Tpancnopt-
HUX CHUCTEM HUPOK (TyOynomaTii) — HUCTUHYDIf,
BiTaMiH-D-pe3nucTeHTHHUI paxiT Ta iH.

14. CnagkoBi reMorino0iHomnAaTii.

15. JIizocoMHI XBOpOOW HAKOTTMICHHS — MYKOIIO-
Jicaxapuio3u, ciHroimiIo3u.

16. Ilepokcucomui xBopobu — xBopoba LlenbBe-
repa.

17. MiToXOHapialIbHI XBOPOOH.

18. Cnankosi imynonedinutai cranu (CXO neit-
KOITUTIB 1 JTIM(OITUTIB).

19. CXO eputpoHy — IeMOJIITHYHI aHeMii, Hello-
CTaTHICTh IIII0K030-6-hocdaTmerigporeHasu ta iH.

20. CXO 1UIyHKOBO-KHUIIIKOBOI'O TPAKTY — CHH/I-
poM MaTbabCcopOLii MpU HEAOCTATHOCTI AUcaxapuaas
Ta iH.

3a kmiHivHEMHA TIpossBaMu CXO MOXyTh OyTH
MIAPO3AUICH] TAKUM YHHOM:

— HEeWpOM SI30Bi;

— CHJIOKPHUHOIIATII;

— IICYIHKOBI;

— CIIOJIYYHOT TKAHUHH;

— KHIIKOBI (CHHIPOM MOPYIIEHOTO KHIIKOBOTO
BCMOKTYBaHH);

— epUTpoLUTapHI (remMoriobiHomarii);

iMyHozLe(biuHTI/I'

— penapauu JAHK;

— JII30COMHI — XBOpO6I/I HAKOIUYCHHS;

— MITOXOH/IpiajIbHi;

— TIEPOKCUCOMHI.

IMaToreHes pepMeHTONATII CKIAMAETHCS 3 KUTBKOX
naHok (puc. 6.10). Y pasi BigcyTHOCTI a00 IIpH 3HU-
JKEHH1 aKTUBHOCTI (pepMeHTy, 110 IepEeTBOPIOE pedo-
BuHY A Ha B, cocrepiraerscs:

1. Hakommmuenns cyoctpaty A. Hammumoxk cy0-
CTPATy BUSBISETHCS B KPOBI, cedi 400 HAKOTIMYYETh-
Csl B KJITMHAX 1 TKAHUHAX.

2. 30iIbIIIEHHST KUTBKOCTI MeTaboJIiTIB cyocTpaTy
A (merabomitu E, F) i nmosiBa #ioro aHoMajabHUX Me-
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Tabnuusg 6.4. IIpukiaaau cnagKkoBUX NMOpyIIeHb OOMiHY pe4OBUH
(wactotm 3a C. 1. Ko3oBoro i cniBaBT., 1996 i H. I1. Boukosum, 2001)

Hassa 3axBoproBaHHS Yacrora Jlokamizarris MiHiMaJIbHI JIarHOCTUYHI O3HAKH
(Ne OMIM) B MOMYJISAIIi re’a
[MopymieHHs: 0OMiHY aMiHOKHCIIOT
DeHUTKETOHY IS — 1:6000 12g24.1 [TigBumiena 30yMBICTD, TineppedIeKcis,
MOpYIIEHHsT OOMiHY 1:10 000 MTIBUILICHUI TOHYC M’SI31B, «MHIIAYMIA 3aI1aXx».
AMIHOKHCIIOTH (heH1I- [Ti3Hime — po3yMoBa BiJICTaIICTh, BTOPUHHA
anasiny (261600) Mikporiedaltisi, SMEHIIIEHHS ITITMEeHTAIli] IITKIpH,
BoIoccs, pailmyxku. [1pu paHHbOMY TIpH3HA-
YEHHI JTIETH — HOPMAJIbHUI PO3BUTOK
OuHOUIKIpHU] 1:39 000 11q14-q21 TotayibHa AemirMeHTAallisl IIKipU, BOJIOCCS, OYe;
amb0iH3M (Tam [ A) — CBITJIOOOSI3Hb, YePBOHUI 3IHMUHUHN pediiekc.
MOPYIICHHST OOMIHY Paiinysxka 3a3BUuail cipo-OJITaKUTHA, aJie MOXKe
AMIHOKHCIIOTH TUPO3HU- OyTH pokeBa
Hy (203100)
AJIbKANTOHYPIST — ? 3q21-q23 OcTeoapTpuTH, OXpPOHO3 (OJIAKUTHYBATE 3a-
MOPYILCHHST OOMIHY GapBIICHHS XPAILIB HOCA 1 BYX), IpU Tiepedy-
(beHiaaniny 1 TUPO- BaHHI Ha MOBITPI ceya TEMHIE
3uHy (203500)

[MopymenHs: 0OMiHy BYIJIEBO/IB

a. Jedextu pepMeHTIB, 110 PO3IMIEIUTIOIOTh MOHOCAXAPHU/IH 1 JUCAXapHIN

lanakrosemis — mopy-
LIeHHA 0OMiHY MOHOCa-
XapuIy rajakTo3u
(230400)

1:35 000
1:150 000

9p13

IMosiBa mepIMx CUMIITOMIB ITICIISI CIIOYKUBAHHS
MoJioKa. BincraBaHHS y ICUXOMOTOPHOMY PO3-
BUTKY, KaTapakTa, refaToMeraiis, >KOBTSHHLIS.
Tanaxrosypis. [Ipu paHHBOMY IpU3HAUEHHI
JUeTH (CrelianbHi cyMint 6e3 JTaKTO31) — HOp-
MaJIBHAI PO3BUTOK

6. JlepexTu epMeHTIB, 110 PO3MICTLIIOIOTH MOJTICAXAPUIN

I'mikoreHo3u — MOpPY-
HICHHS KaTaboJTi3mMy
TIIIKOTeHY, XBOpoba
HakonuyeHHs. Ornuca-
HO 13 Tumis

1p21, 3pl2
17921, Xq24
Ta 1H.

BinknagaHHs TIIIKOTEHY B PI3HUX TKaHWHAX.
BincraBanHs B pocTi, renaToMerasisi, Tirno-
[JIIKeMist, M’SI30Ba TIIOTOHIs, KapAioMeratis,
«ISUTBKOBE OOJIAUUSDY

IMopy1eHHs: OOMiHY JIiITi/iB

CimeiiHa rinepxoJecre-
pYHEMIsl — MOPYIICHHS
CHHTE3Y pelenTopa 110
JITTHT. A/l tun ycniaz-
kyBaHHs (143890)

Aa
1:200
1:500
AA
1:106

19p13.2

Panmiii aTepockiiepos, iHpapKTH, IHCYIbTH,
KCAHTOMH Ha IIKIpi, B CYXOKWITAX. Y TOMO3M-
roT (AA) Tsbkda popMa, HiXK y TeTepo3uroT (Aa)

JlizocomHi xBopoOU Ha

KOIMMYCHHA

MykomnoJticaxapuao3u — 4p16.3, 7921 | Ypaxenus LTHC i criony4yHoi TkaHuHU. Bigkiia-
— TMOPYIIeHHS KaTabo- 3p21, 12q14 | manus raiko3aminoriikanis (I'AT) y meuii,
JII3MY TJTIKO3aMiHOTTI- Xq28 Ta iH. | cemesinii, miokapmi. TyropyxmusicTs i medop-
kaniB (I'AT), xBopoOa Maiiii cyrio0iB, gedopmartii xpedTa, BiICTaBaH-
HakonmuyeHHs. Omnwca- HS B POCTIi. 3HIKEHHS IHTEJICKTY, KaTapakTa,
HO 14 THmiB 3 migTHIA- TYTOBYXICTb, Kap/IlOMerallisi, ypaxeHHs! Kia-
mu (AP 1 onun XP) maHiB cepiis. ['py0i prck oOmmays
GM2-raHrmio3u03 1:3600 cepen 15923-q24 3 4-5 mic BificTaBaHHS B ICKXOMOTOPHOMY PO3-

(xBopoba Tess — Caxk-
ca) — MOPYIICHHS Ka-
TabOJIi3My TaHTJIiO-
3uJIiB. XBOpoOa HAKO-
mryeHHs (272800)

€BpEIB-allIKe-
Ha3li,
B 1HIIUX
TTOTIYJISIIISIX
1:360 000

BUTKY, CUIMITTOM «BHIITHEBOI KiCTOYKI» Ha OYHO-
My mHi. Crinora, riryxoTa, imoTis. CMepTb y 3—
4 poku. JedinuT rekco3amiHigasu A B cpo-
BAaTI KPOBI 1 TKAHUHAX
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Saxinyenns maoan. 6.4

Ha3zga 3axBoproBaHHs Yacrora Jokanizarris MiHiMaJIbHI JIaTHOCTUYHI O3HAKH
(Ne OMIM) B TIOTYJISIIT reHa
IMopyuieHHss 0OMiHY TTypUHIB

Cunapowm Jlema — - Xq26-q27.2 Po3ymoBa BifcTaliCTh, XOPEOATETO3, aBTO-

Hixana — tun ycras- arpecist 3 CaMOYIIKO/HKEHHSIMU (KYCarOTh

kyBanHs XP (300322) TAJIbII, SI3UK 1 T. iH.). [TiqBUIEHHS PiBHS
CEYOBOI KUCJIOTH B KPOBI Ta ceyi

[MopymenHs 0OMiHy Mifi

l'ematonenTuxyasipHa 2-3:100 000 13q14.3-q21.1 | 3HWKeHHs KOHLEHTpAIlii LiepyIoIIa3MiHy

JiereHepatiist (xBopoba B IUIa3Mi, BIAKJIAAAHHS Mifl B IT€UIiHI, ITOTIM —

Binbcona — Konosa- y TOJIOBHOMY MO3KY, HUpKax. ['enaTur,

soBa) (277900) 1[0 HArajye€ XpOHIYHNN aKTUBHUI TeMaTuT,
renaro- i crieHoMeraitisi, ypaxenust [THC
(mucdarist, muzaptpis, rinepkinesn). Kinbie
Kaiizepa — Dreiiepa Ha paimayxii (Bigkia-
nanHs Mifi). JIikyBaHHS 1a€ Xopoiuii edekT

IMopymenns oOMiHy 3aiiza

ITepBunnMil reMOXpo- 1:500 6p21.3 [MocuiteHe MOTNMMHAHHS 1 HAKOTIMYEHHS 3aJTi3a B

Mato3 (235200) TKaHWUHAX TMEYIHKY, MIILTYHKOBOI 371031, Cep-
1151, epe/Hii yacri rinogiza. B pesynbrati —
LIMPO3 MIEYiHKH, IIyKPOBUH1 /1iabeT, MOpyIIeHHs
PETPOIYKTUBHOI (DYHKIIII, KapaioMionaris,
rineprirMeHTanis mkipy, apTputa. [linBuine-
HUH BMICT CUPOBAaTKOBOT'O (hDepUTHUHY 1 CUPO-
BaTKOBOTO 3ai3a

[MopyieHHs TpaHCIOPTY XJIOPHUIB
MykoBiciuo3 (Kicro- 1:1600— 7q31.2 PermanBytodi MHEBMOHIi, HOPYIIEHHS
(hiObpo3) — mopymIeHHs 1:2500 BUIUTEHHS (hepMEHTIB T ITUTYHKOBOI 3aJI03H,

TPAHCIIOPTY XJIOPHUIIIB
y KJIITHHAX, BUAUICHHS
TYCTOI'O CITU3Y
(219700)

MTOPYIICHHS! BCMOKTYBAHHS B KHIIIKaX.
V 4oi0BIKIB Oe3IUTaHICT. [TinBUINEHHS
KOHIIEHTpallii I0HIB HATPIIO Ta XJIOPY B MOTI

ITopyienHsa cunTesy

TOPMOHIB

r.iHOTI/Ip603 — pi3HO- 1:3500 19p13.2-p12 Pi3ke BificTaBaHHS B TICKXOMOTOPHOMY PO3BHT-
plaHa 3a MpUYUHAMU 1:4200 KY, XapaKTepHUIA 30BHIIIHIN BUIIISLT (KOPOTKA
rpyna 3axBOprOBaHb, (yci popmu) M1, IIMPOKHH HIC, 3aralie TIepeHiccsi, By3bKi
OJMH 13 BU/IIB 3yMOB- OYHI IIJTMHY, HAOPSIKK MOBIK, MAKPOLJIOCIS,
JIEHUI HG(I)§KTOM B pinke Bosoccst). TpuBasa »KOBTSIHUIL, TpyOuit
TPaHCIOPTI HOAUIIB roJroc, OpaauKapmis, TITOTepMist. SHIKCHHS
(274400) piBHS THpOKCcHHY, mimBumeHHs TTT . [pu
CBOEUACHOMY JIIKYBaHHI XOPOIINH eeKT
AJtpeHoreHITaIbHUIA 1:5000 6p21.3 CinbpBTpavatoua opMa XapakTepU3y€eThCs

CHHAPOM (BPOJDKEHA
rinepruiasisi HaHAp-
KOBHX 3a5103), B 90 %
— XBOopoOa 0b6ymMoBIIe-
Ha aedirmrom 21-rij-
poxcunaszu (201910)

OJIIOBAHHSM, TaXiKap/Ii€ro, COHIUBICTIO, AETi-
paTaiii€ro, TIIMOHATPIEMIETO, TilEPKATIEMIETO,
aIyI030M, BipwibHa (OpMa y AiBYATOK BHSIB-
JISI€THCS MACKYJIHI3AIEI0 CTATEBUX OPraHiB,

y XJIOITYHUKIB 3 5—7 POKIB — MepeI4acHiM CTa-
TEBUM JIO3PIBaHHSIM, € TAKOXK 3Miliana gopma

IlepoxcrcomMHi XB

opobu

Cunnpom LlensBerepa
(214100)

7q11.23,
8q21.1,
126p21.1

3aTpUMKa POCTY, YePEITHO-JIUIILOBI JU3MOP-
¢ii, kaTapaxTa, remaToMeranis, 3aTpUMKa
MICUXOMOTOPHOT'O PO3BHUTKY
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Puc. 6.10. TlaTorenes ¢epMeHTONATIH (TTOSICHEHHS
B TEKCTI)

Ta0OJIITIB, SIKi TAKOXX MOXYTh BUSIBIISITUCS B Cedi Ta
KpOBI.

3. Hedinut HOpMaibHOTO MeTabotiTy B 1 ioro mo-
xigaux (C 1 D).

4, TTopyIieHHS B CYMDKHUX META0OIIYHUX HUTSIXaX
Yyepe3 3MiHy KOHIeHTpaliil peduoBuH A i B (y nanomy
BUITA/IKy — nopytieHHst peaxuii G-H).

3aJiexHO BiJI TOr0, HA IKOMY €Tl OJIOKYEThCSI TOU
caMuil MEeTaOOJIIYHUN TIISX, MOXJIUBUM € PO3BHTOK
PI3HMX CHAIKOBHX XBOPOO OOMIHY.

Hiarsoctuka CXO 3a KIIHIYHUMU O3HAKAMHU
CKJIa[IHA, OCKUIbKY KJIIHIYHA KapTHHA CIAJAKOBHUX XBO-
po6 oOMiHy mosiMopdHa i mepeKpuBaeThes. ToUHMIA
miargo3 CXO Mo’KHa BCTAHOBUTH 34 JOIIOMOTOIO JIa-
6opaTOpHUX MOCTIIKEHb (CKPUHIHTOBI 010XiMiuHI
METO/T 3 TTOTATIBIIINM YTOYHEHHIM JiarHo3y). OmHak
MIPH PI3HUX CHAJKOBUX MOPYIICHHSIX MeTaboi3My €
3araJibHi CHMIITOMM, SIKi JIO3BOJISIIOTH 3aI1/IO3PUTH IO
IpyIy 3aXBOPIOBAaHb.

3arajbHi CHMITOMH CNIAJIKOBHX MOPYLIEHb
00MiHy pe4uoBHH

A. JlaHi aHamHE3Yy:

1.V ciMeiiHOMY aHaMHe31 CMEPTh JiTell Y paHHbO-
MYy BIlIl.

2. HopmanbHuii niepe0ir 1iei BaritHocTi. Jith, sk
MPaBUIIO, HAPOIXKYIOTHCS JOHOIIEHUMH 1 30POBUMH,
10 TIOB’SI3aHO 3 KOMITEHCAIIIEI0 O10XIMIYHOTO Jiedek-
Ty (pepMEHTHUMU CUCTEMaMHU MaTepi.

3. XapaxkrepHoto ocobnuBicTio CXO ¢y XUTh Ha-
SIBHICTh OE3CMMIITOMHOTO IMepioay (3ajIeXHO Bij 3a-
XBOPIOBAHHS Bijl 2—3 JHIB JI0 KUTBKOX pokiB). e mo-
B’43aHO 3 MOCTYIIOBUM HAKOMUYEHHSM NMaTOJIOTIYHUX
3MiH 1 iX ()EHOTHITIYHUM TIPOSIBOM ITICIISI TIEPEBHIIICH-
HS NIEBHOI'O TIOPOT'OBOI'O PiBHS.

b. KiiHiyHi cUMITITOMM:

1. O3Haku ypaxeHHs1 HepBOBOi cuctemu. Cynomu
HE3PO3yMIJIOTO TeHE3Y, eI1i30/{1 HETPUTOMHOCTI Ta 1H-
1112 HEBPOJIOTIYHA CUMIITOMATHKA (MJISIBICTb, JpaTiB-
JIUBICTB, TIMO- 1 MMEPTOHYC M SI3iB, MIISIBE CMOKTAHHS
I 1H.) CIIOCTEPIraroThCs MPU aMiHOAIMIYPisAX, ITOPY-
IIeHHI OOMiHYy OpraHIYHUX KUCIOT. MOXYTh 3yCTpi-
YaTHCS aTETO3M, ATAKCIS Ta 1HIIIA HEBPOJIOTIYHA CHMII-
TOMATHKA.

2. 3aTpuUMKa NICUXOMOTOPHOI'O PO3BUTKY B JiTeH
PaHHBOTO BiKy, pO3yMOBa BIACTAJICTD y CTapIIUX Xa-
PaKTepHi JIs1 aMiHOAIUAYpik (peHiTKeToHYpii), XBO-
po0 HakomMYeHHsI (MyKOIIOIicaXapu103iB), TIIMOTHPe-
03y, TIOPYIIEHHSI 0OMIHY BYIJIEBOAIB (TaiakTo3eMii)
Tomo. s XBOpoO HAKOIMYEHHS XapaKTepHa BTpa-
Ta HaOYTHUX HAaBHYOK.

3. PenmniuBytoyi Haraim OIIFOBaHHS, Aiapest, Iopy-
LIEHHS 301IbIIEHH MacH. birroBaHHA I al{yi103 Iicis
MOYATKY TOJYBaHHS T'PyIHHM MOJIOKOM ab0 MOJouY-
HUMH CyMIllIaMU MOXYTb BKa3yBaTH Ha MOPYIICHHS
MeTabo0J1i3My aMiHOKHUCIIOT ab0 BYIJIEBOAIB (rajak-
To3emist). JIucrenTu4Hi po3iagr MOXKYTh 3’ SIBIISITHCS
ITicTIsl BBEAEHHS HOBOTO MPOJYKTY Xap4yyBaHHS.

4. HesBuuaiinuii 3amax ceui i moty. Ll o3Haka
XapakTepHa JUIsl aMiHOAIUAypiif, BOHA MOB’s3aHAa 3
BHUBEJICHHSM 13 CeUelo 1 TOTOM aHOMAaJlbHUX MeTa-
6outiTiB (TabII. 6.5).

5. He3Buualiinuii kouip ceui. Hanpukian, npu anb-
KanToOHYpii cedya TeMHI€ NPU BIJICTOIOBAaHHI, NpH
rop(ipii BoHa yepBoHA a00 KOPUIHEBA; ITPU CIAIKO-

Tabmuus 6.5. He3Bnuaiinuii 3anax cedi npu cnajkoBUX XBOPooax oOMiHy

BpomkeHi nopyiieHHst MeTaboI1i3My

3amax ceul

DeHUTKeTOHYPist

0OMiHy NeflIMHY, 130JIeHLINHY, BAIiHY
TuposuneMis

[3oBanepianoBa anumemis (3 JICHIIMHY YTBOPIOETHCS

MasbabcopOrtist METIOHIHY
B-METHIIKPOTOHUITTIITHY Pist
LuctuHypisi, TOMOIUCTUHYPist

XBOpo0Oa KIIEHOBOTO cupoIny (JISUIIMHO3) — MOPYIICHHS

130BajiepiaHOBa KUCJIOTA, 3aMICTh 3-METUIIKPOTOHOBOI)

Muiayuii
Knenosoro cupomy

3ripximii pubHUIT a00 KanmyCTsSHUN
(«KUTLITYO1 KaITyCTI)

[TiTHUX HIT 260 cupy

Kanycrsauit abo MpoKuciIoro nusa
Kotsyoi ceui
Cipuucruii
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BUX JieeKTax TPaHCIOPTY TpUNTOPaHy — OIaKUT-
Ha; IpU METreMoriIo0iHypii — KOpUUYHEBA; NpH
Jniaypii — MoJIouHO-01na.

6. 3MiHU BOJIOCCSA 1 MIKIPH — CXMJIBHICTB IO ITO-
MPUTOCTEH, JIePMATUTIB, TTOPYIICHHS ITITMEHTAIIII.

7. TenaTo- 1 CryIeHOMETaJTisi MOKJIMBI IIPU XBOPO-
0ax HaKOMUYEHHS (TJIKOTEHO3H), KOJIU MeTaboIiTH
BIAK/IAZAIOTHECS B KIITHHAX EYIHKHY 1 CEJIE3IHKU.

8. BijgcraBaHHs B pOCTi XapaKTepHE ISl MyKOBIC-
IAI03Y Ta IHIIUX ITOPYIIIeHb OOMIHY PEUOBHH, e op-
Mallisl CKelleTa — JUTSl MyKOTIOJIiCaxapHuI03iB Ta iH.

9. KatapakTta — OJIMH 13 CHMIITOMIB rajlakTo3eMmii,
MYKOIIOJTicCaxapumio3y.

10. TyroByxicTh XapakTepHa U MyKOIOJicaxa-
pHIO3Y.

B. JlabopaTopHi MOKa3HUKU:

1. An03 3 aHIOHHUM TIPOBAJIOM PO3BHBAETHCS
MpU aMiHOALIUAYPIsSIX.

2. TinepaMoOHieMis 3BHUUaitHO MOB’s3aHA 3 MOPY-
HIEHHSMU OOMiIHY CEYOBMHHM 1 OPTaHIYHUX KUCIIOT.

3. Criiiki BIZXWIEHHS BII HOPMHU IHIIMX MTOKA3-
HUKIB — TIITOTJIiKEeMisl, KETOHYPisl, TO3UTUBHA peak-
1Iis cedl Ha pelyKyIodl peUOBUHH, TirepOiipyOiHemist
(Tabm. 6.6).

Cepen CXO BUAUISAIOTH TPYIY 3aXBOPIOBAHb, SKi
CYIIPOBO/DKYIOTHCS TOCTPUM CTAHOM 1 OYPXJIMBUM I1e-
pebiroM y HeoHaTaIbHOMY TEPIO/Ii MICHIsI KOPOTKOTO
0e3cMIITOMHOTO Tiepiony. JIuTHHA, SKa 31A€THCS 3710-
POBOIO, IIPOTATOM KUTBKOX JHIB BiJIMOBIISIETHCS BiJl
K1, CTa€ MJISIBOIO, COHJINBOIO a00, HAaBIAKH, BKpai
30y TMBOIO 1 HECTIOKIHHOIO, BiIMIUA€THCS MPUTHIYEH-
HA pedIeKTOPHOI TisSUTbHOCTI, 3MiHA TOHYCY M SI31B
(M’s130Ba TiNMOTOHIS abo TinepToHis), cyaroMu. Mo-
KYTh HACTaTH JeTapris i koma. JIokampHa HEBPOIIO-
riyHa CUMITTOMATHKAa BHSIBIIETHCS pifiko. BomHouac
MOXYTb BIIMIYaTHCS TaAKI CHMIITOMH: OJIFOBaHHSI, AHO-
PpeKcisi, renaToMeralisi, peclipaTopHi po3ia i, reMo-
pariyHuii CHHIPOM, CyJIMHHA HEJOCTATHICTD, JIeTiapa-
Talis, auaI03, KeTo3, rinepaMoHiemis. Moxe criocre-
piraTucs panToBa cMepTh.

IMpuknagamu CXO, Mo MarTh TOCTPY CUMITTOMA-
THUKY B HEOHATAJILHOMY IEPiojli, MOXYTh OyTU HeKe-
TOTUYHA TIMEPrITiLMHEeMIs, CIaAKOBI AedekTn OiocuH-
Te3y CEYOBUHU (HEIOCTATHICTh OPHITUHTpPAHCKapOa-
MiJIa3u, apriHiHOYpIITUHOBA alMIYpisl, LIUTPYJIiHe-
Misl), OpTraHiyHi aruaemMii (THpo3WHEMIs, XBopoOa i3
3aMaxoM cedi KJICHOBOT'O CHPOITy, i30BaliepiaHOBa

Tabmuis 6.6. 3MiHu JTa00PATOPHUX NMOKA3ZHUKIB
MIpU CNAJKOBUX XBOpoOaxX o0Miny

3MiHH
J1abopaTOPHUX
MMOKa3HUKIB

CnankoBi XBopoOu 0OMiHy

Annpos i3 aHioHHUM| AMiIHOAIUYpil

MIPOBAJIOM

[normikemis [MopymeHHs ByrIeBOJHOTO
O0OMiHY, OpraHiuHi anuaemii,
JEeHIMHO3

linepamoHiemist Oprasiusi anuaemii,
MOPYIIICHHS] CHHTE3Y CCYOBUHU

Penykyroui lanakrosemis, GppyKTO3eMist

PEUOBHHU B ceul

aluIeMis), TopyuieHHs: 0OMiHy BYTJIEBOIIB (TaaKTO3-
eMisi) Ta iH.

Hyxe yacTo y miTeil paHHBOT'O BiKy 3 BPOJKEHUM
MTOPYIICHHSIM OOMIHY PEYOBHH BHCTaBJISIOTH JiarHO-
3U CEICUCY, NIEPUHATAIIBHOI eHlledasionarii, miopo-
CTEHO3Y, IEYiHKOBOI HeJIOCTATHOCTI Ta iH. Ha xopuctb
BPO’KEHOT0 MOPYLIEHHS OOMIHY PEYOBUH Y LOMY
BUIAJKY CBIAUUTUMYTh BIACYTHICTH €(EeKTy Bif] 3BU-
YalHOI Tepartii, TpOoTpecyBaHHs CUMIITOMIB Oe3 mepe-
KOHJIMBHX AJoKa3iB iH(ekIi adbo ypaxenus LTHC.

[Tino3pa Ha CXO crnpuunHsEe HEOOXITHICTH IIijTe-
CIIPSIMOBAHOTO OOCTEeXEHHSI XBOoporo. OcraTouyHUH
niarno3 CXO MoKHa BCTAHOBUTH 32 TOTIOMOTOIO Jia-
OOpaTOPHUX METO/IIB.

HAMIOIIUPEHIIII CITAIKOBI
XBOPOBU OBMIHY

Ilopymennsi 06MiHy aMiHOKHCJIOT.
®eninkeronypis (OMIM 261600)

®eninkeronypis (PKY) — oHe 3 HalBiOMIIIHNX
3aXBOPIOBAHb, ITOB’I3aHUX 13 MOPYIICHHSIM aMiHOKHC-
JOTHOTO 0OMiHy. BuaisieHo B caMOCTiliHy HO30JIOT14-
Hy ¢popmy A. @eninrom (1934). IMonynsuiiiHa yacro-
Ta B eBporelicbkux nomyismisx 1:10 000-1:17 000, B
VkpaiHi craHOBUTE y cepeqaboMy 1:6000 sxuBoHAPO-
mkenux. CrissigHonienus crareit M1:2K1. Yacrora
TeTEePO3UrOT B €BpONEHChKUX Tommysisax 1:50-1:100.

Knacuuna ¢opma 3axBoproBaHHs ((peHIIKETOH-
ypis I — 261600) nos’si3aHa 3 pedinuToM GepMeHTy
(beHinmanaHin-4-rigpoKCcUIasu, o MepeTBOProe GheHi-
amaHin (PA) ma THpO3uH. 'en @KV 3HaX0AUTHCS B
noBromy rmieui 12-i xpomocomu (12q22-24). T'en cek-
BEHOBAHMUIA, y OUBIIOCTI CiIMEH MOXJIMBA MOJIEKY-
JISpHO-TEHeTHYHA MpeHaTaibHa aiarnoctuka (JHK-
JiarHocTrka). Y reni onucaHo oOubiie 250 myrarii,
sIKi 0OYMOBITIOIOTH PO3BUTOK 3aXBOopioBaHHs. Haiiua-
crimmoro € myTaiiist R408W (3amiHa apriHiHy Ha TPHII-
toan y 408-my xooni). Hacrora wiei myTariii B Yk-
paiHni cranoBUTE 61-66 %.

Ilamoeenes PeHITKETOHYPII € KITACHYHUM IIPUKIIA-
JIOM TIOpYIIEHHS MeTa0oi3My npu pepMeHTOmAaTIsIX.
AXTUBHICTh (epMeHTY (eHinanaHiH-4-TipOKCUIa3H
Yy XBOpHUX MOXe€ CTaHOBUTH | % BiJ HOpMHU, IO TIPU-
3BOJIUTH JIO MIOPYIICHHS IIEPETBOPEHHS (heHITaIaHIHY
Ha TUPO3UH (IMB. puc. 6.9). Y maTorenesi GeHITKETOH-
ypii MOXXHA BUIUIUTH YOTHPHU MATOTCHETHYHI JIAHKH.

1. OckinpKu XBOPI HE 3/1aTHI ITepeTBOPIOBaTU (Pe-
HiJIaJIaHIH Ha TUPO3UH, TO BiH Y HA/JTUIIKY HAKOITHU-
YYETHCSI B KPOBI i €KCKPETYETHCS 3 ceuero. Y HOpMI
KOHIICHTpallisl (peHialaHiHy B KPOBi JOPIBHIOE 1—
2 mr/m. YV xBopux piBenb @A mocsrae 15 mr/mn i
BuIle. 30UIbIIEHHS BMICTY (heHiTalaHiHy crocTepi-
Ta€ThCS 1 B CIMHHOMO3KOBIN PiAMHI.

2. YTBOPIOIOTHCS 1HII MeTaOoIITH (eHinanaHiny
(beninmipoBuHOTpagHA, QeHUITONTOBA, HEHIIMOIOY-
Ha KUCIOTH), ki € Tokcnunumu s L{HC. Binbiia
YyacTUHA (PEeHIJIONTOBOI KUCIOTH 3’€THYETHCS B
MEYiHIll 3 TJIYTAMIHOM 1 €KCKPETYEThCS 3 CEYEI0 Y
¢dopmi deninaneTmrayraminy. Merabomitu ¢enin-
aJlaHIHy BUAUISIOTHCS 3 ceuero, moToM. HasBHICTh B
cedi (heHITITIPOBUHOTPATHOI KETOKUCIOTH 3YMOBITIOE
Ha3By XBOPOOW — (eHUIKeTOHYpisi. Buminenns aHo-
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MaJIbHOTO MeTaboumiTy — (PeHITONTOBOI KHCIOTH —
3YMOBJIIOE CIIEIU(IUHUN «MUIITAYU» 3aIax ceul, Tijia
1 0COOJIMBO T'OJIOBU AUTHHHU.

3. 3MeHIleHHS BMICTy TUPO3UHY CIPUYHHIOE I1O-
pYLIEHHS CHHTe3y MelaHiHy (ciabka mirMeHTauis
ouel, Bosloces), alpeHalliHy, THPOKCHUHY.

4. Bucoki xoHIeHTpalii (eHinananiny mopyury-
IOTh META0O0JII3M THIIMX CIIONYK:

— NPUTHIYYETHCS IIEPETBOPEHHS TpUNTOo(aHy Ha
CEpOTOHIH, IO CIPHUSE HAPOCTAHHIO PO3YyMOBOI
BifcTanocti;

— TMPUTHIYYETHCS TIEPETBOPEHHS TIIyTATIOHOBOI
KUCIIOTH Ha (ramma)-aminoMmacisiny (CAMK); ocran-
Hsl € HEUPOMEIIaTOPOM 1 aHTUKOHBYJILCAHTOM; TIOPY-
menHst cunte3y ' AMK nipu3BoasTh 10 CyoM;

— MOPYLIYETHCS CUHTE3 HIKOTUHOBOI KUCIOTH, IO
MPU3BOAMTD 10 AEPMATHUTIB 1 CTIHKMX MONPLIOCTEH.

Kninika. HoBonapomxkeni aitu 3 @®KY Ha Burmisig
HE BIJIPI3HSIIOTHCS BiJl 3M0POBUX, OCKIILKU OOMIHHI
IIPOLIECH B IEPiOJ BAriTHOCTI KOMIIEHCYIOThCS 3a pa-
XYHOK oprasi3my matepi. 3 67 mi6 Bmict @A B KpoBi
XBOPHUX IIEPEBUIIyE HOPMaJILHUK piBeHb 1-2 Mr/mi.

IMepiui 03HAKK XBOPOOW TOYHUHAIOTH BUSIBIISTUCS
Ha IpYroMy Micsii )UTTs. J{o paHHIX KITIHIYHUX CUMII-
TOMIB HaJeXaTh CTIHKI MOMPUIOCTi, crenudiyHmiA
«MHIIAuui» 3amax ceui 1 Tina (puc. 6.11). AutuHa
3IPUTAETHCS YBI CHI, 4acTO BiIpHUTYy€. 3Ae0LIBIIOTO
YiTKi CUMIITOMH 3aXBOPIOBAHHS CIIOCTEPIraloThCS Ha
4-6-My MICALSX KUTTs. XapaKTepHI BTpaTa paHille
Ha0yTHX HABMYOK 1 MOAAJIbIIA POTPECyIoya 3aTprM-
Ka IICUXOMOTOPHOI'0 PO3BUTKY. JIUTHHA He pearye Ha
OTOYYIOUUX, He (DIKCYe MOTIISA Ha SICKpaBUX irpar-
KaX, He CHIUTh, HE IIepeBEePTAETHCS Ha KUBIT. DeH1I-
KETOHYPisl BUSBJISIETHCS IiABUIICHOIO 30y IJIUBICTIO,
TiNepaKTUBHICTIO, MOPYIIEHHSM M’SI30BOTO TOHYCY,
TPEMOPOM, CYJOMHUMH EMUICNTUPOPMHUMH peaKili-
MU (4aCTO «KHUBAJIbHI» CYJIOMH, «3aMUCIICHICTHY,
MICUXOMOTOPHI Ta KOBTAJIbHI MapoOKCU3MHU Ta iH.),
1HOJI TeHEePAJTI30BAHUMU CyJIOMAaMU, JePMAaTUTAMU.
CriocTepiraeThCsi «BHIBITAHHSI» — BOJIOCCS 1 Ol
CBITJIIIAIOTH (CBITJIE BOJIOCCS, OJAKUTHUMN 1 cipuid
KoOJIp oueif), mkipa cnabo nmirmeHtoBaHa. [lepebir
XBOPOOU MPOTrpeieHTHHH. 3a BiJICYTHOCTI JIIKyBaHHS
JUTUHA IPOJOBXKYE BICTaBATH B NCUXOMOTOPHOMY
1 MOBHOMY pO3BUTKY. Hamasi criocTepiraeTbcst Mikpo-

?

Puc. 6.11. ®eninkeronypis (0iga mkipa, exzema)

112

nedaris, po3ymMoBa BIACTAIICTh BiJ AeOUTHBHOCTI J0
TsDKKUX (HOpM 1110Tii (cTapa Ha3Ba 3aXBOPIOBAHHS —
(beHimpoBUHOTpAHA 1110TIs).

VY kJiHIYHIA KapTHUHI HA TIEPINUI IJIAH BHUCTYIIA-
I0Th 3MiHHM 3 OOKY HEPBOBOI CHCTEMH, 11O TOB’I3aHO
3 BTOPMHHHUM YIIKO/UKEHHSIM MO3KY BHCOKHMH KOH-
LeHTpauisMu (eHiananiny i ioro metabomiTiB (¢de-
HUIIMPOBUHOTPaIHOT, (PEHUIMOJIOYHOI Ta (eHUTOTO-
BOI KHUCIIOT), @ TAKOX 3 MOPYUIEHHSIM OOMIHY THUPO-
3uHy, TpunTodany, cepoToHiny. [lopymryrorscs mpo-
necn Miemnizamii B8 IITHC, 3MeHIIyeThCs KiTBKICTh
HEWPOHIB Yy KOpI TOJIOBHOT'O MO3KY, CIIOCTEPITatOTh-
Csl 1HIII TICTOJIOTIYHI 3MiHU.

PanHs niarHocTHKa (EeHITKETOHYPIl Ta mpodiiax-
THYHE JIIKYBaHHS 3al00IiraloTh PO3BUTKY KIIIHIYHOT
KapTHHU XBOPOOHU.

OrnucaHo iHII BapiaHTH (PEeHITKETOHYPil, IPU IKUX
CIIOCTEPIra€ThCS HEIOCTATHS AKTUBHICTH HEe (pepMeH-
Ty @A-rinpokcunasu (rinepdeninananinemis 1 tumy,
abo kiacuvHa (PeHUIKETOHYPIs), a PepMEHTIB CUHTe-
3y TerparigpobionTepuny — AerinpodionTepuHpe-
nykrasu (rinepdenimananineMis tamy I1 1 I1T) a6o me-
rigpobionrepurcuHTeTaszm (TUM IV 1 V). Hedinur TeT-
parinpo6iontepuny (kopakTop (eHiIaIaHIHTIIPOK-
CHJIA3W) MPU3BOJUTH 70 TIOPYIICHHS CUHTE3Y TUPO3H-
HY i TpunrtodaHy, a 3roJlOM HeHpOTpaHCMITEePiB
DOPA i 5-okcurpuntodany. @opma OKY, nos’s3a-
Ha 3 JeiluTOM TeTpariipodionTepuHy, Ma€ THKIUMA
nepeOir, gieroreparis MajgoedekTuBHa. J1Jist TiKyBaH-
HS IUX THUIIB BUKOPHUCTOBYI0Th L-DOPA, 5-rimpox-
cutpunTodaH, 610N TEPUH.

Hiaenocmura 6a3yerbes Ha crieliPiuHIN KITHIYHIA
KapTUHI Ta pe3ysibTaTax 010XIMIYHOTO JIOCIHIKEHHS
cedi ((heHIIipoBHHOTpaAHA KUCIOTA) 1 KpOBi (Timep-
(beHimamaHiHeMis).

Panns miarHoctuka i mpodilaKTHYHE JIIKYBaHHSI
3 TIEPIIOTO MICAIIS XKUTTS IO3BOJISIOTH 3aI100ITTH pO3-
BUTKY KJIIHIYHHX O3HAK XBOPOOH, TOMY CbOT'OJTHI TIPO-
BOJIUTHCS MAaCOBUU CKPUHIHT HOBOHAPOJKCHUX Ha
¢eninkeronypir. I[ligsumenuit Bmict @A mMoxe He
crioctepiraTucs 10 3—4 IHIB )KUTTA, IOKU He BinOy-
JeThCs HaAXOJKEHHS OLIKiB 3 Dkero. [1s1 CKpuHiHTY
y BCIX HOBOHAPO/DKEHUX Ha 4—5-i1 JIeHb XKUTTS TIepe/t
BUITUCYBAHHSM 3 IIOJIOTOBOTO OYAMHKY MPOBOISTH
B3SITTS KPOBI Ha CIelialibHI OJJaHKU XpoMaTtorpadiu-
HoTO marnepy. [ImaMu KpoBi BUCYIIYIOTHCS 1 MOTIM
IIepPECUITAlOThCS B CIEmiabHy jJabopaTopir. s
CKPUHIHTOBUX JIOCITIIPKEHh MOXHA BUKOPHCTOBYBATH
(hII0OPOMETPUUHUI METO/T 13 HIHT1IPa3uHOM, TOHKO-
mapoBy xpomartorpadito aMiHOKHCIOT, MiKpoOioJIo-
riunuit Tect [atpi (muB. posain 10.6). V pasi orpu-
MaHHs pe3yJbTaTy aHami3y 3 piBHeM (peHinanaHiHy B
KpOBI BUIIE 32 JOMYyCTUMUIA (2 MI/1mj1) HEOOXiqHUI
TEPMIHOBUI BUKIIMK TUTUHHU B TEHETHYHY JabopaTto-
pito JUIsl IOBTOPHOTO OOCTEXKEHHS 1 MMPOBEACHHS Me-
JIMKO-TeHeTUYHOI KOHCYIbTalil ciM’i. [Ipu yrouHeHHi
JiarHo3y (heHITKeTOHY il MpU3HaYaeThes crienudidHe
JIIKyBaHHS.

XWOHOTIO3UTHRBHI pe3yJIbTaTH MOXYTh CIIOCTEpira-
THCS Y HEJIOHOIIIEHUX HOBOHAPOJKEHUX YHACHIIOK
CIIOBUIBHEHOTO JTO3piBaHHS (PepMEHTIB, SIKi OepyTh
y4acTh y MeTabolisMi eHuIanaHiny.



3 Ipyroro MIcSIIs XUTTS JUTHHHA CTA€ TTO3UTHUB-
HOIO Mpo0a 3 TPUXJIOPHKUM 3aji3oM (peakifiss Desin-
ra): 10 3 mi cedi moaaroTh 1 kpamto 1 M po3uuny
HCI, ctpymytoTs 1 1oaaroTh Kiibka Kpamnenb 10%-ro
po3unny FeCl; Sxmro B ceui micTuThes peHIIMIpOBH-
HOTpajJHa KUCJIO0Ta, 3’ ABJISEThCA CTiliKe 3a0apBiIeHHS
3€JIEHOr0 KOJIbopy. DEeHIImpOBHHOrpaIHA KUCIOTA
B CeYl BUBHAYAETHCS TUIBKH IICIISI TOTO, SIK piBeHb DA
B kpoBi nepeBuinye 10-15 mr/mi, Tomy Tect crae
IHQOPMATHBHUM TIIBKH 3 IPYTOTO MICSIIS KUTTS.

st Bepudikarii 1iarHo3y MOXHa BHKOPHCTOBY-
BAaTHU KINBKICHI BUCOKOTEXHOJOTIUYHI METOOU —
KUTBKICHY PIZIMHHY XpoMaTorpadiro, aMiIHOKHCIIOTHHHA
aMIHOQHAII3aTOP, MOJIEKYISIPHO-TEHETHYHI METOTH.

Jixysanus @KY nonsirae y HuzbkodeHinanaHi-
HOBI mieTi. OOMeXyeThbCsl HAIXOMKeHHS (eHTanaHi-
Hy 1 OiKa 10 MiHIMalIbHOI BiKOBOI moTpedu (deHin-
allaHiH — He3aMIHHA aMiHOKMCIIOTa, BOHA ITOBHHHA
HAJXOIMTH 3 DKEI0 y BIKOBUX HOopMax). 1o xap4yoBo-
IO paIioHy XBOPHUX BXOSATh OBOYi, (PPYKTH, COKH, a
TaKOX CIEliaIbHI MalOOUIKOBI MPOAYKTH (caro, BU-
TOTOBJICHI HAa KPOXMaJIbHIN OCHOBI XJTi0, BEPMIIIICITh,
Kpyma). BUcokoOiTKOBI MpoaykTH (M’sico, pubda, Mo-
JIOKO, XJ1i0) BUKITIOUArOThCs. JIJTs KOpekIlii XxapuyBaH-
Hsl BAKOPHCTOBYIOTH CITCIiaJIbHI O1JTKOBI T1IPOITI3aTH,
K1 He MaroTh (peHIIanaHiHy, ajie MIiCTSATh BCi iHIII He-
06xiani aminokucinotu («Jloderomaxy, «Denin-dpi»,
«Terpaden», «PKU-1»,«PKU-2» Ta in.). JIikyBaHHs
MPOBOJIUTHCS MiJi KOHTPOJIEM PiBHS (peHUIanaHiHy.

XBopi moTpedYIOTh AOAATKOBOTO BBEJCHHS
BiTaMiHiB, MiIHEPAILHUX PEYOBUH, MIKPOEIEMEHTIB. Y
pasi noTpeGu IPOBOIUTHCS CHMIITOMATUYHE JIIKyBaH-
HSl HOOTPOITHUMU 3ac00aMU, aHTUKOHBYJIbCAHTAMH,
IperapaTamMu 3 HepoMeniaToOpHOIO ai€ro Ta iH. He-
OOXIiJTHI KypCH Macaxy 1 JIIKyBaJIbHOI (i3KYIBTYPH.

Hieta 000B’s3k0Ba, JIOKH He BiIOyAeTbest aude-
pEHIIIOBAHHS HEPBOBOI TKAaHUHU (0 3aKIHUCHHS
MTITKOBOTO TIEpioy), B IEIKUX KpaiHax JieToTepa-
TSt TPOBOJUTHCS MIPOTITOM YChOTO KUTTHI.

Oco011BO BaXIIMBE JOTPUMAHHS TIETU [T KIHKH
JUTOPOJHOTrO BiKy. BariTHiCTh Mae OyTH IJIAHOBOIO,
3 MOCTIMHUM KOHTpOJIeM piBHA (eHinanaHiny. [Hax-
11e rinepgeHiaJaHiHeMisi MaTepi MOXe TPU3BECTH 10
HapOJDKEHHS JITeH 3 Tirmoruiasieo, Mikpouedaliero,
BPO/DKCHUMH BaJIaMU CEPLIsi, PO3YMOBOIO BiICTAICTIO
(MatepuHCBhKa (PeHiITKeTOHYpis). Baau 3ymoBIcHi Te-
PATOTEHHOIO IIEIO MiIBUINICHOTO PiBHA (QeHUTAIAHIHY
1 Hloro MeTaboJIITIB y KpOBI MaTepi.

Ipenamanvua diaeHocmuka 1HBa3WBHA, 3 MTOAAITb-
[IMM MOJICKYJISIPHO-TEHETUYHUM JTOCTIIKESHHSIM.

Ilopymenns: 00MiHy BYIJieBOAIB.
T'amakrozemis (OMIM 230400)

TanakTo3emis — mopyireHHss 0OMiHY MOHOCaxa-
puny rajgakto3u. YacTora 3aXBOPIOBAHHS CTAHOBHTH
1:35 000-1:150 000 HOBOHApOMKEHHX. 3aXBOPIOBAH-
HSl 3yMOBJIeHE e(eKTOM IeHa rajakToso-1-docdart-
ypununtpancdepasu (9pl3), axuii kaTasaisye nepeTBo-
peHHs rayiakto3o-1-pocdary Ha ypuauHmaudocdora-
JTAKTO3Y.

Cxema mMeTa60J1i3My rajakTo3u

I'amakToza ——> T'anakturon

l

Tlanakrto3o-1-docdar

_\L_

Ypununaudocdoranakrosa

l

Vpunuaaudochorirokosa

l

I'roko30-1-dochar

bnokysanns

IMpu 6mokyBaHHI (hepMeHTyY #oro cybcTpatu (ra-
JIAKTO3a, rajgakTo30-1-¢ocdar i rajakTuTol) HAKO-
MUYYIOTHCS B TKAHUHAX, KPOBI, BUIUISIOTHCS 3 CEULIO.
Ili cronyku BiAmOBigajdbHI 3a PO3BUTOK OLIBINIOCTI
CHMITTOMIB 3aXBOPIOBaHHS. ['aJTaKTUTOJI BiIKJIa/1a€Th-
Csl B KpUIITAIUKY 1 CIIPUYMHIOE PO3BUTOK KaTapak-
Ti. BomHOUac mopymyeTbess METabOMI3M TITIOKO3H B
TMIeYiHIll, HUPKax, TOJIOBHOMY MO3KY, CIIOCTEPIra€Th-
sl TimoriikeMisi. 3MIHIOETHCSI OOMIH aMIHOKHUCIIOT, Y
ceul 3’SIBIISIIOTHCS IIUCTATIOH, METIOHIH Ta 1H.

Kninika. 3aXxBOpIOBaHHS PO3BUBAETHCS IICIIS T10-
YaTKy BUTOJIOBYBaHHS HOBOHAPOJ/KEHOTO MOJIOKOM.
BuHukatoth O10BaHHS, JAiapest, )KOBTSHUIIS, TenaTo-
i cmeHomeranis. I[IporpecyloTs nmedyiHkoBa HeHo-
CTATHICTh, KaTapakTta. [{iTh BiICTAIOTh Yy 3pOCTi 1 po3-
BHUTKY, y CTApIIUX MITeH — PO3yMOBa BiJICTAIIICTh. Y
JeSIKUX BUIAJKaX HEeBeIIMKa aKTHBHICTh (pepMeHTy
30epiraerbes, TOMI KaTapakTa 1 TrenatoMerais pos-
BUBAIOTHCS TIOCTYIIOBO Ha MEPLIOMY POIIi )KUTTS JIU-
THHHU.

Hiaenocmuka: MABUIEHUNA BMICT TaJIaKTO3U B
KpOBI Ta ceui, BIACYTHICTh aKTUBHOCTI (pepMeHTY Ta-
J1aKT030-1-hochar-ypununrpancdepasu B epUTPOLH-
Tax. SKio AiTH TPYAHOTO BIKYy 3 SKMXOCh MPUYHMH
(rinmepOuTipyOiHEMist Ta 1H.) MOJIOKO HE OJCPIKYBAJIH,
rajakTo3a 3 ceuelo He eKCKPETYEThCS.

VY nesikux KpaiHax MPOBOIMTHCS CKPUHIHT HOBO-
HAPOKEHUX Ha TalaKTO3EMII0.

Jixysanns: crienianbHi cyminii 6e3 makrosu. [ieta
MPOTSTOM TEPIINX TPHOX POKIB KUTTS 00OB’SI3KOBA.
B nopanpiiomy 3’SIBISIETHCS APYTUMA LUISIX MEPETBO-
peHHs rajiakto3o-1-hocdary Ha ypuaunmudocdora-
JIAKTO3Y 3a JIOTIOMOroto pepMeHTy rekco3o-1-docdar-
ypunmitpaHchepasu, KU y MalleHbKUX JiTel Heak-
TUBHUI.

Ipenamanvua diaeHocmuka 1HBa3WUBHA, 3 MOJAITb-
MM MOJIEKYJISIPHO-TEHETUYHUM JIOCIIIKEHHSIM.

I'nikorenosun

Lle pesynbTaT MopyieHHs: KaTaboIi3My TiIiKore-
HY, XBOopo0Oa HakomuueHHS. BuminsdmoTs 13 TuUris
TJIIKOTEHO31B 3aJIekKHO Bif JedekTy (hepMeHTiB, sKi
OepyTh y4acTh y CKIIAJHOMY Ipolieci KaTaboizmMy
riikoreHy. Pi3Hi THIM BiIPi3HSIOTHCS OAMH Bijl OHO-
ro 3a THM, B SKMX CUCTEMax OPraHiB BiIKJIaJA€ThCS
[JIKOTEH, 1 3a OynoBoro riikoreHy. Tum II nmos’s3a-
HUH 13 neeKTaMHu JTi30COMaTbHUX (PepMEHTIB, sIKi Oe-
PYTB yUacTh y KaTaboi3mi riikoreny. [Hm tumnm 3y-
MOBJICHI HU3bKOI aKTHUBHICTIO IIUTOILIA3MATHUHUX
(hepMeHTIB y KIIITHHAX MEYiHKH, HUPOK, M SI3iB, €pUT-
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pouMTax, CTiHII TOHKOI KUIIKHU. 3 KJIHIYHOT TOYKH
30py PO3PI3HSIOTH MEPEBAXKHO M’SI30BY 1 MEUIHKOBY
dbopmu riaikoreno3sis. JJo neuiHkoBUX GopM TIiKoTe-
HO3IB BITHOCATH XBopoOy [ipke (tum 1, OMIM
232200), xBopoOby Kopi (tum 3, OMIM 232400), xBO-
pob6y Anzmepcona (tun 4, OMIM 232500); xBopoOu
IMowmne (tun 2, OMIM 232300) i MakApyia (tun 5,
OMIM 232600) xapakTepu3yIOThCs EPEBAKHIM ypa-
JKEHHSIM CKEJIETHUX M’SI3iB.

Kninixa. 3aXBOproBaHHS BUSIBIISIETHCS Y HOBOHAPO-
JUKEHUX. Y TIepioJl HOBOHAPOKEHOCTI ITPOBIJIHI CUM-
MITOMHU — TIMOTJIIKEMIYHI CyIOMH 1 reraToMeTrallis.
Hanani — 3aTpumka 3pocTy, Mporpecyroua remnarto- i
cruteHoMeratist (puc. 6.12), Heppomeratisi, kapaioMme-
rajisi, M’s130Ba TiMOTOHIs, Au3MOpdii 0OIUYYs, Omu-
CyBaHI SIK «JISJIbKOBE 00IMIUs», a00 o0mmuus Py6en-
ca (IyxKi IIIOKK, MaJICHbK1 HiC, POT, MIOOPILIs).

Pinko ypaxaerbcs HHC, Tomy mpu Oinbinocti
THUIIIB XBOPOOH iHTEJIeKT He cTpaxnae. [Tpu cunapomi
Iipke criocTepira€Tbcsl 3aTPUMKa IICUXOMOTOPHOTO
PO3BUTKY BHACIIJIOK TIIOTIIKEMIl Ta TiMOTTiKEMIYHUX
cynoM. Ilpu Gimprmocti ¢opM XBOpi TUHYTH Ha 1—
2-My pOIIi )XUTTS BiJ] ceplieBoi abo Me4iHKOBOI HeMlO-
CTATHOCTI, a00 pecHipaTOpHUX PO3JajiB dyepes
CNaOKICTh MUXaTbHUX M’S31B 200 NpUEHAHHS pec-
nipatopHoi iHdekuii. [Tpu geskux popmax TpPUBATICTD
JKHUTTS 3HAYHA.

iaenocmuxa: TITIOTITIKEMIs, HEUYTIINBA 1O il TITFO-
Karony abo aJpeHaiiHy, rinepkeToHeMis, cTilika
rinepriikeMisi Ta MiJBUIICHHS PIBHS JIAKTATY ITICIIS
BBEICHHS TII0OKO3U. [lifBUIEHU BMICT MipyBaTy,
Tpuriinepuais, pochomimiais, XoIecTepoiry i ceuoBol
KUCTOTH. Blomcis meuinku, M’31B 1 JOCTIIKEHHS aK-
THUBHOCTI ()¢pMCHTIB, BUSHAUCHHS BMICTY TJIIKOTCHY.

Jlikyeanns: Ipu Ieskux GopMmax eheKTUBHA Ji€Ta
3 MABUIICHUM BMICTOM O1JIKa, BBEACHHS (PPYKTO3H
a00 ramakTo3M, BHOYI MOCTiIHE rOlyBaHHS HOBOHA-
POJDKEHUX Yepe3 30HI, aHTHUOIOTUKOTeparisi OakTe-
pifiHux iH(eKIii, MpU3HAYEHHS AJIONYPUHY NIPH BU-
COKOMY BMICTI CEYOBOi KHUCIOTH. 3alpOoIOHOBaHA
TPAHCIIAHTAL[S TIEYIHKH.

MykoBicunnos (kicrogiopoz, OMIM 219700)

Lle aBTOCOMHO-pelIeCUBHE 3aXBOPIOBAHHS, 3yMOB-
JIeHe TIOpYyLIEeHHAM TpaHcopty ioHiB CI™ 1 Na*t uepes
KJIITUHHI MeMOpaHu. B €Bporii cepenns yacrora 3a-
xBoproBaHHs 1:2500, B Onechbkiit obmacti 1:1600. Ya-
crota rerepo3urot 1:20 B momyssiii [TiBgHs Ykpai-

Puc. 6.12. TenaTomeraitisi y XBOPOTO 3 TJIIKOT'€HO-
3oM (xBopoba Iipke)
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HU. BBaxaroTp, 110 HAKOMTUYEHHS TeTEPO3UTOT Y TO-
yJIsILil MOB’si3aHe 31 CTIHKICTIO 10 X0sepu abo Tyoep-
KYJIbO3Yy.

XBopobOa BuHUKae npu mytamii rera CFTR
(7q31-32), mo Koaye TPaHCIOPTHUA MEeMOpaHHUN
oimok s xaopuaiB (CFTR — MykoBiciua03HUIMA
TpaHCMEMOpaHHMIA PeryIsaTop NpoBigHOCTI). Po3mip
reHa 0jau3pko 250 T. I. H., BiH MICTUTh 27 €K30HIB 1
KoJlye OLIOK, 10 CKiIagaeTbes 3 1480 aMiHOKHUCIIOT.
DyHKIIiS OiTKa — MMepEeHECEHHS XJIOPHUIIB Yepe3 MEM-
opanu emitemanbHux KaiTuH. ['en CFTR Takox Bu-
KOHYE POJIb PErYJIITOPHOrO O1/IKa /TS IHIINUX 10HHUX
KaHaJIIB KIITUHHOI MeMOpaHu. Bilok MicTUTBCS B
MeMOpaHax emiTeNlialbHUX KIIITUH eK30KPHHHUX 3a-
7103 (CIMHHUX, MIINUTYHKOBOI, TOTOBUX), CiM SIHUKAX,
KUIIICUHHKY, JIETeHIX. Y TeHi 3HaiaeHo Oubmre 1000
MyTamii, 3 HuX 0au3pko 300 1ar0Th MATOJOTIYHUIMA
edekt. Haltuacrimma matonoriyaa myTtaris (70 % ycix
BUIIAJKIB) — jenenis ¢eHitananiny B 508-my moio-
skeHHi (AF508). MyTanii npu3BoasTh 10 HTOBHOTO 200
YaCTKOBOTO MPHUIIMHEHHS CHHTE3Yy Oi71Ka, 3aBaKalOTh
OTro BKITFOUCHHIO B KIIITHHHY MeMOpaHy (AF508) abo
MOPYIIYIOTh HOro (YHKIIIIO.

IMopymeHHs TpaHCIOPTY 10HIB XJIOpY Yepe3 alli-
KaJbHYy MEMOpaHy €HIOTeNaIbHUX KIITHH, 110 Ma-
I0Th CEKPETOPHY (DYHKIIIFO, TPU3BOUTH JI0 ITOPYIIIEH-
HsI TPAHCIIOPTY HATPIIO B KJIITUHU 1 3MiHU €JIeKTPOJIIT-
HOTO CKJIaJy KIJIITHH, a Iie, B CBOKO 4epry, — JI0 3He-
BOJIHEHHS CEKPETY eK30KPHHHUX 3a5103. Uepes 11e ex-
30KPUHHUMHU 32J103aMH CIIM30BOI OOOJIOHKHU IIITYHKO-
BO-KHUIIIKOBOT'O TPAKTY 1 OPOHXIB CEKPETYETHCS TyXKe
ryctuii ciau3. OCHOBHUMHU MPOSIBAMH MYKOBICIIHIO3Y
€ XpOHIYHA OOCTPYKIisl APiIOHUX OPOHXIB, 11O CYIPO-
BOJDKYETHCS XPOHIYHOIO OaKTepialbHOIO 1H(EKIIIEO,
Ta TMOPYIIEHHSI TPaBHOI CUCTEMHU 3 HEAOCTATHICTIO
€K30KPUHHOI (PYHKINT MAMIIYHKOBOI 3a7103U. OCKijTb-
KM BHUBIIHI TPOTOKHU MiAIUTYHKOBOI 3aJI03U 3aKyIIO-
PIOIOTHCS TYCTUM CIIM30M, YTBOPIOIOTHCS KICTHU (3BiICH
JIpyra Ha3Ba 3aXBOPIOBaHHI — KicTodidbpo3s), dep-
MEHTH MiILTYHKOBOI 3aJI031 HE HAJIXOISTh Y TPOCBIT
KUIIOK, TOPYIIYEThCS TPABJICHHS, PO3BUBAETHCS
rimotpodisi. Y 4oIIOBIKIB CIIOCTEPIraeThcs 0OCTPYK-
THBHA a300CHepMis Ta Oe3IUTIAHICTh BHACIIIOK BPO-
JOKEHOI aruiasii ciM SIBUHOCHUX MPOTOK. Y TOTI MiABU-
mennii BMicT Na't 1 Cl7, Tomy mikipa XBOpUX COJIOHA
Ha CMak, 1[0 BUKOPHUCTOBYETHLCS B JIIarHOCTHII 3a-
XBOPIOBAHHS.

Kninixa. 3rigHo 31 craporo kiiacugikaliero, ska e
3yCTpIYa€ThCs B MEAMYHIN JiTepaTypi, pO3pi3HAIOTH
Taxi (OpMHU MyKOBICUHUAO3Y:

1. Kumkosa ¢opma (5 %) — BUSBIAETHCA B TPy -
HOMY BiIli (JacTo IMpH MepeBeACHH] HA ITyYHE BUTO-
JIOBYBaHHS), 3yMOBJICHA IMOPYIICHHSIM HaJIXOKCHHSI
MAaHKPEATUIHUX (HEPMEHTIB y KUINCYHUK. Y TUTUHH,
HE3BAXXAIOUYM HA HOPMAJIbHHIl ameTHuT, rinoTpodis
(puc. 6.13). XapaxkTepHe psiCHE BUIIOPOKHEHHS 3 He-
MPUEMHUM 3aI1aXOM, 3 BEJIMKOIO KUTbKICTIO HEHTpasib-
HOTO KUPY, 3HWKCHHSI PIBHS ejacTa3u kaiy. B mo-
JAJIBIIIOMY CIIOCTEPIra€ThCsl BiZICTABaHHS y (hi3UUHO-
MY PO3BHUTKY, XOJECTATUYHUHN IeMaTHUT, IIUPO3, KUPO-
Ba 1H(UIbTpAIls neuinku. Moe mopyIIyBaTUCs Ta-
KOX €HJOKpUHHA (PYyHKLIA MiAUUTYHKOBOI 3a7103H 3
PO3BUTKOM I[yKpPOBOTO J1iabery.

Maiixke y 5 % BUIAIKIB KUIITKOBUH MYKOBICITHI03
BUSIBIISIETHCS MEKOHIAJbHUM 1JIEyCOM y HOBOHAPO-



Puc. 6.13. HoBoHapoKkeHUH 3 MYKOBICIIMI030M

JokeHuX. MakTUYHO 3aXBOPIOBAHHS ITOYMHAETHCS
BHYTPIIIHBOYTPOOHO. ['ycTHit 3amMa3konoaiOHuit Me-
KOHIi HAKOITMYYEThCS B TEPMiHAIbHUX BLAILIAX KITY-
0OBOI KMIIIKH, 110 TPU3BOIUTH A0 30LIBIIECHHS MPO-
KCUMAJIbHUX BiJJIUIIB KUIIKOBOI TPYOKH, TUMYACOM SIK
JIMCTANTBHI BIAILIHN ciafatoTeest (pencil colon). Tepdo-
paLis po3INPEHO] YACTUHU KUIIEYHUKY [TPU3BOAUTD
JI0 MEKOHIAJIbHOTO MEPUTOHITY BHYTPIITHLOYTPOOHO
a00 He3abapoM micisg HapoKkeHHs. CMEepTHICTD JTyxKe
BHUCOKA. Y NIeSKUX BHUIAIKaX e(pEeKTUBHUM € IMPOMHU-
BaHHS KUIIEYHUKY, IHKOJIM MPOBOJIUTHCS ONEpPaTUB-
He JIIKyBaHHS 3 BUJAJIEHHSM MEKOHIaJIbHUX Mac.

2. BponxomnereneBa ¢gopma (10-15 %) obymoBe-
Ha 3aKyIMOPEHHSM JPIOHNX OPOHXIB B’I3KUM CIIM30M.
O3HaKU ypaXeHHs OpPraHiB AMXaHHS JOMIHYIOTH Y
KITIHIYHIA KapTUHI MYKOBICUMAO3Y Yy OLTBIIOCTI XBO-
pux. VY mepiri Micsli XKUTTS PO3BUBAETHCS 3amajieH-
HS 3 IPOAYKYBAHHSIM I'yCTOTO OPOHXIaJIbHOTO CeKpe-
Ty I oOcTpyKIlis ApioHUX OpoHXiB. IToTiM mpueaHy-
I0ThCS XPOHIYHI 1H(EKIIHHO-3anaTbHI 3aXBOPIOBAH-
HS: TSDKKHI OpOHXIT, THEBMOHIsS (HalvacTilie crpu-
yuHeHi Staphylococcus aureus, Haemophilus influenza,
Pseudomonas aerugenosa). XapaxTepHUi XpOHIYHHIMA
Kallenb 3 BUAUICHHSIM B’S3KOTO MOKPOTHHHS, CBHC-
TSIYl XpUNM Ta MEepepuBYACTe IMXAaHHS, CUHYCHUT.
ITi3Hiine 3’gBISIOTHCS OpOHXOEKTa3u, emdizeMa, Jie-
IeHeBe ceplie, MHEBMOCK/Iepo3. [iTu TUHYTH Bij cep-
LEeBOi Ta AUXAITbHOT HEJJOCTATHOCTI.

3. 3MimnnaHa JiereneBo-kuikosa popma (y 80-85 %
yCiX XBOPUX).

3rimHo 3 cyyacHOI0 Kiacudikaiiero, mo 3 1999 p.
Oyyia mpuiiHATa B YKpaiHi, pO3pI3HAIOTh Taki hopMu
MYKOBICIIHJIO3Y:

— MYKOBICUH/03 13 TAHKPEATUYHOIO HEIOCTAT-
HICTIO, IO BIATOBIJa€ KUIIKOBIN Ta 3MimiaHiit ¢op-
MaM 3a MOIMePeIHbOI0 Kilacu(piKalli€ero;

— MYKOBIicIHI03 06€3 MaHKpeaTUIHOI HeIOoCTaT-
HOCTI, 1110 BIAIOBiga€ jereHeBiii Gpopmi 3a craporo
kinacudikamiero. Jo 1iei rpynu TakoX BiIHOCSTH
BpOJDKEHY OllaTepalibHy aria3iio CiM’SBUHOCHUX
MPOTOK (reHiTaubHa GpopMa MyKOBICUIUI03Y);

— arunosi popmMu MyKoBicuHI03y. ATUTIOBHI
(heHOTHIT TTPH MYKOBICIIMIO31 BKITFOYA€ XPOHIUHE 3a-
XBOPIOBaHHS JIMXAJTBHOI CUCTEMHU PI3HOT TSHKKOCTI 3
XapaKTepHUMU JIJIs MYKOBICIIHIO3y MTPOSIBAMU, HOP-
MaJIbHY €K30KPHHHY (PYHKIIIO MiANUTYHKOBOT 321031
Ta HOPMaJbHMI YM Ha MEXi HOPMH BMICT XJIOPHU/IB
noty. 1o aTunoBux (GopM TaKoXX HaleKaTh BUIIAI-
KU, KOJIM TTAIliEHT Mae€ JIIIe EQUHUN KITHIYHANA TTpo-
SIB 3aXBOPIOBAHHS (CHHYCUT, ITAHKPEATHUT, YPAKCHHS
MEYIHKH TOIIO).

Koiniuna ¢hopma 3aXBOPIOBAHHST KOPEITIOE 31 CTY-
NeHeM nopyiueHHs ¢yHkuii Oinka. Bmict menme 3 %
0OYMOBIIIOE «KJIIACHYHY» TSDKKY (opMy 3aXBOPIOBaH-
HS 13 MAaHKPEATUYHOIO HEJIOCTATHICTIO, 3-8 % — dop-
MY 3 IIEPEBAXKHUM YPaKEHHSM JIET€HIB 1 30epeIKEHOI0
MaHKpEeaTH4IHOIO0 (QyHKIieoo, 8—12 % — HaliMeHII
KIIIHIYHI MPOSBU MYKOBICUUJ03y, HANpUKIand, Oe3-
TUTITHICTD Y YOJIOBIKIB.

Hiaenocmurxa. OCHOBHUM TECTOM € BU3HAYCHHS
piBas Na* i Cl- (a60 TLIBKH XJIOPY) B MOPIII TOTY,
OJIEpKaHIN 3a JIONOMOTO0I0 10HO(Ope3y 3 MUTOKApITi-
HOM. [103UTHBHOO MP0o6a BBAXKAETHCS ITPU KOHIICHT-
paitii xjaopuaiB Ginbie 60 MekB/n y JiTei 1 Oiblie
70 MexB/11 y gopocnux i miamTKiB (Hopma — 40, pe-
3ynbTaT 40—-60 pO3LIHIOETHCS SIK MOTPpAHUYHUN
CTaH, IO MOTpPeOye MOBTOPHOTO MOCIIIKECHHS).
JiarHOCTHYHY 3HAYyIIiCTh Ma€ MO3UTHBHHUHU pe-
3yJIbTAT JBOPA30BOr0 ab0 OUIbINE JOCTIIKEHHS 3
iHTepBayioM y 2 THX. Y HiTed BikoM 10 3 mic miar-
HOCTUYHUM piBEHb KOHIEHTpAULil XJIOPUIIB MOTY
HIDKYNM 1 cTaHOBUTH 40 MekB/n (CYMHIBHUI piBEHb
— 25-40 mekB/m).

OpIiEHTOBHUM TECTOM MOXE CITY>)KUTH 3HIKCHHSI
AKTUBHOCTI NIPOTEOJITHYHNX (PEPMEHTIB MEKOHIS.
PiBeHb TpHUIICMHY MOKHA BUBHAYUTH 010XIMIUHUM 200
IMYHOIIOTTYHMM METOJIOM, & TAKOX 32 3/IaTHICTIO PO3-
BEIICHb MEKOHIsI PO3YMHSATH JKEITATHHOBHIA IIap Mpo-
SIBJICHOT PEHTTEHIBCHKOI ILIiBKH (mpoda IlIBaxmana).
Y HOpMI ITepeTpaBiIeHHs CITIOCTEPIrae€ThCs IPU pO3Be-
nenni 1/40 1 sunie (1/40, 1/80, 1/160, 1/320). ITpu my-
KOBicIu1031 mpoba HeratuBHA. PiBeHb anbOyMiHy B
MEKOHI{ y XBOpHUX minBUIIeHUNA — Oinpuie 20 mr/t
(HOpMa — MeHIIe 3 Mr/r).

Po3po06iieHo MONIEKYIISIPHO-TeHETHYHY iarHOCTH-
Ky — igeHTudikanito myrauiit y reni CFTR. 3amnpo-
MOHOBAHO METOJMKH CKPHUHIHTY HOBOHAPOJKECHUX.

Jikyeanns. TIpuHIMIN Al€TOTEpAaIlil TOIATAIOTh y
MPpU3HAYEHHI BUCOKOKAJIOPiHOI Ni€TH 3 BMiCTOM
OLUIKIB, XXUPIB (NIEPEBAKHO POCITMHHOTO MOXOJKEHHSI)
BIATIOBITHO 0 BiKOBOI HOPMH 1 MIIBHUINCHOIO KilTb-
KicTio ByriieBoaiB (125 % Bij HalleXXHUX 3TIIHO 3
BIKOM) 1 JOAATKOBMM MPUHOMOM XJIOPHUAY HATPIIO.
3amicHa Teparmis pepMeHTaMH MiINUTYHKOBOI 321031
(KpeoH) MOBHHHA CYNPOBOKYBATH KOXKHE BXKHBAH-
Hs Dki. Jlo3a mpenapaTiB MigoMpaeThCs iHANBITyaTb-
HO 3 ypaxyBaHHSM TUHAMIKH MacH Tila Ta MOMEHTY
IIPUIMHEHHS cTeaTopel. MOXIMBE 3aCTOCYBAHHA
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JIKYBaJIbHUX CyMilliel, 30araueHunx outkoM. [IpoBoasiThECs KypcH aH-
THOAKTepiaNbHOI Teparmii A7 NpoiTaKTUKY 1 JTIKYBaHHS JIETEHEBUX
iHGpekuii. [TocTiiHO BUKOPHCTOBYIOTh MYKOJITUKH (ALETHIIUCTEIH
Ta iH.) B IHramsAuisax abo nepopaibHO, A BUAAICHHS MOKPOTHHHS
HeoOXiHI BiOpaliitHuii Macax, TUXaHHS B IPEHAKHOMY TOJIOKEHHI,
roctypaiabHauii apeHax, JIOK toro. Po3pobisitoThest MeTOIU TEHHOT
Teparii.

IIporHo3 myxe cepio3Huii. PaHiie XBopi MOMUPAIIA B pAHHHOMY
Billl, HMHI TPUBAJICTb KUTTS 30UTbIIMIIACS 10 30 pOKIB.

Ilpenamanvna diaenocmuka MyKOBICIIMIO3Y 1HBa3UBHA, 3 TTO/1AJTb-
IIMM MOJIEKYJISIPHO-TeHETUYHUM JOCITIKEHHSIM MaTepiaiy.

INopymenns ooMiHy Jinigis

IMnazmaTuuHi Jdinizo3u xapakTepusylOThCs MIABUIICHHSIM PiBHS
JIMiIiB CUPOBATKU KPOBI Ta CYMPOBOKYIOTHCS PU3UKOM PO3BUTKY
KOPOHAPHOI XBOPOOHU ceplisl, ATEPOCKIEPO3Y, IHCYIbTY. 3 IU1a3MaTHY-
HUX JIMiIiB HAWO1IbIIIe 3HAUEHHS B PO3BUTKY 3aXBOPIOBAHHS MA€E XO-
JIeCTepUH.

BuainsioTe kinbka GopM MIa3MaTUYHUX JIII031B, K1 yCIIaIKo-
BYIOTHCSI MOHOT€HHO 1 MyJIbTU(aKkTOpiaabHO. OHa 3 popM — cimeid-
Ha rinepxosectepunemis (Tum IT), 110 ycImagKoByeThCSI aBTOCOMHO-TTO-
MiHaHTHO. XBOpoOa MoB’si3aHa 3 1e()eKTOM PEeLENTOPIB JIMONpPO-
teiniB Hu3bKoi rycrunu (JITTHT) (19p13.2). TTopyieHHs 38’ 13yBaH-
Hs 1 noriuHanHs JITTHT npusBoauTk 1o rinep-6era-minonpoTeinemii
1 TIBHUINCHHS PIiBHS XOIIECTEpUHY IUIa3Mu. [1pu 1ipoMy 4ac HUpPKY-
nsuii JITTHT mo ix katabomizMy migBuinyeTbes Bif 2,5 aHIB (HOpMa)
1o 4,5 nHiB (y reTepo3uroT Aa) i 6inbiie (y ToMO3Urot AA).

Kninika. Y nonynsuii yacriie 3ycTpiualoThCsl TeTE€PO3UTOTH
(1:200-1:500). PiBeHb CHPOBATKOBOI'O XOJIECTEPUHY Y JOPOCIUX Te-
TEPO3UTOTHUX XBOPUX CTAHOBHUTH 9—14 MMoub/1. XapakTepHi cyxo-
KUJIbHI KCAHTOMU (BIKJIAJCHHSI XOJIECTEPUHY), B MEPIIY Yepry axiji-
JIOBOTO CYXOXWJIJISL 1 CYXOXKWJIb KHCTI, B M’SIKUX TKaHUHAX MOBIK,
porieii, mkipi (puc. 6.14). Panniit atepockiepos (y 30—40 pokis) npu-
3BOJIUTH 0 iH(GAPKTY MioKap/a i cMepTi XBopHx 110 60 pokiB.

Y roMO3HUIOT Ti % CUMIITOMH 3’SIBJISIFOTBCSL B OUTBII PAHHBOMY BILIi.
XapakTepHi aTepoMaTo3Hi OJIAIIKA YCTS A0PTH 1 A0pTaIbHIX KJIaIlaHiB,
III0 MOYe MPU3BECTH JI0 A0PTATIBLHOTO CTEHO3Y i panToBoi cMepTi. JIiky-
BaHHsI MaJIoe()eKTUBHE, TOMO3UTOTHI XBOPI TMHYTH Y Billi 10 30 pokiB
(onucaHMi BUIIAJ0K CMEPTI AIBYMHKH 3 POKIB Bijl iH(apKTy Miokapaa).

Hiaenocmuxa TpyHTYETbCS HA BU3HAYEHHI MMIIBUIIEHHS PIBHA CHU-
poBaTKOBOTO XxoJjiecTepuny (Oinbpine 6,7 MMoab/1 10 16 pokiB i
7,5 MMOJIB/JT y TOPOCIHNX) 1 CiIMEITHOMY aHaMHe3i.

Jixysanns. Jliera 3 0OMEXEHHSM BMICTY XOJIGCTEPHUHY 1 Hacuue-
HUX JKUPIB, IpenapaTH, sKi 3HIKYIOTh BMICT JIMIIB 1 3a1100iratloTh
abcopOL1Iii X0JIECTEPUHY B IIUTYHKOBO-KUIIIKOBOMY TpakTi. [IpoxoasTh
KITIHIYHI BUITPOOYBaHHS METOJM TEHHOI Teparii.

JlizocomHi XBOpoOM HAKONUYEHHSI

Lle rpyna ¢epmeHTONAaTIH, IPHU SKUX MOPYIIYETHCS KAaTA0O0II3M
BHUCOKOMOJICKYJISIPHUX CIIOJYK. Y Pe3yJIbTaTi TOTO, IO MaKpoMOoJIe-
KyJIM HE PO3IICHUINCS, BOHM BIAKIIAMAIOThCS B KIITUHAX 1 MIXK-
KIIITUHHIA pEYOBUHI Pi3HUX TKAHWH 1 OpraHiB, MOPYIIYIOYH 1X QyHK-
mifo. ¥ ToMy BUNAAKY, KOJIHU IOPYIIEHHs KaTaboi3My 3yMOBICHE
MyTallisIMU TeHIB (DEPMEHTIB JII30COM, XBOPOOH HA3MBAIOThH JII30COM-
HUMH. XBOPOOU HAKOIMYEHHS XapaKTePU3yIOThCS MPOrPEAi€HTHIM
nepediroM, 3HAaYHOIO TSHKKICTIO, IIBUJIKOIO 1HBAJIIIU3AIIIEIO 1 pAHHBOIO
CMEpTIO.

XBopoOU HAKOTIMUEHHS KITACU(DIKYIOThCS 32JIEKHO Biff AKyMYJIbO-
BaHUX MakKpomoJiekyi. Jlo Takux XBOpoO HajeKaTh MyKOIOJicaxa-
puao3u (MopyIIeHHsI 0OMIHY TJTIKO3aMIHOTIJIIKAHIB), TIIKOTEHO3H (T10-
pYILIEHHS KaTaboi3My TIIKOTeHY) 1 ciHromimnino3u (rmopymeHHs 00-
MiHY CIHTOJIMIIIB) Ta iH.
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Puc. 6.14. MHOXUHHI KCAHTOMU
Ha IIKIpi Y XBOPOTO 3 TillepXxoJiecTe-
PpUHEMIEIO

Puc. 6.15. Mykomnojicaxapuao3
tun 1V, curnapom Mopkio (KopoTka
s, KipockoJtios, BabrycHua nedop-
Mallisi KOJIIHHUX Cyrjo0iB, MIMPOKI Ta
po3IUTacTaHi KUCTI 1 CTOIIN)

Puc. 6.16. I'pybe obmuuust mpu My-
KoIoJicaxapuaosi (cuHapom XaHTe-

pa)



Tabmuus 6.7. Tuny riaiko3aMiHOIIIKAHIB i IX TKAHMHHA JIOKAII3ALIA

Tun

Jlokamnizanis

Hecynbdarosani

1. lNamypoHoBa KHCIOTA

2. XoHIpOoiTHH Xpsit, MIKipa, KiCTKA

[IpakTuuHO B yciil CIOTYYHil TKaHUHI, BKIIIOYAIOUHN CKIIUCTE TITO OKAa, IMyXKY
CIIOJTy4YHY TKaHUHY, CHHOBIQJIbHY PIAUHY

Cynbdaroani

3. XoumpoituH-4-cynbdhaT
XoHapoiTuH-6-cynbdar
4. [NepmartaHcyibdat

5. Temapancynbdar
6. Keparancynbdat
7. l'enapun

Xpsii, mKipa, KICTKH, POTiBKa
Xpsii, mKipa, aopra, myjbia 3yoa

Illxipa, 3B’S3KH, CyXOXKIJLISI, KJIAIIAHH CepIIsi, KPOBOHOCHI CYIHHI;
cTabutizye BOJIOKHA KOJIATEHY

Jlereni, aprepii, KITITHHHI MEMOpaH!
Ckerer, poriBka, XpsIil
TyuHi KIITHHY (JIeTeHi, MKipa, eYiHKa, KUIIEYHNK ); aHTUKOATYJISIHT

MyxkonoJicaxapuio3u

st Mykotorticaxapyio3y XapakTepHe BiIKIIa IeH-
HS B PI3HUX TKAHWHAX OPraHi3My MOJIIMEpHUX ByTJIe-
BOJIIB, TaK 3BaHUX TJiko3amiHornikaHis (ICAT).

I'miko3amiHOrIiKaHN — IOJIIMEPH, IO CKJIaja-
FOTHCSI 3 AMIHOIIYKPIB 1 TIIFOKYPOHOBOI KUCITOTH. Bxo-
IITH IO CKJIa/y MMO3AKIIITHHHOI PEYOBHHH CITOIYIHOT
TKaHUHY. BuginsioTs kinbka ¢pakuid [AT (7 Tumis),
SIK1 BIIPI3HSIOTHCS 32 0y/I0BOIO MOHOMEPIB, TITIKO3U/I-
HUMU 3B’13KaMU, HAsSIBHICTIO 1 JIOKaJIi3al1li€ero cyibda-
Ty (Tabn. 6.7).

ITpu MIIC HaitbinbIe 3HaUeHHS MAIOTh TOPYIIIEH-
Hs KaTaboJi3My remapaHcyibdaTiB, KepaTaH- 1 JIep-
MaTtaHcyinbdaTiB. Y HopMmi AT IBUIKO pO3IIEILIIO-
10Thes (repion HamiBpo3nanay — 7-10 guis). Lle Oa-
raTOCTYMIHYACTHIA MpOLeC, B IKOMY OepyTh y4acTb
KUTbKa (PEpMEHTIB — JII30COMHHUX TiJIpOJIa3, TeHU SIKUX
JIOKAJTI30BaHi B pi3HUX Xpomocomax (3, 5, 7, 22, X ta
iH.). MyTaui'i TeHIB IIHX (bepMeHTiB MIPU3BOAATH 110
PO3BUTKY Pi3HUX (popm MyKonomcaxapI/U:[o:sy (Bcbo-
ro 9 THIIIB 3 MATHITAMHE; 3aTaJIOM iX CbOT'OJIHI oruca-
HO 14). KoxxHe 3aXBOPIOBaHHS 3yMOBJIEHE 1e(eKTOM
cnenndivuHO1 JTI30COMHOI TipoJia3u, 1o Oepe yJacThb
y TIOCHIOBHOMY PO3MICTUTIOBAHHI TJ1IKO3aMiHOTII-
KaHiB. YCi MyKomoJjicaxapuao3u, KpiM OTHOTO —
cunapomy Mopkio (tum 4), 06yMoBiIeH] AePeKTOM
(bepMmeHTy, 1110 Oepe yuacTh y pO3IICIUIIOBAaHHI IepMa-
TaHCyabdaTy i renapaH(renapuH)cyibdaty (OKpemo
abo 060x). [Tpu cunapomi Mopkio nmopyimyerbes Ka-
TaboIIi3M KepaTaHCyIbdary.

Heposmemieni 'AI' HAKOTUYIYIOTBCS B KJIITHHAX
1 MDKKJIITHHHIN pEeYOBHHI PI3HUX TKAHUH T4 OPTaHiB
— TIeYiHIIi, CeNe3iHIll, HUpKax, HeWPOHaX, XPSAIIOBIH,
KICTKOBii TKaHWHAX, poTiBLi Ta iH. Pi3Hi ppakuii AT
BUULIFOTBCS 3 CEUCHO.

Butbiricty THMIB MyKOIOIicaxapua03y ycnaako-
BYIOTBECS SIK PELECHBHI O3HAKH, a CHHIPOM XaHTepa
(tnn 2) — ax X-34eryieHa perecuBHa O3HaKa.

Kninixa. Ockinpku [AT — HaliBaxuBIimii KOM-
MOHEHT MDKKITITHHHOI PEUOBUHH CIIOJTyYHOI TKAHWUHH,
st MIIC xapaktepHi ypakeHHs ckelieta. Bimmiva-
IOTBCSI 3aTPUMKA POCTY (ITCIISI HOPMAIBHOTO POCTY B
TPYIHOMY TIepiofii), yKe KOpoTKa Ius, Makpoieda-
Jiist, nepopmariii rpyaHuHH, pedep, XxpedTa, yKopoUueH-

HS KIHIIIBOK, iX AedopMalriii, TyTOpyXJIUBICTh BETUKUX
1 npiOHUX cyrinobiB, kKamMnTodakTuiis (puc. 6.15).
Kucri i cronu mupoxi i posmnacrani. Crnenudivne
00MY4s 3 TpyOMMHU pHCAMU: CIATONMONIOHUH Hic,
rinepTenopmM el<30(1)TanbM TOBCTI I'yOU, MaKpOTJIO-
cist, piaKi 3yOU, MHOKHHHUI Kapiec, rinepTpodis asb-
BEOIIAPHMX BIAPOCTKIB 1 5ICCH, HU3BKO PO3TAIIOBAHI
BYIIIHI pakoBUHH (pHc. 6.16). [nepTpuxos, Bosoccs
Ha TOJIOBI TycTe 1 )KopcTke. BpoBU MIMpOKi, KYIIUCTI,
cUHO(PU3.

IHI1 KITIHIYHI 03HAKH (3aJIEKHO BiJI TUITY MYKOTIO-
Jicaxapuio3y): maxoBi abo MyMKOBI I'PHXKi, renaTo- i
cruieHoMmerantis, ypaxkenus IITHC (3HmkeHHS 1HTEITEK-
Ty), o4ueil (KatapakTa, FdeKOMd) cnyxy (tyro-
BYXICTB), CEPIIEBO- Cy,Z[I/IHHOI cUCTeMH (KapaioMeratis,

ypa)kKeHHs KJIalaHiB Cepls).

BioxiMiuHI O3HAaKU 3aXBOPIOBAHHS BUSIBIISFOTHCS
Bijpasy micis HapokeHHs. KitiHiuHI 03HAKHU 3 SIBISI-
FOTBCS TTi3HIIIE, B PI3HOMY Billi — 3aJICKHO BiJl THUITY
XBOpOOM (Ha APYroMy poLll KUTTS 1 40 4—5-piuHOro
BiKY). 3aXBOPIOBaHHS HEYXWJIHLHO IIpOrpecye. XBopi,
SIK IPaBUJIO, TMHYTB BiJl peCIipaTOpHUX po3iaaiB abo
HapOCTa}oqu cepiieBOl HeAOCTaTHOCTI y Bimi 10 10
pOKiB (CI/IHI[pOM I'ypnepa) abo Ha npyromy- TPEThO-
My IECSTWJITTI XKUTTA. Bimomi BUIlaJKu, KOJIX XBOPI
xuu 10 60 pokiB.

Jiaenocmuxa TPyHTYETHCS HA KIIIHIYHUX CUMIITO-
Max i1 6ioxiMiyHUX 3MiHax — y ceui B 5-10 pa3sis
MiJBUINYETHCS BMICT JiepMaTaHCyiIb(daTy, renapaH-
cynbdaty, kepataHcyibgpaty ta iHmux AL, 301-
KYETHCSI BMICT OKCHITPOJIiHY. THIT MyKoTmoicaxapu-
JI03y MOYXHA BCTAHOBWUTH TUTBKHU TICIIsS BU3HAYCHHS
AKTUBHOCTI Pi3HMX (DEepMEHTIB y CHpPOBATIII KPOBI,
¢$ibpobmacrax mKipH, JEUKOUUTAX Ta IHIIUX KIITH-
Hax (3aJIe)KHO BiJl TUITY 3aXBOPIOBAHHS).

Jdixysanns cumnromatuyne. [1pu HeoOXigHOCTI
HaJa€eThcd OPTONEANYHA 1 CypIOJIOTiyHa 10IIOMOra.

Tpenamanvha diaznocmuia MOKIMBA JUTSL ACSKIX
TUIB MYyKOTOIICAXapHa03y (MYKOMOTiCaXapHa03
I turty — cunnpowm I'yprnepa i mykonomnicaxapunos IV
TUITy — CUHAPOM MODpKio) 3a BU3HAYEHHSAM aKTHUB-
HOCTi ()epMEHTIB Y KYJIbTYpi aMHIOTUYHUX KIIITUH
ITicIs aMHIoIeHTe3y. HuHI po3po0asoThCs METOIN
JHK-miaraocTuku.
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BHyTpiluHbOKIITHHHI JiMiZ03u TOB’sI3aHi 3 HAKO-
MUYEeHHSM JiNiaiB ycepeauui kiuitul. [Ipuknagom €
chinroiniziozu — 3aXBOPIOBaHHS, 3yMOBJIEHI TTOPY-
MIEHHSAM OOMiHY CIHTOMIMIIB (TOXigHI aMiHOCTHP-
1y cinrozuny (C18), )KUPHUX KHCIOT 1 BYIJIEBOJIB),
XBOpoOU HakomnuueHHs. 1o cIHTOMIIMIAIB HAIeKATh
nepeOpo3uau, chiHroMieaiHu, TaHITI03UU Ta 1H.
BoHU € KOMITOHEHTOM LIUTOIUIA3MATHYHOI MEMOPAHU.
Jy>xe BelnrKa KiTbKiCTh C(DIHT OB MICTUTHCS B TO-
JIOBHOMY MO3KY (0COOJIMBO B Mi€JTIHOBHX 00OJIOHKAX).
Po3siieriroBanus chiHTroIimiaiB BiIOyBaeThCs 3a pa-
XYHOK (pepMeHTiB sizocoM. dedekT Toro 4u iHIoro
(bepMeHTy NPU3BOAUTE 10 HAKOMUYCHHS BCEPEAMHI
KITITUH BIJIIOBITHOTO JIMiy 1 PO3BUTKY 3aXBOPIOBAH-
Hs1. Oncano Oinblie 15 TUmiB ciHrOIIIA031B.

3aXBOpIOBaHH$I BUSIBIIIETHCS B MEPIIT MICSAIIl KUT-
sl XBOPOTO BlIICTaBaHHSIM y TICHXOMOTOPHOMY PO3-
BUTKY, BlcuepOMerameIo 1, HpI/IHdI/IMHl OJTHUM 13 Ta-
KX CUMIITOMIB: BaKyOJli3ali€lo JiM(POINTIB, TOSBOIO
CIIHUCTUX» BAKYOJII30BAHMX KIITHH Y YEPBOHOMY
KICTKOBOMY MO3KY (BaKyoJi — IIe JTi30COMH KIJIITHH,
HaIlOBHEHI CIHTOJIIITIAaMHI ), CHMIITOMOM «BHIITHEBOT
KICTOYKM» Ha OYHOMY JHI Ta YIOBLIBHEHHSIM IPOBe-
JICHHSI HEpPBOBOTO iMITyTbcy. Haituacrimmumu BHYTpi-
ITHBOKJIITUHHUMM JIiNTi103amMu € xBopoda HimanHna —
ITika, T'ome i Tess — Cakca (Tabi. 6.8).

XBopoba Tess — Caxca (GM2-ranriio3nno3) pos-
BUBAETHCS BHACIIIOK IedekTy (pepMeHTy TeKco3ami-
Hia3u A B J1i30cOMax KJIITHH. 3aXBOPIOBAHHS Ha3U-
Ba€THCS TAKOXK 1H(PAHTIIILHOKO CIMEHHOIO aMaBpOTHY-
HOIO i1i0Tier0. CrOCTepiraroThes IereHepaTUBHI MPO-
LIeCcH B Cipiii pe4OBHHI TOJIOBHOTO MO3KY, 1110 TPU3BO-
JIATh 10 CIIIOTH, TJIYXOTH, CIIACTHYHOI'O TeTparape-
3y 1 merepedpaabHOI PUTITHOCTI.

Kninixa. 3axBoproBaHHsI MaHi(peCcTyeTbCs y Billl 5—
6 mic. VY paHiliie 370pOBOI AUTHHU 3 SIBJISIETHCS TIIO-
TOHiSl, TIOTIM TIMEPTOHYC, Mapaivi, CyJOMH, BTpaTa
cnyxy13opy (puc. 6.17). Brpauarotbcs Ha6yT1 HaBUY-
KH 1 PO3BHMBAETBCS TSHKKA PO3YMOBA BIJICTAJIICTh, aX
1o imiotii. Ha ounomy mHi, B AUTSHII HEHTPAIbHOI
SIMKH, BUBHAUAETHLCS BHUITHEBO-YEPBOHA ILIsIMA, OTO-
yeHa OIJTMM BIHOYKOM, — CHMIITOM «BHUIIHEBOI
KicTouku». liTH THHYTh Ha APYTOMY POI KHUTTH.
XBopoOa yacTilie 3yCTpivaeThCsl y €BpeiB-alllkeHasi.

YacroTa 3aXBOpIOBaHHS Y HUX CTaHOBUTH 1:3600, HO-
ciiictBa — 1:25. Bucoka 4actoTa reTrepo3uror mosic-
HIOETHCS 130JIA1II€I0, TPEH(OM T'eHIB 1 CEIEKTUBHOIO
IIepeBaror TeTepo3uroT, SKi, HMOBIPHO, PiAIIe XBO-
PIIOTh Ha TYOEpKYJIhO3.

Jiaenocmuka TPYHTYETHCSI HA BUBHAYCHH] aKTHB-
HOCTI pepMeHTy (TekcozamiHimasu A) B JiedkonuTax
1 KyapTypi (piOpoOmacTiB, cUpoBaTLi KPOBi (OCTAHHE
MOX€ BUKOPUCTOBYBATHUCS 1 11 BU3HAUEHHS TeTEePO-
3UTOTHOTO HociicTBa). CrienudiyHa KITIiHIYHA O3Ha-
Ka — CUMIITOM «BUIITHEBOI KICTOYKM» HA OUHOMY JIHI.

Ipenamanvua diaeHocmuka — BU3HAYCHHS aKTUB-
HOCTI BIIOBITHOTO (DEPMEHTY B KIIITUHAX BOPCHH XO-
pioHa i aMHIOTUYHOI piiuHu, a Takox metoan [JHK-
IIarHOCTUKH.

Ilepoxcucomui xBopoou

IMepokcrcoMu — OKpyrii abo OBajbHI KIIITUHHI
OpraHeNu, OTOYEH] O/IHIEI0 MEMOPAHOI0, SKi MICTAThH
6smm3bKko 40 hepMeHTIB, 110 OEPYTh YYaCTh Y OKUCITIO-
BAJIbHOMY MeTa00J1i3Mi KIIITUH. DYHKIIII MEPOKCUCOM
— o0bepiraHHs KJIITUHU BijJl yTBOPEHUX aKTUBHUX CIIO-
JIYK KUCHIO, PO3KJIQ/IaHHS TIEPEKUCY BOJIHIO, OKHCIICH-
HSl )KUPHUX KUCJIOT 1 cuHTe3 hocdortimiais. [Tepokcu-
COMHI XBOpOOU NOB’sI3aHi 3 NOPYLLIEHHIM (HOPMYBaH-
Hs 1 pyHK1IT nepokcucoM. Bigkpuri Ha mouaTtky 80-x
Pp., BOHHU IOIIOBHUIIN TPYILy CIIAIKOBHX XBOPOO 00-
MIiHY KJITHHHHX OpTaHelN, YCIiJ 3a Ji30COMHUMH 1
MITOXOHJIpialIbkHUMH XBopoOamu. [ eHepaizoBaHi re-
POKCHCOMHI XBOPOOU OB sI3aHi 3 TOBHOKO BiJICYTHiC-
TIO TIEPOKCHUCOM.

Hdo reHepalnizoBaHUX MEPOKCHCOMHHX XBOPOO
BiTHOCATH cunapoM LlenbBerepa (reHETUYHO reTepo-
TeHHE 3aXBOPIOBaHHS). XBOpP00a XapaKTepU3YEThCs
YepEeTHO-IUIILOBUMH JTU3MOP(]isiMU: BUCOKE UOJIO,
TUIOCKA MOTWIINLIA, TIMOIUTa3is HaJAOPIBHUX YT, IIHU-
pOXe TepeHiccsl, emiKaHT, «FOTUYHEe» IMiHeOIHHS,
MIKpOTHaTisl, Aeopmaliisi 30BHIIIHBOTO ByXxa. AHO-
Matii ouel BKIIOYAIOTH IUIsIMU bpymdinsaa, karta-
paKTy, riaykomy, MIOMYTHIHHS POTiBKH, IMIIMEHTHY
peruHomatito. BupaskeHa M’s30Ba rinoToHis, rinoped-
JIEKCisl, 3aTPUMKa TICHXOMOTOPHOT'O PO3BUTKY, €Ili-
JIENTUYHI Hamaau, rematoMeranis. ['imoToHis Ta

Tabmuus 6.8. XapakTepucTuka BHYTPIilIHbOKJTITHHHUX JIiNiZ03iB

eeKTHUIT HaxonunuyBaHa S
XBopoba Acd y Kuiniuni o3Hakn
thepmenT CIoJIyKa
XBopoba Cdoinromiesninasza Caoinromienin 30UTbIIIEHHS TICUIHKH 1 CeJIe31HKU,
Himanna — ITika KOpHUYHEBA MIrMEHTAIlis NIKipH,
(257220) pO3yMOBa BIICTANICTh

XBopoba Tes — Cakca| TIexcoaminigaza A

(GM2-raHraio3umo3)

GM2-raurmosusn

BrpaTta HaOyTHUX HABUYOK, CIINOTA,
CYZIOMH, M’SI30Ba PUTIJTHICTh

(272800)
XBopoba INomre INroxonepedposunaszal [Nokonepedposua | [emaTociieHoMerasisi, OCTEONOpO3,
(231000) (B-rmroxo3umasa) YacTi MepeioMH, TIMOXPOMHA aHEMis,

TPOMOOIUTOTIEHIS, KPOBOTEUI,
pO3yMOBa BiJICTAITICTh.

IMpu xpoHiuHil hopMi IHTETIEKT
30epexenuii. Po3pobiieHa 3aMicHa
Teparnist pepMEHTOM Liepena3or
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Puc. 6.17. XBopoba Tes — Caxca

«MOHTOJIOITHE» OOIUYYS 4acTO AAIOTh MiICTaBy 3a-
nino3putu cunapoM Jayna. [Iporuos 3axBoproBaH-
Hsl HECIIPUSITIIMBUI, XBOpa AUTHHA )KUBE HE OLIbIIE
KUThbKOX MicsmiB. CXorka KITiHiYHA KapTHHA XapaKTep-
Ha 1 JUIsl 1HIIUX TIEPOKCUCOMHUX XBOPOO.

Mopdomnoriunuii Mapkep xBopobu LlenbBerepa —
BIZICYTHICTb MEPOKCUCOM Y Oi0NTATI MEYIHKH Ta IHIINX
TKaHuHax. JliarHOCTHKa MEPOKCHCOMHHUX XBOPOO
IPYHTYETHCS HA IMOETHAHHI XapaKTePHOTO (peHOTHILY,
YpaXkeHHsI OYei, HEBPOJIOTIYHOI CUMIITOMATUKH, BH-
3HAUCHHI aKTUBHOCTI NMEPOKCUCOMHUX (hEPMEHTIB,
BMICTY XHPHUX KUCJIOT ¥ iHIINX Oi0XIMIUHUX MOKA3-
HUKIB.

Ilopyumennsi cuHTe3y ropMoHiB

Bpon:xennii rinorupeo3

YacroTa B pizHux nomyismisx 1:3500-1:4200, ga-
CTOTa BPOJDKEHOTO TinmoTupeo3y B Ykpaini 1:4200.
CuiBBigHomeHHs crateid M1:K1.

Emionocis. TIpuuuHU BPOJPKEHOTO TIMOTHPEO3Y
pI3HOMAHITHI, 116 MOXYTh OyTH:

1. JTucreHesist IMUTONOIIOHOT 3271031 (aInIasis, riro-
TDIa3is1, eKTOITIS). 3a3BHUai XBOpoOa 3yCTPIUa€eThCS CITO-
paJuvHO, iICHYIOTh CIMEHHI BUITA/IKH 3 Tiepe10a1yBaHUM
aBTOCOMHO-PEIIECHUBHAM THUIIOM YCTIaAKyBaHHs. B ocibd
JIHOYOI CTATi 3aXBOPIOBAHHSI 3yCTPIUAETHCS B 4 pasu
yacrime. J{ucreHesis € pe3yabTaToM eMOPIOHAIIBHOTO
JebeKTy pO3BHUTKY, IHOJII 3yMOBJIEHA aBTOIMYHHHM TTPO-
mecoM. JIucreHesist IUTOIOMIOHOT 3aJI03M € HalHJacTi-
IO TIPUYUHOIO BPO/IKEHOTO TIOTHPEO3Y.

2. ABTOCOMHO-pEIeCUBHE MOPYIICHHSI CUHTE3Y
FOPMOHIB MUTONOIOHOT 3anmo3u (10-15 % ycix Bu-
MaJIKiB BPOPKEHOTO TirnoTupeo3y). CUHTE3 TUPEOi-
HUX TOPMOHIB BiJJOYBA€ETHCS y KUTbKA €TATIB, KOXKHHIMA
3 SIKUX KOHTPOJIIOETHCSA BIATOBITHUM (DEPMEHTOM.
MyTaiii TeHiB IUX (GepMEHTIB IPU3BOISITH 10 HEO-
CTATHROTO 200 AHOMAJbHOTO CHHTE3y FOPMOHIB.
BigMiTHOIO OCOOJIMBICTIO TAKUX BapiaHTIB TiOTHUDPE-
03y € 30UIBIIeHHSI IUTOMO/IOHOI 3aJI03H SIK Pe3ylb-
TaT peaxiii-BiIOBII opraHa Ha TilepCTUMYIISIIIIO
THUPEOTPOITIHOM.

3. Hedinut tupeorponHoro ropmony (TTI) a6o
TUpeOoTpomiH-puii3uHT TopMony (TPT). 3ycrpiuaeTs-
sl plIKo.

4. Heuytnusicts mmronoioHoi 3amo3u g0 TTT.

5. Iepudepuyuna HEUyTIUBICTh O TOPMOHIB M-
TOMOTIOHOI 3aJT03H (CHMIITOMH TIilIOTHPEO3y PO3BUBA-
I0ThCSI TIpH TinBuIeHux piBHIX T4 1 TTI).

6. BrmiBu mpenapatiB Mizl 4ac BariTHOCTI (pafio-
AKTUBHMIA O/, MOV, TIOYpALIMI, METUMA30JI T 1H.).

7. DedinuTt fioay (eHAEMIUHUN KPETUHI3M).

8. ImionaTuyHUI BpOKEHUI TiMOTUPEO3.

Kninika. Y TSDKKUX BHIIAZKaX 3aXBOPIOBAHHS Jiar-
HOCTY€ETBCS B TIEPi0JT HOBOHAPOIKEHOCTI. XapaKTepHi
MaKpOCOMisl, TpUBaJIa XOBTSIHHIISI HOBOHAPOJKEHO-
ro (4acto 3i 30UIBIIEHHSIM PiBHSI MPSAMOro Oitipyo0i-
Hy), 30inmpuieHi Tim’suka. Llkipa Omiga, XxomomHa,
cyxa. Causuctuil HaOpsIK MPU3BOIUTH 10 301UTbIIEH-
HI SI3MKa, 3BY)KEHHSI HOCOBUX XOZiB, HAOPSIKY ropTaHi
H TOJOCOBHX 3B’SI30K, IO CIIPHYUHIOE (HOPMYBAHHS
cnenupivHOro (PeHOTUIYy: TpyOdi pucH OOIMYYs, Ha-
OpsIK MOBIK, MAKPOTJIOCis, Yepe3 SIKy pOT 3a3BHYAii
Bimkputuii (puc. 6.18). JluxaHHs yTpyJIHEHE, rOJIOC
XPpUIKUH, HU3bKUK. BupakeHna rinopeduexcis, Opanu-
Kappais, rinotoHis. [1pu nerkux ¢popmax xBopoda Bu-
SBIISETbCA Ha 1-2-My Micsami xkutts. Crocrepira-
I0TBCS 3HIDKCHHS alleTUTY, 3pUTyBaHHS, MIISIBICTD, 3a-
MOPH, MOPYIICHHS TepUPepUIHOi MIKPOIUPKYJIAILI,
3HIDKEHHS IKipHOi TemnepaTypu. BupaxkeHa m’s30-
Ba TiMOTOHIs, 301IbIIEHHS )KUBOTA, ITYMKOBI TPIIKI.

3a BiJICYTHOCTI aJIeKBaTHOI Teparlii BiMIi4a€ThCs
3aTpuMKa ocudikailii, HepiBHOMIPHUNA PICT KiCTOK 3
YKOPOUYECHHSIM KIHI[IBOK 1 INIMi MPU BEITUKOMY YeperTi,
ClIUTOTIONIOHUH HiC, BIICTABAHHS B 3POCTi Ta MCHXIiU-
HOMY PO3BUTKY, aX JIO IJIIOTIi.

Hiaenocmuka. J]iarHo3 BU3HAYAETHCS HA T1JICTaBI
MiABUIIIEHHS PIBHS TUPEOTPOITHOTO TOPMOHY rinodi-
3a (TTT) 1 3HmkeHHd piBHA Tupokcuny (T, ) i Tpu-
fontupowniny (T;). Hopma T, — 0,006 mr/mr i TTT
— 20 MO/mia. Po3pobiieHO TporpaMu CKpUHIHTY
TIMOTUPEO3y Y HOBOHAPOKEHUX.

Jlikysanns. 3amicHa Tepamis L-TUpPOKCHHOM 110-
3010 0,01 mr/(kr-mo0y) ompasy * miciash BCTAHOBIICH-
Hs1 niarHo3y. [IporHO3 3aJIeXUTh Bif yacy IMovaTky i
aJIeKBATHOCTI 3aMicHOI Teparii. [Tpu mouaTky Teparmii
y Bili 10 6 TWX IHTENEeKT 30epiraerses y 70 % xBo-
pux. Y TSHKKUX BUIAIKaX, KOJU BiIOyBa€ThCs BHYT-
PIIHBOYTPOOHE ypaXKeHHS MO3KY, HaBiTh CBOEYACHO
po3rouara Teparisi MOKe He JaTh 0axaHoro eeKTy.

Ilpenamanvna diaenocmuxa 1HBa3WBHA, 3 TTO/IAJh-
MM MOJICKYJISIPHO-TEHETUYHUM JTOCIIIKEHHSIM.

Bpomkena rinepmiiazisi Kopu HaJHUPKOBHX 327103
(agpeHoreHiTAJILHUMI CHHAPOM)

Lle rpymna cuHapOMIB, B OCHOBI SIKHX JIGKUTh JTUC-
GYHKIIST KOpH HaJHUPKOBUX 3a103. Hasea «agpeHo-
TeHITaTbHUN CHHIPOM) IOB’s3aHa 3 THUM, IO Tilo-
(YHKIIST KOpY HATHUPKOBUX 3aJI03 CYIPOBOIKYETh-
Csl TIOPYIICHHSM XapaKTepy 1 TeMITy CTATEBOTO PO3-
BUTKY. BjI0K y MeTaboIiYHOMY HUISIXY CTEPOiJoTeHe-
3y MOX€ BUHMKHYTH Ha OyIb-IKOMY 3 5 eTalliB mepe-
TBOPEHHS XOJIECTEPOIIy Ha KOPTHU30J, IO BU3HAYAE
BapiaOeIbHICTh KIIHIYHUX MPOSBIB.

VY 95 % BUnaakiB 3aXBOPIOBAHHS 3yMOBJICHE Jiedi-
IUTOM (pepMeHTY 2 1-TiIpOKCHIIA3H 1 TTOJATBIITUM 3HH-
JKEHHSIM TIPOJIYKIIil KOPTU30J1y 400 KOPTU30JIY Ta ajlb-
JOCTEPOHY, 3alIeKHO Bill TUIY MyTalii rena. ['eH cre-
poin-21-rigpokcunasu JIOKaIi30BaHUH Y KOPOTKOMY
Iedi 6-1 XpoMocoMu (6p) 1 € YaCTHHOIO CYITepCiMeii-
CTBa T'eHIB UTOXpoMmiB P450.

Po3BUTOK 3aXBOPIOBAHHS TTOYMHAETHCS BHYTPIII-
HbOYTPOOHO. 3MEHIICHHSI BMICTY KOPTH30J1y IPU3BO-
muth 1o rinepnpoaykuii AKTT rinodisa, 110, B cBo0O
yepry, 30UIbIIYE KUIBKICTh CUHT@30BAHHMX CTEPOIJIiB
o MetaboiiyHoro 6oky. HaiiOuibine 3HaYeHHS ce-
pell HUX MaroTh CTATEBI CTEPOIN — aHIPOTreHU. BoHn
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Puc. 6.18. Tinotupeos (HaOpSK MOBIK,
ClIUTONOIIOHUH HiC, MAKPOTIIOCis, MYMTKO-
Ba TpUXKA)

BHUKJIMKAIOTh BipWIi3alliio ta repmadpoauTHy Oyo-
BY I'eHITaJliil y 1iBYATOK, IIepeTyacHe cTaTeBe i coma-
TUYHE J03piBaHHs y XJIOM4MKiB. [TopymyeTbes cuH-
Te3 MiHEPaJIOKOPTUKOIIIB.

Kninika. XBopoba 3ycTpidaeTbcs B TPHOX OCHOB-
HUX d)opMaX' BipI/mLHiI‘/'I CITBBTpavarouiif i 3MilaHii.
Ipu BlpHJ’ILHlI/I ¢dbopmi mopynieHa npoz[yKum TJTFOKO-
KOpTI/IKOIIIIB Tpu 30epeKCHOMY CHHTE31 MIHEPaIoKop-
TUKOIMIB. Y AIBYATOK MIPU HAPOKEHHI CIIOCTEPIraeTh-
Csl MACKYJTiHI3allisl 30BHIITHIX CTATEBUX OPraHiB pi3H0-
TO CTyNeHs (puc. 6.19). HpI/I KpaI/IHIX CTYNEHSX BlpI/I-
Ji3allii HOBOHAPO/KEH1 )KIHOYOI TeHETUYHOI CTAaTI He-
PIAKO PEECTPYIOTHCS SIK XJIOMYMKH. SIKIO maToreHe-
TUYHY TEPAIIiI0 He PO3MOYATH, TO CTATEBUN PO3BUTOK
HaJaJi BiI0OyBaTUMEThCS 32 YOJIOBIUUM TUIIOM. Y HO-
BOHAPOJKEHUX XJIOMMYMKIB HOpMaJIbHA Oy/1oBa craTte-
BHX OPraHiB, aJie 3 5—6-piyHOTO BiKY IOYNHAETHCS TIe-
pemyacHe craTeBe JO3piBaHHS.

CinpBTpauaroua popMa XxapaKTepu3yeThcs OJI0Ka-
JIOI0 YTBOPEHHS SIK TNIFOKOKOPTHKOI/IB, TaK 1 MiHepa-
JTOKOPTHUKOIAiB. JledhiuT MiHEpaIOKOPTUKOIIIB MpH-
3BOAUTH 0 MOPYLIEHHS BOJHO-COJILOBOI'O OOMIiHY
(rimepkastieMisi, TimoHaTpiemis, rinmoxiopemis). Cun-
JIPOM BTPATH COJIi 3BUUAWHO BUSBIISETHCS Ha JPYro-
MY THXKHI XKHUTTS, aJie IHO/I CIIOCTEPIraeThCs Biapasy
IICJIST HAPOJDKEHHST a00 TMi3Hille, A0 KIHIS APYroro
Mmicsg KUTTS.. OCHOBHUMH O3HaKaMH Ii€l (popMH
XBOPOOH € aHOPEKCisl, 3pUIYBAHH, HyI0Ta, Jiapes,
Jeriaparauis i aprepiaiipHa rinotoHis. Tspkki mera-
60JIiYHI TOPYIIEHHS CIIPUYMHIOIOTH 3aTPUMKY (Hi3nud-
HOTO PO3BUTKY. be3 JlikyBaHHS XBOpOOa 4acTo 3aKiH-
YyEThCS JICTAIBHO.

3mimana ¢popMa BHUSBISETHCA KOMOIHOBAHOIO
CUMIITOMATHKOIO.

Hiaenocmuka TPpyHTYETHCS HA BU3HAYEHHI MiBU-
eHoi 7060Bo1 ekckpelii 17-KeTocTepoimiB 3 ceuero.
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Puc. 6.19. BlpI/IJ'ILHa (bopMa aJIpeHOreHITaJIbHOTO CUHAPOMY Y
JUBYMHKM (30LIBIICHHS KIITOPA, 3POIICHHS T'YOHO-MOIIIOHKOBHX
rineprirMeHTallis TeHITaJIbHOI TIISTHKY)

HomaTkoBi 1abopaTOpHi KpHUTEpii — TiNepKatiemis,
rinoHatpiemis, rimoxnopemis. [Ipu citbBTpavaroviit
(dhopMmi pi3KO 3HMKEHUN piBeHb anbaocTepony. [Ipu
yJIbTPa3BYKOBOMY JOCHI/PKEHHI OpraHiB uyepeBHOIL
MMOPOXKHUHKM MOXKe OyTH BHSIBIIEHA Tinepriiasis Hal-
HUPKOBUX 3aJ103. P03p006i1eHO METOIM CKPHHIHTY HO-
BOHAPOJ/KCHHX.

Jlikyeanus — NOBIUHA 3aMICHA Teparisi KOPTUKO-
cTepoinamMu, MATPpUMYBaJbHa Teparist IApOKOPTU30-
HoM (1 mr/(xr-100y) B Tpu npuiiomu).

Ilpenamanvna diaenocmuxa — iHBa3WBHA, 3 TO-
JAJTBIIAM MOJICKYJISIPHO-TEHETUYHHUM JIOCIIIKEHHSIM.

6.7.3. 3UEILIEHE 31 CTATTIO
YCIHHAAKYBAHHA

SIKIIO TeH 3HAXOAUTHCSA B CTATEBUX XPOMOCOMaAX,

TO yCIaJIKyBaHHS HA3UBAETHCS 3UCTIJICHUM 31 CTATTIO.

O3Haku, 10 KOAYIOTbCS TeHaMu X-XpOMOCOMHU, Ha-

3UBAIOTh X-3UEIUICHUMH, Y -XpOMOCOMH — Y -34erLie-
HUMH, a00 TOJAHIPUIHIMH.

3uerieHi 3 X-XpOMOCOMOIO 3aXBOPIOBAHHS MO-

KYTh OYyTH JOMIHAHTHUMH 1 peliecHBHUMH (Ta0I1. 6.9).

6.7.3.1. PeuecuBHi 34yeneni
3 X-XpoMOCOMOIO 3aXBOPIOBAHHS

PenecuBHi po3ramoBaHi B X-XpoMOCOMi TeHH TO-
3HAYaIOTh X“. 3aXBOPIOBAHHS, 3yMOBJICHI IIIMH I'eHAa-
MU, YacCTillle 3yCTPiuaroThbes y 4oJioBikiB (X?Y), oc-
KUTBKH YOIIOBIK Ma€ TUTBKH OJHY X-XpoMocomy. ['eHu
X-XpOMOCOMH y YOJIOBIKIB HE MAIOTh MapH 1 BiApasy
BUSIBIISIIOTBCSL (peHOTHIIUHO. HapomkeHHS XBOpOTo
CHH4, SIK IPABWIIO, MOB’A3aHe 3 TeTePO3UTOTHUM HO-



Tabmuus 6.9. Cnaakosi 3axBoproBaHHs, 34ellIeHi 3 X-XpoMOCOMOI0

Ha3Ba 3axBoproBaHHS Yacrora Jlokamnizanis .. .. .
MiHIMaJTbHI TIaTHOCTUYHI O3HAKH
(Ne OMIM) B TOIYJISIII1 reHa
X-34erieHi perecuBHi
Temodimia A — 1:2500 xjom4ukiB Xq28 TpuBai KpoBOTeYi PU TpaBMax, FTeMapTPO3H
MOPYIIEHHSI CHHTE3Y (KpOBOBWJIMBH Y BEJIUKI CYryIoOU — KOJIIHHUH,
VIII dakropa 3ropranHs JIKTHOBUI, TOMUIKOBOCTOITHHIA), TTOJIOBXKEHHS
kpoBi (306700) yacy 3ropTaHHsS KPOBi
Hanbsronizm (303800) B 3axigniit €Bpori Xq28 Hepo3pizHeHHs Y4epBOHOTO 1 3eJIeHOTO
6mu3ko 8 Y% voo- KOJIbOPIB
kiB (OMIM)
M’s30Ba uctpodis HromreHHa — Xp21.2 M’s130Ba CITAOKICTh MEPEBAKHO
(niceporineprpodivna) 1:3500 xJI0M4UMKiB, B MIPOKCUMAJIBHUX TpyIHax M’si3iB,
HromenHa — Bekkepa Bexkepa —1:20 000 riceBaorinepTpodiss M’sI31B (JIMTKOBHUX,
(dromenna — 310200, XJIOITYHUKIB CITHUYHHX, JCTTBTOTOMIOHMX 1 T. 1H.),
Bekxepa — 300376) MIBUIIIEHHS PIBHS KpeaTHH(HOCHOKIHAZH
B CHPOBATII KPOBI
CuHIpoM po3yMOBOi 1:2000-1:2500, Xq27.3 ITomoBkeHe 0OTMUYSI, MAKPOTisl, PO3yMOBa
BiZACTAIOCTI 3 JIAMKOIO XJIOIMYUKIB B 2—3 BIJICTAIICTh, Y MIAJIITKIB 3 SIBISIETHCS MAKpPO-
X-XpOMOCOMOI0 pasu OiibIie opxiau3m
(309550) HIX JIBYATOK
Cunnpom Kpicra — — Xql12-q13.1 | lnorigpo3 (rinorniasis MOTOBKX 3aJ103),
Cimmenca — TypeHa MOPYIIEHHS TepMoperyssiii. OiroIoHTis,
(anrigpoTruHa nmtonoioHi 3you. Tinorpuxo3. Cyxa mikipa
eKTOoJIepMaJibHA 1 CIIM30B1 OOOJIOHKU
muciriasisa) (305100)
JloMIHAHTHI 3YerieH] 3 X-XpOMOCOMOIO
®ocpar-nmiadber — Xp22.2 -22.1 | PaxiT, 1110 He MTAETHCS JIIKYBaHHIO
(BiTamin-D-pe3ucreHTHUI BitaminoM D. CuMmnToMu paxiry
paxiT) — MOPYIICHHS 3’SIBJISIFOTHCS. HATIPUKIHIL 1-T0 — Ha 2-My
peabcopbiii dpocdatiB potii )XuTTs. XapakTepHa BapycHa aedopMartis
y KaHAJIBISIX HUPOK HWKHIX KiHIIBOK. ['nodocdaremis. ITinsuie-
(307800) HUI piBeHB JIy>KHOI (pocdaTasu B KPOBi, piBEeHb
KaJIBIIifO B HOpMI

CIIICTBOM NATOJIOTIYHOTO TeHa y MaTepi. XapaKTepu-
CTUKY POJIOBOJY MOJAHO B II. 4.2.3.

JKiHky Haifuacriie € 3J0pOBUMH T'€TEPO3UTOTHH-
MU Hocilikamu (X4 X%). KitiniuHi mposiBu X-34erieHo-
r0 3aXBOPIOBAHHS Y KIHOK MOJKHA IMOSICHUTH KIJIBKO-
Ma MPUYUHAMU:

1. SIxmo 6aTbko xBopwii (X?Y), a MaTH HOCI TeHa
(X4X9), IXHs TOYKa MOKE OYTH XBOPOIO TOMO3UTOTOO
(X2X4). Taka cuTyariss MOXe 3yCTpidaTHCS IIPU CIIO-
PIIHEHHX TLTIO0AX.

2. XKiHKM MOXYTh MaTH JIETKY (popMy 3aXBOpIO-
BaHHs 4Yepe3 BUIMAJKOBY MEPEeBaXHY 1HAKTUBALIIO
X-XpOMOCOMH 3 HOPMAJIBHUM IOMiHAHTHUM T€HOM
(yrBopenHs Ttineus bappa). ¥ mpoMmy BUNagky B
OLTBIIII YacTHHI KIIITHH (QYHKI[IOHYE MYTaHTHUH TEH,
110 1 MOSICHIOE KITIHIYHI ITPOSIBU XBOPOOH.

3. HasBHicTh TUIbKM OJiHI€T X-XpOMOCOMHM, Ha-
npukiaa, npu cuaapomi lepermescekoro — Tepre-
pa (45,X) i cuHApOMI TECTUKYISIpHOI (pemiHizamii
(46,XY). Y 11pbomMy BUTIAJIKY PO3BUTOK XBOPOOH, SIK i
Y YOJIOBIKIB, ITOB’SI3aHUH 3 HASBHICTIO TITBKH OTHOTO
aJielisl MaTOJIOTIYHOTO TeHa.

M’si30Ba auctpodis romenna — bekkepa

M’si30Ba nuctpodis Jromenna — bekkepa (M/1B)

CIIPUYMHEHA MYTAIII€IO IeHa, BIINOBIIaIbHOTO 34 CUH-
te3 Ountka aucrtpodiny (Xp21.2). Le# 6inok noxari-
3YETHCSI HA HUTOIUTA3MAaTHYHIN ITOBEPXHI capKOJIeMHU
KJIITUH CKEJIETHOT MYCKYJIATYPH 1 3a0e3Ieuye 3B’ SI30K
MK aKTHHOBMMH BOJIOKHAMHU 1 capkojiemoro. CTpyk-
TYpHI 3MIHHM B KJIITHHHIM MeMOpaHi IpU3BOASATH 10
MOopylIeHHsT 0OMiHYy pedyoBHUH 1 3arubesni M’ sI30BUX
KJIITUH. BiOyBaeTbcs 3aMillleHHsI CKEJIETHOI MYCKY-
JATYPH CIOIYYHOIO 1 )KUPOBOIO TKAHWHAM.

I'en M’s130B01 mucTpOdii perecHBHUE 1 JIOKAITi30-
BaHUH y KOPOTKOMY Iuteui X-xpoMocomu. Lle Haiinos-
U TeH 3 yCiX BUBUEHHX. Y HboMY Oinblie 2x106 map
Hykieotunai, a iPHK mae noxuny 16 000 nykieo-
TUAIB. 3HAYHA TOBKUHA IeHA 3YMOBJIIOE BUCOKY Yac-
TOTy MyTalliidi. YacTka «CBIKUX» MyTalIliii CTAHOBUTH
30 %. Po3pi3HAOTE OLIBII 310SKICHY hopMy — M s-
30By nuctpodito JromenHa — M/I 1 noOposikicHy M’si-
30By auctpodito bekkepa — MB. M’sa30Ba nuctpo-
(i dromieHHa MOSICHIOETHCS TOBHUM MPUITMHEHHSIM
cuHTe3y Oinka, a popma bekkepa — cuHTE30M aHO-
MaJTbHOI (hopMH a00 3MEHIICHOI KUTBKOCTI OiIKa.

M’sizoBa nucrpodist romenna (OMIM 310200)

IMomynsuiitaa yacrora 1:3500 y HOBOHApOIKEHUX
XJIOTTYHUKIB.
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Puc. 6.20. M’s130Ba nuctpodis
Hiomenna (ncesnorineptpodis

JIUTKOBUX M’SI31B)
II

Puc. 6.22. M’s130Ba nuctpodis
Bexxkepa (niceBporineprpodis iut-
KOBHX M’SI31B)

Puc. 6.21. M’s30Ba auctpodis dromeHHa (TpyIHOIII IPU PO3NPSIM-
JIEHHI ITiCIISl HAXUITY)

Kninixa. 3axBOproBaHHS MOYMHAETHCS Y Billl 2—5 POKIB 3 HEBIICBHE-
HOT X0au. Y 6araThoX BUIIAJKaX JIiTH MOYMHAIOTH Mi3HO XoauTu. LIIBua-
KO HACTa€ CTOMJIIOBAHICTb NMpHU Pi3MUHOMY HaBaHTaxeHHi. [noni no 3-
7 pokiB Xoja He 3MiHeHa. [1i3Hile 3’SIBIISETHLCS KaUYuHA X0/1a, 3 IIIUPOKO
PO3CTaBICHUMH CTOIIAMH, PO3BEICHUMH HOCKaMW, BiBEACHIMHU Ha3a
IIeYrMa 1 MIHATAM MAOOpiIIsaM. XapakTepHUH CUMIITOM — IICEBIIO-
rinepTpodis TUTKOBUX Ta iHIIUX M’s3iB (puc. 6.20), ika pO3BUBAETHCSA
paHo 1 Ma€ TEHJCHLIIO 10 3MEHIIEHHS Y Mipy MpOTpecyBaHHs MiOJUCT-
podii. [Tpouec arpodii M’431B HaOyBa€ TAKOT0 HAIPSIMKY:

M’SI31 CTE€rHa — Ta30BUI MOSIC —>

— IUIEYOBMH NOSIC — PYKHU

Po3BuBaeThecs cnabkicTh M’43iB IJIEUOBOTO Mosica. YTpyIHEHE
MTHATTS PYKH JI0 TOPU3OHTAIBHOTO piBHA. [TifitoM 31 cTibIs 200 mics
Haxwly BUKIIMKA€ 3HA4HI yTpyaHeHHs (puc. 6.21). ¥ GaraTbox BUMa-
KaX PO3BUBAETHCA 3TUHAIIBHA M’30Ba KOHTPAKTYpa CTETHOBHUX, KOJIiH-
HUX cyrio0iB 1 cyrio0iB BepxHiX KiHLIBOK YHACHiIOK aTpodii M’s3iB.
PaHo 3HIKYIOTBCS TIIHOOKI CyXOXMIbHI pedtekcu. edopmarii ckere-
Ta MOB’sA3aH1 3 M’SI30BOI0 aTPO(IEIO 1 BKIIOYAIOTh BUKPUBJICHHS JOBIHX
TpyOYaCTHX KICTOK, OCTEONOPO3, TSKKE BUKPHBIICHHs Xpedta. HasBHa
TEHJICHIIIS 10 JeSKOTO 3HIDKEHHSI pO3YMOBHUX 3M1I0HOCTEl, X0oua y Oara-
ThOX JiTeH 1HTEIeKT HOpMaIbHMIA a0 HAaBITh BHUIIE CEPETHBOTO. 3aXBO-
PIOBAaHHS HEYXMJIBHO IIPOTpecye, IiTH MPUKYTI 0 Jixka 3 10-11 pokis,
TPUBAJIICTB KUTTS XBOpUX y cepeaHboMy 20 pokiB. CMepTh 3a3BUYAI Ha-
cTae Bij JiereHeBoi iH(eKIiT abo cepleBol HEOCTATHOCTI, OCKIJIbKH Ha
OCTaHHIN cTaii aTpodis 3aXOIUTIOE M’SI3M OOIHYYsI, TJIOTKY, TUXAJIbHY
MYCKYJIaTypy, CEpLEBUNA M 5I3.

Hiaenocmuka TPYHTYETHCS Ha XapaKTEpHId HEBPOJIOTIYHIA CUMIITO-
Martuui. [Ipu mabopaTopHOMY IOCITIiIKEHHI BU3HAYAETHCS 301IbLICHHS
KoHIeHTpalii kpeatuHpochokinazu B 10-100 pasis, Ha enekTpoMiorpami
(EMT’) cniocrepiratorbest o3Haku miomnatii, Ha EKI" — 3Minu Miokapaa i
MOPYIICHHS MPOBIIHOCTI. MOXJIMBA MOJICKYJISIPHO-TEHETUYHA JIIarHOC-
THKA.

V 70 % reTepo3UroTHUX XIHOK 30UIbIIEHI JTUTKOBI M SI3H, IIBHJIKA
CTOMJIIOBAHICTh IIpH (PI3MYHOMY HABAHTAXEHHI, 3MiHM Ha €JIEKTPOMIio-
rpaMi, BUCOKHI PiBeHb M’SI30BOr0 (epMEHTY KpeaTHH(HOCPOKIHAZU B
KpPOBI.

Jixysanus noku 1mo HeepekTuBHe. PO3pOo0ISIOThCS METOAM TEHOTE-
parmii Ta JiKyBaHHS 32 JOTMIOMOTOIO TPAHCIUIAHTAIlll M’ I30BUX KJIITHH.

Ipenamanvua diaenocmuxka 1HBa3UBHA, 3 MOJIEKYISIPHO-TEHETUYHIM
JIOCTIIKEHHSIM.
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Puc. 6.23. AHTiIpOTHYHA €KTOJepMajbHa TUCIIIA3IS:
a — mMuIonoai0HI 3yOu, rinoTpuxo3, nepiopdiTaigbHa MIrMEHTAIls; 6, 6 — BHCTYMAIOYl JIO-
00Bi1 OyrpH, ci/TTONOIOHUI HIC, TOBHI BUBEPHYTI ryOun

M’sizoBa nucrpodiss bexkxkepa (OMIM 300376)

XBopoba (puc. 6.22) 6inbir 1o6posikicHa. Yacto-
Ta y xaomuukiB 1:20 000. 3axBOpIOBAHHS TOYUHAETH-
cs mizHo (y 1215 poxkiB), mo 20-30 poxiB xBopi 36epi-
raloTh Mpale3JaTHICTh, MOXYTh MaTH JiTeiH. AKTUB-
HicTh KpeaTHH(}OCPOKIHA3Y MiIBUIIEHA, alle MEHIIIE.

CuHApPOM aHTiAPOTHYHOI €KTOAepMAaIbHOI auC-
naasii (cunapom Kpicra — Cimmenca — Typena)
(OMIM 305100)

IMonynsiiiina yactota HeBigoMa. XapaKTepHa
rinoruiasis MKipHUX 3aJ103, Y MepIny Yepry NOTOBHX.
VY pe3yibpTaTi MOPYIIEHHS TOTOBUIUICHHS y XBOPHX
PO3BUBAETHCS TiNepTEPMist, IO MOXKe OyTH IPHUNHOIO
CYJIOM, PO3YMOBOI BI/ICTAJIOCTI 1 HABITh IIPU3BECTH 0O
nieTanbHOTO KiHIs. CajibHi if aTOKPUHOBI 3aJ1031 ypa-
skeHi MeHie. Clti3Hi, OpOHXiaIbHI 3aJI03H1, a TAKOXK 3a-
J03M LIIIYHKOBO-KUIIKOBOTO TPAKTY i HOCOBOI MO-
pOXHMHU aTpO(diyHi, TiMoIuIa3is MOJIOYHUX 321103 1
COCKIB.

Kninixa. Obinuusa XBOporo xapaxrtepHe (facies
anhydroticus): BeIuKe 40JIO 3 BUCTYNAIOYUMU Ha-
OpiBHUMH JIyraMu i T0O0OBUMHU Oyrpamu, 3araje Iie-
peHices, MaJIeHbKUH CiJUIONOAIOHUI HIC 13 Timoruia-
31€0 KPWJI, TOBHI BUBEPHYTI I'yOH, 3amaji MIOKH, Be-
Tkl eopmoBani Byxa (puc. 6.23). XapaktepHi oJii-
TOJIOHTIS, aJ0HTisl, aHOMaJIbHa (uI0moaioHa) dop-
Ma 3y0iB. Bojoccs ToHKke, cyxe, CBiTJIe, pijiKe, 1IHOMII
cnocrepiraernes anornerrisi. [IIkipa croHineHa i cyxa.
BigMiuarorhest nepiopOiTajbHa MIrMEHTALlis, TOHKI
3MOPIIKYBATI MOBIKH, NAITYJIbO3HI 3MIHU HA 00JIMYYl,
eK3eMa, rinepKkepaTos3 10JI0OHb. Y IesKUX XBOPUX CIIO-
CTEpIraroThcsl KOH' IOHKTUBITH, KEPATUTHU, PUHITH,
OTHUTH 1 JilereHeBl iHdeKIii. ¥ reTepo3uroTHUX JKIHOK
OKpeMI JIJITHKU MIKipU MOXYTh OyTH CyXUMH, 6e3 1o-
TOBUX 3aJ103 (Yepe3 BUIMAAKOBY iHAKTHBAIIO X-Xpo-
MOCOMH 3 HOPMAJIBHAM T'€HOM Y KIITHHAX IHX JIiIs-
HOK).

Jiaenocmuka TPYHTYEThCS HA XapaKTePHUX (PeHO-
TUIIIYHUAX O3HAKaX.

JIiky6anus CAMIITOMATUYHE.

CunapoMm po3ymMoBoi BiacTaaocTi 3 JaMKor0 X-Xpo-
Mocomoiro (cunapom Maprina — bemta, cunapom ¢pa-
ritbHOi X-xpomocomu) (OMIM 309500)

Lle omHa 3 hopm po3yMOBOI BIiJICTAJIOCTI, IO € APY-
rol0 3a 4acToTo micis xBopobu Jayna. [Tomymns-
uiitna yacrora 1:2000-1:2500 HoBOHapomKeHUX. XBO-
pUX XJIOMYUKIB y 2-3 pa3u Oinblie, HOX JIBYATOK, 1
XBOPIIOTh BOHHU TSXKYE.

3axBoproBaHHS 3yMOBIIeHe MyTailieto reHa FMR-1
(fragile mental retardation), axuil JTOKaII3yETHCS B
JOBroMy tuiedi X-xpomocomu (Xq27.3). IlaTosoriu-
HUI TeH Ma€ BENTMKY KUTbKICTh TPHHYKJICOTUAHUX T10-
BropiB (LUII'T) y HeTpaHcboBaHii AUISHIN reHa (Hop-
Ma 642 moetopu, 50-200 MOBTOPIB BBAXKAETHCS TIpe-
MyTalier). TKKICTh 3aXBOPIOBAHHS 3aJISKUTD Bij
KinbKOCTI MoBTOpiB. KinbKicTh MOBTOPIB 30iMb-
HIYETHCS IIPH MIPOXOJKEHH] uepe3 OBOTEHe3, 110 IOo-
SICHIOE (peHOMeEH aHTULUMAI] (HAPOCTAHHS TSHKKOCTI
3aXBOPIOBAHHA B ITOKOJIHHSAX).

Kninika. 30BHIIIHICTh XBOPUX HE 3aBXJIU CIICIHU-
(biuHa. XapaktepHe MoI0BxkeHe oonuaus (puc. 6.24),
BUCOKE BHCTYIAIOUE YO0, MaKpo- 1 Joiixouedaris,
rirmoruIasis cepeHboi yacTHHU 06myust. ['you ToBCTi,
HWKHA I'yba 4acTo BHUBEpHyTa. XapakTepHa Makpo-
OTIsL, BEJIMKI KKCTI 1 cTonu. TUITOBUI CHMITTOM — MaK-
poopximu3M — 3’SBISIETBCS y MIUTITKIB (puc. 6.25).
Sleuxa 30inbIIeH] 32 PaXyHOK PO3BUTKY CIIOJIYYHOT
TkaHuHU. CTaTeBa akTUBHICTH MiHiManbHa. Criocrte-
PpIraroThCsi CHMITOMM BPOKEHOI AMCIUIA3il CIOJTyy-
HOI1 TKaHUHHU — CJIA0KICTh 3B’S130K CyrI00iB, IJIOCKO-
CTOMICTh, 1HOI nedopMallis xpedTa Ta iH.

Po3ymoBa BiacranicTp yacTilie moMipHa, piako
rimuboka (10-15 %). Binpmiicts XBOpHUX COLiATbHO
aJanToBaHa, MOXKYTh BUKOHYBAaTH HECKJIAAHY (i3zuy-
HY poboTy. VY iHOK-HOCIHiOK reHa [Q NMOHMKEHMIA.
SIkio KiHKa ycmajJKyBalia BEJIHMKY KiJIbKICTh IO-
BTOPIB, TO BOHA TEXK XBOPITHME, aje e 3yCTPIua€eTh-
¢S pLIKO.

Miaenocmuxa. OCHOBHHI METOH JIATHOCTUKH —
KapiotunyBaHHA. JIiMpoUTH XBOPOTO KyJIbTUBYIOTh
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Puc. 6.25. Makpoopxiqu3M y XBOPOTO 3 CUHIPO-
MOM (pparizbHOT X-XpOMOCOMH
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Puc. 6.24. Cunnpom ¢pariib-
HO1 X-XpoMocoMu (TIOJOBKeHe 00-
nuyysi, Makpotis). Ha ¢oto aBa
MAIEHTH B PI3HOMY BiIll

N !o

a

Puc. 6.26. ®@parinpHa OiAsSHKA B JOBrOMY IUIEYi
X-XpoMocoMu:
a — TeTepO3UroTHA JXIHKA; O — XBOPUN YOJIOBIK

y cepemoBuIIi 6e3 (oaieBOi KUCIOTH. Y TOBTOMY
eyl X-XpOMOCOMH 3HAXOATh «JIaMKy» («dpariib-
HY») JUISHKY, 1110 330BHI HATAly€ BTOPHHHY TIEPETSIK-
KY, 1 cynyTHHK (puc. 6.26). XpoMocoMa yIIKOIKY€ETh-
sl B IUISHLI BEIMKOI KUTBKOCTI TPUHYKJIEOTHIHUX T10-
BTOpPiB. MOXJIMBA MOJIEKYJISIPHO-T€HETUYHA AiarHo-
CTHKa, pO3pO0OJICHO METOIU IPEHATATIBHOI HiarHOCTHU-
KH.



6.7.3.2. J/lominaHTHi 34enJieHi
3 X-XpoOMOCOMOIO 3aXBOPIOBAHHS

JoMiHaHTHI 34eruieHi 3 X-XpOMOCOMOIO O3HaKH
3yCTPIYAIOTLCS Y YOJIOBIKIB 1 )KiHOK. Bin xBopoi ma-
Tepi-reTEePO3UTrOTH 3aXBOPIOBAHHS YCHAAKOBYIOTH 1
CHHH, 1 104KH 3 BiporigsicTio 50 %. Bix xBoporo 6aTh-
Ka O3HaKy ycrnajkoByiTh 100 % m040oK 1 HIKOIU —
cuHU. XapaKTepPUCTUKY POJOBOJIB HABEAECHO Y
m. 4.2.3.

IIpu 6araTeox qOMIHAHTHUX X-3UEIICHUX 3aXBO-
PIOBAHHSX MATOJOTIYHUN I'eH Ja€ JIeTaJbHUN edexT
y eMOpioHiB "oj0BivOi cTati. Hanpukian, 3arubenb
IUIOAIB YOJIOBIYOI CTATI 3 JOMIHAHTHUM T'€HOM XBO-
podu crocTepiraeTbecsi Mpu CUHAPOMI HETPUMAHHS
mkipHoro mirMeHTy (cuaapom biioxa — Cynbibep-
repa).

Tinogocharemis (pochar-niader, a6o BiTamin-D-
pe3uctentHuii paxit) (OMIM 307800)

Tun ycnagkyBaHHS X-34eIUICHUN JOMIHAHTHUIMA
(Xp22.2-p22.1). 3axBOpIOBAHHS 3yMOBJICHE 3HUKEH-
HsIM peabcopOiiii pocdatiB y KaHATBILSIX HUPOK.

Kninixa. TinodocdaTteMito MOXKHa BUSIBUTH Bijipa-
3y MIC/IsT HAPOJDKEHHSI, & O3HAKH PaxiTy 3 SIBJISIOTHCS
B KiHIIl IEpIIOTO0 — Ha MOYATKY IPYrOro POKY JKUT-
TsI, KOJIM JIITH TTOYMHAIOTh XOUTHU. Bijibille BUpaeHi
3MIHU HIDKHIX KiHIIIBOK: BapyCHE BUKPHBIJIEHHS TOB-
TUX TPyOUACTHX KICTOK. XapaKTepHi O3HAKU: HU3b-

Puc. 6.27. Tinodocdaremis:
a — BapycHa Aedopmalis HIKHIX KiHI[IBOK; 6 — MapMypoOBICTh
HIKipH, IJIOCKOBAJIbI'YCHA edopMallis CTOIT; 6 — IAUCILIA3is HIrTiB

KHIi 3picT, 0OMEXKEHHS PYXJIMBOCTI y BEJIMKUX CYIJIO-
0ax (Ta30CTErHOBHUX, KOJIHHUX, JIIKTHOBHUX), HOJIIXO-
uedadisi, ucruiasis Hirtis (puc. 6.27). Ha Bigminy Bin
BiTaMiH-D-1e(ilIUTHOrO paxiTy, 3araJlbHUi CTaH He
MOpyuIeHuH. Y ®KIHOK CKeJIETHI MOPYIIEHHS MEHII BU-
pakeHi.

Miaenocmuxa. PEeHTT€HOIOTYHO BUSIBIISIOTHCS TH-
MOBI M PaxiTy 3MiHU — IpyOOBOJIOKHUCTA CTPYK-
Typa rybuyacToi pe4oBHHHU KiCTOK. Y KpOBIi MigBUILIE-
HUW piBeHb Jyx)HOI pocdaTazu 1 3HUKEHUN pPiBEHb
dhochopy, piBeHb KaJIbIIIO B HOPMI.

6.7.3.3. YcnaakyBaHHs, 34erieHe
3 Y-xpomocomoro

Y-xpoMmocoma € HaiiMEHIIIO0 32 PO3MIpPOM i3 Xpo-
MOCOM JIIOJUHHU 1 MicTUTh Onu3sko 2-3 % JHK ram-
JIOIIHOTO TeHOMY JTroAuHK. Ha KiHIll KOpOTKOTO 1 J10B-
roro IJjieuel XpOMOCOMH PO3TalllOBaHI MCEBI0ABTO-
COMHI JIUISTHKH. Y HUX B MPOIECI Me03y MOXke BifOy-
BaTHUCA OOMIH F€HETUYHUM MaTepiajioM i3 X-XpoMo-
coMoto0. BilmoBiiHO, TeHH IUX IUISTHOK YCIaJIKOBY-
FOThCS SIK ABTOCOMHI (4aCTKOBE 3UYETIJICHHS 31 CTATTIO).
Lle sBUIE MOSICHIOE JIEsIKI CIIaIKOBI 3aXBOPIOBAHHS,
JUTSL IKMX OITUCAHO B OJHMX CIM’SIX 34eIlieHHs 3 X-Xpo-
MOCOMOIO, B IHIIIUX — 3YEIICHHS 3 Y -XPOMOCOMOIO
(«3MilIaHUH THT yCcHaAKyBaHH). Jlo 4acTKOBO 34erl-
JICHUX 31 CTATTIO 3aXBOPIOBAHb HAJIeXKATh ITOBHA KO-

Puc. 6.28. TinepTpuxo3 BylI-
HUX PAKOBHH
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JipHa ciinoTa (IOBHA HE3JATHICTh PO3PI3HATH KOJIbO-
pu — 4YOpHO-Oinuii 3ip) i AesKi reHoAepMaTo3u. Y
poaoBojax OyBae CKIIQJHO BIPI3HUTH YaCTKOBE 3Yell-
JIEHH4 31 CTATTIO Bl aBTOCOMHOI'O YCIaIKyBaHHS.

Binpma vactuHa Y-XxpomocoMmu He Gepe ydacTi B
peKoMOiHaIlii 1 € TaIUIOITHOK YACTHHOK TeHOMY JIIO-
IuHU. BOHa BKIIIOUAE BENMKY T€TePOXPOMATHHOBY
OIISHKY, 110 Bapilo€ 3a AOBXHUHOIO Y PI3HUX YO-
JIOBIKIB, 1 €yXpOMaTUHOBHI palioH. OCHOBHUMH Te-
HaMHU LbOI'O PailoHy € I'eHH, AKi BU3HAYAIOTh CTaTh
(SRY), 3pict (GCY), KOHTPOJIOOTh TaMETOTeHE3
(AZF).

Ha Y-xpomocomi kaproBaHo Ounbiie 40 reHis, i3
HUX TUIBKM 7 BUKJIMKAIOTh CIIaJIKOBI XBOPOOU, 30K-
pema, MIrMeHTHHUI PeTHHIT, MOPYIIeHHS Au(epeHIli-
IOBAHHS CTaTi, a300CHEPMIiI0, AUCXOHIPOCTEO03, TOHA-
nobmacromy. Paninre mpumyckainu, mo Y -34erieHo
MOXYTh YCIaJKOBYBATHUCSA OJHA 3 GOPM IXTiO3y
(wkipa mukoOpasza), TIMepTPUX03 BYLUIHUX PAKOBHH i
CUHIAKTWIIA aabliB Ha HO31. [TomabIi JOCiIKeH-
HS MIATBEPAWIN FOJIAHAPUYHE YCHaJAKYBaHHS TUIbKU
TINIEPTPUXO03y BYITHUX paKoBUH (puc. 6.28).

3uerieHi 3 Y-XpOMOCOMOIO 03HAKH 3YCTPIYarOTh-
csl TUTBKM Y YOJIOBIKIB, YCIAJKOBYIOThCS Bijl OaThKa
BCIMa CMHAMH 1 HIKOJIM — JJOUKaMH. XapaKTepUCTH-
Ky pOJIOBOJly HaBeseHO y 1. 4.2.3. Myraiii niisHKu
Y-XpoMOcoMH, BiITOBIAAIBHOI 3a ClIepMaTOTeHe3, He
YCHaIKOBYIOTHCS, OCKUTBKY XBOPi Oe3mtiaHi. CydacHi
METOJIN EKCTPAKOPIOPATILHOTO 3aIUTiTHEHHS JJ03BO-
JISSFOTH TAKMM YOJIOBIKAM MAaTH HAIAJKiB, ajie BCl IX
CHHHM MaTHMYTh TaKy caMy MyTallilo.

6.7.4. MITOXOH/IPIAJIBHI XBOPOBU

Ile xBopoOM, IO 3yMOBJIEHI I'€eHETUYHUMU W
CTPYKTYPHO-O10XIMIYHUMH AeheKTaMu MITOXOHAPIH
1 CyNPOBOJIKYIOThCSI TOPYIIEHHSM TKAHUHHOTO H-

xaHHs. MITOXOHApialdbHI XBOPOOU MOXYTh OyTH MO-
B’sI3aHI 3 MyTAllisIMU SIK SJIEPHOTO, TaK 1 MITOXOH/IpI-
allbHOTO TeHoMY (uB. puc. 1.8).

T'onoBHa QyHKIliS MITOXOHAPIN — KHCHEBHUH eTall
CHEPIeTHYHOTO 06MiHy i cunte3 AT®. Bubiricts
OLTKiB MlTOXOHL[plI/I 3aK0/I0BaHA B SIIEPHOMY F'eHOMI,
MPOTE MITOXOHAPII TBAPUHHIX 1 POCIMHHMX KJIITUH
MaroTh cBOO BiacHy kibiieBy [JJHK. ¥V moqunu Mito-
xouapianpHa JJHK mictuts 16 569 n. H. KinbkicTb
MOJIEKYJT MtIHK y KJIITUHI MOXeE nocAraTH JIECSITKIB
TUCSY, 1 KOXKHA MlTOXOH]lplSI MICTUTH Bif 2 110 10
komiit mitoxouapiansnoi JJTHK. BiacyTHicTh 3B’S13KY
3 OLTKaMU-TICTOHAMHU, HETOCKOHAIMI MEXaHi3M perna-
palii Ta BUCOKUN piBEHb BUIBHMX PaJUKAaIiB, IO YT-
BOPIOIOTHCS MPU a€POOHOMY OKHUCIIEHHI B MITOXOH/I-
pisiX, TPpU3BOIUTH 10 BITHOCHO BUCOKOI YaCTOTU MY-
Tauiit MmitoxouapiansHoi JJHK. BuHUKHEHHS MyTaH-
TtHOI MiToxoHapianpHol JJTHK € npuuuHoio rerepo-
TIa3Mil — CTaHy, KOJIM B KJIITHHI iICHY€E AB1 TOMYJISIIi
MTHK. Ockinbku perutikaiist MTJITHK BinOyBaeTncs
ABTOHOMHO 1 PO3IOJIiJI MITOXOHJIPIA 32 JOYipHIMH
KIITMHAMHU Ma€ BUMAJIKOBUN XapaKTep, piBeHb reTepo-
TIa3Mil Mo>ke OyTH PI3HUM B OfHIM 1 Tiif ke TKaHWHI B
PI3HI TIEPIOTN KUTTSI.

KitiHiuHa kapTHHA MITOXOHIpIATbHUX XBOPOO 3a-
JeKUTH BiJl eHEPTeTUUHUX MOTPeO TKAaHUH. Y MepIy
Yepry BpakaroThCs MAaKCUMaJIbHO €Hepro3ajieikHi
opraau: [IHC, ckemerHa MycKylatypa, CepleBUiA
M’sI3, OYi, eHJOKPHUHHI 3a71034, HUpKU. Kpim TOTO,
ICHY€ 3aJICXKHICTH BiJl TPOLIEHTHOT'O BMICTY MYTaHTHOL
AHK. Tak, y xmitunax LIHC noporosum 3HaueHHIM
Oyne piBenb BMicty mytantHoi [JJHK 6inbiie 60 %.

Jis MiTOXOHAPIAIBHUX XBOPOO XapaKTepHe Io-
€THAHHS PI3HOMAHITHUX MYJIbTUCUCTEMHUX 1 MYJIbTH-
OpraHHMX MPOSBIB: M’I30Ba CIIA0KiCTh, HEBPOIATII,
aTakcis, JEMEHIIis, YPakeHHs CepIeBOro M’si3a, iia-
0eT i1 iH. MHOXUHHICTD ypaXXeHHs MOSICHIOETHCS

Ta6muus 6.10. TIpukiaagu MiTOXOHAPIAILHUX 3aXBOPIOBAHbD,
noB’sizanux 3 myramniero Mt IHK

Hassa 3aXBOPIOBAHHS

Bun myTauii
(Ne OMIM) Y

MiniManbHi AlarHOCTUYHI O3HAKHU

IMinrocrpa HEKPOTU3yIOYA
eHedaromienonatis Jles
(256000)

I'en AT®-a3u 6 mT/IHK, piBeHB
mytantHoi JJHK Oinmbiie 90 %

JluxaItbHi TTOPYIIIEHHS, aTAaKCisl, BiACTaBaHHS
TICHXOMOTOPHOTO PO3BUTKY, anocbm 30pPOBUX
HepBiB. TpuBaITiCTh XKHUTTS 10 5 POKIB

ATpodist 30poBUX HEPBIB
JleGepa (535000)

I'enu xomrurexcis I, IT1, TV
JuxanbHoro JaHiora Mmt/IHK

Toctpa BTpata 30py Ha APYroMy-TpeTboMy
JICCITHTITTI )KUTTS

Cunapom MERRF
(Myoclonus Epilepsy with
Ragged-Red Fibers) —
MIOKJTOHYC-ETILIETICIsI

3 pPBAaHUMH YEPBOHUMU
BosiokHamu (545000)

I'en nizunoBoi TPHK mT/ITHK

MioKJIOHyC-eMIencisi 3 MO30YKOBOIO aTaK-
Ci€ro, IEMEHITIEI0, MIOTIaTie0, HEHPOCEHCOP-
HOIO TYT'OBYXICTIO, 3aTPUMKOIO (DI3YHOTO
pO3BUTKY. Y M’A30BUX OionTaTax —
(heHOMEH «PBAHUX YEPBOHUX BOJIOKOHY
(MiohiOpuIIH 31 3MIHEHUMH KpPasSMH)

(530000)

Cunpapom Kepnca — Ceiipa | Jdeneris mTIHK y ainsuini reHa
AT®asu 8 Big 2 1o 10,4 T. 1. H.
3 piBHeM mytantHoi JIHK

B KJIITUHAX M’s131B Oitbiie 80 %

OdranbpMoIuIerisi, MrMeHTHA JIeTeHepaLlis
CITKIBKH, aTaKCisl, aTPIOBEHTPHUKYJISIPHUIA
cepLieBUi OJI0K, €HIIOKPUHHI PO3TIaIH

Cunnpowm Ilipcona
(557000)
HUX KIITHHAX

Ta x gemeriis 3 BHCOKAM BMICTOM
myTtanTHOi JJTHK B KpoBOTBOD-

IMTanmronexis
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OJIM3BKUM TOPOTOM YYTIMBOCTI IO €HEPreTUYHOTO
JnediuTy B opraHax-mimieHsx. Kinacuunumu nposisa-
MU MITOXOH/IpiaJIbHUX XBOPOO BBAXKAIOTH MiOIaTIi Ta
eHmedanonarii.

TspKKICTh MITOXOHAPIAIBHUX XBOPOO HEYXUIIBHO
3pOCTaE, 110 Y AUTHHCTBI MOB’SI3aHE 31 3pOCTAHHSIM
€HepronoTped TKaHWH, a B 3PUIOMY Billl TOSICHIOETh-
sl 3HW)KEHHSIM aKTUBHOCTI MPOIIECIB OKUCITIOBAJIBHO-
ro gochopuayBaHHs 1 HAKOMUUYCHHSIM MYTallii
mt/IHK.

MitoxoH/pianbHi XBOPOOU MOXKYTh YCIIaIKOBYBa-
THCS 32 PI3HUMH THIIAMH, 10 3QJIEKUTD BiJ XapakTe-
Py TEHETHYHOTO Je(heKTy NMPU KOHKPETHOMY 3aXBO-
proBaHHI. SIKIIO MyTallisi BifOYBa€THCS B SIIEPHOMY
TeHi, 1[0 KOJYE MITOXOHJIpiaJbHUN OLIOK, 3aXBOPIO-
BaHHS YCIIAJKOBYETHCS aBTOCOMHO-JOMIHAHTHO a60
aBTOCOMHO-pEIIeCUBHO. MyTallii MiTOXOHIpiaTbHOI
JHK xapakTepu3yroThCs IUTOIUIA3MATHYHUM THIIOM
ycnajkyBaHHs. MITOXOHJpIi MepeaaroThCcsl B 3UTOTY
TIIBKHA 3 IIATOIIa3MOI0 oonuTiB. OTXe, BCi MITO-
XOH/IPii B YCIX KJIITUHAX 1HAMBIJA MAIOTh MATEPHHCH-
Ke TIOXOJ/DKEHHS 1 YCIaJIKOBYIOTHCS Bill MaTepi BciMa
IITbMHU. XapaKTepPUCTUKY POJOBOAY HABEIEHO Y
m 4.2.4.

V NIOIUHYU TPUKIIAIOM MITOXOHAPIATbHUX 3aXBO-
proBaHb € eHledanomienonaris Jles, aTpodist 30po-
Bux HepsiB JleOepa, mio- 1 kapaiomionarii (tabir.
6.10).

ITpsima GioxiMigHA JiaTHOCTHKA ITi€T TPYITH 3aXBO-
proBaHb yTpyaHeHa. [IpakTHUHO 1i 3aXBOPIOBAHHS
JIATHOCTYIOTHCS 3a JIOTIOMOI010 O10MICIT 1 IeTaIbHOTO
BUBUCHHS TICTOJIOTIYHHX MPENapaTiB, MOJICKYIISIPHO-
FEHETUYHUX 1 HUTOXIMIYHUX METO/IB.

6.8. JTIATHOCTUKA
MOHOTEHHUX XBOPOB

VY [iarHOCTHIII MOHOT€HHUX XBOPOO BHKOPHUCTO-
BYIOTh TaKi METOIH:

1. CuHAPOMONOTIYHUI aHAJI3 — JUIsl IIarHOCTH-
KM MOHOTEHHHMX CHHJIPOMIB, 1[0 BHUSIBIISIOTBCS Baja-
MH PO3BUTKY.

2. BioxiMiuHl MeTOIM — JUIA QIarHOCTUKH CIIa/I-
KOBHX TOPYIIIEHh OOMiHY peyoBHH. bioximiuHa jmiar-
HOCTHKAa CIHAJIKOBUX IOPYIIEHb JBOETAIHA, CKJIA-
JAETHCS 3 TIEPBUHHOTO CEJICKTUBHOT'O CKPUHIHTY Ta
YTOYHIOKOYOI JiarHOCTUKU. OCHOBHI MPUHIUIH 0io-
XIMIUHOI JIarHOCTUKU po3risiHyTo y 1. 10.6. Jlst ne-
SKUX 3aXBOPIOBAHb CTBOPEHO IMPOTPaMH MAaCOBOTO
CKPUHIHTY ((heHUTIKeTOHYpisl, TIMOTUPEO3, aApeHoTe-
HITQJIbHUN CUHJIPOM, MYKOBICIIU/I03, TaJIAKTO3eMisl i
in.). [le MacoBe 0OCTeXKEHHS BCIX HOBOHAPO/KEHUX 3
METOK PaHHBOT'O BUSBJIEHHS 3aXBOPIOBAHHS Ha
JIOKJTIHIYHIN cTaaii. PaHHil MOYaTOK JIIKyBaHHS 3a110-
Oirae po3BUTKY KITIHIYHHX O3HAK XBOPOOH.

3. MounekynsapHo-renetnyni meroau (JHK-miar-
HOCTHKA) — Tpyla METOJIB, HAIPABIICHNX Ha BUSB-
JICHHSI IEPBUHHOTO reHeTnyHoro aedekry. JJHK-miar-
HOCTHKA MOJXJIMBA JUTS 3aXBOPIOBAHb, T€HU SKHUX BU-
BUEHI, Ta pO3po0IIeHI MeToau iX BUsiBIeHHS. Mourte-
KYJISPHO-T€HETUYHI METO/IU 3aCTOCOBYIOTH IS Jiar-
HOCTUKH MOHOT€HHUX XBOPOO, BUSBIIEHHS Ie€TePO3H-
TOTHUX HOCIIB 1 IpeHaTaJbHOI JIarHOCTUKH (TalJI.
6.11). ITepenik 3aXBOPIOBaHb MOCTIHHO PO3IINPIOETH-

Tabnuusg 6.11. Tlpukiiaam MOHOreHHHX 3aXBOPIOBAHb,
IO AiarHOCTYIOTHCS MOJIEKY/ISIPHO-TeHETHYHHMH MeTOIaMH
(y ny:kkax HaBeneHo Jokadsizauiio renis) (FO. U. bapammnues, B. A. baxapes, I1. B. HoBuxos, 2004)

XBOpoOM 3 AaBTOCOMHUM THUIIOM YCIaIKyBaHHS

XBopobu, 3ueruieni 3 X- Ta Y-XpOMOCOMaMHU

AIpeHOTeHITATBHUN CHHIPOM (HEIOCTATHICTh
21-rigpokcunasu) (6p21.3)

Arakcis—reneanriekrasis (11g23.1)
Arakcis @pinpetixa (9q13—-q 21.1)
B-tamacemist (11p15.5)

lenaToneHTuKysipHa aereHepairist (xBopoba BinbcoHa
— Konosanosa) (13q14.3—q21.1)

HediuuT o-1-aHTUTpUIICUHY

Miotoniuna guctpodis (19q13.2-q13.3)
Myxogiciuno3 (7q31.2)

Henocraruicts atmi-koen3uM-A-rigpokcuiasu (1p 31)
Cimetina rinepxonecrepureMis (19 p13.2-p13.1)
Oeninkeronypis (12q22-24)

XBopoba Bepanira — odmana (5q 13)

XBopoba Bieopanna (12 pter—pl2)

Xopes I'entinrrona (4pter—pl16.3)

Aramario0yminemis (Xq21.3—q22)

Temodimis A (Xq28)

Ilemodinia B (Xp27.1-27.2)

Mionucrpodist Hromenna — bekkepa (Xp21.2)
Cunpapom nmamMkoi X-xpomocomu (Xq27.3)
CrianbHO-0ynp0apHa amioTpodis (Xqll-ql2)
XBopoba Jlema — Hixana (Xq26-q27.2)
XBopoba Xantepa (Xq28)

X-3ueryieHa HeBpajibHa amiorpodis (Xql13.1)

Yucra aucrexesis roHaa, XX-40J0OBIKY Ta AesKi 1HIII
MOPYIIIEHHS CTATEBOTO pO3BUTKY (YD)
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csi. Y NepCrieKTUBI JIarHOCTHKA MOXEe CTaTH peajlb-
HOTO JIJIS1 BCIX MOHOT@HHUX XBOPOO.

4. IUTOreHeTUYHNIA METOJ BUKOPHUCTOBYETHCS IS
JIaTHOCTHKU CHHAPOMY ¢pariibHoi X-XpOMOCOMH.
3acHOBaHMI HA BUSBJICHHI JIAMKOTO CAWTy Ha JIOBro-
My Iiedi X-XpOMOCOMHM MY KyJIbTHUBYBaHHI 0e3 ¢o-
J€BOI KUCTIOTH.

6.9. IIPEHATAJIBHA
JIATHOCTUKA MOHOI'EHHUX
XBOPOb

151 mpeHaTaIbHOI IarHOCTUKY BUKOPUCTOBYIOTh
TaKl METOIU.

1. HeiHBa3uBHMIT METOJ — yIbTPa3BYKOBa JIiar-
HOCTHUKA JIJIsl BUSIBJICHHSI BaJl PO3BUTKY.

2. IuBa3MBHI MeTOIU (XOPIOILIEHTE3, TUTAIIEHTOIICH-
Te3, AMHIOLEHTE3, KOPIOLECHTE3) BUKOPUCTOBYIOTHCS
JUISL JTIaTHOCTUKM MOHOTEHHUX 3aXBOPIOBAHb, SIKi HE
BUSIBJISIFOTHCS] (DEHOTHUIIYHO B Tiepiof BariTHOCTI (dep-
MEHTOTMATIi, HEPBOBO-M SI30B1 3aXBOPIOBAHHS).

IToxa3zaHHAM 10 IHBa3UBHOI ITPEHATAIBHOI IlarHO-
CTHKU MOHOTCHHUX XBOPOO € BUCOKHI PU3UK HapO-
JOKSHHSI XBOPOT AUTHUHH Y TAKUX BUIAKAX:

1) TOMIHAHTHO yCIaJKOBaHE 3aXBOPIOBAHHSI B OJ1-
Horo 3 6atbhkiB. Lleit MeToa 3acTOCOBYETHCS, SKIIIO
3aXBOPIOBAHHS HEMOXIIMBO JIIaTHOCTYBAaTH 3a JIOMO-
MOTOI0 YJIbTPa3BYKOBOI IaTHOCTUKH (MIOTOHIYHA
quctpoddisi, xopest [eHTIHITOHA Ta iH.);

2) obuzaBa 6aThKU — reTepO3UTOTHI HOCI{ OAHOTO
1 TOTO ) PELIECUBHOI'O IATOJIOTIYHOT'O TeHa;

3) MaTu — HOCIH X-3YETJIEHOTO PELleCUBHOTO
reHa.

Joka3oM HOCIHCTBA pEleCUBHOTO aBTOCOMHOTO
ab60 X-3ueruIeHoro reHa Moke OyTH HapOKEHHS XBO-
poi auTuHM a0 pe3ysibTaTu JTabopPaTOPHOro 0bOCTe-
JKEHHsI OaTBHKIB.

OneprkaHuii IpY i1HBa3UBHUX METOAMKAX MaTepi-
aJl MOXe JTOCIIKYBATUCS TAKUM YHHOM:

— MOJIEKYJISIPHO-TeHETUYHUMH METOJaMU (IIpH-
KJIaJI1 3aXBOPIOBaHb, SIKI MOXHA JIarHOCTYBATH Ipe-
HATAJIbHO MOJIEKYJIIPHO-TeHETHYHUMH METOIaMH, Ha-
BeJeHO B Tabm. 6.11);

— OIOXIMIYHUMH MeToJaMU (BH3HAYCHHS aKTHB-
HOCTI JTI30COMHUX (DepMEHTIB IJIs JIaTHOCTUKHU MYKO-
rmoJricaxapu03iB, ChIHTOIIM031B Ta 1H.). AKTUBHICTD
(bepMeHTIB MOKe BUBYATUCH B aMHIOTHYHIN piAMHI
a00 y KyJIbTYpi KJIITHH.

IHBa3MBHA MpeHaTalbHA JIarHOCTHKA JOIIIbHA Y
pasi TSHKKUX MOHOTEHHHX 3aXBOPIOBAaHb, SIKi MPU3BO-
JISTH 1O IHBANIU3Aallii Ta paHHBOI cMepTi. OnTUMaIh-
HUM JUIsl TIpEHATAIBHOI JIIarHOCTUKH € | TpuMmecTp
BariTHOCTI, OCKUIBKU MPU HECHPUSITIMBOMY PE3yJib-
TaTl TOCIIJPKEHHS BATriTHICTh MOXe OyTH mepepBaHa
3BUYAHHUM MEIMUYHUM a0OPTOM.

6.10. MEIUKO-'EHETUYHE
KOHCYJIbTYBAHHSA

ITpu BU3HAYEHH] BipOTiAHOCTI HAPOKEHHS XBO-
poi IUTHUHM BPaXxOBYIOTh TaKi (pakTOpH:
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— THUIN yCHaJKyBaHHS XBOPOOH;

— TeHOTHI 0AaThKiB;

— TMEHETPAHTHICTh T'eHa (151 JOMIHAHTHO-YCIIa/I-
KOBaHUX XBOPOO);

— YacTOTy 3aXBOPIOBAHHS B IOIYJIAII (U1 pe-
LIECUBHUX 3aXBOPIOBAHb).

Slkio reHotun OaThHKIB BIIOMUH, /I PO3paxyH-
KY PU3HUKY BUKOPHCTOBYIOTh 3aKOHU MeHzens (Taot.
6.12).

B iHmuX BUmagkax po3paxyHOK CKIATHINIUH,
IPYHTYETBCS Ha 3aKOHAX HMOBIPHOCTI 1 BpaXOBYE IO~
HMIMpEeHICTh XBOpoOu B momyJswii. Hanpukian, Myko-
BICIIMIO3 YCIAJKOBYETHCS K aBTOCOMHO-pPEIIECUBHE
3aXBOPIOBaHHS. BiporigHicTh HapOMKEHHS XBOPOL
JUTUHH 3 MYKOBICIIIO30M y TeTEPO3UTOTHUX OATHKIB
craHoBUTH 1/4, ab6o 25 % (Aa x Aa). s Oyab-sikoi
3710pOBOI MapHu BIPOTiIHICTh HAPOJIKEHHS TUTUHU 3
MYKOBICIIJI030M BU3HAUATHMETHCSI YaCTOTOIO TreTe-
pO3UTOTHOTO HOcCilicTBa reHa B momynsiii (1/20).
BiporigHicTs TOTO, 110 00UBa OAThKU OYAYThH TeTe-
po3urotHumu, gopisutoe 1/20 x 1/20 = 1/400;
BipPOTIAHICTh HAPOKCHHS XBOPOi TUTUHHU B I[BOMY
BUTIAAKY cTaHOBUTUME 1/4. CyMapHa BipOTiIHICTB JUIsI
MOJIPYXOKS, IO HE Ma€e B CIMCHHHOMY aHaMHe31 MyKo-
Bicimao3y, ctaHoBuTuMe 1/20 x 1/20 x 1/4 = 1/1600
(3aranbHOMONYISIHHAN PU3UK).

Tabnuusg 6.12. BiporignicTh HapoIKeHHs
XBOPOI TUTHHH 3aJI€:KHO B THIY
yCHaJKyBaHHs i FeHOTUIY 0aThKIB

Puzuk
Tum I'enorun
yCIaaKyBaHHS 0aTbHKIB HapOJUKCHHS
XBOPOI JUTHHU
ABTOCOMHO- AA x AA 100 %
IOMIHAHTHHI AA x Aa 100 %
A — xBOpOOa Aa x Aa 75 %
a — HopMa Aax aa 50 %
aa X aa 0%
ABTOCOMHO- AA x AA 0%
peLecuBHUN AA X Aa 0%
A — HOpMa Aa x Aa 25%
a — xBopoba Aax aa 50 %
aa X aa 100 %
X-3ueruieHui XAXA x XAY 100 %
IOMiHAHTHUH XAXA x XaY 100 %
X4 — xBopoba | X4Xex X4Y 100 % mouox,
X« — nopma 50 % cuHiB
XAXe x XeY 50 % mOYOK,
50 % cuHiB
XaXax X1Y 100 % mouox,
0 % cunis
XaXax Xay 0%
X-3ueruieHui XAXA x XAY 0%
peleCUBHUI XAXA x XaY 0%
X4 — Hopma XAXax XA4Y 50 % cuHiB
X® — xBopoba | XAXex XeY 50 % mouox,
50 % cuHiB
XaXax X4Y 100 % cuHiB,
0 % moyox
XaXax Xey 100 %




Tabmuis 6.13. MeToau 1iarHOCTHKH reTepo3MroTHOro HOCICTBA OKPEMHX 3aXBOPIOBAHb

3axBOPIOBAHHS Tun ycriagkyBaHHS MeToau TiarHOCTUKU HOCIMCTBA

Miomnaris JrorreHHa XP [IBuika CTOMITIOBAHICTD, TIBUIIEHUH PiBEHb
kpeatrHpochOoKiHa3H, 3MIHU Ha eJIEKTpoMIorpami,
JHK-pmiarHocTuka

T'emodiniss AiB XP PiBeHb aHTUTEMO(LILHOTO MIOOYIIIHY 1 TPOMOOIUIACTHHY
ma3mu 3Hmwkennid, JJHK-mgiarnocrrka

Cunppowm Jlema — Hixana XP AKTHBHICTh TiIOKCAHTHH-TyaHiH-(pocoprdo3m-
TpaHchepasn y pidpobdacTax mKipy 3HIKEHa,
JHK-nmiarHocTuka

CeprionoaiOHO-KIIITUHHA AP Enextpodopes remornobiny, JJHK-miarnocTrka

aHeMist

Bera-ranacemis AP AHoMastii epuTpOLUUTIB, KUTBKICTh TeMOTTIO0IHY A,,
JHK-pmiarHocTrka

XBopoba Test — Caxca AP AKTHUBHICTD rekco3aminigasu A 3uwkena, [JJHK-miarnocruka

DeHIIKETOHYPis AP HaganTaxyBanbHi mpobu 3 L-peHinanaHiHoM,
JHK-nmiarHocTuka

Busignenns cemeposueom Tpu MeTUKO-TE€HETHIHO-
My KOHCYNbTyBaHHi. 100 nesikux 3aXBOprOBaHb Te-
TEPO3UTOTHUX HOCIiB MOYKHA BUSIBUTU 3 BUCOKUM CTY-
neHeM BiporigHocti. Ciig maM’aTaTy, o KOXHa JIIo-
JIUHA € TeTepO3UTOTHUM HocieM He MeHiue 10 pere-
CUBHUX IMATOJOTIYHUX T'eHiB, Y TOMY uucii 4-5 ne-
TalIbHUX. BUSBJIIEHHS T€TEPO3UTOT MOIUIEHO MPOBO-
JUTU TIPU BUCOKOMY PU3UKY T'€T€PO3UTOTHOTO HO-
ciiicTBa:

1) y cecrep XJIOIUUKIB 13 peLIECHBHUM, 3UETUICHIM
3 X-XpOoMOCOMOI0, 3aXBOPIOBAHHSM (M’S30Ba IUCTPO-
¢is HromenHa, remodinisi, cunapom Jlema — Hixa-
Ha);

2) y 310pOBHUX CUOCIB y CIM’SIX, JIe € XBOPI 3 aBTO-
COMHO-PEIICCUBHIM 3aXBOPIOBAHHSIM;

3) cepen Ipym HacelIeHHs 3 BiIHOCHO BUCOKOIO Ya-
CTOTOIO Y MOMYJSALii PeLleCHBHOTO MaTOJIOTIYHOTO
rena (y eBpeiB-amkenasi — xBopodbu Tess — Cakca, B
JesikuX perioHax Adpuku — ceprnonoiOHO-KIIITHH-
HoOl aHeMmil, y HacejeHHs Cepea3eMHOMOPChKOro Oa-
celiHy — Oera-Tanacemii).

Icuye xinbka crioco6iB BUSBIEHHS F€TEPO3UTOTHO-
ro HociifcTBa:

1. 3a KIIHIYHOIO CUMIITOMATUKOIO y T€TEPO3UTOT.
IHomi HOCIi MEeBHUX MAaTOJOTIYHUX T'EHIB MAIOTh
MIiHIMaJIbHI KJIIHIYHI POSBU XBOPOOH, SIKi BUSBIIS-
I0TBCSl TUTBKU TIPH IeTATBHOMY oOcTexeHHi. Lle cro-
CTEpIraeTbcsl MpH JIeSIKUX X-34eIUIEHUX 3aXBOPIOBAH-
HSIX y FE€TEPO3UTOTHUX JKIHOK 32 paxyHOK BHIAIKO-
BOI IHAKTHBAIIli X-XPOMOCOMH 3 HOPMAJIbHAM T€HOM.
Tak, y Hociifok reHa (paruibHOl X-XpOMOCOMH Yac-
TO JICIIO 3HMOKEHUH 1HTEJIEKT, PU HOCIUCTBI aHT1Ipo-
THUYHOI eKTOAepMabHOI AUCIUIA3il BUBHAYAIOTHCS
JIISTHKY 10Kipyu 0€3 MOTOBUX 3aJ103. Y TeTepO3UroT-
HUX HOCIHOK reMo(iIii 4acTO YTBOPIOIOTHCS reMaTo-
MU, aJie 11e K caMe MOJKe CIIOCTepiraTucs i y HopMalb-
HUX JKIHOK.

2. BioximiyHa giarHoctuka. [1pu geskux 3aXBopro-
BaHHSX O10XIMIYHI 3MIHM € Pe3yIbTaTOM MIPSIMOi il
reHiB. AKTHBHICTh (DepMEHTIB y HOCIiB 3aiimMae mpo-
MIDXHE TOJI0KEHHS TOPIBHSHO 31 3[OPOBUMU 1 XBOPH-

MU (3HIDKEHa MPUOIM3HO BIIBiUi MOPIBHSIHO 3 HOP-
MOI0).

3. MoJekynsipHO-TeHeTUUHI METOAN € HAUTOYHI-
HIMMU.

MeToau A1arHOCTUKU T€TePO3UTOTHOTO HOCICTBA
OKpEMUX 3aXBOPIOBAHb HaBeJeHO B Ta0m. 6.13.

6.11. ITPUHLINUIIN JIIKYBAHHS
MOHOI'EHHUX 3AXBOPIOBAHD

Huni 3aBasiku ycrixaMm BCiX PO3IUTIB MEHETHKU 1
MPOTpecy TEOPETUYHOT i KIIIHIYHOI MEIUIIMHA MOX-
Ha BIIEBHEHO CTBEP/UKYBATH, LII0 OaraTo MOHOTeHHUX
3aXBOPIOBAHB YK€ YCIIIITHO JIIKYIOTHCS.

IMpu criankoBUX 3aXBOPIOBAHHSIX 3aCTOCOBYIOTH
€TIO0JIOT1UHE, MATOTeHETUYHE Ta CHMIITOMATHYHE JTKY-
BaHHS.

Emionoeiune nixyeants TPyHTYETbCS HA KOPEKIIII
NEPBUHHOIO M€HETUYHOrO Ne(QeKTy LIIIXOM 3MiHU
reHOTHIy (reHHa Teparisi). [1o cyTi, reHHa Teparis —
1Ie BUIIPABJICHHS CIEIU(PIYHOTO CMATKOBOTO 3aXBO-
PIOBaHHS IIIJISIXOM BBE/ICHHS B KIIITUHY-MIIlIeHb (PYHK-
LIOHYI04Oi TeHeTHYHOI KoHCTpykiii. [To3uTuBHa Te-
HOTepalis HalnpaBjieHa Ha BBEAEHHS HOPMAaJIbHOI'O
reHa JJIs 3aMilleHHS! HEAKTUBHOI'O MyTAHTHOI'O I'eHa.
HeratuBHa reHoTepalris HalpaBjieHa Ha MPUTHIYEH-
Hs QYHKIII rinepekcrnpecoBaHoro reHa. ['eHoTepartis
MOJKe MPOBOIUTHUCS ex Vivo 1 in vivo.

I'eHoTepamis ex vivo — BUNPABIIEHHS T€HETHYHO-
ro AedexTy B i30JbOBAHMX 3 OpraHa COMaTUYHUX
KIiTHHaX. BoHa ckiTagaeThecs 3 Takux eTamis: 1) oT-
pUMMaHHS KIIITHH BiJl XBOPOTO; 2) BUIIPABJICHHS Te-
HETUYHOTO JIeEKTY 3a JJOTIOMOT OO MIepEeHECEHHS 110~
TpiOHOTO reHa. JlJist BBeigHHs reHa 3armporioHOBAHO
peTpoBipyCHI ¥ aJIeHOBIpYCHI BEKTOPHU, JIIIOCOMH,
¢dbiznuHi MeToaM (eneKTpornopalis, yIbTpa3ByK, Jia-
3epHI MIKpOIH’€KIIii, TeHHI MICTOJETH — MiKpoyYac-
THHKHU 30J10Ta, BKpuTi JJHK, BUCTpUTIOIOTECS B TKa-
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HUHN); 3) BiAOip 1 30UIbIIEHHS KITBKOCTI TEHETUYHO
BUIIPABJICHUX KIITHUH; 4) BBEJACHHS LIMX KJIITHH Ta-
LIIEHTY.

Ilepmma ycrmimnmHa cripoba reHoTeparii ex vivo Oyia
npoenena B CLLIA 14 Bepecus 1990 p. y aBoX niBya-
TOK 3 PIIKICHOKO CIAJKOBOI XBOPOOOK — TSIKKUM
KOMOIHOBAaHUM MEPBHHHHUM iMyHOAedinuTOM, 00Y-
MOBJIEHUM MYTAIli€I0 B IeHl ajeHO3uHAe3aMiHa3u A
(AJA). Leii neHb BBAXKAIOTh IATOIO HAPOJIKEHHSI I'eH-
Hoi Tepartii. Y xBopux Oyio BuaiieHo T-mimMdonurw,
B SIKI in Vitro 3a JIOIOMOTOI0 PETPOBIPYCHOTO BEKTO-
pa BBenu reH AJIA. MO)Z[I/ICbiKOBaHi TaKUM YUHOM
miMdounutn KyJIbTUBYBAIH 1 MPOTATOM JIBOX POKIB 13
MIEBHOIO neplozu/mmcno BBOJMIH XBOPHM. ¥ 060x
MalieHTOK crocrepiranacst ekcripecis reHa AJIA i
KJIiHIYHE ToTinmeHHs. JIikyBaHHs BUSBUIOCS edek-
THBHUM, NALIEHTKH JKUBI ¥ 10CI, ajie BBeAEHHs J1iM(po-
LIUTIB HEOOXITHO MOBTOPIOBATH KOXHI 3—6 Mic.
CpOTofHI MpHU CHAAKOBOMY KOMOIHOBAHOMY iMYyHO-
JediuuTi yCHiHo TpOBOAUTHCA MOAUMIKALiS KPOBO-
TBOPHUX CTOBOYPOBUX KIIITUH HABITh MPEHATAIILHO (Y
II0/a).

HosrocrpokoBa reHoTepariisi 0yia BIiepIie yCIili-
HO TIPOBE/ICHA IPU CIAJKOBIN CIMEHHIiH rinepxoec-
TepuHeMii y kiHkH 29 pokiB. XBopiil Oyna 3po0ieHa
JacTKOBa (6J‘II/I3I)KO 15 %) rematoexToMisi. 3a JoTMO-
MOT010 peTpOB1pyCHoro BEKTOPA B OTPUMAHY KyJlb-
TYpY KJIITUH TIEYiHKK OyB BBEJEHUH T'eH pelentopa
JIIOMPOTEINIB HU3BKOT TYCTUHH (HHHF) TpaHcrenHi
TernaToUUTH OyiIn HOBepHeHl MAIIEHTII Yepe3 KaTe-
Tep y BOPITHY BeHY 1 HOCATTH NeuiHku. B pesynbrati
BmicT JIITHI y xpoBi xBopoi 3meHmmBes Ha 15-30 %,
1110 3HAYHO ITOJIMNIIWIO i CTaH.

Ha >xanb, He y KOXKHOMY BHIIaJKy MOXIIMBE BH-
JIJIEHHSI KIIITUH Yy MallieHTa Ui TeHeTUYHO1 Moaudi-
Kallil 3 MOJaJIbIIUM ITIOBEPHEHHSIM 1X B OpraHi3M.

lenorepamnist in vivo — TeHeTUYHA MOAMpIKAILis
KIIITUH Oe3rocepeIHbo B opraHi3Mi XBoporo. OcHOB-
Ha npo0JjiemMa TeHOoTeparlii in vivo — JI0OCTaBKa reHa B
HEOOXiTHy TKaHUHY 1 3a0e3IeUeHHsT HOTO EeKCITpecii.
Tak, reHOoTepalIlis MyKOBICIIHI03y MOKJIMBA TUTHKH N
vivo. Ilpote Oinpire 20 KIIHIYHUAX cipoO reHoTepartii
MYKOBICIH03y 3aKIHYMIIMCS HEBIAYCIO uepe3 mora-
HE BKJIIOUEHHSI T'€Ha B KIITHHU, 10 HE AIISITHCA, 1 KO-
POTKOUACHY €KCITpECiio BBelleHOTO reHa. KpiMm Toro,
MOJJIUBHI PO3BUTOK IMYHHOI BiJIITOBII HA BipyCHUIA
BEKTOP, MPOBOKAIlis MyXJIMHH 1 Henepea0oadyBaHmi
BIUIMB Ha T€HOM KIIITUHU IpH BOYTOBYBaHHI BEKTO-
pa B HeBianoBigHy ainsHky JTHK.

V 3B’13Ky 3 HETOCTATHbO BUBYEHUMU HACIIIKAMHU
BTPYYaHHS B T€HOM JIIOJIMHU T€HOTEpaIllis CTaTeBUX
KJIITHH y OLTBIIIOCTI KpaiH 3a00poHEeHa.

BoaHouac, reHoTeparis COMaTUYHUX KIITHH —
OJIMH 13 HAHOUIBII MEpeIOBUX HAPIMIB JIKyBaHHS
CIAIKOBHUX i HECTIAKOBHX XBOPO6. Ii po3BUTOK TicHO
MoB’si3aHUN 13 po3mWUPpPOBKOIO OYyIOBU TEHIB,
3nilicHeHHsIM iporpamu «I'eHom mmonuHm». Ha 2003
p. Oymo 3amporoHoBaHo GikItie 600 TPOTOKOITIB I'eH-
HOI Tepamii pi3HUX 3aXBOPIOBaHb, 13 HUX HA MOHO-
TeHHI XBOpOOU mpunaaae Tutbku 12 % (tabdi. 6.14).
Binbina yacTuHa TOCHIKEHb CTOCYEThCS TeHOTEpaITil
OHKOJIOT1YHUX, TEPANIeBTUYHUX, iIHPEKIIIMHUX 3aXBO-
pIOBaHb Ta TEHHUX BaKIUH.

Tlamozenemuune nikyeanms 6a3yeThCS HA KOPEKIl
OKPEMHUX JIAHOK TaTOreHe3y i BUKOPUCTOBYETHCS TPU
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Tabmuus 6.14. MoHoreHHi 3aXBOpIOBaHHS,
[pU AKHUX NPOBOASATHCS KJIiHIYHI BUTPOOYBaHHS
Ta eKCIepUMEHTAJIbHI PO3pO0KH renorepanii

MoHoTreHHI XBOopoou Knitunu-mimeni

Hediut

aZeHO3nHAe3aMiHa3u A

JlimpouuTH, KIITHHA
YEepBOHOTO KICTKOBOTO

(BpOKEHUH TSKKHI MO3KY

KOMOIHOBaHMIA

iMyHOIEDIUT)

Cimeitna lenatomutu

rinepxoyiecTepuHeMis

MyKkoBicH103 Emiteniit OpoHXIB,
HOCOBOI MTOPOKHUHU

DCeHITKETOHY Pist IenatoruTu

M’sa3o0Ba auctpodis MioOnactu

JlromeHHa

Cunnpom Jlema — Hixana | HepBoBi kimiTuHH

I'emodinis A, remodinis B | dibpobiactu
CeprnononioHo-kimiTuHHa | Eputpobiactin
aHeMis, TajgaceMis

Cdinromininos (xsopoda | Makpodaru,

T'ome) CTOBOYPOBI KIIITUHH

JIIKyBaHHI 0araThoX MOPYIIEHb OOMIHY PEYOBHH —
(bepMeHTOMNATISIX, eHIOKpUHOMATISAX. Taka Teparis €
JIOCTaTHBO e(EKTHBHOIO, alie Ui il BHKOPUCTAHHS
MOTPIOHO 3HATH MATOTEHE3 PO3BUTKY xBopoodu. Ila-
TOTCHETHYHA Tepallis, 3aJIe)KHO BiJ piBHS Ta Xapax-
Tepy OioximiuHOTO AedeKTy, Moxe OyTH CIpSIMOBaHa
Ha TaKe:

1. O6MexeHHSI HaOXOKCHHS PCYOBUH, METa-
0omi3M sikux mopynienuii. Hanpukian, npu deHinke-
TOHYPIi fi€Ta 3 0OMeXeHHIM (eHiTanaHiHy 103BOJIsE
3MEHIIUTHU BMICT 1LIi€] aMiHOKUCIIOTH 1 il MeTabomiTiB
y KpoBi. XBOpa JUTHHA PO3BUBAETHCS HOPMAJIBHO.

IIpu ranakTo3eMii miera 0e3 JAKTO3W Ha OCHOBI
crierfiajJbHUX CyMillleil 3amobira€ HaKOIMUYEHHIO Ta-
J1aKT030-1-ochaTy 1 po3BUTKY 3aXBOPIOBAHHS.

2. Mopynsuis ¢pyHKii hepMeHTy:

— CTUMYJISLIA YTBOPEHHS (hepMEHTY, KOro Opa-
Kye. BBeZIeHHs BEJIMKUX 103 KOQEepPMEHTY (SK IpaBu-
JIO, BITaMiHiB) TO3BOJISE MOMOJATH METaOOIUHUI
OJ0K, SIKIIO JedinuT GepMeHTY MOB’I3aHUM 13 TTOPY-
IIEHHSIM YTBOPEHHS KOMIUICKCY anopepMeHT — KO-
(hepMeHT ab0 3HMKEHHSIM CHHTE3Y KodepMmeHTy. Tak,
BeJIMKi 1034 BiTamiHiB B6 1 B12 edextuBHi npu miky-
BaHHI TOMOILIUCTUHYPII, BiTaMiH Bl BUKOPHCTOBYIOTH
IIPM JIIKYBaHHI JIEHIIMHO3Y; BBEIEHHs TeTparigpornre-
pUHY — JUISI JIIKyBaHHS (DEHIIKETOHYPIl, OB sI3aHOT
3 HEJIOCTATHICTIO ITEPUHY;

— TpurHiyeHHs cuHTe3y depMenty. [Ipukiagom
MOJKe OYTH BUKOPHUCTAHHS A0y PUHOIY AJ1s1 3SHUXKEH-
Hs aKTUBHOCTI KCAaHTUHOKcUAa3u ((pepMeHT, 1o Ka-
TaJli3ye CUHTE3 CeYOBOI KUCIIOTH) IIPU Ioxarpi ta ce-
YOKHCJIOMY JIiaTe3l.

3. 3aMileHHs] peYOBHH, SIKUX Opakye. 3aMicHa Te-
pamisi IIUPOKO BUKOPHUCTOBYETHCS MPHU CHATKOBUX
eHJIOKpUHONATIsAX (rimodizapHuil HaHI3M, TiOTHpe-
03, aJIpeHOTeHITaIbHUI CUHAPOM). BBeieHHs aHTuUTe-



Mo(diTbHOTO TIIOOYIIiIHY 3amo0irae KPOBOTOYUBOCTI
npu remodinii. JlikyBanHs xBopo6u [Nome (oauH i3
THITIB C(PIHTOIMII03Y) MPOBOJUTHCS 32 JOTIOMOTOIO
BBEJICHHS BiZICYyTHBOTO (pepMEHTY IIIIOKOLEepedpo3u-
Jas3u (mpemnapar nuepeaasa).

Ha xaitp, Baxkko 3a0e3MeunTH JOCTABKY BiJICYTHIX
(hepMeHTIB y BIAMOBIAHI KIITUHU, TOMY e(DEeKTHBHA
3aMicHa Teparis pepMeHTaMH MOKH IO He MOoIIupe-
Ha. BcraHOBNIEHO, HAIPUKITA, IO IPU BHYTPIIIHBO-
M’SI30BOMY a00 IIIIKIpHOMY BBEJCHHI (DepMEHTIB iX
MO’KHA 3HAWTH B IEYiHIIl, TPOTe (PEePMEHTH HE TPO-
HUKAIOTh y TOJOBHHIA MO30K. PO3poOIIsIFOThCS METO-
TV BBEZICHHS1 (PEPMEHTIB 3a TOTIOMOTOIO JIIIMOCOM 1 Ha-
BaHTXEHUX (PEePMEHTAMH €pUTPOLUTIB.

4. 3B’s13yBaHHsI 1 BUBE/ICHHS CIIOJYK, 1[0 HAKOIIH-
JyIOThCS, a00 AETOKCHKAIlisl TOKCHYHUX MPOTYKTIB
o0OMmiHy. Tak, Mpu TenaToJICHTUKYIISPHIN JereHeparii
(xBopoba Binbcona — KoHoBaoBa) BUKOPUCTOBY-
0Th D-TICHIIIWIAMIH 1 YHITION JIJI BUBEJCHHS Mijii 3
TkaHuH. [Ipu TsOKKUX dopMax TinmepxoliecTepuHeMil
MPOBOASATH Miazmadepes. Y JiKyBaHHI FeMOXpOMAaTO-
3y eeKTHBHI KPOBOITyCKaHHS Il BUBEICHHS Ha-
JIMIIKY 3aJTi3a.

IMpukiagoM AeTOKCHUKALIll TOKCUUHUX MPOIYKTIB
00MiHY MOe OyTH JIIKyBaHHS 130BajiepiaHOBOT aliu/I-
emii. [Tpy 1bOMY 3aXBOPIOBAHHI CHOCTEPIraeThcs
010K B okucieHHi i3oBanepuia-CoA 1, BHACIIIOK 11bO-
ro, HAKOIIMYEHHS 130BaJIepiaHOBOI KUCIOTU. Y XBO-
PHUX PO3BUBAETHCS KETOALINIO3 1 POPMYETHCS PO3YMO-
Ba BIJCTANICTh. BBeIeHHS IIIIIMHY 3YMOBJIIOE 3B’53Y-
BaHHA 130Bajiepui-CoA 3 yTBOPEHHSM HETOKCHYHUX
CIIOJIYK, 1[0 BUBOJSATHCS 3 ceuero. 3a aHaJOTITYHUM
MeXaHi3MOM i€ KapHITUH, IKHH BUKOPUCTOBYIOTH
JUIsl JIIKyBaHHS IIPOIIIOHOBOI, [NIyTapoBOi, METUIMA-
JIOHOBOI aI[MIEMIN.

5. Mopaynsuis excnpecii reHiB. JlikyBaHHS marii-
€HTIB 13 CEpHONOAIOHO-KIIITUHHOIO aHEMIEIO TiIPOK-
CHCEYOBHMHOIO PEaKTHBYE CHHTE3 (DEeTaTbHOTO reMo-
mI00IHY, SIKUH 3a1o0irae yTBOPEHHIO CEPIIONOIiI0HUX
E€PUTPOITUTIB.

J171s1 BUKITIOUEHHST HAJIMIPHO €KCIPECOBAHOTO TeHa
3aIIPOITIOHOBAHI AHTU3MICTOBI (KOMILJIEMEHTapHI MaT-
puuHiit) oxironykieorunu PHK. 3p’sa3yrouuce 3a
MPUHLIUIIOM KOMILIEeMEeHTapHOCTi 3 MaTpuuHoio PHK,
BOHHU YTBOPIOIOTH JIBOJIAHIIOXKKOBY CTPYKTYpY 1 3a-
mobiraroTh CHHTE3y BiAMmoBigHOTO Oinka. Ilepemda-
yaeThes, mo anTu3microBi PHK 6ynyTh edexTuBHI B
JiKyBaHHI XBOPO0O, sIKi MOB’sA3aH] 3 HAJMIPHOO
KUIBKICTIO 200 TOKCUYHOIO JIIEI0 MPOyKTa reHa. Tak,
B ekcrepuMeHTi antusmictoBi MikpoPHK cenextus-
HO IHAKTUBYBAJU ajeib OIYHOTO aMioTpogiuyHOTO
CKJIEpO3y, ajle He BUMMKAJIM HOPMaJIbHUI aJieJIb reHa.
Teparmist 3a gonomororo antusMictoBux PHK — oaun
13 HAWIEPCIIEKTUBHIIINX HATIPSIMIB Tepallii He TUTbKH
MOHOTEHHUX XBOPOO, alle i MyXJIH 1 BipyCHUX iH(EK-
LHIHHUX XBOPOO.

6. Xipypriute jikyBaHHs. Tak, s JIIKyBaHHS
a"emii MinkoBscekoro — Illagapa BugaIsroTh cee-
3iHKY. [IpUnuHsETbCS pyHHYBaHHS €PUTPOLIMTIB,
3MEHINYIOTHCSI CAMIITOMU TE€MOJIITUYHOT aHeMil.

7. TpaHciaHTauis opraHiB i TkaHuH. [Ipu Tsok-
KOMY KOMOIHOBaHOMY iMyHOIe(DILIUTI IPOBOASTH
TPAHCIIAHTALIIIO YePBOHOT'O KICTKOBOT'O MO3KY, IIPH
IIEpBUHHIN KapaiomaTtii — cepis, Mpu XBOpooOi

Binbcona — KoHoBanoBa — TeUiHKY, IIPH aJPEHO-
KOPTUKAIIbHIN HETOCTATHOCTI — HAJIHUPKOBOI 3aJ10-
34, MIPU MYKOBICIIUA031 — JIET€Hb Ta MEYIHKU Ta iH.

[lepcneKTHBHUM METO/IOM JIIKYBaHHS € BBEICHHS
CTOBOYpOBHUX KIIITHH. BiiacHe kaxyuu, TpaHCIUIaHTA-
Iisl € BAplaHTOM TE€HOTepalIii, OCKIIbKH pa3oM i3
TPAHCIUIAHTATOM BBOJUTHLCS HOPMAJIbHUI TOHOPCH-
KU FEHOM.

Cumnmomamuyne 1iKy8anHs 3aCTOCOBYETHCS MPH
JIIKYBaHHI BCIX BH/IIB CITAAKOBHUX 3aXBOpIOBaHb. Taka
Teparis He MoTpeOye 3HAHHS IEPBUHHOTO TeHETUYHO-
ro aedekTy 1 maToreHe3y 3axBoproBanus. Hanpuxian,
MIPU MYKOIIOJTicCaXapua03i BHACIIAOK HAKOIIMYEHHS B
KIIITUHAX TJIIKO3aMiHOTJIIKaHIB PO3BUBAETHCS TYro-
PYXJIHMBICTH Cyri100iB, 3TMHAJIBHI KOHTPAKTYpH. [ psi-
3CIMKyBaHHS, OaTbHEOTEPaIlTisl, Pi3HI BHIH IICKTPOTE-
pariii, TeTUIOIIKYBAHHS 3HAYHO MOKPANIYIOTh 3arajib-
HUW CTaH TaKUX XBOPHUX 1 0OCAT pyxXiB y Cyriodax.
BaxnuBy poiib y CHMOTOMAaTHYHOMY JIIKYBaHHI CIIaI-
KOBHX XBOPOO IOCiIa€ peKOHCTPYKTHUBHA Xipypris,
sIka 3ACTOCOBYETHCS IIPU HE3aPOILECHHI BEpXHbOI I'you,
BaJax OIIOPHO-PYXOBOTO amapary Ta iH.

Ha »aJp, HaBITh yCITIIIHE JTIKyBaHHS MOHOTCHHUX
3aXBOPIOBaHb He BUpilIye BCix mpobiem. Lle mo’s-
3aHO 31 30epekeHHIM MaTOJIOTIYHOTO TeHOTHIY. Tak,
MpU KJIIHIYHO KOMITEHCOBAHIHN rajakTo3emii y gopoc-
JIUX KIHOK YacTO CIOCTEpIraeTbcs MUCHYHKINiS s€d-
HUKIB. XBOpIi, YCITIITHO BWIIKYBaHi BiJ peTHHOOIAC-
TOMH, MAIOTh BUCOKHII CTYIIIHb BipOTITHOCTI 3aXBOPI-
TH Ha OCTEOCAPKOMY. Y XBOPHX 13 MITOXOHAPiaTbHAM
cuHapomoM Ilipcona (mMaHUUTONEHIsI) MOXKHA KOM-
MeHCyBaTH Ae(eKT KPOBOTBOPEHHS 3a AOTOMOTOIO
MOBTOPHUX reMoTpaHchy3iil. [IpoTsirom xuTTs yacr-
Ka MYTaHTHHX MITOXOHIPIA y KJIITHHAX KiCTKOBOTO
MO3KY 3HHXKYEThCS 1 IePEKT KPOBOTBOPEHHS KOMIIECH-
cyeThes. [1poTe oTHOYACHO 301TBIIYETHCS YACTKA Ta-
tonoriunoi MTAHK y xiniTuHax ckeneTHux M s3iB. Lle
HEBIIBOPOTHO MPHU3BOAMUTH 10 PO3BUTKY JIETAIIBHOTO
MiToxoHapianpHOro cuHApoMy Kepuca — Ceiipa.
Tomy s BCix CITagKoBHX XBOpoO, 30KpeMa MOHOTEH-
HUX, CIIpaBelUIMBE 3arajbHe MPaBUIO — 3amobiraH-
Hs Kpale 3a JikyBaHHA. [1podinakTiHka MOHOTEHHUX
XBOPOO BKJIIOUAE MACOBUI CKPUHIHT HOBOHAPOJKE-
HUX, TeHETUYHE KOHCYJIbTYBaHHS 1 IPEHATAJIbHY Jiar-
HOCTHKY.

KOHTPOJIbHI ITUTAHHS
JIO PO3JILIY 6

1. ETiosoris Ta maToreHe3 MOHOTEHHHX XBOPOO,
YacToTa B MOMYJIALIL.

2. Knacugikaiiis MOHOTEHHUX XBOPOO 1 CHUH/JI-
pomiB. ['eHeTUYHA T€TEPOreHHICTb.

3. OcoOnMBOCTI KIIHIYHOI KAPTUHU MOHOTEHHHUX
3aXBOPIOBAHb.

4. Karajyor reHiB i reHHUX XBopo0O B. Maxk-K’rocika.

5. MoOHOTeHHI XBOPOOH 1 CHHIPOMH 3 AaBTOCOMHO-
JIOMIHAHTHUM THIIOM yCHAJKyBaHHS: aXOHAPOIUIA3is,
cunipoM Mapdana, akporiedaocuHaaK TS (CUH-
npoMm Anepa), cunnpom Enepca — anmo. Kiinika,
JIIaTHOCTHKA, BEJACHHS 1 JIIKYBaHHSI XBOPHX, IpEHa-
TallbHA JTIATHOCTUKA, MEJTUKO-TeHETUYHE KOHCYIIbTY-
BaHHS, BU3HAYCHHS TCHETHYHOTO PU3UKY.
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6. MoHoreHHi XBOpoOU 1 CHHIPOMH 3 AaBTOCOMHO-
pelleCUBHUM THUIIOM YCHaJKyBaHHA: (peHUIKETOHYPIs,
MYKOBICLU/I03, FAIAKTO3€eMisl, FIOTUPeO3, aIpeHore-
HIiTaJIbHUH CUHAPOM.

7. CriaikoBi XBOpOOW OOMIiHY PEYOBHH, iX KJIacH-
¢ikamis. CUMITOMH, 110 BKa3yIOTh Ha CIIaJIKOBE IO~
pyLIeHHSI OOMiHY pEe4OBUH.

8. Lllo take xBopobu HakommueHHs? [ikoreHo-
3u. Mykomnosicaxapuao3u. CiHrominiio3u.

9. IIlo Take MepOKCUCOMHI XBOpoOu?

10. MoHOTeHH1 XBOPOOH 1 CHHIIPOMH 31 3YETUICHIM
13 X-XpOMOCOMOIO THIIOM yCIaIKyYBaHHS: M’30Ba JIU-
crpodis Jromenna — bekkepa, cunapom dpariibHol
X-xpomocomu, docdar-aiadber, remodinisi, aHTIIPO-
TUYHA eKTOAEepPMAalIbHA JAMUCILIA3is.

11. Ipuknagn MiToXOHApiadbHUX XBOp00O. Ocob-
JIUBOCTI YCIaJIKyBaHHSI.

12. JliarHOCTHKa MOHOTEHHHUX XBOpoO. bioxiMivyHi
MeTou. CeneKTUBHUI 1 MACOBUI CKPUHIHT.

13. IIpeHaTtanbpHa JIarHOCTMKA MOHOT'€HHUX XBO-
po0. [TpuHIMIH MEAUKO-TeHETUYHOTO KOHCYIbTYBaH-
HA. JllarHOCTHKA reTepo3UroTHOro HOCICTBa pelie-
CHUBHUX NATOJOTIYHUX TEHIB.

14. TlpuHIUNN JTIKyBaHHS MOHOTEHHHUX XBOPOO:
CUMIITOMATHYHE, IATOTCHETUYHE i €TIOIOrIUHE.

KOHTpOJIbHO-HaB‘laJ'lei NUTAHHHA

3agoanna 1
O0epiTh OAHY BiANOBIIb.

1. 1o XxBopo0O HAKOTTUUEHHS HAJICKHUTH:
A. ®DeHinkeToHYpis

B. Myxkogicuuao3

C. l'inmorupeo3s

D. Mykomnosticaxapuios

E. AnpeHOoTeHITaTbHUN CHHIPOM

2. J1o MenMKO-reHEeTHYHOTO LIEHTPY 3BEPHYJIOCS
MOAPYXOKS 37 0POBUX MOJIOIUX OATHKIB, IepIlia JUTH-
Ha SIKMX Hapofuiacs 3 MyKosiciugo3om. Hatisiporif-
HINIMI BUCHOBOK JIiKAPsi-T€HETHKA PO MOBTOPHUIA
PU3HMK HAPOJKEHHS XBOPOI AUTHHHU:

A. Tpaxtuano 0 %, OCKUIBKY IIe € pe3yJIbTaTOM
HOBOI MyTarlii

B.25%

C. 50 %

D. 50 % ycix cuniB

E. Biusesko 100 %

3. Ha3BiTh THN ycmajgkKyBaHHS MYKOBICIHIO3Y
(xicTo(hiOpo3y MiANUTYHKOBOI 3aJI03H):

A. ABTOCOMHO-pEIECUBHHUIA

B. ABTOCOMHO-/TOMIHAHTHUH

C. 3uermieHuH i3 X-XpOMOCOMOIO PEICCHBHUIMA

D. Buemtenuii i3 X-XpoMOCOMOIO JOMIHAHTHUI

E. MynbTudakropianbHuit

4. CuMnToMaMH, 3a HaSSBHOCTI SIKMX CIiJ] 3aITigo0-
3pUTHU Y XBOPOTO (hepPMEHTOTIATIIO, € BCl, 32 BUHATKOM:

A. B aHamHe31 BUTIAJIKH CMEPTI TiTeH Y paHHBOMY
Billl, SIKI HEMOKJIUBO TOSICHUTH

B. BiacraBaHHSI B ICHXOMOTOPHOMY PO3BUTKY
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C. HesBuunuii komip abo 3amax cedi, IOTy
D. BpomxeHi Bagu cepus
E. I'enatomeranis

5. 3 mepImMX THXXHIB )KUTTS KIIIHIYHO MaHI(ecTye:
A. DeHinkeToHYpis

B. lanaxro3emis.

C. MykomnoJticaxapuios

D. Cinromniniznos

E. XBopoba Binbcona — Konosanopa

6. deninkeronypis (PKY) — ojHe 3 BpoKeHUX
MOpyILIeHb OOMiHYy aMiHOKHUCIIOT. SIke TBepIKEeHHS
CIpaBeUIMBe JJIs LIbOI'O 3aXBOPIOBAHHS?

A. ®KY — aBTOCOMHO-/IOMIHAHTHE 3aXBOPIOBAHHS

B. XapakrtepHa rineprirMmeHTaris

C. PaHHE pU3HAYEHHS JI€TU (HA MEPIIOMY MICSII
JKUTTSI) IO3BOJISIE 3aMO0IrTH 3aTPUMIl PO3YMOBOTO
PO3BUTKY

D. Yacro cnoctepiraloTbcsi BpOIXKEHI Baind Po3-
BUTKY

E. CumMiiTtomMu 3aXBOPIOBAHHSI BUSIBIISIFOThCS B TIEp-
11y 100y Ticisi HAPOKeHHS

7.V xyormuuka 15 pokiB «IITamuHey 00JIuyysi, BU-
COKE «TOTUYHE» MiJHEeOIHHS, JIHKOIMOi0HA TPy HU-
Ha, TIMePPYXIUBICT CYrI00IB, MiIBHUIIEHA EKCKPELIis
OKCHUIIPOJTIHY 1 TJIIKO3aMIHOTJIIKaHIB 13 cevyero. Bar
iar’Los:

A. AxoHJporasis

B. Mykomnoiicaxapumos

C. Cungpom Knaiingenbrepa

D. Cungpom Mapdana

E. Cunnpom EnBapmca

8. YV niBumHKM 12 pOKIB KapJIMKOBICTh BHACTIIOK
YKOPOYEHHS MPOKCUMAIbHHUX BiUILIIB KiHIIIBOK, i30-
JAKTHUITISI, JIOP/IO3 Y MOMEPEKOBOMY BiJUIUII, BApyCHA
nedopmariist HIDKHIX KiHIIBOK. Lleit cummromokomI-
JIEKC XapaKTepHUHI IS

A. AxoHaporurasii

B. ExTpomaktuii

C. Cungpomy [ayHna

D. Cunnpowmy IllepemnieBcbkoro — TepHepa

E. AnpeHoreHiTaaIbHOTO CHHIIPOMY

9. Y HOBOHAPOKEHOT AIBUNHKH repMadpOIUTH3M
(rineptpodis kiiTopa), OMOBaHHSA, JAeTinpaTallis,
rinepkanieMis Ta rinmoHatpiemis. Qs sxoro cnan-
KOBOT'O 3aXBOPIOBAHHSI XapaKTePHHUN TaKUH CUMIITO-
MOKOMILIEKC?

A. AxoHaporiasii

B. ExTpomaktuii

C. Cungpomy JlayHa

D. Cunnpowmy Illepemescbkoro — TepHepa

E. AnpeHoreHiTaabHOTO CHHIPOMY

10. JTo MeauKO-TeHETUYHOTO IIEHTPY 3BEepHYIacs
CiM’sl y 3B’SI3Ky 3 PO3YMOBOIO BIACTAJIICTIO Y JIBOX
cuHiB. Y ciM’1 TaKOX J1Bi 3I0POB1 TIBYMHKHU. Y XJIOT-
YUKIB MOJOBXEHEe 00INYYsl, MAKPOTIisl, MaKPOOPXi-
Jqu3M. SIkuii iarHO3 € HaBiporigHimumM?

A. ®OeHiTKETOHY ISt

B. Cunnpom layna



C. Cungpom Krnaiingenbrepa
D. ®parinpaa X-xpoMocoMma
E. Cunnpom Mapdana

11. ¥ xmornuuka 14 pokiB TiIOTPHX03, OJIrOJI0H-
Tisl, INUJIOMOAIOHI 3y0H, CyXa IIKipa, TinepKepaTos J10-
noub. Takuit peHOTUN XapaKTepHUIT IS

A. Cungpomy ¢parizbHoi X-XpOMOCOMH

B. M’s30B0i auctpoddii HromeHHa

C. AHTIIPOTHYHOI €KTOIEPMATBHOI TUCIIIA311

D. ®eHinkeTonypii

E. MyxkoBicuuno3y

12. Iporpecyroua Bipuiizawisi, IPUCKOPEHUH CO-
MAaTHUYHUN PO3BUTOK, IiBUIIEHUI PiBEHb TOPMOHIB
KOPH HaTHUPKOBUX 3aJI03 XapaKTepHI JUIsL:

A. MykoBiciumo3sy

B. ApeHOTreHITaIbHOTO CHHIPOMY

C. Cunnpomy Kiaitndenbrepa

D. Cunnpomy Mapdana

E. Axkpouedanocunmaktuii

13. I'py6i pucu obmuuus, kihockoiios, nepopma-
1isl TPYTHUHH, TYTOPYXJIMBICTh CYTI00iB, KATApaKTa,
MiJBUIICHHS €KCKPEllii rIIiKo3aMiHOTIIIKAHIB 13 ceueto
XapaKTepHi JUIs:

A. Mykormojticaxapuao3y

B. Axonapormrasii

C. Cunnpomy ¢parizpHoi X-XpoOMOCOMH

D. ®eninkeronypii

E. Heiipodidbpomarosy

14. ¥V yornoBika Oe3ruIiIHICTD, a3oocnepmis. [1pu
SIKOMY MOHOTEHHOMY 3aXBOPIOBaHHI MOXe OyTH Taka
cumnroMmaTruka?

A. ®DeHinkeTOHYPIsS

B. Myxogicuuao3

C. MyxkomnoJicaxapuuos

D. M’s30Ba quctpodist JromenHa

E. I'mixorenosu

15. YV nuTUHU penuanByrOYa MHEBMOHIS, PSCHE
CMepAIoUYe BUIIOPOXKHEHHS, 3aTpUMKa pocTy. Lleit
CUMITTOMOKOMIUIEKC XapaKTepHUH AJIA:

A. ®eninkeronypii

B. MykoBsiciumao3y

C. l'imotupeo3y

D. AnpeHoreHITaIbHOrO CHHIAPOMY

E. Cunnpomy Mapdana

16. diarno3 m’s30Boi nucrpodii Jdromenna cra-
BHUTHCSI Ha MIACTABI:

A. BuznaueHHs koHueHTpallii ioniB Na i Cl y moTi

B. XapakTepHoi HEBPOJIOTIYHOI CUMIITOMATUKH 1
BHU3HAYEHHs PiBHS KpeaTuH(pochOKiHA3H B CHPOBATII
KpOBi

C. Pe3ynbTaTiB riCTOJIOTIYHOTO JOCIIIKEHHS

D. XapakxtepHoro ()eHOTHITY 1 BU3HAUYCHHS PiBHS
[JIIKO3aMIHOTJIIKAaHIB y ce4l XBOPOro

E. T'eHeanorivHOTo JOCTIIKEHHS 1 BU3HAYCHHS
KOHILIEHTpaIlii aMiHOKUCIIOT y ceyi il KpOoBi XBOPOTO

17. YV 61aKUTHOOKOI, CBITJIIOBOJOCOI JIBUMHKU
9 Mmic Mumavuii 3amax cedi Ta IMoTy, 3aTpUMKa IICH-

XOMOTOPHOTO PO3BUTKY. [lJis IbOTO 3aXBOPIOBAHHS
HAKHOITBII XapaKTepHO TaKe:
A. Bucoka KOHIIEHTpAIlisl XJIOPU/IB y MOTi
B. Bucoka KOHIICHTpaIlisi OKCHIIPOJTIHY B cedi
C. Bucoka KOHIIEHTpallisl TJIIKO3aMIHOTTIKAHIB
D. TTo3uTuBHUI TECT 13 TPUXJIOPHUM 3aJT130M
E. Peaykyroui peuoBuHU B ceul

18. Ceua xBopux Ha (DEHUIKETOHYPIIO Mae 3amax:
A. BigBapy KOpEeHEIUIOIiB

B. Knenosoro cuporny

C. Mumaunit

D. Auerony

E. Kucnoi kanmyctu

19. ¥V xmomumka 14 pokiB BUCOKHUI 3picT, aCTCHIU-
Ha CcTaTypa, TineppyxJUBICTh CyrIIOOIB, JIIHKOMO/Ii0-
Ha IpyJIHUHA, CIIOHTAHHUNA THEBMOTOPAKC, ITiIBUIIIE-
Ha eKCKpEIlisl OKCUIIPOJIIHY 1 TTIKO3aMIHOTJIIKAHIB 13
ceuero. Kapiotun 46,XY. Bam giaruos:

A. Tamakrozemis

B. ®deninkeroHypis

C. MykoBicuuao3

D. Cungpom Mapdana

E. Cunnpom Knaiindenbrepa

20. TToka3aHHSM 10 MPOBEIEHHS O10XIMIYHOTO Te-
HETUYHOTO AOCTIKSHHS €:

A. T'inorenitamisM, TiIOTOHAINU3M, OE3ILIIIHICTh

B. Po3ymoBa BifcraicTs, BpOJDKEeHI BaJil PO3BUTKY

C. IToBTOpHI BHUIIAJJKU XPOMOCOMHUX Tepedya0B

D. MHOXUHHI BpO)KeHI Bad PO3BUTKY

E. 3aTpuMKa MCHXOMOTOPHOI'O PO3BHUTKY B IO-
€IHAHHI 3 TIOMIMEHTAllI€I0, HE3BUYAHHUM 3aI1aXxOM
ceui

21. IToka3aHHsAM 10 MPOBEEHHS 010XIMIYHOTO Te-
HETHUYHOTO JOCTIKEHHS € BCE, 32 BUHATKOM TaKUX
O3HAaK:

A. Cynomu, migBuineHa 30yIIMBICTb, BiIcTaBaH-
HSl B ICKXOMOTOPHOMY PO3BUTKY

B. XpoHiuHa MHEBMOHIsI, TOPYIIIEHHS BCMOKTYBaH-
HS B KUILIEUHUKY, TIHOTpodis

C. Karapaxkra, renaTocruieHoMerantis, BiICTaBaH-
HSl B PO3BUTKY

D. Mikporedalris, TIHEpTOHIs, TiIOMIrMEHTAITis,
3aTPUMKa MOTOPHOTO 1 MOBHOT'O PO3BUTKY

E. Bpo/pkeHi Baau po3BHTKY

22. nsa AiarHOCTUKH CHUHIApOMY ¢pariapHoi
X-XpOMOCOMH BUKOPHUCTOBYIOTh TaKi METOJIH:

A. CuHIpOMOJIOTiUHA MiaTHOCTHKA, KapiOTHITY-
BaHHSI

B. CunapomoJioriyHa AiarHOCTUKA, O10XiMIYHI
metoau, JJHK-giarnocruka

C. I'eHeasnoriunmii METOA, MOPTPETHA TIarHOCTHKA

D. KapiotunyBauns, JIHK-giarnocruka, cuaapo-
MOJIOTIYHA JIarHOCTHKA

E. CunapomoJioriuna AiarHoCTUKa, O10XIMIYHUT
METOJI, KapiOTUITyBaHHS

23.V MeIMKO-TeHETUYHOMY LIEHTPI CIIOCTEePIratoTh
JIMTUHY 8 POKIB i3 BiJIcTaBaHHSM Y POCTi, Kipockoi-
030M, KOPOTKOIO IIHE0 (TOJOBA «CHIUTHY Ha IUIe-
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yax), ckadoiedalliero, TyTOPYXJIUBICTIO CyTiio0iB,
KaMIITOAAKTUIIIEIO, KATAPAKTO, 3HIKEHHSIM CIIyXY.
[HTENneKT BiIHOCHO 30epeKeHmit. 3 ceuero BUILISETh-
Cs BEITMKA KUTBKICTh TJIIKO3aMIiHOTIIIKaHIB (KepaTaH-
cyabdaTi). SIkuif HARBIPOTIAHIMINN JIarHO3 3aXBO-
proBaHHS?

A. MykomnoJicaxapuao3

B. Cinronininos

C. I'mikoreHo3s

D. Cungpom Mapdana

E. AxoHzaporurasis

24. Y xnomuuka BikoM | Mic OTIOBaHHS, Taxikap-
Iist, O3HAKH AeTiapaTallii, TineprirMeHTalliss HaBKOJIO-
COCKOBOI JIJISTHKY 1 TeHiTallil, TiNoHATpieEMIs, Tinep-
kamiemis, kapiotun 46,XY. Bar nonepeHiii giarao3?

A. TlinopocreHo3

B. T'anakrosemis

C. MykoBicuumo3

D. AapeHoreHiTabHUN CHHIPOM
E. ®eninkeronypis

25. YV niBuvHKY 6 POKIB 13 BiJICTABAHHSIM Yy PO3-
BUTKY, 16()OPMOBAHOIO TPYIHOIO KJIITKOIO, AaCUMET-
puyHEM TyyOoM, KidockoniozoM, ckadouedariero,
renaToCIUICHOMETaJIiel0, XKOPCTKUM BOJIOCCSM BCTa-
HOBJICHO TOTEPE/HIN 1iarH03 MYKOTOIicaxapumaos.
SIxi gocmimkeHHsT OyIyTh HAMOUThIT iHGOPMATHBHU-
MU JJIs yTOYHEHHS J1iarHo3y?

A. JlocmikeHHST OYHOTO JTHA

B. BusnaueHHs eKcKpellii rI1iKo3aMiHOTIIIKaHIB
C. BusHaueHHs1 amiHOauAypii

D. TecT i3 TpUXJIOPHUM 3aITi30M

E. KapiotumyBaHHs

3agoanna 2

B Tabnuui HaBeneHo KTiHIYHI cuTyanii. BkaxiTs,
SIKI 3 TepepaxoBaHUX TCHETUYHUX TEPMIHIB HalKpa-
IIe BU3HAYAIOTH iX.
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Koiniuni curyanii

l'eneTnyHi TepMiHn

1. Y yonoBika HeMae peTu-
HOOMacToMu (ABTOCOMHO-
JloMiHaHTHA XxBopo0Oa). [Ipo-
Te oro 0aTbKO 1 [ABI JTOUKA
XBOPI

2. ITpu O6ynpo3HOMY eriziep-
MoJTi3i (OYJIbO3HI 3MIHU IIIKi-
PH 1 CIM30BHX) ONKCAHI aBTO-
COMHO-JIOMIHAHTHI il aBTO-
COMHO-PEIICCHBHI (hopMH

3. DeHUTKETOHYIsS B OLTh-
IIOCTI BUITAJKIB 0OyMOBJIeHA
MyTalli€lo reHa (peHiIaanii-
4-rinpoxcuiazu. Y TeHi omnu-
caHo OubIte 250 myTarii, ski
0OYMOBITIOIOTH PO3BUTOK
3aXBOPIOBAHHS

4. B ciM’i y 6aThKa TUTIOBA
EKTPOIAKTHUIIIS 3 YPaKEHHAM
TUTBKY MPaBOi KUCTI (KUCTh
Mae GopMy «KIIIIHI paKay), y
JTIOYKH ypakeHl YOTUPH KiH-
LIBKHA

5. Tpwu pi3Hi 3aXBOPIOBAHHS
(cniHaIBHO-OYyIHOAapHA amio-
Tpodist Kenneni, cuaapom
TECTUKYJISIpHOI (pemiHizalii i
omHa 3 popM OE3ITITHOCTI Y
YOJIOBIKIB) 0OYMOBJIEHI pi3-
HUMH MYTAIlISIMU OHOTO 1
TOTO ) T€Ha — I'eHa, 110
KOJIy€ PEeLenTop 10 aHAPO-
reniB (Xql1.2-q12)

A. JlokycHa rere-
POTEeHHICTH

B. BapiroBanbna
EKCITPECUBHICTD

C. HenoBHa nieHeT-
PaHTHICTh

D. AnenbHa rere-
POTEeHHICTH

E. AnenbHi cepii




Pozoin 7

MVYJIbTUD®AKTOPIAJIBHI 3AXBOPIOBAHHAA

7.1. 3AT'AJIBHA
XAPAKTEPUCTUKA
I KITACU®DIKALIA

Bynp-sika ¢enoTnmiuna o3HaKa, K HOpMAITbHa,
TaK 1 MAaTOJIOTI4HA, € Pe3yJIbTATOM B3a€EMO/Iil TEHOTH-
my i paKkTOpiB HABKOJIMIITHBOTO CEPEIOBHINA. 3aIeK-
HO BiJ CTYIIEHS BHECKY T€HOTHITY i (paKTOpPIB cepeno-
BUIA Y (GOPMYBaHHS MATOJIOTTYHUX O3HAK, BCI XBO-
pOOU JIFOIMHU YMOBHO MOXHA PO3/AUIUTH HA TPU IPy-
TH.

IMepia rpymna — 1e craikoBi XBOpOOH, 3yMOBJICHI
3MIHOIO TEHOTHITY. BIUTUB 30BHIIIHBOTO CEPEIOBHUINA
€ OJTHUM i3 (haKTOPIB KJIIHIYHOTO MOIIMOPQI3MY ITiEl
IpyIy XBOPOO, aje caMe 3aXBOPIOBAHHS CTPOTO Jie-
TEPMIHOBaHE CIaJIKOBICTIO.

Hpyra rpyna — HecnaakoBi XBOPOOH, BH3HAUY-
BaHI MEPEBAXHO CEPENOBUIIEM (TpaBMH, OIIKH, iH-
(ekuii). Big renoTumny, npore, 3aeXUTh CIPUIAHST-
JIUBICTH OpTaHi3My a0 iH(MEKIIHHUX XBOPOO, ITBUI-
KiCThb penapalliii, mepedir 3aXBOpIOBaHHs Ta iHIII (ax-
TOpH.

CepeaHe MOIOKEHHS MK LIMMU MTPOTUIICKHUMHU 32
CBOEIO €TIOJIOTIEI0 TPyIaMU 3aXBOPIOBAHb IMOCIIAIOTH
MyJIbTH(AKTOpiallbHI XBopoOu, a0 XBopoOu 3 criaI-
KOBOIO cxmibHICTIO (puc. 7.1). Ile rpyma 3axBopro-
BaHb, 1110 BUHUKAIOTH y OCI0 13 IEBHUM I'€HOTHUIIOM ITi]T
JI€r0 MPOBOKYIOUMX (haKTOPIB 30BHIIIHBOTO CEpeio-
BUINA. ['€HN CXMIIBHOCTI — Ile MYTAHTHI aJieni, SKi
CYMICHI 3 HAPO/KEHHSM 1 )KUTTSAM Yy ITOCTHATAJIbHO-
My Hepioi, aje 3a MeBHUX HECHPUATINBAX YMOB MO-

T’EHETUYHA KOMITIOHEHTA

@ ["0J10BHI I'eHH CXUJIBHOCTI

® ['cHeTnunMt hoH

JKYTb IIPU3BECTH JO PO3BUTKY TOTO UM iHIIOTO 3aXBO-
pIoBaHHS. 3aJIeKHO Bill IPUPOAU MPOBOKYIOUHX (pax-
TOPIB X MOHA PO3JILJIUTH Ha T€HU JIETOKCUKaIlii (3a-
ITyCKAIOThCS TTIEBHUM €K30TeHHUM (haKTOPOM) 1 TCHH-
TPUTEPH, AKI 3yMOBIIOIOTH MATOJOTIYHUN TPOIEC
TUIBKHY TP TIOEHAHHI B OpraHi3Mi HU3KH HECTIPHUST-
JMBUX YMOB.

CnagkoBa CXWJIBHICTh A0 3aXBOPIOBAHHS MOXKeE
BU3HAYATUCS MOHOTEHHO 200 TOJIIreHHO.

MoHoTeHHa CXWIBHICTB MOB’s13aHa 3 MATOJIOTIU-
HOIO MYTAalli€I0 OJIHOTO I'eHa (TeHa JeTOKCHKAILII),
SIKUI BUSBJISETHCS (PEHOTUITIYHO TIJTBKY ITiJI TI€XO TEB-
HOTO MPOBOKYIOUOTO (PaKTOpa 30BHIIIHBOTO Cepeio-
Buuia. [Ipukinagom MoxXyTh OyTH reHETUYHO OOYMOB-
JIEH] MaTOJIOTIYHI peakiii Ha MeaukaMmeHTH (papma-
KOTCHETHYHI peakilii) Ta (haKTOPH 30BHIITHBEOTO cepe-
JIOBUINA (€EKOTCHETUYHI peakifil).

[MomireHHa craJkoBa CXWIbHICTh BU3HAUYAETHCS
MOEJIHAHHSIM MYTaHTHHUX aJIelliB KUIBKOX I'eHIB. Tx cy-
KYITHICTB JUIsl KOKHOI MAaTOJIOTI] JicTalia Ha3By IeH-
HUX MepeX. Y KOXHIN Mepexi iICHYIOTh TOJIOBHI T€HH
(reHu- KaHL[PIL[aTI/I) 1[0 KOOP/IMHYIOTH (byHKIIIFO THITTIX
€JIEMEHTIB, 1 JOMOMIDXHI reHu (TeHH-MoaudikaTopn),
SIK1 IPUCKOPIOIOTD MATOJIOTIYHUN MTPOTIEC.

Sk mpaBUIIO, TeHU CXMIBHOCTI — II¢ TEeHETUYHO
noyiMopdHi peuecmBm ajeni, KOXXHUH 3 SKHX OKpe-
MO HE € TATOJIOTIYHUM 1 He TPU3BOJIUTE /IO PO3BUTKY
XBOpoOU. 'eHn CXUIIBHOCTI y pi3HUX JTIOJEH 4acTo
BIZIPI3HSIFOTHCS OJTHOHYKJICOTHIHUMU 3aMiHamu (SNP
— Single Nucleotide Polymorphism). OgHoHyKk1€0-
TUAHMIA TOTIMOP(I3M MOXe MPU3BOJUTH 10 HEBEIH-
KUX (PYHKI[IOHAJIBLHUX BiAMIHHOCTEW BIANOBITHUX

CEPEJOBUMIIIHA KOMIIOHEHTA

® CimeliHi 3BUYKH, TpodeciiiHi MIKiIMBOCTI

® Exororiuni dakTopu

MYJbBTU®AKTOPIAJIBHA TTATOJIOTI TS

Puc. 7.1. Cxema po3BUTKY MYJIbTH(QAKTOPIAIBHOI ATOJIOTI]
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OLTKIB 1 BU3HAYATH PI3HUH CTYIIHb CXWIBHOCTI 710 3a-
XBOPIOBAHHSI.

Mopenbs po3BUTKY 3aXBOPIOBAHb, 3TiIHO 3 KOO Y
TIpoIIeci 3aXBOPIOBAHHS OTUH a00 KiJTbKa TeHIiB MOXKYTh
BiIirpaBaTH MPOBITHY PoOJib (TeHU-KAHINUAATH), & THII
CTBOPIOIOTH CIIPUSTIMBHI TCHETUYHUH (HOH, MA€ HA3BY
MOJIENI YCIIaAKYBaHHS 3 PEKTOM TOJIOBHOT'O T'eHa.

3rigHO 3 «IIOPOTOBOIO» MOJEJUII0 BUHUKHEHHS
MYJIbTU(DAKTOPIAIbHUAX 3aXBOPIOBAHbB, CYKYITHICTb T'e-
HETUYHHUX 1 CePeLOBUIIHUX (PAKTOPIB BU3HAUAE CXUIIb-
HICTh KOKHOI JIFOJIMHU JIO PO3BUTKY XBOpoOu. SAkio
I cyMapHa CXUJIBHICTh MEPEBUILYE TIEBHUI MOPIT,
PO3BUBAETHCS 3aXBOPIOBAHHS. 3riIHO 3 000Ma MoJIe-
JSIMH, PU3HK 3aXBOPIOBAHHS TUM OUIBLINIA, YUM CHITb-
Hillle BUPa)XKeHA CMAJKOBA CXWJIBHICTh 1 UMM OUIBII
IHTEHCUBHO ()aKTOPH HABKOJMUIIHBOTO CEPELOBUILA
JUIOTH Ha JIIOJUHY. Y HECIPUSITIIUBUX YMOBaX XBOPO-
0a MOXe BUHUKHYTHU IPH MEHINIH KiJIbKOCTI T'eHIB
CXWJIBHOCTI; 3 1HIIOr0 OOKY, 32 ONTUMAaJIbHUX YMOB
XBOpo0Oa He PO3BUBAETHCS HABITh IPU BUCOKOMY CTY-
TMeHI TeHETUYHOI CXMIBHOCTI.

TaxuM 4MHOM, BIJIMBAIOYHU HA CEPEAOBUIIHY KOM-
MTOHEHTY 3aXBOPIOBAHHS, CTBOPIOIOYH a/IalITUBHE OTO-
YeHHs, MOKHA 3HU3UTH PU3UK MYIbTH(PAKTOPIAIBHO-
r'0 3aXBOPIOBaHHS a00 BiACTPOUYUTH TEPMiH HOT0 IIpO-
SIBY.

Just BU3HAYEHHSI MYJIbTU(DAKTOPIaIbHOTO TOJi-
TEHHOI'O XapaKTepy yCHaJAKyBaHHS BUKOPHCTOBYIOTb
KITIHIKO-TeHEAIOTTYHUHN, OJIM3HIOKOBHIA Ta TOIYJISIIiN-
HO-CTaTUCTUYHUM METOJIU MEAUYHOI FTeHETUKU. MyJib-
TU(daKTOpiaJIbHI XBOPOOH 3 TIOTIT€HHOO CIIaIKOBOIO
CXWJIBHICTIO MOKHA YMOBHO PO3JIUIMTH Ha 3 Tpymnu:

1. BpomkeHi Baau po3BUTKY. Jlo HUX HaJeXaTh
BaJH, IO 3YCTPIUAIOThCS HaWdacTime: aed)eKTH 3a-
KPUTTSl HEPBOBOI TpyOKkH (aHeHIedatis, CIMHHOMO3-
KOBa 1 4YepertHO-MO3KOBa I'PUXKi), IIUIMHA TYOH 1 T THe-
OinHs1, Bau cepiist (Terpaga dao, cenraibHi Tedek-
TH Ta iH.), BPOPKEHHI MIIOPOCTEHO3, TiIocaiis, BpoI-
’KEHUI1 BUBUX CTETHA, BPOKEHA KIIMIIOHOTICTh Ta iH.

2. [MommpeHi ICUXiYHI Ta HEPBOBI XBOPOOH — IIIH-
30(peHist, emninencis, MaHlaKajIbHO-IEITPECUBHUI IICH-
X03 Ta iH.

3. IMommpeHi XBOpoOU CepeTHBOTO BIKY: ilIemiu-
Ha xBopoba cepus (IXC), rinmeproHiuHa xBopooOa,
OpoHxiajbHa acTMa, LYKPOBUI jaiabeT, BUpa3KoBa
XBOpoOa, mcopias Ta iH.

Tabnuus 7.1. MoHoreHHi 3aXBOpIOBaHHs,
BUJIiJIEHI 3 TpynH MyJbTH(AKTOpiaIbLHUX

3axBOpIOBaHHS MoHoreHHa dopma
lNnepninigemist CimeiiHa rinepxoiecTepuHeMis
Ecenuianbaa AJIBIOCTEPOHI3M, KOPUTOBa-
TiMepTOHIS HUH TIIIOKOKOPTHKOIIaMHU
(ciMeiiHmii rinepanbaocTe-
PpoHi3Mm, Tur 1)
Cunnpom Jliyuis
(TIceBOOAITBIOCTEPOHI3M)
CiMeiltHUl TinepasibaocTe-
POHI3M, THII 2 (CHHIPOM
Topnona)
IncymninHesanexuuit |MODY (miaber JOpoCIux y
LyKpOBHIi j1iaber MOJIO/IHX)

KoskHe 3aXBOpIOBaHHS 31 CIAJIKOBOIO CXUIIBHICTIO
3 TEHETUYHOI TOUKH 30py € TPYINOI0 3aXBOPIOBAHB 3
OJITHAKOBUM KJIIHIYHUM MPOSBOM. J{OCATHEHHS MOJIEKY-
JISIPHOI T'€HETUKHU JO3BOJIMIN BUAUIMTH Cepel] HUX OK-
pemi popmu, IO CHaAKYOThCS MOHOTEHHO (Tabm. 7.1).

MynbTudaKkTOpiaibHI 3aXBOPIOBAHHS XapaKTepH-
3YIOTBCSI TAKMMHU O3HAKAMU:

1. 3ycrpivaroTbcsl B MOMyJIsILii YacTilie, HK Mo-
HOTEHHI 3aXBOPIOBaHHS. SIKIIO /111 MOHOTE€HHHX 3a-
XBOPIOBAaHb BHCOKOIO BBaxkaeTbcs wacToTta 1/10 000 i
OibIIe, TO MyJIBTH(AKTOPIAEHI XBOPOOU 3ycTpiva-
10Thest 3 yacToToro 1/1000 1 Gistbiie (Tabi. 7.2).

2. Y monynsuii cnoctepiraeTbes Oe3nepepBHUIA
Psil 3HAUEHBb O3HAKU Bl HOPMHU JI0 TSDKKOT MATOJIOTII.
Hanpukiaa, MoXHA BUALTUTH TPYIH 0Ci0 13 HOpMaJib-
HAM OOMIHOM BYTJIEBOIIB, 3 MATOJIOTIYHUMH ITYKPO-
BUMH KPUBUMU 1, HAPEITi, XBOPUX HA IIyKPOBUH JTia-
0eT 3 JIETKOI0, CEPEHBOIO 1 TSDKKOIO (hopmamu. Bapia-
UiHHMIA PSA BiJ JIETKUX 10 TSDKKUX (OPM XapakTep-
HUH 1 A7 IHIIUX XBOPOoO cepeaHboro BiKy (Timepro-
Hisg, IXC Ta iH.).

3. XapakTepHa MiABHUILEHA YACTOTA 3aXBOPIOBAHb
B OKPEMUX CIM’sIX (CIMEHiHe HAKOTIMUCHHS ), aJIe XapakK-
Tep YCHIaJKyBaHHS B MOKOJIHHSX HE BiINOBiIa€e 3a-
koHaM MeHpens.

4. Koediwi€eHT cr1aJKOBOCTI 32 JAHUMH OJIM3HIOKO-
BHX JIOCHIDKeHb TToBUHEH Oyt Mmenie 100 %. Tak,
IUIs OpoHXiaJbHOI acT™MHU BiH gopiBHIOE 60-70 %.

Tabmuus 7.2. onyasmiiina yacToTa XBOpoo
i3 cmankoBoro cxmibhicTio (H. IT. Bouxos, 2001)

IMommpeHicTp
Ha 1000 ocib
(y BiIIOBITHIN
BIKOBIH IpytIi)

I'pynu i HO30MTOTIUHI
dhopmu

BpomkeHi Bau pO3BUTKY

[{iyuHa ry6wu i migHeOIHHS 1-2
CIMHHOMO3KOBA IPUKa 1
[TinopocteHo3 0,5-3
Awnenniedantis 1

1 YeperHO-MO3KOBa Iprka

BuBux crerna 2-5
Tapouedanis 0,5
Tnocragist 3
Knummonorictb 2

INcuxiuHi T2 HEPBOBI XBOpOOU

[Iuzodpenis 10-20
Eninericis 8-10
MaHiakanbHO-ICIPECUBHUN 2-5
TICHX03

Po3cisinuii cxiiepos 0,02-0,7

ComaTHi4Hi XBOPOOH CEPEeHBOTO BiKY

Ilcopiaz 10-20
BponxianpHa actMa 2-5
BupaskoBa xBopoOa IIUTyHKa 20-50
1 IBAHAILATHITIATO] KHUITKH

Imemiyna xBopoOa cepris 50-100
lneproniyHa xBOpoOa 100-200
HiabGer 10-20
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5. OcoOMMBOCTI KITIHIYHOI KAPTUHH 3aXBOPIOBAH-
Hsl Y OJIM3BKUX POJIUYIB CXOXIi. Y HU3XIJIHUX MOKOJIi-
HHSIX CIIOCTEPIraeThcsl OUTBII paHHIM MOYATOK 3aXBO-
PIOBaHHA 1 JIesIKe MTOCUJICHHS KJIIHIYHUX TPosBiB ((e-
HOMEH aHTuIwmmnaiii). Lle moB’s13aHo 3 HAKOTIMUCHHSIM
TeHIB CXWJIBHOCTI W crielin(iYHUMU CIMEHHUMU 3BHUY-
KaMH.

6. desiki MyJibTH(AKTOPIaJIbHI XBOPOOH 3yCcTpiva-
IOThCSI YacTimie B ocib neBHoi crati. Tak, y 40NOBIKiB
yacTille BUHUKAIOTh BUPa3KoBa XBOpo0Oa, Mijiopocre-
HO3, IIIJIMHA TYOHU 1 MTHEOIHHS; Y )IHOK — aHCHIIe-
(baisi, YeperHo- 1 CIMHHOMO3KOBI TPHXi, BPOJDKEHHIA
BHUBHX CTErH4, CHCTEMHUU YEpBOHUH BOBYAK Ta iH.;
mM30(QpeHist PO3MOYMHAETHCS B OUTBII pAHHBOMY Billi
Ta Mae TIpIIUH IPOTHO3 Y YOJIOBIKIB.

7. CriocTepiraeTbcsl acoIliallis 3aXBOPIOBaHb 13
MEBHUMH TeHETUYHUMHU MapKepamu (IpyrnamMu KpoBi
cucremu ABO, HLA-anturenamu). Acormiariiss — 11e
HEBHUIIAIKOBE MOEJHAHHS B MTOMYJISILII IBOX BUIMAKO-
BUX O3HAK, 10 HE € MPUUMHOI0 XBopoOu. Hanpuknazn,
y oci6 3 I (0) rpynoto KpoBi 4acTilie 3ycTpiuaeTbes
BUpa3KkoBa XBopoOa LIJTyHKa 1 JBaHAJUSATUIIATIOL
kumku (Tadir. 7.3). ¥V THX, XTO Ma€ TpyIy KpoBi A,
JIOCTOBIPHO YACTIIIe, HIX Y 0ci0 3 rpynor Kposi 0,
CIIOCTEPITA€ThCS PaK LUIYHKA, TOBCTOI KUIIKH, S€U-
HHMKA, IMAHKK MAaTKH Ta iH. PU3HK 119 HOCIIB MeBHOL
rpynu Kposi migsuiyetbes Ha 10-30 %. [Tpuunzu BU-
SIBJICHUX acolialliit 3 rpynamMu kposi ABO HuHi 3’s1c0-
BYIOThCS. JIJIsl IeIKMX XBOPOO BOHM Bike Bijomi. Tak,
acorgiaris I (0) rpynu KpoBi 3 BUPpa3KOBOIO XBOPOOOIO
MOSICHIOETBCS. TUM, 110 aHTUTeH H, SIKuil BUSIBIISETH-
sl y JIIOJIEH 3 LIEI0 TPYIOI0 KPOBI Y BEJTUKIM KUTBKOCTI
B KJIITUHAX PI3HUX TKAHUH, BXOJUTH O CKJIAay pe-
nenrropa no Helicobacter pylori (OCHOBHUH €T10JIOTIY-
HUN (paKkTOp BUPA3KOBOI XBOPOOH).

Acoriais JesKiuX MyJIbTU(AKTOpIaTbHUX 3aXBO-
proBanb 3 HLA-aHTUreHaMU € BeIbMH iICTOTHOIO.
Hanpuknan, aHKiI03yl0YMid CIOHAMIIT 1 XBopoOa
Peiitepa uvacrimie 3ycTpiuaroThbcs Yy HOCIIB aHTHTEHY
B27, ncopiaz — DR7 i 1. iH. (Tabn. 7.4). Lli maHi cmin
BpPaxOBYBAaTH NIPHU PO3PAXyHKY TE€HETUYHOTO PHU3HUKY
PO3BHUTKY 3aXBOPIOBAHb.

Tabauug 7.3. IIpukaaau acouiauii 3axBoproBaHb
3 rpynamu kpoBi AB0

I'pyna
KpOBIi

1(0)

XBopoba

Bupaskosa xBopoba

BponxiT, OpoHXiajbHa acTMa, TSHKKUH
nepedir TyOepKyJIbO3y JIEreHiB
Arneprist Ha aHTUOIOTHKHU

Pax s131Ka, MOJIOYHHX 32J103, JIETCHIB

Pesmatuszm

Imemiuna xBopoOa ceplis, aTepPOCKIIEPO3,
iHbapkT Miokapma

lNmeproHiuna xBOopoba

’KoBunokam’ssHa XBOpoOa, XOJIEIUCTUT
Pak cimHHUX 327103, IITyHKA,
MiANUTYHKOBOI 3aJ103H, SIEUHUKA, MATKU

11 (A)

III (B)
IV (AB)| Ocreoxonapo3 xpebdra

Pak mopoxHUHH poTa, CTPaBOXOLY

Tabmuus 7.4. Ipukaaau acouianii
MyJabTH(hakTopiantbLHuX XBopo0 3 anTureHamn HLA
(3a @. Dorean, A. Moryascku, 1990)

XBopoba Anturen HLA
AHKITO3YIOUUil CIOHTWITIT B27
XBopoba Peiitepa B27
Icopia3 DR7
IHCymiH3amexHAN yKpoBUit giadeT DR3/4
Bupaszkosuii Kot DR2
CucreMHuil UepBOHUI BOBUAK B8, DR2/3

7.2. BUBHAYEHHA
I'EHETUYHOI'O PU3UKY

Po3paxyHOK reHETMYHOrO PU3MKY NPU MYJIbTH-
(hakTOpiaJbHUX 3aXBOPIOBAHHSX € JOCTATHHO CKJIA[-
HUM, OCKUJIbKH BPaxyBaTH BCI T€HETHYHI Ta Cepelo-
BuIIHI pakTopu HeMoxuBo. Tak, Hanpukiaa, Gop-
MYBaHHSI BPOJKCHOT'O BHUBUXY CTETHA 3aJICXKHUTH Bij
TaKuX CKJIaJOBUX:

— (opMHU BepTIIIOKHOI 3allalvHU, IO KOHTPO-
JIIOETHCA MOJIT€HHO;

— TIJIBUIIECHOT PYXJIMBOCTI CYIIOOIB, sIKa ycra-
KOBYETBCSI aBTOCOMHO-JIOMIHAHTHO;

— PIBHS €CTPOTEHIB, SIKUii BIUIUBA€ HA PYXJIMBICTh
cyrino0iB.

Yepes CKIAAHICTh BUBHAUEHHS PUSUKY IIPU MYJIb-
TU(]aKTOpiadbHIN MATONOTIl KOPUCTYIOTHCS CIIEIialb-
HUMH eMITIPUYHUMH TaOIUIIMU PU3UKY.

['eHeTHYHMIA TPOTHO3 MTPH MYIBTH(PAKTOPIATBHUX
3aXBOPIOBAHHSIX 3aJICKUTD BiJ] KITBKOCTI T'€HIB CXUJIb-
HocTi. Ha BenmuuMHy pU3MKy BIUIMBAIOTh Taki GpakTo-
pH, SKi OnocepeIKOBaHO J03BOJISIOTH OLIHUTHU Kilb-
KICTh T€HIB CXMJIBHOCTI:

1. YacToTa pO3NOBCIOJKCHHS 3aXBOPIOBAHHS B
nonyJsii. st cubceiB abo iTelt XBOPOTro pU3UK po3-
pPaxoOBYEThCS SIK KBQIPATHUH KOPIHb 3 YaCTOTU XBO-
pobu B momynALil; pu MyabTU(GAKTOPIATbHUX Balax
PO3BUTKY, YacTOTa SIKUX Y noItyJisiii 6au3bpko 1/1000,
TEHETUYHUI PU3UK CTAHOBUTH Yy cepeaHboMy 2—4 %.
SAxio yactoTa 3aXBOPIOBAHHS B TMOMYJISIII MepeBU-
nye 1 % (momupeHi XBOpoOH CepeTHhOrO BIKY), TO
pusuk 61u3bko 5-10 % (3a J. M. Friedman).

2. CTyniHb CHOPIAHEHOCT] 3 ypa)XeHUM UJIEHOM
ciM’1 (Tabi. 7.5). [eHeTUYHMIA PU3UK OJHAKOBUH IJIsI
BCIX POJIMYIB, SIKi MAIOTh OJJHAKOBY YaCTKY CILJIbHUX
3 XBOPHUM TeHiB. UMM NaJIbIIUN CTYIiHb CHOPIiIHE-
HOCTI, TUM MEHIIIE CITLTbHUX '€HIB MAIOTh POJUYI 1 THM
MEHIIIA BIPOTiIHICTh 3aXBOPIOBaHHSA. Tak, pU3UK
IIJIMHY TYOU 1 igHeOIHHS CTAHOBUTH 4 % /1711 CUOCIB
(1-# cTymiHb CIOPIMHEHOCTI), a AJs ABOIOPIAHUX
cubciB (2-# cryninb ciopigHenocti) — 0,5 %.

Cepen poauuiB 4-10 1 OUIBII JaIEKUX CTYIEHIB
CIIOPITHEHOCT] BIPOTI/IHICTh 3aXBOPIOBAHHS BI/IIIOBI-
JIA€ CEPETHbOIIOMYJISIAHIHA.

MynbTudakTopialibHi XBOpoOH YacTille 3ycTpiva-
I0ThCS B CIOPIAHEHUX NLITI00AX, OCKIIBKU B IHX
BUIIAJIKaX KIJIbKICTh I'€HIB CXMJIBHOCTI Y HAIIaJIKiB
olunbma.
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3. Kinbkicte xBopux poanuiB. Yum Ouibiie B po-
JIOBOJII XBOPUX, TUM BHUIIE PUBHK PO3BUTKY 3aXBOPIO-
BaHHs. Tak, sIKIIO B ciM’1 IUIMHY ryOu 1 migHeOiHHS
Ma€ OJTHAa TUTHWHA, PU3MK U1 CHOCIB ITOpiBHIOE 4 %0,
SIKIO XBOpHUX AiTel a18oe — 10 %. PU3UK PO3BUTKY
LIYKPOBOI'O AiabeTy y AUTUHHU CTAHOBUTH 1,8 %0, K110
XBOpI€ OAWH 13 0aTbKIB, 1 12 % — SKIO XBOPIIOTH
obunBa. I1pu medexrax 3aKpUTTS HEPBOBOI TPYOKH
PU3UK JJ1s CUOCIB CTAHOBHTH 2—5 %0, SIKIIIO XBOpa OJTHA
mutrHa, 1 10 % — micins HapOKEHHS JBOX XBOPWX.
Ile oB’sI3aHO 3 MOTEHILIIMHO BEIMKOIO KIIBKICTIO T'€HIB
CXHIIBHOCTI B CIM’1.

4. CtymiHb TSHKKOCTI 3aXBOpIOBaHHs. B 0oci0 3 Tsk-
YIMHM IPOSBAMH XBOPOOHU KUTBKICTh T'€HIB CXMJIBHOCTI
MOBUHHA OyTH OUbinO0. Tak, Mpu OAHOCTOPOHHIM
IITHHI TyOW 1 TiaHEOIHHS pU3UK IS CHOCIB CTaHO-
BUTB 2,5 %, a IpU TBOCTOPOHHIH — 4 %.

5.V BuUnajKy pi3HHMII B YACTOTI 3aXBOPIOBAHHS 32
CTATTIO PU3UK JUISl POAMUIB Oy/ie BUIIKMM, SKIIO XBO-
puii HaJIOKHUTH JIO CTATi, 1[0 MEHII YPaXKaeThCsl, OC-
KIJIBKY BIH IOBHHEH MATH OLIbIIE Ie€HIB CXUILHOCTI.

Tabmursa 7.5. BiacoTok 0JHAKOBHX IeHiB y reHOTHITI
Y POAMYiB Pi3HHX CTYNEHIB CHIOPiTHEHOCTI

. . . Yactka
CTyIiHb CHOPITHEHOCTI . .
CIUTBHUX TCHIB

MOHO3UTOTHI GIM3HSITA 100 % (1,0)
1-# cTymiHb CIIOPiITHEHOCTI 50 % (1/2)
(6aTeku — miTH; pigHI OpaTH —
cectpu, TOOTO cubCH)
2-i CTYHiHb CIIOPITHEHOCTI 25 % (1/4)

(msiIpKO, TiTKA — IUIEMIHHUK,
IJIEMIHHMIIS; TiyCh, 0a0ycs —
OHYKW; 3BeJIeHI OpaTH i cecTpu,
TOOTO HaIBCHOCH)

3-ii cTyIiHb CIOPIAHEHOCTI 12,5 % (1/8)

(mBoYOPiNHI OpaTu i cecTpu)

4-11 CTYHiHb CIIOPITHEHOCTI 3,125 % (1/32)

(TporopinHi 6paT — cecTpm)

Hanpukiazn, maopocTeHo3 3ycTpiuaeTbes B 5 pasiB
YacTille y XJIOMYUKIB, HIK y AiBYATOK. PU3uk ans
CUOCIB YOJIOBIUOI CTATi CTAHOBUTH 4 Y%, SIKIIO XBOpa
IUTHHA B CIM’T XJIOIMUHK, 1 9 % — gKIO AIBUMHKA.
S0 BpOJKEHUNW BUBUX CTErHa BU3HAUEHUHU Y
JUBYUHKH, PU3MK JIJIS CHOCIB YOJIOBIYOI CTATI CTAHO-
ButuMe 1 %, mis cuOCiB KIHOYOI cTaTi — 5 %; SIKIIO
XBOpa IUTHUHA — XJIOMYUK, PU3UK IS Hioro Opatis
craHoButuMe 5 %, a s cecrep — 7 %. Lle xapak-
TEPHO TaKOX IS BUPa3KOBOi XBopoodu (puc. 7.2).

EMMipuyHuil pusuK uisi IesIKUX MyJIbTU(AKTOPI-
aITbHUX 3aXBOPIOBAHBb HABEIEHO B TabI. 7.0.

[Mpu MeauKo-reHeTUYHOMY KOHCYJIbTYBaHHI CiM'1
3 MPUBOAY MYIbTH(PAKTOPiaIbHOT ATOJIOTI Ccinif na-

Tabmuus 7.6. EMnipuunuii pu3suk npu aesikux
MyJabTHhaKTOPiaIbHUX 3aXBOPIOBAHHAX
i Banax po3sutky (C. 1. KoznoBa ta cniBast., 1996)

Emnipuunmii pusuk, %
3axBOpIOBaHHS,
Ba/H AL AT
cubciB MMOTOMCTBa

AmneHuedaris 2-5 -
[linmuHa Tyom £ 4 4
migHeOIHHS
[linvHa miaHeOiHHS 2 6-7
KiuioHoricts 2 —
Tinocmamist 10 nyis Oparis -
Heyckiragaena miomist 10-15 10-15
BUCOKOTO CTYIICHS
BupaszkoBa xBopoba 9 -
IIcopia3 16 20
ATOMNIYHUHI IepMaTHUT 16 -
BponxianpHa acrMa 8-9 -
Eminerncis 3-12 -
Iu3odpeHis:

SIKIIO XBOPUN OJIUH — 10

13 OaThKIB

SIKIIIO XBOPI - 40

1 6aThKO, 1 MATH
AdexTuBHI ncuxo3u 5-10 -

O

M
2

111

Iv

—_
\S)
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BUPA3KOBOK XBOpoOoro. Pu-
3MK JIJIS1 AiTel mpobaHnia miaBu-
IIEHUI, OCKIJILKY BOHH Y0JIOBI-
4oi cTaTi (cTaTh, IO MepeBaXK-
HO ypa)ka€eThCs) 1 HA BUPA3KO-
BY XBOpoOy cTpaxiaae MaTu
(cTaTp, 110 MEHIIE YPaXKaEThC,
OT)Xe, OIIbIlla KUIbKICTh IE€HiB
CXMITBHOCTI)




M’ATaTH MPO NMOAIOHI 3aXBOPIOBAHHS, YCIaJKOBaHI
MOHOT'€HHO (JuB. Ta0J. 7.1), a TAKOX XPOMOCOMHI i
TEPATOreHHI CUHAPOMU. 3HAUYEHHS eMITIPUYHOTO PH-
3MKY He MOXHa 3aCTOCOBYBATH, SIKIIO XBOpoOa ycrna-
KOBYEThCS HE MYyNbTU(GAKTOpialbHO. Tak, miauHa
ryou 1 MmiaHeOIHHS MOXe OYyTH CHMIITOMOM OJU3bKO
200 MOHOT€HHHX, XPOMOCOMHHUX 1 TEPaTOT€HHUX CHH-
IpOMiB. ¥ KOXXHOMY 3 LIMX BUIAAKIB pU3UK Oyae
PI3HUM 1 3a5eXaTuMe Bill XapakTepy yCHaaAKyBaHHS.
MynsTU(aKTOPIadbHO YCITAAKOBAHI BaaW MOYXHa
PO3PI3HUTH 32 130JIbOBAHICTIO YpaXKECHHSI.

7.3. TEHETUKA

JNESAKUX TTOHINUPEHUX
MVYIBTU®AKTOPIAIIBHUX
3AXBOPIOBAHb

P03BUTOK MOJEKYJISIPHOI TEHETHKH 3pOOUB MOXK-
JIMBOIO IEHTH(]IKAIIIO TeHIB CXWIBHOCTI /10 Haliuac-
TIMHUX MyJAbTU(AKTOPIAILHUX 3aXBOPIOBaHb. Y
PI3BHUX €THIYHHMX TPYMax MOIIUPEHICTh aJielliB ['eHiB
CXWJIBHOCTI Ta iX BHECOK Y PO3BUTOK 3aXBOPIOBAHD
MOXYTb BIAPIZHATHCS.

7.3.1. IHEMIYHA XBOPOBA CEPLA

Po3BuTOK imemiuHOI XBOPOOU ceplls OB SI3aHUH,
y meplly 4yepry, 3 rinepxojiectepuHemiero. ['eHeTnuHi
MIPUYHHM TiepXoJIecTepruHeMii pi3Hi, BUIIIEHO MOHO-
reHHO ycmankoBaHi ¢opmu. lle cimeliHa mepBUHHA
rinepxoJieCTepUHEMIsl, CIIPUUNHEHA MYTAIII€l0 TeHa
peuenTopa A0 JIMONPOTEiIiB HU3bKOI T'YCTUHH
(LDRL, 19p13.2) i rena anousinonporeiny B100, a
TAKOX TiMOOETaJINONpPOTeiHEMIsl, 3yMOBJIEHA MyTa-
uieto reHa ApoB-100 (2p24) (mytauis R3500Q — 3a-
MiHa TIIyTaMiHy Ha apriHiH y nmoyoxxeHHi 3500). Bax-
JIUBY POJIb Y PO3BUTKY IMOJIIFCHHOT TiMePXOJIeCTepUH-
eMii BiAirparoTh reHu amnojinomnpoteiny E (ApoE,
19q13.2), renu perenTopHOTrO KOMILIEKCY, 10 Oepe
y4yacTh B IHTEpHAII3Alll JIMONPOTEiAiB HU3BKOI Tyc-
tinan (OLRI, 2p13 pl2), reHeTH4HO 3yMOBJICHA HaJl-
MipHa npoz[yKulﬂ J'IlHOl'IpOTel,Z[IB Jty’Ke HU3BKOI TycTH-
HU B TieviHii. J{Jis po3BUTKY TillepXoyiecTepuHeMil He-
OOXiJTHI ¥ TOMaTKOBI CepelOBUIIHI (PaKTOPU — BEJIHU-
Ka KUTBKICTh HACMYECHUX JKUPIB y PAIiOH] U OKUPIHHSL.

Henimigauit gpaxtop, MoB’sa3aHUi 3 BUCOKUM pH-
3ukoM [XC, — miABUIIEHHS PIBHS TOMOIUCTEIHY B
kpoBi. I'imepromouucreinemisi mos’si3ana 3 50%-m
3HIDKCHHSIM aKTUBHOCTI (DepMEHTY PEAyKTa3u MeTH-
nenrerparigpodonaty (MTHFR, 1p36.3) yepe3 my-
tanito C677T (3amina MMTO3MHY HA THMIH B 677-My
HOJIO)KCHHI) LIepe3 1e B OUIKYy BiZOyBa€eThCs 3aMiHa
BaJTIHY Ha aJIaHiH 1 BiH cTa€e OUTBII TepMOJ'Ia61J'IbHI/IM
Posmoecromkenns mytarii C677T cepen eBpomeHIliB
CTaHOBUTH 515 %.

IMMopymenns ¢ynxuii MTHFR nop’s3aHe Takox
13 1eeKTOM 3aKpUTTS HEpBOBOi TpyOku. Matepi 3
(YyHKIIIOHAJIBHO HENOBHOILIIHHUM aJleIbHUM BapiaH-
toMm rera C677T marors migBuienuii (B 7,2 pasy) pu-
3UK HAPOKCHHS iTeH 3 aHeHIe(aie€r0, CTUHHOMO3-
KOBHMMH 1 YEPEITHO-MO3KOBUMU TPHKAMH.

7.3.2. THHIEPTOHIYHA XBOPOBA

lneproHiuHa XBOpOOa € MOJIIreHHUM 3aXBOPIO-
BaHHSM, y PO3BUTKY SIKOI'O O€pyTh y4acTb KiJIbKa Ie-
HETUYHHUX JIOKYCIB 1 MArOTh 3HA4YEeHHS 0COOIMBOCTI
JUETH (BUCOKHMI BMICT COJIi), CIIOcO0y KUTTS (mepe-
{maHHs, BYKUBAHHS aJIKOTOJTI0, MaJjii (pi3UUHI HABaHTA-
JKEHHs1), ICMXOEMOIIiiHI Ta coliaibHi cTpeck. OqHIM
13 HAMBaXKIIUBIIIUX PETYJISATOPIB apTepiaJIbHOTO THUC-
KY 1 BOJIHO-COJILOBOT'O DaJIaHCY CIIYXHUTh pEHIH-aHT10-
TeH3UH-aJIbJOCTEPOHOBA cucTeMa. BoHa MICTUTH
KUJIbKa OCHOBHMX JIAHOK — aHT1O0TEH3UHOTeH, PEHiH,
aHTIoTeH3UHIIepeTBOpIoBabHuUi hpepmenT (ATID, abo
ACE — Angiotensin Converting Enzyme), peuenro-
pY aHrioTeH3UHY, (hepMEHTH OIOCUHTE3Y CTEPOIiB, Te-
HETUYHI BapiaHTHU SIKMX MOXYTh BIIirpaBaTH POJb y
PO3BUTKY TIlEPTOHIYHOI XBOPOOH.

I3 ycix KOMITOHEHTIB CHCTEMH HAWOULIBIIY yBary
HUHI IpUBEPTAE AHTIOTEH3UH, SKUH YTBOPIOETHCS 3
HEAKTUBHOT'O aHTIOTEH3MHOTEHY B PE3yJIbTATi Jiii Ha
HbOTO PEHiHy M aHT1OTEeH3MHIIEPETBOPIOBATIBHOTO
depmeHTy. 3B’S3YI0UUCH 31 CHENU(BIYHUMH PELEITO-
paMH, BiH CIIPUYMHIOE 3BY)KE€HHS CyIUH, CTUMYJIIOE
MPONYKYBAHHS aJIbJIOCTEPOHY, 3YMOBIIIOE 3aTPUMKY
HaTpio Ta BoAu. st reHa aurioreHsuny (AGT,
1q42-q43) onucano Outkbiie 15 BuaiB moaiMopdizmy.
Cepen HUX HAUOUTbIIE 3HAYSHHS MA€ OJTHOHYKJICOTH/T-
HUH MoJiMOPGI3M IILOTO T€HA, B Pe3YJIbTATI SIKOTO B
01710k y 235-My TOJIOKEHHI BKITFOYAETHCS METIOHIH
abo tpeonin (M235T). ¥V nonyJsiii MOX/IMBE iCHY-
BaHHs TphoX reHotuIliB: TT (0OuIBa asienbHi reHu KO-
JIyIOTh TpeoHiH), MM (oOuiBa ajeinbHi FeHU KOAYIOTh
MeTioHiH) 1 MT (o/iuH anenbHU TeH KOJIy€ METIOHIH,
JIPYTHi — TPEOHiH). Y TOMO3HTOT 3a aseseM T piBeHb
JTAHOTO TeNTHIy Maiike Ha 20 % BUIIHI, HIXX y TOMO-
3uroT 3a ajeneM M. JlociipkeHHs, MpoBeAeH] Ha-
npuKiHii 90-X pp., TOKa3aau 30UTbIIEHHS PU3UKY PO3-
BUTKY apTepianbHoi rineptoHii Ha 20-40 % y HocIiB
anens T, mo HamexaTh A0 €BporeoigHoi pacu. Iu-
TaHHS PO acouiamiro nomMopdizmy M235T 3 apre-
planbHOIO TIMEPTOHIEID MOKU IO 3aJUIIAETHCS
BIJIKPUTHM, OCKIJIbKH 1€ 3B’SI30K BUSBJICHO HE BCIMa
JIOCTITHUKaMHU.

PeHiH € KJ1I040BUM (pepPMEHTOM B YTBOPEHHI aHT10-
TEeH3UHY |, BiH po3risiiaBcs sIK OJIMH 13 TeHiB-KaHU-
JATiB IIpU MOIIYKY FeHETUYHUX JIeTePMIHAHT apTepi-
aITbHOI TINEPTOHII, OJHAK 3B’ 3Ky apTepiabHOI riTep-
TOHIi 3 IEBHUMHU T'€HETUYHUMHU BapiaHTaMH PEHIHY
MOKHU HE BUSIBIICHO.

AHTI0TEH3MHIIEPETBOPIOBANILHUIN (hepMeHT 00y-
MOBJIIOE TIEPETBOPEHHsI aHT10TeH3uHY | Ha aHrioTeH-
3uH I, a Takox OpaaukiHiHy Ha KiHiH. ['en AII®
(17923) xapakTepu3yeTbCs MOMIMOP(I3MOM TUITY
«BcTaBKa»: popMma I — mpucytHicts Alu moBTOpY 3aB-
nopxku 287 m. H. y 16-my iHTpoOHIi, popma D —
BiJICYTHICTh BCTaBKU. B 0ci0, TOMO3UTOTHUX 3a aJie-
neM D, akTuBHICTH (pepMEHTY BABIYI BUIA TTOPIBHS-
HO 13 ToMO3uroTaMu | 1 MiABUIIIEHNI PU3UK ypaskeH-
Hsl CepLIeBO-CYIMHHOI chcTeMu. BusisieHo acouiaiio
anens D 3 deepldHBHOIO TiIEePTOHIETO, rmeproqne}o
JTIBOTO NUTYHOYKA 1| BUHUKHEHHSM 1H()apKTy MioKap-
Ja, po3BUTKOM aiabetnuHoi HepponaTii. YacroTa ro-
Mozurot DD cepes eBpomneiiiiB CTaHOBUTD MPUOITH3-
Ho 30 %.
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IMoniMopdism reHa perenropa o anrioreHsuny I1
ACOLIIOETHCS 3 apTEPIalIbHOIO TINEPTOHIEI0, 3MIHOIO
CTIHKM CYJWH, IO CYMPOBOKYETHCA PO3BUTKOM iX
«KOPCTKOCTI» 1 MABUINEHUM PU3UKOM PO3BUTKY
iHpapKTy Miokapaa.

BusiBiieHO 3B’S30K 3 apTepiaibHOIO TIMEPTOHIEIO
TCHETUYHUX BapiaHTIB CUHTA3H allbJOCTEPOHY 1 IeHiB
CHCTEMH OKCUAY a30TYy.

I'eHu aHTIOTEH3WH-PEHIHOBOT CHCTEMH BILTUBAIOTh
Ha PO3BUTOK MATOJIOTIi HUPOK. [ eHeTHYHUMU (aKTO-
paMu, 110 BIUTMBAIOTH HA HECIIPUSTIUBU Iepeoir He-
(pormartiii i pO3BUTOK XPOHIYHOI HUPKOBOI HEIOCTA-
HOCTI, € ayelb D aHT10TeH3MHIEepeTBOPIOBAIBLHOTO
(daxrTopa i anenb T aHTIOTEH3UHOTEHY.

7.3.3. TPOMBO®LIIA

Lle cXWITbHICTD 1O MiJIBUILIEHOTO 3TOPTAHHS KPOBI
1 TpoM0O03iB. ['eHeTHUHO 3yMOBJICHA TIpOoTpaMa TPOM-
603iB 3aITyCKAETHCS CePELOBHIIHIMI YAKTOPAMH,
TAKMMHU sIK TPUBAIIa IMMOOGLII3ALlis, TpaBMa, Xipypri-
YHe BTPYYaHHs, 1HPEKis, ¥ )KiHOK — BariTHICTb 1
MPUIOM TOPMOHAIIBHUX KOHTPALIENITUBIB. AHOMAL
3ropTajbHOl CUCTEMH KPOBi, IO NPU3BOAATH 10
TpoMOO03iB, MOXKYTh OyTH 3yMOBJICHI AuCcHiOpUHO-
reHeMIi€r0, HeJOCTATHICTIO IHT1OITOPIB KOoaryJsiii,
(hiOprHOMITHYHHX (PAKTOPIB 1 HATMIPHUM PiBHEM IIPO-
KOAryJasHTHUX (hakTopiB. B eBpomneiichkiid momymsiii
30-50 % ycix TpoMOO03iB MOB’sI3aHi 3 HETOCTATHICTIO
iHTibiTOpIB KOarymsii: anturpomoOiny 111 (AT), mpo-
teiniB C 1 S 1 APC-pe3ncTeHTHICTIO.

AntutpoMmGin 111 (473, 1q23-q25) € nepBUHHIM
MPUPOJHKUM IHTIOITOPOM 3rOpTaHHS KPOBi, HA YacT-
Ky sIKoro npunajaae 75 % aHTHKOAryJIssHTHOI aKTHB-
HocTi. Bigomo 6mm3pko 80 MyTaliiii reHa aHTUTPOM-
OiHy, III0 YCNAJKOBYIOTHCS aBTOCOMHO-TOMIHAHTHO 1
MIPU3BOIATH OO KUTBKICHUX 1 IKICHHX Ae(EeKTIiB OiTKa.
T'omosurotu 3a nedinurom antutpomOiny 111 HexuUT-
Te3maTHI a0 MalOTh TSKKI BEHO3HI W apTepialibHi
TpoM0bo3u. ['eTepo3uroTHe HOCIMCTBO MyTalii Mae
BeJIMKE 3HAYEHHS ]l 4ac BariTHOCTi, KOJIU B HOPMI
Oiosoriuna akTuBHICTh AT 3HMXKYETHCS. Y TeTepo3n-
TOTHUX JKIHOK 13 [I04aTKOBO 3HM)KEHUM PIBHEM aKTHUB-
HOCTI (pepMEHTY ITiJ] YaC BariTHOCTI, MICJIs IOJIOTIB
a00 KecapeBOTo pO3TUHY BUHUKAIOTh MITpyI0Yl TPOM-
6031 1 TpoMO0DIediTH.

Iporeinu C (PROC, 2q13-ql4) i S (PROSI,
3pll.1-q11.2) e Bitamin-K-3anexxHuMuU TIIiKOTIPO-
TeiHaMu TUIa3Mu. JlehIlUT 1IUX MPOTEIHIB yCIaIKo-
BYETHCSI aBTOCOMHO-/IOMIHAHTHO. BimoMo monas 100
MyTalli, siKi BenyTh 10 aediuuty nporeiny C, i mo-
HaJ 30 MyTalliit rena nporteiny S. [oMo3urotTHuii cran
JnedinuTy 1Ux OIKIB BUSBIISIETCS OJUCKAaBUYHOIO
MypITypOKO0 HOBOHAPOKEHUX 1 JIB3-cuHApPOMOM (CHH-
JpOM JTMCEMIHOBAHOI'O BHYTPIIHbOCYAMHHOI'O 3rop-
TaHHs). [ €TepO3UTOTHUN CTaH BUSBIISETHCS MPH Te-
pamii HempsSMUMHU aHTUKOATYISIHTAMU TPOMOO30M
JOpiOHUX CYOWH IIKIpU 1 HEKPO30M OKpeMux ii aims-
HOK, 4YacTillle B AUISHII MOJIOYHHX 3aJI03 1 OOKOBOI
MoBepxHi )kuBoTa. TpoMOO3u, cripuurHeHi AehiluToM
npoteiny C, HepiAKO MaloTh BUPaKEHUH IMOCTTPOM-
OOTUYHUN CHUHIPOM i3 TPOPIUHUMU BUPa3KaMU
HIKHIX KIHI[IBOK.
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APC-pe3uCTeHTHICTh — CTIUKICTh O aHTUKOATY-
nsHTHOI Aii npoTteiny C. BoHa noB’s3aHa 3 MyTaLi€lo
rera V ¢axropa (F5, 1q23) sropranus kposi (R506Q,
3aMiHa apriHiHy Ha TiIyTaMmiH y 506-My IOJIOKEHHI).
Llst MyTarwis gicrana Ha3By JeHIeHIBCbKOI MyTallii (Bix
Ha3Bu Micrta JleiineH). APC-pe3rcTeHTHICT — Jieria
MATOJIOTIs MOPIBHSHO 3 IHIIMMH J1epeKTaMU aHTUTPOM-
6iHOBOTO TeMOocCTazy, MPOTe 3YCTPIYAETHCS B MOMYJISLII
B 4-6 pa3iB uacrime 3a iHm renernyi aedexru. Cepen
3[I0POBOTO €BPOIEHCHKOT0 HACEIICHHSI IO PEHICTH Te-
TEPO3UTOTHOTO HOCICTBA JICH/ICHIBCBKOI MyTallii cTa-
HOBUTH Bix 1,4 1o 13 %. Mytauito BusiBiieHo y 20 %
MAIiEHTIB 3 TpoMOodisiero 1y 50 % ciMeid i3 ciaIkOBOO
hopmotro TpomOodiiii. Ha doni HociiicTBa MyTaliil HIII
(baxTOpH PU3MKY, HAPHUKIIAM, IPUIAOM MIEPOPATEHUX
KOHTPAIIETITUBIB, ICTOTHO 30UTBINYIOTH BIPOTIAHICTD
TPOMOO3IB, SIK TIPABUIIO, HIXKHIX KiHIIIBOK. TpoMOu ya-
CTillle IIJTbHO (hiKCOBaHI JI0 CyIMHHOI CTIHKH, TOMY JIeH-
JIEHIBCbKa MyTallisl He MiIBUILYE PH3UKY TPOMOOEMOOTil
nereneBoi aprepii (TEJIA). ITinsumenns pusuky TEJIA
BUSIBJIEHO IPH MyTaliil reHa ¢akropa Il — nporpomoi-
ny (F2, 11pl1-q12).

BusHaueHHs HOCIMCTBA JICHIEHIBCbKOT MyTallil pe-
KOMEH/IOBAaHE y BUITAJIKaX CIIaJAKOBOI TPOMOOQiTii.

7.3.4. IYKPOBUIA JIABET

IHcyninzanexxHuii ykposuit miadet (I3L) tumy 1
IOHAI[BKOTO BiKY € aBTOIMyHHUM 3aXBOPIOBAHHSM,
MpU SIKOMY BiOyBa€eTbcs AeCTPyKIis OeTa-KIiTHH
MiAIITYHKOBOT 3271031, MPOyKytounx iHcymiH. ['eHe-
TuHy KommoHeHTy [311/] BUBYEHO IOKM IO HEIO-
cTaTHbO. AHami3 3uernieHHs rediB 3 I311J] BusBuB
O/IMH 13 TeHiB-KaunuaatiB NQOI (16q22.1), sxuii €
BignosigansHuM 3a cuHTte3 NAD(P)H — depmenry,
[0 KaTalli3ye AETOKCUKAI[II0 XIHOTHIB 1 3aXHIIA€E
KIJIITUHY BiJl OKCUAATUBHOTO CTpecy. BusiBieHo moi-
Mopdizm P183S (3amina cepuHy Ha MPOJIIH B IOJIO-
xeHH1 183). [oMO3UTOTH 32 1i€I0 MyTalli€r0 B3araii
HE BUSBJISAIOTH AaKTUBHOCTI OiJIKa, y TeTePO3UTOT aK-
THUBHICTh OiNKa 3HWXKeHa yaBiui. Hu3pka akTUBHICTH
(dbepMeHTy MOXe OyTU MPUYUHOIO 3arubeni Oera-
KJIITUH MiAUITYHKOBOI 3aj103u. YacToTa rOMO3UIOT
(P183S/ P183S) B eBpoOITelChKill TOMYJIAIIi CTAHOBUTD
3,3 %.

BcranosieHo TicHe renernune 3uernieHus 13111 3
reramu HLA. Binbiie 90 % mnaiiieHTiB MalOTh y re-
HoMmi aneni DR3 i DR4, o BpaxoByeTbcs pu po3-
PaxyHKy F€HETUYHOTO PU3HUKY B CIM’SIX i3 CIIaJIKOBOIO
CXHJTBHICTIO (TabII. 7.7).

IHCyniHHe3ameKHUN NYKPOBUU giabeT TUmy 2
(IH3L ) moYnHA€ETHCS B 3pLjIOMY Billi Ta OB’ I3aHUIA
3 PE3UCTEHTHICTIO KIIITUH PI3HUX OPTraHiB 1 TKAHUH 10
LIYKPO3HIXKYBaJIbHOI Aii iHCYyIiHy. MeTaboi3M Iio-
KO3H 130epexeHHs HOPMaJIbHO1 TOJIEPAHTHOCTI 10 Hel
BU3HAYAETHCS CEKPEIliE0 1HCYIIIHY OeTa-KIiTHHAMH,
HIBUAKICTD SIKOT 3aJIE)KHUTh BiJ{ PIBHS TJIIOKO3U B KPOBI,
1 miero incyminy Ha nepugepii. Ha qyTiusicts TKaHUH
J10 IHCYJIiHY BIUTMBAIOTH BIiK, HaJAMipHA Maca Tina, ap-
TepianbHuil THCK, IXC, aucnimigeMisi, KypiHHS, Tpe-
HOBaHICTh OpraHi3My.

IeHeTHuHI MEeXaHI3MU PO3BUTKY IHCYJIIHOPE3HC-
TEHTHOCTI MPU YKPOBOMY aiabeTi Tumy 2 rerepo-
reHHi. [IpyunHOI0 MOXYTh OYTH pi3HI MyTallil TeHiB



Tabmuus 7.7. T'eHeTHuHmii pu3uK npu giaderi
(R. F. Mueller, I. D. Young, 2001)

r Tenernunnii
pyna pusuK, %
1310
TMormymsiist 0,2
OmuH anenbp DR3 a6o DR4 0,25
HLA DR3/DR3 DR4/DR4 0,75
HLA DR3/DR4 2,5
it ponudis
Cubcu 7
Hemae aHTUTeHIB CXMIIBHOCTI 1
1 aHTUTEH 5
2 aHTUT€HU 16
2 anturenn DR3/DR4 20-25
Hamagku 4
XBopa MaTH 2-2,5
XBopwuii 6aThKO 5
TH3LI
[Monymsuist 4-5 (Bik 20-74)
1 poandiB MepIIoro CTyrneHs 10-15

IHCYJIIHOBOTO pelienTopa (BusiBjieHo Oinbine 30 my-
Talii), rIiKOreHCHHTETa3u, npoTeindochokinaszu,
(baKToplB TpaHCKpI/IHLlll Ta iH. (Tabn. 7.8). I1pu BU-
BYEHHI I'eHiB-KaHIUAATIB BAAIOCS BUIUIUTH MOHOT€H-
HO ycrnaakoBaHi gpopmu mykposoro giabery MODY
(maturity-onset diabetes of young) — miaber gopoc-
X y MOJIOJINX, SIKUW BUSIBISIETBCS Yy 2—3 % XBOpHUX
13 IIYKPOBUM [1iabeTOM.

7.3.5. XPOHIYHUM MMAHKPEATUT

I'eHeTHUHY CXWIBHICTB 10 PO3BUTKY XPOHIYHOTO
MAHKPEATUTY MOB’SI3yI0Th 3 MyTAlli€I0 TeHA KaTiOHIY-
Horo TpuricuHoreny (PRSS1, 7q35) i reHa cepuHIIpo-
tea3Horo iHribitopa Kazan tuny 1 (SPINKI, 5q32)
— IIe HeBCIIMKUM MENTHI, (PYHKINED SKOTO € (i3io-

JoriuHe iHriOyBaHHs TpUICUHY. BiH BUpOOIISE€THCS
KJIITUHAMY TIANLTYHKOBOI 3aJI03U Pa30M 13 TPUIICH-
HOM y cmiBBigHomeHH] 1:5. [Ipu BUHUKHEHHI
IHTpalTaHKPEaTUYHOI aKTHBAIlil TPUIICKMHOTCHY 1 3a-
MyCKY MPOLIECY aBTOJI3y MiAIUTYHKOBOI 3aJI031 HOP-
MajpHa popma 6inka SPINK 1 31aTHa iHTiOyBaTH 10
20 % TpuricuHy. Y BUIAJIKY, SIKIO OLIIOK HEAKTUBHMUIA
4yepe3 MyTallilo a00 aKTUBALiS TPUIICHHY O1IbIII IHTEeH-
CHBHA, BKJIFOYAETHCS APyra JiHisl 3aXUCTY — PO3LIETI-
JICHHS TPHUIICHHY. Y BUIAIKy MyTallii TeHa TPUIICHHO-
reny R122H (3amiHa apriHiHy Ha TICTHIUH Y TOJIO-
kKeHHI 122) meil MexaHi3M 3aXHCTy BUSBIISIEThCS He-
CIIPOMOYHHM 1 3aIyCKAEThCS MPOLIeC PyHHYBaHHS
KIIITUH HiJUUTYHKOBOI 3471034 3 OPMYBAHHSIM ITaHK-
peatury.

7.3.6. BPOHXIAJIBHA ACTMA

Lle 3aXBOPIOBAHHS, B PO3BUTKY AKOTO BEIHKY
pOJIb BIAIrparOTh IMYHOJIOTIYHA 1 3aMalibHa KOMIIO-
HeHTH. [1pu OpoHXiaNbHIA acTMI KapTOBaHO OUTbIIE
11 reHHHUX JIOKYCIB y IIECTH XPOMOCOMAX, SIKi OepyTh
y4yacTb y pO3BUTKY 3aXBOPIOBaHHs. [ 0JTOBHMMHU TeHa-
MU-KaHAMJATAMU, B KUX OMHMCAHO 3HAYYLIUH OJHO-
HYKJICOTHIHUI ITOIIMOPGi3M, € TeHHU IHTSPIICHKIHIB —
IL9 (5q31.1), IL4 (5q31.1), ILS5 (5q31.1), ILI2B
(5931.1-q33.1) i reHu CUCTEMH JETOKCHKAIll KCEHO-
6iotukiB NAT2 (N-auetuntpancdepasa 2, 8p23.1-
p21.3), CYPIAI (apunrigpokxcunasa, 15q22-q24),
GSTM1 (1pl13.3), GSTTI (22ql1.2) (rnyraTioH-
TpaHchepasn). Cepeql XBOPUX ITEPEBAKAIOTH ITOBUTHHI
anetuaTopu (reH NAT2) 1 ocobu 3 HYTbOBUMH ajie-
MU (BIACYTHICTh BIATIOBIIHOTO OUIKa) (hepMEHTIB
myTaTioHTpaHcdepas. [HIIMM BaXX TMBUM reHOM-KaH-
munatom € red CCI6 (11ql3), sikuii koaye OOk —
OCHOBHUI KOMIIOHEHT OpOHXiaJIbHOI piguHu. B oci0,
TOMO3UTOTHHUX 3a MyTaLIiGIO A38G (3amiHa ameHIiHYy
Ha TYaHIH y MMOJIOkKeHH1 38), pU3nK pO3BUTKY OpOHXi-
apHOI acTMU B 6,9 pa3y BUIINMN, HIX Y CEPEHHOMY B
MOMyJISALii, a y reTepo3uroT — B 4,2 paszy. [Hmmmu
reHaMU, 3aJ1SSHIMHU Y PO3BUTOK 6p0Hxiaano'1' acTMU,
€ reHu aHtutpuncuny (4AT, 14q32.1), a-dakropa

Tabmums 7.8. I'enn cxuabHOCTI 10 yKpoBoro aiadery tumy 2 (Jean Marx, 2002)

Ten DyHKITIS

Edexr

HNF-4-a, HNF-1-3,
IPF-1, NeuroD1

HNF-1-o ®DaKkTOp TPAHCKPHITIIT
I'mokoxkinasa MeTaboi3M IIIIOKO3U
Kanmain-10 IIporeasa

PPAR-y DakTOp TPAHCKPHITIIT

@akTOpU TPAHCKPHIILIT

3HmwKeHHs cekpelil iHcyniny, MODY

3HIWKeHHs cekpelii iHcyriny, MODY
MODY

Hesinomuii, 1iabet Tumy 2 y MEKCUKAHIIIB
1 adppoaMepHuKaHIlB

3HIKEHHS Yy TIMBOCTI J0 1HCYJIHY

IHCcyiHOBUME perienTop
IRS1i?2

Akt2

11-B-HSD

UCP2
Pe3nctun

IMepenaua curHany B KJIITUHY
CUrHJIBHUH NUISIX THCYITIHY
CUurHaJIbHUH MIIAX THCYIIIHY
CHHTe3 TIIFOKOKOPTHUKOIIIB

3uwkeHHs1 cuHTely ATD
«I"opMOH» KUPOBUX KIIITHH

3HIKEHHS CeKpellil Ta YyTIUBOCTI 10 1HCYJIIHY
3HWKEHHS YyTJIMBOCTI A0 1HCYIIIHY
SHIDKEHHS YyTIUBOCTI 10 1HCYITIHY

ITigBuIeHHS PIBHS JIITIAIB, 3HIKESHHS
YYTJIMBOCTI O 1HCYIiHY

3HIDKEHHS CeKpellii 1HCYJIiHY
SHIDKEHHS YyTINBOCTI 10 1HCYITIHY
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HEKpo3y MyxJIuHu (6p21.3), 3aranpbHOro iMyHOIJI00Y-
niny E (14q32.33), TeH HeBpallbHOI CHHTa3u OKHCY
a30Ty Ta iH.

TecryBanHs noniMmopduux BapiaHTiB reHiB I1L-9,
IL-4, CC16, AAT i rediB IeTOKCUKALIII JO3BOJISE BU-
3HAYWUTH 1HAMBITYaIbHUN PUBHK PO3BUTKY OpOHXI-
AITBHOI aCTMH.

7.3.7. EIIVIEIICISA

s 6impiocti popM eminerncii XxapakTepHa Moti-
CHHA CIA/KOBA CXUJIBHICTb, & BUHUKHCHHSI 3aXBOPIO-
BaHHS € Pe3yJIbTATOM B3a€MOJIl T'eHETHYHHX i cepe-
JOBUIIHUX (HAKTOPIB. Y PO3BUTKY EIIUIEICIi BCTAHOB-
JICHO POJIb IeHIB IOHHMX KaHalB (Kali€BUX, Ha-
TPI€BUX, KANBLIEBHX, XIOPHHX), SKi MAIOTh BiHOIICH-
HsI 10 MEXaHi3MiB MoJsipusallii MeMOpaHy HElipoHiB,
1 TeHIB HEHPOTPAHCMITEpHUX pelenTopiB. MyTarii
re’iB kamieBux kaHajis KCNQ?2 (20q13.3), KCNQ3
(8924) mpu3BoAATH 10 NOOPOSKICHUX CIMEHHUX HEO-
HATAIBHUX CY/IOM; PU3HK PO3BUTKY IeHEpasli30BaHoi
ernierncii 3rogom )Z[OplBH}OG 16 %. 3 MyTalli€i0 T'eHIiB
HanIEBI/IX kaHanmB SCNIA (2924), SCN1B (19q13)
MOB’sI3aHUI PO3BUTOK reHepaiti3oBaHol eminerncii 3
(hbeOGprtbHIMY cyAoMaMu. [ieHTHdiKaIis reHeTUIHO-
ro AeeKTy BaXIIMBa 3 KITHIYHOI TOUYKH 30pY, OCKIIb-
KU MeXaHi3M Jiii 6araThb0X aHTUKOHBYJILCAHTIB Oa-
3y€Tbcsl Ha MOy il (yHKUii iI0HHUX KaHadiB. Tak,
MPOTUCYAOMHHMI edeKT kapbamaszeriny i peHTIOHIHY
OB ’3aHUM 3 NMOTEHUIIOBAHHAM 1HaKTUBaLil Ha-
TPIEBUX KaHAIIB.

7.3.8. LIN3O®PEHIA

MIMOBipHO, BOHA € IPYIIOIO 3aXBOPIOBAHb i3 Pi3HH-
MU FeHETUYHUMH JAe(EeKTaMH 1 3arajibHOI0 CUMITTOMA-
ToJIoTi€r0. BU3HaueHo KilbKa TOJIOBHUX IeHIB-KaH U~
JaTiB.

1. T'en karexon-O- MeTHnTpchd)epam (COMT,
22q11) Gepe yuacTb y gerpajauii KaTexoJaMiHiB,
BKIJIIOYAIOUH JIONAMIH, BIH € TOIOBHHM (bepMeHTOM
Jerpananii gonaminy B npedpoHTabHIN AUISHIN
kopu. Onucano reHeTHYHU moiimopdism COMT,
MOB’SI3aHMIA 3 MPUCYTHICTIO BaliHy a00 METIOHIHY B
nonoxxeHHi 108 (kopotka popma COMT) abo B m0-
noxenHi 158 (mosra ¢popma COMT). Ban-COMT-
aJellb y XBOPUX Ha LIN30(PEHiI0 3yCTPIUaeThCs 10C-
TOBIPHO YacTillIe.

2. [Ipyruii reH-KaHIUAAT — I'eH CEPOTOHIHOBOTO
petienitopa 5-HT2A4 (13q32). BigmiueHo 3B’SI30K MiX
mm3odpeHieto Ta moxiMopdizmom reHa 7102C.

3. Tpertiii ren-kanaunat — DISC-1 (Disrupted in
schizohprenia, 1q32), OyB BUSIBIIEHHH y IIOTIAH/ICHKIH
CIM’i 3 BUCOKOIO YaCTOTOIO TICUXIYHHMX 3aXBOPIOBAHb
1 30aJ1aHCOBAHOIO TPAHCJIOKAIIIEI0, 10 BEAE 0 PO3-
puBY 1bOro resa. Yuactb reHa DISC-I1 y po3BUTKY
mu3odpeHii miaTBepaAnuIacs 1 B TOCTiIKEHHSIX (iH-
CHKUX CiMel. BITKOBHIA MPOIYKT TeHa MOKHU IO He
O0XapaKTEPU30BAHUH, TaK CaMo, SIK 1 MeXaHi3M Horo
BHECKY B PO3BUTOK IIN30(PeHil.

JocimikeHHsT OCTaHHIX POKIB MOKa3aiu, o cepe-
JIOBUIHUMH (DAKTOPAMH CIIPUSHHS PO3BUTKY IIU30-
(bpeHii MOKyTh OyTH MTOJIOTOBA TPaBMa 1 HEOHATAJIbHI
BipycHi iH(pekuii. Tak, 32 JaHUMHU OAHOTO 3 JIOCIIi-
JUKEHb, B CIIMHHOMO3KOBIH pinuHi y 29 % xBopux Ha
mu30(peHio OyJI0 BUSBIEHO HYKIICOTH/IHI MTOCITIA0B-
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HOCTI, TOMOJIOT1YHI peTpOBIpyCHIM TeHaM pol. Herpsi-
MHUM JIOKa30M POJIi BipyCHUX iH(EKIIH CIyXHUTh IO-
PIBHSIHO OLTbIIIA YACTOTA XBOPUX Ha MIU30(PEHito ce-
pell HApO/KEHUX B3UMKY.

7.4. CXWJIBHICTH
10 THOEKLINHUX
3AXBOPIOBAHD

CXWIBHICTH 10 iH(GEKIIHHNX 3aXBOPIOBAHb BU3HA-
YAETHCS TCHETUYHHUM MOTIMOPGhI3MOM KIIITHHHUX pe-
LENTOPIB 1 reHiB, AKi OepyTh ydacTh Y (GOpMyBaHHI
imyHHoO{ Bigmosini. Tak, KiIiHIYHA KapTHHA TyOepKy-
Jb03y PO3BUBAETHCS MeHII HIX y 10 % iH(pikoBaHUX
0ci0 3 HeMPUTHIYEHUM iMyHiTeTOM. ['eHaMu-KaH M IA-
TaMH, MOJIMOP(I3M SKUX OB’ I3aHMIA 13 PO3ZBUTKOM
TyOepKyIb03y, BBAXAIOTh TaKi:

1. NRAMPI (natural resistance-associated macro-
phage protein gene, 2q35) — OIIKOBHIA POYKT I'eHa,
MOB’SI3aHUN 3 MEMOpaHOIO (baFOCOMI/I aKTHUBYE MaK-
pO(bar I'eH TakoX BU3HAYA€E CTIHKICTH 10 CAIIBMOHE-
7Y, IeHIMaHil Ta pi3HUX BUAIB MiKOOaKTepild.

2. MBL (10q11.2-q21) — maHO03a3B’s13yBaIbHUHN
CUPOBATKOBHII JIGKTUH, O€pe y4acTh B OICOHI3allii
Oakrepiii, iHilit0€ (aroruTo3, MOXe aKTUBYBATH KOM-
riemeHT. Bucoxuii Bmict MBL y CHpOBaTui cripuse
1H(IKYBaHHIO JICIIPOIO i PO3BUTKY BlCHGpaHBHOFO JTIeH-
mmManiosy. Husbkuit abo HYJIbOBHIA piBEeHb cupoBar-
koBoro MBL acomitoeTbcs 3 MiABUILEHOIO CIIPUXHST-
JIUBICTIO JIO THEBMOKOKOBOI 1H(EKIIil Ta MiABUIIIEHOIO
YaCTOTOIO TOCTPUX PECIipATOPHUX 1H(EKIIIH.

3. SP-4 (10g22.2-g23.1) i SP-B (2p12-p11.2) —
Oinku cypdaxTaHTa.

4. VDR (12q12-q14) — penenrop Bitaminy D, ak-
THUBHUI META0OJIT IKOTO MOXE CTUMYJTFOBATH KJIITHH-
HO-OIIOCEPEIKOBAHUI IMyHITET.

5. Intepreiikinu lo i 1B (2ql4). Po3uToxk 3a-
XBOPIOBAHHSI IPU iH(IKyBAHHI HEITATOTCHHIMH MIKO-
6axrepissmu 1 BCG accolliroeTbesi 3 MyTallisiMU TeHa
INF-y.

I[HIEM MPUKITAZOM MOXKE OYTH F€HETHYHO 3yMOB-
JIeHa CTIUKICTh 10 BIJI- 1H(1)eKL[11 Bupimansse 3Ha4eH-
Hl 1Sl IPOHNKHCHHS BIpyCYy B JIIM(MOIUTH Ma€ XeMO-
kiHoBuii kopenentop CCR-5 Ha moBepxHI Makpo-
¢ariB i T-nmimpouuTtiB (3p21). Ilpu meneuii AiNAHKHA
reHa po3Mipom 32 1. H. CHHTE3y€eThCs JIeeKTHUI He-
(dbyHKIIOHATBHMH 010K, ['OMO3UTOTaMM 34 1IIEI0 MY-
TaIi€e € OMu3bKo 1 % €BpONEHIIiB, BOHU XapaKTepH-
3y10ThCs cTilikicTio 1o BIJI-indekuii. ¥ rerepo3urot-
HUX HOCIiB MyTallii XBOpoOa BUHUKAE NTPU MACHBHO-
My iH(iKyBaHHi, ajle PO3BUBA€ETHCS MOBUIBHILIE (KUTb-
KICTh pelenTOpiB Ha MOBEPXHI KIITHH yJIBIYl MEHIIIA,
HDK Y HOpMaJIbHUX TOMO3UTOT).

7.5. BUBHAYEHHAA
TEHETUYHOI CXWJIBHOCTI

DopmyBaHHS KOKHOI O3HAKH, IK HOPMAJIBHOI, TaK
1 ITATOJIOTIYHOI, BUBHAYAETHCI BEJIMKOIO KUIBKICTIO
rediB. I'pyna KOOpAUHOBAHO E€KCIIPECOBAHUX T'EHIB,
SIKi KOHTPOJITIOIOTh BUKOHAHHS TEeBHOI (DyHKIIii opra-
Hi3My, JlicTajla Ha3By T€HHOI Mepexi. byab-sika rex-



Ha Mepexa MICTHTbh: IPyINy €KCIIPECOBAHUX T'CHIB
(s1po TeHHOT Mepexi); IUISXU MepeIadi CUTHAJIB BiJl
KJIITUHHUX MEMOpaH JI0 1IUX T'eHiB; HETaTUBHI Ta TO-
3UTHBHI 3BOPOTHI 3B’S13KU; (pakTOpH, 10 3abe3meuy-
IOTh IePEMUKaHHS (QYHKIIi TeHHUX MEPEeX Y BIATOBIIb
Ha 30BHINIHIO JTit0. PO3mmdpoBKka reHHUX Mepex 103-
BOJIUTH 3PO3YMITH MeXaHi3M (pOpMyBaHHS 3aXBOPIO-
BaHHS Ha MOJICKYJISIPHO-TEHETUYHOMY PiBHI 1 BTpyya-
THCS B TIPOIIEC eKCIIpecii reHa Jijisl JIIKyBaHHSI, 3a1100i-
raHHs a00 BIICTPOYCHHS PO3BUTKY XBOPOOH.

CphOro/tHi TPOBOAMUTHCS poOOTA 31 CTBOPEHHS Jiar-
HOCTUYHHX CUCTEM JUTsl BUSBJIICHHS] TEHETHYHOI CXHJTh-
HOCTI 10 MyJIbTU(AKTOpialbHUX 3aXBOpIOBaHb. Ha-
MIPUKJIaA, BUSHAYEHHS MOJIiMOp(di3My IeHiB pelenTo-
pa ninomnpoTeifgiB HU3bKOI ryctunu, ApoB-100,
ApoE, MTHFR 1 AII® moxe OyTy iHGOPpMAaTHUBHUM
JUIS BUSBIIEHHS CXMJIBHOCTI JIO 1IIEMIYHOI XBOPOOH
cepiis, iHGapKTy MioKkapja, TIepTOHIYHOI XBOPOOH
(Tabmn. 7.9).

3 KJIIHIYHOI TOYKH 30PY BU3HAUCHHS T'€HIB CXMJIb-
HOCTI Ma€ BeJIMYe3He 3HAYEHHS, OCKUIbKH, CTBOPIOIO-
Yy aJalITUBHE CEPEAOBUIIIE, MOXHA BIUIMBATH Ha PO3-
BUTOK XBOPOOU. Hampukiian, npy BUCOKOMY PH3HUKY
PO3BUTKY I[yKPOBOTO JiiabeTy HEOOX1THO 3 PAHHBOTO
BiKY KOHTPOJIIOBATH PIBEHb TTIIOKO3U KPOBi, pEKOMEH-
IyBaTH JI€Ty 3 OOMEXEHHSIM BYIJIEBOJIB, KOHTPOJIIO-
BaTH Macy Tila Ta iH. BUKOHAHHS X PEeKOMEH a1l
JIO3BOJISIE 3HU3UTU PU3UK PO3BUTKY 3aXBOPIOBAHHS,
HOro TSKKICTD.

7.6. EKOT'EHETUKA

7.6.1. IPEIMET EKOI'EHETUKU

Bynp-sikuii opraHisM pO3BHUBA€ETHCSA Ta iCHYE B
TICHIA B3a€MOZIl 3 HAaBKOJIUIIHIM cepemoBHIneM. I e-
HETHYHO 0OYMOBIICHA peaKllisl JIFOJIChKOTO OpraHi3My
Ha Pi3HI AreHTH HABKOJIMIIIHBOI'O CEPEOBHILA € ITPE/I-
METOM eK02eHemuKy — PO3/LTy TeHETHUKH, LIJ0 BUBYAE
BIUIUB (PAKTOPIB CepeOBHUIIA MEUIKAHHS HA CHal-

koBicTh. KOHIIEMIIiSI eKOreHeTUKH BIiepIie Oyia 3a-
nponoHoBaHa bproepom (1971).

Exorenernka BuUBYa€e 2 TUIU €PEKTiB:

— 3MIiHY MPOSIBY [Iii IEBHUX aJICITiB IIPH BILINBI HA
OpraHi3M crielu(piuHuX GakTopiB (€EKOTCHETUYHI CUH-
ApOMH);

— 3MiHy T€HeTUYHOTO MaTepialy Mmif i€l (ak-
TOPIB 30BHINIHLOTO cepeloBUIIa (IHAYKOBAaHUI MyTa-
IeHE3).

Bripo1oBk eBOJIIONIT cepeoBHINe MEITKAHHS JTIO-
JIMHYU TIOCTYIOBO 3MiHIOBajocs. [JJo mux 3MmiH opra-
Hi3M ITPUCTOCOBYBABCS, TIO-TIEPIIIE, 32 PAXYHOK IITHPO-
KOi HOPMH peaxliii, mo-Apyre, 3aBAsSKA 3MiHAM I'€HO-
THUIIIB Y pe3yJbTaTi MyTaliil i mogansuoro Bigdopy.
B npotieci eBotro11ii BUHUKIIA BiTHOCHA BiJITOBIAHICTD
YMOB CEepellOBHINA 1 BUAOBHX XapPaKTEPUCTHK JIFOIU-
HU.

VY nomynsuisx i BIUIMBOM 1000py chopmyBaB-
Csl IIMPOKUIA CAJIKOBHH MOIIMOP(]I3M TeHiB, 110 3a-
0e3meuyIoTh B3a€EMOJIiI0 3 cepenosuilieM. He meHie
25 % reHiB, 110 IETEPMIHYIOTh AHTUT€HHU, (DEPMEHTH,
peuenTopu, MpeACTaBIeHO MOJIMOPGHUMH CUCTE-
MaMH, SIKI MaroTh OULTeII HIXK 2 aneni. baraTto siki 3
HUX PO3MOBCIOJIUIIUCH Y TIEBHUX MOMYJIALISIX Yepe3
SIKYCh CEJIEKTHBHY IepeBary, iHIIl — B pe3yJIbTaTi
npeiipy reniB. HacTuHa 3 HUX HE BUSBIISETHCS (e-
HOTHUIIIYHO.

CyyacHUH mepioj XapaKTepU3YEThCS BETUKUM
TEMITIOM I IHTEHCUBHICTIO 3MIHU CEpeIOBHUIIA MEIIKAH-
Hs. Y HABKOJIIMIIIHE CEPEIOBUINE HAIXOANTh BEIHUC3-
Ha KUTBKICTh XIMIYHMX PEUOBUH, SIKi BXOJIATH /10 CKJIa-
Iy IPOIIYKTiB (cMakoOBi 10O6aBKU, KOHCEPBAHTH, OapB-
HUKH Ta iH.), IPEAMETIB MOOYTOBOI XiMii, € Biaxoaa-
MU BUPOOHMIITBA. 3 OaraTbMa 3 HUX JIIOAMHA B MPO-
1IeCi €BOIOLIT He 3ycTpivyanacs. Y 3B’SI3Ky 3 MOSIBOIO
HOBUX (DaKTOPIB CepeOBHINA I'€HHU, SIKi Oy «MOB-
Ya3HUMMW» paHille, TOYMHAIOTH BUSBISATUCS (EHOTH-
MIYHO B HOBUX YMOBAX 1 MiJUIAI0THCS il TPUPOTHOTO
060py.

V neskux BHMagKax IIi peakilii MOXyTh OyTH Ia-
TOJIOTIYHUMHU i 3yMOBJIIOIOT TaK 3BaHI eKO2CeHEMUYHI
Xx60pobu. EKOTeHETUYHUMU MAaTOJIOTTUHUMHU PeaKIisi-
MU (€KOT€HeTUYHUMHU XBOPOOaMHU) HA3UBAIOTHCS Te-
HETUYHO 3yMOBJICHI MATOJIOTIYHI peakiiii Ha ¢akTo-

Tabmuus 7.9. I'eHn cXHIBHOCTI 10 MyJIbTH(HAKTOPIAJBHAX 3aXBOPIOBAHD
(B. C. bapanos Ta iu., 2000)

3axBOpIOBaHHS

I'en cxunbHOCTI

YacToTa HECIPHUSTIUBUX TEHOTHUIIIB

BponxiaigsHa actMa AAT

CramkoBa TpoMbodiTis

ITocTMeHoOnmay3HUM
OCTEOIOPO3

FV (yreiineHiBcbKa MyTaIlis)

IndapxT miokapna ACE
ApoB-100
Imemiuna xBopoba ceplis MTHFR
ATepockiepos ApoE
Hedext HepBoBOi TPyOKH MTHFR

VDR3 (peuenrtop BitaMiny D3)

1:3000
I'erepozuroTu 6 %
I'omozurotu 2x104 %
30 %

0,5 %
T'omosurotu 5 %
I'ereposurotu 57 %
15 %
T'omosurotu 5 %
I'ereposurotu 57 %
16 %
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Tabmuug 7.10. Ipukiaaau ekorenernunux naroorivanx peakuiii (H. I1. Boukos, 2001)

@DakTOpHU 30BHIIHBOTO
CepesoBUIIA

IeHeTHYHA CXUJIBHICTH

3axBOPIOBaHHS

V®-ipomeHi

Hedextn dpepmenTis pemaparii JHK

Pak mkipu

Iun

Hediuut aHTUTPUIICHHY

Emdizema nerenis

XapuoBi areHTH:

Kinceki 606u Hediur T6DAT ®dagizm
Cinp Hedext K-Na nHacoca lneproHis
Monoxko Hedinut taktazu HenepeHocumicTh J1akTo3u
Kupu lnepxonecrepuHeMis ATepockiiepos
loxomaz 3HIKEHHST aKTUBHOCTI MOHOAMiHOKcH1a3u | MirpeHn
AJIKOroJIb ATHUIIOBa aJIKOTOJIBICTiIpOreHa3a AJIKOroism

PY HaBKOJUIIHBOTO cepenoBuina (tadsm. 7.10). [Toren-
LIHHO TOKCHYHI aKTOPU HABKOJIMIIIHBOT'O CEPEIOBU-
I1a 3yMOBIIIOIOTH XBOPOOH HE Y BCHOI'O HACETICHHS, &
TUTBKH y OTO YaCTHHU, TEHETUYHO CXWIIBHOI 10 Ta-
KOTO BIUIHBY.

7.6.2. IIPUKJIAIIM EKOTEHETUYHUX
IMATOJOI'TYHUX PEAKIIIN

7.6.2.1. HepocratHicTb OL1-aHTUTPUIICMHY

KitacnyauM npukiiagoM eKOreHeTHYHOI peaKiiii €
peaxiiisi Ha 3a0pyAHEHHS! aTMOC(EPHOTO MOBITPS MIPH
HEIOCTATHOCTI O.1-aHTUTPUIICUHY, 1O € 1HTibiITOpOM
npoteina3. HaBiTh npu He3HAYHUX MOILIKOKEHHSX
JIeTeHeBOI TKAHUHU, BUHUKAIOUUX [IPU KyPiHHI Ta BAU-
XaHHI 3aMOPOIICHOr0 MOBITPS, TPOTEOJITUYHI dep-
MEHTH IOYMHAIOTh PYHHYBATH MMOMIKOJKEH] JIUTSTHKH.
Y HOpMI 0Jpa3y X BKIIIOYAETHCSA CHHTE3 1HriOiTOpa
NpoTeiHa3, KU HeUTpali3ye MiF0 MPOTEOTITUIHUX
(bepMeHTIB 1 3ynuHsIE pyWHYBAaHHSI JIETEHEBOI TKaHU-
Hu. [Tpy MyTaHTHOMY T'€HOTHITI IHT10ITOPH MpoTeiHa3
HE CHHTE3YIOThCS, MPOTEONITHYHI (epMEHTH IMOB-
HICTIO PYHHYIOTh IMOIIKOJKEHI JISHKH, 1110 TPU3BO-
IUTDb OO eM(bi3eM1/1 JIETE€HIB.

Jlokyc cimeiicTBa TeHIB aHTUTPHUIICUHY (14q32 1)
NpPEeJCTaBICHUI TeHaMHi O/l-aHTUTpuUICHHY 1 ol-
aaTuximorpunicuny (AAT). Huni Bimomo monam 100
TeHHUX aje’lbHuX BapiaHTiB AAT. [eHeTHYHI BapiaH-
TH OLIKA BIPI3HSIOTHCS 32 AHTUTPUIICHHOBOIO AKTHB-
HICTIO, €JIeKTPO(QOPETHUHOIO PYXIIUBICTIO 1, SIK Mpa-
BWIO, (DyHKIIIOHATILHO MEHII akTuBHi (asiem M, S, 7).
HeakTuBHicTh Oinka («HYJTHOBUU alleb») HAW4YaCTi-
e 3yMOBJICHA PELECHBHUM ainenem Z. Y eBpo-
MEMChKIN MOyl YacTOTa TOMO3HUTOT 34 1M aJie-
seMm cranoButh 0,05 %, rereposzuror — 4,5 %. Pere-
CHBHI TOMO3UTOTH 34 LIUM aJIeJIeM CXUIbHI 10 PO3BUT-
Ky XpOHIYHUX 3amnaJibHUX MpolleciB i eMdizemu Je-
rexiB (y 30 pa3iB yacrile, HiX y CEpeIHbOMY B TIOTIY-
nsrii). ['eTepo3uroTu MmpakTUYHO 3T0POBI, alie Mpu
BHUCOKOMY piBHI 3a0pyTHSHHS TIOBITPS, 1110 BIUXAETh-
csl, Y HAX IIBUJIKO PO3BHUBAIOTHCS XPOHIYHI OPOHXO-
JlereHeBi Ta MpodQeciiiHi 3aXBOPIOBaHHS. AHa3 CHC-
TeMU aHTUTPUIICUHY PEKOMEHAOBAHUN Y XBOPHX 3
XPOHIUHUMH OOCTPYKTHBHUMH 3aXBOPIOBAHHSIMHU JIe-
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reHiB, eM(izeMoI0, OPOHXIaTBbHOIO ACTMOIO, IIPH MPO-
(ecifinux ornsamax i Bimoopi Ha poOOTY Ha BiIITOBITHI
BUPOOHUIITBA.

7.6.2.2. Ilonimopgizm depmenty
NapaoKkcaHa3H

Exorenernyni peakuii MOXyTh OyTH HOB’SI3aHI 3
0OCOOIMBOCTAMHU METa0O0Ji3My XIMIYHHMX areHTiB, fKi
HAJIXO/STh 330BHI. Tak, NIMPOKO BUKOPHUCTOBYBAHUMA
IHCCKTHIIHT TTapaTIOHIH ITEPETBOPIOETHCS B ITCUIiHIT HA
MApAOKCOH, KU JTaJli OKHCITFOETHCS ITAPA0KCOHA3010
CUPOBATKU. B €BpOIMEHIIB CIIOCTEPIra€ThCs UITKUMA
pO3MoAin Ha 0ci0 3 BUCOKMM 1 HU3BKUM DIBHEM aK-
THUBHOCTI IbOTO (pepMeHTy. PeliecuBHUi anenp, SKUii
KOJIy€ HU3bKY aKTHBHICTh (DEPMEHTY, 3yCTPIUa€ThCS
B ITOMYJIAIi 3 acToToro 0,7. [OMO3UTOTH 32 HU3bKOIO
AKTUBHICTIO MarOTh OUIBIII BUCOKHI PU3UK OTPYiTH-
sl IapaTiOHIHOM.

7.6.2.3. ExoreHernyHi narosoriydi peaxuii
y HociiB rediB uucTuHo3y i anemii ®aHkoHi

I'eteposurotHi HOCIi LUCTUHO3Y i aHemil DaHKOHI
MOXYTb OYTH CXWIIBbHI IO TOKCUYIHOI Aii MeTaiB (CBU-
Hellb, PTYTh, Kaamill). [TinBUINICHNI, ajle TaKWH, 110
HE JOXOJUTh JI0 TOKCHUHOI'O, PIBEHb CBUHIIO MOXE
OyTH MPUYMHOIO TieppPeaKTUBHOI MOBEIHKH Y TSN
13 CIAIKOBOIO CXUJIBHICTIO.

7.6.2.4. Ilonimopdizm reniB meradomizmy
KaHLleporeHiB

TTpuHIMTY eKOT€HETHKY CITPABEUTUBI 1 /15 TOTEH-
IfHO KaHIEPOTeHHUX peyoBHH. KaHieporeHHa mist
XIMIYHUX areHTiB BUSBIISIETHCS YacCTile y JIIOACH 3
MEBHUMHU OCOOJIUBOCTAMH MeTabomismy. Tak, mori-
LHUKTIYHI ByFJIeBOI[Hi SKUX 6araTto B CUTapETHOMY
JWIMI, T Ji€ro (pepMEeHTY apuiriApoKCUiIasu (CYPlAl)
MEPETBOPIOIOTHCS HA O1TbII KaHueporeHm AKTHBHI
enokcuan. o 30 % XxBopux i3 pakoM JIEreHiB Halle-
KaTh 0 TPYITH 3 BUCOKOIO aKTUBHICTIO (pepMeHTY (TOo-
MO3HUTOTH), TAMYACOM SIK Y 3arajibHiid MOITYJISII 1ist
O3HaKa 3ycTpidaeThes ayke pigko. DepMeHT riyTa-
TioH-S-Tpancdepasza (GSTM1) Gepe yuacTsb y KOH'10-
raimii rayTaTioHy 3 eJIeKTpPO(IIbHUMU CIOJIyKaMU,
BKJIIOUAIOUHM TAKUW KaHIIEPOTEH, SIK OCH3IMipeH.
Hynposuit anene GSTM1 acomiroeTbest 3 TiaBHIIIE-
HOIO YaCTOTOIO aJICHOKAPIIMHOMH JIETEHiB.



7.6.2.5. ExoreHernuHi peaxuii
Ha MPOAYKTH Xap4YyBaHHS

HaiisickpaBiium npuKiIa10M reHeTHYHUX PO30iK-
HOCTeH y peakilii Ha Xap4oBi MPOJIYKTH € TiloaKTa-
3is1 y qopociux. Y BCIX JAiTel B KHMIIKax € (pepMeHT
JaKTas3a, HeOOXIAHUN JUIS 3aCBOEHHS JIAKTO3U. Y
OUTBIIOCTI JIIOZEH KUIIKOBA JIAKTA3a 3HMKAE MIiCIs
MPUNIMHEHHS XapuyBaHHS TPyIHUM MoiokoM. [Ipu
BXXMBAHHI B 1Ky MOJIOKa a00 1HIIMX MPOIYKTIB, SKi
MICTSTh JIAKTO3Y, JIIOAU, He 3[4aTHI JO 1 3aCBOEHHS,
CTPaXXAAIOTh Ha METEOPU3M, KUIIKOBI po3naau. IcHye
MyTalis, Mpu SKid 3IMaTHICTh 3aCBOIOBATH JIAKTO3Y
30epiraeThes. s MyTalis Mae CeJIeKTUBHY IiepeBary
B CUIBCHKOT'OCIIOJIAPCHKUX palioHax, JIe MOJIOKO € 3BU-
YalHUM poaykToM XxapuyBaHHs (LlenTpanbha i ITiB-
HiyHa €Bpomna, monyJsii ckotapiB Adpuku i Aszii).

MirpeHp MoXe CIIPUYMHATUCS KaTexoJaMiHaMU
CHPY B 0CI0 31 3HIKEHOIO KOH FOTAIIEI0 THPAMIHY.

IMpu HU3BKIN aKTUBHOCTI MOHOAMIHOKCHA3H
MITpeHb MOXe ITPOBOKYBATH IIOKOJIA].

Creuundiyna peaxuis Ha Malli JO3U AJIKOTOIIO Y
BUIJISIZII HETAWHOTO MOYEPBOHIHHS OOJIMYYS, Taxi-
Kapaii, MeviHHs B IIJTYHKY, M 30BO1 C1a0KOCTI 4acTo
CIIOCTEPIra€ThCS B OCIO Y MOHTOJIOTTHUX MOIYJIALISAX.
Bona noB’s13aHa 3 BiICYTHICTIO 130opMU-1 TIEUiHKO-
BOTO (PEPMEHTY alIKOTOJIBJICTIAPOTreHasH, 0 PO3LIeTI-
JIIO€ CIIUPT.

7.7. DPAPMAKOI'EHETHUKA

7.7.1. 1O TAKE
GOAPMAKOI'EHETUKA? .
®A3U BIOTPAHC®OPMALII

HailiBamuBIIIUM pO3/AUTOM €KOTCHETUKH, KU
BMBYA€E 3HAYCHHS CIAJKOBOCTI B peakxilii opraHizmy
Ha JIKapchbKi mpenapaTy, € GpapMakoreHeTnka (e
TepMiH Oyso 3anpornonoBaHo ®. dorenem). Bunuk-
na (apMakoTreHEeTHKA paHillle, HIX eKOTeHETHKa, J0
CKJIQJIy SIKOT BOHA BBIWIIIIA.

Iporiec nmepeOyBaHHs JIKIB B OPraHi3Mi 3yMOBJIe-
HUW iX BCMOKTYBAHHSIM, PO3IOIUIOM IO KIITHHAX,
B32€MOJIIEIO 3 pelenTopaMu, epeTBOPEHHM 1 BUBe-
JICHHSIM 3 opraHi3my. Bci craii boro nporecy Bigoy-
BaIOTHCS 3a JOIOMOTrOI0 (PepMEHTIB, SIKi KOHTPOJIIO-
I0TBCSl TeHEeTHYHO. Tak, po3paxyHKH 3a JOTIOMOTO0
OJIM3HIOKOBOI'O METOAY IIOKA3yIOTh, 1110 [UIs 6aratbox
TKApChKUX PEUYOBUH (HATIPUKIIA, ACIPUHY, AUKYMa-
poiy) KoedillieHT CI1aJIKOBOCTI IIBHJIKOCTI BUBEJICH-
HS JiKiB 0am3bkuil 1o oguumii (0,98), To6TO mOB-
HICTIO KOHTPOJIIOETHCS TEHOTUIIOM. Y HIKaJIbHICTh T'e-
HOTHITY KOKHOTO OPraHi3My 3yMOBIIIOE€ PO301’KHOCTI
MDK IHAMBIIAMHU 332 XapaKTepOM 1 INIBUJKICTIO MeTa-
60J113My JTiKapchKoi peuoBuHHM. e Moke BUABIATUCS
CBOEDITHUM TEPANEBTUYHUM €(DEeKTOM 1 MOOIYHUMHU
SIBUIIIAMU PI3HOTO CTYIEHS TSDKKOCTI y BIAOBIIb HA
BBEJICHHS JIIKAPCBKOTO IIperapary.

BinbmiicTe JikiB € MaaTuMH JIIMOPUIBHUMU MOJIe-
KyJIaMH, SIKi JUTSL BUBEJICHHSI 3 CEUeIO 1 )KOBYIO Mijja-
I0TbCsl OloTpaHchopMalii pepMEHTHUMHU CHCTEMAMH.

IMporec nepeTBoOpeHHs 3/1€0LIBIIOTO KATaJi3yEThCS
(bepMEHTaMU IIEUIHKY 1 CKJIAIAETHCS 3 IBOX MOCITIOB-
HUX das.

@aza I. KceHOOIOTHKH, MO HAAXOMATH B OP-
raHi3M, aKTUBYIOTBCSl 3a JIOMIOMOTOI0 (epMEHTIB
cimeiictBa mutoxpomiB P450 a6o iHmMUX (epMeHTiB
(amkorompaerinporeHa3or, (GpraBiHMOHOOKCUTEHA-
3010) 3 YTBOPEHHSAM KOPOTKOICHYIOUUX MPOMIKHUX
eNeKTPODUTIBHUX GOPM 13 FTEHOTOKCHYHUMH BIJIACTH-
BocTsamH. L{lutoxpomu P450 — Bennka rpymna OiJKiB,
[0 KOAYIOTBCS CYNEepPCIMECTBOM TreHiB (y JIOJUHH
57 reHiB, po3MoIiIeHUX Ha 18 ciMeicTB 142 miacimMeit-
CTBa), IO MOXOAUTH BiJ 3arajlbHOr'O T'eHA-IIONEepeI-
Huka. Jjis mo3HaueHHs uToxpomiB P450 Bukopuc-
ToByI0Th aOpeBiaTypy CYP (cytochrom P450). ®ep-
MEHTHU IMUTOXpoMy P450 BimirparoTh IOABIIHY POJIb
y MeTabo01i3Mi KCeHOO10TUKIB. 3 OJJTHOTO OOKY, BOHH
IHAKTUBYIOTH JIIKAPCHKI MpenapaTu 1 4yKOpiaHi
XIMiUHI pe4OBUHH. 3 IHIIOTO — AKTHUBYIOTH IPOMY-
TareHu 1 KaHLEPOTeHHU, NMEePEeTBOPIOIOUN iX Ha Mpo-
JIyKTH, o ymkomkyoTh JHK i, Takum unHOM, MO-
KyTh OpaTH y4acTh y Ipolecax MyTareHesy i KaH-
LepOreHe3y.

@asza I1. TIpoMixkHI MeTaOONITH 3a JTOMIOMOTOIO
peaxiiii KoH foraii, SIKi BKIIOYaroTh CyJIb(aTyBaHHS,
ALlETUIIYBaHHS, TJIIOKYPOHYBaHHS, IIEPETBOPIOIOTHCS
Ha BOJIOPO3YMHHI HETOKCUYHI MPOAYKTH i BUBOISATh-
cs 3 oprafisMy. Y IUX peakmisx 0epyTh y4acTb dep-
MEHTH CIMEWCTB: TJyTaTioH-S-TpaHchepasza, O- 1 N-
aunerunTpanchepasu, YJD-ramoKkypoHiaTpaHc-
(depasza, cynbdpoTpaHcdepasa. B pesynbraTi peakiiii
IT ¢a3m gerokcuxawii yTBOPIOIOTHCA BOJOPO3IYMHHI
METa0OIIITH, SIKI JIETKO BUBOJSTHCS 3 opranizmy. dep-
MEHTH 000X (pa3 MOXKYTh BiirpaBaTH POJTb Y PO3BUT-
Ky MyJIbTH()AKTOPIAIBHUX 3aXBOPIOBAHb (HATIPUKIIA],
OpoHXiaJbHOI ACTMHU) 1 KaHIIEPOTeHE3!.

Bci dpepmenTH cucTeMu TETOKCHKAI] XapaKTepu-
3YIOThCSI HU3bKOIO CYOCTPAaTHOIO Crielu(ivHICTIO, BU-
COKUM MOJIIMOPGIZMOM Ta 1HAYIUOENBbHICTIO, TOOTO
301TBIIIEHHSIM KOHIICHTPAITi{ TTPH il crienuQiqHnX cyO0-
crpatiB. ChorojHi Bitomo Oiibine 200 reHiB IETOK-
CHKAIIi{, MPUIOMY JUTst 6araTboX 3 HUX BUSIBIICHO ITOJIi-
MOP(}i3M, KM ICTOTHO BIUTMBAE HA (PYHKIIOHAJIBHY
AKTUBHICTB iX aJeniB.

I'enernynmit momiMopdizM 0OMiHYy KCeHOOIOTUKIB
BHU3HAYA€E PO3IUICHHS JIFOACH Ha TPYITH, SIKi pO3pi3HS-
IOTBCS 32 CBOEIO 3/IATHICTIO METa0OIi3yBaTH JTIIKAPChKI
3aco0M, — BIJT HEJOCTATHIX IO HAAIIBUIKUX MeTabo0-
Ti3aTOpiB.

I'enetruno 3yMoBIieHi Monudikamii ¢pepmeHTis I i
IT ¢ba3 merokcukaliii BU3HAYaIOTh TaKi MOXJIMBI Bapi-
aHTHU TEPAIIEBTUIHOTO e(DEeKTy IMpH MPHUHOMI JTiKapCh-
KHX 3aC001B:

— BIJICYTHICTh OUiKyBaHOTO e(eKTy 4epe3 Haj-
IIBUJKUN MeTaboJIi3M 1 BUBEJCHHS Mpenapary 3
oprasismy (WIBUAKI META0OII3aTOPH);

— BIJICYTHICTh aKTHBAllii MPOJIIKIB;

— HaaMIpHA TepalleBTUYHA [Iis ITPH HU3BKIN ak-
THUBHOCTI TpaHCHOPMYIOUUX (PepMEHTIB (ITOBUIbHI Me-
TaboizaTopu);

— TOKCHYHI MOOIYHI epeKTU BHACTIIOK aKyMy-
nsuii npenapaty (MOBUIbHI MeTa0OIi3aTOPH);

— MeTaboJIiyHe epeTBOPEHHST HA TOKCHYHI MPO-
IYKTH B Pi3HUX, BIIMIHHUX BiJl TOJOBHOTO, MIJIXax
MeTaboJIi3My.
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IMpuknagom reHeruyHoro nojiiMmopdizmy ¢ep-
MeHTIB | ¢asu nerokcukauii € nomimopdizm CYP2
(tabn. 7.11). Hu3pka akTuBHICTh (DePMEHTIB CiMeH-
crBa CYP2 (moBinsHI MeTabotizaTopH) cepen Hace-
JIeHHsI €BPOITH 3yCTPIUAETHCS 3 4acToToro 5-10 %.

Barato ¢epmentis 11 ¢a3u Takox € momiMopdHu-
mu. [Tonmimopdism cimerictBa N-anerunrpaHcdepas
CHPUYMHIOE 1HAWBIAyaJIbHI BIAMIHHOCTI B aLleTHIIY-
BaHHI Ta BUBEJIEHHI 3 OpraHiaMmy 0araTboXx JIiKapCh-
KUX IIpernapariB, BKITFOYAIOUH 130HIa3u, pudaMITiIIiH
1 HU3KY CyJbGaHIIaMIIHUX penapaTis (cysbdacana-
3WH Ta iH.). [IOBUTBbHI alleTWIIATOPHU XapaKTePU3YIOTh-
CSl BUCOKMM PU3HUKOM TOKCUYHUX YCKIIAIHEHb MPH
CTaHmapTHiN papmakoTepamii. [IIBUAKICTS aneTHiIy-
BaHHS TAKOX BIUIMBA€ HAa PU3UK PO3BUTKY 3JI0OSKic-
HUX ITyXJIMH (paK ce40BOI0 MiXypa, CTpaBOXO.1y, Npsi-
MOI KHIIIKH, JIET€HIB, MOJIOYHOI 3a51031). Tax, y )KiHOK,
TOMO3HTOTHUX 32 IMMOBUTFHUM ajieJieM [[bOTO TeHa, Ky-
piHHS B MOJIO1 poku Maiixke B 20 pa3iB 30iblIye pu-
3UK PO3BUTKY PaKy MOJIOYHOI 3aJI03U MOPIBHSHO 3
KIHKaMH, sIKi KypsATb, ajie HajexaTh 10 IpyNnu IMIBHUI-
KHX alleTWIATOPIB.

BcTaHOBIIEHO YiTKI €THIUHI pO301XKHOCTI B PO3-
MOBCIOJKEHHI aJIeJIbHUX BapiaHTIB 0aratbox ¢ep-
MEHTIB, AKi OepyTh yyacTh y MeTaboi3Mi KceHOO010-
tukiB. Tak, «cxigHi anenin CYP2D6 (22ql3.1)
BIJIPI3HSIOTHCS 3HWKEHOIO AKTUBHICTIO TIOPIBHSHO 3
TepeBaKAIOUNMHU B €BPOII «3aXiTHUMU aJIETSIMU».
ToMmy aHTUIeNpecaHTH, IKi € cybcTpaTaMu JJIs
CYP2D6, na Cxo/i 3a3BHuaiil mpu3HAYAIOThCS HIK-
YUMHU 103aMU. ICHye 3HauHa MiXETHIYHA PO30ixk-
HICTh 1 B 4aCTOTI «HAIIBUIKUX» MeTabO0JIi3aTOPIB,
K1 MAOTh OUIBII HIXK 1Ba akTuBHUX ajeiil CYP2D6:
20 % B Ediomii mopiBHsHO 3 1,5 % y cCKaHAMHABCHKIN
nornysiii. ETHIUHI pO30GIKHOCTI MIXK MOITYJISIISAMH
3a (pepMEHTaAMHU JIIKAPCHKOTO MeTabO0J1i3My TOBUHHI
BPaxoOBYBATHCS IPHU MiAOOpi aJeKBATHUX A03 Ji-
KapChbKUX Mpenaparis.

7.7.2. IPUKJAIN .
OAPMAKOI'EHETUYHUX PEAKIIN

7.7.2.1. I'emoJ1i3 epuTpPOLUTIB, MOB’I3aHMIA
3 HEJOCTATHICTIO ()epPMEHTY TIJIFOK030-6-
docharaerinporenazn (I'6 @I, G6PD)

B €PUTPOLUTAX

I'en, o xoaye 6D, mokanizoBanuii B X-Xpo-
Mocowmi (Xq28). Bimomo 6im3bpko 400 BapiaHTIB
T6®d/T, ane po3BUTOK MATOJIOTIYHUX peakiliii o0y-
MOBIIIOIOTH JIMIIE Jesiki 3 HuX. Hampukian, anenb
G6PDB xoHTpoOITIOe BapiaHT B, sknif BU3HAUae HOP-
MaJlbHy aKTUBHICTh (pepMeHTy. Astennb GOPDA Bus-
Hayae BapiaHT A 3 Pi3KO 3HUIKEHOIO aKTHUBHICTIO.

IMaronoriunuii pepMeHT BapianTa A 3a cBOIMU
610XIMIYHUMU i eTeKTPOYOPETUYHUMHU BIACTUBOCTSI-
MU AyXe ONM3bKUI 1O HOPMAJIbHUX, aje 3HAUYHO
MeHII cTabiutpbHui. [lepio HAIIIBXXUATTS B €PUTPOITH-
Tax gepMmeHTy popmu A Oau3bKO 13 MHIB, TUMUACOM
K ¢epMeHTy popmu B — 62 ani. Takum unHOM, He-
nocratHsa aktuBHiCTs [6DAT dopmu A € pesynbra-
TOM 3HAYHO MIBHU/IIOI, HX Y HOpMI, AeHaTypauii dep-
MEHTY B €pUTPOLIUTAX.

IIpn aHOMaNLHOMY BapiaHTI PEepMEHTY MOPY-
LIYETHCS MATPUMKA CTaOLTBHOCTI MEMOpPAHU epUTPO-
IUTA 1 MPUHOM JISSIKUX JIIKAPCHKUX MpenapaTiB MOXKe
MPU3BECTH JI0 TEMOJIITUYHOTO Kpu3y. Takux mpena-
patiB OJIM3BKO COpOKa, cepell HUX CyibgaHiIamiay,
(dbypazonioH, HitpodypaH, XiHiIUH, TpuMaxiH. [eski
JIKapChKi MpenapaTd MaroTh TEMOJIITHYHY [0, ajie
HE CHIPUYMHIOIOTH KIIHIYHO BUPAXKEHHH T'eMOJIi3 Y
CHOPMAaJIbHUX» YMOBAaX, HAIIPHUKIIAJ, 32 BIJICyTHOCTI
indexuii. Cepen Takux mpernapatiB ackopOiHOBa i
alleTUIICATILIMIOBA KHUCIOTA, XJIOpaMQpeHikoi, MeTH-
JICHOBUH CHHIH.

Ilepumit onuc rocTporo reMosizy epuTpoLUTIB
cepell aMepHUKAHChKUX HErPiB Y pe3yIbTaTi IpUHoMy
NPOTUMAIISIPIHHOTO Tpernapaty NpuUMaxiny 0yJo

Tabmuus 7.11. Ipuxiaagm ¢papMakoreHeTHYHUX peakiliii, MOB A3aHNX
3 reHeTHYHUM noJriMopgizmom cimeiictea CYP2 (FO. 1. Baxopa, 2003)

IIpenapart

3miHa metaboltizmy

®apMaKkoJIOTiUHUN eeKT

Hoprpuntuinid (TpUIMKITIYHIHA
AHTHJICTIPECAHT)

InrencuBHMil MeTab0III3M

BincyTHICTh TepaneBTHYHOTO eheKTy
BiJl 3BBHYHOTO JIO3yBaHHS

IMpomadeHoH, MEKCHITIETHH
(aHTHAPUTMIYHI TTpernapaTH)

ITosinpHUI MeTab0III3M

Hynora, OmroBaHHS, apuUTMIi

Tpamagon

VYHOBiTbHEHHS aKTHBALl MPOJIIKiB

3HWKEHHS aHaJIbre3yruoil il

Konein (MeTabojtiTom

IIBuaxuii MeTadoII3M

AOnoMiHaiIbHI 60Tl

B Oprasi3mi € Mop(iH)

IToBinbHUI MeTAb0III3M

BincyTHicTh aHaIBre3yro4oro
edexty. Moxe 0yt pakropom
CTIMKOCTI 10 oItiaTiB

Bapdapuna

TToBitbHUI MeTabOIII3M

KpoBoteui

Hiazenam

IToBinpHUI MeTab0III3M

COHIINBICTH
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3pobsieno Yepmanom (1937). AKTUBHICTD (pepMEHTY
y 1IbOMY BUIIQJIKy He nepeBuinyBana 15 % HOopMH.
Iama ¢opma venocratuocti F6M/ITT Oyna onucana y
xuteniB Cepen3eMHOMOPCHKOTo Oaceliny 1 binsbpko-
ro Cxony. I1pu 1iit popmi aKTUBHICTE (hepMEHTY cTa-
HOBUTH ONU3BKO 4 % HOPMH, FEMOJITUYHUN KpU3
CIPUYUHIOIOTH HE JIMIIe YHCICHHI Mpernapartu, aje i
3BHUYAWHUI B IIbOMY PErioHi MPOAYKT Xap4yyBaHHSI —
KIHCBbKI 000M. ¥ 3B’SI3Ky 3 IIIM 3aXBOPIOBaHHS JliCTa-
JIO Ha3BY BiJI JITATUHCHKOI HAa3BU 000iB — (haBi3M. XBO-
poba, sIK IPaBWIIO, TIOYUHAETHCS PANITOBO, BUHUKAE
03HOO, pi3Ka aJHaMIsl, KUTbKICTh €PUTPOIIUTIB 3HUKY-
etbest 10 (1-2)x1012 r/n, motim HacTae konanc. Yac-
TO XBOpoOa BUHUKAE y NiTei 2—4 pOKiB, IHOAI XBOPi-
I0Th TPYAHI AITH, MaTEPl IKUX BXXUBAIHM KiIHCBKI 600W,
cami 3alMIIAafoYNCh 3J0POBUMH. Jl0 TeMOIIi3y epHuT-
POIIMTIB MO>KeE IMPU3BECTH 1 BYKUBAHHSI arpycCy, YepBO-
HOI1 CMOPO/IMHHU.

Pi3ni momynsmii Haa3BUUaitHO moniMopdHi 3a re-
Hamu [6D/II". YacToTa pi3HMX THUITIB HEJIOCTATHOCTI
(bepMEHTY KOJIMBAETHCS B PI3HUX KpaiHaXx 1 Bapiloe Bijl
0 mo 15 %, a B geskux nomysmisx csarae 30 % (cepen
apoamepukaHniiiB, y kpainax Cepel3eMHOMOPCHKO-
ro OaceitHy Ta iH.), OCKUIbKH 0cobu 3 nediurom dep-
menty [6D/T cTiliki 10 3aXBOPIOBAHHS Ha MaJISApiro
1 MaIOTh CENIEKTUBHY IepeBary.

7.7.2.2. TlinBuIleHa YyTJIMBICTh A0 AUTHIIHY

[TigBuIieHAa YyTIMBICTD O TUTHWIIHY BUHHUKAE Y
3B’3KY 3 MyTalli€r0 (PepMEHTY CHPOBATKOBOI XOJIiHEC-
tepas3u. Lleit pepMeHT rimpostizye MiopenakCaHTH (JIu-
TUJTIH, CYKCAMETOHIH Ta IHIII PEYOBHHU 3 Kypaperno;io-
HOIO JII€10), 5IKi IIMPOKO 3aCTOCOBYIOTBCS B XIpypIivHii
npaktuli. [Tpu BBeneHHI AUTWIIIHY a00 HOro aHAJIOTIB
HACTa€ 3HEPYXOMJIEHHS 1 IPUITMHEHHSI TUXaHHS Ha 2-5
XB, TIOTIM JUTWIIH PYHHYETBCS 10 XOJIHY 1 OypIITHHO-

BOI KHCJIOTH, Kl HE MAIOTh KypapenoaioHoi jii. Ak-
TUBHICTh aHOMAJIBHOI CUPOBATKOBOI XOJIiHeCTepasu B 4
pas3u MeHIIa, HIXX HOPMAallbHOI, Y 3B’S3KYy 3 LIUM
MIBUAKICTD TIIPOITI3Y TUTHITIHY Pi3KO 3HIKEHA, 1 Y XBO-
PHX HACTA€ TPHUBAJIC IPUTTMHEHHS JIXaHHSI.

CuHTe3 pepMEHTY BUBHAUAETHCS KUTBKOMA aJieiTb-
HUMU BapiaHTamu rena. I'en CHEY, Busnavae cun-
Te3 HopMmanbHOTO (epmenty; CHE!, BusHauae cun-
Te3 (PePMEHTY 31 3HUKEHOIO0 AKTUBHICTIO — aJIeJh, [0
3yCTpivaeThcs Haiyacrimre. B oci0, TOMO3UTOTHHX 3a
UM TE€HOM, PO3IICIUICHHS AUTHIIHY HE BilOYyBa€Th-
csl, 1 BpSITYBATH XBOPOTO MICIIS 3aCTOCYBAHHS TUTHITI-
HY MOXe JIUIIIE IIepeXi Ha KepoBaHe AUXAHHS 1 TepMi-
HOBE BBEIIEHHs CBIXOI KPOBi, IO MICTUTh (PEPMEHT.
Binsbko 3-4 % npeacTaBHUKIB €BPONEHCHKOI MTOMy-
JISAMIi — TeTepO3UTOTHI HOCIi MyTaHTHOTO TeHa. Yac-
TOTA KIIHIYHO 3HAYYIIUX TOMO3HUTOT 34 [IUM T€HOM B
€BPOIIEHCHKII Tomysiii craHoBUTH 1:3500.

7.7.2.3. 3a0skicHa rineprepmis

Bona nos’s3aHa 3 MyTali€ro reHa capKoIuia3Ma-
TUYHOTO piaHoAnMHOBOro peuentopa (RYR1). Tpu
3aCTOCYBaHHI IHTAJIAIMIHUX aHECTETUKIB ((pTOpOTaH,
eTWIOBUH edip, METOKCUGITYpaH) 1 IEIKUX M’SI30BUX
pelTaKCaHTIB pO3NOYNHAETHCS HEKOHTPOIbOBAHUM
BHUXiJ] KaJIbIIO 13 CAapKOIUIA3MHU, IO MPU3BOAUTD J0O
MeTa0OJIIYHOTrO aluA03y. Y XBOPUX TeMIlepaTypa Tijia
nigBuInyeThest 10 42 °C i Outble, COCTEpiraeTbes
TaxiKapis, MOYaCTIlIaHHs TUXaHHS, TITOKCIisA, MOX-
JIMBA CMEPTh Uepe3 3YIMUHKY Ceplls.

IMpukamy iHIIMX apMaKOreHETHYHUX O3HAK I10-
JaHo B Ta0:1. 7.12. Benmukuii CIMCOK reHeTUYHUX ITOJTi-
MOp}i3MiB, 1110 MAIOTh BITHOIICHHS /10 €(DEKTUBHOCTI
JIKIB 1 X m0OiuYHUX e(eKTiB, SIKU MOCTIHHO TTOTIOB-
HIOETHCS, MOJXHA 3HAWTH B [HTepHETI Ha cauTi
www.sciencemag.org/feature/data.

Tabmumsa 7.12. Ilpukaaam reHeTHIHOTO nodiMopdizMy, acoliiioBaHOro
3i 3MiHEHOI0 JIIKAPCHKOIO BiINOBiII0

Binox JlikapchKi mpernapaTu PesynbraT
Bapiautu 6T CynbbaninaMiay, ¢hypas3olnijoH, Temontis
HiTpodypaH, XiHIANH, TPUMaXiH
DepMeHTH TIPOKCUITIOBAHHS HeGpucoxin lnotownis
(cmabxe OKMCIIEHHS) Cnaptein CepueBa HEIOCTATHICTh
B-6okaTopu (IIpoOMpPaHoOIION, Bpanukapmis, 3HIKEHUN THUCK
METaIPOJIONT)

Penientopu KasbliieBUX
KaHaJliB

IHransuiiinuii Hapko3 rajotaHoM| 3rosikicHa rineprepMis o 42 °C

BapianTu nceBmoxosmiHectepasu

JAuTnitiH, cykcaMeToHii

TpurBase npUNUHEHHS TUXAHHS

ITomimMopdizm 3a xaTexona-O-mMeTHi- L-DOPA HeedekTuBHICTh
TpaHchepa3or

[MoniMopdizm 3a TiOMYpPUHMETHII- MepkanrorypuH HeedexTusHicTh
TpaHchepa3oro

Peuenrtop akTuBauii Ta mpodmidepa- Incynin Bapiauii uytnuBocTi 10 iHCYIiHY
11ii MEPOKCUCOM

Hodaminosuit perientop DD3R Hetiponentuku Po3BUTOK Mi3HBOI JUCKIHE3IT

y XBOPHUX Ha MU30(PPEHit0
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7.7.3. SMIHA PEAKLIIN

HA JIIKAPCBHKI ITPEITAPATU
Y XBOPHUX I3 CIIAIKOBUMMU
3AXBOPIOBAHHSMU

Heski criagkoBi 3aXBOPIOBAHHS CYIIPOBOIKYIOTh-
Cs 3MIHEHOIO PEaKIli€el0 OpraHi3My Ha BBEICHHS
JKapchbKuX npernapartiB (Tadi. 7.13). Tak, neuiHKoBi
nop¢ipii JeTepMIHOBAHI aBTOCOMHO-JIOMIHAHTHUMHM
reHaMU, AKi 3yMOBIIOIOTH IiABUIIEHHS aKTHUBHOCTI
MITOXOHIpiaTbHOTO (EPMEHTY IMEUIHKU CHHTETa3H
anb(da-aMiHOJIEBYIIHOBOI KUCITOTH. [Ipuitom 6apoiTy-
paTiB MPU3BOAMTH JIO PI3KOTO 301IbIICHHS BMICTY B
MEYiHII Ta ceul i€l KUCAOTH 1 MophoOITIHOTeHY, 110
CIPUYMHIOE Hamaj XBOpoOu. OCHOBHI CUMITOMU —
pi3ki abioMiHaJIbHI 00JIi, TOJIIHEBPUT, PO3JIaIU IICHU-
Xiku, emninentudopMHi mposisu. Hanaa xBopobu mpo-
BOKYETBCS HE TUTbKHM OapbiTypaTamu, a ii cyiabhaHii-
aMijlaMH, eCTPOTeHOM, MerpodamMaToM, rpizeodyib-
BiHOM. [IpuU3HAYEHHS TAKUM XBOpUM OapOITypaTiB 3
METOIO Teparii MOXKe TPU3BECTH 10 CMEPTI.

Ipu cnaaxoBuX MeTreMora00iHEMisIX Y KPOBi XBO-
PUX KOHIIEHTpAIlisi METTeMOTJI00iHY TiABUILEHA 0
30 % (Hopma — 1 %). ITprunHu MeTreMoriaobiHemii
— aHoMaJii reMoriio0iHy (aBTOCOMHO-JIOMIHAHTHHIMA
THIT YCHAJIKYBaHHS) a00 3HIKCHHS aKTHUBHOCTI MeT-
reMOTIIO0IHPEAYKTa3u (aBTOCOMHO-PEIIECUBHUI THII
ycnaakyBaHHs). [Ipu merremoriiobiHeMisix cinadxi
OKVCHUKH (METUJIICHOBUI CUHIN, aCKOPOIHOBA KUCITO-
Ta, cynbdaninaminu, Hirpormineput, [IACK, xiHiH Ta
1H.) CIPUYUHIOIOTh NIEPETBOPEHHSI HOPMAJIBHOTO Te-
MOTJIO0IHY Ha METTeMOTJI00IH. Y XBOPHX BUHUKAE BU-
paxeHuil 11iaHo3, METTEeMOTTIO0iHEMIsl 30epiraeThbes 10
12 rox. OauH 13 HACTIAKIB METTEMOIIO0IHEMIT — BU-
pakeHa CTIMKICTh 10 JIii CHHWJIBHOI KUCIIOTH Ta 11 cOo-
neit. XBopi MOXYTh 0€3 0COOIMBUX HACIIAKIB BXKUTH
o3y mianiny K, ska B 40 pasiB nepeBuUIIye cMepTeNb-
HY.

ExoreHeTrunka i papMakoTeHETHKA € OJTHUM 13 Haii-
MEePCHEKTUBHIINX HAMPAMIB Cy4acHOI MPOQiTaKTHY-
HOI MeAuIHY. BU3Ha4eHHs IHIUBITyalIbHUX O0COOJTH-
BocTel MeTabosi3My KCEHOOIOTHKIB 1aCTh MOX-
JUBICTh PEKOMEHAAI] ONTUMAJIBLHOTO Xap4YyBaHHS,
miIoopy aJeKBaTHOI JIIKAPCHKOI Tepartii, CTaHe OJTHIM
13 kpuTepiiB BUOOPY mpodecii.

KOHTPOJIBHI TUTAHHS
JIO PO3JLTY 7

1. o Take MyabTU(AKTOPIATbHI 3aXBOPIOBAHHS?
Ix xnmacudikaris.

2. 3arajibHa XapaKTepUCTUKA MYJIbTU(DAKTOPIATb-
HUX 3aXBOPIOBAHb.

3. Sk po3paxoBYIOTh I'€HETUYHUI PHU3HUK MPH
MYJIbTU(DAKTOPIATPHIX 3aXBOPIOBAHHSX?

4. TeneTuka AESIKNX NOIIMPEHUX MYIbTH(PAKTOPI-
QJILHUX 3aXBOPIOBAaHb: illleMiuHa XBOpoOa cepiis,
rineproHiyHa XxBopo0Oa, TpomOodiisl, IyKpoBUH mia-
0eT, XpOHIYHUNA MMaHKpeaTHT, OpoHXiaJlbHA acTMa,
eTIiyIericisi, U300 peHis.

5. T'eHeTHYHA CXMIIBHICTD /10 iHQEKIIHHUX 3aXBO-
pIOBaHb.

6. 1o Take exoreneruka? [1pukiiaam ekoreHeTH-
HUX NATOJOTIYHUX PEaKIlii.

7. o Take dapmakorenetuka? ®daszm GioTpaHC-
dhopmartii.

8. IMpuxnaan papMakOTeHETUYHUX TATOIOTIYHUX
peaxiiu.

KoHTpoabHo-HABYAILHI NUTAHHS

OO0epiTh OJHY BIANOBIIb.

1. SIxi MeToAM BUKOPHUCTOBYIOTHCS IJIS JOKA3y
MYJIbTU(PAKTOPIATBHOT PUPOIU XBOPOOU?

A. KitiHiKo-TeHeaI0TiyHui, OJIU3HIOKOBUH, TOTTY-
JISLIHHO-CTATUCTUYHU N

B. LlutoreHeTuyHi Ta MOJEKYISPHO-IUTOTEHE-
THYHI

C. IIuTtoreHeTHYHI Ta MOJICKYIIPHO-TEHETHIHI

D. LlutoreHeTn4Hi, MOJCKYIIPHO-TCHETUYHI 1
OioxiMiYyHI

E. KiniHiko-reHeaIoriYHui, IUTOTeHETHYHI Ta MO-
JIEKYJISIPHO-T€HETUYHI

2. MakcuMalbHUNA TEHETUIHUN PH3UK PO3BUTKY
MyJIbTH(AKTOPIAIBHOTO 3aXBOPIOBAHHS CIIOCTEPI-
Ta€THCS Y POJIUYIB MEPIIOTO CTYIEHS CIIOPIIHEHOCTI.
SIkuii BIACOTOK CIUJIBHUX I'€HIB BOHU MAlOTh?

A.3,125%

B.5%

C.12,5%

Tabnuusg 7.13. He3puyaiini peakuii Ha Jikapcbki npenapaTu y XBOpux
3i cnaakoBumu 3axsoproBanusavu (FO. 1. Baxkopa, 2003)

Cungpom [layHa Atpormin

3axBOpPIOBaHHS IIpenapar Peaxis
MODY Xioprponamia (TimorTiKeMiYHIHA IMouepBoOHIHHS 0OTUYYS (MOXKE
npenapar) y MmoeaHaHHI 3 aJIKOroJieM BUKOPHCTOBYBATHCS K TECT
JUTSI BU3HAYCHHS CMIAJKOBOT
CXUJIBHOCTI)
IMonmarpa CaminuiaTy, XjaopTia3ug 3arocTpeHHsl 3aXBOPIOBAHHS
IlepBuHHa ri1aykoma Edenpun IMapagokcanbHa [is
IMopdipis BapGitypaTtu TocTpuit Hamam 3aXBOPIOBaHHS
Mertremoriobinemis AckopbiHoBa kuciorta, HitporiinepuH, | Lliano3
XiHiH Ta iH.
Henockonanuit ocreorenes | Autwii, GpTopoTan [neprepmist

[TigBuiIeHa YyTIUBICTD
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D.25%
E. 50 %

3. 'eHeTHYHA CXHUIIBHICTH 10 HAHITOIIMPEHIIINX
MyJIbTH()AKTOPIAIbHUX XBOPOO CepeaHbOTO BIKY BH-
3HAYAETHCS:

A. ABTOCOMHO-JIOMIHAHTHO

B. ABTOCOMHO-pEILIECUBHO

C. T'eHamu, 34ETJICHUMH 3 X-XPOMOCOMOIO

D. Ionirenno

E. 'enamu MiTOXOHIpIi

4. Ha3BiTh MynbTU(AKTOpIaTbHI XBOPOOU:

A. Cungpom Mapdana i cunapom Enepca — lan-
710

B. IMomimakTwitist, eKTPOTaKTHITIS

C. Uykposwuii niaber, rinepToHiyHa XBOpobda

D. Cimeiina rinepxoyecTepuHeMis

E. Mykomnouicaxapuaosu

5. SIkmo y nepiioi TMTUHU MyJIbTU(dAKTOpiaTbHA
BaJa PO3BHUTKY, EMITIPHYHII pU3HUK HAPOHKEHHS XBO-
poi IUTHHU TIPH KOXHIW MOJAJBINNA BACITHOCTI CTa-
HOBUTH (JUIs1 OLTBIIIOCTI BaI):

A. brmssko 0 %

B.1-2%

C.2-4%

D.5-7%

E. 50-10 %

6. Ha3BiTh Tunm ycmaaxyBaHHs aHeHUedamii Ta
spina bifida:

A. ABTOCOMHO-pEIIECUBHHUIA

B. ABTOCOMHO-TOMIHAHTHUH

C. 3uenennii 3 X-XpOMOCOMOIO PELIECUBHUI

D. 3uerutenuii 3 X-XpoMOCOMOIO JOMIHAHTHUN

E. MynbsTudakropianbHuit

7. s MynbTUGAKTOPIAIBHUX XBOPOO XapakTep-
HO BCE, 32 BUHITKOM:

A. He yciakoByrOTBbCs 3a 3aKkoHAMU MeHienst

B. Pusuk Hapo/KeHHS TUTHHU 3 MYJIbTH(HAKTOPI-
aJbHOIO MATOJIOTIEI0 MiABUIIYETHCS MPH 301IbIICHHI
KUTBKOCTI XBOPUX POAUYIB

C. Criocrepiraerbcs 0JIHaKOBa 4YacTOTa MATOJIOTI]
B 0ci0 pi3HOI cTaTi

D. Pusuk HapojpKeHHsI TUTUHHU 3HUKYEThCS TPH
3MEHIIICHH] CTYTIEHS CIIOPITHEHOCTI 3 YpakKeHUM 1HIIU-
BiZIyyMOM

E. Pusuk HapomKeHHsI TUTUHU 3 MyJIbTU(DAKTOPI-
AJTBHOIO TATOJIOTIEI0 30UIBIIYETHCS Y 3B’SI3KY 3 TSIK-
KICTIO KJIIHIYHUX TPOSIBIB

8. Y 3110p0BOro MOAPY K HAPOJUBCS CUH 13 IITi-
JINHOIO BEPXHBbOI I'y0Oum (3asiua ryba). Pusuk Hapo-
JUKEHHS IPYrol TUTHUHM 3 II€10 BaI0I0 CTAHOBUTHME:

A. Bmzpko 0 %

B.1-2%

C.2-4%

D.5-7%

E. 5-10 %

9. o mynsTudakTOpiaIbHIX 3aXBOPIOBAHb HaJle-
KaTb:

A. Temodinist, cepronoIiOHO-KIIITHHHA aHEeMist

B. TMomigakTumisi, eKTPOJAKTUITIS

C. DeHUIKETOHY IS, MyKOBICITHI03

D. [IuzodpeHis, emijiencis, MaHiakaabHO-ICIIPe-
CHUBHUM TICUX03

E. Jedektu crionydnoi TkaHuHU (CHHIpOM Map-
(aHa Ta iH.)

10. Bcranosiena acoialtisi 6araTb0X MyJIbTH(aK-
TOpiaIbHUX 3aXBOPIOBAHb 13 rpynamu kposi ABO. Pu-
3UK PO3BUTKY 3aXBOPIOBAHHSI JIJIsS HOCIIB MTEBHOI I'PY-
nmu KpoBi migsuinyerbess Ha 10-30 %. Jo Menuko-re-
HETHMYHOTO IIEHTPY 3BEPHYBCS UYOJIOBIK BikoM 21 pik
3 IPUBOJ1y TPOTHO3Y PO3BUTKY Y HLOTO XBOPOOU BU-
pasku nutyHka. Ha 1110 XBopoOy cTpakaae MaTu mpo-
oanpa. Ilpu skiit rpymi kpoBi 3a cuctemoro ABO y
YOJIOBIKA PU3MK PO3BUTKY 3aXBOPIOBaHHS Oyje BU-
mum?

A. 1(0)

B. 11 (A)

C. 111 (B)

D. 1V (AB)

11. Sxuii MeTO/1 € OCHOBHUM TTpH OPMYBaHHI TPy-
MU MiJBUIIEHOTO TEHETUUYHOIO0 PU3MKY MO0 IYKPO-
BOrO Jiabety?

A. KiTiHiKO-TeHeaIOTTYHUIA

B. biauszHiokoBuit

C. HuToreHe THUHUIA

D. Bioximiunnit

E. MonekynsipHO-TeHETUUHUH

12. JTo MenuKO-reHeTUYHO1 KOHCYJIBTAIIl 3BEpHY-
nacst xiHka 20 pokiB, siKa CTpakIa€e Ha TIcopias, 3 IpHu-
BOJIy TIPOTHO3Y HAPOJIKEHHS JITEeH 3 IIMM 3aXBOPIO-
BaHHM. I 90OJIOBiK 3I0pOBUI 1 B HOTO CIM’T BUIIAIKIB
XBOpoOU y ponnyiB He Oyno. Puznk HapokeHHs XBO-
poi IUTUHU CTAHOBUTE:

A.0%

B.1-2%

C.2-4%

D. 5-10%

E. 20 %

13. 1o MeOuKO-reHETUYHOTO LEHTPY 3BEepHYyIacs
CiM’sl 3 IPUBOY IPOTHO3Y PO3BUTKY Yy AUTHHU 6 MiC
ncopiazy. Y Matepi TUTHHH Ticopias, 6aThKO 370po-
BHUA. ['eHeTHUHMIT pU3UK 3aXBOPIOBaHHS Oy/ie BHUCO-
KHUM, SIKIO AuTHHA € HocieM HLA-anTureny:

A.DR2

B. DR3

C. DR7

D. B8

E. B27

14. Cnocrepiraerbces acouianiss MyJIbTHQAKTOPI-
AJbHUX 3aXBOPIOBAHB 3 MIEBHUMU FE€HETUYHUME Map-
kepamu (rpymamu kpoBi ABO, HLA-anTurenamm).
BxaxiTh, [0 03Ha4ae g acoryarisa?

A. BiJTbIII BUCOKY YaCTOTY MapKepa y XBOpHUX, HiXK
y 3I0pOBHUX

B. Po3ramyBaHHs reHa, 1110 3yMOBIIIOE XBOPOOY, i
reHa MapKepa Ha OJIHI XpoMocoMi

C. HasBHicTh pekoMOiHaMI{ Mi’k TeHOM XBOPOOH 1
TEHOM Mapkepa
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15. Inst po6oTtu 3 BIJI-iH(pikoBaHUMH JOLLIBHO
BiIOMpaTH JIO/IeH, CTIMKUX IO I[bOTO 3aXBOPIOBAHHSI.
J7151 bOTO 32 TOTIOMOTO0 MOJIEKYJISIPHO-TEHETUIHHX
METO/IIB HEOOXiJHO BU3HAYUTH MyTaIlii TeHa, 10 KO-

nye:

A. Binku kamieBux kaHamis (20q13.3)

B. ®epmenr, skuil 6epe yyacTp y nerpajanii Ka-
TexojaMiHiB (22q11)

C. Penteritop Ha moBepxHi Makpodaris i T-aiM-
donutie (3p21)

D. MBL — maH032a-3B’SI3yBaJIbHII CHPOBATKOBUH
JeKTUH

E. SP-A- i SP-B-6inku cypdakranra

16. CbOro/iHi BUSIBJIEHO F€HETUYHY CXUJIBHICTD J10
PO3BUTKY XpOHIYHUX OPOHXOJIETeHEBUX MPOQeCiitHUX
3aXBOPIOBaHb y maxrapis. Lls cxunbHICTh OB’ sA3aHa
3 MyTalli€lo F'eHa, U0 KOIYE:

A. SP-A- 1 SP-B-0inku cypdakraHnTa
B. Buiku xajieBux KaHaiB

C. al-anTuUTpUNCHH

D. I'nyration-S-tpaHcdepaszu

E. MoHoaMiHOKcHUIa3y

17. Y xuteniB kpain Cepen3eMHOMOPCBKOro Oa-
ceitny 1 bim3pkoro Cxoy 4acTo 3yCTpidyaeThbCs My-
TAHTHHUH T€H HEIOCTATHOCTI ()ePMEHTY TJIIOKO030-6-
dbocharaerinporeHasu B epuTpouuTax (perecuBHa
3ueryieHa 3 X-XpOMOCOMOIO O3HaKa). Y 4YOJIOBIKIB 3
MYTAHTHUM T€HOM MOXYTh CIIOCTEpIraTHCs MaTo-
JIOTiYHI (hapMaKOTEHEeTHYHI peakIlii (reMoJIi3 epuTpo-
IIUTIB) HA MIPUHOM:

A. CynbbaHizaMigiB

B. Autuniny

C. I3oniazuny

D. THranamiiHux aHeCcTeTUKIB

E. Kozneiny

18. ki mpenapaTu 34aTHI CIPUYMHUTH T€MOJi-
TUYHMNA KPU3 Y 0ci0 3 1ediuToM III0K030-6-pochar-
Jierigporenasu’?

A. Hirpodypanu

B. AHTHOIOTHKY TETPAIMKIIHOBOTO PSIITy
C. OpainbHi KOHTPALEITUBH

D. Autunenpecantu

E. Agramuau

19. Tlics BBeeHHS CTAHAAPTHOI JO3HM MPOTHUTY-
OEepPKYJIbO3HOTO MpenapaTy 130HIa3uay y ASSIKUX JTIO-
Jeil crocrepiraroTbes nobiuHI peakilii, moB’s3aHi 3
ypaxeHHaM nepudepuunux HepiB. Taka dapmako-
TEHETUYHA PEeaKilisi 3yMOBIICHA MYTAIi€I0 TeHA, SIKUIT
Konaye (hepMeHT:

A. XoiiHectepasy

B. N-anerunrpanchepasy neqiHKu

C. T'moko30-6-hochataerinporenasy

D. I'myration-S-TpaHcdepasy

E. Penaparii JHK

20. XKinka 35 pokiB y mpolieci miAroToBKH JIO IJa-
HOBOI XipypriuHoi oreparrii moBiJOMHJIA AHECTE310JI0-
ra, mo y ii marepi i Opata maTepi Oy/ju MATOJIOTIYHI
peaxuii mig yac XipypriyHoro BTpy4YaHHs Ha aHecTe-
3110 y BUTIISAII BUCOKOI TeMriepatypu (Butie 40 °C). Le
JTO3BOJIMJIO TIPUITYCTUTH HASBHICTH Y CIM'T TeHa 3J10-
sKicHOI rinmeprepmii. s i€l cuTyarii crupaBeinBo
BCE, KpiM:

A. 3n0siKicHa TinepTepMisi — 34erieHa 31 CTaTTIo
O3HaKa

B. Pusuk po3BHUTKY 3JI05KiCHOI rineprepMii y
XKIHKU cTaHOBHUTH 50 %

C. IMaTosoriyHa peakiiisi 3yMOBJIEHA MYTAIlE€I0
TeHAa, KUl KOJIye PIaHOIWHOBHI pelenTop

D. lMpoTtunoxasaHi iHrajsiiiHi aHecTeTUKY (PTO-
poTaH, eTuiIoBHi edip Ta iH.)

E. MoxuBuii pO3BUTOK peaKiiii Ha BBEJICHHS M si-
30BUX PEIIAKCAHTIB
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Pozoin 8

OCHOBH OHKOI'EHETUKHA

8.1. 'TEHETUKA 1 OHKOJIOI'TYHI
3AXBOPIOBAHHA

OHKOTEHETHKa — 11€ PO3/AUT TeHETUKH, SIKU BU-
BUA€ TEHETHYHI MEXaHI3MU PO3BUTKY ITyXJIMH.

IMyxiuHM HalekKaTh A0 MYJIbTHHAKTOPIATBLHUX
3aXBOpPIOBaHb. [ IXHPOTO PO3BUTKY MAIOTh 3HAUEH-
HS SIK (PaKTOPH HABKOJIHUIIHBOTO CEPEIOBHILA — KaH-
ueporeHHi ¢akropu (pisuuHi, XimMiuHi Ta Gi0IOTIYHI
— OHKOTE€HHI BipycCH, Jiesiki OaKTepil, FeIbMIHTH), TaK
1 BeJIMKa KiJTbKIiCTh T'€HIB — BIPYCHI Ta KIIITHHHI OH-
KOT'€HU, TeHH-CYITPECOPH KIIITHHHOTO POCTY 1 FeHU-MY-
TaTOPHU.

[MyxnuHU TaKOX MOXYTh OYTH BiHECEHI 10 reHe-
TUYHHUX XBOPOO COMATHMYHUX KJIITHUH, OCKUIBKH KOX-
Ha MyXJIMHA € pe3yJIbTATOM JIAHIIFOTa COMATHYHUX MY-
Tallil pi3HUX TCHIB.

KaHieporeHes — 1ie TpuBaauii 6araTocraaiiitHuiA
npoiiec. [Jis epeTBOpeHHs] HOPMAJIbHOI KIIITHHH Ha
MYXJIMHHY HEOOXIMHWU JIaHLIOT i3 6—7 1 HaBiTh
OLTBIIOT KIJIBKOCTI COMATUYHMX MYyTAaLlli PI3HUX I'eHIB,
a TaKOX IHIIMX TeHETUYHHX IOJIIH, 0 BiIOyBaIOTh-
Cs B TICBHIN MOCITIMOBHOCTI. Tak, pak TOBCTOI KUIIIKH
€ pe3ylbTaTOM MyTallii 6araThOX reHIB: I'eHa

APC (5q), rena K-RAS (12q), DCC (18q), p53 (17q),
reHiB-mytatopiB (MSHI, MSH?2 Ta iH.), HOpyIIEeHHS
metunyBanus JIHK ta inmux nporuecis (puc. 8.1). ¥
PO3BUTKY JESIKUX COJIITHUX ITyXJIMH MOXeE BIIOYTHUCS
KIJIbKa JECATKIB N€HETUYHUX IMOIIN.

MyTauii TOpKaThCS T'eHIB, BIAMOBIJAIbHUX 3a
MO/IUT KJIITHH, anonTo3, penapaiito JJHK, MbKkITiTHH-
Hi B3a€MOJII, PiCT cyauH ToImo. IHomi mepina myTa-
1ist Moxe OyTH TepefaHa Bif OATHKIB yepe3 CTaTeBi
KIIITUHY (CTIaJIKOBI (POpMU MyXJIHH). AJie, K paBu-
70, ofHiel MyTalil HEJOCTATHHO VISl IEPETBOPEHHS
HOPMAJIBHOT KJIITUHU Ha KJITHHY 3JI0SKICHOI ITyXJIU-
Hu. ToMmy y pasi ik criopaandHux GopM MyXJIMH, TaK
1 CIAJKOBUX MyXJIMH MIOBUHEH BiIOYTHCS II€ JTAHIIOT
COMAaTHYHHUX MYTalliif eBHUX TeHiB. TeopeTUuuHo
NIaHC TAKUX MOCTIJJOBHUX MyTalliil HaI3BUUAHO Ma-
JIUH, ajie € Ba MEXaHi3MU, SIKi pOOJIATH 11l oIl Bipo-
TIIHIIIAMU: TO-TIepIle, AesKi MyTallii TPHUCKOPIOIOTh
npostiepaliiro KJIITUH, 1€ Be/ie 10 30UIbIIEHHS Kilb-
KOCTI KJIITHH IIJI TTOAAJIBINOI MyTallil; IMo-apyre, My-
TaIlii MOXYTbh MOPYIIYBATH CTAOUIBHICTH TEHOMY, IO
MiIBUIIYE BIPOTIAHICTD IHIIUX MYyTAIlii.

[MyxuHHI KITITHHY BiIPiI3HSIOTHCS Bil KIIITHH HOP-
MaJIbHUX TKaHUH KiTbKOMa O3HaKaMHU.

1. 3AaTHICTD 10 HEKOHTPOJIHOBAHOTO PO3MHOMKEHHSI.

Myrarii reniB-mytatopis MSH2, MLHI Ta iH.

\ \/

y

Brparta a6o myrauis || FinmomeTwiy- AxTuBalisa oH- Brparta a6o myrariis | | Brpara abo myTartis
reHa-cympecopa APC | | Bauus JHK koreHa KRAS reHa-cympecopa reHa-cyrmpecopa p53
(59) (12p) DCC (18q) (17p)
y

Hopwmanenuii | [ Tinepoipomide-| [ [ToyaTkoBa Cepenns [TizHs Pax

eTiTeNii ~ | pauis enireniro aJieHoMa ajieHoMa aJieHoMa

Ixmn redernyHi
3MIiHHA

Puc... 8.1. TenetnuHi nmogii, NoB’s13aHi 3 BUHUKHEHHSIM 1 PO3BUTKOM PaKy MeracTasyBaHHs

TOBCTOI KHUILKH
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2. Camo03a0e3IeueHICTh CTUMYJIAMHU JI0 MITO3Y.

3. HeuyTnuBicTh 70 aHTUMITOTUYHUX CTUMYIIB.

4. TMpurniveHHs anonrto3ly. HopMmanbpHi KIIiTUHH
CMEpPTHI, B IX J)KUTTEBOMY LIMKJIi TEHETUYHO 3aIporpa-
MOBaHO CMEpPTh — arloNTo3. AMEPUKAHCHKHIA T'eHe-
tuk JI. Xeidmik (1965) mokasas, mo HOPMabHI
($hibpobnacTu TIOAUHU B KYJIbTYpi AaoTh 50-60
MOALTIB, a NOTIM TUHYTh. KIIITHHU 3705KICHUX MyX-
JUH CTaloTh Oe3cMepTHUMHU. [IpuKiIagoM LbOro Mo-
KyTb OyTU KJIITUHM PAKOBOI MyXJIMHU IIMHKU MATKU
KiHKH, 1o nomepia B 1951 p. KynbTypy i kimitun
HeLa (Bix imeHi xinku — Henrietta Lacks) xynbTu-
BYIOTH 1 CbOTOJIHI B 0araTbox Jiabopartopisax. Kiitu-
HU CTAIOTh 0€3CMEPTHUMH, SIKIIO B HUX aKTHUBYETHCS
TesoMepasza abo 3’ABJISIOTHCS aJIbTEePHATUBHI LUISIXU
penyriikarii TEIOMEPHOTO KIHIISI XpOMOCOMH.

5. 3aaTHICTB /10 IHBA3UBHOTO POCTY (MPOPOCTaH-
Hsl B CyCIIHI TKAHNHH i OPraHi) i MeTacTa3yBaHHs.

6. 31aTHICTH IHAYKYBATH aHTioreHe3 (PiCT CYAHH).

7. KnituHy 1myximuH MOpQOJIOTIYHO BiIPi3HAIOTH-
csl BiI HOpMaJIbHUX. SIK MpaBWIIO, BOHU OLIBII OK-
pyTIIi, OCKUTBKH BTPAYaroTh aire3iro 3 CyCiIHIMH
KJIITHHAMH, MEMOPaHH iX OLIBII PiIKi, IO TIPUCKOPIOE
TPAHCIIOPT PEYOBHH Y KIIITHHY. PaKOBI KIIITHHI MEHII
mudepeHniioBani, HX HOPMaIbHI KIITHHH, BOHU
CXOXI1 Ha eMOpioHaJbHI. SIKII0 HOPMAJIbHI KIITHHH
MIPU MO in Vitro YTBOPIOIOTH MOHOIIIAP, TO PAKOBI
3MaTHI TIPU MOAUTI HAKJIagaTHCS OHA Ha OJHY, IO i
JTO3BOJISIE iM (POpPMYyBATU ITyXJTHHY.

8. Jly’xe BaXXIMBOIO Ta 0OOB’SI3KOBOIO O3HAKOIO
MyXJIMHY € il MOHOKJIOHANBHICTE. [1yX/IMHa € HamaI-
KOM (KJIOHOM) OJTHI€] IEPBUHHOI TEHETUYHO 3MIHEHOL
KJIITUHHM, sIKa Ha0yja 31aTHOCTI JI0 HEperyJbOBaHO-
ro pocry. Hagani B KIiTHHAaX IyXJIMHU BUHUKAIOTh
MyTallii, IKi TOPO/KYIOTh HOBI, BTOPUHHI KJIOHH, 110
CTBOPIOIOTH TEHETUYHY PI3HOPIAHICTD YCEPEIrHI MyX-
TUHU. AJle 115 pi3HOPIIHICTD € Bke BTopuHHOMW0. Kito-
HaJIbHA TeTePOTEeHHICTh MyXJIMHU — Le il KapAUHAIb-
Ha BJIACTHBICTH 1 pyIlIiiiHa CHJIa BCIX MOJAJIBIINX 3MiH.
ITomynsnis MyXIMHHAUX KIIITHH TOCTIHHO mepeOyBae
M7 KOHTPOJIEM MPUPOJHOTO 1000py. CeleKTUBHY
nepeBary MaroTh KJIOHH, IKi HAWMIIBUIIE POCTYTh 1 €
PE3UCTEHTHUMHU JI0 3aXMCHUX 3ac00iB opraHizmy. 3aB-
JSKU Jii 1000py TeHOTHI 1 (PEeHOTUIT KIITHH MyXJIHH
MOCTIITHO 3MIHIOETHCSI, CTAIOUU BCE OUTBII arpecBHU-
MH 1 37T0sIKiCHUMH. HecTaOuTbHICTE TEHOMY i, SIK Ha-
CITIZIOK, KJIOHAJIbHA TeTePOTEHHICTh ITyXJIMHU HaIiJIs-
I0Th ii OCOOJIMBOIO YKUBYUICTIO, TPUCTOCOBHICTIO IO
YMOB CEPEOBHILA, CTIHKICTIO IO TePATIEBTUYHUX JIiif.

8.2. PEI'YJIALIA
MITOTUYHOI'O LHUKJITY

POJIb LIUKJIIH-CDKS V¥ PEIYJIALII
MITOTUYHOI'O LHUKITY

T'onoBHa 0COOMUBICTD KITITUH MYXJIMHA — HEKOH-
TPOJLOBAHMI MO KIIITUH (poJtidepaliisi), o mo-
B’S132HO 3 MOPYLICHHSIM PEryJIslii MITOTUYHOTO LUK~
ay.

152

MiTOTUYHUN MK BKJIFOYAE TaKi CTaiii:

1. InTepdasa: npecHHTETUYHMIA Tiepioa iHTepha3n
(G,-nepion), cuHTETUUHUH (S-11€Pi01T), TIOCTCUHTETHY-
Hull (G,-niepion).

2. Mito3 (M).

KniTtuHu, sKi BUAIUIM 3 MITOTHYHOTO ITUKITY Ha
JudepeHiioBaHHs (1le BiZOYBAEThCS, K MPABUIIO, B
G,-niepiofi), nepedyBaroTh y Tak 3BaHOMY G-TIepiofi.

KirouoBy posb y moueprosiit 3mini ¢a3 MiTOTHY-
HOTO IINKJTy BUKOHYIOTH JBa CiIMEHWCTBa OUTKIB:

— cnenudivHi pepMeHTH MPOTEIHKIHA3K — TaK
3BaHl nukmn3anexHi kinasu (Cdk — cyclin dependent
kinase). [Iporeinkinaszu — 1e pepmenTH, 1o docdo-
PWIYIOTh NIeBHI OLIKH, 3MIHIOIOYH 1X QYHKIII;

— oinku-mukiinu (A, B, D, E), ski 3B’s13y10ThCs 3
Cdk i He TITBKY aKTUBYIOTH iX, a I HAJIAIOTh iM CyO-
cTpaTHOi cretu(iyHOCTI BIIHOCHO THX YM I1HIIHX
OLUIKIB.

AxTtuBaumu € komiuiekcr 1ukain-Cdk, me nukimg
CITy’)KUTb akTUBaTOpoM, a Cdk — xaranmiTuaHoIO Cy0-
oaunuiiero. KoxxHa ¢aza MITOTUYHOTO IIUKITY Xapak-
TePU3YETHCS aKTUBHICTIO TeBHUX IUKIiH-Cdks. 3a-
MYCKAIOTh MITOTHYHHUI MK KOMIUIEKCH IUKIiH D-
Cdk4 i (a6o) nukiin D-Cdk6. Bonu ¢yHKIIOHYIOTB
Ha mouaTkoBiit cranii G -nepiogy. Li >x xoMIulekcu
HOPUBOASTH 10 MOBEPHEHHS CIUISTU0i G(-KIITUHU B
MiToTHYHMIA 1IMKIL. [Ipyra nonosuHa G,-niepiony npo-
XOJIUTH MM KepyBaHHAM KoMIutekcy mukiin E-Cdk2.
VY cuHTeTHUHOMY Tiepioai airoTh nukiiH A-Cdk2 i
nukiain B-Cdk2. ¥V nmocrcuHTeTHUHOMY Tepiofl i€
komruieke nukimiH B-Cdkl. BiH BBOIUTH KIIITHHY B
MITO3 1 «Kepye» IIUM MPOIIECOM, TOMY HOr0o Ha3HuBa-
I0Th MITO3-CTUMYJIIOBAJIbHUM pakTopomM — MPF
(mitosis-promoting factor).

Maiixke BCl CUTHAJbHI IIJISIXU, PEryJIOK0Yl Mpo-
midepamnito KIITHH, HanineHi Ha Komuiekcn G -Tepi-
ony — B ocHoBHOMY nukjiH D-Cdk4,6 1 MeHIor0
Miporo — 1k E-Cdk2.

IMpunuunu nepeaayi MiTOreHHUX CHrHAJIB

INepeHeceHHS MITOTEHHOTO CUTHAJTY Bi mepudepii
KIIITUHHU 10 11 a1pa (reHeTI/Iquro amapary) 3iiic-
HIOETBCSI Y BUTJISIII KACKAITY peaKum ocdoprysan-
H$1 33 JOTIOMOTOI0 (bepMeHTua MPOTEIHKIHA3. IenyioTs
TPpU THUIU MPOTEiHKIHA3 (TUPO3UHOBI, CEPUHOBI Ta
TpeOHiHOBi) 3aJIKHO BiJT X 31aTHOCTI (hochoprityBa-
™ anomz{m aminokucinotu. PocodaTHi rpynu
Bll:[lea}OTb pOJIb MOJIEKYJISIpHUX NMEePEMUKAUIB:
3MIHIOIOUYH KOH(ITYPAIIiO MIEBHUX OUTKOBHUX CTPYKTYP
(ToMeHIB), BOHU MOXYTh «BMUKATI» | «<BUMUKATI 1X
AKTUBHICTh (MAIOThCS Ha YBa3i (pepMEHTATUBHA aK-
tuBHIcTh, JIHK-3B’3yBasibHA 31aTHICTH 1 3ATHICTH
YTBOPIOBATH OLITOK-OLTKOBI KOMIUICKCH). Y CIIpOIIIe-
HOMY BHIJISIIII CUTHAJI TIPO Tpostidepaliiro KITHHH T1e-
penaeThes Bil MEeMOPaHHUX CTPYKTYD 34 TOTIOMOTOO
(docdatHOi rpynu Bix onHiel IpoTeTHKIHA3Y 0 1HIIOT,
noaioHO 10 ecTaeTHOI MATHUKH.

Curnasnom J1o nipostidepatiii KIIITHHE MOXe OyTH
3’eMHaHHS (aKTOpa POCTY 3 PELENTOPOM MeMOpaHH,
3’¢ IHAHHS OCOOJIMBUX MEMOpaHHHX OUTKIB IHTETPHHIB
3 MO3aKJIITHHHUM MaTpukcoMm (6a3aipHOI0 MeMOpa-
HOIO, KOJIATEHOBUMHM BOJIOKHAMM) Ta 1HII CUTHAJIH.

@axTopHu pocty — Iie OIIKH, IO CEKPETYIOThCS
OJHUMH KIIITUHAMH 1 BIUTMBAIOTh HA 1HIII (CTUMYIIIO-
FOTh 200 IPUTHIUYIOTH iXHIN oai). [pukiagamMu Mo-



KyTb OyTH emiiepManbHui GaKTOp poCcTy (CTUMYIIOE
npodidepalio eniTeTianbHUX KITHH), paKkTop poc-
Ty (pibpobinacri, pakTop pocty HeipoHiB, TPOMOO-
IIUTApHUNA PAaKTOP POCTY, IHCYTIHOTOMIOHMIT (haKTOp
pocty Ta iH. Bel akTopu pocty, 3a BUHSITKOM iHCY-
JTIHOMIOMIOHOTO, CHPHSIOTH Mepexoay KITHH 3 G-
¢asu B G;-¢asy, a ocransiit — 3 G-¢asu B S-da3zy.
Peneniropu MmeMOpanu 10 GakTOpiB pOCTy MAIOTh
TUPO3UWHKIHA3HY aKTUBHICTh 00 aKTUBYIOTH ITUTO-
TIa3MaTUYHY THPO3UHKiHA3y. Hanpukiam, npu 38’s-
3yBaHHI emijiepMajabHOro (hakTopa pocTy 3 PeLenTo-
poM BigOyBaeThCs oro aBTodochopunyBanus. 3
dbochoruposnHoM perentopa 3B SA3YIOTHCS CIie-
nudivHI CUTHAJIBHI OUIKU IUTOIUIA3MHU, IO TAKOXK €
MpOTeIHKIiHA3aMU (CHHOHIMU: ajanTepHi OuTky, dak-
TOPHU TPAHCOYKIN). Y IUTOIUIa3Mi BUHHKAE IIITHI
Kackaj peaxiii ¢pocopuiryBaHHs. 3peITOO aKTH-
BYETHCS KaCKaJl [IUTOIUIa3MaTHUHUX OLTKiB MAP-ki-
Ha3 (Bim anrn. Mitogen activated protein — mitore-
HaKTUBOBaHi Oiku). Takum YMHOM, aantepHi OLTKK
nepenaTh CUTHANI A0 MITO3Y BiJl PEUENTOPIB 10
MAP-kina3. OcTaHHI TIepeMIIAlOTLCA B AAPO KIITH-
HU 1 pochopmiyroTh rpymny (GakToOpiB TPAHCKPHUIIIII.
[TpoayKTH IUX TEHIB, Y CBOIO Uepry, aKTUBYIOTh F€HU
nukitiny D, Cdk4 1 6, a Takox aktuByioth reH M YC.
Binox Myc inaktuBye iHri6itopu Cdks i akTuBye
Cdk2 i 4. Bin Takox aKTHBYE TeJIOMepasy (qoepMeHT
1[0 KaTallizye pez[ynmkauno TEJIOMEPHUX KIHIIIB XpO-
MocoMm). KimituHa mounnae ainurucsa. CxeMy CUTHaJIb-
HUX [UTAXIB BiJT (PaKTOPIB pOCTY HaBEJICHO Ha puC. 8.2.
Barato kimiTHH 34aTHI AUIMTUCS, SIKIIIO BOHU IPH-
KPIIUIeH] 0 MO3aKJIITHHHOI CTPYKTYpH — 0a3ajabHOL
MeMOpaHH (emiTelionUTH), KOJIATEHOBUX BOJIOKOH
(¢pibpobacTu), moBepxHi ¢akoHa (IIpU KyIbTHBY-
BaHHI in vitro) 1 1. iH. [HQopMais npo 38’430K KIIiTH-
HU 3 TAKOIO CTPYKTYPOIO HAJXOIUTH BiJl MEMOPAHHUX
OinkiB iHTerpuHiB. I1py 3B’sI3yBaHHI IHTETPUHY 3 TO-

dakTop pocrty

Peuenrtop

ApnantepHi Ok (pakTOpH TPaHCIYKIIii)

MiroreHakTuBoBani nporteinkinazu (MAP-kiHa3m)

DakTOpH TPAHCKPHUITIIIL

AKTHUBAIIiS T€HIB, K1
KOJIYIOTbh IIUKJIIHU 1
MUKJIH3AJIEeKH] KiHa31

AKTHBaIis
resa MYC

AXTHBAIsl MITOTUYHOTO ITUKITY

Puc. 8.2. CurHaiapHI IUISXH BiJ pelienTopiB dak-
TOPIB pocTy

3aKJITHHHUM MATPHUKCOM Y KITITHHI BUHHKAE aHAJIO-
TIYHMIA KacKaj peakxiiiid, sK BijJ pelentopiB no ¢ak-
TOpIB POCTY.

Benuke 3HaueHHS B perysislii mpoJideparnii Bimi-
rpae Tak 3BaHe KOHTAKTHE rajbMyBaHHSA. SKImo
KIIITUHA BCTAHOBJIFOE KOHTAKTH HE 3 MO3aKIITHHHIM
MAaTpPHUKCOM, a 3 IHIIIUMH KIIITHHAMU, TO i1 MO pU-
MUHSETHCS. BBaXaroTh, 1110 CUTHA TTPO MKKJTITHHHI
KOHTAKTH H/ie Bii MeMOpaHHMX OUIKIB — KaJIFePUHIB.

V ximiTHHAX ICHYIOTh ¥ 1HIIN CHUTHAJIBHI IUISXU IO
Kackajay komiuiekciB 1ukiaiH-Cdk (MoTopa MiTOTHY-
HOTO 1UKIy). TUTBKM y3roJpkeHa Jist BCiX (aKTOpiB
JIO3BOJISIE KIIITUHI 00paTh NUIIX Au(epeHIiroBaHHS
abo noxiny. Bei reHu, 1mo KoaywoTh GpakTopu pocry,
ajantepHi OLTKM Ta iHINI OUTKY CUTHAJIBHUX IIISXIB,
AKTUBYIOTH MITO3 KJIITHHH 1 HA3UBAIOTHCS MMPOTOOH-
KoreHamMu. MyTarii, 110 MiJABUIIYIOTh aKTHUBHICTb
Oymb-skoro (hakTopa, MOXKYTh IPU3BECTH JI0 HEKOH-
TPOJIBOBAHOTO MOy KIITUHU. Taki MyTaHTHI aneni
HA3MBAIOTh OHKOTEHAMH.

Kontpoabno-nponyckni nynkru (checkpoints)

V KITITHUHHOMY IUKJI iCHYIOTh TaK 3BaHI «KOHT-
ponbHi Toukm» (checkpoints), TPOXOKEHHS SIKUX
MOXJIMBE JINIIE Y BUIAIKY HOPMaTbHOTO 3aBEPIICH-
H$1 TIOTIEPE/IHIX eTaIliB 1 BiICYyTHOCTI MOIIKO/)KEHb Te-
HETHYHOTO amnapary. [lin yac umMx 3ynmuHOK aKTHBY-
FOThCS KIIITHHHI cCUCTeMHU OiNIKIB, 3MaTHUX: 1) 3HAWTH
nmomkomxkerHs JJHK; 2) OnokyBaTu MITOTHYHHUA
IUKI; 3) akTUBYBaTH cuctemy penapanii [JJHK; 4) 3a-
MyCTUTH MPOTpaMy arornTo3y, sKIIO MOIIKOKSHHS
HEMOXJIMBO PerapyBaTH. HedexTu Oinkis, mo 3a0e3-
TeqyioTh i MEXaHI3MH, MOXXYTb IPU3BECTH JI0 TOSIBU
JOYIPHIX KJIITHH 3 MOUIKOXEHUM F€HOMOM.

BuninsamoTes moHaliMeHIle YOTUPU TaKi KOHT-
pomnbHi Toukn: y G-, S-, G,-niepionax i «ToUKy mepe-
BipKHM 30ipKH BepeTeHa MOALTY» B MITO3I.

1. KonrtponsHa Touka B G-niepioni. OCHOBHA BH-
MOTa 10 KIIITHHM, SIKa BCTyMae B S-mepion, — HOP-
MaibHa OygoBa JIHK, ockinbku perurikaiiisi ymko-
mxeHoi [JHK npusBene 1o nepemnadi FTeHETUIHUX aHO-
MaJiit motoMcTBy. TOMy KIIITHHHM, IIO 3a3HATIN MyTa-
TeHHOT'O BIUIMBY, 3yNIMHSIOThCS Ha etari G, 1 He BXO-
JIATh B S-Tiepio/I.

2. KoHTpoabHa TOYka B S-mepioji KOHTPOIIOE
npaBwibHiCTh perntikaii JTHK.

3. KonrposnsHa Touka B G,-niepioni. BusBistoTs-
cs1 ymkomkerns JJHK, nponyiieHi mpu mpoxo/pkeHHI
MOMEPE/IHIX 3BIPSAJIBHUX TOYOK ab0 ojepaHi Ha MO-
JanbIIuX cTagisx. [IpoBonuThCs nepeBipka MOBHOTH
perikauii JJHK y xmiTuHi.

4. KoHTponbHa To4Ka 30ipKu BepeTeHa MOAUTY B
Metadasi Mitosy. II[00 YHUKHYTH HEmpaBHILHOTO
PO3IOIITY XPOMOCOM, KIIITUHHU 3aTPUMYIOThCS B Me-
Tadasi 10 TOTO Yacy, MOKH BCl KIHETOXOpHU He Oyne
NPUKPIMICHO 10 MIKPOTPYGOUOK.

Y MexaHizMmi checkpomts Oepe y4acTh BEJIMKA IPy-
na OinkiB — pr p53 Ta in. IxHs cyKynHicTH yTBO-
PIOE B KIIITHHI CUCTEMY «TallbM», IO HE JO3BOJISIOTh
KIIITHHI JTUTUTHCS Y Pa3i YIIKOPKEHHS TeHETHYHOTO
Martepiany abo mpu IHIIUX cTHMyJax. ['eHu, mo Ko-
OYIOTh 11 OUTKM, AiCTalIM Ha3BY T'e€HIB-CyIpPECOpIiB.
Tpancdopmalis HOpMaIbHOI KJIITUHHU B KIIITHHY 3J10-
SIKICHOI MyXJIMHU MOXJIMBA TUILKYM MPU MOPYIICHHI
aKTHBHOCTI T€HIB-CyIIPECOPiB, sIKi OepyTh yIacTh y pe-
TYJISIi] MEXaHi3MIB KOHTPOJIBHUX TOYOK.
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8.3. 3ATAJIbHA
XAPAKTEPUCTUKA TEHIB,
BIITMTOBIJIAJTBHUX 3A
PO3BUTOK MYXJUHU

dopMyBaHHS 3IIOSIKICHUX MyXJIMH MOB’si3aHE 3
KUThKOMA TpyIlaMH TeHIB — OHKOT€HAMH 1 MPOTOOH-
KOTeHAMH, CyIpecopaMu MyXJIMHHOIO POCTY 1 TeHa-
MHU-MYTaTOPaMHU.

Onkocenu — 1e KIITHUHHI 200 BipycHi (110 BHO-
CSTBCS BIPYCOM Y KJIITUHY) T€HH, EKCIPECis IKUX MOXKE
MPU3BECTH O PO3BUTKY HOBOYTBOPEHHSI.

IIpomoonkoeenu — HOPMAITbHI TeHU KIIITHHH, T10-
CUJICHHS a00 MOIII/I(blKaHISI (byHKIIIH SKHX TIEPETBOPIOE
iX Ha OHKOTEHU. Y HOPMi MPOTOOHKOT'CHU aKTUBYIOTh
MITO3 KJITUHU. AKTUBOBaHI a00 Mo u(ikoBaHi MMpo-
TOOHKOTEHU (OHKOT€HH) ICTOTHO TPUCKOPIOIOTH MPO-
mideparito kaiTHH. Takoro pojy MyTallii € JOMIHAHT-
HUMH, TOOTO OJJTHOTO OHKOT'€HA TOCTATHBO JIJIS 3MIHH
tdhenoTumy.

IHyxaunni cynpecopu (anmuonkoeenu ) — T€HH, 110
MPUTHIYYIOTHh Ipoidepaniro KITHH. [HaKTHBaLis
LUX TeHiB 30UIbIIYE BIPOTIAHICTh BUHUKHEHHS HOBO-
YTBOPEHHS, & BIIHOBJIGHHS (DYHKIii, HABMAKH, TIPU-
THIYY€ PICT MyXJIMHHOI KIITHHU. MyTallii, o 3HImKY-
IOTh aKTUBHICTh I'€HIB, € PEIICCUBHUMH, TOMY JIJISI
3MiHU (HPEHOTHUITY HEOOXiJTHI MyTallii BOX I'eHIB.

Jlaypeat HobGeniBcpkoi mpemii B 1989 p. J. M.
Bishop nucas 3 npuBoy MPOTOOHKOTEHIB 1 FeHiB-CY-
npecopiB: «J1Ba THIIN IeHIB YIPABIISIOTH PO3MHOKCH-
HSIM KJITHH: TPOTOOHKOTCHH, SIKi BUKOHYIOTE POJIb
aKcenepaToplB (mpuckoproBayiB) MOALUTY, 1 TEHU-CY-
MPECOPH, SIKI BUKOHYIOTh (DYHKIIIIO TallbM. 3aKJINHb-
Te aKceepaTop i MpudepiTh rajibMa — 1 KJITUHA, HIOU
CIyILEHA 3 JaHIIora, MOYHe Oe3yMUHHO TITUTHUCS.

Tenu-mymamopu MOXYTh He BIUIMBATH Oe3roce-
peOHBO Ha PICT KINTHH, ajie MOPYIICHHS iX (yHKIII
30UIBIIIYE TEMIT BUHUKHEHHS MyTallii 1/ab0 iHIIUX
TCHEeTHYHUX 3MiH. 3HAUHO I/IBUIIY€ETHCS BIPOT1THICTh
pI3HUX OHKOT€HHUX MyTalid. Y pe3yiabTaTi yTBOPEH-
HS MYXJIMHU CTA€ JIMIIE CIPaBOIO Yacy.

8.4. MILLIEHI JIi I'EHIB,
SAKI BEPYTb YYACTD
Y KAHIEPOI'EHE3I

8.4.1. BIPYCHI OHKOI'EHUA

BigkpuTTs BipyCHUX OHKOTEHIB IOB’SI3aHE 3 BHU-
BUEHHsIM Bipycy capkomu Payca. ¥V 1911 p. amepu-
KaHChKHI y4eHHMI Payc BimkpuB Bipyc, SIKMil BUKIIH-
Ka€e y Kypel capkoMmy — Bipyc capkomu Payca. Ha-
npukiHii 70-X pokiB XX CT. 3’BHJIACS MOXJIMBICTb
BUBUYUTH IeHOM Bipycy. Bipyc capkomu Payca Hae-
xuTh 10 PHK-BMicHux perposipyciB. ['eHoM Bipycy
CKJIQIA€ThCS 3 YOTUPBOX I'€HIB, OJMH 3 SIKUX BUKIIU-
Kae TpaHchopMmalliro HOpMaIbHOI KIIITHHHU Xa3siHa B
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nyxmuuHy. Lleit TpancdopMyroumii res OyB BHIUICHHI
1 Ha3BaHUI BIpyCHUM OHKOTEHOM V-STC.

Hezabapom Oyiio noBeneHo, 10 MITyYHE BBEACH-
HS eHa v-src 'y TeHeTUUHUH anapat KITHHU Xa3sdiHa
TpaHchopMmye ii B MyxJIMHHY 1 6e3 Bipycy. Ctajo 3po-
3yMLITO, 1110 MTyXJIUHHI BIPYCH CIPUYNHIOIOTH YTBOPEH-
HSl MYXJIMHMA He caMi 1o coli, a TOMYy 10 BHOCATH Y
TeHEeTUYHUH anapat KIITUHU OHKOTeH. SIKio Buaa-
JIUTH OHKOTEH 3 TeHETUYHOTI'O anapary Bipycy, TO BiH
BTPATUTh MOXJIMBICTh CIPUYMHIOBATH (DOPMYBAHHS
3IIOSKICHOT TTYXJIMHH.

BuBueHHS IHIIMX OHKOTEHHUX BIPYCIB JTO3BOJIMIIO
BHJIUTITH i iHIII BIPYCHI OHKOT@HH (V-0n¢ — BiJ aHIJL.
viral oncogenes — BipycHi OHKOreHu). Ix IPUHHATO
Mo3HayaTu adpeBiaTypolo 3 TpbOX OYKB, SIKI BKa3y-
I0Th Ha MOXOJDKEHHS ab0 THUIl IyXJIMHHU, IKUI BOHU
BUKJIMKAIOTh. [IpUKIagn BIPYCHUX OHKOTEHIB HaBe-
neHo B Tabu. 8.1.

[MpumyckaroTh, M0 BipyCHI OHKOTE€HH — 1€ MOJIU-
(hbikoBaHI T€HU BUIIMX OPTaHi3MiB (IIPOTOOHKOTEHIB),
SIK1 KOJIMCh NMOTpanwIn y BipycHuit renoM. [Ipote He
IUTSE BCIX BIPYCHUX OHKOTEHIB 3HANICHO aHAJOTH B
€YKapiOTUYHUX KIITHHaX. Bipycu He 060OB’SI3KOBO
MICTSITh TOTOBI aKTUBHI OHKOTEHH, iX il MOXe OyTH
MOB’sA3aHa TAaKOX 3 aKTHUBAIIE€I0 MPOTOOHKOTEHIB
KIIITUHA 200 1HAKTUBALIEIO MyXJIMHHUX CYIPECOPIB.

HuHi BiZKpUTO BEIUKY KiJIBKICTh OHKOTEHHHX
BipyciB — JIHK- i PHK-B™micHux. V moguan 1o JIHK-
BMICHHMX HaJIEKATh BIPYC MAIJIOMH JIIOAWMHH 16-T0 1
18-ro TumiB (MoXe 1HAYKYBATH paK IMUHKH MaTKH,
nenica, a Takox Ikipu), Bipyc Emmreiitna — Bapp
(pax HOCOTTIOTKH, JiMpoMy BepkitTa), Bipyc renatu-
Ty B (pak medinku), Bipyc repmecy (acolilitoe i3 cap-
komorto Karmomri). IneHTHdikKOBaHUH TaKOX OJUH
PHK-BmicHull peTpoBipyc — Bipyc T-KIITHHHOTO
neiikosy sronuau (HTLV1), sxuit Buknmkae T-kiii-
TUHHUU JIEUKO3.

3arajibHOIO 1 XapaKTepHOIO OCOOJIUBICTIO BCiX
BIpyC-aCcOLI{OBaHUX MYyXJIMH JIIOAMHU € Te, 110 BOHU
BUHUKAIOTH MICJI TPUBAJIOIO JATEHTHOI'O Iepioy —
Bix 5 1o 30 i Gunbie pokiB. Lle cBiAUMUTH PO TE, IO
HABITh y BUITAJIKaX BIPYCHUX OHKOTEHIB JIJI1 TTOBHOL
TpaHcopMallii HOpMaIbHOI KIITUHU B TyXJIMHHY He-
00XIAHO KiJIbKA T€HETUYHHUX ITO/IiM, OB’ I3aHUX 13 CO-
MATUYHUMU MYTalisIMHU.

8.4.2. IPOTOOHKOI'EHA

[IpoTOOHKOTEHN — IIe HOPMAIbHI TeHH KJIITHHH,
SIKI TIPUCKOPIOIOTH TpoJTidhepallifo KIIiTUH, TOOTO aK-
THUBYIOTbH MITO3.

MyTaliii IpOTOOHKOTeHIB 200 3MiHa iX ekcrpecii,
110 MPU3BOATH A0 30UIbIIEHHS AaKTHBHOCTI, IIEPETBO-
PIOIOTH X HA KIIITUHHI OHKOTEHH, SIKi CIPUYHHIOIOTH
HeperyJbOBaHUM MOJII KJIITUHHU 1 TPU3BOAATH JIO
(dbopMyBaHHS IMyXIUHA. [HOAI TPOTOOHKOTEHH HA3HU-
BaIOTh MPOCTO KIITHUHHAMU OHKOT€HAMH, a iX aKTH-
BOBaHI KOMii — aKTUBHUMHU OHKOTreHaMu. AJie Kpa-
1€ HOpPMallbHi TeHU MO3HAYATH SK MPOTOOHKOTEHH,
a aKTUBOBAHI KOIIil — SK KJIITHHHI OHKOT€HHU.

BigkpuTTs nepmux MpOTOOHKOTEHIB 1 KIIITHHHUX
OHKOTEHIB OyIT0 ITOB’s13aHe 3 BUBUCHHSIM OHKOT€HHHX
BipyciB. [1pu 1ocmikKeHHI TeHOMIB KJIITHH 13 BUKOPH-
cranusm JIHK-30HIIB Ha OCHOBI T€HIB v-onc qOBee-



Tabmuus 8.1. [pukiaaan BipycHUX OHKOreHiB
(migkpecJieHo JiTepn, Bil AIKMX YTBOPEHA Ha3Ba OHKOreHa)

Bipyc Bug TBAPHH, HyXJH/IHe_l, IHIyKOBaHa OHkoreH
110 BPaXKAIOTHCS BIPYCOM BipycoMm
Rous sarcoma Kypu Sarcoma v-src
Avian myelocytoma Kypu Myelocytoma v-myc
Sarcoma
Harvey murine sarcoma Rat (Ilypm) Sarcoma v-Ha-ras
Simian sarcoma Masnu Sarcoma Sis

HO, IO B yCIX HOPMAJIbHUX €YKapiOTUYHUX KIIITHHAX
€ TeHH, IyXe OJIM3BbKI 32 CTPYKTYPOIO IO BiTOMHX
BipycHHMX OHKOTeHiB. [IpoTe B HOpMi BOHH HE € IpH-
YIHOI 3J10sIKiCHOI TpaHcdopmaii. Lli renn gicranu
Ha3BY MPOTOOHKOTEHIB, 400 KIIITUHHUX OHKOTEHIB —
c-onc (Big auri. cellulae oncogenes — KJIITUHHI OH-
KOT'CHH).

Sk npaBuIto, Ha3Ba MPOTOOHKOTEHIB YTBOPEHA BiJT
HAa3B aHAJIOTIYHHUX BIPYCHUX OHKOTeHiB. [HOMI iX Ha-
3UBAIOTh 3a (pyHKIIEr0 OUIKIB. ['eHM 3a3BHuaii mo3Ha-
YalOTh KYPCUBOM Y JIATUHCHKIM TpaHCKpHILI (SKIIO
1ie TeHU JIIOAMHHU, TO BCl JIITEPH BENUKI, IS FeHIiB TBa-
pUH — BCl JiTEpU MaJIEHbKi), a OUIKU — TPOJYKTH
reHa — 3BHYAHUM JaTHHCHKUM IIPU(PTOM 3 BETTHKOL
mitepu. Hanpukian, oHKoreH Bipycy capkomu Pay-
ca MO3HAYAIOTh V-SI'C, @ AHAJIOTIYHUHN oMy TPOTOOH-
KOTeH TBapuH — c-src, joauHun — SRC. Ilpotein,
o konaye reH SRC (dhepMeHT TUPO3UHKIHA3A, CUT-
HaJIbHUIA OLJIOK BiJI IHTETPUHIB), TTO3HAYAIOTH STC.

Croropasi BimkpuTo 61m3sk0 100 pi3HUX MPOTOOH-
KOTeHIB. BOHM KOHTPOJTIOIOTH 6araTo MpoIecis KIiTh-
HU, TIOB’SI3aHUX 3 PETYJIISIIEI0 MITO3Y, AlONTO3Y Ta iH.
MimmeHsaMu Aii MPOTOOHKOTEHIB €:

1. Pi3Hi curHanpHi IUIAXH Big (akTOpiB pocTy,
IHTErpUHIB, KaIFEPUHIB TA 1HIIUX CTPYKTYP.

Bonu xonyroThb:

— (akTopu pocty — emiiepMabHui GakTop po-
cry (E®P), ¢idbpobnactiB, HEHPOHIB, TPOMOOLIUTAD-
HUH, IHCYTIHOTIOAIOHMH Ta iH.;

— peuenTopH A0 GaKTOPIB pocTy i iHII MeM-
OpaHHI CTPYKTYpH;

— TPYIy CUTHAIIBHUX (aJaIllTepHUX) OLIKIB, IO
MepeIatoTh CUTHAM BiJl PEUENTOPIB a00 IHIINX MeM-
OpaHHUX CTPYKTYp Ha kKackanu MAP-kinas (Ginku
Ras, Src, c-Abl Ta iH.);

— KoMIioHeHTH kackaay MAP-kina3 (Raf, PAK,
JNK Ta iH.);

— TPaHCKPUITIIHHI (haKTOPH, SKi, BIUIMBAIOYN HA
AKTUBHICTDb BIAIOBIJIHUX T'€HIB, 30UIBIIYIOTH BMICT
abo axTuBHiCTH KoMIUIekciB mukiain-Cdk — B-ka-
teHiH, Fos, Jun, Myc Ta iH.;

— 1uKIiH D;

— mukinia3anexHi kinasu (Cdk).

TakuM 4YMHOM, IPOTOOHKOTEHH CTUMYITIOIOTH IIPO-
nidepanito kmiTHH. X HagMipHA aKTHBHICTH He mae€
KIITHHI nepeiitn B G-¢hasy i 3yMOBIIOE aKTUBHUIA
MOAUT KJIITHHHU.

2. [MpurHiueHHs peakuiii amonto3y. 3a3BUYaii
mporpaMa arnonTo3y 3aMyCKaeTbesl B KIITHHAX 3 TO-
mkomkennmu JITHK. TlpurrideHHs amonTosy 30171b-
IIy€ BipOTIIHICTD 30€pEeKEHHS TCHETUYHUX ITOPYIIICHb.
IMpukitagaMu MPOTOOHKOTEHIB Takoi il € renn BCL2,
MDM?2.

3. JIyist pO3BUTKY 3JIOSKICHUX (POPM COJIITHUX TTyX-
JIMH (pakiB, CApKOMH Ta 1H.) TOTPiOHI ¥ 1HIM 3MiHK
KJIITUHH, 1110 TOPYIIYIOTh B3a€EMO/III0 KJIITUH 31 CBOI-
MU CYCITaMH 1 MTO3aKJIITHHHUM MaTpPUKCOM (BTpaTa
3aJIeKHOCTI BiJ] CyOCTpaTy 1 KOHTAKTHOTO raIbMyBaH-
Hsl pO3MHOeHHs1). HeoOxinHa migBuIeHa JTOKOMO-
TOpHA aKTUBHICTh, BIANOBiaNbHA 3a iHBa3il0 B Ha-
BKPY’KHI TKAaHMHU. HeoITacTiuHI KITITHHA CTUMYITIO-
10T POPOCTAHHS CY/IVH (aHT10TeHe3) Y TKAHUHH TyX-
JIMHU Tt 3a0e3redeHHs 11 KuBeHHs. 3a Il Ta 1Hmn
MPOILIECH TAKOX BIJIOBiA€ OAraTo MPOTOOHKOTEHIB.
Kinpkicth MyTauiil pi3HUX reHiB y KJIITUHAX COTTHUX
MyXJIMH JIOCSITA€E 1HOJII KUTBKOX JIECSITKIB.

IMpuknagu gesTKUX MPOTOOHKOTEHIB Ta iX (YHKIIIi
HaBeJIeHO B Ta0:. §.2.

Hlnsaxu nepeTBopeHHs
MPOTOOHKOTE€HIB HA OHKOTeHH

MyrTaliii, SIKi aKTUBYIOTh IPOTOOHKOTEHH 1 Tepe-
TBOPIOIOTH iX HA OHKOI'€HHU, € JOMIHAHTHUMU. ToOTO
MyTalIlii OJJHOTO T'eHa JIOCTATHBO JIJIsl CTUMYJISIIII ITpo-
midepamii xnituH. Taki MyTarii, SK TpaBUIIO, HE yc-
MaJKOBYIOTHCSI, OCKUTBKH BOHH JIETAJIbHI (TIOPYIIY€ETh-
sl IOJIUT KJIITHH B eMOpiOHAIBHOMY Tepiojii pO3BUT-
Ky). B OunbIocTi BumnaakiB MyTaiiii IpOTOOHKOTEHIB
BiZIOYBalOTbCS B COMAaTUYHUX KIIITUHAX. BUHATKOM €
yclaakyBaHHsI oHKoreHa RET, sike MPU3BOAUTH 10
MHOXXWUHHUX CHIOKPUHHUX HEOIUTasiil 1 ciMeitHOTO
paxy MMTOMOIOHOT 3aJ103H.

Myrtanii, siKi 3MEHIIYIOTh AKTUBHICTh TPOTOOHKO-
TeHiB, MOXYTh YCHAaJKOBYBATHCS 1 BUKJIMKAIOThH Pi3Hi
CIIa/IKOB1 3aXBOPIOBAHHS, ajle TaKi MyTaHTHI I'€HU He
€ oHKoreHamu. Hanpuknan, myTanis reHa RET npu-
3BOJUTH J10 XBopoOu iprmpynra (Al v ycnaaky-
BaHHSA 3 J1y’K€ HU3bKOIO MEHETPAHTHICTIO).

TakuMm YMHOM, aKTHBAllisl OHKOI€HIB BUHHUKAE
yacrile B pe3yIbTaTi COMAaTUYHUX MyTaliid. MoxImBi
TakKi MeXaHi3MHU aKTUBAIlil TPOTOOHKOTEHIB i1 IIEPETBO-
peHHs X Ha aKTUBHI OHKOTeHH (quB. Tabi. 8.2):

1. AxtuBanis nusixom amrutigikarii (baraToxpar-
HOI pexymutikaiii rena). [TyXJIMHHI KIITUHU MOXYTb
MICTUTHU BEIMKY KUJIbKICTh KOIiif HOPMaJIbHOTO T'eHa,
10 CIPUYMHIOE 30UIBIIIEHHS! CHHTE3Y BiJIIMOBIIHOTO
Oinka. Hampukiraz, 3mosikicHa IMyXJIMHA MOJIOYHOI 3a-
JI03U YaCTO 3yMOBJIeHa aMInTidikaliiero rena ERBB2
(17q), inomi — rena MYC (8q24). JonaTkosi komii
TeHIB MOXYTbh OyTH y BUIJISAI MAJIEHBKUX XPOMOCOM
a00 1HCepIIOBaHi B HOPMAaJIbHI XpPOMOCOMH.

2. AxTHBalis NUIIXOM TOYKOBOI MyTallii (3aMiHa,
JleNeris, IyIUIikalis Hykiieotuay). Taki MyTaiiii B re-
Hax cimericTBa RAS 3ycTpiuaroThCsl B CEPEHBOMY B
30 % ycix BUNAJKIB 37OSIKICHUX ITyXJIVH.
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Tabnuusg 8.2. Ilpukaaau nporoonkorenis Ta ix ¢pynkuii (b. I1. Konnin, 2000)

ITpuxnamn myxivH,

TUPO3UHKIHA3HY aKTHBHICTh

ITpoTooHKOreH: ®DyHKII OiTKIB 3MIHH TeHiB, 10 BEyTh IpY SIKHX AKTHBYIOTBCS
JIO OHKOTEHe3y
MIPOTOOHKOTEHU
E®P-R (EGF-R, Penenrop EDP (emigepmansHoro | Amroridikarist ta Hetiporenni myxmuHu:
ERBBI) (hakTopa pocTy); Mae TrinepeKcIpecis TeHa rnro0iracromMa Ta iH.

RAS (po3pi3HsIOTH
reau R, H, N-RAS)

CurHaJibHUi OUTOK — Tiepenae
CUTHAJI Bil pOCTOBHX (haKTOPIB

Ha kackamu (pepmentiB MAP-kiHa3
(IpOTEiHKIHA3H, 110 CTHMYITIOIOTh
BUJIUIEHHS (DaKTOPIB TPAHCKPHITLLiT)

Myraliii B TphOX KOJIOHAX
reHa

Bkazani myTartii
CITOCTEPITalOThCS

B 70 % paky
TTIIITYHKOBOI 3aJ1031
1 B IHIIUX MTyXJIMHAX

CTUMYJIIOE KIITUHHUHN 1IUKIT
1 aKTUBHICTh TeJIOMepasu

SRC Hepenenropna Tupo3unkinaza — | Myrarii B kojoHi 531 Jestki myXJImHu
NepeIa€ CUTHAJ BiJ] IHTECPUHIB TOBCTOI KHIITKU
(Ip¥ IPHUKPITICHHI KIITHHA HA T3HIX CTaIisIX
JI0 oropy) Ha kackagy MAP-kiHa3 | AHanoriuny OyJoBy Mae Capkoma Payca
reH capkomu Payca v-src
c-MYC DakTop TPAHCKPUIIII — XpomocoMHi TpaHcokaii,| Jlimpoma bepkitra,

110 MEPEeMIIIyIOTh TeH Mg | iHI GopMU IMyXIuH
KOHTPOJIb TEHIB
IMYHOTJIOOYJTiHIB;
amrnTidikaris i/ado
rinepekcnpecist

3. XpoMocomHi abepaliii pi3HOro TUIY (TPaHCIIO-
Kallii, nernenrii, inBepcii Ta iH.). XpoMOCOMHI TpaHCIIO-
Kalii MOXXyTb IPU3BOAUTHU A0 MOSIBU XMMEPHUX I'CHIB
a00 10 aKTHBAIIii TPOTOOHKOTEHIB 1 IEPETBOPEHHS iX
Ha oHkorenu. Hanpwuxiazg, npu mimdomi bepkirra y
75-85 % XBOPHX CIIOCTEpIraeThes crienudivyHa TpaHc-
JoKalis Mix 8-10 1 14-10 XpoMocoMaMHu, y PelITH XBO-
pUX Mae Micile TpaHCIOoKallis MiX 2-10 1 8-10 XpoMo-
comamu 260 8-10 1 22-10. V 8-i1 XpoMOCOMi 3HAXOUTh-
cs1 oakoreH M YC. Ilpu Oynb-sKifi TpaHCIOKAITll e
OHKOT€H NIePEMIIIYETHCS JI0 JIOKYCY, IKUH KOAYE iMy-
HOTTI0OYMiHU. ['eHN IMyHOTJIOOYITiHIB 3HAXOISATHCS B
14, 9, 22-it xpomocomax. TpaHcioKalisi MEPeHOCUTD
OHKOT'€H Y JAUISTHKY aKTUBHO TPAHCKPUOOBAHMX I'eHiB
y B-xmiTuHax, sKi NpOAyKYyIOTh AaHTUTIIA. XPOMO-
COMHI TIepeOya0BH, K MPABUIIO, 3yCTPIUAIOTHCS TIPH
JeiikeMisxX 1 JiMdomMax, BOHM MEHII XapaKTepHi JUIs
COJITHUX ITyXJIMH.

4. AKTHUBaIlisi OHKOTEHHUMHU Bipycamu. Hanpukam,
JHK Bipycy Emmreiina — bapp BOy1oByeThcst 6e3110-
CepeHbO B KIITUHHUHN npoTtooHkoreH M YC abo mo-
63y meoro. Bipycra IHK moumHae mista sk mpo-
MOTOp T€Ha, BUKJIMKAIOUN HOTo HaIMIpHY EKCIIPECIIO,
MePETBOPIOIOYN IIPOTOOHKOTEH Ha OHKoreH. Lle mpu-
3BOAMTH A0 PO3BUTKY JliMpoMu bepkirra y mroanHu.

8.4.3. CYIIPECOPU
IIYXJIMHHOI'O POCTY

ITpoyKTH KX reHiB MPUTHIYYIOTH MpoJTidepariio
KIITHH. BOHU KOIyIOTE!

1. IHTiOiTOPH MPOTOOHKOTEHIB — KOMITOHEHTIB
curHainbHuX 1UIsaxiB: NF1 (iariditop 6inka RAS); p16
(inribditop komrutekcy 1ukiiH D-Cdk4); pRb (inri-
0ITOp TPaHCKPUNIIHHUX (HAKTOPIB).

2. Penerrropu anTuMiToreHHux paxropis (TORg-R).

3. AnmanTepHi OUIKH, 1O MEPEAAIOTh CUTHA BiJ
mx daxrtopis (SMAD, i SMAD;).

4. AxTuBaTOp aHTUMIiTOreHHOrO reia (SMAD,).

5. T'enu, sxi cpustroTh amonro3y (p53, E-xaare-
puny, WT1 — y xpomocowmi 11).

OaHMM 13 HABXKJIMBIIIUX TeHIB-CYIIPECOPIB € TeH
pS53 (17p13.1), axuit BUKOHYE LEHTpaIbHY POJb Yy 3a-
MyCKy NMPOrpaMy amonTo3y B I€HETUYHO 3MiHEHUX
KJIITMHAX, 30KpeMa B KIITUHAX, IO MiJanCs MyX-
JIMHHIA TpaHchopMarlii. SKIo B KIITHHI 3’ SIBISIOTh-
cs momkomkeHHsa JHK, mopymennas po3xomkeHHs
XpPOMOCOM y MIiTO3i, pyWHYBaHHS MIKPOTPYOOUYOK
TOWIO, I'eH p53 akTuByeThes. BiH 3aTpumye MiTOTHU-
HUU [IMKJT HA Tii 44 HIIH cTaii 10 BUMTPABIICHHS ITUX
MOIIKOKeHb. [IpU HEMOKIMBOCTI penapalii r'eH 3y-
MMUHSIE TMOMI KIIITUHHU (KIIITHHA BCTYIIa€ B MPOIEC
KIIITUHHOTO CTapiHHs) abo (py MOTEHIIHIi Hebe3-
eIl MOIIKO/PKEHOT KIIITUHM IS 1l OTOYEHHS) 3aIyc-
Ka€ mporpamMy aromnTo3y. Y 3B’S3Ky 3 TAKUMH BaXKJTH-
BUMH (PYHKI[ISIMU Te€H pS53 JiCTaB Ha3BYy «BapTOBOTO
(3aXMCHHKA, OTIKYHA) TEHOMY».

Myrtanii reHa MOXyTb YCIIaJJKOBYBATHCS 1 IPU3BO-
JUTH 10 mosiBu cuHapomy JIi — Ddpaymeni. e
PLAKICHMIA CHHAPOM CIMEHHUX MHOXXHHHUX TEPBUH-
HUX MyXJIMH. Y HOCIiB T'eHa B PAaHHBOMY Billi PO3BH-
BaIOThCS MYXJIMHU 0araThbOX OpraHiB (capkomu, oc-
TEOCAPKOMHU, PaK MOJIOUHO] 321031, MO3KY, KOpH HaJl-
HUPKOBUX 3aJI03, TOBCTOI KUIIKH, Jiefikemii). Ha
puc. 8.3 mogaHo pojoBix ciM’i 3 cuHapomom JIi —
®paymeHi. [IeHeTpaHTHICTH TeHa BUCOKa. [{o Biky 70
pokiB y 90 % HOCI{B MyTaAHTHOT'O T'e€Ha PO3BUBAIOTHCS
3JIOSIKICHI TTyXJIMHU.

ComaTuyHi MyTalii reHa pS3 BUSIBICHO MPUOIIH3-
HO B 50 % yCiX MyXJIWH Y JIIOJNHH.

MyTaliisiM reHa p353 HalIeKUTh BaXKJIMBA POJIb Y 3a-
OesreueHHi MHOKUHHOI JTIKapChKOI CTIHKOCTI 3II0SIKiC-
HUX IyXJIH.
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Puc. 8.3. Ponosiz ciM’1 3 cuHI-
pomom JIi — dpaymeHi:

I, 2 — nBoGiuHIN pak MOIO0Y-
HOI 3aJ1034, O1arHOCTOBAHUU Y

40 pokis; 11, 1 — myxyimHa MO3KY I
B 35 pokis; I, 3 — capkoma B 19

POKIB 1 pak MOJIOYHOI 351034 B 33 1

poxu; II, 5 — pax MoJiouHO1 3a510-
3u B 32 poxwu; III, 3 — ocreocap-

73 4 5 6

koma B 8 pokis; 111, 4 — nelikemis
11
B 2 poku; III, 5 — capkoma B

3 poxu 1

MyTaHTHI TeHH-CYIIPECOPU PEIIECHBHI, TOMY JUIsI
3MiHU (PEHOTHUITY HEOOXiTHA MyTallisl TBOX reHiB. BoHu
MOXYTh YCIIAJIKOBYBATHCS T4 3YMOBIIIOBATU BEIHKY
KUTBKICTh CIaAKOBUX (opM MmyxiuH (Tabdm. 8.3).

Kinacuunum npukiagoM nyxJjaInH, 3yMOBIIEHOI MY-
Talli€ro reHa-cyIpecopa, € peTuHooOIacToma (puc. 8.4).
I'en permno6mactomu RbI 3HaxoauThCs B 13-if Xpo-
Mocowmi (13q14.1-q14.2). [lyxnuna B 60 % BUMaaKiB
€ CIIOPAJUYHOIO 3 YpaXeHHSM OJHOTO oka. Y 40 %

3 4 5

BHIIAJIKIB PETUHOOJIACTOMA YCIAJKOBYETHCS 1 MPH
IbOMY BpakaloTbcsi oOuaBa oka. Myralii reHis-
CYIIpEcopiB pelecuBHi. SIKIO AUTHHA YCMAIKOBYE
MYTAHTHHH I'€H BiJl OHOTO 3 0aThKiB, TO BOHA CTA€
rerepo3urotHoto. HopmanbHUl TOMIHAHTHUH TeH
30aTHHUH 320€3MEeUYNTH HOPMAITbHY (QYHKIIIO. SAKuM
)K€ YNHOM B1JI0YBAETHCSA TOMO3UIOTH3ALIIS Y pas3l yc-
MaJKyBaHHS OJJHOTO PELECHBHOTO MYTaHTHOTO Te-
Ha-cymnpecopa?

Tabmuus 8.3. CnagkoBi nyXJIMHHU i OHKOreHeTHYHI CHHJIPOMH
(nepeBakHO 3yMOBJIEHI MYTAIli€I0 reHiB-CyNpecopiB)

JIOKaum3anil

3axBOPIOBAHHS OCHOBHI BUIIU MTyXJIUH I'en (moxamizanis)

CnagkoBuit pak KaprimHoM# MOJIOUHOT 3271031 B PAHHBOMY BRCAI 17q

MOJIOYHOI 3aJI031 BilIi, YaCTO JIBOOIUHI, TyXJIUHU BRCA2 13q

SIEYHUKIB P33 (pinko) 17p

ATM (pinko) l1q

CriaIKOBHIA TTOJINO3 TOBCTOI| MHOKMHHI ITOJIIIM TOBCTOI KAIIKH, APC 5q
kuiky (cuaapom JliHnya) CXWIBHICTB JI0 3JIOSKICHOT'O TIEPEPOJIKEHHSI

CriaIkoBUil HeNoiNMo3Hui | MHOXHWHHI KapIIMHOMHU TOBCTOT KHIIIKH, MSH?2 2p

PaK TOBCTOI KHUIIIKH YaCTO B MIOEJJHAHHI 3 MyXJIMHAMH 1HIIOT MLHI 3p

PMS1 (pinue) 2q
PMS2 (pinue) Tp
(reHU-MyTaTOPM)

Heorutazis [ tumy

Cunnpom JIi — @paymeni | Capkomu, TEHKO3H, MyXJIMHA MOJIOYHOL p33 17p
3aJ1031, MO3KY Ta 1HIIMX OPraHiB

Cunnpom Xinmens — JBOOIYHI TIyXJTMHU HUPOK, YPasKSHHSI VHL 3p

Jlinnay TOJIOBHOTO MO3KY

PerunoOacroma JIBOOIYHI ITyXJTMHU CITKIBKH, CAPKOMH RBI 13q

MHOXHMHHa €HIOKPHUHHA VYpaxeHHs rinodiza, napaumTonomioHnx MENI 11q

3aJ103, MIAIUTYHKOBOI 3aJI03U TOIIO

MHOXHUHHA €HTOKPUHHA
Heoruasis 11 tumy
EHJIOKPUHHUX OPraHiB

VYpaskeHHs IUTONOIOHOT 3aJI03H, YaCTO
B MOETHAHHI 3 ITyXJIMHAMH 1HIIHX

RET (oHKOTEH) 10q

Cunnpom [Noprina MHOXHHHI 6a3aJ1i0OMU, PiJIIIIe TyXJIMHHA PTCH 9q
MO3KY

IMyxmHa Bimemca BinatepaibHe ypakeHHS HUPOK wTl I1p

Hetipodiopomaros I tuny | HeiipodiOpocapkomu, rimiomu, NFI 17q

(xBopoOa Pekjtinraysena) (beoxpomorTomu, JIeHKO3

Heiipodibpomaros II Tury | MeHiHriomMu, 1BOOIYHE ypasKeHHS NF2 22q
CIIyXOBOT'O HepBa

CimeiiHa MeTaHoMa MHOXHUHHI METaHOMH CDK4 12q
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Puc. 8.4. Peruno6Giactoma (370sIKiCHA MyXJIMHA
CITKIBKH OKa)

V 1971 p. Knudson 3amporoHyBaB TinoTe3y, 110
MTOSICHIOE 1€ SIBUIIIE. 3T1IHO 3 I[I€0 T1ITOTE3010 IS PO3-
BUTKY IYXJIMHU HEOOXiJHA 1HAKTUBAIlS ABOX I'eHIB-
cynpecopiB. Ilpu cnankosiii popmi XxBopoOH mepia
MyTallid YCIaIKOBYETbCA Bill 6aThKiB, Ipyra BUHUKAE
B pe3yJIbTaTi COMAaTUYHOI MyTalii B ciTKiBIi oka. Ta-
KMM YHHOM, Y OUIBIIIOCTI TeTepO3UTOT IO TeHEPATHB-
HOI MyTalli J0Ia€ThCsI COMAaTHUYHA MYTallisi 1 BiA0y-
BA€ETHCSI TOMO3UTOTU3AILis1, BIPOTIAHICTD SIKOI Ha/I3BU-
yaiiHo Bucoka (y pasi peruHoOiaacromu — 90 %). Lle
CBIAYUTH TIPO Te, IO HASBHICTH OJIHOTO MYyTaHTHOTO
reHa-cymnpecopa MiIBUIIYE BIpOTiAHICTh MyTalii
inmoro reHa. Y 10 % rerepo3uroTHUX HOCIiB IyXJIU-
Ha HE PO3BUBAETKLCS, ajic BOHU BCE OJHO TEepealoTh
MyTaHTHUH reH 50 % cBoix HamaakiB. TakuM dnHOM,
peTUHO0IaCTOMA YCIAaAKOBYEThCS SIK aBTOCOMHO-]10-
MiHaHTHa O3Haka 3 neHerpaHTHicTIO 90 %. ITpu cno-
paauyHii pernHOOIacTOMI 00MIBI MyTalii BiOyBa-
IOTBCSl B COMATHYHUX KIIITHHAX.

I'imote3a Kuyncena nicrana Ha3By einomesu 080x-
VOAPHO2O MEXAHIZMY 20MO3ULOMUZAYIL.

ChOro/iHI PO3KPUTI Pi3HI MEXaHI3MU TOMO3UTOTH-
3ail — reHeTHYHI i emireHeTHYHI.

1. TenernuHi MexaHi3Mu:

— BTpaTa IiJI0l XPOMOCOMH 3 HOPMAJILHUM JIOMi-
HAaHTHUM T'€HOM;

— JIeJIeIisi HOPMaJIbHOTO aJIejis;

— TOYKOBA MyTallisl, 110 IHAKTUBYE T€H-CYIIPECOP;

— MITOTHYHA PEKOMOIHALIIs, 1110 MOXKE MPU3BOJIU-
TH 70 TMOTPAIUIIHHS JBOX XPOMATHJ i3 TEHOM PETH-
HOOJIACTOMHM B KITITMHH.

2. EnireHeTHYHI MeXaHI3MU — METUJIYBaHHS IIPO-
MOTOPIB T€HIB-CYIIPECOPIB, 110 MPU3BOAUTH A0 IXHHOT
IHAKTUBAIIIi.

CyyacHi MOJIEKYJISPHO-TEHETUYHI METOM JIOCIi-
JUKEHHS TO3BOJIMJIM BHSIBUTH BCl ONHCaHI MEXaHi3MU
FOMO3UTOTH3AIlI].

8.4.4. TEHU-MYTATOPU

I'enn- -MYTaTOpH KOIYIOTh dbepMeHTH penaparii
JHK. HpI/I MyTali UX FeHIB uepes MOpPYIIeHH s pe-
napanii JIHK gacrora myrauniii y KiaiTHHAX MiIBU-
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nIyeTbest B TUCsUi pasiB. [TosBa MyTamiid, o BenyTh
710 (OpMYBaHHS MyXJIUH, CTA€ CIIPABOIO Uacy.

HaliiBiomilIoro 1naToJiorieto, MoB’i3aHOI0 3 MyTa-
IIi€f0 IIUX T'eHiB, € MMIMEeHTHa Kcepoaepma. e rpyma
aBTOCOMHO-PEIIECHBHUX 3aXBOPIOBAHb, 3yMOBJICHUX
MYTAISIMI TeHIB ()ePMEHTIB eKCIU3IHHOI pernapartii
AHK. ITix aieto ynprpadioneroBux mpomenis y JHK
MOXYTh BUHUKATH TUMIHOBI AuMepH. DepMeHTH eKc-
HM3iiHOI penaparlii BUPI3yIOTh YaCTUHY JaHIIOTa
JHK i BiTHOBIIIOIOTH 32 IPYTrOr0 KOMIUIEMEHTaPHOO
HEYIIKO/KeHO!. [1py 3aXBOpIOBaHHI MOPYIIYETHCS
penapamis JHK. [TirmeHTHa KcepoaepMa XapaKkTepu-
3YETHCSI PO3BUTKOM MHOXMHHUX MyXJIUH IIKipU B
MICIISIX, 1110 MiJIAF0THCS COHTYHOMY OIIPOMIHIOBAHHIO.

®epmenTn ekcumiiiiHoi penaparii [JJHK Bumnpas-
JISTFOTh ACEKTH, CIPUYUHEHI HEe TUTbKHA Y D-0ompoMi-
HIOBAaHHSIM, aJie ¥ IHIUMH MyTareHaMu/KaHIeporeHa-
MU. AJle 4acTOTa BUHHUKHEHHS IHIIMX (OpM MyXJIHH
MpU IIrMEHTHINA KcepoJepMi He 30inbiyeThcs. Baa-
JKAIOTh, 11O 1€ CBIAYUTH MPO HE3HAYHY POJIb XIMIYHHUX
MYTareHiB, ki 336py£[HIOIOTL HABKOJIUILIHE CEPEOBU-
IIe, B PO3BUTKY IIi€i MaTOJOTII.

IMpukinagamMu IHIKX CMAJKOBUX CUHIPOMIB,
3yMOBIIeHUX nopyieHHsMu penapaitii JJHK, e cunn-
pomu Jlinua, biyma, atakcis — TejieaHTiekTa3is
Ta iH. MyYTaHTHI TeHU-MYTATOPU BiIMOBiAAIbHI Ta-
KOX 3a PO3BHUTOK CIIaJKOBOT'O HEIOJIIIO3HOIO PaKy
TOBCTOI KUIIIKH (uB. TabII. 8.3).

MyTranii reHiB-CynpecopiB, siKi KOHTPOIIOWOTh
amorTo3, TAKOX MiJBUINYIOTh I'€HETUYHY HeCTa-
OUIBHICTH, OCKUIBKHU 30€pIratoTh KIIITHHH 3 HEpENapo-
BaHUMHU MYTAallisIMH.

8.5. KAHHEPOI'EHHI ®AKTOPH

Kanneporenni ¢akropu — 11e pakTopu HABKO-
JUIIHBOTO CEPEIOBUINA, SKi CIIPHYMHIOIOTH YTBOPEH-
Hs IIYXJIMH. BUIBIICTh KAHIEPOTEHIB € MyTarecHaMH,
BOHU BUKIIMKAIOTh MYTallil TeHIB, BIAMOBIJAIBHUX 32
KaHileporeHe3. KaHIleporeHu MOISIOTBCS HA TaKi
rpynu:

1. ®i3uyHi KaHIIEpOTeHN — IOHI3yOYa pajialis,
yIbTPpadioIeTOBE MPOMIHHS.

2. XiMivHI KaHIEpOTeHU — XIMIUHI PEUOBUHHU
(6ensz(a)mipen, TUMeTUIOEH3(a)TpalleH, HITpO3aMiHK
Ta iH.); cyMilli (TIOTIOHOBHUI IUM, TPOJIYKTH 3rOpaH-
HsI BYTUIIS); PEYOBHMHH, 1110 YTBOPIOIOTHCS npu BUPOO-
HUYMX TIpoecax (aTIoMiHieBa IPOMUCIIOBICTD, ra3u-
(ikaris Byriuis, B3yTTEBa IPOMHUCIIOBICTD Ta iH.).

3. BioJyoriyHi KaHIIEPOTeHH — OHKOTEHHI BipyCH,
JIesKi 6aKTep11 (Helycobacter pylori), renbminTH (KO-
TSYUH 1 KpOB’sIHI cncyHH)

Y MeTabomi3Mi XIMIYHUX KAHLEPOTEeHiB (5K 1 1HIINX
KCEHOOI0THKIB) OEpYTh Y4acTh CriellianbHi (hepMeHTHI
CHUCTEMH JACTOKCUKAIIii. Y KOXHIH rpymi GpepMeHTiB, 3
SIKUX BOHM CKJIQIaI0ThCs, BUSIBJIEHO MyTaHTHI 130(op-
MU, QYHKIIIS SKHX MOXeE BiApi3HATUCS Bin QyHKIl
HOopMasbHUX aneniB. Lli ¢yHKIiOHATbHO HEMOB-
HOIIIHHI aJleJli MOXYTh OYTH T€HaMM CXUJIBHOCTI J0
NeBHUX (HOPM IyXJIMH.

Hait6inpmr BuBueHUMH (hepMEHTaMU, IO BIUTHBA-
I0Th Ha MeTaboJIi3M KaHIEPOTeHIB, € (epMEHTU I~
toxpomy P450, ki aKTUBYIOTH DSl KAaHIEPOTEHIB.



Hanpuknaa, omHa 3 ¢dopm mnutoxpomy P450
(CYPIAL1) akTUBYE MOTIIUKIIIYHI aDOMATUYHI ByTJIe-
BO/IHI TIOTIOHOBOTO JUMY. Y JIIOJIel 3 TiJIBUIIEHOIO
AaKTUBHICTIO (DEPMEHTY MiJBUIIYETHCSI PU3UK PaAKYy JIe-
IeHIB.

BincyTHICT aKTUBHOCTI (pepMEHTY TIIyTaTIOH-S-
Tpancdepasu M1 (ren GSTM I, noxyc 1p13.3), axwuit
Oepe y4acThb y NETOKCHKALl KaHIIEPOTeHHUX PEYOBHUH,
TaKOX MIJBUIIYE PU3UK PaKy JIereHi, CE40BOTO Mixypa.

®epment CYP2D6 Oepe yuacTth B MeTabommizmi
HITPO30CIOIIYK, SKI MICTSThCS B TIOTIOHOBOMY JIUMI,
TaKuX SIK HITpo3oHOpHHIKOTUH (NNK), 3HMKYIOUH
HOro akTUBHICTh. BiMOBIIHO Yy JIt0JIeH 3 HYJIb-(heHO-
THUIIOM 3a T€HOM, 1110 KOJYE 1el (pepMeHT, 3HUIKESHUI
pY3HUK PO3BUTKY paKy JIET€HIB, IOB’I3aHOTO 3 KYypiH-
HSIM.

3a akTuBHicTIO hepmenTy N-anerwiTpancdepasu
(ren NAT2, noxyc 8p23.1-p21.3), saxuii 6Gepe ydacTb
y JAETOKCHKaIlii KAHIIEPOTeHHUX PEYOBUH, BCS IIOMY-
JISALSE MOXe OyTH PO3[iJieHa Ha MIBUJIKI U MOBUIbHI
aleTUWISATOPU. Y MOBUIBHUX ALIETWISTOPIB IiIBUIIIE-
HAHM pU3UK paKy CEUOBOTO MixXypa i JIereHiB, 1o Io-
B’s13aHO 3 NMpo¢eciiiHUM BILNIMBOM apOMATUYHUX
aminiB. Lle#t red Mo)ke ICTOTHO BIUIMBATH HA BHHUK-
HEHHS PaKy MOJIOYHO] 371031, TPUUOMY JaHM epexT
3aJIeKUTD BiJl KypiHHS )KIHOK y IIOCTMEHONAay3aJIbHO-
My repioji. Y KiHOK — MOBUIBHUX alleTUJISATOPIB KY-
PIHHS B MOJIOJII POKH, 1 OCOOINBO B IIOCTMEHOMAY-
3aJIBHOMY Tiepiojii, Maiike B 20 pa3iB 30UIbIIYE PU3UK
paKy MOJIOUHOT 3aJI03H.

HociiicTBO MyTaHTHUX T€HIB JEeTOKCUKAIIIT KaHIIe-
pOTeHiB Mae BeJIMKe 3HAYEHHs AJIS PO3BUTKY CIiopa-
JUIHUX (OPM MYXJIMH, OCKUIBKH 4acToTa HOCIHCTBA
B momyJAmii Moxke gocsrata 50 Y.

8.6. MOKJIMBICTD
MOJIEKYJISIPHO-TEHETUYHOI
JIATHOCTUKUA ITYXJIMH

OjHe 3 TOJIOBHUX 3aBJaHb OHKOJOTIl — paHHE
BUSIBIICHHSI TTyXJIMHU (JTIKyBaHHS THM e()eKTHUBHIIIIE,
YuM paHiliie BOHO posnouate). [leprmionpuauHoro i
PYLIHHOIO CUJIOI0 KaHLEPOTeHe3y € YUIKOJKEHHS
MIPOTOOHKOT€HIB, T€HIB-CYIIPECOPIB, T'€HIB-MYTaTOPIB
1 IeSIKUX HIIMX (YHKIIOHAIBHO 3HAUyIMX rexis. Li
nedekTu € He TiTbKH (PaKTOpaMU MATOTEHe3y, aye i
Mapkepamu nyxiauHU. [lomyk HaaiiHMX MapKepiB
MyXJIMHU, PO3POOKa METO/IB IIarHOCTUKY — MPEIMET
IHTEHCUBHOI KJIIHIYHOI 1 €KCIIEpUMEHTAJIbHOI Tepe-
Bipku. HuHi 111 po6oTa mpoBOAUTHCS B KITBKOX Ha-
npsiMax.

ITo-nepie, giarHocTuka cnaakoBUX (GopMm 3J10sIKic-
HHMX OYXJIMH Y TAK 3BAHAX paKkoBuX ciM’ax. [eski ¢pop-
MU 3JI0SIKICHUX MYXJIMH YCIaaKoBYIOThCs. CriaikoBi
(opMU 3TTOSIKICHUX HOBOYTBOPEHB 3yCTPIUAIOTHCS
MPaKTUYHO IIPH MyXJIMHAX BCIX JIOKAi3alii 1 B cepe/i-
HBOMY CTaHOBJIATH 5-15 % ycix Bumanki paky. [1pu
eMOpIOHAIBHUX MyXJIMHAX Y JIITEH YacTKa CIaIKOBUX
¢dopwm csirae 30-40 %. Binbicts ciagkoBux GopM 3y-
MOBJIEHA MyTaHTHUMH T'eHaMU-cynpecopaMu. Lli reHu
HUHI CEKBEHOBAHi, BUBYCHI HAWIIONMIMPEHII IX My-

Taiii. Y pakoBUX CIM’SIX MOXKHA BUSBIISTH HOCIIB ma-
TOJIOTIYHHUX I'eHiB Y cHOCIB 1 IiTeil XBOpOro, iarHoc-
TYIOYH TYXJIMHU HA JAOKIiHIUHIN cTasii. HociiB cnaj-
KOBOI MyTallil TeHa BKJIIOYAIOTh y TPYIY PUBHKY IJIS
MOAANBIIOrO KIIHIKO-T€HETUYHOTO MOHITOPUHTY.

Tak, y bopMyBaHHI ClIaJIKOBOI CXUIIBHOCTI 710 paKy
MOJIOYHOI 3aJI031 Ta S€YHUKIB BEJIMKE 3HAYCHHS Ma-
10Th Ba Tehu — BRCA1 (17q21) 1 BRCA2 (13q12.3).
Pusuk paky MOJIOUHOT 3271031 Y HOCIHOK MyTaHTHOTO
reHa ctaHoBuTh 85 % mo 70-piunoro Biky. [1pu cro-
pammyHux GopMax paky MOJIOYHOI 3aJI03U MyTallil
[UX TeHIB BUSBISAIOTHCS pigko. ToMy TecTyBaHHS
BCHOT'O HACEJICHHS Ha HOCIMCTBO IILOTO T'eHa HHHI €KO-
HOMIYHO HEBMIIPABJAHE, OCKIIbKUA YacTOTa MYTalliif
BRCAI abo BRCA?2 B nonynsuii HeBennka. BoHa xo-
nmuBaeThbes Bim 1:500 mo 1:2000, 3a J7aHUMU Pi3HUX T0-
CJIITHUKIB.

IHImEe ceplio3HE OHKOJIOTIUHE 3aXBOPIOBAHHS —
CIMEHHUH aJICHOMATO3HMI TOJIMO3HMI paK TOBCTOL
KMIIKK (cuHapoM JliHua). Mloro yacrora cTaHOBUTH
1:8000 HOBOHApOIKEHNX. 3aXBOPIOBAHHS 3yMOBJICHE
MyTamiero reHa-cymnpecopa APC (5q21-22). Bussie-
Ho Ounbire 300 MmyTariii uporo rema. ¥ 95 % HocIiB
MYTAHTHOTO T€Ha PAaHO YH ITI3HO PO3BUBAETHCS pak,
npuyomy B 60 % came us ¢popma paky, a B 40 % —
paK iHIIMX BiIJiNTIB HUTYHKOBO-KHUIIKOBOTO TPAKTY.
OrmnucaHo ¥ MyXJIMHU 1HIIUX JOKaJTi3allii.

CrnaIkOBHI HEMOJIMO3HUKA KOJIOPEKTAJbHUI paK
3YMOBJICHHUI MYTAIIi€X0 OJTHOTO 3 YOTUPHOX FeHIB-MY-
TaTOpiB, MO0 OepyTh yuacTh y penapami JHK —
MSH?2 (2p22-p21), MLH1 (3p21.3), PMS1 (2q31-q32),
PMS?2 (7p22). Pusuk po3BUTKY paKy y HOCIiB reHa y
Bili 10 70 pokiB ctaHOBUTH 91 % y 4oIOBIKiB 1 69 %
— Y XIHOK. Y HOCIIB TeHa OITMCaHO He TUTbKU paK TOB-
CTOI KMILKH, ajie 1 MyXJIMHU IHIIOI JIoKamizamii (pak
€H/IOMETpisl, MOJIOYHOI 3aJI03U, S€YHUKIB, IUTYHKA,
TOHKOT KUIIIKH Ta iH.).

MoxIMBa TaKOX MOJIEKYJISIPHO-TeHETUYHA Jliar-
HOCTHKA ¥ HIIKUX CIIaJIKOBUX POPM MyXJIUH.

BimHOCHMI pU3WK paky y JIOJICH 3 YPOIKCHIMU
MYTallisIMH B TeHaX-cymnpecopax 36utbieHa B 1000—
10 000 pasiB, a y AeIKHX BUMAJKAX BIpOTiHICTb PO3-
BUTKY IyxJiuH ctaHoBUTh 100 %. ITpoTe uacrora ca-
MOTO LBOTO siBUINA (YCIaJKOBaHOI MyTalliil) BKpai
mana — He yacrime 1-5 sunagkis Ha 100 000 xuso-
HapoKeHUX. BiANOBIIHO HU3bKA 1 YACTKA CHAAKOBUX
(hopM 3ITOSKICHUX ITyXJIUH.

[To-apyre, nomyk reHeTHYHNX MAPKEPIB cropaany-
HHUX (opM 3i10aKicHIX myXJmH. [{J1s1 Aeskux Gopm myx-
JUH BUSIBJICHO HaAiiiHI Mapkepu. Hanpukian, kio-
YOBY pOJIb Yy PO3BUTKY paKy IIMIKKA MaTKU BiJirpa-
10Th Bipycu marmijgoM roguaud (HPV) tumis 16, 18 1
cnopigaeHi iM. Bussrnenns JJTHK Bipycy moxe OyTu
OCHOBHUM MapKepOM IIi€] ITyXJIMHU.

[MIpore MonexynspHO-TeHETUYHA JIaTHOCTHKA
OLTBLIOCTI IMYXJIMH — 1€ JOCTATHBO CKJIaIHa Ipo0Ite-
Ma. Y pi3HHX XBOPUX OJIMH 1 TOW CaMUil TUT ITyXJIU-
HU MOX€E OyTH CIIPUYNHEHUH MYTaIisIMA PI3HUX IeHIiB
(ab0 pi3HUMHU MYTAIlISIMUA OJTHHX 1 TUX )K€ TeHIB), IHOI
HE MYyTAaIisIMH, a eMIreHeTUYHUMU MPOoLeCaMu — I10-
PYIICHHSIMH MPOLIECY METHIIYyBaHHS, TOOTO KOXXHA
MyXJIMHA Ma€ YHIKaJIbHUN «T€HETUYHUH MOPTPET».
Tomy fy1st 1IarHOCTUKU HEOOX1IHO BUKOPUCTOBYBATH
HE OJIWH, a TpyIy MapkepiB. Baxmuso Te, mo JJHK-
MapKepH IyXJIMHU MOXYTh OyTH BUSBJICHI Y BUIILICH-

159



HSIX JIFOOUHM (Y ceui — IPU paKy ceuoBOTO Mixypa i
HUPOK, y (eKajisix — IpH paky TOBCTOI KULIKH, B
COKY MiJIITYHKOBOI 3aJI03U — IPU PaKy LbOTO opra-
Ha, B CJIMHI — IIpU IYXJIMHAX POTOBOI IOPOKHUHM, B
MOKPOTHHHI Ta 3MHUBaX OpOHXIB — MpHU paky Jie-
reHiB). YacTo reHo/IiarHOCTUKA OUTBIN YyTJIMBA, HIXK
3BUYAHI KJIIHIYHI MeToau. Hanpukiaza, npu mnepe-
X1THO-KJIITUHHIN KapIUHOMI CEUOBOT0 MiXypa Xapak-
TepHI 3MiHU MIKPOCATEJIITHUX MapKEPiB BUSBIISIOTh-
Ccs B cedl 3a KUIbKa MICAILUB O IIMUCTOCKONIYHOTO
MATBEP/KCHHS PEIUIUBY TTYXJIHHU.

BcranoBnieHo, M0 MpH MyXJIMHAX Pi3HOI JIOKAJTi-
3auii JJHK-mapkepu nyxe paHO BUSBISIOTHCS B KPOBI
Ta ceui xBopux. CydacHi BUCOKOUYYTIUBI METOIH
JHK-miarHOCTUKY TO3BOJISIIOTH iX BUsBUTU. Came 3
IIMM HaIIPsIMOM MOXKYTh OYTH TTOB’sI3aHi HaIii BiTHOC-
HO PaHHBOI IATHOCTHKH 1 CKPUHIHTY.

Tperiii Ba:IMBHI HANPSIM — BHBYEHHS «T€HETHY-
HOTO MOPTPETa» MyXJIMHH (TOOTO JNEeTAJIbHMN aHAI3
3a nonomororo JJHK-4imiB cykynHOCTI MOIIKOIKEHUX
1 eKCIIpecoBaHMX T'eHIiB MyXiuHu). Lle BaxmBo ajis
MIOJAJIBLIOrO MPOTHO3Y 3aXBOPIOBAHHS, BU3HAUCHHS
YYTIMBOCTI IO XIMIOTIpEnmapaTiB i ONPOMIHIOBAHHSI,
OIIHKY CXWJIBHOCTI YXJIMHH JIO PEIM/IUBIB 1 MeTacTa-
3yBaHHS.

VY neskux BUIAJKaX F€HOTUILYBAHHS JO3BOJISE
nigidbpaTt naroreHeTHUHy Teparnito. Hanpukian, npu
paKy MOJIOYHOI 3aJI03U Y JESIKUX XBOPUX MOXKe OyTH
AKTUBOBaHUN OHKOTeH ERBB2, Akuii KOAye pelenTop
JI0 eTiJIepMalibHOTO (paKkTopa pocTy. Bucokuii piBeHb
6inka ERBB2 Bka3ye Ha HecIpUATINBUN Nepedir 3a-
XBOPIOBaHHs. Bucoka ekcrpecis reHa Kopeioe 31
CTIMKICTIO MMyXJIMHU A0 XimionpernapaTtiB. Huni onep-
KaHO INpenapar repuenTHH, SKUil BAKOPUCTOBYETHCS
JUTSI JTIKYBAHHSL PAKY MOJIOYHOT 3aJI03U 3 MiJBUIIECHOO
excrpeciero ERBB2. TlpenapaT BUTOTOBIICHH Ha OC-
HOBI MUIIIAYMX AHTHUTLI JIO JIOMEHY perentopa. Buko-
pUCTaHHS Ipenapary HiABUIIYE YyTIUBICTh MyXJIHH
JI0 XiMmioTepartii.

YeTBepTHii HANPAM — NOIIYK IeHiB CXUILHOCTI 10
nyxJuH. /o TeHIB CXMIIbHOCTI HajexaTh T€HU perna-
pawii IHK, a Takox reHu, BIANOBIJaJIbHI 32 MeTa-
00J1i3M KaHIEPOTEHIB, X aKTUBAIIIIO, JETOKCUKAIIIO
(tabmn. 8.4). HecipusiTnuBuii (beHOTUIT MOXKeE 3yCTpi-
yatucs y 30-50 % HaceseHHs.

CKpHUHIHT HaCeJIeHHS Ha HOCIMCTBO TE€HIB CXUJIb-
HOCTI — II¢ IEPCHEKTUBHUI HATIPSAM MPO(IIaKTUIHOT
MEIUIIMHA MaiOyTHROTO.

KOHTPOJILHI MTUTAHHS
JIO PO3JLTY 8

1. MyxnuHK K MyJabTU(AKTOpiaJIbHA TATOJIOTIS
Ta XBOpPOOM, 3yMOBJIEHI MYyTallisIMH COMAaTUYHHUX
KJIITHH.

2. BigMIHHOCTI MyXJIMHHUX KJIITUH BT KJIITHH HOP-
MaJIbHO1 TKaHUHU.

3. Perynsuis MiToTu4HOro nukiy. KoHTponbHO-
MIPOITYCKHI IYHKTH.

4. 3aranpHa XapaKTepHUCTUKA T'eHIB, BIAMOBIAATb-
HUX 32 PO3BUTOK IYXJIMH.

5. BipycHi OHKOTEHH.

6. Mexani3mu aii npoTooHkoreni. nsxu mepe-
TBOPEHHS IPOTOOHKOTEHIB HA OHKOTEHHU.

7. T'enu-cynpecopu myxJIMHHOTO pocty. Ilpukia-
[ CHIaIKOBUX IYXJIMH 1 OHKOT'€HETUYHUX CUHIPOMIB.

8. MexaHI3MH TOMO3UTOTH3AIlil MMPU CITATKOBHX
nyxinuHax. [imore3a Knudson.

9. 3HaYeHHS TeHIB-MYTaTOPIB.

10. KanueporenHi ¢aktopu.

11. BukopucTaHHs MOJIEKYJISIPHO-T€HETUYHUX Me-
TOJIB B OHKOJIOTII.

KoHTpobHO-HABYAILHI MUTAHHS
OO0epiTh OAHY BIMOBIIb.

1. ®opmyBaHHS 3MOSIKICHOI MYyXJIMHU TIOB’SI3aHE 3
MEBHUMHU KJITHHHUMH T€HAMH, SIKI B HOpMi aKTHUBY-
FOTh MITO3 KJIITUH. AKTHBaIlisg abo Momudikalis ix
(YHKIIIN iCTOTHO MPUCKOPIOE Mpostidepallifo KIiTHH.
HazBith 1i rexu:

A. TIporooHKOTreH!

B. IMyxnuHHI cynipecopu

C. T'enn, mo 6epyTs yuacts y penapanii JJHK

2. MimeHsaMu Jii MPOTOOHKOTEHIB €:

A. I'eHu, sIKi CIPUSAIOTH ATIOINTO3Y

B. ®akTopu pocty, peienTopu A0 GaKkTOpiB POCTY
C. PeuennTopr aHTUMITOTeHHHX (DAKTOPIB

D. AKTHBaTOp aHTUMITOT€HHOI'O I'eHa

E. Iaribitopu (axTopiB, 10 CTUMYITIOIOTH MITO3

3. BuIblIicTh ciaKoBUX (GOPM MyXIIUH 3yMOBIIE-
Ha yCIaJKyBaHHSIM MYyTAaHTHUX:
A. OHKOreHiB

Tabmumus §8.4. T'enn cXHIBHOCTI 10 MyXJIHH

l'en Myrauis/ [MepBuHHMIT nedekT Hacrora 3axBOPIOBaHHS
noiMop¢izm P s B MOMYJIALi, %0 p
GSTM1 Del/del IMopymenns ¢azu 11 gerokcuxarrii 40 Pak Jerenis,
€HIOMETPIO3
NAT?2 Miccenc-myraniss | [Topymennst daszu 11 nerokcukarrii 50 Pax nereHis, pak
yepe3 3MEHIIICHHS KiITbKOCTI Oiika CEUOBOIr0 Mixypa,
abo0 HMOoro MIBUIKUN PO3Mal pax MOJIOYHOL
3aJ1031, paK TOBCTOI
KHIIKH
P450141 |Exon 7 A-C Ile-Val | ITopymennst ¢aszu I gerokcukarii 7 Pax nerenis
(CYPIAI)
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B. I'eniB-cympecopis
C. I'eniB-myTaTopis

4. Y XBOpOTO IiarHOCTOBaHO CHHApoOM JIi —
®paymeHi (MHOKHUHHI IEPBUHHI ITyXJIMHK). MyTalli€ero
SIKOTO T€Ha 3YMOBIICHHI CHHIIPOM?

A. p53

B. RAS

C. SRC

D.c-MYC

E. BRCA (1, 2)

5. Y 50 % ycix ciopagu4HUX MyXJIWH CHOCTEpi-
raeTbhca MyTalis reHa p53. Slki mpoliecu B KIIITHHI BiH
KOHTPOJIIOE B HOpMi?

A. IToBeprae nudepenniioBani KITHHU 3 Gy-Iie-
piojly B MITOTUYHHUHN ITUKI

B. Koaye penentopu 10 pakropa pocty

C. AnantepHuil OUIOK, SIKMIi TIepenae CUTHAI Bif
peuenTopiB GakToOpiB POCTY B AAPO

D. 3amyckae nmporpamy amonrto3y MpH MOIIKO-
JUKEHHI TEHETUYHOTO anapaTy KIiTHHH

E. Konye pepmenTtu penapanii JHK

6. V 10-piuHOTrO XJIONMYMKA BIAKPUTI IUISHKU
HIKipH TiIepHIirMeHTOBaHi, 3 JACTOBUHHSAM, TeJIeaHTi-
eKTa3isMu, Keparo3oM. Ha ry0i 3yosikicHa TyXJIMHA.
CuMIITOMH TTOB’s13aHi 3 mopyIeHHsM penaparii JITHK,
MOIIKOJIKEHO1 yIbTpadioleTOBUM NTpoMiHHAM. ia-
THO3 3aXBOPIOBAHHS:

A. CimeitHa MenaHoMa

B. Cunnpowm Jlinua

C. Petuno0bacroma

D. IlirmeHTHA KCepoaepMa

E. Cunnpom Xinmens — Jlinnay

7. OnHa 3 popM crlagKOBUX MYXJIUH TOBCTOI KHII-
KM JIFOJIMHU (CMIaIKOBUH MOJIINO03) 3yMOBJIEHA IHAKTH-
Batiero reHa A PC, sxuii konye pepMeHT yOIKBITHHITI-
rasy, 10 MPUCKOPIOE PO3IMal CTUMYJISTOPIB MITO3Y

muktiny B i B-xarteniny. o sKoi rpynu reHiB Haje-
JKUATH 1IeH MyTAaHTHUHN TeH?

A. Onkorenu

B. IIporoonkorenu

C. I'enu-cynpecopu

D. I'enu-mytatopu

8. Y MonekynapHo-reHeTu4Hil 1abopaTopii oOcTe-
JKYETBCS 3I0pOBa *kiHKa 22 pOKiB, y MaTepi Ta 6a0yci
sIKOi OyB pakK MOJIOYHOI 3aJ103H. Y JKIHKH BUSIBJIICHO
MyTaHTHUH reH BRCA 1. BiporiiHICTh pO3BUTKY PaKy
MOJIOYHOI 3aJI03U Y JKIHKH CTAHOBHT:

A.0%

B.5%

C.25%

D. 50 %

E.85%

9. Ha omHOMY 3 MiANPUEMCTB XiMiYHOI TPOMUCIIO-
BOCTI OOCTekeHa rpyna poOiTHHUKIB, Ki KOHTAKTYIOTb
3 apOMAaTUYHUMH aMiHAMH, 3 METOIO BU3HAUCHHS aK-
TuBHOCTI hepmeHTy N-anetuntpancdepasu. Bussie-
Ha rpyma ocib — IMOBUIbHUX aleTHISTOpiB. SIki ma-
TOJIOTIYHI CTaHM MOXYTh PO3BUBATHUCS Y 1€l rpymnu
poOiTHUKIB?

A. Emoizema nerenis

B. Pak MosnouHoi 321031

C. Pak ceuoBoro mixypa

D. MHOXUHHI €HJIOKPHHHI Heorntasii

E. PerunoGmnacroma

10. ¥ 1971 p. Knudson 3anponoHyBaB rimoresy
JIBOXY/IAPHOTO MeXaHi3My romo3urorusauii. L rimo-
Te3a MOSCHIOE:

A. MexaHi3M [1ii OHKOTeHIB

B. MexaHi3M MepeTBOPEHHSI MPOTOOHKOTEHIB Ha
OHKOT'€HH

C. PO3BUTOK MyXJIMHU NP YCIIAJKyBaHHI MYTaHT-
HOTO reHa-cynpecopa

D. Pemapamiro JIHK

E. MexaHi3M Jii MpOTOOHKOTCHIB
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Pozoin 9

BPO/’KEHI BA/IU PO3BUTKY

9.1. BPOJKEHI BAJIN
PO3BUTKY: 3ATAJBHI
MOHATTS, TTOTYJISLIIHA
YACTOTA I [IMTOMA BATA B
CTPYKTYPI 3AXBOPIOBAHOCTI
I CMEPTHOCTI

Hayxa npo Bpomxkeni Bagu po3Butky (BBP) Ha-
3UBAETHCS TEPATOJIOTIEIO (Tpell. teratos — MOTBOPA).
TepaTosioris BUBYA€E €TIOJOrIIO0, MATOTeHE3, KIIIHIUHI
MIPOSIBH, METOJIM JTIATHOCTHKH, JTIKYBaHHS 1 Tpo¢iIax-
THUKY BPOJKEHUX BaJl PO3BUTKY.

3a Buznauenusm I. 1. Jlastoka i cmiBasr. (1991),
«BPOJDKEHA BaJia PO3BUTKY — CTilika MopdoJsoriuHa
3MiHa opraHa abo BCbOTO OpraHi3My, 1[0 BUXOJUTH
3a MeXI HOpMaJIbHOI Bapiallii Horo 0y10BH, MOPYNIIyeE
¢yHKIII0 opraHa i (a00) CIPUYMHIOE KOCMETUYHHIMA
nedexr». Lle Banu, ki BUHUKIN BHYTPIIIHBOYTPOO-
HO B PE3YJIbTATI MOPYLIEHHS TiCTOTeHe3y 1 opraHore-
He3y. SIk mpaBUIO, BOHM IiarHOCTYIOTHCS IIPU HApO-
JOKEHHI, ajie iHO/1 (PEHOTHUITIYHO BUSIBISIOTHCS BXKE
TICIISE HAPOJKCHHS TUTHUHU (pe3ysIbTaT MOPYIICHHS
MOCTHATAIBHOTO (hOpMyBaHHs opraHa). [Ipukiaga-
MU Ba/l, IO BUSBIISIOTHCS ICIsI HAPOKEHHS, MOXKYTh
OyTH HezapolleHHS! 60TaIo0BOI MPOTOKH, Baau PO3-
BHUTKY 3yOiB.

SK CHHOHIMHU BPOJ/KEHOI BaJH PO3BUTKY B Me-
JIUYHIN JTITepaTypl BAKOPUCTOBYIOTBCS TAKOXK TepMi-
HU: BpOJDKEHa Baja 1 Bajia PO3BUTKY. TepMiH «Io-
TBOPHICTB» SIK CHHOHIM BaJI PO3BUTKY HUHI HE BUKO-
PUCTOBYIOTH 3 JACOHTOJIOTIUHUX MpUHIUMIIB. [ToHST-
TS «BPOPKEHA aHOMAJTisD» € INUPIINM. BOHO BKITIOUaE
HE TUTBKH BaJId PO3BUTKY (MOPQOIIOTiUHI 3MiHU Opra-
HAa), alie i crajKoBi XBOpOOU OOMIHY.

Taxum unHOM, BBP — 118 Tpy6Mit Mopdomoriunuit
(aHaToMiuHMi1) nedeKT PO3BUTKY 3 MOPYIICHHSIM
¢yHKLII opraHa 41 BCbOrO OpraHizaMy abo BelHka
anomMautist po3Butky (BAP).

Cnin qudepeHIiioBaTH TEPMiHU: BPOJDKEHI Bau
PO3BUTKY 1 MiKpoaHOMaJIii po3BUTKY. MikpoaHoMatii
po3eutky (MAP), abo cturmu nuzeMOpiorenesy, —
MOpP(OJIOTIYHI 3MIHM OpraHa, siki BUXOJATh 3a MEXi
HOpMaJIbHOT Bapiamii OyJ10BH, ajie HE MOPYIIYIOTh
oro (yHKIIIO 1 HE € TPUYNHOIO KOCMETHYHHX JIe-

162

(bextiB. MoxxHa aaTu iHme Bu3HayeHHs:: MAP — 1ie
MopdoJToTiUHI 3MiHH OpraHa, sIKi He MTOTpeOyIoTh KOC-
MeTHYHOT a00 OYab-SKOI 1HIIIOI MEIUYHOT KOpeKIii. B
HOPMI y 3I0pOBOi JIFOAMHU Moxe O0yTu Big 0 1o 6
MiKpoaHOMaIlil pO3BUTKY (IIpUpOCIA MOYKA ByXa,
EMiKaHT, «TOTUYHE» MiAHEOIHHS, KIMHOAAKTHIIIN
MI3HHIIB TOII0). Benuka ix KiibKicTh 2060 crienudiv-
HE MO€eAHAHHS MOYKe OYTH CUMITTOMOM CITa/IKOBOI Ma-
TOJIOTII, TOJI XBOPU TOBUHEH IPOUTH peTebHE Te-
HETHUYHE OOCTEKEHHSI.

Skio MikpoaHoMadii pO3BUTKY MOXYTh OyTH Ba-
pilaHTaMu HOPMH, TO BPOJIIXKEHI Ba PO3BUTKY — II&
MaToJIOTisl.

BigMiHHOCTI B ITOKa3HMKAaX YaCTOTH BPOJKEHHX
BaJl MAalOTh PerioHajbHI OCOOJMBOCTI, 3aJIeXkKaTh BiJ
MOBHOTH OOJIIKY, YITKOCTI MOHATTS (IO caMe HaJle-
*KuTh 40 BBP), urcenpHOro, HaliOHAJIBHOIO 1 BIKO-
BOT'O CKJIaJly ITOCIiIKYBaHOI MOMYJISILIi, ICTOPUYHHUX,
€THIYHUX 1 jeMorpadiuyHux ¢GakTopiB, reorpadiuHux
1 ekooriyHux ymMoB. CepemHs 4acTOTa BPOIKCHUX
BaJl PO3BUTKY Y HOBOHAPOKEHUX CTaHOBUTH 20-30
Ha 1000 HOBOHapokeHUX. baraTo Bam miarHocry-
I0TBCSl B MI3HIIIOMY MEPioJii, TOMY KUIBKICTh IiTeH 3
BaJaMH 10 ABOPIYHOIrO BiKy Moxe gocaratu 50 Ha
1000 ocib, a no m’stupiynoro — 80 na 1000.

B Vkpaini B 1993-2001 pp. cepeans yactora Bpo-
JUKeHUX Baj po3BUTKY Ha 1000 *XuBUX HOBOHAPOIKE-
Hux Oyna 27,34 (tabn. 9.1). ¥ 2001 p. wacToTta BpoO-
JOKEeHUX BaJ po3BUTKY cTaHoBmia 30,5 Ha 1000 xu-
BUX HOBOHapokeHux. Y 2001 p. Bpo/ukeHi Baau po3-
BUTKY CTAHOBWIHU 2,9 % y CTPYKTYpi 3aXBOPIOBAHOCTI
13,1 % B CTPYKTYpi CMEPTHOCTI JIITEH MEPIIOTO POKY
HKHUTTA.

Ha gactoTy 6arathox Baa pO3BUTKY BIUIMBAIOTH
BiK 0aThKIB, C€30HHI (haKTOpH.

Yacrora Baj i Bik matepi. Cungpom lepereBch-
koro — TepHepa, cunapom JlayHa, Bajii pO3BUTKY
OITOPHO-PYXOBOI CUCTEMHU 1 OPTaHIB AUXaHHS YacTi-
1€ 3yCTPIvaloThCsl Y JITEH, 0 HAPOJIWINCS B FOHUX
MatepiB (Mojonme 19 pokiB), HXX y MaTepiB BiKOM
22-35 poxkis. Ile Moxe OyTH MOB’sI3aHO 3 HEJOCTAT-
HBOIO 3PUTICTIO TOPMOHAIBHOTO KOHTPOIIIO OBYJISLIL
i peHOMEHOM «IIEepe3piBaHHSI CTATEBUX KIITUH». Y
MaTepiB crapire 35 pokiB 30LTbIIeHA KUTBKICTD MIiTCH
3 cunapomamu [layna, Ilatay, EnBapaca, Bagamu
po3sutky ILIHC (ocobnuBo Bumaaku aHeHiedaii
IJI0/1a Y BIIEPIIIe HAPOJPKYIOUUX KIHOK). 30LIbIICHHS



Tabnuus 9.1. YacroTa BpoKeHUX BaJ
po3BUTKY B Ykpaini (1993-2001 pp.,

Tabmuus 9.2. Knacudikauis
Bpomxkennx Baj po3sutky (I'. W. Jlasiok, 1991)

Ha 1000 :XMBUX HOBOHAPOIKEHUX) e ——— Tpyru Bajt
Pix YacToTa BpOMIKEHUX 3a eTioNOTiYHOI0 03HAKOIO Criaaxosi
BaJl PO3BUTKY Exsorensi (TepaTorensi
1993 22.3 MybrudakropianbHi
1994 24.6 Ba HeBCTaHOBICHO
eriosorii
1995 24.8 . . - -
3anexHO Bif MOCIIIOBHOCTI IlepBunH1
1996 27,3 BUHUKHEHHS Bropumnni
1997 27.9 3a obcAroM ypaxeHHS [30/1p0BaHi
1998 29,9 1 IOIIMPEHOCTI B OpraHi3mi CucreMHi
1999 28,2 MHOXUHHI
2000 30,6 3anexHo Bifl yacy ' 1];aMeTonaT.i.'1_'
2001 30,5 BUHUKHEHHS B OHTOT€He3i TacTonaTii
. Em6pionatii
3a 9 pokiB 27,34 ®deronatii

YACTOTH XPOMOCOMHHUX TPUCOMIii 3 BIKOM IOSICHIOETh-
cs OIMBIIMM TEPMIHOM BiJl MOYATKYy OBOIEHE3Y JI0
WOTO 3aBEPIICHHS.

Yacrora Baj i Bik 6aTbKka. 3 BikoM 0aTbhka 30171b-
HIYEThCS YaCTOTAa HAPOJKEHHS JIiTel 31 IUIMHAMHU
ryou i miHeOiHHS, MOHOTEHHUMH JIOMIHAHTHUMH Ba-
JTaMHU pO3BUTKY (aXOHApOILTa3is, CAHAPOM Arepa Ta
1H.), 110 MOSICHIOIOTh OCOOJIMBOCTSIMH CIIEpMATOTCHE-
3y. Cnepmartorene3 TpuBae 0ju3bko 70 116, mpoTsi-
roM KOoXHHX 70 7i0 mOomepeTHUKH CTATEBUX KIIITHH
MPOXOJATh BCi CTail PO3BUTKY (PO3ZMHOXEHHS, POC-
Ty, Ao3piBanHs i popmyBaHHs). Po3MHOXEeHHS — 1ie
MITOTHYHI TOIIUIM CIIEPMATOTOHIiB. UM cTapIiuid
YOJIOBIK, TUM OUTBINY KUTBKICTh MITO31B IPOXOJISTH
CIIepMaTOTOHII 1 THM OUTbIIE pa3iB BiIOYBAIOTHCS pe-
nymrikanii JJHK. Pexymmikanis JJHK — ue Toii npo-
1IeC, MPU MOIIKOJ/DKEHHI SIKOT0 HaiuacTillle BUHUKA-
I0Th TeHHI MyTanii. TakuM 4YMHOM, 3 BIKOM y 4O-
JIOBIKIB IMABUINYETHCS IMaHC TCHHUX MyTallii (He
TUIbKYM JOMIHAHTHHX, & U PEIECUBHUX, aJIe JOMi-
HAHTHI BUSBIISIOTBCS BiJIpa3y B IIEPIIOMY ITOKOJIIHHI).

Ce30HHi 3MiHH B 4acTOTi BPOKEHUX BaJ PO3BHT-
Ky. Hepo3xokeHHsT XpOMOCOM B IEPIIOMY MOJLTI
MeH03y IIpU OBOTEHE31 YaCTIIlle CIIOCTEPIrae€ThCsl B TUX
BHUIIAJIKaX, KOJU 3a4aTTs BiIOYBA€THCS B JIOTOMY,
Oepe3Hi, KBiTHI, TpaBHI 1 )KOBTHI. Lle mpu3BoauTH 10
OUIBIIIOT YACTOTH CIIOHTAHHHMX a0OPTIB 1 XPOMOCOM-
HUX XBOPOO Y HOBOHApOIXKeHUX. MiHIMallbHA YacTo-
Ta HEPO3XOJ/KEHb, AKIIO 3a4aTTs BinOyBaeThCs B
YepBHI, JIMITHI, CepIHI, JucTonaai i rpyaHi. Ce30HHI
BIAMIHHOCTI IOSICHIOIOTBCSI 3aTPUMKOIO OBYIIAIII ¥
JKIHOK B 3MMOBO-BECHSIHHI 1 OCIHHIN Tepioau 1 (eHo-
MEHOM «IIepe3piBaAHHS CTATEBUX KIIITHHY.

9.2. KIACUDIKALIA
BPO/’KEHUX BAJl PO3BUTKY

BpomkeHi Baji pO3BUTKY PO3PI3HSIOTH 3a €Ti0N0-
ri€ro, MOCIIIOBHICTIO BUHUKHEHHS, JIOKANI3AllI€I0 Ta
MOIIMPEHICTIO B Opraxi3mi (Tadir. 9.2).

1. 3a eTioJiori€r0 PO3PI3HSIOTH TaKi TPYITU BPOJIXKeE-
HUX BaJ:

— CHAaJKOBI Ba/I — BUHHUKAIOTH Y PE3yJIbTATI MY-
Taliil (reHHUX, XpOMOCOMHUX 200 TEHOMHUX); TIPU-
YUHAMU MOXYTb OyTH TaKOX YHIITapEeHTHA 130/IMCO-
Mist ab0o JHMCOMisl, TeHOMHUN IMIPUHTHHT. XPOMO-
COMHI Ta TeHOMHI MyTalIlii PU3BOJISATH 10 XPOMOCOM-
HUX XBOPOO, SIKi BUSBIISTIOTHCS CHHIPOMAMHU MHOYUH-
HUX BPOJKEHUX BaJl PO3BUTKY. MOHOTEHHI BaJu MO-
KYTbh OyTH 130JIbOBAHMMU, CHCTEMHUMH i MHOXXMHHH-
Mmu. [Ipukiagm MOHOTEHHHMX BaJl PO3BUTKY 3 Pi3HU-
MU TUIIAMHU YCIIAKYBaHHs HaBe/leHo B Ta0i. 9.3. Jlis
baraThboX BaJl XapaKTepHa FeHETUYHA TeTePOTreHHICTh
(MyTanii pi3HUX TeHiB MOXYTb IIPU3BECTH 10 popmy-
BaHHS OJIHIET 1 Ti€T 5K BaJIn);

— eK30T'eHHI (TepaToreHHi) BaJu PO3BUTKY — 3Y-
MOBIJIEHI €0 TepaTOreHHUX (pakTopiB Oe3nocepe-
HbO Ha eMOpioH abo I (TepaToreHHi (aKTopu —
e pakTOpH CepelloBHINA, SKi MOPYIIYIOTh eMOpio-
HaJIbHUH PO3BUTOK 1 MPU3BOIATH 10 (GOPMYBAHHS
BaN);

— MyJbTH(AKTOpIaNIbHI Bau — 1€ BaJH, CIIPU-
YUHEHI MMO€JIHAHOIO Ai€10 TeHETUYHUX 1 €eK30T€HHUX
(haKTOPIB, )KOEH 3 IKUX OKPEMO He € IPUUNHOIO BaAU
(Tabm. 9.4);

— BaJy HEBCTAHOBJICHOI €TiOJOTIl (Baju, TOUHY
MPUYMHY KX BCTAHOBUTH HE BJAETHCH).

3rigHO 3 TaHMMU PI3HUX aBTOPIB, CIIAJKOBI BadH
CTaHOBIATH Npubau3Ho 20-30 %, ex30reHHi (Teparto-
re’Hi) — 2-5 %, mynpTudakropiansai — 30-40 %,
He3’sicoBaHoi eTionorii — 25-50 % (H. I1. Bouxos,
2001 p.).

IMpore pakTuyHO ponb TeHOTHITY Y POpMYyBaHHI
BaJ 3HAYHO Oinbina. baraTo Baj HESICHOI €TiONOTiI,
MaOyTh, 3yMOBJICHI TAKMMH T'€HETUYHUMH (haKTOpa-
MU, K HOBI JIOMIHAHTHI MyTallii, MiKpoJieenii, yHi-
MapeHTHa JUCcOMisl abo 130IUcOMisl, BTpaTa IMIpUH-
THUHTY. YTOYHEHHS TeHETUYHOTO JIIarHO3Y TaKHUX BaJl
noTpeOye BUKOPHUCTAHHS CIIEIIAIbHIUX METO[IB Jia-
THOCTUKH.

2. 3a/1e’HO Bijl NOCTJOBHOCTI BHHUKHEHHS PO3Di3-
HSIOTh TIEPBUHHI Ta BTOPUHHI BpoKeHi Baau. Ilep-
BUHHI BaJli BUHUKAIOThH Oe3MocepelHho BiX Aii eTio-
noriuHoro ¢aktopa (MyTalii i/abo TepaTOTeHHOTO
(haxTopa). BropuHHi Baii € yCKJIaJIHEHHSIM TIEPBUH-
HMX Baj 1 3aBXKIU ITATOMEHETUYHO 3 HUMHM ITOB’sI3aHi,
TOOTO € «BamaMu Baa». Hampukian, HacmigkoMm Ta-
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Tabmuus 9.3. MoHoreHHi BpokeHi Bau PO3BUTKY
3 Pi3HHUMM THIAMH YCHAIKYBaHHS

IMpukTaan MOHOTEHHUX Bal Tur ycmaakyBaHHS

I301b0Bani Bagu
HepsoBsoi cucremu:

— rigponedatis, 3yMOBJIEHa CTEHO30M XP
CHJIbBIEBOT'O BOJOIIPOBOLY;

— Mikporedatis AP
Oka:

— aHipuzis; Al
— KaTapakTa, AJI/AP
— MiKkpodTanbMisi; Al/AP
— a”Ho(TaIBMis AP
KinmiBoxk:

— OpaxizakTuiis; ALl
— TIOJIIAKTHIIS;

— eKTPOJAKTHIIIS; ALl
T

— TIOJTKICTO3 HUPOK (JIOPOCIHI THIT) — ALl

BHSIBIIIETCS miciist 30 POKIB
CucremHi Baau

— axOHAPOILIa3is;

— HEJOCKOHAJIMH ocTeoreHe3 (ImiIBUIIieHa AJlI/AP
JIAMKICTh KICTOK, OJJAKHTHI CKJIEPH, OTOCKJIEPO3)

Puc. 9.1. Cungpom Mekkens
(OKMBIT 301IBIIICHUN BHACTITOK
MOJIIKICTO3y HUPOK, MO JAKTHIIiS,

eHuedaoiesne
Hegaouee) MHo:xuHHI BPO/KeHi Bai PO3BHTKY

— cunapom Arepa (akporedartisi, Mikpomedais, Al

CHH/IAKTHIIIsSl KMCTEH 1 CTiIl, PO3yMOBa BI/ICTAIICTD);

— cuHAPOM MeKkers (eHue(banouene, TTOJTITAKTHJTIS, AP

TMOJTIKICTO3 HUPOK) (puc. 9.1);

— cunapom Cwita — Jlemi — Omitia AP

(rimoTpodist mpu HAPOPKEHHI, MiKpoliedais (MyTaris reHa,

(puc. 9.2), cuHIaKTWIISL, TOIIAKTUIISA, Ba/IU CEpLIs, | sIKUil Oepe y4acTh

HHUPOK, JIeT€Hb, PO3yMOBA BIJICTAJIICTD); y MeTaboJIi3mi
XOJIECTEPOJTY)

— cunapoM Jlenna (ogHobiuHa aHO(TATBMIS
abo mikpodranbmis (puc. 9.3), mikpouedaris, cuH-
JAKTUIS, TIOJIAKTUIIIS, BaU CEPIIs, IUTYHKOBO-
KHIITKOBOTO TPAKTYy, HUPOK Ta iH.)

Ilpumimka. AJ1 — aBTOCOMHO-TOMIHAHTHUI TN ycnaakyBaHHs; AP — aB-
TOCOMHO-PEIECUBHUN TUN ycmaakyBaHHs; XP — perecuBHMM, 3UeIrUIeHUH 3
X-XpOMOCOMOIO THII YCITaIKyBaHHS.

Puc. 9.2. Cunnpom Cwmita — Jlemni — Omitua: @ — 30BHILIHIA BU- Puc. 9.3. Cunapom Jlenua (au-
IS, XBOPOTO, CaHIaIeno/i0Ha MUIMHA Ha CToIl; 6 — cnenudiuyae o0-  odranbmisi, BiICTOBOYypUeHi BYIIHI
JIYYst: KOPOTKHH HIiC 3 KUPIATHMH HI3IPSIMH, TITO3, IOBIUH (UILTP, MIKPO-  PaKOBUHH, By3bKe OOINYUs)

TeHis, MAKPOTIsL; 8, 2 — TOCTAKCIAIbHA MOJILAAKTIIIS KUCTI 1 CTOTIH
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Puc. 9.4. Anennedaris

rpuxa

Tabmuus 9.4. pukiaagu MyJabTudaKTOPiaIbLHIX
BaJl po3BUTKY (i30/IbOBaHMX i CHCTEMHHX)

Puc. 9.5. UepennHO-MO3KOBa

Puc. 9.6. CHUHHOMO3KOBa

Cucrema opraHis

IMpuxnanu Bag

CeprieBo-cyTHHA
cucTemMa

HedexT MixnepencepaHol
MIePErOPOIKU

HedexT MiKIUTYHOUKOBOI
MIEPErOPOIKU

Terpana Pamio
Ilepcucrentiis aprepianbHOT
MIPOTOKHU

Llentpanbua
HEpPBOBA CUCTEMa —
JeheKTH 3aKpUTTS
HEPBOBOI TPYOKH

Amnennedaitis (puc. 9.4)
YepenHo-MO3K0Ba Iprxka
(enredanorene) (puc. 9.5, 11.3)
CrnmHHOMO3KOBA TpUXa
(MeniHromiesonerne) (puc. 9.6)
Spina bifida

CeuocraTeBa Tnocnamis (puc. 9.7)
cucremMa AreHe3ist HUpOK
[rynkoBo- lneprpodiunmii miropocreHo3

rpuxa

KUILKOBUI TPaKT

Kimmmmonoricts

T limHa ry6u i/a6o miaHeOiHHs (uB. puc. 3.4)
Bpokennii BUBUX cTerHa

Puc. 9.7. T'inocnanis (yper-
pa y XJIOMYMKa BIAKPUBAETHCS
Ha MPOMEXHHI)

KOi TIEpBUHHOI BaJMu PO3BUTKY, SK diadparmaibHa
rpuwxa (puc. 9.8), € BTOpuHHa Baja — Tinoruiasis Jie-
reHiB. [eHeTHYHMI PU3UK 32BN PO3PAXOBYIOTh JUISI
IIEPBUHHOI BaJu.

3. 3a 06csirom ypazkeHHsl i HOIIMPEHOCTI B opranizmi
Ba/IM MIAPO3UISIIOTECSA TAKUM YUHOM:

— 13051pOBaHI (IOOAMHOKI) — JIOKATI30BaHI B Of-
HOMY OpraHi (IIJIOPOCTEHO3, MOJMIAAKTHIIS 1 T. iH.);

— CHCTEMHI — BaJu B MeXaX OIHI€l CHCTeMHU
oprasiB (Terpana dayo);

— MHoxuHHI (MBBP) — kommiekc 3 n1Box abo
Oinblle He 1HAYKOBAHMX OJJHA OJTHOIO BaJ PO3BUTKY
B pi3HMX cucTeMax. MHOXHWHHI BPOJKEH] BaJu Po3-
BUTKY MOXYTb OyTH IPUYMHHO (200 MaTOreHeTUYHO)
OB’ s13aHl a00 BUHMKATH LIIJIKOM BHUIIAJIKOBO.

[Ipu BUAiNEHH] TPYNIH MHOXUHHUX BPOIKEHUX
BaJl PO3BUTKY BPaxoOBYIOTh IEepBUHHI Baju. Hanpuk-
naj, mpu cUHApoMi JlayHa crocTepiraloTbesi MiKpo-
uedais, Baau cepls, TPABHOTO TPAKTY, iHOMI cedo-

BUJIUIbHOI cucreMu. Lle CMHAPOM MHOXUHHUX BpO-
JUKEHUX BaJl PO3BUTKY.

BoaHouac xomruiekc i3 giagparManbHOl TPHIKi,
rinorurasii jereHiB, MOPYyMeHHs JTOOYISIT MeUiHKK
HE CJIIJI BBA)KATH MHOKWHHHMH BaJaMH, OCKUIbKH
niaparManpHa rprka 3yMOBWJIA PO3BHTOK BiIoO-
BiIHUX BTOPMHHHX BaJj (TiloIiasii jgereHiB, mopy-
IeHHs JIOOY il nevwinku). Takuil KOMIUIEKC Ba,
CIIPUYMHEHUX OIHIEI0 MEPBHHHOIO BaJIOI0, HA3HMBA-
I0Th aHOMaNagoM. [HIWH mpukiIag — aHOMAaNam
IT’epa PoGena (puc. 9.9). [lepBuHHA Baja Mikpore-
Hisl CHPUYMHIOE BTOPUHHY BaJly — MaJIaTOCXi3 (BOB-
4y mamty).

I307p0BaHi Ta cUCTEMHI Baau PO3BUTKY Kiacudi-
KYIOTBCS 32 aHATOMO-(i310JIOTIYHUM MPUHIIUTIOM. Bu-
JISFIOTh TaKi TPYIY Ba:

1. Bagu IITHC i opraHiB 4yTTsl.

2. Bagu oOmmyus 1 mmui.

3. Bagu cepiieBo-CyAMHHO1 CUCTEMHU.
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Puc. 9.8. liapparmanpHa rpmwxka: I — JiBa Jiere-
Hsl; 2 — TeTJ KUIIKU B TPYAHINA MOPOXHUHI; 3 —
HUTYHOK; 4 — miadparma

Puc. 9.9. Anomanan [T’epa PoGena (pi3zko Bupa-
JKEHA TiIOINIa3isg HIKHBOI IICIICIIH )

. Bagu muxanpHOI cHCTEMU.

. Baau opraniB TpaBieHHS.

. Bagu KicTKOBO-M’130BO1 CHCTEMU.
Banu cewoBoi cucremu.

. Banu crateBux opraHis.

. Bajy eHIOKpUHHUX OPraHiB.

10. Baau wikip# 1 ii MoxigHUX.

11. Bagu nocminy.

12. Tami Bamu.

YacToTy OKpeMuX I'pyl Baj MiJICyMOBAaHO B TaOJI.
9.5.

MHOXHHHI BPO)KEHI BaAl PO3BUTKY KIAcCH]iKy-
I0Th 32 €TIOJIOTIYHUM MPUHITUTIOM.

1. XpoMocoMHi CUHIpOMH.

2. T'eHHI CUHAPOMH.

3. CuHIpOMH, 3yMOBIICHI TepaTOTeHHUMH (PaKTO-
pamu.

4. CUHIpOMU HEBCTAHOBJIEHOI €Ti0JIOT1.

5. MBBP HeBcTaHOBIIEHOT €TiO0JIOT1.

YV MiDKHApOJHIN MporpaMi MOHITOPHUHTY 3a BPO-
JOKEHUMH BaJaMy PO3BUTKY HUHI BIJICYTHIM MOKa3HUK
«MHOHWHHI BPOJIXKEHI BaJli PO3BUTKY», OCKIJIBKHU CY-
YacHI METO/U JIOCIIJIKCHHS IO3BOJISIFOTh BCTAHOBUTH

NN VNN
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Tabnuug 9.5. YacTtora okpeMux rpyn Baj
B MOMYJISILii

Yacrora, %
7,9-18,2

I'pynu Ban

MHOXUHHI BpOIKEHI
BaJIi PO3BUTKY

I3ompoBaHi Ta cucremui BBP:

— BajJu HepBoBOi TpyOkw; | 8,4-22,3 (Bagu LTHC

— 30 % ycix Bam)
— BaJiy CEePIIEBO-CYIMHHOL 10,9-21,0
CUCTEMU
— BaJ KiHI{IBOK 7,4-24.5
— BaJM CTATEeBUX OpPraHiB 2,4-17,5

TOYHHUU TE€HETUYHHH JIarHO3 MEBHOTO CHUHIAPOMY
MBBP.

V 3apyOiXkHIH JTiTepaTypi 130150BaHI Ta CHCTEMHI
BaJli KJIACU(DIKYIOThCS K MajbhopMaliii, TU3PyYIIIii,
Jedopmariii Ta qucriasii.

Maasdopmauii (malformation) — BBP, ski Bunu-
KaloTh MPHU HeNpaBUIbHOMY (popMyBaHHI eMOpio-
HalbHUX cTpyKTYp. Lle o3Havae, 1m0 3a4aTok opraHa
MMOYaTKOBO aHOMAJbHUM 1 OTO PO3BUTOK HE MOXKeE
BiOyBaTHCA HOpPMaJIbHUM HuIsixoM. [Ipukiagamu
MajbhopMaIlii MOXKYTh OYTH TaKi BaJlu ceplis, K je-
(heKT MDKIIITYHOUKOBOI IEPErOPOIKH, AePEeKT MixKIIe-
pelcepaHol neperopoaku, 3asua ryba i/abo BoBua
Taia, BaJu HepBOBOI TPyOKHU (aHeH1edatisi, CIHHHO-
MO3KOBa I'prka) Ta iH. BUTBIIICTE 1301TbOBAHUX MalTh-
dbopmartiii € MynbTUGAKTOpIATPHIMHA. BOHU MOXYTh
OyTH TaKOX HACIIIKOM T€HHHMX, XPOMOCOMHHUX 1 Te-
HOMHHX MYTalil, epexTy TepaToreHis.

Hu3pynuii (disruption) — pyiinyBanHs — ue BBP,
sIKI BAHMKAIOTh B OpraHax, 1o HOpMaJibHO PO3BUBa-
FOTBCS, 11 BIUTMBOM IH(EKIIHHUX arcHTIB, MeXaHI4-
HUX TOIIKO/DKEHb (aMHIOTHYHI TIEPETsKKH) abo Tmo-
pymeHHs kpoBooOiry. [Ipukinagom au3pymiii Moxe
OyTH aMIyTallisl MajbliB YHACIIIOK aMHIOTUYHHUX
MEPETSKOK.

Hedopmanis (deformation) — anomansHa popma
a00 ITOJIOXKEeHHS YaCTUHHU Tijia BHACIIZOK il 30-
BHIITHIX MEXaHIYHHUX (HeAU3PYNTHUBHUX) cwil. [Ipu-
KIIaJlaMH MOXKYTb OyTH JTUCILIA31S TA30CTETHOBUX CYT-
71001B, KJIMIIOHOTICTb, IKi MOXYTb (DOPMYyBATHUCS IIPH
MaJIoOBOIMI, MyXJIMHaX abo Bagax MaTKH, mpu Oara-
TOIUTIAHIN BAaTriTHOCTI Ta BHACIIMOK 1HIIUX TMPUYMH.
Sk mpaBuito, medopmallii BHHUKAIOTH Y Ii3HI Mepio-
I BariTHOCTI.

Jucnuasin (displasia) — cucremHi Baju, 110 € Ha-
CIIIIKOM MOpyIIeHHsI OymnoBu TKaHWHU. EdekT muc-
TUIa3ii CIoCcTepiraloTh y BCIX OpraHax, 10 CKIany sSIKUxX
BXOJIUTH JaHa TKaHuHa. [Ipukiamom Moxe OyTu aH-
TiIApOTHYHA eKTOIepMallbHA TUCITIA31s, IIPH K cI1o-
CTEPIraloThCs ypaXkeHHs 6araTboX MOXITHUX eKTOEP-
MU (BOJIOCCS, TIOTOBI 3aj103M, 3yOM, HITTI), a TAKOX
osteogenesis imperfecta (NiABUIIIEHA JIAMKICTD KICTOK).
BinbinicTe nucruiasiii 3yMoBJieHA TeHHUMH MYTallisi-
MU.

MHOXUHHI BpPOJKEHI BaJll PO3BUTKY B 3apyOik-
HIl JiTepatypi KIacuQikyrTbCs SK CHHAPOMH, IO-
CIIAOBHOCTI ¥ acoriarii.



CuHIPOM — KOMILUIEKC MHOXXUHHUX BPOJKCHUX
BaJl PO3BUTKY, 00 €ITHAHUX EAUHUM ETIOJIOTIUYHUM
daxropom. IIpukiagamu MOXyTb OYTH XPOMOCOMHI
XBOPOOH, SIKI MPOSIBISIIOTHCSI CHHIPOMAMHA MHOXHWH-
HUX BPOJDKEHUX BaJ[ PO3BUTKY, MOHOT€HHI CHHIPO-
Mu MBBP, cunapomu, cipyyuHeHi TepaTOreHHUMH
(dakTopamu.

IMocainosuicTs (siquence) — MBBP, siki € «kacka-
JIOM» OJIHi€l MEPBUHHOI BaJu (3B’A30K MAaTOr€HETHY-
HUM, a He MpUIUHHUH). Tak, TepBUHHA Ba/la — CITHH-
HOMO3KOBa I'PHKa — MOYKE MPU3BECTH 10 TaKoI Io-
CIIZTOBHOCTI: Mapallidy HUKHIX KiHIIBOK, aTpodis
M’s131B, KJIUIIOHOTICTh Ta iH. [HIIMIA IpUKIIa ] — aHo-
Mmanan [T’epa Pobena. [epBuHHa Bajia — MIKpOTEHis
(rimorurasis HUXKHBOI IIENeNH ), a ii HACIIIIKOM € II0-
CITITOBHICTH IHINWX BaJI; 3MEHIIICHHS POTOBOI TTOPOXK-
HUHH, TOPYUICHHS (hOPMYBaHHS IMiHEOIHHS, BOBYA
nara.

Acomianii — HEBUINAJIKOBE MOEHAHHS KITbKOX
BPOJDKEHUX BaJl PO3BUTKY y PI3HUX 1H/IUBI/IIB, HEBIIO-
Me SIK CHHAPOM a00 MoCiIoBHICTh. [IpuunHu acoiria-
IIi, SIK IPaBWJIO, HEOCTATHBO 3’sicoBaHi. [Ipukitamom
Moske Oyt VATER -acomianis (Baau xpebta, aTpe3is
aHyca, TPaxeoCTPaBOXiIHI HOPUII, TINOIIa3is mpome-
HEBHX KICTOK 1 MepIIMX MajbliB KUCTI Ta iH.).

VATER-acomialiiss — akpOHIM Bij] MEPIIKUX JITEP
AHTJTHCHKUX CITIB:

Vertebral (V) anomalies — mopymeHHs O0ymoBu
XpeO1iB

Anal (A) atresia — aTpe3is aHyca

Tracheo (T)

Esophageal (E) fistula — tpaxeoctpaBoxijiHa
(icryna

Radial (R) and/or Renal (R) anomalies — Baau
MIPOMEHEBOI KiCTKM 1/a00 HUPOK.

4. Knacudikanis Bpo:keHNX Baj 3aJ1€KHO Bij yacy
BHHHKHEHHSI B OHTOreHe3i

3aj1eKHO BiJl TOTO, KU 00’€KT OyB TMiIaHMIA Tii
(haxTOpa YIIKO/PKEHHS, BUIUISIFOTh TaMeTOMaTii, Ona-
crormartii, emopiomnartii i eromarii.

TI'ameronaTii — 11e CITaJIKOBI BPOJKEHI BaJu PO3-
BUTKY, B OCHOBI SIKHX JIe)KaTh MyTallii B CTaTEBUX
KIIITUHAX 0aThKiB MpobaHaa (He3a1exXHo BiJ TOTo, yc-
MAJKOBYIOThCA MyTallii 400 BUHUKIIM BIIEPILE).

Buaacronatii — 11e Baju, siki popMyIOThCs B Iepiini
15 nmHiB micas 3aruriHeHHS. 1{s cramis po3BUTKY Ha-
3UBAETHCS OJIaCTOreHe30M (3BijicH Ha3Ba Baj — Oa-
cromartii). Lleit nepios € nepuum kpumuunum nepiooom
eMOPIOHAIbHO20 PO36UMKY, KOJIU TEPATOTEHHI (haKTO-
PH OiIOTh 32 MPUHIUIIOM «Bce 200 Hiuoro», To0TO 3a-
pollok abo ruHe, abo0 (uepe3 BEJIUKY pernapaTUBHY
3MaTHICTh HOTO KIIITHH) IMIPOIOBKY€E PO3BUBATHCS 0€3
Baj. Yacrora 3aruberni 3apoaka B repiii 15 qHiB rmicis
3aIUTiIHeHHST HaitOibIa 1 mocsrae 35-50 % Bim ycix
3aIUTTHEHUX STHIEKTITHH.

IMpote nesixi Bagu po3BUTKY B 1Ied Mepiol Bce XK
Taku popMytoThcs. J1o HUX HaJIEKATh:

— MIXypOBHUIA 3aHOC (PO3BUTOK MOXITHUX TPOho-
OJracta i mopyieHHs GpopMmyBaHHs eMOpiobiacra) —
SK MPaBUJIO, MIXYpPOBHUH 3aHOC € HACIIKOM MOJi-
mroinii a60 ogHO0ATHKIBCHKOI JUILIOIAII, 1IHOAI 1HIITO]
XPOMOCOMHOI MATOJIOTII;

— IBIMHUKOBI Baau (OJIM3HSITA, IO MOBHICTIO 200
YacCTKOBO HE PO3MUTHIIACS) — KpaHiolaru, TOpako-
naru (puc. 9.10), imionaru Ta iH.;

— CHUpEHOMEJIis — 3POIICHHS HIKHIX KIHIIBOK
(puc. 9.11);

— IIUKJIOMNISl — BaJia TOJIOBHOTO MO3KY, OOJIMYYsl,
OJTHUM 13 CUMIITOMIB SIKOI € HasBHICTh OJHOT'O OKa
(puc. 9.12);

— TIOPYIICHHS IMITIAHTAIII;

— rinomJia3is abo amaasis 1mo3a3apoaKoBUX
oprasiB (aMHIOHA, YXOBTKOBOTO MillIKa) Ta iH.

Jo OGracromnariif HaJeXaTh TAKOX Mo3aiuHi (op-
MU XPOMOCOMHHX XBOPOO, SIKi BAHMKAIOTh BHACIIIOK
HEPO3XOJUKEHHSI XpOMOCOM Ha paHHIX CTaJisxX qpo0-
JICHHS 3UTOTH.

Em6pionarii — 11e Baau, siki popMyIOThCS B Iepi-
013 16-ro JaHs micis 3arUTiIHEHHS 10 KIHIS 8-TO THX-
Hs. Y 1eii nepiof BiOyBa€eTbcs 3aKiajgka TKAHUH 1
oprasiB 3apojika (TiCTOT€HE3 1 OpraHOTEeHE3), TOMY
OUTBIIICTD BaJ, HE3AJIEKHO Bij eTiojorii, GopMyeTh-
cs1 B 1€l mepioj. Jleski TepaToyioru 3apaxoBylOTh 10
eMOpionarTiif uiie Baau TepaTOTeHHOI MPUPOIH, He-
3Ba)KAIOUM Ha Te, IO CIAJKOBI Bagu MOPQOIOTIYHO
BUSIBJISIIOTBCSL TEX Y 1Iel MePio/.

ITpoTsirom 3a3Ha4eHOTO TIEPIOY 3aPOJTOK MAKCH-
MaJIbHO Yy TIUBUI 70 Il TepaToreHHUX akTopis. Ha
3-8-if THXKJIEHb MIC/S 3aIUIIHEHHS IPUNIATAE Opyuil
KpumuuHuil nepiod emopionansnozo pozeumxy (Hai-
OipI HeOe3MeYHUH 3 TOUKY 30py (HOPMYBAHHS Ba).
CrnoHTaHHUMU a0OpTaMU B 1€l epioj] 3aKiHYYIOTh-
cst 6utbie 10 % ycix 3apeecTpoBaHUX BaTiTHOCTEH.

®etonatii — Baau, ki GOPMYIOTHCH 3 9-r0 THX-
Hsl BHYTPIIIHLOYTPOOHOTO PO3BUTKY J0 MOJIOTIB ((e-
TalbHUI, 200 MI00BUIA TIepiof). Y 1eii uac CipaBiKHi
Ba/IM PO3BUTKY MOXKYTh BUHUKHYTH JIUIIIE B TOMY BU-
MaJIKy, SIKIO OPraH He 3aKIHYUB CBOTO PO3BUTKY. Jlo
TaKUX OpraHiB HAJIEKAaTh MO30K, JIETEHI, 3yOH, CTaTeB1
opranu. BoiHoOYac MOXYTh PO3BUHYTHUCS BTOPUHHI
Ba/IM, TKAHUHHI AUCILIA31], TiMorJiasii opraHis i mio-
na B uijiomy. Ha 5-6-if Micsiiib BariTHOCTI y 1ioja
3’SIBIISIETBCS 3IATHICTh A0 3alajbHUX peakuiid i Mo-
KYTb BUHUKHYTH BaJIM PO3BUTKY BHACIIJOK 3amaib-
HOT0 TIpo1tecy (Timporiedatis mpu ToKcorutazmo3i). 1o
(beTonaTiii Hale)aTh BaJHu, MOB’SI3aHl 3 IEIKUMH €H-
JIOKPUHHUMH XBOPOOAMU, HATIPUKIIA]T, IIYKPOBUM Jiia-
6eToM.

Ji1s KO)KHOTO OpraHa MOXHA Ha3BaTU MepMina-
yilinuil mepamozennuii nepiod — e TpaHUYHUN Tepi-
0/l BHYTPIIIIHHOYTPOOHOTO PO3BUTKY, TPOTSITOM SIKO-
T'0 eTIOJOTIYHUN (PaKTOP MOXKE CIIPUIMHUTH B OpraHi
po3BUTOK Baau. Hampukmnan, 3akiagka BEpXHbOIL
KIHI[IBKM BiIOyBa€eThcsi Ha 24-Ty 100y, HUKHBOI
KiHUiBkM — Ha 28-my. KiHuiBku GopmyroTbes a0
56-ro mHsI, KO BigOyBaeThcst POpMyBaHHS HIIThO-
BuX dananr. OTxe, TepMiHAIIIHUN TepaTOTCHHUH TTe-
pioj OLIBIIOCTI Baj KIHIIBOK — 24—56-Ta n00a.

9.3. CIMEVICTBA TI'EHIB,
BUIITOBIJAJBHUX 3A
CITAJIKOBI BAJI1 PO3BUTKY.
T'EHETUKA PO3BUTKY

CporoHi monpu Te, M0 po3MM(PpoBaHa BETUKA
KUTBKICTh T€HIB JIFOJIMHU, TEHETUIHUI KOHTPOJIb MPO-
[eCy PO3BHTKY BHBUCHO HE IOBHICTIO. Pa3oM 3 Tum
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Puc. 9.10. Topakonaru

BUSIBIICHO TPYIH T'€HIB, BIIMIOBIIAIbHUX 32 IIEBHI eTa-
nmu eMOpioreHe3y. barato reHiB, KOHTPOJIFOIOYUX EM-
OpioreHes, KOIYIOTh TaK 3BaHi (aKTOPH TPAHCKPHUIILIi
(KOHTPOJIOIOTH TPAHCKPUIIIIIO TEBHUX T'€HIB, aKTH-
ByIOUM ab0 MPUTHIYYIOYHM ii). BBaxaroTh, 1o ¢akro-
PY TPAHCKPUIILIIT KOHTPOJIIOIOTh EKCITPECiio IeHiB, 3a-
JIYUEHUX Y PEryJISIiio (yHIaMEHTAJIbHUX MPOIIECIB
eMOpioreHe3y — CerMeHTallilo, eMOpiOHANbHY 1HAYK-
LiF0, MIrpaliio KJIITUH, AU(EPEHIIIIOBAHHS KIIITHH,
porpamMoBany 3arubens KiituH (amonrtos). EMOpio-
HAJBHUI PO3BUTOK PETYIIOETHCS TAKOX (pakTOpaMu
pocCTy, pelenTopamMu KITHH 10 (aKToOpiB poCTy, re-
HaMHU CUTHAIIbHUX LIIAXIB BiJ (akTOpiB pocTy Ta
iHIIMMU pakTOpaMH.

I'enn, siKi KOHTPOJIIOIOTH PAHHI €TaH eMOPiIOHAIb-
HOT'O PO3BUTKY, HA/I3BUYAiHO KOHCepBaTHBHI. Kinbka
CIMEHCTB r'eHiB, sKi ieHTH(}IKOBaHI y XpeOEeTHUX, BU-
SIBIUIMCS TOMOJIOTIYHUMH T'€HaM, KOHTPOIIOIOYNM
PO3BUTOK MyXH Jp030(Dian Ta IHIIUX 0e3XpeOCTHHX.
Myraiiii 6araTbox Ir'eHiB i3 IIUX CIMEHCTB TPU3BOJISATH
110 130J1bOBaHUX 400 MHOKMHHMX BaJl PO3BUTKY. Po3-
[JITHEMO MPHKIIAIM CIMEHCTB T€HIB, 3aIyU4eHUX Y pe-
TYISLIIO TIPOIIECY PO3BHUTKY.
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Puc. 9.11. CupeHomertis

Puc. 9.12. Hukionis

1. 'enn cermenTanii — rpymna reHis, siKi KOHTPO-
JIOIOTh CETMEHTAIiI0 y KoMaX. Y ccaBUiB igeHTUi-
KOBAHO TPU FOMOJIOTHM LIMX TeHiB, BiToMi K Sonic
Hedgehog, Desert Hedgehog, Indian Hedgehog. Boun
BU3HAYAIOThH MOJIIPHICTD Y LIEHTPAJIbHIN HEPBOBIli CH-
cTeMi, KOHTPOJIIOIOTh YTBOPEHHS CKEJeTa, KiHIIIBOK.
Sonic Hedgehog (SHH )-reH Bifirpae mpoBigHy poJib
y PO3BUTKY HepBOBOi TpyOku. MyTtamii upboro rena
MPU3BOJISITH JI0 ToJionpo3eHuedanii (Hepo3aieHHs
MepeTHbOr0 MO3KY Ha miBKYyJIi) (puc. 9.13).

2. I'omeo0okcHi renu — homeobox (HOX)-reHu.
Y myxu apo3zodpinu HOX-reHu KOHTPOJIOIOTH CIie-
nUGIYHUN PO3BUTOK CETMEHTIB. MyTalil II1X TEHIB y
MyX# Apo30(}inu NpU3BOAATH 10 0araTbox Baja po3-
BUTKY. Hanpukiaz, 3aMicTb aHTEHU MOXYTb (popmy-
BATHUCS KIHIIBKHA. [ €HU MICTSITh KOHCEPBATHUBHY IO-
chimoBHICTh 31 180 map HyKJICOTHIIB, BiIOMY SIK
homeobox. I'enn koAyIOTh (haKTOPH TPAHCKPUIILIL. Y
JTIOJIUHU 1IeHTU(}IKOBaHO YOTHPH Kiactepu HOX-
reHiB (Tabi. 9.6).

Myranii rena HOXA 3 BUKIMKAIOTh PIIKICHY
CIaJIKOBY TATOJIOTII0 — CHHIPOM «pyKa — HOTra —
reHitanii». CHHIPOM yCHaIKOBYETHCS SIK ABTOCOMHO-



Puc. 9.13. Tononpo3sennedanis (TIIOTSIIOPU3M, Ce-
peIMHHA IIJIMHA TYOH 1 MAHeOIHHS, HEPO3IUICHHS T1e-
PEIHBOTO MO3KY Ha BEJIHMKI MiBKYJII)

JIOMIHAHTHA O3HAKa Ta XapaKTEePU3YEThCS YKOPOYEH-
HSIM TIEPLIOTO 1 I’ITOTO NabIIiB, TNIIOCHAAIEI0 Y XJIOI-
YUKiB 200 JBOPOrOI0 MAaTKOIO Y AiBYATOK. MyTalis
reHa HOXD 13 npu3BoAuTh TaKOX JI0 PIAKICHOI Ia-
TOJIOTII, BiTOMOT SIK TIOJIICMHIaKTHITISI (ABTOCOMHO-]10-
MiHaHTHA BaJa, IKa XapaKTEePU3YEThCsl HASIBHICTIO J10-
JATKOBOTO MAJbIS MK TPETIM 1 UeTBEpTUM MalbIIs-
MU, SIKi 3pOCTAIOThCS).

Kinpka iHIIMX TeHiB, KOHTPOJIOIYNX PO3BUTOK,
TAKOX MICTSATh CTPYKTYpPY, MoaiOHYy 1o homeobox
(rern MSX2 1 EMX2). Myrtanis rena MSX2 moxe
CIPUYMHUTU KPAHIOCUHOCTO3 (TIepeTuacHe 3pOIICHHS
KIiCTOK uepena), a MyTalis rena EM X2 — TsokKy Bazy
TOJIOBHOTO MO3KY (cxizeHiiedaltio).

3. Cnapeni renn — paired-box (PAX)-renu. Lle
TeHH, M0 MICTITh BUCOKOKOHCEPBATHUBHY IOCIII-
noBHicth JIHK — Ttak 3Banmii paired-box. Ilo-
CIIZIOBHICTh KOJy€ (paKTOp TPAHCKPHIIIii, IO CKJa-
nmaerbes 3 130 amMiHOKUCIOT. Y JIIOAUHM 1 MUILI 10€H-
TU(iKOBaHO AeB’sATh PAX-reHiB. Y Mullli BOHH

Tabmuus 9.6. Knacrepu HOX-reHiB y J1oauHn

Kiacrep Kinbkicth reniB ngziﬂéz?)ﬁ:x
HOXA (HOXI) |11 (1-7,9-11, 13) Tp
HOXB (HOX2) 10 (1-9, 13) 17q
HOXC (HOX3) | 9(4-6,8-13) 12q
HOXD (HOX4) | 9(1,3,4,8-13) 2p

BIZIIrpaloTh MPOBIAHY POJIb Y PO3BUTKY HEPBOBOI CH-
creMHd 1 xpebra. Y JIOIUHU 11eHTH(]IKOBaHI YOTUPH
MmyTanii PAX-reHiB, acoliiioBaHUX 3 BaJlaMH PO3BUT-
Ky. Myranis reHa PAX3 mpu3BOIUTE 0 PO3BUTKY
cuHapoMy BaapnenOypra (tun 1) — HeiipoceHcopHa
rJIyXxoTa, Oijie MacMo BOJIOCCS HaJl JIOOOM, FeTepoXpo-
Misl paii1y’)KOK, aBTOCOMHO-TOMiHAHTHUAN THI yCa-
KyBaHH# (puc. 9.14). T'en nokamnizoBanuii y 2-it xpo-
Mocowmi (2q35).

Myramii rena PAX2 (10q24) cnpruuHIOIOTh CHH/-
POM HUpKa — KojioboMa (Bagu HUPOK B acolialii 3 Ba-
JlaMH OYeil, TIEPEBAKHO PaMIyKKH 1 30pOBOTO HEPBA).
Myrtauii reHa PAX6 (11p13) npu3BoasTh A0 aHipuIil
(BimcyTHOCTI paiinyxku), myTtauii rena PAXS (2q12) —
10 eKToITl 200 aruIasii MU TONnoAIOHOT 3a103H.

4. SOX-renn. Lle rpyma reHiB, sSKi MICTATb CTPYK-
Typy, TOMOJIOTIUHY JoMeHY SR Y-rena (reH, sskui Jio-
KaJII30BaHMA y Y-XpOMOCOMI T4 BUKOHYE IIEHTPAIIb-
HYy pollb y peryinsuii crari). Lleit romonoriunuii no-
MeH aicrtaB Ha3By HMG box (high mobility group), a
reHu, sKi Horo mictsath, — SOX-renu (SRY-type
HMG box). 'ennt kogyroTh GaKTOpH TPAHCKPHIIIIII 1
EKCIIPECYIOThCS B 6araThOX TKAHWHAX Y MpoIeci eM-
OpioreHesy.

Myrtanist rena SOX9 y 17-i1 XxpoMocoMi MPHU3BO-
JUTh IO PO3BUTKY KaMIloMeNiyHoi nuciuiasii. Le aB-
TOCOMHO-PEIECUBHE 3aXBOPIOBAHHSI, 1[0 BUSIBIISIETHCS
KaMITOMEJTI€r0 (ITHYTICTIO KICTOK TOMUTKH, a iHOMI i
CTETHOBHUX KICTOK), HEMPOIOPIIIHHOK KapiIUKOBICTIO,
repMa@poaIUTU3MOM, YOJIOBIYUM KApPIOTUIIOM y XBO-
pux 13 xiHounMm ¢enotunom. Lleil reH ekcripecyeThes
B CKeJIETi, 1110 PO3BUBAETHCS, Je KoAye kojareH 11 tumy,
a TaKOXX y TOHAJIax 1 MpU 3aKJIAJIl TeHITaIiH.

Myrtarii rera SOX 10y xpoMmocoMmi 22 TpU3BOISITE
10 pinkicHoi popmu cuHapomy BaapnenOypra, npu
SIKOMY XBOPl1 MalOTh BUCOKHH PH3UK PO3BUTKY XBO-
po6u lpmmnpysra.

5. Tenu T-BOX (TBX). I'enu T BipirparmoTh npo-
BiJTHY pOJIb y PO3BUTKY Me3ojepMu y muiei. [ere-
PO3UTOTHI HOCIT IbOTO T'eHa MatOTh KOPOTKHUH XBICT 1
BaJIM KPMOKOBOTO BTy XpedTa. ['eH koaye pakTop
TpaHckpuiii. ['omonoru reda T 3HaiieHI B TeHOMI
moaunu (renn TBX). OauH 3 KJIACTEepiB IIUX T'eHIB
JIoKaJti3oBaHui y xpomocoMi 12 (renu TBX31 TBXS5).
Myrauis rena TBX5 npu3BOauTh 10 CUHAPOMY XOJIT
— Opama (CHHAPOM «pyKa — CepIe») — aBTOCOM-
HO-JTOMIHAHTHOT'O 3aXBOPIOBAHHSI, JIJISl IKOTO Xapak-
TepHI BPOJKEH] BaIy Ceplis 1 BaJI BEPXHIiX KIHIIBOK,
SIKI BapitorOTh Bij rinmorwiasii I manbis kucti (puc.
9.15) 1 rinommasii TpOMeHeBOi KICTKU 10 (OKOMETii.
Myrauii rena TBX3 COpUYMHIOIOTh CHHJIPOM JIIKTHO-
BOi KICTKM — MOJIOYHO{ 3aJI03U (Bagu PO3BUTKY
JIKTHOBOI KICTKH 1 TMOIJIa3isi MOJIOYHOI 3aJ103H).

6. lenn umukoBuX naabmiB. Lle rpyma reis, ski
KOJIYIOTh LIMHKBMIicHI (pakTopu TpaHckpumuii. My-
Tallii UX reHiB BIAMOBIIAIBHI 32 PO3BUTOK 0araTbox
MOHOTE€HHUX BaJl po3BUTKY. Hampuknan, Benuki ne-
yertii abo Tpancimokamii rera GL13, mokarizoBaHOTO
B 7-if xpomocowmi (7p13), IpU3BOAATH O PO3BUTKY
nedanonomicuHaaktwiii ['peiira. CHHIpOM XapakTe-
PU3YETHCS CUHIAKTUIIIEI0, MOJIIAKTUITIIEID, AHOMAJTi-
aMU 4yepenia. MyTaii i3 3cyBOM paMKH 3UYUTYBaHHS
criocrepiratotbes npu cunapomi [amricrepa — Xoi-
na (MOJTAaKTHITISI, TaMapTOMU TilloTajaMyca, Helep-
(dhopoBaHMii aHyC).
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Puc. 9.14. Cunnapom BaapaeHOyp-
ra (rinepTeiaopusM, TeJIeKaHT, LINPO-
Ke TepeHIcCs, TeTepOXpOoMisl paiay-
KOK, OiTe TacMo Haf JIOOOM)

— Opama

Myrarntii rena WT1 (11p13) COpUIHHIOIOTE Ty XJTH-
Hy BigeMmca 1 cunapom [enica — [dparua (repmadpo-
JUTHU3M, HEQPUT, Mporpecyroya HUPKOBA HENO-
ctaTtHicTh). MyTtauii rena ZIC2 (13q32) npu3BoasTh
Jo roJionposeHuedanii, a ZIC2 (Xq26) — nopyiieH-
HsI pO3BUTKY 1 JIOKaJIi3allii HemapHUX OpraHiB — cep-
1151, IEYIHKH 1 CEIe31HKH.

7. ®akTopu pocty. BigirparoTh BaxINUBY poib Yy
peryisiii emopiorenesy. [Tpukiagom Mosxe 6yt dax-
TOop pocty ¢ibpobaactis. [lepenaua curnany Bij 1{bO-
ro ¢akTopa pocTy 3IIHCHIOETHCS 3a JOTIOMOTOIO YO-
TUPHOX pelenTtopiB — Tupo3uHkinas (FGFRI,
FGFR2, FGFR3, FGFR4). Mytauii rena FGFRI
(8p11) BimnoBinaneHi 3a curapom [ldaiidepa (onHa
3 (hopMm axporiedhaTIOCHHIAKTHIII); PI3HI MyTallii reHa
FGFR2 (10q25) — cunapomu Amnepa, Ildaiidepa
(pizHi Gpopmu akpolnedhaTOCUHIAKTUIIIT); CHHIPOM
Kpy3oHa (duepenHo-muiiboBUN TU30CTO3 — Opaxilie-
damist, okcunedanis, ek3odpTaapM, ApiOHI 0pOITH,
rimoruiasis BepxHboi menenu); myTanii rena FGFR3
(4p16) — cunapom Kpysona; iHmi myTanii reHa
FGFR3 (4p16) — 3a axoHapoIuiasito, TilmoXoHIpo-
143110, TAHATO(OPHY JUCILIA3IIO.

TI'eneTuxa MyabTH(AKTOPIATBLHUX
BaJl PO3BUTKY

HuHi BUsIBIIEHO OaraTo T'eHiB CXHIIBHOCTI 10 MYJITb-
TUuakTOpiaJIbHUX BaJ PO3BUTKY. Hampukian,
CXWIBHICTH JI0 BaJl HEPBOBOI TPYOKH MOXe OyTH IO-
B’s3aHa 3 MYTAlli€l0 TeHa, IO KOAYE MEeTHIICHTeTpa-
rinpodonarpenykrazy (MTHFR). ®epmenT karaii-
3ye nepeTBopeHHs 5,10-metunenrerparigpodornary y
S5-meTunrteTparigpodomar i 6epe yuyacte B Mera-
60J1i13Mi TOMOIIUCTEIHY.

IMpusHaveHHs (OIIIEBOT KUCIOTHU IO TIAHOBAHOT
BariTHOCTI 1 B mepii 12 THX BariTHOCTI iCTOTHO 3HU-
KY€ PUBHUK PO3BUTKY LIUX BaJ.

B excniepuMeHTax Ha MUILIAX JOBEIEHO TAKOXK POJIb
PAX-reniB y popMyBaHHI Bag HEPBOBOI TPYOKH.

170

Puc. 9.15. Tinomiasis nepmyx NanbliB KUCTI TP CHHAPOMI X OJIT

9.4. BAIU PO3BUTKY,
MOB’A3AHI 3 JIICIO
TEPATOTEHHUX ®AKTOPIB

TepaToreHHUMH Ha3UBAIOThH Oynb-sKi aKTOpH,
BIUTMB SIKUX Ha 3apoJIoK iHayKye BBP.

TepatoreHHut eekT 3alIekKUTh BiJ Takux (ak-
TOPIB:

1. Buny TepatoreHa, sikuii BU3Hauae crenudiv-
HICTb BaJ PO3BUTKY.

2. Crapii po3BUTKY eMOPpiOHa 1 IJ10/1a, HA SIKY TIPH-
najae BIUIUB TepaToreHa.

SIk BKe 3a3Hayaiocs, 3apoAOK HAWOLIBIN Yy TIIHU-
BUH y Tiepii 15 qHIB pO3BUTKY (0OCOOIUBO KiHEIb Iep-
1IOTO 1 MOYaTOK IPYroro THXKHS) 1 HAa 3—8-My THXKHI
(BIAMOBIIHO TEPIIMI 1 APYTUN KPUTHYHI NEPIOaN).
Banu dpopmyrotbes 1 B deTanpHOMY niepiofi. B mio-
My nieprai 10 Tk mics 3amtigHeHHs (eprr 12 Tk
BAariTHOCTI) € HAMOLTBII HeOE3IMeUHUM TIEPIOJIOM 3 TOY-
KH 30py MOKJIHMBOCTI (hopMyBaHHS Baj. Bruis tepa-
TOTeHHUX (PaKTOPIB y Li MEPioN MOXKE MPU3BECTH J0
3aru0erti 3apojka abo popmyBanHs BBP. ®enoTumiu-
HO BUSBISETHCS B II€H Mepiog TaKoXK OiNbIIICTh
CIAJIKOBUX 1 MylIbTH(hAKTOpianlbHUX Bad. He icHye
nepiojIiB, KON eMOpioHU OyIu 6 OJJTHAKOBO UyTJIMBI
JIO PI3HUX areHTIB, TaK cCaMO HEMAa€ CTaJiid, KOJH
eMOpioH OyB OM CTIHKHUI IO BCIX MOUIKOKYIOUHX
BIUIMBIB.

3. lo3u TepaToreHa. B 6ip1ocTi BUIAIKIB iCHYE
IIOPOTOBa /1034, HUXKYE 32 SIKy TePaTOIeH He BILIHU-
BaE€.

4. Tenotuny matepi 1 mmoga. BiH Bu3Hauae ak-
TUBHICTb (PEpPMEHTIB, SIKi OepyTh y4acTh y MeTa0OIi3Mi
teparoreHiB. Hanpuknaz, tinsku y 20 % BariTHux, gxi
BXKUBAJIM TAJTIIOMIi/I, B OJIHI i Ti )X TEPMIHH PO3BUBA-
Jucsl Baau po3BUTKY y moga. Y 11 % martepis, siki
B)KHBAJIA T1IaHTOIH, HAPODPKYBAJIUCS ITH 3 deTalb-
HUM TiJaHTOTHOBUM CHHIPOMOM.



5. KoM0iHamisi TepaToreHiB 3 IHIIUMH HECTIPUST-
JUBUMH YMOBAMHU.

KIIACUDIKALIA TEPATOI'EHHUX
®AKTOPIB (T'. U. Jla3wok, 1991)

A. EHIOTeHH] NpUYHHHI:

1. EHTOKpWHHI 3aXBOPIOBAHHS 1 META0OIIIYHI TT0-
pYLICHHS y MaTepi.
2. «Ilepe3piBaHHS CTATEBUX KIIITHHY.

b. Ex3orenni npuunnm:

1. ®izuuHi GakTopH:

a) pajiaris;

0) MexaHIYHI BIUIMBHY;

B) TinepTepmis;

I') HEIOHI3yI04e BUIPOMIHIOBAHHSI.

2. XimiuHi ¢akTopu:

a) JIKapChKi PEYOBUHU;

0) XiMIYHI peYOBUHH, BKUBaHI B OOYTI, IPOMUC-
JIOBOCTI, CUTECHKOMY T'OCITO/IAPCTBI;

B) TiITOKCIS;

') HEIIOBHOIIIHHE Xap4yBaHHSI.

3. Bionoriuni gakropu (TORCH-indekuii):

a) Bipycu;

0) MIKOIIJIa3MH;

B) OakTepii;

') HAMMPOCTII.

EnjoxpuHHi 3aXBOpIOBaHHS
i MeTaGomiyHi nopyueHHs y marepi

Pi3Hi ropMoHaIbHI MOpyIIEHHS 1 META0OIIIYHI PO3-
Ja1 y BaTiTHUX HEPIIKO MPU3BOISTH 10 CIIOHTAHHUX
abopTtiB ab0 BaJ po3BUTKY. TepaToreHHMiA eeKT CIio-
CTEepIraeThecsl MpHU IYKPOBOMY AiabeTi, TinmoTHPeo3i,
BIpWIII3YIOUMX MYyXJIMHAX, (PEeHIIKeTOHYpii, rajakTo3-
emii Ta rictuauHemii y BariTHuX. HaliOunpimmii BruiuB
MalOTh TaKi 3aXBOPIOBAHHS, K IIYKPOBHUIA aiaber i
(heHLTKETOHY IS,

IMpwu iHCyMiH3aIeKHOMY IIyKPOBOMY Jia0eTi y Barit-
HHUX 4acTOTa BPOJ/DKEHHUX BaJl PO3BUTKY B 2-3 pasu
OlbIIa, HiX y momyswii. Onucano giabeTuyHi eMopio-
naTii Ta peronarii. [liabernuna eMOpionarisi BUSBISETh-
Csl KOMIUIEKCOM BaJl KICTKOBO-M'S130BOi CUCTEMH (pHUC.
9.16), cepust 1 cyaun, LTHC. Hait6ubin xapakTepHa Ka-
yIajabHa TUCITIA3is (BIICYTHICTh a00 TiMOIUIasis KPUxKiB
1 KyIIpUKa, HOZI — TONePEKOBHUX XPeOIliB 1 CTETHOBUX
kictok). Cepen Baj ceplisl MepeBaxaTh AeheKTH
MIXKIITYHOUKOBOI neperopoaku, cepea Bag LIHC i
OpraHiB 4yTTsS — MIKpO- 1 Tigpouedartis, MikpopTab-
Mist, Kojjobomu. Bau moenHyoThes 3 rinoTpodieto.

Hiabetnyna ¢eTonaTis MPOSBIIETHCI MaKpPOCO-
Mi€to, rinepTpodielo MANUTYHKOBOI 3aJI03H, )KUPOBOIO
nuctpodiero nevyinku, Mikpoanrionartismu. I[i3Himne
JITH Y4acToO BiICTAIOTh y PO3BUTKY.

IMpuunHoto po3Butky BBP npu niaberi MoxyTh
OyTH TIMOIHCYJIIHEMISI, TIIOKCIsA, CYJUHHI PO3JIa I B
TUTAIICHTI, TIOPYIICHHS OOMIHY JXKUPIB 1 aMIHOKHCIIOT.

®DeninanaHiHOBa eMOpiodeTonaTis pO3BUBAETHCS
y TIO/IB KIHOK, SIKi CTPaXXIAI0Th Ha (DeHIIKETOHY IO
1 He JOTPUMYIOTbCA JIIETH B MEPioJ BariTHOCTI. Ypa-

Puc. 9.16. Jliabetnuna emOpiomnaTis (3asiua ryoa,
BiZICYyTHICTh BEpXHIX KIHIIIBOK, TiloIa3is Tasa,
KPUXIB 1 CTETHOBHUX KiCTOK)

JKEHHS! TUI0/1a BiAOYBAa€ETHCS NIPU BMICTI (beHUIanaHi-
Hy B KpoBi Matepi Buitie 30 mr/i1. [TposiBIsIEThCS CITOH-
TaHHUMH abopTaMu abo (IpU BUHONIYBaHHI BariT-
HOCTI) Mikpoledallielo, BaaMu ceplis, IpeHaTalb-
HoIo rinoruiasiero. Hamani y Takux aiteit po3BUBa€Th-
Csl pO3yMOBa BiJICTAJIICTb.

«Ilepe3piBanns crareBux kiaitun». [1in uum tep-
MIHOM pPO3YyMIIOTh 3MIHM B TraMeTax BiJ MOMEHTY iX
BUJIUICHHSI O YTBOPEHHS 3UTOTH. YUM TpHBaTIIIHIA
el yac, TUM HW)KUYOIO OyJie 3AaTHICTh A0 3aIUTiTHEH-
HS 1 BUI[OIO — KUIBKICTh aHOMAaJIbHUX eMOPIOHIB i
ILUIOIB.

ITpu oBymsuii 3 domikyna BUXOIUTh OBOLIUT Ha
craaii meradasu Il moainy meitosy. Meiio3 3aBep-
NIYEThCS MICIS 3arutiqHeHHs. [licas oBymsmii oBomuT
30epirae 31aTHICTH 110 3arntijaHeHHs 12-24 rox. Crep-
MAaTO301/1 3IATHUH JIO 3aIUTiIHEHHS uepe3 | roJ micis
MOTPAIUISHHS B CTATEBI LUIAXM KIHKH 1 30epirae xut-
Te30aTHICTh 24-72 r0o1, BUCOKOGEPTUIHHUM 3aJTH-
maeThest 12-24 roa. OnTumajibHi TEPMIHM 151 3aIUTi/I-
HeHHs: 12 roj micas oBYJsIii jist oBouura 1 12—
24 rox — ISl CEPMATO30iiB. SIKIO 3arutiHEHHS
BiJI0OYBAETHCS Mi3HIlIE, TO B SIMIEKIITUHI Ta CriepMa-
TO30i/1l HAKOITMYYIOTHCS] META0OITH, 30ATHI CIIPUYH-
HUTH COMAaTHYHI MyTallii y 3apojaka. BBaxarotp, 1o
OCHOBHHMM pPE3yJIbTATOM IIepe3piBaHHS € HEPO3XO-
JOKEHHSI XPOMOCOM.

o mepe3piBaHHS MOXYTh MPU3BOUTH:

— IHTPaQOTIKYISIpHI TPUYUHH (TOPMOHAIIBHI PO3-
Jaay, HAIPUKJIaA y MPEeKIIMaKTepUYHOMY Tepioai, 1
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Puc. 9.17. AMnyTanuist manbIiB KUCTI 1 CTill YHACITI-
JIOK aMHIOTUYHUX MEPETIKOK

Puc. 9.18. AmmyTanis HYIOKHBOI KiHIIIBKH YHACITi-
JIOK aMHIOTHYHOT NIEPETSHKKH

3aTpUMKa OBYIIAII);

— eKCTpadoIKYJISIpHI MPUYMHU (ITOTaHa MPO-
X1JTHICTh MATKOBUX TPYO, 1110 IPU3BOAUTH JI0 3aTPUM-
KU IIPOXOJKCHHS CIIEPMAaTO30i1a, HETOCTATHS PYyX-
JIUBICTh CIIEPMATO30I/IB Ta iH.);

— JECUHXPOHI3AIlsl CTATEBOTO aKTy W OBYJISIIIL;

— 3aTpHUMKa OBYISIii B 3MUMOBO-BECHSHUMN 1
OCiHHIH TIepioy.

®iznuni paxTopn

1. Paodiauia. Pe3ynbTaT BIUIUBY Ha 3apOAOK 3ajle-
KUTH BiJ BUIY 10HI3yIOUOTO BHUIIPOMIHIOBAHHS
(HalOLIBII HeraTUBHUI ePEeKT AAl0Th PEHTTEHIBCHKI
IIPOMEHI Ta TaMMa-BUITPOMIHIOBAHHS ), CYMapHOI TO3H
(six110 BoHa MeHie 5 cI'p, Baau He IHIYKYIOTHCS), Tep-
MiHYy 1 TPUBAJIOCTI BIUIUBY, 1HAMBIAyaIbHOI YyTIIH-
BocTi Ta iH. CymapHa /103a 10Hi3ylI04OT0 BUIIPOMIHIO-
BaHHs B 10 c['p, onepkana B mepioj GiiacroreHesy,
MPHU3BOANUTD 10 IPUITMHEHHS PO3BUTKY. Ll %k mo3a B
repioq eMOpioreHe3y IHIYKY€E Baau pO3BUTKY (MIKpoO-
nedaris, Baau 04eid, po3yMoBa BIJICTAJICTh), a Y (e-
TaJIBHUI MEPioJl — CIPUYNHIOE MPEHATANIBHY TiIlo-
mia3io ta QyHKIIOHAJBHUN po3iaa (MepeBa)KHO
[HC). Ioni3yroue BUIMPOMIHIOBAHHS JIA€ TAKOX MY-
TareHHUH 1 KAHIEPOTEHHUHN eEeKT.

PamioakTuBHI 130TONMM MOXYTh MPOHUKATH KPi3hb
TUTAIICHTY 1 HAKOMIMYYBATHUCS B TKAHMHAX 1Utona. Ha-
MPUKJIaA, IUTOMOAIOHA 341032 TUIoAa AKTHBHO IO-
rinuHae i3oronu Hony 13, 1251, mo moxe mpusBecTH
JIO Tinoruia3ii NMTONOIIOHOT 3aJI03H 1 TIIOTHPEO3y.
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2. Mexaniuni ¢pakmopu — HaWOIbIIE 3HAUCHHS
MalOTh aMHIOTUYHI MIEPETSHKKU, MalloBos, (iopo-
MIOMH MATKH Ta iH. AMHIOTUYHI niepeTsHkku (Tsoki Cu-
MOHapa) — II¢ TsDKI Ta HUTKH, SIKi POPMYIOThCS Ue-
pe3 MexaHiuHy TpaBMYy, 3amalicHHss abo paHHIi po3-
pUB aMHIOHA, EHIOMETPUT. BOHM CTUCKAIOTH KiHIIIB-
KM Ta 1HIII YaCTUHH IO, TOPYIIYIOUYH iX PO3BUTOK.
AMHIOTHYHI IEPETSHKKA MOXKYTh TPU3BECTH JI0 TIOSIBU
Ha IMIKIpi KIHI[IBKY CTPAHTYJISIIIHHOI 00OpO3HU, iHOAI
BiIOYBA€THCS TTOBHA aMITyTallisl MaIbIIB a00 KiHIIIBKA
(puc. 9.17, 9.18). AMIyTOBaHI YaCTUHU BUSBIISIFOTHCSI
B aMHIOTWYHIN pijuHi. [ToeqHAHHS aMHIOTUYHHX Jie-
(exTiB KIHIIBOK i3 AedeKTaMu 0OIuyYusl, yeperna i ro-
JIOBHOT'O MO3KY (eKk3eHuedais, eHnedaniomienorene),
YepeBHOI CTIHKU (€BEHTpAllisl OPTaHiB YepeBHOI IO-
pOXHHUHM) mictano Ha3By AJIAM — koMrurekcy abo
CHHIPOMY aMHIOTHYHHX IepeTsukok (puc. 9.19). 3yc-
TpivyaroThes 3 yactoToro Bix 1:5000 1o 1:10 000.

IMpu manoBoai TUTiA BiT4yBa€ TUCK 3 OOKY MaT-
KM, MiABUIIYETHCS YACTOTA KIMIIOHOTOCTI.

Pizko BupakeHe MaJIOBOIS CIIOCTEPITraeThCs MIPU
areHesii HIPOK y ioaa. PopMyeThCsl KOMITIEKC BTO-
pUHHUX BaJl PO3BUTKY, Ha3BaHUX CHHIpoMoM IloT-
Tepa (Tinoriasist JIeTeHiB, aTpe3is aHyca, CTpaBOXo-
Iy, ABAaHAJSATUNANOI KUIIKH, crenudidyHe o0onmuyys
3 IPUIUTIOCHYTHUM HOCOM, TilI€PTEIOPU3MOM, eMiKaH-
TOM, By3bKMMH OUYHUMU IITMHAMU, OOPO3EHKAMH ITij]
HIDKHIMHF ITOBIKaMH, MIKpOTHATIEIO Ta iH.) (puc. 9.20).

IMpu MioMax MaTKH 4acTO CIOCTEPIraeThCs OTHO-
CTOpPOHHS aMellisl Ta KayJaJlbHa TUCILIA3isL.

3. I'inepmepmia, cipuunHeHa SKUMOCH 3aXBOPIO-
BAHHSM BariTHUX, & TaKOX IEPEerpiBoM y rapsyux
BaHHAX, JIA3HsX 1 cayHaX, MOXKe MMPU3BECTH 0 MIKpO-
nedamii, MmikpodTaaemii, TedeKTIB HEPBOBOI TPYyOKH
1 mopyuieHHs1 TuepeHIliFoBaHHS HEPBOBOT TKAHUHH.
PexoMeHTyeThCSl YHUKATH MEPErPiBy B MEPIIOMY TPH-
MECTPi BariTHOCTI.

4. Heionizyroue sunpomintoeanns — TepaTOTEHHA
sl IpUTaMaHHa YJIbTPa3ByKy BUCOKOI YACTOTH. YIIb-
Tpa3BYK HU3bKOI YaCTOTH, 3ACTOCOBYBAHMH Y JiarHO-
CTUYHUX IUISIX, BBAKAETHCS OE3MEUHUM.

Ximiuni gaxropn

1. Tepamozenna oin nikapcokux npenapamis (Taon.
9.7). TepaTOoTeHHICTh mpenapariB 3aJIeKUTh Bil
XiMiuHOI Oy10BM, 34ATHOCTI MPOHUKATHU KPi3b IUIA-
IIEHTAPHUH 0ap’ep, TO3H, CIIOCO0Y BBEICHHS Ta IHITNX
(bakTopiB.

[oBeneHo TepaToTeHHY 10 TPAHKBiTi3aTOpIB (Ta-
JIAOMIY 1 J1ia3enamy).

Tamimomin OyB mepiuM mpenapaTom, TepaToreH-
HUll ebekT siKkoro OyIJio omucaHo. BiH MIMPOKO BHKO-
puctoByBaBcs B 3aximHiit €Bpomi Ta Amonii 3 1958
1o 1962 pp. sk cenaTUBHUM 3aciO IpH JTIKYBaHHI TOK-
CUKO3y y BariTHUX. ¥ 1961 p. W. Bride Bniepiie Bcra-
HOBUB, 1[0 MPUIOM TaJlijoMiny B repion 3 20-ro 1o
35-it menp micis 3ammigHeHHs (34-50-i geHb BariT-
HOCTI) MPU3BOIUTH JIO TANIiAOMIHOI eMOpionaTii. st
Hel TumoBa (hOKOMeEITiss — ariasis abo rimorrasis
JIOBI'MX KICTOK KIHIIIBOK, BHACIIZIOK YOrO KiHI[IBKa
Harajye TuIaBHUK TroJieHs (puc. 9.21, 6). Crnocrtepi-
ralThCs TAKOX I1HIN Baju KiHLIBOK (puc. 9.21, a),
BaJM ByXa, Ouel, CepleBO-CYAMHHOI CUCTEMHU, HUPOK,
IIUTYHKOBO-KHIIIKOBOTO TpakTy. 3a nepio 3 1958 no
1962 pp. B 03HaUEeHHUX KpaiHaX HAPOIUIIOCS OIIbIIe
10 000 miTeit 3 TaMAOMIAHOIO eMOPIOIATIEIO.



HHUX TIEPETAXKOK

Huni noBeneHa edeKTHUBHICTD TaligOMIiay HpHU
nikyBaHHi BIJI-iHbexii, Tenpu, MyxXJIMH, TOMY CITif
nmam’siTaTd MPo HOro TepaToreHHUi edekT.

Tepatorenna ais TaligoMIily Ma€ BUJIOBY CIICIU-
(bIYHICTH — HACIIAKY BIUTUBY Ha JJaOOPATOPHUX TBa-
pUH 1 M0aUHY BiApi3HAIOTHCA. Tak, y MUILei 1 n1ypiB
TOKCHYHMI BIUIMB HE BUSIBJISIBCS HABITH MPH il 703a-
mu Ginbie 4000 mr/xr. YV qroavHY 1 MaBn TadigoMin
BUKIIMKAB TEPATOTCHHMI e(DeKT HaBITh y THX BHIIA[I-
Kax, KOJIM 3aCTOCOBYBaBCS OJHOPA30BO mo3amu 0,5—
1,0 mr/kr.

Hiazenam, 3a taHUMU (HiHCBKUX 1 HOPBE3bKUX J0-
CITITHUKIB, 301IbIIIy€ YaCTOTY HAPOJDKEHHS JiTeH 3
LITMHOIO TYOH 1 MmiHeOIHHS.

Iporucyaomui npenapatu (BajblipoaT HATPIIO,
TpuMeTHH, (eHiTOIH, PpeHobapbiTaln, kapOaMaseriH)
BUKOPHUCTOBYIOThCS IJI JIiIKyBaHHs erinencii. Bonn
BUKJIMKAIOTh eMOpionaTii: MUIMHU ry0u 1 miiHeOiH-
HSl, BaJy ceplis, TiNoIUIa3ilo TepMiHAJIbHUX (hajaHT.
Jesiki aHTUKOHBYJIbCAHTH CHIPUYHHIOIOTH YTBOPEHHSI
CIIMHHOMO3KOBOI T'PHXI, 3aTPUMKY TICHXOMOTOPHOT'O
PO3BUTKY.

TepatoreHHuit epeKT 3yMOBJICHUI 3HUKEHHSIM
BMICTY (oJI1ieBOi KMCTIOTH B KPOBI BariTHHUX, K1 BXKH-
BaJIM NMPOTHUCYAOMHI mpenapatu. DojieBa KUCioTa
Oepe aKTHBHY yJ4acTh Y CUHTE31 HyKJIETHOBUX KHCJIOT
1 HyKJIEOTU/IB. BariTHuM, fKi BKUBAlOTh aHTUKOH-
BYJIbCAHTH, HEOOXITHO MPU3HAYUTH (POJIIEBY KHUCIIO-
Ty 1 KOHTPOJIIOBATU MOXUIMBI Bagu po3Butky (Y3/1-
JiarHocTHKa, Bu3HaueHHs ADII).

AnTHroaryasHTi. TepaToreHHa [is mpuTamMaHHa
Baphapuny. V pasi npuiiomy #oro B rnepuiomMy Tpu-
MECTPi BariTHOCTI BUHMKAE TIOIIa3is HOCA, CTEHO3
XOaH, TIIMoIuIa3isi 30pOBUX HEPBIB, OCEPEIKOBA XOH/I-
poaucIiasis Ta 3aTPUMKA PO3BHUTKY.

IMporunyxyaunni anaxinizyroui 3acodu (em0OixiH,
Mi€JIOcaH, MiJIepaH, eHIOKCaH) B3a€EMO/IIIOTH 3 HYKIJIEi-
HOBUMH KHUCIIOTaMH 1 (hepMeHTaMH, MOPYIIYIOTh pe-
nymrikamito JJHK 1 6iocuHTe3 Oinka, COpaBisiOTh
UTOCTATUYHUM e(DeKT Ha IMyXJIMHA. BOHU TakoX Mpu-
THIYYIOTh PO3MHOXKEHHS KJITHH eMOpioHa. [1pu Bu-
KopucTaHHi ix y [ TpumecTpi BariTHOCTI y AiTel pos-
BUBAIOTHCS INUJIMHU MigHEOIHHS, aHOMaJIi oYei, Ie-

<Puc. 9.19. CuHapoM aMHIOTHY-

Puc. 9.20. Cunznpom IMorrepa P

YiHKHM 1 HUPOK, MAXOBi I'PUXi, BaJd T'OJIOBHOTO MO3-
Ky. JliTH BiZICTaIOTh Y ICHXOMOTOPHOMY PO3BHTKY.

OnucaHo TepaTOTeHHHMM ePeKT W 1HIIMX MPOTH-
MYXJIMHHKX TpernapaTiB — aHTUMeTaboMiTiB (aMiHO-
NTEPUH, METWIAMIHONITEPUH), aHTUMITOTHYHHX 3a-
co6iB (KOIXil[MH, aKTHHOMILIMH Ta iH.). IM mpura-
MaHHI TaKOXX MYTareHHi BJIaCTUBOCTI.

AnTuGioTHKH. TeTpalMKITIIH HAKOTIMYYETHCS B TKA-
HUHI 3y0iB, MOpyIIye 3a0apBIeHHS 1 CIPUYUHIOE
rinoruIasito eMaji. YpaxalTbcsl He TUTbKU MOJIOYHI,
a U MOCTiiiHI 3yOH. SKIIO TeTpalMKIiH BUKOPHUCTO-
BYETBHCS B MIEPIIOMY TPUMECTPI BATITHOCTI, y TUTHHH
MOXX€ BUHUKHYTH KaTapakTa 1 aedekTu BepXHix
KIHIIIBOK.

Biraminu. CunteTHuHMit aHajor Bitaminy A (i30-
TPETHUHOIH, a00 aKKyTaH) BUKOPUCTOBYETHCS B KOC-
METUYHHMX Kpemax JJisl JIIKyBaHHs BYrpiB (akue). Be-
JUKi 1034 Ipenapary IpU3BOISTh A0 BaJ MO3KY
(rigpo- 1 Mikpouedarii, rimorutasis abo ariasis yep-
B’sIKa MO30YKa), MikpodTaabMii, MIKpOTIi, aHOTIi, aT-
pe3ii 30BHIIIHBOTO CIIyXOBOI'O MPOXO.Y, PIIIe — 0

a

Puc. 9.21. Baan KiHIIBOK:
a — amednisi, 6 — Goxomenis
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Baj cepud i cyauH. TepatoreHHuii eekT gae i cam
BiTaMiH A y BEIHMKHUX J03aX.

I3 ropMoHanLHMX npenapariB CITii PO3TIISTHYTH Te-
pATOTeHHY [il0 TUPEOIAHUX 1 MPOTUTUPEOITHUX TIpe-
MapariB, CTATEBUX TOPMOHIB.

Tupeoinni i aHTUTUPEOITHI TIpenapaTu CIpUYH-
HIOIOTh 3aTPUMKY PO3BUTKY. Y JiTeld Moxe OyTH sK
Tifo-, Tak i TIMEPTUPEOITU3M.

CHUHTETHYHI aHAJIOTU aHIPOTEHIB IPU3BOASTH /10
MacKyJIiHi3alii II0/1iB XiHOYoi cTaTi Bix rineprpodii
KIIITOpa 0 nceBrorepMadpoIuTu3my.

Ecrporen aierunctuiibbecTpolt iHAYKYE afeHOMa-
TO3 MiXBU 1 €KTOMII0 IMUHKU MATKH y NiBYATOK, Y
XJIOMYUKIB — TINOMJIa3ii0 30BHIIIHIX CTATEBHX
OpraHiB, BAPUKOIIEJIE Ta 1H.

CrareBi cTepoiau BXOASTH A0 CKIIAAy 0araTbox
OpaITbHUX KOHTpalenTuBiB. JKIHKH MOXYTb iX Mpuii-
MaTH, HIYOTO HE 3HAIOUW MPO BATITHICTH. Y mepiry
4yepry Iie CTOCYEThCS MPOTeCTAareHiB (CHHTETUYHUX
aHaJIOTIB JKOBTOTO Tija) 1 iX KOMOIHAIIKA 3 ecTpore-
Hamu. BctaHOBIIEHO, IITO BXKMBAaHHS B riepii 4 Mic Ba-
TITHOCTI MPOTecTareHiB, 0COOIMBO MeIPOKCUITpOTEC-
TepoHy, 1 iX KoMOiHaIill 3 ecTporeHOM y 6 pa3iB
30UTBIITYE YACTOTY HAPOKEHHs JIiTeH 3 BajgaMu cep-
LIEBO-CYyIUHHO1 CUCTEMH.

TepatoreHHui eeKT ONMUCAHMII Y penapaTiB, AKi
BHKOPHCTOBYIOThCSI B aHecTe3ioJoriuHiii mpakTumi. ¥
KIHOK — TIPAIIBHUKIB aHECTE310JI0T1YHO1 CITyKOH Ya-
CTillle 3yCTPIYArOThCS CIIOHTAaHHI ab0pTH, B 1,5-2 pasu
YacTille 3yCTpiuatoThCs Bl PO3BUTKY Y JAiTeil (Baau
CepLEBO-CYIMHHOT, KICTKOBO-M’s130B01 cuctem, [IHC),
HDK Y MEIMKIB 1HIITUX CITCIIaIbHOCTEH.

Burma gyacToTa CmoHTaHHHX a0OPTIB 1 B BigMide-
Ha U y XIHOK, YOJIOBIKM SKMX IIpalfoBaji B oIepa-
HidHUX OJT0Kax (MpaB/a, MeHIIe HiX y Oe31mocepeIHbO
npaiotounx). Lle gae mincraBy BBaXkaTH, 110 KOMII-
JIeKC IIKIUIMBOCTEH onepaliifHux OJI0KIB CIpaBIIsie K
TEPATOTEHHUM, TAK 1 MyTareHHU eeKT.

[ToBHUI mepemnik ITiKapChKUX MpenapariB, SKUM
MpUTaMaHHA TepAaTOTeHHA aKTHUBHICTh, HABEJCHO B
Tabm. 9.7.

2. Ximiuni pewoeunu, écusani ¢ nodoymi, npomiuc-
Ja06ocmi, citbcokomy 2ocnodapemei. HaliGinbiie 3Ha-
YEeHHS JUISl BariTHUX MalOTh BXXUBAHHS aJIKOTOJIIO,
HapKOTHKIB, KypiHHS.

Aakoroiab. AnkoroibHa emopioderonaris po3Bu-
BA€THCS Y Pa3i XpOHIUHOTO BXKMBAHHS BATiTHUMH aJl-
koroio. CriocTepiraeTbest KOPESIisi MK KUTbKICTIO
CTHOXXMBAHOTO AJIKOTOJIIO 1 CTYNEHEM YpaKeHHS IUIO-
na. [Ipote 6e3meyHol KITbKOCTI AJIKOTOJIIO, SIKY MOX-
Ha BXXMBATU B MeEpioJ BATITHOCTI, He icHye. s an-
KOTOJIbHOI eMOpioderonaTii XapakTepHa BpOJKEHA
rinoruIasis Ta MOCTHATAIbHUN Je(pIUT POCTY 1 MacH
Tija, MIOMIPHO BHpaXeHa Mikpoledalis, KOpOTKi Ta
BY3bKi OYHI IIUIMHH, CMKAHT, By3bKe CKOIICHE Y0JI0,
ITOBTUH (GinbTp, Tilmomiasis HUXKHBOI IIeIeIH
(puc. 9.22) ta iH. 3 HEBPOJIOTIYHUX ITOPYIICHD Big3HA-
4aloTh TineppedieKkcito, TpeMop, 3MiHy M SI30BOTO TO-
Hycy. JdiTu BiACTalOTh B ICHXOMOTOPHOMY PO3BUTKY,
y CTapIINX — PO3YMOBA BiACTAIIICTh, CIIOCTEPIral0Th-
Cs1 ICUXOMATUYHI MOBEIIHKOBI peakuii. OnucaHo Baau
IHIIMX CHUCTEM: CeplIsl, CEYOCTATEBOI CUCTEMHU, TyrO-
PYXJIUBICTH CyriI00iB Ta iH.
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Po3BUTOK Bal OB’ I3aHUI 13 3HHIKEHHSIM KUTBKOCTI
(omieBOi KMCIOTH B TKAaHMHAX eMOpioHa Ta IJIoja,
SIK€ PO3BUBAETHCS MiJ] BILTMBOM HEMOBHUX MPOAYKTIB
MeTaboJIi3My eTaHOJIY — alleTalIbJeriy Ta iH. AleT-
allbJETi/ JIETKO MPOXOJUTH Yepe3 IIalleHTAPHUM
Gap’ep 1 JOBro LUPKYJIIOE Y 104, OCKUIBKH Y HbO-
ro aKTHBHICTh (pepMeHTA alleTalbJeTiyIeriiporeHa-
3U CTaHOBUTH ychoro 10 % Bim HOpMU ISt TOpOC-
TUX.

HapkoTuku. BXxuBaHHS BariTHUMU HapPKOTHUKIB
MPU3BOJIUTH JIO BiJICTABAHHS BHYTPIIITHLOYTPOOHOTO
PO3BUTKY, TIEpeAYaCHUX MOJIOTIB, CITHUYHOTO TIEpe/I-
JiexaHHs 1 TokceMii. Y 65-75 % HOBOHapOKEHUX
PO3BUBAETHCS CHHIIPOM «BIJIMIHI», 1[0 MOXE IIPU3Be-
CTH IO JIETAJIBHOTO PE3YJIbTATY.

Kokain. Bukopucranus xokainy B nepioj Ba-
FITHOCTI aCOLIIOETHCS 3 BIAIIAPYBAHHAM IUTAICHTH 1
MOIIKOJKEHHSIM CYJIUH TOJIOBHOT'O MO3KY V IIOJIA.

Opraniuni po3uMHHUKM (TaKi SK TOJIyeH) P iHTa-
TSI YITKOKYIOTh TOJIOBHUMA MO30K.

Kypinns. [Tpu xypiHHI po3BUBa€ETHCS IPeHATATb-
Ha Tinoruiasis. 1i MOSCHIOOTH MPSIMOIO €10 HIKOTH-
HY Ha CyJINHU MAaTKH, & TAKOXX IiIBUIIIEHHSIM KOHIICH-
Tpailii kapOOKcUreMoriio0iHy B KpoBi MaTepi. Yacri-
1€ CIIOCTEePIraeThcs aKyllepcbka MaToNoriss — po3-
pUYBH IJI0I0BUX 000JIOHOK, MIepeIUaCHE BiIIIapyBaH-
Hsl TUTAIICHTH.

Ximiuni peuoBHHH, 32CTOCOBYBaHi B MPOMHUCIOBOCTI
i cinbebkomy rocnogaperBi. barato xiMiyHUX pedo-
BUH, BYXUBAHUX Y TPOMHUCIIOBOCTI, MAIOTh EMOPIOTOK-
CHUYHY [i10: OeH3WH, OeH301, (heHOoIH, TUMETHUIITIOK-
CaH, XJIOPONpeH, (hopMaIIbJICTiI, HITpOCIOIyKH dypa-
HY, OKHC a30Ty, 0araTo OTPyTOXiMiKaTiB, CBUHEIIb,
napu pryTi Ta iH. [IpakTUYHO BCi peYOBHHU B €KCIIe-
PUMEHTI PU3BOIATH A0 PO3BUTKY BPOJKEHUX Bajl
PO3BUTKY y CCaBIlB. Y JIOAMHU YacTillle criocrepira-
I0ThCS CIOHTaHHI a0OPTH, BHYTPILIHBOYTPOOHA 3aTu-
6enb 1mIoa.

B Snonii B 1977 p. onucano HapOIKEHHs AiTeH i3
XBOpoOoO MiHamarta, 10 BUSBIISIETbCS MiKpoleda-
Jii€ro0, aTpoier0 KOPH TOJIOBHOTO MO3KY i/ab0 rimpo-
nedaiero. JIkepeaoM OTPYEHHS BUSBHIIMCS puba i
MOJTFOCKH, 1110 BXXKHUBAJIUCS B 1KY, SKI MEIIKAJIH y BO-
JlaX 3aTOKH, 3a0PYAHEHUX COJISIMU PTYTI.

3. inokcia € BAXXJIMBUM TepaTOTCHHUM (DaKTOPOM.
V nepenimMruiaHTaliitHoOMy Tepioji BOHA MPU3BOJIUTH
JI0 3arubesli yacTUHU HamaAkiB. [imokcis y BiacHe
eMOPiOHATILHOMY IEPiO/Ii raIbMYy€ IUIAIEHTAIIII0, PO3-
BUTOK 3apOJIKa, 1HKOJIU MPHU3BOAUTH 10 PO3BUTKY
BBP i 3arubeni mnoaa. I1pu xpoHiuHii rimokcii 3a-
TPUMYETBHCS PO3BUTOK, BUHUKAE IIpEHATAIbHA TiIlO-
1a3ist, iIHOJII — MOMipHa Tigpoiiedaris.

Iokcist MoXe OyTH HACITIAKOM JEKOMIIEHCOBAHUX
BaJl ceplis, aHeMil, MAaTKOBHX KPOBOTEY, XPOHIYHUX
3aXBOPIOBAHb OPIaHiB IMXaHHS Ta IHIIUX 3aXBOPIO-
BaHb y BariTHHX.

4. Henosnouinne xapuyeanns — 3HAYCHHS Ma€ Jie-
(inuT MIKpOETIEMEHTIB (LIMHKY, MiJli, MApTaHIIIO).

HunkaedinutHa eMOpioderonaTisi pO3BUBAETHCS
MpU HU3BKOMY BMICTI IMHKY B 11 (0e3M’sicHa Jii€Ta),
3B’A3yBaHHI LIMHKY cajilujaTaMu, MOPYIIeHHi a0-
copOuii NUHKY MpU XpOHIYHMX Kouitax. [Ipu 3HU-
’KEHH1 BMICTY IIMHKY B CHPOBATLI KPOBI MaTepi HIX-



Tabmuus 9.7. Jlikapewbki npenapatu 3 TepatoreHnumu Biaactusoctavu (A. M. Cepmiok i cniBasrt., 2003)

Jlikapcbki npenapatu (TopriBesibHa Ha3Ba)

| ITaTousorisn

AHTHrinepTEeH3UBHI

Peseprnin (agenbdaH, alleHO3UH, CHHEIIPEC)
KanTonpun (eHajmanpu, KBiHAITPHI,
T3UHOTIPUII, PAMIITPHIT)

Hia3zokcuy (rimepcrar)

Jlozapran (xo3aap)
Mertunpomna (anbaoMar, JAOTEriT, eKidap)

Mikpouedaitis, rinporedpo3s, TigpoypeTep, MaXBUHHA TPUKA
Omdartoriene, rinoruiasis JiereHiB

B excriepuMeHTaIBHIX HOCTIIKEHHIX HA TBAPUHAX BiIMideHO
aHOMaJTii CKeJIeTa 1 MiAIIIYHKOBOI 341031

lNnormaszis yepena

V Jiesikux BUIAJIKaX aTpesis CTPABOXOJy, BaIu
CepIIeBO-CYAMHHOI CHCTEMU

SIki BIIMBaIOTH HA MO3KOBHI KPOBOOGIr

Hwunapusue (Bepu3uH, CTYTepOH, IIUHEIN,
nHabeHe)

HimomuriH (HIMOTOI, HEMOTAaH)

B excriepuMeHTaIbHUX AOCITIDKEHHSIX HA TBApUHAX BHUSBJICHO
TEPATOTeHHUHA eQeKT

B excriepuMeHTaIbHUX AOCHTIIPKEHHSIX HA TBapUHAX BHUSBJICHO
TEpPATOreHHUN e(eKT

AHTHArperanTu i aHTUKOATYJISIHTH

Bapdapun (mienenraHn)

Hanponapun (ppaxcunapun)

Mixkpouedanist, MikpodTaabMist, aTpodist CITKIBKH,

BPO/IKEHI BaJIM CEPIICBO-CYIMHHOT CUCTEMH, eHIledaolele,
XOHJIPOUCILIA3IS

B excriepuMeHTaIBHUX JOCIIKEHHSIX Ha TBApUHAX 301IbIIYE
YaCTOTY aHOMaJIii KiHIIIBOK

B-aapenobaokaropu

Berakconon (JlokpeH)

B excriepMeHTIBHUX JOCIIKEHHSIX BIJIMIYEHO CKEJIETHI
aHoMai

AHTHANEPriYHi

HudenrinpamMin (mumenpoi, GeTapuH)

lNnocnamis, UUIMHA MIHEOIHHS, BalU CEPLIEBO-CYAMHHOL
CUCTEMU

Lyxkpo3uu:kyBaJbHi

Xitoprpornamii

B excriepuMeHTaNIbHUX JTOCIIKEHHSAX HA TBAPUHAX BHUSBICHO
JieeKTH KiHIIIBOK, KUIIOK, MiKpoledatiro

Perymoroui aissibHiCTh IUTONOAIOHOT 3271031

IMpominTioypauui (rpormimui 50)
Tiamazon (MeTH30J1, MEpKa30JIil,
THPO30J1)

CHHIAKTHIIIS, TIOCTAIisl, aTpe3is aHyca, aTpesis aopTH
ATpesis aHyca, Tillocmais, arasis KiCTOK yepera,
KaTapaxTa

AHTUTOHAI0TPONHI

Hanazon (maHoBa, JaHOII)

Knomiden (kiromin, cepodeH,
KJIOCTHIILOETIT)

CrnoHTaHHI BUKHAIHL

CUHIAKTUIIISA, BaJK CEPLEBO-CYIUMHHOI CUCTEMU,
MikpoIltedais, TeMaHTIOMH, aruiasis CITKIBKM oKa

IIpen

apaTu cTaTeBMX rOPMOHIB

MenpoxcumnporectepoH (Iposepa,
dapyTan)

EcTporen (xiorect, KJIIMOHOPM, OBECTHH,
Mikpo¢oJTiH, heMOIeH)

Hietuncruiasbecrpon (DES)

[TopyimeHHs CTPYKTYpHU TeHiTalii, TaToIoTis
CepLEBO-CYAUHHOI CUCTEMU

[Mopy1ieHHs CTPYKTypH TeHITaJlil, MaToJIOTis
CepIIeBO-CY/IMHHOT CUCTEMH, ByXa, OKa, MIIBUIIICHHS YaCTOTH
cuHapoMy [layHa

AHoMmautii ctaTeBoi cucteMu

Amderaminn

Awmderamin (heHaMiH)

HebexTn cepreBo-CYyAMHHOI CUCTEMHU, )KOBUHHUX IIISAXIB,
LUTMHKA TYOH 1 MigHEOIHHS

AHTHKOHBYJIbCAHTH

Banbenpoat HaTpito (alequnpod, JenaKiH,
KOHBYJIEKC, €BEpUJIEH, EHKOPAT)

HedekTn 3aKi1a 10K HEPBOBUX BOJIOKOH CEPIIEBO-CYIMHHOT
cucremy, rigpouedaris, mikpouedalis, MOPYyIIEHHS
(dbopmyBaHHS CcKeeTa
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Ilpooosocenns maon. 9.7

Jlikapcbki npenapatu (TopriBesibHa Ha3Ba)

ITaTosoris

Kap6amasenin (3enroi, kapbanax,
kapbaMeH, KapOalliH, HOBOKapbaMos3,
CTa3eliH, TerpeTol, (HiHJICTICUH)

TpumeraioH (TpUMETHH)
Hudeninrinantoin (peHiToin)

Baau cepueBo-cyanMHHOI cucTeMHU, AeeKTH PO3BUTKY
KICTKOBOI TKaHUHU

I {invuu miaHeOIHHS, Bali CEUOCTATEBOI CUCTEMU
Hedextn 00au4Us, pO3BUTKY CEYOCTATEBOI CUCTEMU,
pO3yMOBa BiJICTATICTh

Biraminn

[3oTpeTHHOIH (pOaKKyTaH)

Bitamig A goszamu Buie 8000 MO

liaponedaris, mianHa MiaAHSOIHHS, BaIU CEPIIEBO-CYTUHHOL
CUCTEMH

Tepartoren

AHTunenpecaHTn

AwmitpuntwiiH (aMi3oJl, JaMiJIeHy
MaJieiHaT, HOBO-TPUIITHH,

TPUITU30JI, CITiBEIT)

Iminpamin (encorin, iMi3HH, IMITPAMIH,
MEJTINpaMiH)

CkernerHi aHOMaii, OltaTepaibHa aHODTAITBMIS

CkeseTHI aHOMAaTI, MIIMHA M IHEOIHHS

BapbirypaTu

Amo0bapbitan (ectumair)

denobapbiTan (angumnan, OIacoH,
BaJIOKOPJIMH, KOPBAJIOJ, IEHTAJITIH,
ITIBAJITIH, CeJIaJITiH, ClIa3MOBEPAJITiH,
teodenpun H)

Bpokeni Bajgu cepuist, aneHuedaris, rigpouedatis,
HOJIAAKTHIIIA
Bpokeni Baau cepiis, aHeHiedartis, rigpouedatis,
MOJITAKTUIIISL

Bensoxaiazeninu

Aunmpazomnan (an3oiaH, 302K, KacazoH,
HEypOII)

Hiazenam (anaypuH, Bajiym pol,
JIUKaM, KaJMIIOy3, peJaHiyM,

CelyKceH, cuba3oH, (aycraH, penagopm)

TemaszemaM (cirHomam)
[Tpazenam (nemerpun)
Tpiazonam (XanbIioH)

Xitopa3zerat (TpaHeKc, TPAaHKCEH)
Xiopaiazenokeua (JiopiyMm, HANIOTOH,

XJIO3€TIifl, eJIEHIYM, aMiKCHI, JTIOpaKc)
Ecrazonam

Cunnpom [layna, rigporedartis

Bpokeni Baau ceplis, IIUIMHA TyOU 1 MiAHEOIHHS

Bpokeni Baau cepiis
{invau Tyowm 1 migHeOIHHS

TMnpouedanis, Baau cepiieBO-CyIMHHOI CUCTEMH, IILTHHI
ryou Ta miIHeOIHHS, eKTOIis HUPOK

TNuppouedartisi, Baau ceplieBO-CYAMHHOI CUCTEMH, IIITHHI
ryou ta migHeOIHHS

I'myxota, aTpe3ist [BaHAAISATUIIATIO] KUIIIKH

Tigponedaris, Baau cepleBO-CyIMHHOI CHCTEMH, ITIUTHHI
ryou Ta migHeOIHHS, eKTOIIST HUPOK

Jliii

JIiTi#t (kBUTOHIYM, KOHTEMHOJ, JIITIIO
kapboHar, jgitocan CP, MmikaiT)

Baau cepuist 1 cynuH

Heiiponentuxku

lanonepunon (ramormep, cEHOPM,
TPaHKO0)

TpuduryornepasuH (crera3uH, Tpa3uH,
TpudTaszuH, crenabdil, ecasuH IIII0C)
®nydenasun (JrioreH, JIIOPOJAUH-ICIIO,
MipEH1JI, MOJTUTEH, TIPOJIIHAT)

HedexTn KiHIIIBOK, BaJIU CEPIIEBO-CYIMHHOI CUCTEMH

Moxe MiIBUIYBATH IEPUHATAIBHY CMEPTHICTh, Y BUCOKUX
J103aX € TEPATOTEHOM Yy TBApUH

IMopyuieHHs pO3BUTKY KICTOK depena, NIUIMHU i HeOIHHS

CenaruBHi

Bpomiau

Mikporedartis, BaJu IIIYHKOBO-KUIIKOBOTO TPAKTy
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Rakinuenns maon. 9.7

Jlikapcbki npenapatu (TopriBesibHa Ha3Ba)

ITaTonoris

Mermnpobamart Baju ceplieBo-CyIMHHOI cUCTeMH, cuHapoM [layHa,
nedopmaliis KiHIIIBOK
T'mokokopTHKOiTN
Koptuzon KarapakTa, Bajin ceplieBO-CyJIMHHOT CUCTEMU, Tiponedaris,

Je()eKTU KiHIIIBOK

Hecrepoinni nporn3anasibHi

ArneTuicamnuioBa KUCIOTa (acipyH,
arecaJ, alleTWIiH, HoBaHgo, rmrizoir 300,
acripun-C, mrigon C, popranrin C,
¢inpekcuH C, anka-3eibTIEp)

Banu ceplieBo-cyTMHHOI CUCTEMU

AHTHOIOTHKH

Jokcunmkinin (BiOpamiiyH, JoKcHOeHe,
JOKCUIIMKIIIH, MEAOMILIMH, MOHOKIIIH,
FOHITOKC)

Pudamminmn (6eHeMIilIUH, pUMaKTaH,
pudanuH, pudamop, pudaMiiid, TyOOILINH)

HedexTu KiCTKOBOI CUCTeMHU

B excriepuMeHTaIbHUX HOCITIDKEHHSIX HA TBAPUHAX BHUSBJICHO
IIUTMHYA XpeOTa 1 miHeOiHHs

Kanaminun BmiuBae Ha cinyx
AHTHTYOEpPKYJIbO3HI
[30Hia3ux lNnocnasis, MeHiHTOIIETIe, BIUIMB HA IICUXIYHUN PO3BUTOK

IIpoTurpndxosi

I'pizeodynbBin (PysIbLIKH)
MikoHa307 (JaKTapHH)
®nykoHazon (audokaH)

[ligBuIIy€e YaCTOTY CHOHTAHHUX BUKHJIHIB
[{invan miaHeOIHHS, Bau CEPLIEBO-CYAMHHOI CUCTEMHU
HedexTu KICTKOBOI CUCTEMHU

ITporusipychi

AnmxinoBip (BipoJieke, reprekc, 30BipaKc)

Pubasipun (Bipa3o:)

[MonigakTwiis, rinocnaiis, NOpyueHHs (YHKII HEeHTPaIbHOI
HEPBOBOI CHCTEMHU

B excriepyMeHTaIbHUX JOCIIKEHHSIX HA TBAPUHAX MAa€
TEPATOrCHHI BJIACTUBOCTI

ye 1,3 mxmonib/n y 13-18 % BumajakiB HacTae IUHK-
nedinutHa emOpionatis. BoHa mposiBIIEThCS TiApO-
nedaniero, MiKpo- 1 aHo(TaIBMIEIO, HIJIUHOKO Tij-
HeOiHHS, BUKPHUBIIEHHIM XpeOTa, TpuKaMH pi3Hoi JIo-
Kamizaiii, BagaMu cepis. V xkiHok nedinut LHHKY
TPOSIBIIAETHCA aKpOJEPMITOM, SHIDKEHHSIM HIOXY i CI1y-
XOBHX CIIPHIHSTTIB, 1iapeero, NEePeYaCHIMH MOJI0-
ram, ClIabKO¥O MOJIOTOBOO TISTLHICTIO, ATOHIYHUMHU

KPOBOTEYAMH.

TepatorenHuii epexT AeiUTy IMHKY OB’ SI3YIOTh
i3 TaJIbMyBaHHSIM aKTUBHOCTI ITUHK3aJIEKHUX ¢ep-
menTiB cunresy JHK (AHK-nmonimepasu, TumiguH-
KiHa3u) — (GaKTOpPiB TPAHCKPHIIIIii, BHACITIIOK YOTO

MOPYIMYETHCI MeTaboIi3M HYKIIETHOBUX
KIIITUHHMIA [IUKII, TATbMYEThCS TPOOIICHHSI.

Biosoriuni TepaTorenm — Bipycu, nesiki Oaxrepii,
MikoIuta3Mu, Halnpocrimi. barato iHpekniiHNX
areHTIB MPOXOIATH KPi3b IUIAICHTY, IHQIKyBaHHS SIKO1
1 CIpUYMHIOIOTH. HaitbibIle 3HaUCHHS MatOTh 30y/1-
HUKH 3aXBOPIOBaHb, 00 €THAHNX 3aralbHOIO Ha3BOIO
TORCH-ingekuii. Axpouim TORCH mnoxoauTh Bij

nepumnx OyKB TAKUX CIIiB:

1. Toxoplasma (T) — BrIMBae Ha PO3BUTOK ILIO-

na i ocoommso ITHC.

KHUCJIOT,

Puc. 9.22. @ertaapbHuil ajJIKOTOJbHUNI CHHIPOM
(Mleoue(bamﬂ XapakTepHe oOJIMYUs — eMiKaHT,
BY3bKIi OYHI IIJIMHH, TITO3, TOJOBXKEHUH (PLILTP, BY3b-
Ka BepxHs ryda, MIKpOTeHisl, MaKpOTisi)
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2. Other (O) — iHwmi 30yaHUKH (Bipycu Tpuiy,
Koxcaki, xopy, BlJI-ingexuii, renatuty A i B, enre-
poBipycHi iH(exkIii, BiTpsiHa Bicra, OJijia TperonemMa
— 30ygaUK cudimicy Ta iH.). [TopynIyroTh pO3BUTOK
TOJIOBHOTO MO3KY 1 CKeJleTa.

3. Rubella (R) — xpacuyxa, Bpaxae ITHC, opra-
HU 30Dy, CIIyXy, ceplie.

4. Cytomegalovirus (C) — po3BuBaeTbcs Mikpolie-
(basisi, BHYTPIIIHPOMO3KOBI KalbIU(piKaTH, MIKpOD-
TaJbMisl, ypaKeHHS OpTraHa CIIyXy, BiICTABaHHS B IICH-
XOMOTOPHOMY PO3BHTKY.

5. Herpes (H) — Bipyc npocroro reprecy 11 1T —
cnpuunHioe ypaxeHHs LIHC.

IH(dekuiiiHi areHTH BILTMBAIOTH OE3MI0CEePEIHBO Ha
IUTi 1 MOKYTh CIPUYMHUTH HOTO 3aru0eb, 3aTPHM-
KY BHYTPIIIHEOYTPOOHOTO PO3BUTKY, BPOJIKEHI BaIH,
BiJICTABaHHS B PO3YMOBOMY PO3BHUTKY. [li€fo BHyTpi-
IIHBOYTPOOHUX 1H(EKIINH 3yMOBIEHO MPUOIU3HO 4—
9 % BunaakiB po3yMoBoOi BiACTanoCTi y AiTeH, 110
MPU3BOJIUTH A0 IHBAJIAN3ALII].

TSOKKICTD KIIIHIYHUX TPOSBIB BHYTPIIIHBOYTPOO-
HUX iH(DEKIIIH TepeBaXHO 3aJIeKUTh BiJl TOTO, B KO-
My TEPMIiHi BIIOYJIOCS 3apakeHHs. SIKIIO Iie cTamocs
B MeEpIii 8 THX MICIS 3aIUTi{HEHHS, TO HepiaKo (op-
MYIOTbCSl Tpy0l Baau pO3BUTKY IUI0/1a, HECYMICHI 3
JKUTTSIM, 1 BariTHICTh 3aKiHUYETHCS CIIOHTAHHUM BH-
kumgHeM. Ilpw iHdikyBaHHI mcas 8—12 Tk recramii
TUTIJT HaigacTile BHXKUBAE, IPOTE 10 MOMEHTY Hapo-
JOKEHHS B IOr0 OpraHi3Mi BiIOyBaroThCs TIOB’sI3aHi 3
BHYTPIIIHbOYTPOOHOIO 1H(EKIIIEIO 3MiHH, SIKi MOXYTh
CTaTH IMPUYMHOIO MEPTBOHAPOKEHHS, TSIKKOIO 3a-
XBOPIOBAHHS 200 CMepTi B HEOHATAJILHOMY IIEpiOJi.
3amanbpHi 3MIHA OPTraHiB MOXKYTh MPU3BECTH 10 Gop-
MyBaHHS Baj. [Ipu BUHUKHEHH] iH}eKIil B apyriii
MTOJIOBUHI BariTHOCTI B HEOHATAJIBHOMY MEPiOJi MO-
KYTh BHUABISTUCS SIK O3HAKHM TeHepasli3oBaHOI
iH(exkIii, Tak 1 3amajbHi 3MIHU B OKPEMHUX OpraHax
(remaTUT, MIOKapJUT, MEHIHTIT, MEHIHTOeHIE(aJIIT,
XOPIOPETHHIT Ta iH.).

HalTunmoBimuMu CUMITOMAMH BHYTPIITHBOYT-
pOOHOT H(EKII, 10 BUABISIOTECS B PAHHHOMY HEO-
HATaJIbHOMY IIepioi, € TaKi:

1. TNneprutaszis abo rinoTpodis HOBOHAPOIKEHO-
ro.

2. Ietexii 260 ekxiMO3H.

3. IemarocruieHOMeraJtisl.

4. )KoBTSHULIA.

5. XOopiopeTHHITH.

6. AHeMisi, TPOMOOIIMTOTICHIS.

7. YpaxxeHHs cKkenera.

CyKyIHICTh JaHUX KIIHIYHUX CHUMIITOMIB 3yCTpi-
YaeThCs MTPU BHYTPIIHLOYTPOOHUX 1HGEKIISX Pi3HOL
etiosorii. B aHrIIOMOBHIH JiTepaTypi UIsl TO3HAYEH-
Hs KJIIHIYHHX [TPOSIBIB BHYTPIIIHBOYTPOOHOT iH(eKIIil
BUKOpUCTOBY€EThCs TepMiH « TOR CH-cunapomy.

VY nnoaa po3BUTOK IMyHHOT CUCTEMH PO3IMOYHU-
Ha€ETHCSA B MIEPIIIOMY TPUMECTPI BaTiTHOCTI. Bymb-saki
BHYTPINTHHOYTPOOHI 1H(EKIIi CIPUYNHIOIOTH ITi[BU-
nieHHst yTBopeHHs1 [gM. BusHaueHHs ioro piBHA B
MyMTOBUHHIM KpOBi MOXe OyTH LIIHHUM CKPHHIHTOBUM
TectoM. Skio piBens IgM Bumuii 3a 20 Mr/mit, Mox-
Ha POOUTH MPHUITYIIEHHS II0JI0 BHYTPIIIHLOYTPOOHOL
iH}eKIii.
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9.5. IOHATTS ITPO
«BEJIMKUN» I «MAJTUN»
(CUCTEMHUN) TEPATOI'EHE3

TepaTorenes — npoiec GopMyBaHHS Baj PO3BUT-
KY, III0 MOXYTb CIPUYMHHUTH TEPATOTeHHI (paKTOPH.
Ile siBuIlle HA3UBAETHCS «BEIMKHUMY» TEPATOTECHE30M.
IIpoTte iHOMI TepaTOTeHHI (PAKTOPU BINIMBAIOTH Ha
eMOpioH abo IUIiJI, aJie He MPU3BOJISATH 10 BUPAKEHUX
MOPQOJIOTIYHUX BaJ pO3BUTKY. MOXYTh criocTepira-
THCS (DYHKIIOHATIbHI OPYILLIEHHS HEPBOBOI Ta iMyH-
HOI cuctemu. Take sIBUIIe HA3UBAETHCS «MaTUM» (CH-
CTEMHHM) TEPAaTOTE€HE30M.

CucTeMHUI TepaTOreHe3 MOXe OyTH iHAYKOBaHUH
PI3HOMaHITHUMHU €KOJIOTIYHMMM (hakTopamu (paiia-
101, JTist XIMIYHUX TEPATOTEHIB JJO3aMH, SIKi HE TIPU3BO-
ISTh 10 (opMyBaHHS BaJ PO3BUTKY, TIOKCis, HeBe-
JIUKI 03U aJIKOTOJII0, KYPIHHS, HADKOTHKU, TOJIOAY-
BaHHSI, TIMOXOJIECTEPUHOBA JI€TA TOMIO).

V Manomy TepaToreHe3i 0coOmMBe MicIle Iocia-
I0Th (DYHKIIIOHAJIbHI MOPYIIEHHS IEHTPaIbHOI HEPBO-
BOI CHCTEMU JIUTUHH, IO BUSIBJISIOTHCSA Y BUTJISLII
BPO/KEHUX BIIXWJICHb BiJl HOPMHU il HEpBOBOI peax-
THBHOCTI. 3HWKYEThCS 3IaTHICTh IMTUHU J0 HaBYaH-
HS aX JIO TSDKKOI po3yMoBOi BifcTanocTi. IHTenexT
MOXe OyTH B MEXax HOPMH, ajie IUTHHA, 10 3a3Ha-
J1a Aii TepaTOreHHOro akTopa, Oyae MEeHII 3Mi10HOT0,
Hi)X BOHA MOTJIa O OyTH IIpY HOPMAJIbHIN BariTHOCTI.

BrumiB TepaToreHHNX (aKTOpiB HA IMyHHY CHUCTe-
My IIO/a BUSIBIISIETHCS IM1BUIIICHOIO TOTOBHICTIO JTU-
THHH JI0 aJIeprii.

Taxum ynHOM, 3HKEHHS IHTEJICKTY TUTHHH, 1HOI
pO3yMoOBa BIJICTAJIICTh, CXUJBHICTH IO HEBPO3IB 1
aJyieprii Moke OyTH HACITIKOM Jiii HEBEJIMKUX 103 Te-
pAaTOTeHiB y aHTEeHATAJIbHOMY MEPio/i, sSIKi He TPU3BO-
JITh 0 PO3BHUTKY BaJl, ajie MOPYIIYIOTh (DYHKI[IOHY-
BaHHSI HEPBOBOI Ta iMyHHOI cucteMu. st mpodinak-
THUKH «MaJIOr0» TepaTOreHe3y BEIMKe 3HAUYEHHS Ma-
I0Th IJITAHYBAHHS BariTHOCTI, BIAMOBA B IIKIJIMBUX
3BHUOK, OOMEXEHHS MPUIOMY JIIKAPCHKHUX MpenapaTis
y Mepioj] BaTiTHOCTI, 3a1100IraHHS T1MTOKCIi, TOBHOIIIH-
Ha Ji€Ta, 3aXUCT BATiTHUX Bif Jii TepaTOTEHIB, MPU-
POIOOXOPOHHI 3aXOMH.

9.6. TIPUHLINIIN
IMPEHATAJIBHOI
JTIATHOCTUKHU BPOJI)KEHUX
BAJ/T PO3BUTKY

BpomxkeHi Baau po3BUTKY — Ii¢ MOPGOIIOTIUHI
3MiHHU OPT'aHiB, sIKi MOXKHA JIIATHOCTYBATH ITPEHATAITb-
HO 3a JIOTIOMOTO¥0 METOJIIB YIbTPa3ByKOBOI JliarHOC-
TUKH. ONTUMAJIBHI TEPMiHU ISl CKPUHIHTY BPOJIKe-
Hux Bag — 16-20 1 24-26 Twx. JIj1s 1iarHOCTUKH Ba
HEPBOBOI TPYOKM BH3HAYAIOTh BMICT O-(peTonpoTei-
Hy (A®II) y cupoBaTiii KpoBi BaritHoi. IIpn Bamax
HepBOBOI TpyOkH KoHIeHTpalis ADII ictoTHO BHIIA
3a HOpMY. SIKIIIO MiABUIIEHA KOHIEHTPALlsl O1IKa, TO



JUTsl yTOYHEHHS IarHO3y BaJld HEPBOBOI TPYOKH Mpo-
BOJATH peTenbHe Y3/, iHOII — amHiolleHTe3 3 Ha-
CTYITHUM BHU3HaueHHsM KoHieHTpaiii ADII B amHio-
TUYHIN PITUHI.

9.7. MEJJUKO-TEHETUYHE
KOHCYJbTYBAHHS
IPU BAJIAX PO3BUTKY

BpokeHi BaM po3BUTKY MAlOTh Pi3HY €TioJo-
rito. Ciii mam’ITaTi PO TeHETUYHY TeTEPOTCHHICTh
OaraTbox BaJ po3BUTKY. Hampuknan, rigpouedartis
MOXke OyTH MOHOTeHHOIO (Tigpoiedasis BHACTIIOK
CTEHO3Y CIJIbBIEBOIO BOJOIIPOBOAY YCHAAKOBYETHCS
SK pelecHBHa 34erjieHa 3 X-XpOMOCOMOIO O3HaKa),
MyJIbTH()AKTOPIATBLHOI0, HACTIIKOM BIUIUBY TEPATO-
reHHux ¢aktopiB. Taka Banga, sk Mikpoledaris,
MOXe€e YCHaJKOBYBATHUCS K aBTOCOMHO-pEIleCUBHA
O3HaKa, OyTH CUMIITOMOM r'eHHUX cuHIpomiB M BBP
(Hampuknan, cuHapOM Aniepa), CIOCTePIraeThes Mpu
0araTb0X XpOMOCOMHHUX XBOpoOax (cmHapomu [la-
yHa, I[1atay, ExBapsca ta iH.), MOXe OYTH CHMIITO-
MOM TEpPATOTEHHUX CHHIIPOMIB (HATIPUKIIAJ, AJIKO-
TOJIbHU CHHAPOM 11101, PeHUTmpOBUHOTpaTHA eM-
Opioderonaris Ta iH.).

VYTouHEeHHS AiarHO3y CHAJKOBOI MATOJIOTIl Mae
BeJIMKE 3HAUEHHsI 71 IPOTHO3Y OTOMCTBA. I eHeTuny-
HUI PU3HK PO3PAXOBYIOTh 3aJISKHO BiJ THUITY YyCIa-
kyBaHHs. Hanpuknan, nedektu 3akpuTTs HEpBOBOL
TpyOku (aHeHUedalis, YepenHo-MO3KOBa, CIUHHO-
MO3KOBa I'PHXi) B OLTBLIOCTI BUMAIKIB € MyJIbTH(]AK-
TOpiallbHUMHU BaJlaMH. | eHETUYHMIA PU3UK TSl CHOCIB
1 HamaaKiB craHoBUTH 4—5 %. L1 Bagu MOXyTh CIIO-
crepiratucs npu cunapomax [lartay, Enapnca, moiti-
pesuiye 1 %. UepernHo-M03K0Ba I'prka MOXe OyTH
CUMIITOMOM CHHAPOMY MekKkens (4epernHo-MO3K0Ba
TpHKa, TTOTIIaKTUJIIS, TOJIIKICTO3 HUPOK). BiH ycna-
KOBYETbCA K aBTOCOMHO-pPELiECUBHA O3Haka. Skiio
0aThKU reTepO3UTrOTH, TO PH3UK JUTS CUOCIB IOPIBHIOE
25 %.

[ns nedaxux Bag pO3BUTKY PO3pPOOJIEHO METOIU
MEIMKaMEeHTO3HOi mpodinakTuku. Tak, mpu3HaueH-
Hs B Mepioj BariTHOCTI ¢oi€BOI KUCIOTH 3armooi-
rae HapOJXKEHHIO AiTell 3 BajgaMu HEpBOBOI TPyO-
KHU.

IcHy0Th MeTOaM MPOPUIAKTUIHOTO JTIKYBAHHS
CUMIITOMIB repMadpoIuTU3MY NP BIpHIBbHIK (hopmi
aJIpeHOTEeHITAIIBHOT'O CUHAPOMY B AiBUATOK. SIKIIO B
pe3yibTaTi IpeHaTalIbHOI AIarHOCTUKHY Yy II0JA Aiar-
HOCTOBAHO 1I€ 3aXBOPIOBAHHS, TO BariTHUM IpU3HA-
YaIOTh TIIIOKOKOPTUKOIIN. JIIKYBaHHS MEPEIIKOIKAE
rimeprurasii HAJHUPKOBUX 34103 1 HAIMIPHOMY CHH-
Te3y aHjporeHiB. [Tics HAPOPKEHHS TUTUHI HEOOXi/T-
Ha 3aMiCHA TOPMOHAJIbHA TepaIis.

Bigomi Buna gk BHy TPIlTHBOYTPOOHOTO Xipyprid-
HOTI'O JIIKYBAaHHS IUIOMIB 3 JIETAJIBHUMHU BaJlaMU PO3-
BUTKY. Hampukira, MOXIUBa IIACTHKA iadparMu
npu niadparManbHiid rpwki (puc. 9.23).

Puc. 9.23. Ilnacru-
Ka nmiagparmMu y miona
npu giadparmManbHii
rpki: I — miuactuka
niapparmu; 2 — rmac-
THKa MEepeTHbOI YepeB-
HOIT CTIHKH

KOHTPOJILHI TUTAHHS
JIO PO3LITY 9

1. o Take BpokeHi Bagu po3sutky (BBP)? Ua-
CTOTa B MOMYJISIIT, YUHHUKH, SIKi BIUIUBAIOTh HA Yac-
ToTy BBP.

2. Knacudikartiist BBP 3a etiosnorieto, o0csirom ypa-
JKEHHS 1 OCIiaoBHICTIO BuHuKHeHHs. [1{o Take aHO-
Mmanan?

3. T'ameromnarii, emOpionarii i ¢eromarii. Kpu-
THYHI TIEPion eMOPIOHAIBHOTO PO3BUTKY.

4. CiMelicTBa I'eHiB, BIAMOBIIAIBHUX 33 BaJId PO3-
BUTKY.

5. TepatorenHi ¢akTopu.

6. Bagu po3BUTKY, OB’ A3aHi 3 Ji€10 TEPATOTEHHUX
(haxropis.

KoHTpoIbHO-HABYA/ILHI NHTAHHS
OO6epiTh OHY BiAMOBIIH.

1. V sxoMy mepioJii eMOPIOHAIBHOTO PO3BHUTKY
TepaTOreHHi (aKTOPH JIIOTH 3a MPUHITUIIOM «BCe 200
Hi4Oro»?

A. 1o iMmumadTamii

B. ¥ nepuii 15 guiB

C. VY Tepwmin Bix 15 gHIiB 10 8 THIXK

D. V tepmin 9-10 ik

E. Y tepmin 3 11 THX 10 KIHIIS BAriTHOCTI

2.V nesikux cTafisix eMOpiOHAIBLHOTO MEPIOJy eM-
OpioH HAMOLIBII Yy TIUBUI /IO JIii TepaTOTeHHUX (haK-
TopiB. Ha3BiTh mepruuii KpUTHIHUN Mepios eMOpio-
HaJIbHOT'O PO3BHUTKY:

A. 3amtigHeHHs

B. 1-2 twx BaritHOCTI

C. IMmmanTaris

D. 3-8 tux

E. 10-12 Tnx BaritHOCTI
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3. V MepTBOHAPOKEHOT AUTUHU JIarHOCTOBAHO
uukiomnito. Lle € mpuxmamom:

A. Bracromnarii

B. IMopymenHs iMruranTarmii

C. EmOpiomnarii

D. ®deronarii

E. Tameronarii

4. )KiHka B niepiof] BariTHOCTI IpUiiMaa aHTUKOH-
BYJIbCAHTU. B KoMy TepMiHi BXKMBAHHS LIMX Iperna-
paTiB MOe HAWOUTBII IMOBIPHO CIPUSTA BUHUKHEH-
HIO BaJ PO3BUTKY?

A. 3arutifHeHHs

B. 1-2 tux BariTHOCTI

C. IMmruta"Tanisa

D. 3-10 tux

E. 11-12 Tix BariTHOCTI

5. Y HOBOHAPOJKEHOTO JIIarHOCTOBAHO aMeEJilo.
o sixoi rpynu BpOJKEHUX BaJ PO3BUTKY BOHA Halle-
KUTH?

A. Briacromarii

B. INopyiieHHs iMIiaHTaIii

C. EmOpiomnarii

D. ®deronarii

E. Tameronarii

6. BariTHa kiHKa IepeHecia ToCTpy XBOpoOy 3 ra-
psiukoro B TepMiHi 9-10 Tk BaritHOcTi. Lle Moxe
MIPU3BECTH JIO:

A. Tameromnarii

B. Bnacronarii

C. IMopymreHHs iMITIaHTAIT]
D. EmOpiomnartii

E. ®eronarii

180

7. JKiHka B mepiof] BariTHOCTI BXXUBAJIA TAJIOMII.
VY siKkoMy TepMiHi BXXMBaHHSI ITpeNapaTy MOKe HaHOLIbII
IMOBIPHO CIIPUSTU BUHUKHEHHIO BaJl PO3BUTKY?

A. BarutigHenss

B. 1-2 tux BariTHOCTI
C. Immtanranis

D. 3-10 tmx

E. 11-12 Tix BariTHOCTI

8. TepaToreHHi (pakTOpU — II€ yCi MpernapaTu, 3a
BUHSATKOM TaKHX:

A. [Tiazenam

B. Bapdapun

C. Terpanukiin

D. Ileniunmiin

E. CuHTeTHYHI aHAJIOTH BiTaMiHy A

9. Xinka mijg yac BariTHOCTI B)KMBAja ajaKOIOJb.
Lle Moe mpuszBecTH 10 BChOTO, KPiM:

A. HapokeHHs 310pOBOi TUTUHU

B. HapomkxeHHsSI TUTUHU i3 3aTPUMKOFO TICHXOMO-
TOPHOI'O PO3BUTKY

C. Hapomxennst nutuHu 3 cuHapomoM JlayHa

D. HapomkeHHsT TUTHHU 3 €MIKAHTOM, MIKpOre-
HI€I0, 3ATPUMKOIO HEPBOBO-TICUXIYHOTO PO3BUTKY

E. HapomkeHHst tutuHu 3 Mikpotiedalliero Ta He-
BIJIMTOBIAHICTIO TeCTAIlIHHOMY BiKY

10. 1o TORCH-indexkuiit Hamexatp yci iHbeKIii
34 BUHSATKOM:

A. Toxkcormazmosy

B. Kpacnyxu

C. Magnspii

D. Ilutomerainosipycy

E. I'epniecy



Pozoin 10

METOIN JIATHOCTHUKU CITAJAKOBUX XBOPODB

KtiHiuHA TiarHOCTHKA CHIAJIKOBUX XBOPOO 0a3yeTh-
Cs Ha MaHWX KIIHIYHOTO (CMMIITOMH, HE3BHYAMHI 03-
HAKH, KOMIUIEKC CUMIITOMIB), F€HEaIOrIYHOTIO 1 J1abo-
paTopHOTO OOCTEX)KEHHS XBOpOTO. [1posiBY criaKOBHX
3aXBOPIOBAHb 0araTOMaHITHI, CTOCYIOTbCS Pi3HUX
OprasiB i cucteMm oprasiB. Lle 3yMOBIIEHO BEIUKOIO
KUTBKICTIO HO30JIOTiUuHUX (hopMm. I3 cragkoBoro marto-
JIOTI€X0 3yCTPIYAIOTHCS B IPAKTHYHIN JISUTBHOCTI JTiKapi
BCIX CIEIaJIbHOCTEH — OKYJIICTH, HEBPOIATOJIOTH,
TICUXIATPH, KAP/IOIOTH Ta iH. JIJIs NIarHOCTUKH criaji-
KOBHX 3aXBOPIOBAHb Pa30M 13 3arabHONPUAHATUMH
TPaAMUIHHUMHU KIIHIYHUMH METOJaMH BUKOPHUCTOBY-
IOTh CIIEliaJIbHI T€HETHYHI METOIH, 0e3 TKUX HEMOXK-
JIMBa TOYHA JIATHOCTHUKA, OCOOJIMBO MpeHATAJIbHA.

Crieria IhHUMA TEHETHYHUMU METOJIAMU €: CHH/I-
POMOJIOTIUHMH 1 reHeaJIOTIYHUNM aHai3, [UTOreHe-
THUYHI, MOJIEKYJIIPHO-TeHeTHYHi, O10XiMiYHi Ta Aepma-
TOTTI(IUHUN METOIH.

10.1. CUHAPOMOJIOI'TYHUI
AHAJII3

CHHIPOMOJIOTIYHUH aHaTi3 — e aHall3 (eHOTH-
Iy XBOPOTo (MiKpOaHOMAJi, BaJl PO3BUTKY Ta 1HIINX
CHUMIITOMIB) 3 METOIO BUSIBJIEHHSI CTIMKOTO MO€EIHAH-
HsI O3HAK /IS BCTAHOBJIGHHS JiarHo3y. BuIbIIicTh
CNaJIKOBUX CHUHJIPOMIB JIaTrHOCTYETHCS Ha TMi/CTaBi
XapakTepHOl KIIiHiYHOI kKapTuHHU. CragKkoBi XBOpoOH
3YMOBJICHI MyTAlLlISIMHU, SIKI BUSIBJISIIOTHCSI KOMITJIEKCOM
cnenudivHUX cUMNTOMIB (cuHIpoMamu). [Tpuuomy
OJ/IHaKOBI MyTallii y Pi3HUX XBOPUX BUSIBIIAIOTHCS CXO-
KUM (PEHOTUTIOM. XBOPI 31 CITaJIKOBOIO MATOJIOTIEI0
OLIbIIIE CXOX1 OJMH HAa OAHOTO, HI’)K Ha CBOIX 010JI0-
riuHux 6aThKiB. TOMY CHHIPOMOJIOTIUHUE aHAIII3 Ha-
OyBae MepIIOPSAIHOTO 3HAYEHHS TSI BCTAHOBIJICHHS
JarHO3y CHaKOBOI MATOJIOTII.

IMpu anamizi peHOTUITY XBOPOTO OCOOJIUBY yBary
3BEpPTAIOTh Ha MIKpOaHOMAJil Ta Baaud PO3BUTKY.
MikpoaHoMadii MOXYTb 3yCTpi4aTHCS y 30POBUX
mogeit (Bix 0 1o 6). s XBopHX 31 CHagKOBOO MaTO-
JIOTI€I0 XapaKTepHa OLIbIIIa KITbKICTh MIKpOaHOMAJTIH
po3BUTKY 1/abo crienudivne ix moemHanHs. CUHAPO-
MOJIOTIUYHUH aHai3 (peHOTHUIly XBOPOTrO € OCHOBHUM
JUIsL TIaTHOCTUKKM HAMOUIBII BIJOMUX 1 MOIIUPEHUX

MOHOTE€HHUX XBOPOO 1 CHHAPOMIB, 1[0 BUSBJISIOTHCS
BaJlaMU PO3BUTKY, — aXOHJpoILIasii, CHHApoMy Arle-
pa, cunapomy DpanueckeTTi 1 6ararbox iHmmx. Llei
METO/JI € JIOTIOMDKHUM Yy JTIATHOCTHIII XPOMOCOMHUX
xBopoO. JIJIg HUX XapaKTepHi crenudiuHi yepenHo-
JTUIBOBI AU3MOpdii Ta BaAd PO3BUTKY, IO 103BOJISE
BiIiOpaTu rpyIy XBOPUX IS [IUTOTEHETUIHOTO J0-
ciipkeHHd. [Ipu neskux XpoMOCOMHMX CHHIpOMAax
(heHOTHIT XBOPHMX HACTUIBKH CIIeU(IYHUI, 110 CUH/I-
POM 13 BEJIMKOIO BIpOTiTHICTIO MOXe OyTH JiarHOCTO-
BaHMU TUTBKW HA MIJCTaBl JaHUX KIIHIYHOTO oOCTe-
skeHHs. Hanpuknan, cneuudiyamii peHOTUN MaroTh
xBopi 3 cuHapomamu Jlayna, [lleperecekoro — Tep-
Hepa, Kimaitngensrepa. IIpoTte miarHo3 XpoMOCOMHOI
XBOpOOY MOBUHEH OyTH 00OB’SI3KOBO IiITBEPKECHHIA
[IUTOTEHETUYHUMHU MeTomaMu. Lle moB’s13aHo 3 HasB-
HICTIO T€HOKOMiN, TOOTO TeHHI MyTallii MOXYTb AaTH
(heHOoTHUI, CXOXKMIT Ha XPOMOCOMHUH cuHApoM. Tak,
reHokorniero cunapomy Llepemescsrkoro — TepHepa
€ cuaapom HyHaH (aBTOCOMHO-TOMIHaHTHE 3aXBOPIO-
BaHHs). BiqoMi BUMagKu, KOJU JIarHO3 CHUHIAPOMY
HayHa OyJIO IMOCTaBJICHO XBOPHUM i3 TIOTHPEO30M
(TUTBKY Ha MiJCTaBI OCOOJIUBOCTEN puC 00MuYs Oe3
ypaxyBaHHS IHIIUX CIEU(BIYHIX O3HAK).

CUHAPOMOJIOTIYHUHN aHai3 — BaXKJIUBUH JOTO-
MDKHUN METOJ Y TIarHOCTHIII CIIAIKOBUX XBOPOO CITO-
JIy4HOI TKaHWHY (cuHIpoM Mapdana, cuanpom Emnep-
ca — Janno), neskux XxBopoO HaKOMMUYEHHS («rpyoe
00IMYUs» y XBOPHUX 13 MYKOIOJicaXapua030M) Ta
IHIIKX CHAAKOBUX MOPYIIEHb OOMIHY pPEUYOBHUH.

[HKONM BaXXJIMBUM MOXe OyTH OOCTEXEHHS He
TUTBKA XBOPOTO, a TAKOX HOro poaudiB (BU3HAUCH-
Hs crielU(BIYHUX MIKPO- 1 MAKPOCHMITTOMIB 3aXBOPIO-
BaHHs). [IpU HEMOXIMBOCTI OTJISHYTH POAMYIB MO-
KYTh OyTH BUKOpPHCTaHi ciMeiiHi poTorpadii. Anamis
(denoTuly poauyiB XBOporo Ha ciMeifHUX ¢oTtorpa-
(bisgx y nesiKux BUMAJKax JI03BOJISIE BUSIBUTH HAWBIpPO-
TIAHIIINX HOCIiB MATOJIOTIYHOTO Te€Ha 1 TUM CaMUM
YTOYHUTH THIT YCITAIKyBaHHSI.

Jns yToOYyHeHHs NiarHO3y CHAaJKOBOI MaTOJOTIl
HIMPOKO BUKOPUCTOBYIOTHCS aTJIACH CITaIKOBHX CHH-
JapoMiB. HaifO1b11010 Oy ISPHICTIO B HAILIIN KpaiHi
KOPUCTYEThCS aTiac-AoBigHuk «HacnencrBeHHbIe
CUHJIPOMBI U MEIUKO-TeHeTUYECKOe KOHCYJIbTHPOBA-
Hue» (C. U. Kosnosa u coast., 1996). B aTnaci onu-
caHo 460 cunapoMiB, 3 HUX 148 mpoiaocTpoBaHo Go-
TorpadisimMu.
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B KkiHIIl KHUTM HaBENEHO MIATHOCTUYHMI ITOKAX-
YUK, SIKUIA JIOTIOMAara€e 3HaiTH MOTPIOHMIT CHHIPOM 3a
HASIBHICTIO HU3KU CUMIITOMIB y XBoporo. Hanpukiam,
TAKWH CHUMIITOM, SK aCHUMETpis TylryOa, oOommyus i
KIHI[IBOK ONMUCAHWI y LI KHHU31 pu 9 CHHAPOMAX,
MaKpOCOMisi — ITPH ABOX 1 T. iH. Y pasi moTpedu Mox-
Ha MOPIBHATH (peHOTHIT XBOpOro 3 ¢ororpadismMu B
atnaci. OCKUIBKM XBOPI 31 CMIaJKOBUMH XBOpoOamu
OlUTbIIIE CXOXI1 OJIMH Ha OJTHOTO, HIXK Ha CBOIX 3/10PO-
BUX POJIMYIB, 11€ BUSIBJIIETHCS KOPUCHUM [Tl BCTAHOB-
JICHHS JiarHo3y.

AHTIIIACHKOIO MOBOIO BUJIAHO TaKi aTJIACH:

1. Jones K. L. Smith’s recognizable patterns of
human malformation. — 5-th ed. — Philadelphia: WB
Saunders, 1997.

MicTUTh ONMMC HAWTOIMHUPEHIMUX CHHIPOMIB 13
doTorpadisiMi XBOpUX.

2. Gorlin R. J., Cohen M. M., Levin L. S. Syndro-
mes of the head and neck. — 3-rd ed. — New York:
Oxford University Press, 1990.

Omuc Baja i MikpoaHoMaJliii PO3BUTKY TOJIOBH 1
AT TIPY HAWOLTBII TMONTUPEHUX 1 PIIKICHUX CHaIKO-
BUX CHHJIpOMaX.

3. Taybi H., Lachman R. Radiology of syndromes,
metabolic disorders and skeletal dysplasias. — 4-th ed.
— St. Louis: Mosby, 1996.

IToBHUII OTTUC CITAJIKOBUX 3aXBOPIOBAHbB, ITPH IKUX
CIIOCTEPITaeThCsl YPAKCHHS CKEJeTa.

10.2. BUKOPUCTAHHHA
KOMITIOTEPHUX
JIATHOCTUYHUX ITPOI'PAM
I BA3 JAHUX

CpOro/IHI BUSBIIEHO KUIbKA THUCSY CIIAJIKOBUX 3a-
XBOpPIOBaHb. JIiKap-TeHETUK He MOXKE B CBOIl MaM’sITi
TpuUMaTH 1H(OPMAIII0 PO BCl BiIOMI HO30JIOTIYHI
dbopmu. Tomy po3pobIieHO cremiaibHI KOMIT IOTEPHI
JIarHOCTHYHI Tporpamu i iHpopMaliiiHi 6a3u JaHUX.

1. diarnoctruHi nporpamu. OHi€I0 3 HAHKpAIIMX
aHTJIIChKOI0 MOBOIO BBaXaerhcs: mporpama "Pos-
sum" (The London Date Bases), sika MiCTUTh OIHCH
CHAaJKOBUX 3aXBOPIOBAHDb 3 MOPTPETAMU XBOPHX. Y
Menuko-reHeTHIHOMY HaykoBomy neHTpi PAMH
CTBOPEHO 1H(GOPMAIIHHO-TIOMYKOBI JIarHOCTHUYHI
MporpaMu AJi JIarHOCTHKHU CIaJKOBUX XBOpPOO 00-
MiHY PEUOBUH, BPOJKEHUX BaJ PO3BUTKY, XPOMOCOM-
HUX XBOPOO, PIIKICHUX CMaIKOBUX CHHApOMIB. Omuic
IUX NporpaM MOXHa 3HAWTH Ha caiiTi: http://
www.medgen.ru/index.shtml?page=develops/deve-
lops.html&menu=mainmenu.html.

Po3pobineno Takox KoMt IOTEPHY IPOrpamy JUist -
ArHOCTUKH CHAJAKOBUX CI/IH}.‘[pOMlB CKEJIETHHX 1 eKTO-
nepmanbHux nucrutasii 8 HAI ciankoBux 1 Bpomke-
HUX XxBopo6 MO3 pecnybnuku Benapych (MiHCBK).

V BCIX Z1arHOCTUYHUX ITporpamMax Ha IiJICTaBi cIie-
nuGIYHUX MIKpOAHOMAITIH, HASBHUX Y XBOPOTO, BaJl
PO3BUTKY, IaHHX napaKniHquoro OOCTEKEHHS MOX-
Ha 3HAWTHU TPyIy CI/IH,Z[pOMlB IIPU AKUX 3yCTpl‘{aIOTL-
s TaKi CUMIITOMM, 1 IPOBECTH und)epeﬂulanbﬂy Jiar-
HOCTHUKY. MOKHa 3BepHYTHCS 70 0a3u JTaHUX 1 ojep-
KaTU OIKMC CUHIPOMY 1 HaBiTh (oTorpadii XBopuUX.
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Yci nporpamu KOMeplIiiiHi, HIMA KOPUCTYIOThCS B Me-
JINKO-TeHeTUYHUX LEHTpax.

2. CrieriaJibHi KOMIT IOTEPHI IIarHOCTHYHI ITpOTpa-
MU BHKOPUCTOBYIOTBCS [T aHAI3y pe3ybTaTiB IU-
TOTCHETHYHUX 1 MOJICKY I PHO-TeHETHYHIX JoCIi-
JUKEHB, TIPeHATAJIbHOI IIarHOCTUKHU (aHaJi3 pesyIb-
TaTIB OIOXIMIYHOTO ¥ YJIBTPA3BYKOBOI'O CKPUHIHTY 1
PO3paxyHOK 1qu/IBmyaanoro TEHETUYHOTO PU3HKY).

3. Komm’rotepHi lH(I)OpMaLIII/IHl 6a3u JaHuX.

V CIIIA cTBOpEHO 1 MOIHS TIOMOBHIOETHCS KOM-
ITIOTEPHMIA aHAJIOT KAaTajI0Ta I'eHiB 1 MOHOT€HHUX XBO-
po6 B. Mak-K’rocika «On-line Mendelian Inheritance
in Man — OMIM» (http://www.ncbi.nlm.nih.gov/
omim). [le inpopmarniiiHo-nIoNIykOBa cucTeMa, siKa
MICTUTB OTUC yCiX BIJTOMUX MATOJOTIYHUX I'€HIB 1 MO-
HOTEHHUX XBOPOO JIFOMMHH, a TaKOXX I'eHIiB, BIMIIOBI-
JATBHUX 332 PO3BUTOK MYJIbTH()AKTOPIAILHUX 3aXBO-
proBaHb. JogaTkoBy iH(OPMALIIIO MPO L0 MPOorpaMmy
MOXHa oJiep>kaTu Ha caiiti http://www3.ncbi.nlm.nih.
gov/entrez/query.fcgi?db=OMIM

Iudopmariiro mpo reHeTUYHi KapTH JIFOJIMHUA MOXK-
Ha 3HAWTH HA CaWTI

http://www.ncbi.nlm.nih.gov/mapview/
map_search.cgi?chr=hum_chr.inf&query

10.3. IATOTEHETUYHI
METOIU

Lli MmeToau 6a3ylOThCS HA BUBYCHHI KapiOTHUITY
moauuu. JIo 1956 p. Gioyioru BBaXkasu, 10 JIFOJIUHA
Mmae 48 xpomocoM. Y 1956 p. mBenceki BueHi Tio i
JleBaH yIOCKOHANWIM METOIUKY BUBYEHHS XPOMO-
COM, IO JO3BOJMIO IM WiTKO MOOAYHUTU B JUILIOIN-
HOMY Habopi moauHu 46 XpomocoM. MeToj kapio-
TUITYBaHHS, SIKUIl BOHH PO3POOHITH, BUKOPUCTOBYETh-
csl 1 CbOTOJIHI 3 HEBENMMKUMH MOJU(IKALIIMU B yCiX
LIUTOTEHETUYHUX J1A00PATOPIsX.

10 OCHOBHHX LIMTOT€HETHYHHUX METO/IIB HAJISKATh:

— KapiOTHITyBaHHS;

— MOJIEKYJISPHO-IIUTOTCHETUYHI METO/IN;

— BU3HAUYCHHSI CTATEBOTO XPOMATHHY.

10.3.1. TIOKA3AHHS J10
LMATOTEHETUYHOI JIATHOCTUKH

LluToreHeTHYHIN MIarHOCTHUII HiAIATaOTh TaKl
rpynu ocib:

1. XBopi 3 mi103por0 Ha XpOMOCOMHY XBOpoOy 3a
KJIIHIYHOIO CUMITOMATHKOIO (JUIS MiATBEPIKCHHS
JIiarHOo3Yy).

2. iT! 3 MHOXMHHUMU BPOJIKCHUMU BaJlaMHU PO3-
BUTKY 1 IXHI OaTHKU.

3. it i3 3aTPUMKOIO TICHXOMOTOPHOT'O PO3BUT-
Ky 1 iXHI OaThKH.

4. ity 13 3aTPUMKOIO Ta AHOMAJIiISIMUA CTATEBOTO
PO3BHUTKY.

5. IMoapysHi mapu, B IKUX CIIOCTEPITAETHCS HEBU-
HOIIIYBAaHHS BATITHOCTI (OLbIE JBOX CIIOHTAHHUX
abopTiB) abo iHIII pENPOAYKTHUBHI BTPATH.

6. TlonpyxHi mapu 3 OOTSHKEHUM aHAMHE30M
(MepTBOHAPO/KEHHS, HASBHICTD TUTHHH 3 BPOKCHHU-
MU BaJaMH PO3BUTKY 260 XpOMOCOMHOIO XBOPOOOIO,
BHSIBJICHHSI XPOMOCOMHOI MATOJIOTT Y WiIEHIB CiM’T).



7. besmninHi moapyxHi napu abo 3 NOPYIICHHAM
PeNpOAYKTUBHUX (PYHKIIH Yy )KIHOK YU YOJIOBIKIB.

8. loHOpH cTAaTEeBHX KJITHH, 5IKi 3BEpHYJINUCS B
HEHTP IITYYHOTO 3aIlIiTHEHHS.

9. XBopi Ha Jieliko3 (ms audepeHIiaabHol Jia-
THOCTHKH, OI[IHKY €(peKTHBHOCTI JIIKYBaHHS 1 IIPOTHO-
3y niepeoiry).

10. XBopi, 17151 SIKUX MOTPIOHO MPOBECTH OLIHKY
MyTareHHUX BIUIUBIB (pajiamiifHuX abo XIMIYHHUX).

Tloka3anns 10 HpeHaTaJIbHOi
MU TOreHeTHYHOI IliaFHOCTHKPI

1. Bik marepi o 18 i 6Gutbme 35 pokis.

2. HastBHICTh B CIM'T AMTHHU (TI0A4) 3 XPOMOCOM-
HOIO TIATOJIOTIE€I0 200 MHOXMHHMMH BaJaMU PO3BUTKY.

3. HasBnicTh y 6aThKiB XpOMOCOMHOI MATOJNOTII,
XPOMOCOMHOI TIepedy10BH.

4. TTo3uTUBHI pe3yIbTATH O10XIMIYHOTO CKpPHHIH-
ry y I a6o II Tpumectpi BariTHOCTI.

5. XapakTepHi CHMIITOMH XPOMOCOMHOI ITATOJIOTI1
MIPH YIBTPA3BYKOBOMY OOCTEXEHHI.

10.3.2. METO/1 KAPIOTUITYBAHHAA

[o3BoJsie BUBUUTH KapiOTUI y LiIoMy (TOOTO
KUIBKICTB 1 CTPYKTYpPY XpOMOCOM). XPOMOCOMHU JTIO-
IUHA BUBYAIOTHh Ha CTamisx Meradasu i mpomerada-
31 MITO3Yy.

1. BuBueHHs MeTada3HuX XpoMocoM. VY Ml craii
XPOMOCOMHU MaKCHUMAJIbHO CITipalli3oBaHi Ta J00pe
MOMITHI y cBiTJIOBHi1 Mikpockortl. [Tpenapat metadas-
HHUX XPOMOCOM OJTHI€1 KJIITUHH Ha3UBA€ETHCs MeTadas-
HOIO TUIACTUHKOO. J[JIs MIarHOCTUKY OUTBIIIOCTI XPo-
MOCOMHHX XBOp0O MeTada3Hi INIACTHHKU BUTOTOBIIS-
I0Th 3 JIM(OLUTIB nepmbequHm kposi. [TpunatHi
Takox QiopobracTu WKipU, KIITUHU 4EepPBOHOTO
KiCTKOBOro MO3Ky. [l mpeHaTanbHOi J1arHOCTUKH
KYJIbTUBYIOTh KJIITUHU aMHIOTUYHOI PiIMHU, BOPCHH
XOpiOHa, IDIAIIEHTH, eMOpiOHAIBHI TKAHWHH. Bukopu-
CTOBYIOTh TaKO KJIITHHU PI3HUX TKAHUH abopToBa-
HUX eMOPIOHIB.

MeradasHi IuracTiHKY 3 TiMGOIUTIB niepudepuy-
HOI KPOB1 OJIEpXKYIOTh TAKIM YHHOM.

st kKapioTUIIyBaHHSI BUKOPHCTOBYIOTh BEHO3HY
kpoB (1-2 mu). Ti BMiIIyroTh y criemiaabHe KUBUIbHE
cepenosuitie (Cepenouiie 199, «rna» ta iH.) 3 dito-
reMarTroTHHIHOM (DPI'A) — 6itok 6060BUX POCIHH.
Bin cnpuunnioe 6nactHy TpaHchopmaiiito timdo-
LUTIB 1 IXHIM oL nUIIXoM MiTo3y. KynbTypy BMiITy-
I0Th y TepMocTaT Ha 48-72 rog.

3a 2-3 rox A0 KiHIA KYJIbTUBYBAaHHS JTOOAIOTH
KOJIXIIUH (260 kosemin). KonxinuH olepkyoTh i3
POCIVHHM Mi3HBOIIBITY OCIHHBOTO, 00 JIyTOBOTO mad-
pany (Colchicum autumnale). Bin pyliHye BEpeTeHO
MOALTY 1 3yIHUHsIE MOALT KIIITUHYU Ha cTafii MeTadasi.

HacTynHuii etran BUTOTOBJICHHS Ipernapary —
00poOKa KINTUH TIMOTOHIYHUM PO3YHMHOM XJIOPHUIY
KaJtio abo UTpaTy HaTpito. Y TIMOTOHIYHOMY pO3-
YUHI KJIITUHU HAOyXaloTh, MIKXPOMOCOMHI 3B’SI3KH
PBYTBHCA 1 XpOMOCOMM BiIBHO MJIaBalOTh y LUTO-
rta3mi. KiituHHy cycriensito (ikcyloTh 1 HAHOCATh Ha
npenmetHe ckito. [Tpu BucuxaHHi ¢ikcaTopa KIITHHHA
1 XpOMOCOMH MIITHO TPUKPITUTFOIOTHCS 0 CKJIA.

Hpemapat 3a6apBIIOIOTS SACPHIMH O PBHUKAMHE.
PO3pI3HSIOTE METONM PYTUHHOTO 1 MU(EPEHIIaTbHO-
ro 3abapsiieHHs. [Ipy pyTHHHOMY METOMI Ipenapar
3a0apBIOIOTH a3yp-€O3MHOM 32 POMaHOBCHKMM —
I'im3o10. [Ipy bOMY BCI XpOMOCOMHM 3a0apBIIIOIOTh-
csl pIBHOMIPHO 3a Bci€ro joBxkuHO0 (puc. 10.1). Py-
THHHE 3a0apBJICHHS JI03BOJISE MiAPAXyBaTU KIJTbKICTh
XpPOMOCOM, PO3MOIUIUTH iX MO Irpynax i BUSBUTH
rpy6i xpoMocomHi abepartii. [{7s1 [esikux giarHocTuy-
HUX IUTeH (HampuKiIam, IS BHSBIICHHS KUTbKICHUX
aHOMaJTI XpOMOCOM) 1€ METOJ LIJIKOM JOCTATHIM.
Hns oTpuMaHHS JeTaldbHIMOI KAPTUHU CTPYKTYpPH
XPOMOCOM 1 TOYHOI AIaTHOCTUKH XPOMOCOMHOI abe-
palii BUKOPUCTOBYIOTBCS Pi3HI criocobu audepeHLi-
AJBHOTO 3a0apBICHHS.

Briepie MmeTonuky audepeHIiaTbHOTO 3a0apBiIcH-
Hsl XPOMOCOM 3aIIPOIIOHYBAB Caspersson (1968). Cpo-
TOJTHI BUKOPUCTOBYIOTh YOTUPH OCHOBHI METOIH U~
(depenwianbaoro 3abapenenus: G-, R-, Q-, C-3abaps-
JICHHS.

Haiiuacrime BUKOpucToBYyIOTh G-3a0apesnenns: (Bin
aari. Giemsa stain). XpoMocoMu Iepea 3a0apBiicH-
HsM 3a PomaHoBcbkuM — ['iM3010 3a31aleriap o6-
poONAIOTh MpoTea3aMu (TPUIICHHOM), IMICIIS YOTO
BOHH CTAalOTh CMYTaCTHUMH. B HUX 4epryroThCsl TeMHI
Ta cBiTyi cMyrH (auB. puc. 1.7). [Tonepeuni cmyry, 1o
BUSIBJISIIOTHCS TpU TU(EPEHIIIAIbHOMY 3a0apBJIeHH],
HA3WBAIOTHCS CerMEHTaMU. [1pHITyCKaIOTh, IO TeMHI
cmyru (G-cMyru) — 1ie JUISSHKY TeTePOXPOMATHHY, a
cBiTii (R-cmyrn) — eyxpomatuHny. 3a3Buuaii y ra-
wIoigHOMy Habopi MoxHa HamiuuT 200-400 cermeH-
TiB Ha ramioigHuit Haoip. [TigpaxoBaHo, IO KOKHMIA
CerMEHT MICTUTh ONMU3bKO 8§ MJIH I. H. YepryBaHHsI
TEeMHHX 1 CBITIIMX CMYT (CErMEHTIB) IHOWBiIyaJlbHE B
KOXHIi mapi xpomocoM. Po3pobieHo ¢opmy mpea-
CTABJICHHS! CTWJII30BAHOTO 1I6aIbHOTO KaploTHIY 3
TUTMIOBUM PUCYHKOM CMYT Ha KOXHiil XxpomocoMi. Cxe-
MAaTHYHO y3araJbHEHHS KapioTuIly 3 rpadiyHum 300-
PaXKEHHSIM OKPEMHX XpOMOCOM Habopy 3 ycima ix
CTPYKTYPHUMH XapaKTePUCTHKAMU HA3HBAETHCS
imiorpamoro (puc. 10.2).

R-3abapenenns (Big aHri. reverse banding — 3Bo-
poTtHe 3abapaiieHHs). [Ipenapat nepes 3a6apBICHHIM
3a PomanoBchrkuM — ['iM3010 3a31anerigp Harpisa-
I0Th y cObOBOMY po3uuHi g0 78-90 °C. IIpu upomy
XpPOMOCOMHU TaKOX MAalOTh MOMEPEeYHy MOCMYTo-
BaHICTh. PHUCYHOK cMyT 30epira€eTtbcs, ajie ix KOmip
3MIHIOETBCS Ha TPOTUIICKHUH MTOPiBHSIHO 3 G-3a0apB-
JIEHHSAM, TOOTO TE€MHi CMYT'H CTalOTh CBITJIMMU 1 Ha-
BIIakH. 3Bi/icH Ha3Ba MeToay — reverse banding (3Bo-
pOTHE 3a0apBIICHHS).

Q-3abapenenns (Bi aHIIL. quinacrine — KBiHAK-
puH, AKPUXIiH, OJMH 13 (IIFOOPECIICHTHUX OAPBHUKIB)
— ICTOpPUYHO TepIuil MeTo 1, po3podienuii Kacrnep-
conom (Caspersson, 1968). IIpu 1ibomy MeToji Xpo-
MOCOMH 3a0apBIIOIOTH (PIIOOPECHEHTHUMHU OapBHU-
KaMH i BUBYAIOTh 32 TOIIOMOTOI0 JIOMiHECHIEHTHOI'O
MiKkpockormia. SIk OapBHUKU HUHI BHKOPHUCTOBYIOTH
AKPHXIiH, aKpUXIH-ITpHUT Ta iH. CerMeHTH, 10 ACKpa-
BO CBITSThCS npu Q-3a0apBIieHH], EKBIBAJICHTHI TEM-
HO 3a0apBiieHUM cmyram npu G-3abapBlieHHI.

C-3abapgnenns (Bin aHri. constitutive heterochro-
matin — KOHCTUTYTHBHUI reTepoxpomatut). [Ipemna-
paTi 0OpOOIIAIOTH JIyraMH, a TIOTIM 3a0apBITIOIOTH 3a
PomanoBcbkuM — I'im3om0. IIpu mbomy gobpe 3a-
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Puc. 10.1. HopmanpHUl Xpo-
MOCOMHMIA Habip YOJIOBIKa, PyTHH-
He 3abaprieHHs (MetadasHa ria-
'y CTHUHKA 1 PO3KJIagKa XpOMOCOM;

MOJXJIMBA iMeHTU(IKAIIST XPOMO-
Y .
com1,2,3,161Y)

17-18

OapBIIOIOTHCS IICHTPOMEPH BCIX XPOMOCOM, JIOBTE
mieue Y-XpOMOCOMHU Ta IHIII JUISSHKY, OaraTi Ha
reTepOXPOMATHH.

Citi miIKpecuTH, 0 Ha3BaHi METOAU HE € aJlb-
TepHaTUBHUMU. Y 1971 p. Ha [Tapu3bkiit koHbepeHTIii
OyJIO IOPIBHSHO JIaHi, OJIEpPKaHI MPU Pi3HUX METOJAX
TudepeHIanTpHOTO 3a0apBiieHHs. BetaHOBIIEHO, 110
BCl METOAM BUSBIAIOTH y MPUHIMIN OJHI K Ti cami
CTPYKTYPH, aJIe KOXXEeH 3 HUX CTIelM(IYHMIA 11010 TeB-
HUX XPOMOCOMHUX cerMeHTiB (puc. 10.3).

2. BuBuenHs npomeTadasHux Ta Mpoda3Hux Xpo-
MocoM (audepeHifiaibHe 3a0apBieHHs 3 BUCOKOIO
po3aiTbHOIO 31aTHICTI0). ChOTOIHI PO3pOOIIEHO Me-
TOJVKU BUTOTOBJICHHS NpenapaTiB nmpomeradasHux
Ta npodazHUX XPOMOCOM, KOJIM XPOMOCOMHU 1ie He-
JIOCTaTHLO KOHJIEHCOBaHi. Taki XpoMocoMu J0OBIIi,
HDK XpOMOCOMH Ha crajii Metadasu. [1pu qudepen-
HiaJlpHOMY 3abapBiieHHI mpometada3Hux i nmpodas-
HUX XpOMOCOM MOHa po3rIsiHyTH Bif 550 mo 850 cer-
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MEHTIB Ha rarioigHuii HaOip. Ilpu 1boMy cermeH-
TH, SIKi CIIOCTEpErarThcs B MeTada3sHUX XpOMOCO-
Max, MOXHa MiIPO3JIUIUTH Ha cyOcermeHTH (puc.
10.4). Lleii MeTO BUKOPUCTOBYIOTH ISl IIarHOCTH-
KU MIKPOJIEICIii, MiKpOIYIUIIKAIIiH 1 CKJIaIHUX XPo-
MOCOMHHX abepalliii.

10.3.3. MOJIEKVYJIAPHO-
HUTOI'EHETUYHI METO/IN

Lle meTonu, SKi NOEAHYIOTH TPAAMIIIHHI TUTOTCHE-
TUYHI METOJIKH 3 MOJICKYJIIPHO-T€HETUYHUMH TEXHO-
norissMu. OCHOBHUM € MeTO[I (DIIFOOPECLIEHTHOI ribpu-
nuzaii in situ (FISH-metom).

MeToauka MICTUTB TiOpuam3aiito in situ (ToOTO
B IIpernapari, Ha MPeIMETHOMY CKJIi) 3a0apBIIEHUX
dbmoopecuentHumMu 6apsHukamu JJHK-30H11B 13 Me-
TadazHuMH a00 IHTEpPA3HUMHI XPOMOCOMAMH.



Puc. 10.2. CxematuuHe 300paxenHs audepeniiianbHoro (G-3a0apBiieHHsST XpOMOCOM
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Puc. 10.3. Y3aranbHeHe cxeMaTH4HE 300pakeHHs TudepeHialbHOTO 3a0apBIEHHS XPOMO-
coM 3a Q-, C-, R-meromamu
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11.3
11.2
/1.1
11.2
12
Puc. 10.4. IudepeHuianbue 3a-
OapsiieHHST XpoMocoMmu 18 pi3zHOro
CTyIEHs KOHIEeHcallii (crpaBa MeTa- q 21
(hasHa xpoMocoMa 3 piBHEM pO3i-
siernst 400 cerMeHTIB Ha TaruIolIHUN
HaObip, mOCepe/IMHI Ta 3J1iBa — MPO- 22
MeTada3Hi XpOMOCOMHU 3 piBHEM
pozninennst 550 cermenTis 1 850 cer-
MEHTIB Ha raruioiiHu Habip BiAmMO- 23

BiIHO)

11.32
1.3

1.2

— 11
1.2

12.1
12.2
123

211
21.2
21.3

22

23

3oHa — e AUISTHKA omHonaHmoxkkoBoi JTHK,
KOMITJIEMEHTapHA TEBHIH MUISHII TeHa ab0 XpoMoco-
MU. 30HAMU MOXYTh CITy>kuTH nociigosHocti JJHK,
BUJIUJIEH] 3 TEHOMY, IITYYHUM YHHOM CHUHTE30BaHi 200
KJIOHOBaHI 32 JOMOMOTOI0 OaKTepiaJlbHUX ILIa3MiJl
abo inmmmu cniocodamu. s FISH-meTony 3o0HmM
MITSTh OIOTHMHOM ab0 AUIOKCHUIE€HIHOM, 0 SKHX
MOTIM IIPUETHYIOTHCS (PIIFOOPECIICHTHI OapBHUKHU.

Merto/ CKIagaeThes 3 TAKUX ETalliB:

1. ToryroTs mpenapat MeTtadazHux abo mpomera-
(ha3zHuX XpOMOCOM.

2. Ipenapat o6pobsitoTh nyramu. [Ipu npomy
BimOyBaeThes neHatypamis JJHK, Todto po3puBatoTs-
Csl BOJHEBI 3B’ 13k MK ABoMa jaHioramu JJHK.

3. Ha ckno kpamrsimu HanocaTh JJHK-30u1m.
30H7 3’€IHY€ETHCS 3 KOMILIEMEHTAPHUMH TTOCITIIOBHO-
cramu JJHK xpomocom, BiiOyBaeThCs Tak 3BaHa
riopunuzamis. I'ioOpuauzaniss — 1ue 3’€JHaAHHA 3a
MIPUHIIUIIOM KOMILUIEMEHTAPHOCTI HYKJIETHOBUX KHC-
JIOT, BUAUIEHUX 13 PI3HUX JpKepel (y JaHOoMYy BUIAI-
Ky BinOyBaeThcs riopuausaiiis JJHK nmamienrta 3 JIHK
30H]1A).

4. TlperapaT BiIMMBAIOTh BiJI HA/UIUIIKY 30H]A.
I'ubGpuan30oBaHi 30HAM 3AJIMINAIOTHCS (HiKCOBAHUMH
Ha Xpomocomax. [IpenapaTt oOpoOasrOTh (uroopec-
IEHTHUMH OapBHUKAMHU, SIKi MPUETHYIOThCS 10 Oio-
TUHY a00 JAUTOKCUTeHIHY. SIk OapBHMKU MOXXHA BU-
KOPHUCTATH pOJaMiH (ae 4yepBOHE CBITiHHSA) abo
(mroopectiein i30TioLiaHAT (3eJIeHe CBITIHHS).

5. llpenapat BUBYAIOTH MiJl JTIOMIHECHEHTHUM
MikpockoroM. [JiassHKH XpoMocoM, Jie BigOymacs
riopuau3aris i e 3HaXoAsAThCs 30H/IU, AAI0Th CIICIU-
(bivuHe CBITIHHSI.

Huni FISH-MeTo BUKOPUCTOBYIOTH TAKOX IS
BHBYEHHS XpPOMOCOM Y KIIITUHAX, 1[0 HE IUISAThCS, Ha
cranii inTepdasu (puc. 10.5).

V KITHIYHIA TeHETUIlI METOT BUKOPUCTOBYIOTH IS
IIBU/IKOI JIarHOCTUKM B IHTEpGa3HUX sApax XpoMo-
COMHUX XBOPOO, IMOB’SI3aHUX 31 3MIHOIO KUTBKOCTI XPO-
MOCOM, a TaKOX ISl JIarHOCTUKU MIKpOJememiin,

MIKPOAYITTIKAIIN 1 CKJIaJHUX XPOMOCOMHHX IIepeOy-
IIOB, SIKi 3a JIOTIOMOT OO0 3BUYAMHUX IIMTOTEHETUYHUX
METO/IiB BUSIBJISIFOTHCSI PIIKO.

Po3po0biieHo pi3Hi TUIU 30HIIB:

a) 30HAM JI0 TIEBHOTO JIOKYCYy XpOMOCOMHU (I'eHa).
BukopuCTOBYIOTB J17151 TIATHOCTUKY MiKPO/IeNierii a0o
Mikpoayrurikamiii. Hanpukiaaa, 30HAX 10 MEBHOI
JUISTHKY JOBrOTO 1iedya 15-1 XxpoMOCOMH BUKOPUCTO-
BYIOTb JUJIsl JIIaTHOCTUKU CUHJIPOMIB AHrelbMaHa i
IMpanepa — Bimi.

Taxi 30HAM BUKOPHCTOBYIOTh TAKOX IS KapTy-
BaHHS XpoMocoM. IIpu 1IbOMY 30HIH MOXYTh OyTH
BuroTosieHi Ha ocHoBl MPHK, BuaiIeHnx 13 TKaHUH;

0) 301U 10 TemoMmep. CHHTE30BaHUM MOBHUH
HaO0Ip 30H/IIB 0 TEJIOMEP YCiX 24 XpOMOCOM JIFOJAMHU
(22 aBrocomu mmatoc X- 1 Y-xpomocomu). Bukopuc-
TaHHS [[UX 30H/1iB JO3BOJIMJIO BUSBUTU HEBEJIMKI CyO-
TEJIOMEPHI JIeNelii 1 TpaHCIIOKallil y YaCTUHU JITeH 3
HE3PO3yMIJIOI0 paHiIlle PO3YMOBOIO BiICTATICTIO;

Puc. 10.5. FISH-meron (inTepdasHi KIITHHU XBO-
poro 3 cunjgpomoM JlayHna, o6poOJieHi 30HIaMH 10
21-1 XxpoMocoMU; BUAHO TPH 30HU (QITIOOPECIIEHITIT)
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B) HaOip 30HIB 10 PI3HUX JOKYCIB OMHI€ET 1 Ti€l &
XPOMOCOMH. SIKIIIO X BUKOPUCTOBYIOTH OJTHOMOMEHT-
HO, TO MOXHa «3a0apBUTH» XpoMocoMmy 1iikoMm. Lleit
METOJl AO3BOJISIE A1arHOCTYBAaTH TPaHCIIOKaLil HeBe-
JIUKUX TUISTHOK XpOMOCOM, BUSIBUTH IMPUPOJTY KiJIbIle-
MoiOHNX 200 MapKepHUX XPOMOCOM;

') 30HJU /10 LEHTpOMEp MEBHUX XpoMocoM. Tak,
CHUHTE30BaHO 30H/U J10 LeHTpomep 13, 18, 21-i, X- i
Y-xpomocoM. Ix BUKOPUCTOBYIOTH JUTsl IBMIKOI TTpe-
HaTaJIbHOI TIarHOCTUKH HAWOLIBII PO3MOBCIOIKEHUX
XPOMOCOMHUX CHHJIPOMIB B iHTep(a3HUX KIITHHAX
BOPCHH XOpioHa ab0 aMHioTHYHOI piiuHU. [TpuHIMI
METOJy TaKHii, K 1 s MeTada3Hux riacTuHok. ['o-
TY€ETbCA MpenapaT KITHH aMHIOTHYHOI piguHu abo
BOPCUH XOpiOHa Ha npeameTHoMmy ckii. [Ipemapar
JIEHATYPYIOTh JIYTaMH 1 IMIOTIM 0OpOOJISIOTh 30HIaMHU
JIO IIEHTPOMED MEBHOI XpOMOCOMU (Hampukiam, 21-i).
Y HOpMI COMATHUYHI KIIITUHA MAIOTh JIBI XpPOMOCOMHM
21. B simpi i1 TIOMIHECIIEHTHUM MiKPOCKOIIOM OYAyTh
MTOMITHI JBI TOYKH, sIKi (DIIFOOPECIIIIOIOTH BiIITOBITHUM
KOJbOpOM. k1o y oga cuaapom JlayHa, To B aapi
OymyTh TOMiTHI 3 Toukm (puc. 10.5). MeTtos mpocTuid
1 moTpedye Maso yacy (KiJibKa FOAMH).

Momudikanii FISH-meTony

Memoo 360pomnozo miuenns (reverse painting). Y
JeSKUX BUIIAAKaX y KIITHHAX MOXYTb BUSBISATHCS
JIOAATKOBI (hparMeHTH ACSIKUX XPOMOCOM Y BUIJISIAI
KingbrenoaioHoi adbo MapkepHoi xpoMmocomu. II[o6
BCTAHOBUTH il MOXOKEHHSI, XPOMOCOMY BHIUISIOTh,
noTiM ii JJHK ammmigikyroTh 3a JOMTOMOTOI METOITY
roJtiMepasHoi JIaHIroroBoi peaxiii. s amroridikartii
BUKOPHUCTOBYIOTh HYKJIEOTHIHU 3 PaIi0OaKTUBHUM i30-
tornom 32P. Onepsxkani JIHK 3 paioak THBHOIO MIiTKOIO
riOpPUAN3YIOTH 3 XpOMOCOMaMU HOPMaJIbHOI MeTadas-
HOT IIacTUHKU. [TOXOMKeHHS TOIATKOBOTO CErMEeH-
Ta BCTAHOBJIFOIOTH 32 XPOMOCOMOIO, 3 SIKOIO T10pHIH-
syBasiacs miueHa [JHK.

Memoo nopisuansnoi zenomnoi ciopuousauii (CGH
— comparative genomic hybridization). Bukopucro-
BYETHCSI B OHKOT€HETHL [UISl BUSABJIEHHS B ITyXJIMHI
IUISTHOK XpOMOCOM, sIKi aMIUTi(ikyBanucs (e CBif-
YUTh NMPO AKTUBAIIF0 OHKOI'CHIB) a00 Mijganucs je-
Jsierii (110 CBIIYUTH MPO BTPATY BIIMOBIIHOTO I'eHa-
cynpecopa). CyTb METOAY B TOMY, IO BUIUISIOTH
JHK 3 nyxiaunu («rectoBana [JHK»), ammtigikyors
3a mortoMororo ITJIP i MiTaTh durroopeciieHTHIM OapB-
nukoMm. JHK, BuaineHy 3 HoOpMallbHOI TKAHUHH,
MITATh IHIIMM OapBHUKOM. ITOTIiM rOTYIOTH 3a CTaH-
JIAPTHOIO METOJIUKOI0 MeTadaszHy abo mpomeradas-
Hy ttactuHky (ana FISH-merony). Cymim TectoBa-
Hoi Ta HopMasibHOi JIHK riGpuausyrors 3 xpomoco-
Mamu. Hinsgaku nyxauaaoi JTHK, B axux BigOymacs
Jenelis (BTpata reHiB) abo amrutiikaiiis (30UTbIIeH-
H$1 KUTbKOCTI T'eHiB), BU3HAYAIOTh 34 3MIHOO IHTEHCHB-
HOCTI CBIiTiHHS.

Cnexmpockoniunuii ananiz xpomocom (bazamoko-
JaipHe cnekmpanivne Kapiomunysanus — multicolour
spectral karyotyping). Y FISH-MeTO1i BHKOPHUCTOBY-
I0TBCSl HAOOPU 30H/IIB JIO PI3HUX JIOKYCIB BCIX XPOMO-
coM. 30HM MITSTh PI3HUMU (PIIFOOPECIICHTHUMH Oap-
BHuKaMHu. Kapiotun o6pobnsoTs HAOOPOM TaKUX
3oHiB. KokHa napa XpoMocoM Mae crieiiugivuHi criek-
TpaJIbHI XapakTepucTuku. [liciisi KoMIT F0TepHOI 00-
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poOKH criekTpa KOXHa Iapa XpoOMOCOM HaOyBae crie-
uudiyHoro 3abapsneHHs. OCKUIbKY KOXHA Mapa Mae
cnenuiuHui KOMip, Y TAKOMY KapiOTHIIi JIETKO Po3-
ITI3HAIOTHCS HAMCKITaaHIII XpoMOCOMHI abepairii. Me-
TOJI TIEPEBAKHO BUKOPUCTOBYETHCS B OHKOT'€HETHII],
OCKUIBKHU BIH J{O3BOJISIE TOYHO OMHMCATA MHOMXHHHI
CTPYKTYpPHI mepe0yI0BH XPOMOCOM, 110 BiOyBaIOTh-
csl B MyXJIMHHUX KiiTHHaX. [IIupoke BUKOPUCTAHHS
METO/Iy B KJIIHIUHINA TeHETHUIl OOMEXY€EThCSI HOTO BU-
COKOIO BapTiCTIO.

10.3.4. ECPEKTUBHICTD
HUTOI'EHETUYHUX METOAIB

CydacHa xiracugikailis OCHOBHUX ITUTOTCHETHY-
HUX METO/IIB MOXe OYTH MPeACTaBIIEHA TAKMM YHMHOM.

[uTtoreneTnuni MeTo U

SN\

Meronu kapio- MonekyIsIpHO-IIUTOTeHe-
TUITYBaHHS truni Mmetoau (FISH-meron)
BuBuenHst metadas-

HUX XpOMOCOM (Me-
TadasHi MIaCTUHKH)

BuBuenHs nmpomeradazHux
XxpoMocoM (rpomeradasHi
IJIACTUHKN )

Pyrunne  Hudepenni-  [dudepeHuianbhe 3a-
3a0apBiIeHHsl aJIbHE 3a- OapBIIEHHS 3 BUCOKOIO
OapBIIeHHST  PO3JLIBLHOIO 3/IATHICTIO

VY ta6m. 10.1 HaBeaeHO AaHi PO ePeKTUBHICTD Pi3-
HUX [IUTOTEHETUUYHUX METO/IIB JUISl JIarHOCTUKHU XPO-
MOCOMHO{ TTATOJIOTII.

Ta6muus 10.1. EdekTuBHicTh pizHNX
HUTOreHeTHYHUX METOMIB y MiarHOCTHII
xpomocomHoi natoJorii (T. b. 3epoBa-JIrooumona,
H. I'. T'oposenxo, 2003)

Yacrtka
XPOMOCOMHOI

OCHOBHI IIUTOT€HETHYHI MATOJIOT, SIKY

METOH MO>KHA BHSBUTH
3 BUKOPHCTAHHSIM
JTaHOl MeTOUKH, %o

KapiotumyBanss 3 pyTHHHUM 30
3a0apBIIEHHSIM
MeTtonu nudepeHIiaaTbHOTO 60
3a0apBieHHs] MeTada3HUX
XpOMOCOM
MeTou AOCTIKEHHS 75

npomeTradasHuX XpoMOCOM
(mudepentianbHe 3a0apBIICHHS
3 BUCOKOIO PO3/LITHHOIO
30ATHICTIO)

MoJiekyIsIpHO-IIUTOTEHE T Y HI
meroau (FISH-meTom)

Tlo 95-99




10.3.5. BUBHAYEHHA
CTATEBOI'O XPOMATHUHY

Lle excripec-MeTOM, KWW TO3BOJISIE BUSHAUUTH
KUIBKICTh CTATEBHUX XPOMOCOM, ajie OTPeOye Mojajib-
IIOTO KapiOTUIYBaHHS /IS MATBEPKEHHS J1aTHO3Y.

Po3po6neHo Meronu BU3HAYEHHS X-CTATEBOTO
xpomaTuny (tinens bappa) i Y-crareBoro xpomatu-
HY.

X-cmamesuit xpomamun. Tinbus bappa — 1e
cripamizoBaHa X-xpoMocoMa. OjiHa 3 X-XpOMOCOM Y
TUTOJIIB JKIHOYOT CTaTi IHAKTUBYETHCS 1 CHipasIi3y€eTh-
cs Ha 16-19-Ty 100y eMOpiOHANIBHOIO PO3BUTKY, a
Jpyra 3ajJiMmaeThcsi akTuBHolo. CripallizoBaHa
X-XpoMocoMa MOMITHA B siipaXx COMAaTUYHMX KIITHH
y BULJISII TeMHOI, n1o0Ope 3abapBieHOl TPYIKH
(puc. 10.6). Tinpust bappa BUSBISAIOTH B emiTeNiab-
HUX KJIITUHAX 13 CJIM30BOi 000IOHKY IIOKH (Y OyKajIb-
HOMY 3CKPiOKY).

Metonuka BU3HAYEHHS CTATEBOIO XpOMAaTHHY B
OykalbHOMY 3CKpiOKy Taka. Ilicias momepeaHboro
MOJIOCKAHHST POTOBOI OPOXHUHU CTOMATOJIOTTYHIM
mmnaTesieM OepyTh 3CKpPIOOK emiTelito BHYTPIIIHBOL
MOBEPXHi OKK Oins KopiHHKX 3y0iB. 3cKkpiboOK Ha-
HOCUTBCSl PIBHOMIPHMM LIAPOM Ha IPEAMETHE CKJIO,
3a0apBIIOETHCS TPOTATOM 2 XB alleTOOPCEIHOM, MOTIM
HAaKpUBAETbCA MOKPUBHUM ckiioM. Haanmuiku 6aps-
HUKa BUJAJSIOTH 32 JIONIOMOTOK (QUIBTPYBaIBLHOTO
nanepy. [TimpaxyHOK KUTbKOCTI TiJIel[b CTATEBOTO XPO-
MATHHY IPOBOASTH MiJ iMepcielo B Kpyriaux abo
OBaJIbHUX AApax 3 HEMOPYIIEHOIO SAEPHOI0 MeMOpa-
HOW. B eniTenmanbHUX KIIITUHAX TPYJIKU CTATEBOTO
XpOMaTUHY PO3TALIOBYIOTHCS i SAEPHOI0 MeMOpa-
HO0. B )KIHOK y HOPMI CTATEBHI XPOMATHH 3HAXOMSTh
oumbie K y 20 % KITHH. Y YOJIOBIKIB CTATEBHI XPO-
MATHH y HOPMI BiJICYTHIH.

CraTeBUil XpOMAaTHH MOJXHA BUSBIISITH TAKOX Y
Ma3Kax KpoBi, 3a0apBieHux 3a PomMaHOBCbKMM —
T'iMzo10. V HelTpodIIbHAUX JIEHKOIIUTAX TUTBI bap-
pa MaroTh BUTIIAA OapabaHHUX MAJINYOK. Y HOpMI B
KIHOK OapabaHHI TAIMYKH BUSBISIFOTHCS B 1-2 % neid-
KOIIUTIB, Y YOJIOBIKIB — BiJICYTHI.

Meto BUKOPUCTOBYIOTH:!

— IS eKCIpec-AiarHOCTUKN XPOMOCOMHHUX XBO-
po0, MOB’sA3aHMUX 31 3MIHOIO KiTBKOCTI X-XpOMOCOM.

Fo g

Puc. 10.6. CraTeBuii XpOMAaTHH y KIIITUHAX eIiTe-
JIIO CIM30BOT OOOJIOHKHU IIOKHU (TPYJIKU CTATEBOTO
XPOMATUHY BIIMIUE€HO CTPLIKaAMU)

Kinpkictp X-XpoMOCOM Ha OJUHUIIO Oinblie Kilb-
KOCTI TPYIOK CTaTEBOI'O0 XPOMATHHY i BU3HAYAETHCS
3a (opMyII010:

N=n+1,
ne N — KUIbKICTh X-XpOMOCOM; N — KIJIBKICTh T'py-
JIOK CTaTeBOr0 XpOMAaTHHY;

— SK eKCIIpeCc-MeTO/ 1IarHOCTUKHU CTaTi IPU Iep-
MadpoauTuzmi;

— Y CYJIOBIf MEIUIMHI /ISl BU3HAYCHHS CTATEBOI
HaJIeXHOCTI pparmMeHTiB Tpyna moauau (Tinsis bap-
pa 1oOpe 30epiratoThCs B XPSIIIOBil TKAHUHI).

Y-cmameeuii xpomamun. Y -XpoMaTUH — 1€ IHTEH-
CUBHO (hIIyopecIiooya TiIsSHKA JOBroro Imjeda
Y-xpomocoMu B iHTepdasHux sapax. Moro MoxHa
BU3HAYUTHU B OyKAITbHOMY 3CKPIOKY, JTEHKOLIMTAX I1e-
pudepruIHOi KPOBi 32 TaKOK MeToauKoro. [Ipemapat
3a0apBIOIOTh (DIIYOPECHEHTHUM OapBHUKOM akK-
puxin-inputoMm. ITi TFOMIHECIIEHTHIM MiKPOCKOIIOM
Y-XpOMaTHH BUABISAETHCA B SAPI KITUHU SIK SICKpa-
Ba misiMa aiamerpom 0,3-1,0 MxMm. Y 4OJIOBIKIB B
HOPMI OJTHa TpyAKa Y-XpoMaTHHY. MeToll BUKOpPHC-
TOBYETBCS JUISI EKCIIPEC-A1arHOCTUKHA CHHIPOMY TOJTi-
comii Y.

10.4. MOJIEKYJISIPHO-
TEHETUYHI METOIU
(METOU JTHK-TIATHOCTUKM)

MousnekynsipHo-reHeTnaHi Metonu (Metoan JJHK-
TIaTHOCTHKH) — II¢ BEJIMKA 1 pi3HOMaHITHA TPyIia Me-
TOJIiB, MPU3HAYEHUX JJIs1 BUSIBIICHHS Bapialliil y CTpyK-
Typi mocmipkyBanol aiisiaku JIHK.

10.4.1. IOKA3AHHS
JI0 THK-TIATHOCTUKH

1. TligTBEpIKEHHS KITIHIYHOTO IarHO3y MOHOTCH-
HOT'O 3aXBOPIOBAHHS Ta YTOUHEHHS TUIly MyTaLlii.
MoKIMBOCTI JIAarHOCTUKM ITOB’A3aHi1 31 311iICHEHHIM
nporpamMu «['eHOM JTFOUHUY 1 pO3UIH(PPOBKOO FeHO-
My moauHad. [leperlik MOHOTEHHUX XBOPOO, 10 Jiar-
HOCTYIOTHCSI MOJIEKYJIIPHUMH METOJIAMH 1 € JOCTYII-
HUMU MPEHATAIBHIN JIarHOCTHUI, TOCTIHHO PO3IIU-
proeThbes. [1o bOTo CIUCKY HajlekaTh: MyKOBICIIUI03,
M’si30Ba quctpodist JromenHa — bekkepa, remodimis
(A 1 B), peninkeronypis, xBopoba XaHrepa (MyKoIo-
Jicaxapuao3), apeHOTeHITAIbHUN CUHIPOM, XOpes
['enTiHrTOHa, CUHAPOM PPATLIFHOI X-XPOMOCOMH Ta
iH. ChOTOJHI MOXITMBA AiarHocTHKA (y JTabopaTopi-
SIX ycixX KpaiH cBiTy) Oinbiie 1000 MOHOTEHHHX 3aXBO-
pIOBaHb.

2. IlpecumnroMaTu4yHa JiarHOCTUKA — KOJIHU
KJIIHIYHI O3HAKHW 3aXBOPIOBAHHS 3 II3HIM JAe0I0TOM
BIJICYTHI.

3. BusiBiieHHS T€TepO3UTOTHUX HOCIiB MyTaHTHO-
ro reHa y BHUIaJKaX aBTOCOMHO-peLEeCUBHUX abo
3YEIJIEHUX 3 X-XPOMOCOMOIO 3aXBOPIOBAHb.

4. IlpenaTtajapHa JIarHOCTHMKAa MOHOI'€HHMX XBO-
pob.

5. IlpeimIutanTamiifHa TiarHOCTHKA.
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6. BusiBJIeHHSI TeHETUYHOT CXWJIBHOCTI IO MYJIBTH-
(akTopiaabHUX 3aXBOPIOBAHb.

7. InenTudikaiiis ocoou (reHOMHA JAKTHIIOCKOTIis)
1 BCTAaHOBJICHHS CIIOPITHEHHS B CYIOBIH MEIUIINHI.

8. JiarHOCTHKA OHKOJIOTTYHHMX 3aXBOPIOBAHb.

9. BuzHaueHHs TUIy MeTabOJi3My JIIKAPCHKUX
MpenapariB y KIIiHIYHIA (papMaKOTeHETHII.

10. diarnoctrka iH(MEKIIHHUX 3aXBOPIOBAHb (BU-
seiienHs JIHK a6o PHK 36ynnuka). Choro/Hi cTBO-
peHi i MUPOKO BUKOPUCTOBYIOTHCSI B MPAKTUYHIN
JIATHOCTHUII TeCT-CUCTeMM s iaeHTudikamii: BIJI-
iH(eKii (BU3BHAHO €TAJIOHHHUM METOJ/IOM), TeIIaTHTIB
B, C, D, E, y ToMy uucii KiJbKiCHA JIIarHOCTUKA; 3a-
XBOPIOBaHb, L0 MEPEAAOThCA CTATEBUM ILUISIXOM:
XJIaMiJ1i03y, ypearuiazMo3y, MiKoT1a3Mo3y, TPUXOMO-
HO3y, rapaHepenbo3y, roHopei, TORCH-indexirii
(TOKCOMIIa3M03y, KPaCHYXH, I'epIiecy, IUTOMETaloBi-
pycy); OpOHXOJereHeBMX 3aXBOPIOBaHb, ¥
T. 4. TyOepKYyIIbO3y, a TAaKOXK Aeskux iHmux. [Ipax-
TUYHO 32 TIOIIOMOTOI0 [OTO METOY MOXe OyTH BU-
SIBJIGHUH OyJIb-SIKUI MIKPOOPTraHi3M a0o Bipyc y Oy/ib-
SIKOMY CEpEIOBUIIIL.

11. BusHaueHHs CTIHKOCTI 30y IHUKIB IHQEKIIITHUX
3aXBOPIOBaHb 10 aHTHOIOTUKIB. DOpPMYBaHHS CTild-
KOCTI MMOB’A3aHe 3 MyTalliIMU TIEBHUX T'€HIB, SKi MOX-
Ha ineHTH(]iKyBaTH.

12. V nepcriekTiBi — UIsl CTBOPEHHSI TEHETUYHO-
ro macropra 6yb-AKoi moauHu. MieTses mpo Te, mo
3a JJOMMOMOI'OI0 aBTOMAaTU30BAHOI CUCTEMHU MOXHA
MPOAHATI3YBATH BECh CIIEKTP MYTAllill, BiIIOBIIAIb-
HUX SIK 32 MOHOTEHHI, TakK 1 MyJbTU(daKTOpiaabHI 3a-
XBOPIOBAHHS, BUBHAYMTH CXWJIBHICTh JI0 OHKOJIOT1Y-
HUX 3aXBOPIOBAHb.

10.4.2. BAXITHUI MATEPIAJI
JUISI TIPOBEJEHHS
JHK-TIATHOCTHUKU

11 MOJTeKYISIPHO-TeHETUIHO]I TIaTHOCTUKHU BUKO-
PHUCTOBYIOTh OY/b-sKi STIPOBMICHI KITITHHH.

st diaenocmuxu cnadko08020 3axX60pI06aHHs YaCTi-
e 0epyTh KpOB (JICUKOLMTH), piAlle — 3CKpiOKU 3
MOPOXKHUHU POTA, BOJIOCSHI (POIIKYIIH.

st npenamanvhoi diaznocmuxy IPOBOJISITH XOPio-
HeHTe3 (OTPUMAaHHSI BOPCHHYACTOI OOOJIOHKH — XO-
pioHa), TUTAIIEHTOIICHTe3 (OTPUMAHHS TKaHWHHM IjIa-
LIEHTH), AMHIOIICHTe3 (OTPUMAHHS AMHIOTHYHOI Piu-
HU 1 BUJUICHHS 3 Hel KITITUH), KOPAOLIEHTe3 (OTpUMaH-
H$ ITyTIOBUHHOI KPOBI).

st ooimnnanmayiiinoi diaznocmuxu — 61acToMep
a00 TOJISIpHE TiIBIIE.

Jns ioenmugpixayii ocobu 'y CylIoOBil MeIUILIMHI
BUKOPHUCTOBYIOTH Oylib-sKI TKAHMHM (IJIIMU KPOBI,
HIKipa, criepMma Ta iH.), JUIsl BCTAHOBJIEHHS CIIOPIAHEH-
HS 32 JIOMOMOTOI0 METO/IIB T€HOMHOI TaKTHIIOCKOMIL
— KpOB.

s diaenocmurxu iHgeKyiliHUX 3aX680PH08AHD —
3CKpIOKHM 3 MIXBU, YPETPH, OPOHXOJIETCHEBI 3MUBH,
KPOB, KYJIbTYpH 30yTHHKIB.

Hns diaeHocmuKu OHKOI02IYHUX 3AX60PI06AHL —
YEPBOHMI KICTKOBUI MO30K (IIpH JICMKO31) Ta iH.

Hnsi diaenocmuxu mMimoxonopianbHux xeopob oc-
HoBHUM kepertoM JJTHK e Giomrat M’s13iB.
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10.4.3. ETAIIN IHK-JTIA'HOCTUKU 3
BUKOPUCTAHHSAM ITOJIIMEPA3HOI
JAHIIOI'OBOI PEAKLIII

CrorojHi ogauM 3 ocHoBHUX MeToxaiB JIHK-giar-
HOCTHUKH € ToJliMepasHa jaHiporosa peakis (ITJIP).
Merton Oyno pospobiieno B 1983 p. K. Mrouticom
(CILIA). 3a po3pobky uporo merony B 1993 p. itomy
Oyno npucykeno HoOemniBCcbKy mpemiro B ranysi
Ximii.

MeTtoJ TpyHTY€eThCs Ha aMiutidikanii (Todto 6a-
raTOKPATHIN penyrurikaiii) in vitro IeBHOI MIISTHKH
JHK 3aBmoBXKH BiJ KUIBKOX IECATKIB A0 THCSYl Ta
Ounbie map Hykieotuais. Lle qo3Bossie mporsirom 3—
5 roj oJlepKaTu BEIUKY KUIBKICTh KON MOTPiIOHO1
nocninosHocti JIHK. Inentudikanis Takoi Bexrkoi
kinpkocTi komiit JIHK Hamami He € aye CKIIaIHOIO.
SAx matpuns npunatHa Oyne-ska JAHK, Buninena 3
pi3HEX JKeped. ['OTOBHUMM MepeBaraMu METOIy
T1JIP € Take:

— amrtidikaris motpionoi qustaku JIHK, HaBiTh
SIKIIIO AHAJTI30BAHUU TperiapaT HEAOCTATHLO OYHIIIE-
HUl ab0 € CKIIaJHOI0 cyMimmo MoJiekys. Came Ta-
KMMH TIpenapaTaMy € 3pa3Ku KpoBi, ceul, eKCy/IaTiB,
MOKPOTHHHSI T4 1HIIUX CEPEIOBUINl OPraHi3My, a Ta-
KOX OaKTepiifHi KyJIbTYpH;

— ammuniikanis JITHK, mo mictutbest B 3pa3ky B
JIy’Ke Manux Kinbkoctsx. ITo cyTi, sik crapToBuii Ma-
tepian mius ITJIP gocTtaTHbO B3SITH HE TIIBKH OJHY
KIIITUHY, alle i oJHy MoJiekyy. Lle BaxxuBo npu n1o-
CITi/DKEHHI TTpo0 TMOBITPs, BOAW TOIIO HA HASIBHICTH
MAaTOTeHHUX 30yIHMKIB 3aXBOPIOBaHb, ()PATMEHTIB
TKAHUH JIFOJIMHU ISl CYIOBO-MEAMYHUX JIOCIIIKEHb;

— MOJXJIUBICTB JOBIOCTPOKOBOT'O 30epiraHHs ma-
Tepiaty JUIsl TOCIIDKEHHS! Y 3B’SI3KY 31 CTIHKICTIO MO-
nexynu JJTHK.

Po3spizustors Taki eranu JIHK-giarHoctuku 3 Bu-
KOPHMCTAaHHSM IOJIIMEepa3HOl JIAHIIOrOBOI peaKiiii.

1. Buodinennss JJTHK. 1yist npoBeieHHs aMIUTi(ikarii
He NoTpiOHa Benuka Kibkicts MaTpuuHoi JJHK, npu-
JIATHI HaBITh HEBEJIMKI (parMeHTH Cl1ab00YUINEHOT
JAHK, B mpuHIum Moxe OyTH JOCTATHBO HaBITh
onaniei monekynu. Ak npaswuio, JJHK i3 6iooriuHo-
ro MaTepiajly BUAUISIOTh METOJIAMH JII3UCY KIIITHUH 3
MOAAJIBIINM OUYMILEHHSAM Bl OLIKOBUX KOMIIOHEHTIB.
Hns migBumens yytnuBocti peakuii JJHK moxna
copOyBaTH Ha I0HOOOMIHHHMX CMOJIAX.

2. Ilonimepasna nanwyro2oséa peaxyis, iKa T03BO-
nsie BUOIpKOBO aMILTiQikyBaTH (OaraTokpaTHO pe-
aymiikyBat) noTpiony ainsuaky JHK y minbitonn
pasis.

HeoOxigHorw ymoBoto misi nposeneHHs [1JIP e
3HAHHS HyKJICOTHUIHOI MOCTIZJIOBHOCTI aMITTi(hikoBaHOT
ninsaku JJHK, ockinbku crenudiuauii BUbip miel
JUTSTHKY 3JIIHCHIOETHCS IIIJISIXOM TiOpUIu3aliii MaTpuy-
Hoi JIHK 3 nBoma mTy4yHO CUHTE30BaHUMH Ipaiime-
pamu. IIpaiiMmepu — OJIIrOHYKJIEOTHUAHI MMOCIIiIOB-
nocti JIHK 3aBmosxku Big 15 go 30 m. H., KoMIlIe-
MeHTapHi 3’-KiHIAM amIuTipikoBaHOI JAUISHKY Ha
3MICTOBOMY i aHTu3MicToBOMY jnaHmorax JJHK
BinoBiAHO. TakuM YMHOM, BiJICTAaHb MIX IIpaiimMepa-
MU BU3HAYA€ JOBKUHY CHHTE30BAHUX (pparMeHTiB
JHK.



ITo cyri, merox ITJIP imiTye npupomHuii mpoiiec
penymikauii JHK y kmitunax. Jo ckinagy peakuiid-
Horo po3uuHy BBOsTh JIHK 06cTexyBaHoi mroanHmM,
yotupu Buan HykieotuaiB JTHK (ANTP — mezoxcu-
puboHykireoTua-Tpudochatr), a TAKOK TepMOCTa-
6inpny JJHK-nonimepasy (Taqg-mosimMepa3sy), sika 30e-
pirae CBOIO aKTHBHICTH NPU BUCOKIM TeMrepaTypi.
Leit pepmenT Oyio BuIieHO 3 OaKTEPiil, SIKI KUBYTh
y rapsiuux jpkepenax (Thermus aquaticus). OnTumym
pobotu pepMeHTY — Tipu Temmepatypi +72 °C.

Peaxiiist BinOyBaeThcs y crienialibHil OydepHiit
CyMIIlIi 3 IEBHUMH KOHIEHTPAIISIMH 10HIB K0, XJIO-
Py, MarHiroo 1 TOuHUM 3Ha4YeHHsM pH.

IMonimepasHa MTaHLUIOTOBA peaxiis BiAOyBaeThCs
nukitiyHo. KosxxeH 1uki mae tpu ¢asu (puc. 10.7):

1) menatypariis (TUTaBJICHHS ) — CYMIIIT HATPIBAIOTH
10 90-95 °C. Ipu 11boMy BiIOyBa€EThCS PO3PUB BO/I-
HEBUX 3B’SI3KIB, 110 3’€IHYIOTh JBa jaHioru JJHK, i
JHK mepeTBOpIOETHCSI HA OJJHOHUTKOBY (HOpMY;

2) ribpuau3aiiis (Binam) — CyMill OXOJIOIKYIOTh
1o 45-60 °C, nmpaiiMepH 3’€IHYIOTBCS 3 KOMIUIEMEH-
Tapuumu gingakamu JIHK;

3) cuHTe3 — CyMilll 3HOBY HarpiBawoTh 10 72 °C,
MOYMHAE TpaloBatu Tepmoctabinbaa JJHK-momime-
pasa, i cunTe3yeThest novipHiii anior JHK. JJTHK-
noJiiMepasa 100yI0BYye HUTKY HYKJICOTH/IIB KOMILIE-

JIBOIaHIIO)KKOBA
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Puc. 10.7. TloniMepa3Ha JAHIIOTOBA peaxIlis
(36imbenHs Kinbkocti komid JJHK y reomerpuyHiit
nporpecii)

meHTtapHo matpuuHid IHK, nmpuuomy cunres JJHK
fe Bim Micus ribpunusanii npaliMepa y Hampsimi 3'—
5’. Tlpu npoMy mpaiimMep BKIIOYAETHCS 10 CKIAmy
MIOHHO CHHTE30BaHOI AUTSHKHA HYKJICTHOBOI KHUCITOTH.
VY nojaipIvX MUKIAX HOBI CHHTE30BaHI MOJICKYIIH
JHK craroTh, y CBOIO Uepry, MaTpHIICIO IS aHAJIO-
TIYHOTO CUHTE3Y HOBUX KOMiid. OCKIJIbKH CUHTE3 KOXK-
HOTO 3 ABOX aHTunapanenbHux naHiroris JJHK pos-
MMOYMHAETHCS BiJ MicIsl riopuamn3aiiii npaiimepa, 11e
MICIIE 1 CTa€ MEXEI0 CHHTE30BaHOI IISTHKH.

Skimo ysBuTH cOOI, 110 B PeaKIiiiHiid cymili 3Ha-
xoamiacst onHa mosekyna JJIHK 3 nutsiHkor0, SIKY He-
O00XIIHO PEeNyIUTIKYBaTHU, TO MICJS MEPIIOro LUKy
OJIEPXKYIOTh 2 MOJIEKYJIH, MICIs APYrOro LUKy — 4 1
T. iH. Tobro kinbkicth komiit JJTHK 30inb11y€eThCS B
TCOMETPUYHIHN mporpecii.

Kinbkicte Bkazanux kB y [TJIP craHoBuTS 3a-
3Bu4aii B 25 10 30. V pe3yibTaTi KUIBKICTh KOTIIH
JHK 30i1b11y€eThCSl B MUJIBHOHU pasiB.

CyMill CTaBJIATh Y CHELiaIbHUMA Mpuiag — Tep-
Mouukiep (amrutigikatop). Y HbOMYy aBTOMATHYHO
BiIOYBA€ETHCS 3MiHA TEMIIEpaTy P, HEOOXITHUX TS pe-
aKuii.

Ilepesaru ITJIP:

— 3HayHe (y 2-10 pa3iB) CKOpOUYEHHS BUTpAT
mpaitii Ta 4acy;

— BHUCOK4 TOYHICTh, IPUHIUIIOBA HEMOXKIIHMBICTh
OTPUMAHHS XUOHOIIO3UTUBHUX PE3YJIbTATIB;

— MOJKJIUBICTB TTPOBEJICHHS JTOCIII/DKEHHS HA BKpai
MajoMy (KUTbKa MIKpOJIITPiB) 00’eMi MaTepiaiy;

— NPOCTOTA IMITOTOBKU MaTepiainy JI0 JOCHi-
JOKEHHSI; MOYKEe BUKOPHCTOBYBATHUCS MPAKTUYHO OyIb-
sIKa TKaHWHa abo piuHa opraHizMy.

ITpoBenenus I1JIP-giarHOCTUKY BUMarae peTeib-
HOTO JIOTPUMAaHHS BCIX CAHITAPHO-TITIEHIYHUX HOPM
JUISl YHUKHEHHS 3a0py/THeHHS 3pa3KiB UyKOPITHOO
JHK, crietianibHO 00J1aTHAHUX J1a00paTOPIii 1 HaBUe-
HOTO IMEPCOHAITY.

3. Ananiz ooepacanux pesyrvmamis. Tlomanpmmia
anai3 amiutipikoBanux ¢parmentis JJHK mependa-
Yae JOCTI/PKEHHSI KOHKPETHUX OCOOJIMBOCTEN aMILTi-
(dikoBaHOTO (pparmMeHTa. GparMeHTH 3 HOPMATHHOIO
1 MyTaHTHOIO MOCITIAOBHOCTSIMH MOXYTb BiIPI3HATH-
csl 3a eNeKTPO(POPETUYHOIO PYXIIUBICTIO, TOMY YACTO
MPOBOAUTKCS enekTpodopes amrutipikoBanux ¢par-
MeHTiB y remi (10.4.5.2). BomHodYac MpoBOASTE CIIeK-
Tpodope3 koHTpoIbHUX (parmentis JHK. V renp
JOJTAI0Th OPOMUCTHIA eTu/Iii (OapBHUK, IKUN 3a0apB-
moe JIHK). ®parmentu [JHK nepemimaroTbest Ha
NeBHY BifcTaHb. JUISHKHU Telto, B IKUX 3HAXOASATHCS
¢bparmentu JJHK, naBaTumMyTh OpaHXeBe CBITIHHS
IpH yAbTPadioIeTOBOMY OCBITIIEHHI. 30ir cMyT KOH-
TPOJIBHOTO 1 TOCIITHOTO (hparMeHTiB JO3BOJIUTH Jiar-
HOCTYBATH HASIBHICTh NIyKaHOTro TeHa. ['eixp MoxHa
chororpadyBatu abo HOro 300pakeHHs MEPEHECTH
Ha eKpaH koMt '1otepa (puc. 10.8).

Hns inentudikanii amrutipikoBaHux (parMeHTiB
MO>KHa BUKOPUCTATH METOAM CEKBEHYBAHHSI, & TAKOX
Memoo anenb-cneyugivnux oaiconyxkieomudis. Bin
TPYHTYEThCS Ha TiOpuau3aiii aMmrutiikoBaHux ¢par-
menTiB JIHK 3 MidYeHUMH ONrOHYKJICOTHAAMH, KOM-
MJIeMEHTAPHUMH HOpMajbHiil ab0 MyTaHTHIN 1O-
cmigosHocti JJHK. Tlpukitagom Takoro miaxomay € 3a-
crocyBanHs JJHK-uimis.
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10.4.4. MOJU®IKALIIT ILJIP

IcHye Benmka KUTbKICTh MOAUdiKaliil MeTOay
T1JIP, po3po0ieHUX IJIs IMBUAKOTO CKAaHYBAHHS TeHO-
MY 1 TIOIYKY BIIOMUX T€HHUX MYTAIiid.

Mynvmunaexcrua (mymvmunpaiivepra) ITJIP rpyH-
TYEThCS HA OAHOYACHIN amIuTihikalii B OHIM peakiii
KUTbKOX €K30HIB JOCTIKYBAHOTO r'eHa abo KiJIbKOX
(parMeHTiB pi3HUX reHiB (nuB. puc. 10.8), mo mo3Bo-
JIS€ TIPOBOJIUTHU €KCIPEC-CKPUHIHI HaluacTiluX My-
Tallii y TeHi a00 BUSIBIIATH BOAHOYAC MYTAllii B Pi3HHUX
reHax.

Anenv-cneyughivna amnuigixayisi TPYHTYETbCS HA
BUKOPHUCTAHHI Pi3HUX Map MpaiMepiB, OANH 3 SKHX €
KOMIUIEMEHTApPHUM HOPMaJbHiH, a Ipyruii — my-
tauTHIN mocainosHocti JIHK. B pesyiasraTi Takoi pe-
aKIii B pO34YMHI CUHTE3YIOThCs J1Ba pizHOBHIU [1JIP-
MPOIYKTIB — HOPMAJIbHI T4 MyTaHTHI, IO PO3PI3HS-
IOThCSI 33 CBOEIO OY/IOBOIO.

Memoo caiim-cnpsmosanoi moougixayii amnaigi-
koeanoi JTHK rpyHTyeTbcs Ha Bukopucranui B [1JIP
crieriivHoro mismatch-mpaiiMepa, BiAMIHHOTO Big
MaTPHYHOI MOCIIIOBHOCTI Ha OJIMH HYKJIeOTUA. Y pe-
3yJIBTATI BKIIFOUEHHS TAaKOTO MpaiiMepa 0 CKIaTy
myTtaHTHOro I1JIP-nmpoaykTy B HbOMY yTBOPIOETHCS
HITYYHO CTBOPEHHM CAaWT PeCTPUKLII 1J1s OnHi€ET 3 pe-
CTpHUKTa3, 1o Ao3Bojisie nposectu JJHK-miarnoctu-
Ky 3a JOIIOMOI'OI0 PECTPUKIIHHOIO aHali3y.

IcnytoTh crniemianbHi criocobu nposeaeHHs [1JIP,
sIK1 103BOJIsSIIOTh BuBYaTH He Titbku JJHK, ane 1 PHK.
Ile BaxnuBo, Hampukiam, npu pociaimpkenHi PHK-
BMICHHUX BipyciB (peTpoBipycu, 3okpema BIJI, Bipyc
renatuty C, rpumy A Ta iH.), a TAaKOX NPH aHaII3i
eKcITpecii pi3HHUX TeHiB B opraHi3mi. [ToaioHI MeToaH-
KM 3a3BHUail BKIIFOUAIOTB JIBA €TAITN: 3BOPOTHY TpaHC-
kpuriito ta [TJIP va matpui onepxkanoi JHK.

HJIP y peanvromy yaci. OTHUM 13 IEPCIEKTUBHUX
HanpsMiB JIHK-TexHom0TIH, 110 NIBUIKO PO3BUBA-
1o1hes, € [1JIP y peanbromy 4yaci (Real-time PCR).
Llett MeTo He MOTPebOye eneKTpodope3y MPOAYKTIB
aMInTi(iKalii B arapo3HoMy ab0 MOTiaKpUIaMiIHO-
My Tei. BUsiBJIGHHS HAssBHOCTI 200 BIJICYTHOCTI MPO-
OyKTiB amIutidikamii Moxe 3I1iCHIOBATHCS ABOMA
HUISIXaMU: PEECTPALIIEIO (PITyOPECUEHIIIT MPOAYKTIB aM-

Puc. 10.8. Tlpsma IHK-nmiarxo-
cTuKa M’s130B01 quctpodii JlromieH-
Ha 32 JOMOMOTOI0 MYJIbTHUILICKC-
HOIT OJIiIMEepa3HOi JIAHIIOTOBO1 pe-
akuii. Y KOXHOiI 3 00CTeXyBaHUX
oci0 ogHOYacHO aMIuTipikoBaHO 4
eK30HHU reHa auctpodiny. Ex3zonu
17, 19, 44 1 45 BigMiueHO CTpiIKa-
mu. [Jopixka 1 — KOHTPOJIb, BU/I-
HO BCi 4OTHPU eK30HU. JlopixkKHU 2—
5 — XBOpi HA M’SI30BY AUCTPOQito
HomeHHa 3 pi3sHUMHU AeICHisIMHU
reHa TUcTpodiny (TOpixku 215 —
Jenerist ek3ona 45, nopixka 3 —
Jenenist exk3oHa 44, nopixka 4 —
Jierentist ek30HIB 171 19)

45

-+-—19

- 17

- 44

roridikamnii abo 3a XapakTepoM TeMIlepaTypHHUX KpH-
BHIX €TaITy BiAmaiy, sIKi 3ajie)kaTh Bil HasBHOCTI abo
BizicyTHOCTI mykanoi JAHK-mimmeni.

3acrocyBanns I1JIP y peanbHOMY 4aci J03BOJIsIE
3HAYHO 320ILAJUTH Yac i CKOPUCTATHCS IepeBaraMu
«3aKPpUTOI CHCTEMM», OCKIIbKM He MOTPiOHO BiIKpH-
BaTH MPOOIPKHU 3 peakIliiftHO cyMimo. Takum yu-
HOM 3amo0iraloTh MOXJIMBOCTI KOHTaMiHaIlii ITpo-
JYKTiB aMIuTi(hiKallii Ta BHHUKHEHHS] XUOHOMIO3UTHB-
HuX pe3yabTartiB. Merog Real-time PCR oco6mmBo
MEePCHEKTUBHUI MTPH JIarHOCTHIII BipyCHUX 1 OakTepi-
AJIbHUX THEKIIH.

10.4.5. THILII METO/TN
JHK-TIATHOCTHUKH

10.4.5.1. Buxopucranusi pecTpUKIiHHAX
eH/IOHYKJIea3

VY pi3HUX MeToJaxX MOJIEKYISPHOI J1arHOCTUKU
YaCTO BHKOPHUCTOBYIOTH (DEPMEHTH — PECTPHKIIIITHI
eHJOoHYyKJIea3u (pecTpukTaszu). Buepuie ix Oyio
Binkputo y Oakrtepiid. Lli ¢pepmentu in vivo 6epyTh
yuacthb y pernapanii JJHK, 3HuIEeHH] 9y>KOpimHUX
JHK. PectpukTasu BHi3HAIOTH CrielM(iuHI TOCTiI0B-
HOCTI 3 4-6, pijire 8—12 HyKJICOTH/IIB Y ABOJAHIIOK-
kosiif JIHK i po3pizatoTs i Ha ¢parMeHTH B MicCIsX
JoKaJi3aUii X NOCTiJOBHOCTEMH, SIKi 3ByThCs caiTa-
MU pecTpukilii. KiTbKicTh yTBOPEHUX PECTPUKIIHHUX
¢parmenTiB JJHK i ixHs1 1OBXXHMHA BU3HAYAIOTHCS Ya-
CTOTOIO CAMTIB PECTPUKIII Ta IX PO3TAIIYBAHHIM Y
JHK. YuwMm yacrimie po3TamoBaHi CAiTH pecTPUKIIiL,
tuM Kopotmii pparmentu JAHK micnst pectpukiii ta
TUM OUIbIIA KITBKICTh (PPArMEHTIB YTBOPIOETHCS.

Croroani BigoMo nonasn 500 pi3HHX TUIIB pe-
CTPUKTA3 OaKTepiaJbHOro MOXO/KeHHs. BoHu Ha-
3UBAIOTHCS 34 BUJIOM MIKpOOpPraHi3My, 3 IKOTO BH-
nineni. KoxHuii i3 nux ¢GepMeHTIB BIi3HAE CBOIO
crieniuiyHy MOCHIOBHICTh HYKJIeoTUIiB. KoxHa
pectpukrasa po3pizae [JHK y cTporo BuzHaueHux
MiclsX, A€ 3HaXosAThcs crneluiuyHi caitu pe-
crpukii (tadn. 10.2).
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Tabmuus 10.2. Ipukaaan pecTpuKUiiiHNX eHIOHYK/I€a3 i BIANOBITHUX caiiTiB pecTpuKuii

Pecrpukrasa Mikpooprasi3m, 3 IKOro BIEpIle BUAIEHO (PEPMEHT Caiit pecrpukii 5'-3’
BamHI Bacillus amyloliquefaciens H G-GATCC
EcoRI Escherichia coli RY 13 G-AATTC
Haelll Haemophilus aegiptius GC-CC
HindIII Haemophilus influenzae Rd A-AGCTT

JoBxuHa oJepKkaHux (pparMeHTiB MOXke OyTH
BHBYEHA LIIJIIXOM eNIeKTpodope3y B arapo3HoMy abo
TTOJTiaKpUJIAMITHOMY TelTi.

ToukoBi MyTaIllii MOXYTh 3MIHIOBATH IMOCIIIOB-
HICTh HYKJICOTH/IIB Y CAMTI PECTPHUKIII AJs IEBHOI pe-
CTpuKTa3u. Taka pecTpUKTa3a He 3MOXE PO3IICITUTH
mytanTHU @parment JHK (puc. 10.9). V neskux
BUIIAJIKaX, HABIIAKH, MYyTallisl CIPUYMHIOE TOSIBY HO-
BOTO caliTa PEeCTPHUKINi I ITEBHOI peCTPUKTAa3H,
BIJICYTHROTO B HOpMi. B 060X OmMCaHMX CHUTYyallisx
MyTaHTHa 1 HopManibHa JIHK manyTs pi3Hi 32 qoBxKU-
HOIO ()parMEeHTH PECTPUKIIii, 1110 MOYKHA JIETKO BU-
SIBUTH TIpU entekTpodopesi (puc. 10.10).

10.4.5.2. Enextpodope3 ¢pparmentis JITHK

IMpaktuuno Oyab-sxa meroauka [JJHK-miarnoctu-
KM BKITtoyae enextpodope3 pparmentis JJHK B ara-

Hopmanphuit anens

po3HOoMy abo moiakpwiamigHoMmy remi. Mojekyiu
JHK maroTe HeraTUBHUHN 3apsil 1 IpH enekTpodopesi
PYXaIOTECS B HANIPSIMKY JIO MIO3UTHBHO 3aPSKEHOTO
enmekTpona. YuMm xopoTmmii GparMeHT, TUM OLTbIIy
BiJICTAHb BiH MPOXOJUTH IPH elekTpodopesi. Bin-
CTaHb MOXE 3aJIe)KAaTH TAKOXK BiJT KOH(opMmariii ¢par-
menTiB JIHK (muB. puc. 10.10).

Hns toro, mo6 nobauntu JHK y rem, B HhOTO
IONAIOTh CIemiaabHI OapBHUKH, HAIPUKIIAI, OPOMU-
ctuii etuaii. Ile mroMiHeCHeHTHUH OapBHUK, KU
BubipkoBo 3abapsiroe JHK. 'ens gocmimkyooTs y
MPOXiTHOMY yibTpadioneToBoMy cBiTIi. Micus JoKa-
mizanii JJHK mMatoTe xapakTepHe opaHKeBe CBITIHHSI.
I'enb pororpadyrors abo HOro 300paxKeHHs] CKaHY-
IOTb 1 IEPEHOCSTH Ha eKpaH KOMIT I0Tepa JUIst TIOaIb-
IIOTO aHai3y.

Busnauenisi nROiMopQizmy 0082cun pecmpurkyisiHux
@paemenmis (I1IJP®) (RFLP — restriction fragments

B MyTaHTHOMY ajemni BHACIIIOK
MyTallii 3’IBISETHCS CAUT pecT-
pukuii ans pecrpukrasu Real

HE Mae caiTa pecTpHKIIii Rcal
. “ ) L ~~ J\ ~ J
Puc. 10.9. TlosBa caiita pect- 250 1. H. 160 1. H. 90 1. H.

PUKIIT BHACIIOK MYTaIlii B €K30HI
reHa aucdepiiHy npu mionarii
Mionri (aBTOCOMHO-pelleCUBHE
3aXBOPIOBAHHS)

Puc. 10.10. TIpsma JHK-nia-
THOCTHKA MiomnaTii Mioii 3 BUKO-
puctanHsaMm pectpuktazu Rcal
(rpoBeneHo enmekTpodopes mpo-
nyktiB I1JIP, o6pobneHux pect-
pukraszoto Real. lopikka 1 — ro-
MO3UT0TAa 32 HOPMAJIBHUM aJielieM
3aBHoBxkKHU 250 1. H.; MOpiKKa 2 —
TeTepO3UTOTHUHN HOCIH MyTaIlii,
Ma€ HOpMaJibHUH ajientb 250 1. H. i
MYTaHTHUH aJleNib, PO3pi3aHuil Ha
¢parmenTu 160 m. H. 1 90 . H.; 10-
pikka 3 — roMo3uroTa 3a MyTaHT-
HUM aJjIelIeM)

JloBX1Ha HOPMAaJIBHOTO ayeis
250 m. H.

PecrpukTasa pospizae ajeib
Ha JBa (hparMeHTH JOBKHUHOIO
160 . 1. 190 1. 1.

<——— 250 . H.

<+——— 160 . H.

<+—— 90 1. H.
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length polymorphism) — ofuH i3 MONIMPEHUX METO/IiB
AHK-npiarnoctuxu. [IpuHuun merony: BuaiigeHa
JHK 06po0biseTbest hepMeHTaMu, sIKi «pO3pi3atoTh»
il Ha (pparMeHTH YITKO BU3HAYCHHX MUISHKAX (caiiTax
pectpukiii). IlaTomoriuni Mmyramii MOXYThb 3Mi-
HIOBATHU CAWTH PECTPUKIIIi, 110 CIPHYMHIOE 3MiHY JIOB-
KUH onepxaHux ¢pparmenTiB. [Ipu enexrpodopesi
KOHTpoJbHOI HopManbHOi JHK 1 nocmimxyBanoi
JHK cMyru 3HaxoThCs Ha pi3HOMY piBHI (JUB. puC.
10.10).

10.4.5.3. baor-riopuamsanis 3a CayzepHom

Mertop Oyno 3anpornoHoBaHo B 1975 p. aHIJIi#CH-
kuM pociigaukoM CaysepHom. [Ipu 0o0pobui ToTans-
Hoi renoMHoi JJHK nrogunu pectpukrazamu yTBO-
PIOETHCS JTy’Ke BEIMKA KITbKICTh ()parMeHTIB pi3HOL
noxuuu. [pu enekrpodopesi He BIAEThCs 1IeHTHDI-
kyBatu okpemi ¢pparmentu JHK. ITicns enexrpodo-
pesy pecrpuktoBanoi reHoMHoi JIHK yTBOproeTncs
piBHOMIpHE 3a0apBlieHHs IO BCIH JTOBXKHUHI Ielio —
Tak 3BaHui mmMep. [neHtudikamist noTpidHux dpar-
MeHTiB JIHK y TakomMy resi MOXIMBa TUTHBKU HIISIXOM
riopuauszamii 3 mivenumu JHK-30umamu. Le mocs-
ra€Thes 3a JOTIOMOTOI0 METOTY OJI0T-ri0puan3aliii 3a
Cay3zepHOM (cay3epH-OJIOTHHT).

MeTtonuka HOro CKJIa1a€ThCs 3 TAKUX €TAIIIB:

1) suoinenns ma ouuwenns JHK. HeoOxigHe Xo-
porte ountnenus JHK. dns suginenns [JHK onep-
KaHUH Ol0JIOrIYHMN MaTepiall 00pPOOJIAIOTh POTEO-
TTUYHUMU (EepMEHTAMU, 1100 BUJAIUTH BCi OLIKH.
AHK ancopOyioTh Ha MOPHCTUX HOCISIX abo ekcTpa-
ryIOTh OPTaHIYHUMH PO3YMHHUKAMH, MICIS YOTO
3IIHCHIOIOTh OaraTokpaTHe ouuineHHs. [Ipu npomy
oaepxytoTts Bcto JJHK xiitun (renomuy JHK);

2) obpooxa [THK pecmpuxmaszamu. I'eaomuy JJHK
00pPOOJIAIOTh OAHIEIO 3 PECTPUKIIIHHUX EHIOHYKJIIEAs.
ITicns 1pOro MPOBOJATH ENEKTPOPOPE3 PECTPUKITIH-
Hux ¢parmentiB JJHK B arapo3nomy remi. Ase igeH-
tudikais pparMeHTiB 6e3MocepeIHbO B relli B JaHO-
My BUIAJIKy YTPYIHEHA, OCKUIBKH B Ielli OEPIKYIOTh
CYIUTBHY MTOCTITOBHICTh ()parMeHTIB Pi3HOI IOBXUHH;

3) 6romune. Hactynuwuii eran MeToy — OJIOTUHT
— TIepeHeceHHs (PparMeHTiB 3 TeII0 Ha HITPOLEIo-
703HUI abo HelnoHoBui GineTp (puc. 10.11). TTome-

PenHbO refib 00poOIIAIOTH JIyTaMH, 1110 TPU3BOAUTH J0
nenatypauii JJHK (po3puBaroThcsi BOAHEBI 3B’ SI3KH
MDK KOMIUIEMEHTAPHUMU HYKJIEOTUAAMHU y ABOX JIAH-
mrorax JIHK). ITotiM remp BMimytoTs y OydepHuii
PO34MH, 3BEPXY Ha HbOTO KJIATyTh HITPOIEIIOI0O3HHIHA
GUTBTP, MOTIM BMIMIYIOTh MAYKy (QUIBTPYBAIHHOTO
nanepy. [lanip BOupae coiboBuUll po3uunH. Bin
MiIIIMa€eTHCS BrOopy 1 BUMHUBAE JeHATYpOBaHi ¢par-
menT JJTHK Ha GinbTp, sikuii Mae Taky BETMYMHY TIOD,
o He mponyckae JIHK. Ha ¢inbTpi omepKyroTh TOY-
HY KOTIIFO PO3TAIlyBaHHS PECTPHUKIIIHHUAX PparMeHTiB
y reli;

4) ciopuousayin 3 JJHK-30n0amu. dikcoBaHy Ha
¢ubrpi JHK ridbpuansyrots 3 JHK-30n1aM1. 30HA
— onnonutkoBa JJHK, koMIieMeHTapHa neBHiit mo-
CIIIIOBHOCTI I'€Ha, 110 BUBYAETHCH. SIK 30HAM 4ACTO
BUKOPHUCTOBYIOTh IITYYHO CHHTE30BaHI OJIICOHYKJIEO-
tuaHl nocmgoBHocti JJTHK po3mipom He Oinbiie 30
HYKIICOTH/IIB, 31e0UIBIIOrO ()pAarMEHTH HEKOAYIOUUX
MOCTITIOBHOCTEH, 1110 YacTO 3yCTpivaroThcs. MOXYyTh
BUKOPHCTOBYBATHUCS 30HIH, MiU€HI pai0oaKTUBHO a00
XIMIYHUMH pEUOBHHAMHM, HAIIPHKIIA, (GIIyOpEeCICHT-
HUMU OapBHMKaMU. PajioakTHBHO MiYeHi 30H/IU, CUH-
TE30BaHI 3 HYKJIEOTHU/IIB, IO MICTATh PaiOaKTHBHUIMA
i3oTom 32P, 3a6e31euyoTh TyXKe BUCOKY 4yTIUBICTb,
ane HeZOBroBiuHI Ta HeOe3meuyHi. HuHi npiopurer
BiJITA€THCS 30H/IaM, MIYEHUM XIMIYHUMH PEUOBHHA-
MU;

5) ananiz odeporcanux pesyrvmamis. GUIBTP BIAMU-
BaIOTh BiJ] HA/UTUIIKY 30H/1a. SIKIIIO BHKOPHCTOBYIOTh
pa/lioaKTUBHO MIYEHI 30H]IM, HA HHOTO HAKJIAJAI0Th
PEHTIeHIBChKY IUTIBKY. ¥ TOMY Micli, e BigOymacs
riopunuzanis 3ou1a 3 JJHK, BinOyBaeTbcs 3acBiueH-
Ho 1iBKU. TTomoxkeHHs mykaHoro ¢pparmenra JJHK
MOJKHA BU3HAYUTH 32 JOIIOMOTOI0 METOY aBTOpaio-
rpadii (puc. 10.12).

SIK1110 BUKOPUCTOBYIOTH XiMiUHI MITKH, TO PE3YJIb-
TaTH TiOpUAM3aIlii MOXHA 3apPEECTPYBATH BI3yaJIbHO
MpHU OCBITJIIEHHI BUIMUMUM ab0 yIbTpadioeTOBUM
CBITJIOM (3aJIE)XKHO BiJl BUIY BHKOPUCTOBYBAHOTO
OapBHHKA).

TakuM 4MHOM, OJIOT-TiIOpUAN3ALTis JO3BOJISE ieH-
TudikyBaTu criennivHi MOCTIIOBHOCTI HYKJICOTH/IIB
y 3arajIbHOMY HaOOPpi peCTpUKLUIHHUX PparMeHTiB re-
Homuoi JIHK. Konu Ta um iHIna mMyTtaiist TOpKaeTbcs

CxiisHa IUTAaCTUHKA

Tarap (6mm3pko 500 r)/

IO
NN NN N

Croc GinbTpyBaIBHOTO HATIEpY

HBa apkymii GpiIbTpyBabLHOTO Tarie-
py — BatMmas 3 MM

MeMOpaHHHMI HITPOIICITIOIO3HIN
bUIBTP
Arapo3Huii renp

ITimacTukoBa IuiiBKa
CkJIfHa IUIaCTUHKA

IManip — BaTMaH 3 MM

Bydep nns nepeHeceHHs

Puc. 10.11. Tlepenecennss [JJHK 3 araposnoro reiato Ha MeMOpaHHUN (QUIBTP 3a METOJIOM

CaysepHa
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calitTa mi3HaBaHHS BUKOPUCTOBYBAHOI mpu 6J0T-
riOpuau3anii pecTpruKTas3y, Ha IUTiBLI MOKHA YiTKO 3a-
(bikcyBaTH BiJICYTHICTh BIAMOBIIHOI CMYTH 200 MOSIBY
atunoBoro ¢pparmenra [JHK. ITomosxenHs abo yko-
pouenHnst ¢pparmenta JHK cnipuynnioe mosiBy cMyru
B aTHIIOBOMY MICII.

Icnye kinbka Moaudikarliiii cay3epH-0JIOTUHTY Oe3
norepeHbol pecTpuKii i enekrpodopesy. Ha gpiapTp
HaHocsATh TeHoMHYy JIHK i riopuan3yroTs i3 30H1aMH.

Merton 6110T-TiOpHUan3aIlii Ma€ BUCOKY Uy TIIUBICTD,
MPOTE BiH BEJIBMH TPYJAOMICTKUH, CTABUTH BUCOKI BHU-
moru no ouuinenuss JIHK, HeoOxigHa Benuka Kijlb-
kictb reHomMHO1 JIHK. SIKI110 BUKOPUCTOBYIOThCS pa-
JMI0AKTHUBHI 30HIM, TO HEOOXIIHI CIeriaabHO oOJai-
HaHi Jaboparopii. TpuBamicTh i TPYIOMICTKICTB yCiel
Mpoueypu poOIsATh el METO/I BUCOKOBAPTICHUM.

CporojiHi B OUIBIIOCTI JJa6OpaTOpiii BUKOPUCTO-
BYIOTB JICIICBIINIA 1 HE MEHIII TOYHHUI METOJ IOoJIiMe-
pa3HOI JIAHIIOTOBOI peaKIrii.

IMpote GnoT-ribpuauzaiis 3a Cay3epHOM i ChO-
TOJIHI BUKOPUCTOBYETBHCS JUISl IIaTHOCTUKK MOHOTEH-
HUX 3aXBOPIOBaHb — KOJIM Yepe3 SIKiCh MPUYNHU Me-
tox ITJIP HemoxnuBo 3acrocyBaTtu. Tax, jutst 3ilic-
HeHHst [1JIP HeoOXiHO TOYHO 3HATH CTPYKTYpPY KO-
JIYIOUMX IUTSSHOK Te€Ha Ta IHTPOHHMX AUTSHOK, SIKi IIpU-
MUKAIOTh JIO HUX (0€3 4YOro HEMOMXJIMBO CUHTE3YBATH
npaiiMepu, 10 IHIMIIOITH peakiito). Jleski MinsTHKH
T'eHa, 1[0 MICTATh HAJIOBT1 TAHIEMHI TPHHYKIICOTH/IHI
MOBTOpU 200 OUIBII CKJIAJIHI TOBTOPH, HE MOXYTh
OyTH edekTrBHO amrutidikoBaHi. Kpim Toro, BUHHKA-
I0Th CKJIAJIHONI B aMruTi(pikalii BEIMKUX 1 CKJIAHUX
3a CBOEIO OPraHi3alli€lo TeHiB (TaKuX, K I'eH JUCTPO-
(biHy), BUSIBJICHHI TPOTSDKHUX JIEJIEIiH Y T€TePO3UroT-
HOMY CTaHi Ta JAESKUX IHIIUX BUMAIKAX.

10.4.5.4. CexBenyBanns JJHK

MeTo/1 103BOJIsI€ BUBHAUUTH TOUHY ITOCITIIOBHICTh
HykieotuaiB y ¢pparmenti JHK (manpuxnan, y npo-
nykti ITJIP). Moro BUKOPUCTOBYIOTH /JISl BUSIBIICHHS

1 2 3 4

-—--]

Puc. 10.12. JHK-piarnoc-
THKa M’s130Boi quctpodii dro-
IeHHa 3a JIOMOMOTO 6JI0T-
riopmmauzaiii 3a Cay3zepHOM.
Ha gopikmi 1 1 3 — HOpMa,
BUJIHO JBa O00OB’SI3KOBI (ppar-
MEHTH (BiMIiUeHI CTpUIKaMH).
Ha nmopixui 2 y xBoporo Bif-
cyTHI 1Ba 000B’I3KOBI1 ¢par-
MEHTH, 1110 CBITYUTB PO Jieie-
L0 AUISHKY FeHa JUCTPOdiHy.
Ha nopixui 4 (Matu XBOpOTo)

— B 0=

BKa3aHi GparMeHTH BUAHO Y - o= g -
BUTJISAI CMYT 3HIDKEHOT 1HTEH-
CUBHOCTI, 1[0 CBIAYUTH PO Te-

—_— - - —

TEPO3UTOTHE HOCIHCTBO MY-
Tarii

HYKJICOTHAHUX 3aMiH y reni. Lleit MeTon 3Haifmos
HIMPOKE 3aCTOCYBaHHs U1 BUBYeHHs Oynosu JJTHK
JIFOJTUHY T IHIIIMX OPraHi3MiB y X0/l BUKOHAHHS MPO-
rpamu «I'enom moauH». Ha mpaxTHii yacto BUKO-
PHUCTOBYIOTh METOJI CeKBeHYBaHHS 32 CEHrepoM, SIKHii
TPYHTYETHCS Ha MOJIMEpa3Hiil JTAHIIOrOBii peakilii.
Iupoxke 3acToCcyBaHHS HOTO B KIIIHIYHINA IeHETHII
MOKU 0OMeXKeHe uepe3 BUCOKY BapTiCTh.

10.4.6. TIPSIMI 1 HETTPSIMI METOIU
JHK-TIATHOCTUKU

MoJiekyIIpHO-TeHeTUYHI METO/IU MO UISIOTHCS Ha
MpsIMi Ta HEMPSIMI.

IIpsima niarHocTHka rependayae BUSBIEHHS My-
TaIlii B JJOCTIKYBAaHOMY reHi. BoHa Ma€e MpakTHYHO
aOCOIIIOTHY TOYHICTh, OTPEOYE IS aHANI3Y TUTbKH
3pazok JIHK ob6crexyBaHoi ocoOu 1 Moxe MpOBOIU-
THCA K y CIMEHHMX, TaK 1 CIIOpaJIuYHUX BHUITAJKAX
3axBoproBaHb. s nposenenns npsimoi JIHK-miaruo-
CTHUKHW HEOOXiTHO TOYHO 3HATH CTPYKTYpPY T'eHa (abo
KOHKPETHOI IUISHKY I'eHa, 10 MICTUTh aHaJli30BaHY
MmyTamito). [lomyk MyTariiii, SiKi CIPUYHHUAIA 3aXBO-
pIOBaHHSI, — L€ CKJIA/IHE 3aBIaHHS, OCKLIbKH 3aXBO-
PIOBaHHS MOXe OYTH 3yMOBJIEHE PI3HUMH MYyTallisIMU
oiHoro 1 Toro x rexa. Ilpote, Sk mpaBUIIO, Y KOHK-
PETHIH MOy YacTilIe 3yCTPIYaeThCs TIEBHIH THIT
MyTamid. MyTalii, sIKi epeBakaroTh 1 3yMOBIIOIOTh
3HAYHUH BiJICOTOK YCiX BUIAJIKiB 3aXBOPIOBAHHS B
JIaHIM TOMYJIALl, HA3UBAKOTHCS MANCOPHUMU MYMA-
yismu. Tak, O611p1WIicTh BUMAAKIB (DEeHITKETOHYPI]
3yMoBJieHa MyTailiero R408W y rewi, BimoBigaaIbHO-
My 3a 3aXBOPIOBaHHS, MYKOBICUMA03 HaluacTiule
3YMOBJICHHUI MyTalli€ro reHa OUTka XJIOPHOTO KaHaTy
AF508, excriaHcii TPUHYKIICOTHIHUX TIOBTOPIB — MPH
CUHJIPOMI JIAMKO1 X-XpOMOCOMH, AEJIEIii — Mpu Mio-
quctpodii JlroneHHa, mpoTsKHa JeNelis — Py al-
pEHO-TeHITATLHOMY CHUHAPOMI TOIIO. 3HAHHS MaXKop-
HHUX MYTallii ToJjiermrye mpoBeneHHs npsmoi JHK-
IIarHOCTUKHU.

MeTou4HI MiAXO/H, SIKi BAKOPUCTOBYIOTHCS TIPH
npsmiit JHK-giarmoctuii Toro 4u iHmoro cnamko-
BOT'O 3aXBOPIOBAHHS, 3aJIeXKATh BiJ XapakTepy My-
Talliif 1 MOJIEKYJISIPHOI OpraHi3aliii BIIITOBIAHOTO T'eHa.

V npsaMiil 1iarHOCTHINI BUKOPHUCTOBYIOTH METOJIH
TTJIP. 3acTocoByrouu mpaiiMepu 10 TUISHKHM T'eHa, B
SIKIH HaluacTilne Bi0YBa€ThCsS MYTallisl, OJICPKYIOTh
BEJIMKY KUTBKICTh Komii nanoi aimsHku. [lonmanpiie
BUBYEHHA npoaykTiB ITJIP 3anexuts Big TUIy MYy-
Tauii. Tak, K110 3aXBOPIOBAHHS 3yMOBJIEHE AEJIELI€I0
HYKJICOTHIIB, AYIUTIKAIE€0 200 eKCIaHCIE0 TPUHYK-
JICOTUIHUX MOBTOPIB, TO aMILTi(hiKOBaHI (pparMeHTH
HOPMAJIBHOTO 1 MyTAHTHOT'O T€HIB BIIPI3HSAIOTHCS 32
JIOBXXKHUHOIO 1 eJIeKTPO(QOPETUUHOI PYXIUBICTIO. B
IbOMY BHUIIAJKY IICHIs eNneKTpodope3y pparMeHTiB y
arapo3HOMy rejii MPOBOISTH aHali3 moixiMopdizmy
nIoBxuH amIuTihikoBaHux ¢pparmMenTiB (IIJAD) (mus.
puc. 10.8). Jlyisi BUSIBJIeHHS HYKJICOTHIHUX 3aMiH B
aHAII30BaHINi IUISHII TeHa BUHUKA€ HEOOXiTHICTh
CeKBeHyBaHHs amIuTiikoBaHux ¢parmentis. s ae-
TeKUii MyTalii MOXKYTh BUKOPHCTOBYBATHUCS U 1HII
METOJUKHU. Y JEeSIKUX BUIAJKaxX MyTalil HOPYLIYIOTh
CaAWTH PECTPHUKIIII UIS MIEBHUX PECTPUKTA3. Y MyTaHT-
HOMY T'eHi MOKe OyTH BiZICYTHIM CAlT PECTPHUKIIT TSI
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MIEBHOI PECTPUKTA3U a00, HABIAKHU, 3 SIBIISIETHCS CAUT
pecTpukuii B He3BUYHOMY Micli. B 000X cuTyawiax
MyTaHTHU# 1 HopMmanbuui TTJIP-mpoaykT naayTh
Ppi3HI 3a JOBKXUHOIO (parMEHTH PECTPHUKIIII, IO MOXK-
Ha JIETKO BUSBUTH Iipu eiektpodopesi (ITAPD —
noiMopdi3M JTOBXKHH PECTPUKIIIHHUX (parMeH-
TiB).

o151 mpsAMO1 TIarHOCTUKY BUKOPHUCTOBYIOTH Pi3Hi
momudikarii ITJIP, a takox inmi meronu JJHK-mia-
THOCTUKH — OyoT-riopuau3aimiro 3a Cay3epHoM,
TPAHCIALIO OIJIKOBOTO MPOAYKTY i1 Vitro Ta iH.

Henpsiva fiarHocTHka BUKOPUCTOBYETHCS MIPH 3a-
XBOPIOBAHHSX, KOJU T'€H KapTOBaHMIA (BiioOMa HOro
JoKaji3alis B XpoMocoMmi), aje OynoBa reHa, Xxapax-
Tep MyTalill y HbOMY HeJIOCTaTHBO 3’sicoBaHi. CyTh
Herpsimoi JIHK-miarHocTHKYM Tojisirae B aHami3i yc-
MaJKyBaHHS y XBOPHUX 1 3JOPOBUX UIJICHIB CiM’1
MOJIIMOP(QHUX TEHETHYHUX MapKepiB, 3UCTUICHHX 3 Te-
HOM XBOPOOU (TOOTO pO3TAIIOBAHUX y CYCITHIX JIO-
Kycax y XpOMOCOMi i yCITaJJKOBaHUX 34eIIeHO — 3a
3akoHOM Moprana). B sikocTi Takux MapkepiB Mo-
KYTb OyTH CAWTH PECTPUKIIIi 17151 IEBHUX PECTPUKTA3,
moiMop(di3M MiHICATETITHUX 1 MIKPOCATEIITHUX 10~
CITIZIOBHOCTEH.

Caiimu pecmpukyii MOXXyTb PO3TAIIIOBYBATHCS T10-
pAAa 13 MATOJIOTIYHUM F€HOM Y HEKOIYIOUUX AUITHKAX
JAHK. Jng noguHu XapakTepHUN OJHOHYKJICOTHUI-
Huit mojiiMopdizm JJHK — y HekoayroUnx AiTsTHKaX
JHK uacro 3ycTpiyatoTbcsi OJHOHYKIJICOTH/IHI 3aMi-
HU, Jeneiii. BOoHM MOXYTh TOPKATHUCS CAMTIB pecT-
PUKIIi1, 34EIJICHHUX 3 MATOJIOTIUHUM reHoM. [1pu 1p0-
MYy 3MIHIOETBCS TOBXKMHA PECTPUKIIHHUX PparMeHTiB
JHK (nonimMopdi3M TOBXHUH PEeCTPUKIIHHUX (par-
MEHTIB).

Mixpocamenimni /JHK — KOpOTKI TaHAEMHI T10-
BTOpH 3 2-6 (dacrire 2-4) HykieotuaiB. Halinomu-
peHiumu € qunykieotuadi LIA-nosropu. Bouu po3s-
TAIIOBYIOThCS TAHJIEMHO KJiacrepamu (ToOTO Trpyna-
MU OJIuH 3a ogHuM, Hanpukian, [TAIJAIIA....). Ya-
CTO 3YCTPIYAIOThCS TPHU-, TETPA- 1 IEHTAHYKIICOTH/IHI
tangemui nosropu — STR (short tandem repeats).
KinpKicTb MOBTOPIB B OJJHOMY 1 TOMY %K JIOKYCI MOXe
ICTOTHO BIIpPI3HATHUCS y Pi3HUX Jtogend. OTxe, 1 10OB-
KHMHA KIacTepiB nojiMopgHa. MikpocaTeniTi 3Haxo-
JIATHCSl TIepeBaXXHO B Hekonyrouux aursiHkax JJHK,
TOMY (PCHOTHITIYHO 3MiHa KUTBKOCTI TOBTOPIB HE BU-
SIBISIETHCSI. BOHM yCIIaIKOBYIOThHCS 32 3aKOHaMU MeH-
nenst. JIuTuHA OJIEpIKy€E OJIHY XPOMOCOMY BiJl MaTepi
3 MEBHOIO KUTBKICTIO MMOBTOPIB, APYTY BiJ OaThka —
3 1HILIOIO KUIBKICTIO MOBTOPIB. SKIO MOPS i3 TeHOM,
BiJIMOBIJIaJIbHUM 332 MOHOTEHHE 3aXBOPIOBaHHS, abo
BCEpEIMHI TeHa 3HAXOJMUTHCS TaKUi KIAcTep MIKpO-
CaTEeJITIB, TO MapPKEPOM IMATOJIOTIYHOT'O T'€Ha MOXKeE
OyTH IeBHA KIJTBKICTh IIOBTOPIB 1 JJOBXWHA KIIacTepa.
B naHoMy BuIaJKy JiarHOCTHKA 0a3yeThCsl HA BUB-
YeHHI JIOBXXUHU KOPOTKUX TaHieMHuX nmosropis JIHK
(STR).

Minicamenimui JHK — TaHAeMHI MOBTOPU
61b1101 KijTbKOCTI HyKITeoTH iB (15-100). Bonu micra-
m Ha3By VINTR (variable number tandem repeats) —
TaHJEMHI IOBTOPH, Bapiroioyi 3a KiIbKicTIo. JJoBXU-
Ha IUX JIOKYCIB TAKOX ICTOTHO Bapilo€ y Pi3HUX JIIO-
JIel 1 MoXke OyTH MapKepoM IAaTOJIOTIYHOrO reHa. Y
JAHK gacTto 3ycTpiuaroThCs KiacTepy MiHICATETITHUX
TaHJIEMHHX TOBTOpPIB 10-15 HyKJIEOTHIIB, SKI BIEp-
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e 3HAWIIOB aHTidchkuil reHeTtuk Ixeddpus
(Jeffreys). BukopucTtoByloThcs piauie, HiXX Mikpoca-
tenitHi JJHK.

HenmommikoM HEMpSIMUX METO/IIB € 000B’SI3KOBE I10-
TIepe/IHE BUBYEHHS TEHOTHUITY X04a 6 OJHOTO XBOPO-
ro poamya, moo6 MokHaA OyJI0O BCTAHOBHUTH 3UCILICH-
HsI TATOJIOTIYHOTO F'eHa 3 TIEBHUM IOTIIMOp(HUM Map-
KepoM. Y pasi BiICYTHOCTI ypa)keHUX POAMYIB, J10-
CTYIHHMX JUUIs1 OOCTEXKEHHS, IPOBEAECHHS A1arHOCTUKH,
SK IIpaBuiio, HeMoxxiuBe. [Ipu mpoBeaeHH1 HenpsAMoi
JHK-niarHOCTUKH 3aBXKIH ICHY€ BIPOTiIHICTH ITOMHUJI-
KH, OB SI3aHOI 3 MOXKJIMBOIO PEKOMOIHALIIEIO0 B MElHO-
31 MiXk F€HOM XBOPOOH 1 TOCITI/PKYBAHUM MapKepOM,
BHACIIJIOK YOTO «IIATOJIOTTYHHIT» MapKepHUH ajenb i
TeH XBOpOoOHM y HaIajka po3idayThecs MO Pi3HUX XPO-
MocoMax. BennuuHa Takol MOMUIKK IPSIMO IIPONOp-
IiiiHa BiJICTaHI M’k MApPKEPHUM JIOKYCOM 1 TeHOM, 110
BHUBYAETHCS: UMM OJIMKYEe BOHHM OJIMH JI0 OJHOTO B
XPOMOCOMi, TUM MEHIIIE BIPOTiTHICTh PO3XOMIKEHHS
BHACIIJIOK KPOCHHTOBepy. 11 BiIOMHUX CbOTO/IHI Te-
HETUYHUX MapKepiB, Ki BUKOPUCTOBYIOTbCS Y He-
npsimiit JJHK-giarHocTuin cnagkoBUX 3aXBOPIOBaHb,
BIPOTIZIHICT KPOCHHTOBEPY 3 TEHOM XBOpPOOH He Iie-
pesutiye 1-5 %. TakuM 4MHOM, TOYHICTh HEMPSIMOI
JHK-aiarHoCTUKY CTAHOBUTH 3a3Bu4aii 95 % 1 Buie.

Hemnpsimi MeToau MOXYTh TaKOXK 3aCTOCOBYBATH-
Csl TIpY 3aXBOPIOBAHHSX, TEHU SIKUX 1ACHTH(]IKOBaHI,
ajie MaloTh BEIMKUI PO3MIp 1 CKIIaIHY MOJIEKYIISPHY
OpraHizalliio, y 3B’s3Ky 3 UM Oe3rocepeHe BU3HA-
YEeHHs MyTalliil y HuX yrpyaHene. [IpukiagamMu Takux
3aXBOPIOBAHb 3 PO3IIU(POBAHUMH [€HAMH, TS SIKUX
BUKOpHCTOBY€eThes Henpsima JIHK-miarnoctika, Mox-
Ha Ha3BaTH aTaKCilo—TelleaHrieKTasito, xBopody Ko-
HOBaJloBa — BinbcoHa Ta iH.

10.4.7. JHK-Y1IIN

JHK-uinu — 11e cyuyacHa TEXHOJIOTisI O10JIOTTUHUX
JOCTIIKEeHb, SIKa IHTEHCUBHO PO3BUBAETHCA. MeToa
MOJISITAE Y TOMY, 1110 HA TUIOCKY ITOBEPXHIO HEMJIOHO-
BOi MeMOpaHU (MakKpodinu) abo MpeaMeTHE CKJIIO
(MIKpOUINK) HAHOCATH Ta IMMOOUTI3YIOTh BEIUKY
kinbkicts [JJHK-30H71B. 3a1€KHO BijJl MOCTaBJIEHOTO
3aBIaHHs, CKJIAIHICTh Yina (KUIbKICTh IMMOOITI30Ba-
HUX 30H/1IB 1 HIUTbHICTh IXHBOT'O PO3TAIIIyBAHHSI) MOXE
BapilOBaTH B IIMPOKKUX MEXax. 30HIU — MITYIHO CHUH-
TE30BaHi OJIITOHYKJICOTHUAN, KOMIDIEMEHTAPHI HOP-
MaJIbHUM 200 MyTaHTHHUM TOCITJIOBHOCTSIM JOCIIIKY-
BaHux 3paskiB JJHK.

Hocmimkysany JHK crneuiaibHO TOTYIOTH: MO-
TpibHi pparmentu pocnimkysanoi JJHK nonepensro
aMIUTI(IKYIOTH 13 BUKOPUCTAHHSAM Ol10THH-MIYeHUX
npaiimMepiB. [ BUSABIIEHHS crieli(DiqHOI TOCITiTOB-
HOCTI B nocimipkyBaHoMy 3pa3ky JHK npoBonsts
riopuau3aiiito 30HIiB, IMMOOLTI30BAHUX HA MaKpPOYiIi
a0o0 Mikpouimi, 3 oaepxaHuMu MideHumu [1JIP-mpo-
nykramu. ITicnst riGpuausaiiii 4in BiAIMUBAIOTH Bij
JHK, mo He 3B’s3anmacs. Pesynpratu ribpunusaiii
PEECTPYIOTH 32 HASIBHICTIO JTIOMIHECIEHIII 3a JIOTTOMO-
ror0 (IIyOpEeCIIEHTHOI MIKPOCKOIIIYHOT TEXHIKH i aHa-
T3YI0Th 3 BUKOPUCTAHHSIM BiATIOBIAHOT'O KOMIT IOTEp-
HOTO MporpaMHoOro 3abe3neuenHs. L{eit mpoiec aBTo-
MaTU30BaHUM.



CTBOpEHO MIKPOYINKM HAa OCHOBI MOJIIAKPUIAMIJI-
Horo remto. Takuit yin sBi1sie COO00 CKIISIHY MIACTHH-
Ky (IIpeMeTHE CKJIO), Ha SIKii 3HAXOMSIThCS TelTbOBI
koMipku. KoxxHa KOMipKa € IpsSMOKYTHUM abo IH-
JTHIPUYHUM 0JT0KOM. POo3Mipu KOMIpKU MOXYTh OyTH
100x100x20 MM abo meHnte. Takuit MiKpoUin MOXe
MICTUTH 10 KUTbKOX TUCAY KoMipok. [To cyTi, koxHa
rejibOBa KOMIpKa € MaJIeHbKOIO MPOOIpKOI0 00’ eMOM
MeHIIIe OJTHOTO HaHOoIiTpa. KoMmipku i3051b0BaHi 0/1HA
BT OZIHOI.

VY xoMipku BHOCsTh Habip pizHux JHK-30HMIIB 1
BHKOPUCTOBYIOTh [Is1 BuBuYeHHS JJHK anamoriuno
onucaniii Buie meroauui. 'enpoBi JAHK-mikpouinu
BUKOPHUCTOBYIOTbCSI TaKOX AJisi poBeaeHHs I1JIP.
J1s IbOTO B KOMIPKH BMIIIYIOTH Pi3HI TpaliMepH, 110
IO3BOJIsIE TecTyBaTH mociimkysany JJHK ompa3sy 3a
BEJIMKOIO KIUJTbKICTIO MYTAIliif, 3/1IHCHIOBATU IIBUJIKE
CeKBeHYBaHHs Bemkux ¢parmentis JJHK.

Texuonoris JIHK-4iniB 103B0JIs€ MPOBOIUTH aB-
TOMATH30BaHUN 1 epEeKTUBHUI aHai3 BEIUKOI
KUTBKOCTI MyTalii 1 momiMopdizmis, a TAaKOXK aHaJIi-
3yBaTH €KCIIPECII0 BETHUKOI KibkocTi reHiB y JHK,
1o BuBYaeThes. Och Jiesiki chepu 3acToCyBaHHS ITiel
TEXHOJIOTIl B MeJUIIMHI: 1) BU3HAYEHHS CTIHKOCTI
MikpooprauizmiB 1o antubiotukis (JHK-uinu nos-
BOJISIIOTh OJHOMOMEHTHO TECTYBATHU IITaM MIKPOOp-
TaHi3MiB 3a BEJIMKOIO KUIBKICTIO MyTalliid, BiJIITOBI-
MATbHUX 32 aHTHOIOTHKOCTIMKICTR); 2) AlarHOCTHKA
JICHKO31B Ta 1HINUX MYyXJIMH, aHaJl3 TaK 3BaAHOrO «re-
HETUYHOTO MOPTpeTa MyXJIMHWU»; 3) MiarHOCTUKA
BIpYCHHX 1H(EKIIiii, BUSBIECHHS BipYyCiB y HABKOJIHIII-
HbOMY CEPEIOBHIII.

10.4.8. BAKOPUCTAHHS
MOJIEKYJISIPHO-TEHETUYHUX
METOJIB Y CYJAOBIN MEAULIUHI
JUISL IAEHTU®IKALIT OCOBU

I BCTAHOBJIEHHSI CITOPITHEHHS

OcTraHHIMU pOKaMU JUIsi BCTAHOBJICHHSI OAThKiB-
CTBa 1 MPOBEJCHHS CYIOBO-MEINYHUX EKCIIEPTU3 BCE
YacTile Mmovyajal 3aCTOCOBYBATH METOJU, 3aCHOBaHI
Ha BUSIBJICHHI 1HIMBIIyaJIbHUX T€HETUUYHUX BIIMIHHO-
creit [IHK.

Taxki BIAMIHHOCTI MOXHA 3HANTH, TOCIIKYIOUH
BHCOKOIOIIMOp(dHI (BUCOKOBapiabebHi ado rinepsa-
piabenbni) stk JHK, Hanpuknan, nijasHKY 3 Ba-
PIFOIOYOI0 KIJTBKICTIO TaHIEMHHX ITOBTOPIB (variable
number of tandem repeats, VNTR) — wmiHnicaTemniTHi
JHK a6o xopoTki TaHaeMHi moBropu (short tandem
repeats, STR) — mixpocarenithi JJHK.

JinsHKY 3 BapilOI0YOI0 KUIBKICTIO ITOBTOPIB MO-
KYTh PO3TAIIOBYBATUCS B OJIHI XpOMOCOMI B OJIHO-
MY JIOKYCi a00 B KUTBKOX JIOKyCaX y Pi3HHX XPOMOCO-
Max.

Axmo anamizyrorecss VNTR a6o STR, nokamizo-
BaHI B 0araThboXx JIOKyCax, TO BUBUAIOTh F€HOM JIIO-
JIMHU B 1JIoMy. Taka MeTo/IMKa Ha3UBAEThCS TEHOM-
HOIO JTAKTHJIOCKOTIi€. Briepiiie reHOMHY JTaKTHIIO-
CKOTIII0 TIPOBIB aHTJIINChKUM reHeTUK [xedhdpus
(1985). Hns inentudikaiii ocodu BiH BUKOPHUCTAB
minicarenitHy JIHK, moBroproBana oguHULS SKOL
Oyna KOMIIEMEHTapHa IHTPOHY reHa MioryIoOiHy.
Buennit anamizyBaB moimiMopdi3M AOBXKUH PECTPHUK-

uiitnux ¢pparmentis (ITAP®) 3a nomomoror MeTomy
6noT-ribpuauzanii 3a Cay3epHOM 3 pagioaKTUBHO
MI4€HUMH 30HIaMHU 10 IHTPOHY MIOTJIO00iIHY.

Croro/iHi BapiaOelibHi JUISHKU 6araTOKpaTHO pe-
OYIUTIKYIOTH 32 JOMOMOTOI0 METOIY IMOoJIiMepa3Hol
JIAHLFOTOBOI peaxiiii 1 aHaJI3YIOTh MIC/s eJIeKTpodo-
pe3y B reji noigiMopdisM TOBXKUH aMIUTihiKOBaHUX
¢parmentis JHK (ITJA®D). [Tpu ubomy B remi oaep-
JKYIOTh YHIKAJIbHY JUIsl KOXKHOI IIOAMHUA KapTUHY TOB-
xkuH ¢parmentiB JIHK, sika nmicrtana Ha3By «reHOM-
HOTO BLAOWTKY NajibliB» (Ppinrepnpunt). Hemomikom
METOJy € OTPUMaHHS OJHOMOMEHTHO BEJIUKOI
KUTBKOCTI (hparMeHTiB, 110 YTPYAHIOE aHAIII3 Pe3yiib-
TaTIB.

Cy4acHi METOJAMKHU TPYHTYIOTbCA MEPEBAXKHO Ha
anamizi VNTR, yokanizoBaHuX B OJIHOMY JIOKYCI.
IMpuknanom moxe O6ytu mokyc D1S80, mokamizoBa-
HUH B repiiii xpoMocoMi. JIOKyc MICTHTh MiHicaTte-
mitHy JJHK. [losxuna noBTopy 16 1. H., ajie KUTbKICTh
MOBTOPIB MOXe OYTH pi3HOI0. TAKMM YMHOM, y OJTHI€T
1 Ti€T K JIFOJIMHU B OJIHIA XPOMOCOMI JIOKYC MA€ OJIHY
JIOBXKWHY, a B iHIIINM — iHImy. Hanpukian, Ha puc.
10.13 300pakena rimoTeTH4Ha XpoMocoMa Homep 1,
10 MICTUTh 3 IOBTOPH, 1 Ipyra roMoJIoTiYHa 3 7 I0-
Bropamu. LI AUIAHKK XpOMOCOM yCIaIKOBYIOThCS 3a
3akoHaMu MeHjiesIsl SIK KOJIOMIHAHTHI 03HaKku. JluTu-
Ha YCIaIKOBY€E OJHY XpPOMOCOMY BiJl Martepi (3 meB-
HOIO KUIBKICTIO MOBTOPIB 1 BIIIOBIAHOIO JIOBXUHOIO
JIOKYCY) 1 Ipyry Bij 6aThKa (TaKOX i3 CHEIH(IYHOIO
KUTBKICTIO 1 JOBXHHOI). Ha MOpIiBHAHHI JOBXUH
¢parmentie JHK mutuHm, matepi i nependayyBaHo-
ro 0aTbKa IPYHTYETHCS BCTAHOBIICHHS OATHKIBCTBA.
Inentudikamiss ocodu MOXJIMBA Yepe3 YHIKaIbHICTh
kaptuHu goBxuH Gparmentis JJHK y koxHOI mr0101-
HU.

Hns anamizy Bapiabenbuux aimsHox JIHK takosxk
BUKOPHUCTOBYIOTH TOJIMEPa3Hy JIAHIIOTOBY PEAKIIfo.
B peaxuiiiny cymimn s ITJIP nogatots npaiimepu g0
aHaJII30BAHOTO JIOKYCY (HAaMpUKIAA, 10 JOKYCY
D1S80). ITicnst enextpodopesy B arapozHomy abo
MOTiaKpPIWIAMIAHOMY Telll aHAI3YIoTh MOIiMOpdi3M
JTOBXUH amiutipikoBanux gparmentis (ITJAD). [Tpu
amrntidikamii mokycy D1S80 po3mip amrutidikoBaHUX
(parmenTiB Bapitoe Bijg 375 1o 850 1. H.

Ha puc. 10.14 nonano nmpukiag BCTAHOBICHHS i
BHUKJIIOUCHHS GATHKIBCTBA 3a JOIMOMOTOI0 METOXY
IMAA®D (3a noxycom DI1S80). V Bumaaky miarsep-
JOUKEHOTO 0aThKIBCTBA BUHO, IIO Y MaTepi HasBHI
anem 6 19 (BOHM BIIPI3HSIOTHCS 32 KIJIBKICTIO MO-
BTOPIB 1 IOBXKUHOIO), y 6aThka — ayem 31 9. YV nu-
THHH BUSIBJICHO Ti X aedi, mo i y marepi (61 9). Oc-
KUIbKHM JUTHUHA MOTJIa yCnaJkyBaTu aneii 6 1 9 Bin
cBO€l MaTepi, y 6ionoriyHoro 6atbka OAWH 3 IUX
alleJliB Mae OyTH BIACYTHIM. Y IepenbadyBaHOTO
OaThka ayenb 6 AIHCHO BIICYTHIN, OTXKE, BIH MOXeE
oytu 6atbkoMm autuHu. Y cymimi JHK gutunu i
0aTbKa BUJIHO, IO ajleb 9 y HUX CIIBIAJAE.

V BUNAJKy HEMITBEPHKEHOTO OATHKIBCTBA MATH
TOMO3UTOTHA 3a aneneM 11, y TuTuHu 3HaliieHo aneni
11 1 3, y nepenbauyBanoro 6atbka — ajemi 131 9.
Aunenp 11 quTuHa ofeprkaa Bif MaTepi, OTKe, Bij 0io-
JoTiYHOTO OaThKa BOHA MOBUHHA OyJa OIepXKaTH
arnenb 3. Ase y nepefadadyBaHoro 0aTbka Il ajieib
BIJICYTHIl, OTXe, 0aThKIBCTBO IIOBUHHE OYTH BUKIIIO-
YeHe.
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7 mOBTOPIB
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Xpomocoma 1
TJIP
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Xpomocoma 1

3 noBTOpH

I — —) —)

IJIP
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Puc. 10.13. T'inoTeTnyHa Xpomocoma 1,
[0 MICTUTH 7 IOBTOPIB (BepXHs) 1 3 MOBTO-
p¥ (HIDKHS)

VY GinpiocTi BUNAAKIB JUIst OTPUMAaHHS JOCTOBIp-
HUX pe3yJbTAaTiB MPH BCTAHOBJICHHI 0aThKIBCTBA 3
pukopuctanusm Mmetony [IJIP-TTIJA® anami3yoTh
YOTUPH a0O0 IT'ATh HE3AJIEIKHO YCIIaKOBAHUX JIOKYCIB.

Huni s inentudikariii ocio 1 BCTaHOBJICHHS 0aTh-
KiBCTBa YacTillle BUKOPUCTOBYIOTh MIKpOCATeINiTHI
AHK, To6T0 Bu3HauatoTh nonimopdizm gosxuH STR.
AHami3yeTbcsl TEHOTUI 1HUBIyyMa OJTHOYACHO 3a
kimpkoMa STR-caiiTamu, JoKadi30BaHUMU B PI3HUX
XpoMocoMax. 3 i€ METO BUKOPHCTOBYIOTh MYJIb-
TUTUIeKCHI Bapiantu [1JIP.

Hns inentudikaiiii ocobu Moxe 6yTH BUKOPUCTa-
Ha Mitoxouapianbaa JJHK. [ns Hel xapakTepHuii
MaTEepUHCHKUI XapaKTep ycrnajakyBaHHs. JlociimkeH-
Hs MiToxoHapianbHOI JIHK 3xiiicHIOBaIOCS IIpH BCTa-
HOBJICHHI HAJISKHOCTI BIJIOMUX €KATEPUHOYP3bKUX OC-
TaHKIB 10 ¢ciM’1 PoMaHOBHX.

MC M O TIB AlB MC M [

)
¢

- -
- -
- da. &
- - -

[TinTBepkeHHs OaThKIBCTBA
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Buxinrouenns 6aTbKiBCTBA

——>—>
——>—>

3 yacoM OyJe MOXJIMBE CTBOPEHHS OaHKY HaHMX
TEHOMHHX JAKTWIOTrpaM Oyab-sKO1 JTIOANHU (Ha 3pa-
30K OAaHKY BIIOWTKIB ITaJIBIIIB).

IlepeBaramu merony e€:

1. Yaikansnicts JJHK — koHa Tr0IMHA TeHETHY-
HO IHMBITyaJibHA (KPIM OJTHOSHIIEBUX OJIM3HIOKIB, sIKi
10 CYTi € KJIOHAMU).

2. 'eneTnyHa MOCTIHHICTh OPraHi3My — T'€HETUY-
Ha iH(opMallis He 3MIHIOETBCS MPOTATOM KUTTS 1 HE
3aJICKUTH BiJl THITY KIIITHH, 3 SIKHX OyJia BUIICHA
JHK.

3. Uytnusicts MeToxy — ais cydacHux JAHK-me-
toaiB gocratHbo JIHK, BuiIeHOI 3 KUIBKOX KIIITHH
(TeopeTuuHO — 3 OJTHiET).

4. BimaocHa crabimpHicTh [JHK — Monekymam
JHK npuramaHHa IMiABUIIEHA CTIHKICTh 10 BILIUBIB
HaBKOJIMIIIHBOTO cepepoBuina. Is Bracrusicts JJHK

JIITB MC
- B
- 11

e ‘-9
3-7

Puc. 10.14. Tlpuknag BCTAaHOB-

-5 JeHHs i BUKIIOUEHHS GATHKIBCTBA

3a gormomoroto meroay ITJAD 3a

& 3 okycom DIS80 (MC — mapkep-
Ha cyMini aneniB; M — matu; [ —

nutuHa; [1b — nepenbavyyBaHumii

- 6arpko; AIb — cymim JHK nu-

THHH 1 Iepea0adyyBaHOTO OaThKa)



JIO3BOJISIE TPOBOAUTH IACHTU(IKAIIIO HABITH MIiCIIS
Jy’&Ke BEIMKOTO TEPMiHY IaBHOCTI, 200 X SKIIO OC-
TAHKU JIFOJIMHHA HE MOXHA PO3II3HATH HiSIKUMU 1HIIHU-
MM METOJIaMH.

10.5. METO/1
JEPMATOIVII®IKA

Lleii MeTO 3acCHOBaHU HAa BUBYEHHI PUCYHKaA
IIKIpH Ha TaNIbIAX, JOJOHAX 1 ImigomBax (Big rper.
derma — wikipa, glyphe — mamoBatu). Ha Bigminy
BiJT IHIIIMX YACTHMH TiIa, HA MAIBIAX, JOJOHSX 1 IMiTOMI-
Bax iICHYIOTb BUCTYIIH eIliiepmicy — rpeOiHii, sSKi yT-
BOPIOIOTH CKJIQ/IHI y30pu. MeTo OyJio 3arpornoHo-
BaHO ®. 'anpToHOM B 1892 p. Buennii ycraHoBuB, 1110
BKa3aHI y30pH IS KOXHOI JTIOJMHH € IHIUBITyalTh-
HUMH 1 He 3MIHIOIOThCS ITPOTATOM yChOTO XHUTTs. Ha
Ii{ MiICTaBl BiH 3aIIPOTIOHYBAB BUKOPHUCTOBYBATH
METO/JI y KPpUMIiHAJIICTHULI.

BuBueHHs y30piB Ha MOAyIIEUYKAX MAaJbIiB HA3U-
BA€ETHCS TAKTUIIOCKOIIIEIO, HA JTOJOHSIX — HajIbMO-
CKOITI€10, Ha MiO0IIBAX — IUTAHTOCKOTMIEr0. Orisy 3ru-
HaJIbHUX CKJIAJIOK MPOBOJSATH HEO30POEHUM OKOM.
IMaminspHi JiHIT B TPyAHOMY Billl JOCITIIKYIOThH 3a
JIOTIOMOTO10 3- 260 5-KpaTHOI JIymu.

YV MenuuHil TeHETHUIl MEeTOJ, B OCHOBHOMY, BUKO-
PHUCTOBYETHCS SIK TOMOMDKHUIM IS A1arHOCTUKH XPO-
MOCOMHUX XBopo0. ITpoTe ogHouacHe popmyBaHHS
PUCYHKA Ha IIKipi BKA3aHUX YACTHH TijJla 1 PO3BUTOK
TOJIOBHOTO MO3KY B eMOPIOHATILHOMY TIEPiOIl 103BO-
JISIOTH BBAXKATH, IO Il METOJ Ma€ 3HAYHO OibImi
MOTEHLIATbHI MOYKIIMBOCTI.

Oco6amBocTi nepmaroriigiku nmpu XpoMOCOMHHX
XBOpoOax

1. YoTtupumnamslieBa NorepeyHa J0JI0HHA CKIIaI-
Ka.

2. Jdyru Ha KUIbKOX Najiblax pyk (puc. 10.15).

3. Papianbhi et Ha 1, 4 260 5-My MasbIisix KUCTI.

4. JIuctaJibHUI OCBOBUH TPUPAIIYC, 301LTbIIICHHS
KyTa atd.

5. Amtasis miamanbleBuX TPUpaaiycis.

6. IMonepeyna 3ruHalbHa OOPO3HA HA MITIONIBI.

7. dyroBuii y30p Ha 1moJji 1-To mabiis MiI0IBY.

Puc. 10.15. TlanimspHi y30pu
Ha najblsx. Jyru a — MiKpoaHo-
Malliss pO3BUTKY, 4aCTO CUMIITOM
XpOMOCOMHOI naTosorii. ¥ Hopwmi
3YCTPIYAIOTHCS 3aBUTKU O 1 METII
8,2

10.6. BIOXIMIYHI METOAH

MeTo1 BUKOPUCTOBYIOTH ISl TIATHOCTHKH CIIafl-
KOBHUX XBOPOO OOMiHY PEYOBUH.

O06’ekTaMu 010XIMIYHOI IIATHOCTUKHA MOXYTb OyTH
ceya, TiT, TUIa3Ma 1 CHpOBaTKa KPOBi, KPOB, BUCYIIIE-
Ha Ha XpoMatorpadiuHoMy abo (GiUIBTPyBaIbHOMY
narnepi, CHHHHOMO3KOBa PiIMHA, aMHIOTHYHA PiNHA,
KyJIbTypa KIiTHH ((idpodnactu, JiMpouuTH).

Sxmo cnenudiunuii 1ePexT GpepMeHTy npU3BO-
JUTH 10 HAKOIIMYEHHS METa0OoJIITiB 3 HU3bKOIO MOJIe-
KYJISIPHOIO MAacoOI0 1 BUCOKOIO MPOHUKHICTIO, BOHH
MOXYTh BUXOJIUTH Yy MUKKIIITUHHUE mpocTip. Huse-
KOMOJIEKYJIIpHI METa0OJITH MOXYTh OyTH ineHTUui-
KOBaHI B TUIa3Mi KpoBi a00 cedi 3a JOIIOMOT OO Pi3HUX
METO/IiB: iHTiOIlisl pocTy OakTepiil, TOHKOIIAPOBA,
ra3zoBa abo pimuHHA XpoMatorpadis, CIIEKTPOMETPIs
Ta iH.

Skimo MeTaboIliTH MaTh BEJIMKY MOJIEKYIISIPHY
Macy, BOHU HAKOMUYYIOTHCS B KIIITUHAX, CIPHUYUHIO-
10ur 30UTBIIEHHS OPTaHOiIIB 1 MOSIBY BakyoJiei. 3a-
XBOPIOBaHHS, IIOB’s13aHI 3 MOPYIIEHHSIM KaTaboIi3My
BEJIMKUX MOJIEKYJI, JIarHOCTYIOTbCS LIUIIXOM BM3Ha-
YEeHHS AKTUBHOCTI ()epPMEHTIB y TKAaHMHAX 200 KIIITH-
Hax.

[MpuHunM 610XiMIYHOI JIATHOCTUKHU TPYHTYIOTh-
csl Ha maToreHesi ¢pepmeHTonaTiii. BoHu MoxyTs OyTH
CIPSMOBaHI Ha BU3HAYEHHS TaKUX MMOKAa3HUKIB!

— HaJAMIPHOI KIJTBKOCTI pEUYOBHUHH, MeTabOIII3M
AKO1 IMOPYLICHUH;

— AHOMAJIPHUX MeTabOJIITIB y KPOBI Ta ceui;

— JedilUTy HOpMaJIbBHUX METa0OITIB;

— AKTUBHOCTI (pepMEeHTy, L0 BIAMOBiAA€E 3a Me-
TaOOMIYHUI HUTISX.

HudepenmiaapHa giarHocTHKa (pepMeHTONAaTIH 3a
KIIIHIYHOIO KaPTHHO0, 0COOJIMBO Y HOBOHAPOKEHUX
1 liTell paHHBOTO BIKY, YTPYIHEHA, OCKUIBKH CXOXKY
KITIHIYHY KAPTUHY MOXYTb MATH Pi3Hi (hepMeHTOnAaTii.
Lle 3ym0OBHII0O HEOOXIIHICTh CTBOPEHHS CIIELiAIbHUX
JIarHOCTUYHUX TECT-IIPOTPAM.

BioxiMiuHYy qiaTHOCTHKY, SIK MPAaBUJIO, IIPOBOASATH
B J[Ba eTanu: 1) NepBHHHA JIIaTHOCTHKA (CKPHHIHT);
2) YyTOYHEHHS JIIarHO3Yy.

CKpHHIHT MOe OyTHU CeNTeKTUBHUM ab0 MacoOBUM.

CenexmueHuti 6ioXimMiuHuil CKpUHiHe TPOBOAUTHCS
cepeil TPyI JITeH 1 JOpOoCIuX 3 KIIHIYHUMU O3HaKa-
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MU CITaJIKOBOTO e(eKTy 0OMiHY PEUOBHUH [IJISl BUSIB-
JIEHHS He3BHMUYaWHUX MeTa0oNiTIB a00 iX HaIJIMIIKO-
BOI'O HAKONMYEHHS Ta BuUIiIeHHsA. OCHOBHa MeTa
CKPHUHIHTY IOJIATa€E ¥ BiMOOPI IHIUBIIIB IS TO1aTh-
II0T'0 YTOYHEHHS JIIarHo3y. [HIMMHU ciioBaMu, HaeThb-
Csl TIPO «IIPOCIFOBAHHS CIEIiajJbHUX KOHTUHIEHTIB
niTeid abo TOPOCIHUX, cepesl IKUX MOXHA 3 BUCOKOIO
BIpOTI/IHICTIO YeKATU BUSIBJICHHSI XBOPHX 13 CIIaJIKO-
BHMH XBOpOOaMu OOMIHY.
IToxa3zaHHs VIS CeJIEKTUBHOI'O CKPUHIHTY:

— 3aTpUMKa IICUXOMOTOPHOTO PO3BUTKY Y JITEH
PaHHBOTO BIKY, pO3yMOBa BIJICTAICTh y NIiTeH cTap-
1I0TO BiKY;

— HEBPOJIOT1YHI MOPYIIEHHS (CYIOMH, 3HHKESHHS
M’S30BOT'O TOHYCY, CIIACTUYHI Mape3n);

— JIUCHENTUYHI SBUIIA, HENIEPEHOCUMICTh OKpe-
MUX MPOJYKTIB 1 JIIKiB, MOPYIIEHHS BUTOJIOBYBAHHS;

— mopyieHHs (i3MYHOTO0 PO3BHUTKY JiTel (3a-
TpUMKa 30UIBIIEHHS Macu TiJiIa Ta pocTy, aedopma-
isl KICTOK TyJIyOa 1 KiHI[IBOK TOIO);

— iHmi cumMnrTomMu (epmeHTONATIN (KaTapakra,
TTOPYIICHHS CIYXY, 30pY, CIIeIIU(DIUHIA KOTip 1 3amax
ceyi, MKIpHI MPOSIBU Ta iH.).

V CelleKTUBHHUX MporpamMax MOXYTh BUKOPUCTO-
BYBATHUCsI SIKICHI Ta HAIMIBKUIbKICHI METO/IHU, SIK MaTe-
pianm — ceva abo KpoOB.

ITpu mimo3pi Ha HASIBHICTH CMAJKOBOI MATOJOTIL
0OMIHY PEYOBHH Y MEPILY Yepry NPOBOJUTECS CE4O-
BHI CKpHHIHT. JIJIS IIbOTO BUKOPHUCTOBYIOTH 15-20
MPOCTUX SIKICHUX PEaKIlid, sKi OXOIUTIOIOTh MaKCH-
MaJIbHO HIMPOKE KO0 MeTaboaiunux aedextis. Li
peakiii cnpssMOBaHI Ha BUSIBJIEHHS JIESIKUX MeTa-
0OJIITIB, SIKi, SIK MPABUIJIO, XapaKTEePHI ISl LIUJTOT TPy-
I 3aXBOPIOBAHb (Tabm. 10.3).

ITpu migo3pi Ha TMOPYIICHHS NIEBHOT JIAHKH MeTa-
00JTi3My MPOBOJUTHCS TIATHOCTHUKA 34 JIOMTOMOTOI0

TOHKOIIAPOBOi XpoMaTorpadii aMiHOKHCIIOT, JiMiIiB,
BYIJTIEBOJIIB Ta OJIrOCaxapuiB, a TaKOX KiJIbKiCHE
BU3HAYECHHS TJIIKO3aMIHOTIIIKAHIB 1 CEYOBOI KUCIOTH
B ceui.

IHKONIM [IJ1 CKPUHIHTY JOCIIKYIOTh KpoB. Tak,
METOJIOM eJIEKTPO(GOPE3y BUSIBIISIOTH AeHEeKTH OOMIHY
reMorjiodiHy (remorjo0iHomnarii); mpu mijgo3pi Ha
MITOXOH/IpiaJibHI XBOPOOHM BU3HAYAIOTH BMICT Mipy-
BaTy 1 JJAKTATy; TOHKOIIIApoBa xpomaTtorpadis ami-
HOKHCIIOT BUKOPHUCTOBYETHCS JIJISl JIaTHOCTHKHU aMi-
HOAITUAYPIid.

Kinuesuii eran 0i0XiMi4HOI AIarHOCTHUKUA — II€
TouHa Bepugikallis 3aXxBoproBaHHs. JJisl yTOUHEHHS
JIiarHo3y BUKOPHUCTOBYIOTH KiJIbKICHI BUCOKOTEXHO-
JIOTiuHI MeToau OioXiMiuHOI AiarHOCTUKH. Tak, mjs
BUSIBJICHHS CIIAJIKOBHUX MOPYILIEHh OOMIHY OpraHIYHHUX
KHUCJIOT, JKUPHUX KHUCJIOT, aMIHOKHUCIIOT, MITOXOH/IpI-
aJIbHUX XBOPOO BUKOPHUCTOBYIOTh METOJU I'a30BOL
xpomaTorpadii Ta Mac-ClIeKTPOMETPii; [UIst BUBHAYEH-
HSl aMiHOKHMCIIOTHOTO CIIEKTpa KpOBi Ta cedi — aMi-
HOKUCIIOTHUN aMiHOAHaJi3aTop; ISl JiarHOCTUKH
XBOpOO OOMIHY OpraHiYHUX KHUCJIOT, aMiHOKHCIIOT,
MiTOXOH}Z[piaJIBHI/IX XBOp06 MOPYIICHHS ITUKJIY CEUO-
BUHH — KlHLKlCHy pu:u/IHHy XpOMdTOdeCbl}O JUISL BU-
3HAYEHHSI PIBHSI OPOTOBOI KUCIOTH B C€Yi, /ISl Jliar-
HOCTHUKHU MOPYIIEHHSI OOMIHY CEUOBOI KUCIOTH — KO-
JIOPUMETPUIHUIN MeTO. JIJ1s1 1iarHOCTHKY HU3KH XBO-
po0 KOPHUCHHUMHU € xpOMaTorpa(blﬂ Ha 10HOOOMIHHUX
CMOJIaX, METO/I Fa30PIAMHHOT xpOMaTorpa(bn Ta 1HI.
AKTHBHICTb PePMEHTY MOKE JOCIIIKYBATHCS B KYJIb-
Typi KIITUH (JTI30COMHI XBOpOOHU, MyKOTOJicaxapu-
J103).

st miaTBepIKeHHS iarHO3y MOKYTh BHKOPHC-
TOBYBATHCS HE TUTBKU 010XiIMiUHI, aJie ¥ IUTOXIMIYHI,
MOJIEKYJIIPHO-TCHETUYHI METO1, OIOICis TKAHUH 1
OpraHiB 3 MOAAJIBIIMM JOCTIKSHHSIM TICTOJIOTTUHUX

Tabmuusa 10.3. TIpukiaaau npocTuX SIKICHUX eKCIpec-TecTiB,
BUKOPUCTOBYBAHMX /I/Ifl CEYOBOr0 CKPHHIHTY

Tect 3axBOPIOBaHHS Komip ceui
ITpo6a Peminra (tect 3 FeCl;) | DenikeToHypist TemHo-3e1eHuI
AnbKkanToHypis 3ereHuii KOJip, 110 MBUIKO 3HUKAE

XBopoOa KJIIEHOBOTO CHPOITY

Kosip xaxi

IIpo6a Jlerans Ha KeTOHOBI

Llykposwmii 1iabet, TITKOTeHO3

Tija L, III, IV Tumny, x8opo6a KIeHOBOTO
CHPOITY, MITOXOHIpiaJIbHI XBOPOOH, TI0-
PYIIEHHSI OOMiHY OpPraHIYHUX KUCJIOT

UYepBoHUIA KOJIIp

Tect Ha KeTOKUCITOTH
3 2.4-nuHITpOEHIITiIPa3HHOM
TUPO3UHYPIs

DeHITKETOHY IS, XBOPOOa KIIEHOBOTO
CHpOITy, TICTUIMHEMIs, TPAH3UTOPHA

KosTHii koip pi3HOT
IHTEHCUBHOCTI

IIpob6a benennkra

LlyxpoBuii giabGer, IUCTHHO3,
BPOJIKEHA HEMIEPEHOCHMICTD JIAKTO3U
Ta (HPYKTO3M, rAIAKTO3eMisl, HUPKOBA
TIIOKO3ypist, cuHapoM DaHkoHi

Komip Bapitoe Bif 3eneHoro
JIO OPaHKEBOT'O

LiaHia-HITpONIPYCHIHUN TECT

bpanna rinepamMoHieMis

TomornucTHHY pisl, UCTHHY P,

3eneHnit KoJip pi3HOT
IHTEHCHBHOCTI

Tect Miymona
(Ha GITBTPYBABHOMY TATIEPi)

Tupo3uHo3, raJaKTo3eMisl, IIUCTUHO3,
xBopoba XapTHyna

UepBOHO-OpaHKEBUI KOJIIP

Tecr Beppi
(Ha GITHTPYBAIBHOMY TTATIEPI)

Jeski THITH MyKOTTOJTicCaXapyuao3iB

Criiike mypIrypoBe KiTbIIe
Ha OJIaKUTHOMY (hOHI




MpenapariB IiJ] CBITIOBUM a00 eIeKTPOHHUM MIKpO-
CKOIIOM TOMIO.

Macosuii ckpunine — 11 MacoBe OOCTEKEHHS BCiX
HOBOHAPO/DKEHUX 3 METOI0 PAHHBOI'O BUSIBJICHHS Ha
JIOKJIIHIYHIA cTafil 3aXBOPIOBAHHS, JIs IKOTO PO3-
po6iieHO MeToaM NPOQGITaKTUYHOTO JIIKYBAaHHS.
Panne mikyBaHHS 3amo0irae po3BUTKY KITIHIYHHX O3-
HaK XBOpoOu.

OCHOBHI BUMOTH JIO CKpUHIHTOBUX MPOTPaM s
MacOBOI'O HEOHATAJIIBHOI'O CKPHHIHTLY:

1. Bucoka yacToTa 3aXBOPIOBAHHS B IOITYJISIIII.
OCKUIBKH 4acTOTA MEBHUX CITAIKOBUX XBOPOO OOMIHY
BapIlOE y Pi3HUX MOMYJIAIISNX, MEPETiK 3aXBOPIOBAHb
MOJK€e BIIPI3HATHCH Y PI3HUX KpaiHax Ta eTHIYHUX TPY-
nax. ¥ OUIBIIOCTI BUMAJKIB CKPUHYIOTHCS 3aXBOPIO-
BaHHS, L0 3yCTPIYAIOTHCSA B MOMYJIALII 3 YACTOTOIO
1:10 000 i yacrime (iHOJI — MEHIII PO3MOBCIOKEHI
3aXBOPIOBAHHS).

2. 3axBOoproBaHHs 0€3 CBOEYACHOTO JIIKYBaHHS
MIPU3BOJUTD /10 TSDKKUX MOPYILIEHb 310POB’sl, PAHHbOL
IHBaiAM3alil.

3. IloBuHHI iCHYBaTH CITOCOOU MPOGIIAKTUYHOTO
JIKYBaHHSI.

4. Metoau TIarHOCTUKUA MalOTh OYTH BUCOKOUYT-
JTUBUMU (HEe TIOBUHHI 1aBaTH XUOHOHETATUBHUX pe-
3yNbTATIB), CIEM(PIYHUMU (TOMYCKAETHCSI HEBETMKHIA
BIJICOTOK XMOHOIIO3UTUBHUX PE3yJbTATIB), EKOHO-
MIYHUMH; O10JOTIYHUH MaTepial s MarHOCTUKH
Ma€ OyTH JOCTYITHUM. Y OUIBIIOCTI IpOrpam JOCHTi-
JUKYIOTH KPOB.

5. Tun ycnagkyBaHHsI XBOpoOu Ta ii maToreHes
MOBUHHI OyTH YiTKO 3’4COBaHi, U1 POIUHU MOXKIIHU-
B€ MEIMKO-T€HETUYHE KOHCYJIbTYBAHHS.

6. BuTpaTu Ha CKPHHIHT-TIpOTpaMH HE MOBHHHI
MIEPEBUINYBATH BUTPAT HA JIIKYBaHHS U yTpUMAaHHS
XBOPHX, SIKi CTAJIM 1HBAJIIAAMH BHACIIIOK JIAHOTO 3a-
XBOPIOBAHHSI.

I[Mporpama 000OB’SI3KOBO MICTUTh TaKi €Talu:
1) B34TTsI 610JIOTIYHOTO MaTepially JUIsl JTOCIIKEHHS
y BCIX HOBOHAPO/DKEHUX 1 IOCTaBKa MaTepialry B Jia-
THOCTHYHY JIabopaTopiro; 2) 1abopaTopHa IpociBa-
foua JiarHOCTHKA; 3) yTOUHIOKYA JIarHOCTHUKA BCIX
BUIAJKIB 3 MO3UTUBHIUMH PE3yJIbTATAMU IPH IIPOCIIO-
BaHHI; 4) JIIKyBaHHS XBOPHX 1 IXHS JUCIIaHCEpU3allis
3 KOHTPOJIEM 34 XOJIOM JIIKYBaHHS; 5) MEIUKO-TeHe-
THUYHE KOHCYJIBTYBAaHHS CIM’1.

IMporpamu MacoBOro CKpUHIHTY Ha CITaJIKOBi XBO-
poodu, o MiaIarThC MPOGUTAKTHYHOMY JIIKYBaHHIO,
MOXYTb 3aIIPOBAIKYBATUCS TITBKU Y MEXax JepKaB-
HO1 2060 perioHaJIbHOT CUCTEMU OXOPOHHU 30POB’S.

[Mepimy nporpamMmy MacoBOro CKpHHIHTY HOBOHA-
pomKeHUX Ha (EHIIKeTOHYpito po3podbur Iatpi
(CIIIA) B 1961 p. V 6araThox KpaiHaxX CbOTOJIHI MPO-
BOJIMTHCS] CKPUHIHT HOBOHAPOJIKEHHX Ha (DEHITKETOH-
ypito 1 TIMOTUPEO3 (IS HUX XapaKTepHa BUCOKA Yac-
TOTa, P PaHHIN TiarHOCTHULI Ta JIiKyBaHHI 3a0e31e-
yyeThcsl popMyBaHHSI HOpMaJlbHOTO (eHOTHY). B
JesKUX KpaiHaX CKPUHYIOTh T'aJIAKTO3EMIIO (YacToTa
1:50 000, anme 3axBOprOBaHHS JOOpE JIKYETHCS MPH
CBOEYACHIH miarHocTuill). J1o 3aXBOpIOBaHb, JUIS IKUX
po3po0IIeHO TpOorpaMu MacOBOTO CKPUHIHTY, Halle-
KaTh TAKOXK aJIPEHOTCHITAJIbHUI CHHJIPOM, MYKOBIC-
U031 JIesIKi CIIaJIKOBI XBOpOOU OOMiIHY PeYOBUH, IO
PIIKO 3yCTPIYAIOThCS (TOMOLIMCTHHYPisl, THPO3UHEMIS,
TICTUIMHEMIS], «XBOPOOa KJIEHOBOTO CHPOIY» Ta iH.).

B VYkpaini npoBOANTHCS MACOBHIA CKPHUHIHT HOBO-
HAPOJKEHUX Ha (PeHIIKeTOHYpi0. 3 ypaxyBaHHSM Ya-
CTOTH, ehEeKTUBHOCTI MPOpIIAKTUIHOTO JIIKYBaHHS,
€KOHOMIYHOI 3HAYYIIOCTI MATOJIOTIi BIPOBAIKYETh-
sl IPOBEICHHSI MACOBOTO HEOHATAJILHOTO CKPUHIHTY
BPOJDKEHOI'O TIIIOTHUPEO3Y.

Ckpunine na geninkemonypiio. Ha 3-tio-5-ty no0y
y HOBOHAPO/)KEHUX OEpyTh KPOB Ha CIeliaIbHUIMA
xpomartorpadiunuit abo GiIbTpyBaIILHUN MaMip
(xaptku 'atpi). KpoB Bucy1IyI0Th, 3pa3ok nepecua-
I0Th B J1a00OPaTOPIIO, 10 3aHMAETHCS CKPUHIHTOBUMH
nociipkeHHs MU, OHA 1 Ta K KapTKa 3 IUISIMaMu
KPOBI MOX€ BUKOPHCTOBYBATHCS IJI1 CKPUHIHTY Oa-
raThOX CHAJKOBUX 3aXBOPIOBAHD.

151 CKpUHIHTY MOXHA BUKOPHUCTOBYBATH 3 METO-
mu: 1) mikpoOiojtorigyauii Tect ['aTpi; 2) TOHKOIIAPO-
By XpoMaTtorpadiro aMiHOKUCIIOT KpoBi; 3) duryopu-
METPUYHUNA METON.

Tect I'aTpi MikpoOioJioriunuii. Y miaHIeT BU-
ciBatoTh O6akTepii Bacillus subtilis Ha cepenoBuiLe 3
a"nTumetabolritoM QeHinamaniny. Ha nubomy cepe-
JIOBUII OakTepii He POCTYTh. 3 IJISMU BHCYIICHOI
KPOB1 BUPI3YIOTh KPYKaJIbLs (AUCKH) T1aMETPOM
2 mMm. Kpyxanpisg po3kiIanaloTh Ha KUBIIbHE Ce-
penosuiie. Y kpoBi € (eHlIanaHiH, TOMy HABKOJIO
TUISIMU KPOBI CIIOCTEPIraeThes picT OakTepiid, iHTeH-
CUBHICTD SIKOTO 3aJIEXUTh BiJ] KUIBKOCTI (eHinana-
HiHy. MeTtox ['aTpi AKiCHO-HAITIBKIJTBKICHUHN, TO3BO-
JIsi€ BU3HAYMTH KOHIICHTpAIlil0 (peHUTANaHIHy BUIIE
4 mr/m.

Merton ToHkomapooi xpomarorpadii (THIX)
TAKOX SIKICHO-HAIBKIIBKICHHI, BU3HAYAE€ KOHIIEHT-
pauito @A Buiiie 4 Mr/j1, TEXHIYHO BIITHOCHO MPOCTHIA
1 ISIIEeBUIA, TO3BOJISE TIarHOCTYBATH HE TUTHKH (DeH1LI-
KETOHYPIFO, a ¥ 1HII aMiHoAMypii.

DyopuMeTpUYHUN METOJ] — Marip 3 KpOB'10
BMIIIYIOTh y CIELIaJIbBHUI PO3YMH 1 10/1a10Th OapB-
HUK HIHTIIpHH, KU 3 (eHinaniaHiHoM aae 0y3KoBe
3abapBieHHs. IHTEHCUBHICTh 3a0apBIIEHHS 3aJI€KUTh
BiJl KUTBKOCTI (heHIIaJIaHIHy 1 BUBHAYAETHCS 32 JOTIO-
MOTOIO CIIeIliAlIbHOTO TIpriiaay — (iroopockana. Leit
METO/I € KUTbKICHMM, HAWTOYHIIINM, JO3BOJISIE BU3HA-
YUTH KOHIIEHTpaLiio (hpeHIIaNaHiHy, HOro BUKOPUCTO-
BYIOTb Y OUIBIIOCTI J1aO0OpaTOPIid.

VY pasi NO3UTUBHOTO Pe3yjbTaTy MPOBOIUTHCS
yTOYHIOIOUa OioXiMiuHa miarHoctuka. Jeski hopmu
rinepdeHiIaianineMii nepediratoTb JOOPOSIKICHO 1 He
MOTPEOYIOTh JIIKYBaHHS.

Cxpunine na epoodoicenuii 2inomupeo3. CKpUHIHT
IPYHTYEThCS HAa BU3HAYCHHI BMICTY B KPOBI THPOKCH-
Hy (Y XBOPHX 3HIKEHUI) a00 TUPEOTPOITHOTO TOPMO-
Hy (TTI' — 30inpiIeHMit) y BHcymeHiﬁ IUTSIMI KPOBI
Ha (meprBam,HOMy nanepl B3sTTs1 XpOBi ITPOBO-
JIUTBCS B Ti XK TCleHI/I 10 1 JJTs JIaTHOCTUKH (PEeH1I-
KeToHypii. [ MiarHOCTUKH MOXYTh BUKOPUCTOBY-
BATHUCA PaAioiMyHHI ab0 iMyHO(pepMeHTHI (IMyHO-
¢dbnyopecuentni) metoau. Yepe3 TexHIUHI Ta €KoO-
HOMIYHI IPUYNHH IMyHOGEPMEHTHUM METOJaM Bif-
JIAETHCS TIepeBara.

Crpunine na aopenozenimanvhuti cunopom (Bpo-
JOKEHY TiMepIuia3iio HaJHUPKOBUX 3a103). Haliuacri-
II00 MMPUYHMHOIO XBOPOOH € MyTallis reHa, 0 KOAYE
tdbepmenT 21-rigpokcmiiazy. MeToa CKpUHIHTY T'PYH-
TYETHCS Ha BHSABIICHHI 30UTBIICHHS BMICTY 17-0-OK-
CUIIPOTECTEPOHY Yy BUCYINCHIH IUIAMI KPOBI Ha
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¢dupTpyBanibHOMY marepi. Po3pobieHo pamioiMyHHI
Ta iMyHO(EepMEHTHI (IlepeBaXkaroyi) METOIH.

Hna cxpuniney ecanaxmosemii BAKOPUCTOBYIOTH
MiKpOOioIOTiuHUI 400 610XIMIYHUE TECTH, K BU3HA-
YalOTh BMICT TaJlaKTO3U B KPOBI.

CKpuHine MYK08icyudo3y TPYHTYEThCS HA BU3HA-
YEeHHI BUCOKOTO BMICTY IMyHOPEAKTHUBHOT'O TPHIICH-
HY B KpOBi. MeTo/liB MpOo(diTaKTUYHOTO JTIKyBaHHS
MYKOBICHIM/I03Y HE ICHYE, ajieé paHO po3novaTa Tepa-
ST ICTOTHO 30UTBINYE TPUBAJICTH KUTTS XBOPOTO.
ToMy CKpUHIHT AOLLTHHO IPOBOJUTH B KpaiHax 3 BU-
COKOIO0 4aCTOTOIO MOMYJAIii MyKoBicunao3y (Ha
ITiBani Ykpainu — 1ie ofHe 3 HAMMOUIMPEHIIINX MO-
HOTEHHUX 3aXBOPIOBaHb, yactora 1:1600).

Citig maM’TaT, 10 IPOLeAypa CKPUHIHTY He 3a-
Oe3reuye 0CTaTOYHOTO JIIarHO3Y, OCKUIBKH JUTS CKPH-
HIHT'Y BUKOPHUCTOBYIOTHCSI BACOKOUYT/IMBI PeaKIlii, SKi
THKOJIM MOXKYTh JJABATH XMOHOTIO3UTHBHI peakiii. Sk
1y pa3i CeleKTUBHOTO CKPUHIHTY, HEOOXITHO MpOBe-
CTH APYTUH eTall — IMOBTOPHE OOCTEKEHHS 1 MiATBEp-
JOKEHHSI 11arHO3y 3a JIOMOMOTOI0 BUCOKOYYTIMBUX
KUIBKICHAX METO/IIB.

KOHTPOJILHI MTUTAHHS
JIO PO3JILTY 10

1. o Take mopTpeTHa aiarHoctuka? Bukopuc-
TaHHS KOMIT IOTEPHUX JIAarHOCTUYHUX Iporpam i 6a3
JAHUX.

2. IMoka3zaHHA 10 [UTOTEHETUYHOI J1arHOCTHUKMU.
KapiotumyBanHsi. MeToau pyTHHHOTO 1 ArdepeHili-
aJIBPHOTO 320aPBIEHHS] XPOMOCOM.

3. MoJeKynsipHO-IIUTOTEHETUYHI METO/IH.

4. BuzHaueHHS CTATEBOIO XPOMATHHY.

5. IMokazauns no AHK-niarnoctuku. Mosekymsip-
HO-TEHETUYHI METOJIH.

6. Eranu JIHK-niarHocTHKM 3 BUKOPUCTAHHSIM
rosriMepasHoi Janmrorosoi peakiii (ITJIP). Moaudi-
kauii ITJIP.

7. BukopucTaHHsI pecTpUKTa3, BUSHAYEHHS I10Ji-
MOP(}izMy TOBXHH PECTPUKIIHHUX (hparMeHTiB, O10T-
riopuauzanis 3a CaysepHom, cexkBenyBanHs JJHK.

8. IMpsimi Ta Henpsimi Metoau JJHK-miarnocTuku.

9. BUKOpUCTaHHS MOJIEKYJISIPHO-TEHETUYHUX Me-
TOJIIB Y CYIOBIH MEIUIIHHI.

10. Meton aepmatoriidiku. OcobIMBOCTI AepMa-
TOTMI(IKK MPU XPOMOCOMHHUX XBOPOOaX.

11. Bioximiuni Metoau. IToka3zanus 1o GioXiMiy-
HOI JIarHOCTUKH.

KoHTpo/IbHO-HABYAJIBbHI MUTAHHSA
O0epiTh OJHY BiJIOBI/Ib.

1. TToxazaHHsIM [17151 TPOBEIEHHS IUTOTC€HETUIHO-
ro aHaJl3y €:

A. TenarocruieHoMeramisi, KaTapakTa, po3yMoBa
BICTAJIICTD

B. 3BuyHE HEBUHOIITYBAHHS BaTiTHOCTI 1 HASIBHICTH
MEPTBOHAPO/KEHb B aHAMHE31

C. HenepeHOCHMICTB AESIKUX XapUOBUX IIPOIYKTIB,
TeMOJIITUYHI KPU3H

D. IIporpenientHa BTpaTa HAOYTUX HABUUOK, CY-
JIOMH, CIIACTUYHI TTapajidi

E. HeBpomnoriuti nposiBu (Cy10MH, 3HHKEHHS 200
MiABUIIIEHHS M SI30BOTO TOHYCY, CIIACTUYHI NTape3n)
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2. OnirodpeHist y TMTUHKA B MMOEIHAHHI 3 BagaMu
PO3BUTKY 1 MiKpOaHOMAJTISIMH PO3BHUTKY € MOKa3aH-
HSIM JTSL:

A. KapiotunyBaHHs

B. MoteKkyIsapHO-IINTOTEHETUYHOI JiarHOCTUKHU

C. BioXiMI4HOI 1IarHOCTUKH

D. depmaTorsihiyHOro qOCIiIKEHHS

E. MoekynsipHO-IeHETUYHOTO JTOCITIIKEHHSI

3. JIy1s AiaTHOCTUKU XPOMOCOMHHUX XBOPOO BHKO-
PHUCTOBYIOTH BCl METO/IU, 38 BUHITKOM:

A. KapiotunyBaHHs

B. BuszHaueHHS cTaTeBOro XpOMAaTHHY

C. BioximiuHoro

D. Metoais JHK-miarnoctuku

E. JepmarormidiuHoro

4. MeToJIoM TOYHOI AIaTHOCTUKH XPOMOCOMHUX
XBOPOD €:

A. IlutoreneTnyHuit

B. Aepmarormidiunnit

C. IHK-giaraoctuka

D. KiiHiko-reHeanoriqyHuii

E. Cnenudiuna 6ioximMiuHa AiarHOCTHKA

5. 1o MeauKo-reHeTUYHOT KOHCYJ/IbTallll 3BEpHYJIa-
Cs1 CIM’SI 3 IPUBOAY 3BUYHOTO HEBUHOIIIYBAHHS BariT-
HocTi. B aHamHe31 y )XiHKM YOTHPHU CIIOHTaHHI abop-
TH B IIEPIIIOMY TPUMECTPi BariTHOCTI. L cutyarttis €
MOKa3aHHSIM JIJIS:

A. KiiHiko-TeHeaJIoTiyHOTO 00CTeXeHHS ciMT 1
KapiOTUIYBaHHS (KapiOTUMYIOTh YOJIOBIKA 1 JKIHKY)

B. Kitiniko-reHeanoriyHoro o0OCTexxeHHs cim’1 1 ce-
JIEKTUBHOTO O10XIMIYHOTO CKPHHIHTY

C. KIiHIKO-TeHea I0TiuHOr0 00CTEeXKEHHS CiM’1
1 MOJIEKYJISIPHO-ITUTOT€HETUYHOI JIarHOCTUKHU

D. KiiHiKO-TeHealloTi4HOTO O0OCTeX)eHHS CiM’T
1 IPOBEICHHS MOJIEKYJISIPHO-TEHETUYHOTO OOCTEXEH-
HS TIOPYHOKS

E. KitiHIKO-TeHeaIoTI4YHOTO OOCTeXEeHHs CiM'T 1
BUKOPHUCTAHHS METOIY ACPMaTOTTi(hiKu

6. KapiotunyBaHHS — OAMH 13 T€HETUYHUX Me-
toniB. [1pu BUrOTOBIIEHHI MeTada3HOI IITACTUHKH
BUKOPHUCTOBYIOTH (hiTOreMariloTHHIH. SIKy Ii0 BiH
YUHHATH Ha JiMponuTu?

A. CTUMYyITIO€ KIIITUHH IO MITO3Y

B. Pyiinye BepereHno noainy

C. 3ynuHsie MiTo3 y MeTadasi

D. 3ynunsie miTo3 B aHadaszi

E. CripununHioe HaGyXaHHS XpOMOCOM 1 KJIITHH

7. KapioTunmyBaHHS — OOWH 13 TCHETUYHUX MeE-
toiB. [Ipu BUrOTOBIEHHI MeTada3HOI IMITACTHHKH
BHKOPHUCTOBYIOTh KOJIXIIMH. SIK BiH Jii€e Ha JimMboIu-
TH?

A. CTUMYyITIO€ KIITUHH IO MITO3Y

B. CripuunHioe HaOyXaHHS KIITHHU

C. 3ynuHsie MiTo3 y MeTadasi

D. 3ynunsie miTo3 B aHadaszi

E. Cinpuunnioe HaOyXxaHHSI XpOMOCOM

8. FISH-meton € ofHUM 13 HANUYTJIMBIIIUX ITUTO-
FeHeTUYHUX MeTOMIB. [IpoTe BiH JO0poruii i BUKOpUC-
TOBYETHCS B TUX BUIAKAaX, KOJIU IHIII IUTOTCHETUYHI
METOIN BUSIBIISIOTHCS HeepeKTUBHUMU. Ska KITiHIYHA
CUTYyaIlisl MOXe OyTU MOKA3aHHIM [0 BUKOPUCTAHHS
IIBOTO METOmy?



A. Y HOBOHAPO/KEHOI'0 KJIIHIYHI CHMIITOMU CHH-
npomy [ayHa

B. V aiBunnku 13 pokiB KJIiHIYHA CUMITOMATHKA
cunnpomy Hlepemescekoro — Tepuepa

C. ¥V yoJtoBika 3 OJIIrOCIepMI€r0 eBHYXOiTHA CTa-
Typa, TIHEKOMACTisl

D. V 8-Micg4HOI AUTUHU BiICTaABAHHS B IICUXOMO-
TOPHOMY PO3BUTKY, TIIOMIIMEHTAIlis, CICHM(IUHMIA
3amax cedi

E. V mectrupiuHoi JiBYMHKH 3 BiACTABAHHAM Y PO3-
BUTKY KIIiHIYHI CUMIITOMH CUHAPOMY AHrelbMaHa

9. BusiBiieHHsI TPYJIOK CTATEBOTO XPOMATHHY
(Tinteup bappa) B KIITHHaX eMiTENi0 CIM30BOi 000-
JIOHKU TIOPOKHUHU POTa — IIe eKCIIPeCc-MEeTO/T JIiar-
HOCTHKHU:

A. Cungpomy [layHa

B. Cunnpomy lepemescrkoro — TepHepa
C. Cungpomy Ilartay

D. Iomicomii Y

E. M’s30B0i muctpodii Jdromenna

10. ¥V xyonuuka 3 cuaapomom KiraiiHdenbrepa
kapiotun 49, XXXXY. Aky kinbkKicTh Tilenb bappa
MOXHA 3HANTH B KJIITUHAX EITITEIIIO 31 CTM30BOi 000-
JIOHKHU IIOKH?

monwp>
o —o

11. V xinku 3 onmirodpeniero kapioturr 48, XXXX.
SIKy KiTBKICTh I'PYIOK CTATEBOTO XPOMATHHY MOXHA
3HAUTU B OyKaJIbHOMY 3CKPiOKY?

A.0
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12. V yosnoBika 3 oiiropeHiero Ta CUMITOMaMu
rinoroHaau3my kapiotun 48,XYYY. SIKy KiIbKicTh
Tijeup bappa MoxxHa 3HANTH B 3cKpiOKY 31 CTM30BO1
000JI0HKY 110KH?

A0

monQw
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13. Insa miarHocTuku cuHapomy KiaitHpenpTepa
BUKOPHUCTOBYIOTBHCSI METO/TH:

A. KapiorunyBanus, JIHK-giarnocruka, cuaapo-
MOJIOTIUHUH aHaIIi3

B. CunapomMosioriunuii aHami3, 610XiMIYHI METO-
mu, JHK-miarsoctuka

C. T'eHeaIOrIYHMH METOJ, CHHAPOMOJIOTIUYHUI
aHaji3

D. CuaapoMoItoTiyHniA aHaIi3, KapiOTUITYBaHHS,
BM3HAYCHHS CTATEBOI'0 XPOMATUHY

E. Cungpomororiynuii aHami3, O10XiMIYHHIA Me-
TOJ, KapiOTUITyBaHHS

14. TIpo6anm — xaomyuk 9 mic. MaTu cCKapKUThb-
Csl Ha BiICTABaHHS B PO3BUTKY 3 4 MiC, MJISIBICTb, COH-
JIUBICTh, TPUYl OyJIH cyToMU. Y XJIOMYMKA BHPaKeHa
M’s130Ba TIMOTOHIA, IIKipa CBITIA 3 €K3eMaTO3HUMH
BHCUITAHHSIMU, BOJIOCCSI PYCSIBE, OUi SICHO-OJIAKUTHI,
«MHUIIAYMR» 3amax noTy i ceui. Ay momaneImoro o6-
CTEXEHHS1 HEOOXiTHO B MEPIIy Yepry MPOBECTH:

A. KapioTumyBanHus

B. KiiHiko-reHeanoriuae o0CTexXeHHs ciM’

C. CenexTuBHMI O10XIMIYHUN CKPUHIHT

D. Bu3HaueHHS CTaTeBOIO XpOMATHUHY

E. MonekynsapHo-reHeTH4He 0OCTEeKEHHS

15. ToniMepasHa JaHIIOrOBa PeaKilis BUKOPUCTO-
BYETHCS B yCIX BHUMAJKAX, OKPIM:

A. JIiarHOCTUKY MOHOTE€HHUX XBOPOO

B. 'eHOMHOI JaKTUIIOCKOMIT B CY/IOBI¥ MeIUIIMHI

C. JIiarHOCTUKHU BPOJDKEHUX BaJl PO3BUTKY

D. JIiarHOCTUKU OHKOJIOTIYHUX XBOPOO

E. JliarHocTuku iHQEKIIIHHIX XBOPOO

16. CeprionoaiOHO-KIIITUHHA aHEMIsI € HACITIIKOM
OJTHOHYKJICOTUIHOI 3aMiHu (A — T), BHACTIIOK SIKOL
3HUKA€ CAalT pecTpuKii 1uig pectpuktasu Mst I1. L
0COOJIMBICTH J03BOJISIE BUKOPUCTOBYBATH AJIs1 JlarHO-
CTHKH CEepPIONOAIOHO-KITITUHHOI aHeMii METOI:

A. CexkBeHyBaHHS

B. Anenb-crieniugiuHuX HYKICOTHIIB

C. [IAP®

D. FISH-meTon

E. BroT-ri6puausaiito 3a CayzepHoM

17. Jo MenuKoO-TeHeTUYHOI KOHCYIbTallil 3BepHY-
Jlacsl CiM’sl — 3JI0pOBE MOJIOZe MOAPYXoKs. Bix mep-
101 BariTHOCTI HAPOJUBCS XJIOMYUK 3 MYKOBICIIHIIO-
30M. MoIekynsspHO-TeHETHYHE 0OCTEXEHHS TOAPY K-
XS TIoKazao, Mo obwuaea € HocisMu MyTamii F508 y
TeHi, KM KOAY€E TPAHCIOPTHUI MeMOpaHHUH OLIOK
Jutst xsopudiB. [1pu npyriii BariTHOCTI MPOBEAEHO XO-
plolieHTe3 1 OTPUMAaHO TKAHUHY XOpioHa. [J1s moaais-
IIOTO JOCII/KEHHSI XOpiOHA HEOOXITHO MPOBECTH:

A. MoJeKyasspHO-TeHETHYHI JTOCITIIKEHHS

B. LIutoxiMiuHi JOCTIIKEHHS

C. KapiotunyBanHs

D. BusHaueHHsS CTATEBOIO0 XPOMATHHY

E. ocmimkenns 3a gonomoroio FISH-merony
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Pozoin 11

INPOPIIIAKTUKA CITAJKOBUX XBOPOb

11.1. MEJJMYHI 1 COLIAJIbHI
ACIIEKTU CIAJIKOBOI

I BPOJKEHOI MATOJIOITI
B IONYJSALIAX JIIOJUHU

CnaakoBa 1 BpO[kKeHa IMaToJIOTisi MAalOTh BEJIUKe
MeEMYHE 1 COoLliaibHe 3HaueHHs. [ eHeTHuHI (hakTopH
MOXYTh OYTH MPUUMHOIO OE3IUTITHOCTI, CIOHTAHHUX
abopTiB, MEPTBOHAPO)KEHb, CIIPUYNHIOIOTH TSKKY
iHBaJtiqu3aIlio xgopux (tadu. 11.1). IcroTHuM € BHe-
COK CMaJKOBOI MAaTONOTII B CTPYKTYpYy 3aXBOpIOBa-
HOCTI Ta CMEPTHOCTI JiTeH 1 JOPOCTUX.

Tax, 3a mqanumu MO3 VYkpaian, B 2001 p. gacro-
Ta CHAJKOBOI Ta BPOJKEHOI MaTOJIOTIi CTAaHOBHIIA
31,44 na 1000 >xuBoHapoKEeHUX. BpokeHa i cnai-
KOBa IMATOJIOTisI CTabIbHO TOCIae Apyre Micle B
CTPYKTYPi CMEPTHOCTI JITEH MEPIIOr0 POKY KXUTTS,
Maiike KOKHA TPETs MEPTBOHAPO/DKEHA JTUTHHA Ma€
taky natoJjoriroo. Cepen miteir 0—14 pokiB y CprKTypl
3aXBOPIOBAHOCTI BPOJIKEHA 1 CITa/IKOBA IMATOJIOTis CTa-
HOBUTH 1,27 %, y cTpyKTypi iHBajigHoCTI — 19,7 %,
cmepTtHOCTi — 20 %. Y nijomy XBOPi 31 CaJIKOBOIO
MaTOJIOTIEI0 MOTPEOYIOTh 3HAYHO OUIBIIOrO 00’eMy
MENYHOI JIOTTIOMOTH, YaCTillle 3BePTAIOTHCS 10 JIiKa-
ps.

Cnajakosa i BPOJUKEHA MaTOJIOTisI Ma€ TaKOX Be-
JTUKY COIiaNIbHY 3Haqyu11CT1> TinbKu Ha TepaneBTUY-
HE JIIKyBaHHS B CTalllOHAPaX XBOPHUX 13 BPOJIKECHUMH

Tabmuusg 11.1. IInToma Bara renernunnx ¢axkropis
Y PO3BHUTKY JeIKHX iHANKATOPHUX CTAHIB
(H. I1. boukos, 2001)

IMToxa3uux ITutoma Bara, %
JuTsya CMEpTHICTH 20-30
XBopoOu JiTel, sKi cTanu 20-40
MPUYUHOIO TOCIIITAITI3AI]
XBopoOu JiiTei, sIKi cTamu 60-80
MMPUYWHOIO 1HBaIiAM3aIlii
XBOpoOH TOPOCIUX, SKI CTATTH 20-50
MPUYUHOIO TOCIITAi3aIl]
CnonrtanHi aboptH 40-60

BaJaMHU PO3BUTKY BHUTPAYAETHCI KOXKHOTO POKY
O6impmre 1 MJIH rpuBeHb. BuTpaTn Ha yTpUMaHHS
OJIHI€T MUTUHU-IHBAJIAa B IHTEPHATI CTAHOBJISATH
OMM3bKO 7 THC. TPUBEHb Ha PIK, a JIepKaBHA JIOIO-
MOTa CIM’SIM Ha JiTel 13 BpOIKEHOIO 1 CIaIKOBOO Ma-
TOJIOTI€I0 JOPIBHIOE IOPIYHO 24 MIIH TpuBeHb. [Ipu
BOMY CKJIAJIHO BPaxyBaTH BUTPATHU CiM’1 Ha JIKH, a
TaKOX Ha Te, 1[0 MaTepi XBOpUX IITeH, SK MPaBUIIO,
HE MPAaIiO0Th, OTXKE, CIM’s 1 Jiep)KaBa 3a3HAIOTh J10-
JATKOBUX BTpAT.

PazoM i3 MenIu4YHOIO 1 COIiaTbHOIO 3HAYYIIICTIO
CHAJKOBHX XBOPOO HEe MEHII BaXXIMBUMHU € MCHUXO-
JIOT1YHI acCNeKTH B CiM’i, 110 MA€ XBOPY JUTUHY.
TSDKKICTD 1 TPOTPEIIEHTHHM Tepedir 3aXBOPIOBAHHS
CTBOPIOIOTH, SIK NTOKA3YIOTh CIIOCTEPEKEHHS, aTMO-
cdepy NCUXOJIOTIYHOI HanpyxeHocTi. [ToctiliHuit no-
[JIA]] 32 XBOPOIO TUTHHOIO MOTpeOy€e 3HAYHUX MaTe-
plajbHUX, MOPATBHUX 1 (DI3UYHUX 3YCHIIb.

OcTaHHIME pOKaMM Y 3B’SI3KYy 3 pO3IMU(POBKOIO
TEHOMY IJIIOAMHY, BUBYCHHSM I[TaTOTEHE3y CIIaIKOBHX
3aXBOPIOBAHb 3 SIBIJIACS MOXJIMBICTD X ITATOTCHETHY-
HOTO i eTIOTpONHOro (reHoTeparis) jgikyBaHHs. [1po-
Te OUIBIICTh CIIAJKOBUX 3aXBOPIOBAHb 3AJIMIIAIOTH-
csl ¢aTalbHUMHU, COPUUMHIOIOUN TSKKY 1HBaIinn3a-
iro Ta paHHIO cmMepTh XBopux. Tomy npodinaK T
CITaJIKOBOI TTATOJIOTII BIZUTA€ThCS CHOTO/IHI IIepeBara
K 32 IIUPOTO MOXJIMBOCTEH, TaK 1 3 eKOHOMIYHUX
MipKyBaHb. [IpodiTakTHYHI 3aX0A1 BUSIBISIOTHCS
3HAYHO JENIeBIIUMH 3a JiKyBanbHi. Hampuknaz, 3a
nauumu BOO3, nikyBaHHs TajaceMii y aiteit 1o
1 poky komrye B 1,4-2,3 pa3y (3alie)HO BiJl KpaiHu),
a 7o 10 pokie — B 16,3-22,7 pa3y goposkue, HiX 3a-
XOJM 3aMmo0iraHHsl HAPOJKEHHIO XBOPOI JTUTHHHU.
IMoni6Hi mudpu oTprUMaHoO ¥ MO0 HIIUX 3aXBOPIO-
BaHb (cuHapoM [layHa, nedexTu HepBOBOI TpyOKH,
reModinis, GpeHTKeTOHYPisl, MyKOBICIIHI03).

3ATAJIBHOIIONY ISILITHUIA
TEHETUYHUIA PU3UK

Best cmakoBa maToJIOTIS JTIOAMHU B MOMYJISIT
3yMOBJICHA TArapeM MyTalliid, siKi IOHHO BUHUKIH
abo ycrmaakoBaHi BiJ ITOIEpeaHiX MoKoaiHb. Cy-
KYITHICTh IIIOMHO BUHUKJIUX MyTalllii CTAaHOBUTh MY-
TaliiHUH TATAp, 4 YCIAaJIKOBAaHUX — CerperamiiHui.
Bionioriuna cyTh JTIOAUHU Taka, 10 B KOXHIiH ciM’T y
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3I0POBHUX OATBHKIB ICHY€ PU3UK HAPOIKEHHS TUTHHH
31 CMaJIKOBUM 3aXBOPIOBaHHIM a00 BaJ0I0 PO3BUTKY.
Le NOSICHIOETBCS KITbKOMA MPHYMHAMIL.

1. KoskHa [IofMHa € HOCIEM PELECHBHHX MATOIO-
riuHuX TeHiB. IXHS TOUHA KiNbKicTh HeBimoMma. Bes
CYKYITHICTh IIKIUTMBUX MYTAllill, MPUCYTHIX Y TEHOMI
JIOAVHU, HA3UBAETHCS 3araJlbHUM TCHETHYHUM TAra-
peMm. Bin BupaxkaeTbcs B IeTaJIbHUX €KBIBaJIEHTaX (e
Taka KUIbKICTh MyTallill, sika, Oy/ly4d pO3MO/IiIIEHOIO
cepell KUIbKOX 0COOUH, y CepelHbOMY NPU3BOIUTH 1O
OJIHOTO JIETAIBHOTO PE3YJIbTATY 3 TCHETUYHUX IPH-
yiH). Hanpukiaz, oqHOMY JIeTaTbHOMY €KBIBAJICHTY
BIJINTOBIJIA€ OJIHA JIETAJIbHA MYTAIlisl, KA 3YMOBIIIOE
3arubeb OCOOMHU B yCiX BHITQJIKax, ado JBI MyTallii,
KOXKHa 3 SIKUX MPU3BOJUTH 0 3arubem B 50 % Bu-
najKiB. 3araJIbHUN FeHeTUYHUH TArap JIIOAUHU CTa-
HOBUTH 1,5-2,5 NeTaTbHUX €KBIBAJICHTH Ha TaMETy
ab0 3-5 JleTanbHUX €KBIBAJICHTU HA 3UTOTY. [HIMUMU
CJIOBAMU, TIPU MIEPEXO/Ii B TOMO3UTOTHUN CTAH 11l TeHH
MPU3BOAATE JI0 3arudei 10 JOCSTHEHHS PerpojIyK-
THBHOTO BiKy 3-5 0ci0. Y 1IbOMy pO3paxyHKy He Bpa-
XOBYETHCS 3aTH0EITb eMOPIOHIB JT0 IMIUTAHTAIlli, CITOH-
TaHHI abOpTH 1 3arubenp y crapuioMy Billl (Hapu-
KJIaJl, IPOTATOM PENpPOIyKTHBHOTO neploz[y) Ortxe,
Taxa OLIHKAa € 3aHkeHo. DakTUYHA KUTbKICTh Ma-
TOJIOTIYHUX T'€HIB Y TEHOTHII 3HAYHO OuIbIIA.

SIkimo BpaxyBatH, 110 3arajibHa KUTbKICTh PI3HUX
MOHOTEHHHX 3aXBOPIOBAaHb CTAHOBUTH 01m3bK0 4000
HO30JIOTIYHUX OJVHMIIb, BUSBIISETHCS, IO B CEpe/l-
HbOMY KOKHA JIFOJIMHA € HOCIEM MYTaHTHUX alleJliB
npubmusHo aecsatu reHis (B. H. TopOynosa, B. C. ba-
panoB, 1997). V 3araibHOMY BUNIAAKY HAOIp 1IMX TeHiB
PI3HMIA y PI3HUX JIIOJIEH, 1 JIMIIIE B THX CIM SIX, [ MATH
1 0aTBKO € HOCIIMH MyTaIlili OZHOTO 1 TOTO X TEHa,
3’SIBISIETHCS 25%-11 pU3UK HAPOKEHHS! XBOPOI TUTH-
HU.

2. YV JI0AVHYU 4acTO BUHUKAIOTh HOBI MyTaiii. B
LIIJIOMY BBaXaroTh, o a0 20 % crajakoBoi MaTojorii
B KOXXHOMY ITOKOJIIHHI 3yMOBJIEHO IIOHHO BHHUKJIU-
MH MYTallisIMH.

3. ITprunHOIO BPOKEHOT TATOJIOTIi MOXKYTh OyTH
TepaToreHHi (GaKTOpH.

B uinmomy 3aranpHONONYISIIHHUNA T€HETUUHUH
PUBHUK A715 310POBUX OATHKIB-HEPOIUUiB Y ONTHMAIb-
HOMY JITOPOJIHOMY Billi oliHIO€EThCs B 5,5 % (H. I1.
Bouxos, 2001). Bin BkIrOUae PH3HMK MEPTBOHAPO-
JUKEHb, PU3UK CMEPTI HEMOBIIAT 1 JiTel, CeplO3HUX
BPOJUKEHUX BaJ PO3BUTKY (2,5 %), a TaKOXK po3yMo-
BOi BifcTanocti y autunu (3 %). Lleit pu3uk icTOTHO
MiJBUIIYETHCS 3 BIKOM 0AaTBHKIB, PU OJIU3BKOCIOPI/I-
HEHMX LUTI00ax, y CiM’i, sIKa BXkKe Ma€ XBOPY AUTHHY
a00 XBOpHX POAUYIB 1 T. iH.

11.2. BUIU TMTPOPLIAKTUKU
CITAJIKOBOI MATOJIOITT

Icnye nBa HampsMku npodiTaKTHKUA CHAIKOBOI
MaToJIorii: ciMeiiHa npodinakTHKa (MPOTrHO3yBaHHS i
HEIOMYIICHHS HOBUX BHUIIAIKIB 3aXBOPIOBAHHS B CIM'1)
1 momyJjsmiitHa nmpodinakTuka (6a3yeThcs Ha cre-
iaIbHUX MpOrpaMax CKPUHIHTY Ti€l YM 1HIIOI MaTo-
JIOTil Y HOBOHAPO/PKEHUX 200 y mepioj| BaTiTHOCTI).

Bci 3axou npodinakTUKK MOXKYTh OyTH PO3/iIeH]
Ha 1Bl Tpynu: 1) mepBuHHA npodirakTUKa — 3aX0-

JI1, CIIPSIMOBAHI Ha 3aM00IraHHs 3a4aTTIO XBOPOI JU-
THUHU; 2) BTOPUHHA NPOQITAKTHKA — 3aXOIH, CIIps-
MOBaHi Ha 3amo0iraHHsl HapOJKEHHIO XBOPOI JUTH-
HU 200 (opMyBaHHIO NATOJIOTIYHOTO (heHOTHITYy. BTO-
pUHHA TTPOQIUIAKTHKA MPOBOAMTHCS B MEPIOJ BariT-
HOCTI a00 B IOCTHAaTaJIbHOMY Tiepiofl (IIpeHaTabHa
JIarHOCTHKA, KOPEKIis MPOsIBY MaTOJIOTIYHOTO [eHO-
TUITy B aHTEHATAJIbHOMY 1 MOCTHATAIBHOMY IEpioAi
Ta iH.). [HOMI KOpekito (heHOTUIY BiTHOCSTH 0 Tpe-
THHHOI TPO(pIIaKTHUKH.

OCHOBHI HAITPAIMHA
INEPBUHHOI ITPOPIITAKTUKHN

1. OXopoHa HaBKOJIMIITHHOTO CepeAOBHINA. 3Tiiic-
HIOETBCS IIIIXOM JKOPCTKOTO KOHTPOJIO BMICTY MY-
TareHiB i TEPATOreHIB Y HABKOJIHUIIHbOMY CEPEIOBUIII
1 BUKJIIOYEHHS 1X HAa OCHOBI IPUHLUIIB Tiri€HIYHOTO
HOPMYBAHHS.

2. BpoBapkeHHS IpOrpaMy FeHeTMYHOI'O MOHITO-
puHry nonyJrsaii. [ix reHeTHYHUM MOHITOPHHTOM PO-
3YMIIOTh CHCTEMATHYHE CTEXKEHHS 32 JMHAMIKOIO YacTO-
TU 1 CHIEKTpa CIAKOBOI MATOJIOTII, 32 piBHEM 3a0py/I-
HEHOCTI HABKOJIMIIIHBOT'O CEPEeIOBUIIIA MyTareHaMHU.

3. IlnanyBaHHS OITOHAPOJKEHHS MOTpedye 1n0-
TPUMaHHS HU3KU YMOB:

— BUOIp ONTUMAIBHOTO BIKY JUISI TITOHAPOKEH-
Hs (21-35 poxiB mus xkiHOK 1 21-40 pokiB ajs 4o-
JOBIKiB). 3 BIKOM )IHOK NOB’SI3aHUI BUCOKUH PU3UK
XpoMocoMHOI naToorii (y Ay)ke MOJOIuX MaTepiB i
crapiuie 35 pokiB), a 3 BIKOM 0aThbKka — PHU3UK HOBUX
reHHnXx Myrtamnid. [Ipy muraHyBaHHI HapOIKCHHS 2—
3 JiTeid 1IbOTO BIKOBOTO MEPIOJY TOCTATHBO JIJIS OiTb-
IIOCTI CIMEI;

— BIJIMOBA BiJ ,Z[iTOHapO[l)KeHHH y pasi BUCOKOTO
PU3HKY CraKoBOI MATONOTIT (32 BIACYTHOCTI Ha-
JIMHMX METO/IB 10IOJIOTOBOI AIarHOCTUKH, JIIKyBaH-
Hf, ajanTauii Ta peabiniTauii XBOpux);

— BIZIMOBA BiJ{ OJIM3bKOCIIOPIIHEHUX UTIO0IB. Jljist
0aThKIB-HEPOINYIB 3aTaJIbHAN PU3HUK HAPOIKEHHS XBO-
POl IMTUHMU 13 CIAJKOBOIO 1 BPOJKEHOIO MATOJIOTIE0
CTaHOBUTH 5,5 %. SIKio GaTbku — IBOIOPIAHI OpaT i
cecTpa, TO FeHETUYHUN PUBUK MOABOIOETHCs. Ilpu
ONM3BKOCITOPITHEHUX IITI00AaX IMiABUIYETHCS PU3HK
HAPOJKEHHS JIITEeH 3 pelieCHBHUMH 3aXBOPIOBAHHIMU.

4. MenuKo-TeHeTHYHE KOHCYJIBTYBaHHS CIMEH, sIKi
MaloTh XBOPY JUTHHY (peTpOCHeKTUBHE) ab0 10 AiTO-
HapOJDKEHHs (MIPOCIIEKTUBHE).

5. IIpekonueniiiina mpoiIakKTUKA CITaJKOBHUX
XBOPOO — CTBOPEHHS ONTUMAJIBHUX YMOB Ul TaMe-
TOTEHe3y, 3aIUITHeHHS 1 ePITNX eTaIliB eMOpiOHATb-
HOTO po3BUTKY. llInpoka npomaranaa eneMeHTiB mpe-
KOHLENIIHHOT MPO(ITAKTUKY IJI51 BCbOT'O HACEIICHHS.
Bona Bxitouae mpoBeneHHS CaHITapHO-MIPOCBITHHOT
pobotu 3 MeTor GOpPMYBaHHS 3I0POBOTO CIIOCOOY
JKUTTS 1 BIAMOBH BiJl IIKiIITMBUX 3BHYOK (BXKUBAHHS
aJIKOTOJII0, HAPKOTHKIB, KyPiHHS), a TAKOX palio-
HaJIbHE XapuyyBaHHS CIMEIHOT apy BIPOJOBXK 2—3 Mic
JI0 MJIAHOBAHOI BATITHOCTI 1 )XIHKaMM B Tepii 3 Mic
BariTHOCTI:

— B)XMBAHHS TOJIIBITAMIHIB 3 MIKpOEIeMeHTaMH1
(fion, MmapraHerp, IMHK Ta iH.);

— BXXUBaHHS (HOJTIEBOT KUCIOTH 11oaHs 110 400 MKT
(icTOTHO 3HMKYETBCS YACTOTA BaJl HEPBOBOI TPYOKN);
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— B GHJCMIYHHMX pailoHAX HACHYEHHS MPOAYKTIiB
XapuyBaHHS MOJIOM 3 METOIO MPO(LIAKTUKHU MOPY-
meHHs QYHKIT IHUTOIOIOHOT 3a103H;

— Ha TEPUTOPIAX, 3a0pyTHEHUX PaTiOHYKIITaMH,
3aCTOCOBYEThCS CIIellialibHa pajilo3axXUCHA JIiETa.

6. BripoBaskeHHST METO/IIB JIIarHOCTUKH CIaIKO-
BOI MATOJIOTII B CUCTEMY CyYaCHHX PEIPOAYKTUBHHUX
TEXHOJIOT1i (TeHeTUYHE TeCTYBaHHS JOHOPIB CIIEPMH,
[0 BUKOPHUCTOBYETHCS IS IITYYHOI iHCeMIHallii, J10-
IMIUIAHTAllHa JIarHOCTHUKA CIIaJKOBOI HAaTOJIOTI]
MIPH EKCTPAKOPIIOPATHBHOMY 3aILIiTHEHHI TONIO).

OCHOBHI HAIPSIMU
BTOPUHHOI ITPO®LIAKTUKH

1. IIpenatanpHa IiarHOCTHKA.

2. IlepepuBaHHS BariTHOCTI y BUIAJKY, KOJHU Y
IUI0JIA JIarHOCTOBAHO CIIaIKOBY MATOJIOTIIO, 110 PH-
3BOJINTH IO TSDKKOI iHBajIigu3allii, paHHbOI CMepTi,
JUISL SIKOi He iCHYye e(DeKTHMBHUX METOJIIB JIIKYBaHHS.
[TepepuBaHHS BATITHOCTI MOXKJIMBE TUIBKH B yCTAHOB-
JIEHI TEPMIHU 1 3 BiJIOMa JKIHKH.

3. JlikyBaHHS JESIKUX CIAJIKOBUX 3aXBOPIOBAHb 1
BaJI pO3BUTKY Y IUIOZA B MEPiOJ BATITHOCTI.

4. MacoBuii CKpUHIHI' HOBOHAPOKEHUX 3 METOIO0
MIaTHOCTMKY B JOKJIHIUHIN cTamii criaJIkOBHUX 3aXBO-
PIOBaHb, IS SIKUX PO3POOJICHO MeTOAM TpOodiakTHy-
HOTO JIiKyBaHHS ((PeHUIKETOHYpis, TIIOTUPEO3 Ta iH.).
[MpodinakTuune TiKyBaHHS XBOPHX.

5. BusiBJieHHSI reTepO3UTOTHUX HOCIIB pelieCUBHUX
MYTaHTHUX T'€HiB.

6. BuzHayeHHs TeHIB CITaJKOBUX 3aXBOPIOBAHb, IO
IMI3HO BUSIBJISIIOTHCS, TEHIB CXUIIBHOCTI /10 MYyJIbTH(DAK-
TOpiaJIBHUX 3aXBOPIOBAHb 1 PO IaKTHKA 11i€] MaTo-
JIoTii y HOCIiB I'eHiB.

7. Y nepcrneKkTuBi — CTBOPEHHS T'€HEeTUYHOTO Iac-
IIOPTa HOBOHAPOKEHUX.

11.3. TEHETUYHUU
MOHITOPUHI" TTOITYJISILIT

I'eHeTMYHMIT MOHITOPUHT — IIe CUCTEMATHUYHE CTe-
KEHHS 32 TeMITAMU MYTAI[IHHOTO MPOIECy B TOITYJIs-
LisgX JioauHu. BiH BKITIOUae aHai3 piBHsS 3a0pyiHe-
HOCTI HaBKOJUIIHBOTO CEepPEelOBUIIA MyTaT€HAMH, a
TaK0X CUCTEMATHYHE CTeXKEHHS 3a AMHAMIKOIO Yac-
TOTH 1 CIIEKTpa CaAKOBOI natoJiorii. CTBOpeHHs cu-
CTEMH TEHETHYHOTO MOHITOPHHTY mepembadae 30ip,
00pOOKYy, aHai3, 30epekeHHs IHPOPMAIIT TPO MaTO-
JIOTIYHI CTaHU, SIKi MOXKYTh OYTH 3yMOBJICHI JII€I0 MY-
TareHHUX (HaKTOPIB CepeIOBUILA, CTBOPEHHS PEECTPY
reHeTUYHOI natojorii. ¥ 1id poboTi 6epyTh ydacTh
TiTi€HICTH, TEHETUKH, aKYIIEPU-TIHEKOJIOTH, TIeiaTpH,
OHKOJIOTH, TTATOJIOTOAHATOMHM Ta iHII (haxiBIi.

CTeXXeHHsI 32 YaCTOTOO 1 CIIEKTPOM CIIagKOBOT
MAaTOJOTIl MOXKe 3/IHCHIOBATHCS KiTbKOMa CIIocoba-
MU.

1. AHali3z 4acTOTH Tak 3BAaHUX «CTOPOKOBHUX (e-
HOTUIIIB» Yy HOBOHapokeHuX. Li x deHorunu Bpa-
XOBYIOTH 1 Y MEPTBOHAPOKCHUX JTITEH. K CTOPOKOBI
(heHOTUTT MOXKYTh BUKOPUCTOBYBATHUCS:
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— aBTOCOMHO-JIOMIHAHTHI 200 3uerieHi 3 X-Xpo-
MOCOMOIO 3aXBOPIOBAHHS, SKi JIETKO A1arHOCTYIOTh-
Cs1 Y HOBOHAPODKEHHX 3 MiHIMAJIBHUMU MTOMMJIKAMH,
Maiots 100 % neHeTpaHTHICTh Ta OJHOPIAHY eKc-
MPECUBHICTb. J{0 TAKUX «CTOPOKOBUX» (PEHOTHUIIIB Ha-
JeKaTh aXOHAPOIUIA3is, CHHIPOM Armepa, aHipumis,
eKTPOJAKTWIIISA, HeppobriacToma, peTuHOOIaCTOMA Ta
iH. HapomkeHHs XBOpO1 IUTHHH Y 3A0POBUX OATHKIB
CBIIYUTH PO MYTAILIil0, sIKa BUHUKIIA de novo;

— 130JTbOBaHI MYJIbTH(AKTOPIaIbHI BPOKEHI
BaJli PO3BUTKY (aHeHIedatis, CIUHHOMO3KOBa TpH-
kKa, HUIMHA TYOu 1/a060 migHeOIHHS, peayKIiiHI Bajau
KIHI[IBOK, aTpe3is CTPaBOXOIy i aHyca), pO3BUTOK
SIKUX 3YMOBJICHUH T€HETUYHUMH (PAKTOpPaAMU 1 Ji€I0
(haKTOpIB HABKOJIMIIHBOTO CEPEIOBUIIIA;

— MHOJXMHHI BPO)KEH1 BaJil PO3BUTKY;

— cunapoM Jayna Oubine HiXK y 90 % Bumaakis
€ Pe3yJIbTATOM HOBOI MyTallii, TOMy BiH MOXe OyTH
IHAMKATOPOM MYTATr€HHOTO BIUIMBY HABKOJHUIIHBOTO
cepenoBuina. [TpoBOINUTHCS aHAI3 YACTOTH U IHIIUX
xpomocoMHuXx cuaapomi — Iaray, Enapaca, «kpu-
Ky Kimmkm» (JIexxena).

2. 3ailiCHEHHS MACOBOTO CKPHUHIHTY CHAaJIKOBUX
3aXBOPIOBaHb — (DEHIUJIKETOHYDIi, TIIMOTUPEO3y Ta 1H.

3. LIuToreHeTHYHUI CKPUHIHT HOBOHAPO/)KEHUX B
€KOJIOTIYHO HECHIPUATIUBUX pPaHOHAX — OLIHIOETHCS
4acToTa XpOMOCOMHOI abepallii B TiMQonuTax rnepu-
(bepruHOi KpOBI.

4. AHamiz kapT peectpalii Oe3IIiAHUX HUTIO0IB,
CIIOHTAHHUX abOPTIB, aHali3y (eHOTHUIy IIoAa 3a
JAHUMH YIbTPA3BYKOBOTO AOCHTIDKEHHS Ta iHIIL 10-
KYMEHTHU.

I'eHeTMYHMI MOHITOPUHT 103BOJISIE KOHTPOJIIOBA-
TH TEMII MyTalii{HOro Ipolecy, BU3HAUUTH [€HeTHY-
HUH Tarap monyJsiii. BiH BaxJMBHii 11 BU3HAYCH-
HSl IPIOPUTETHUX HATIPSIMIB 15 CIIYKO OXOPOHHU 3]10-
pOB’s 1 coliabHOI JOMTOMOTH.

JlaHl TEHETUYHOTO MOHITOPUHTY € OCHOBOIO ISl
pO3po0Ku cucteMu NPOPITAKTUIHHUX 3aXO/IiB.

11.4. MEAUKO-'EHETUNYHE
KOHCYJIbTYBAHHA

11.4.1. IIOHATTA IIPO MEJINKO-
I'EHETUYHE KOHCYJIbTYBAHHAA

Lle oauH i3 BUAIB CIELiai30BaHOI MEIUYHOI 10-
MTOMOTHY HACEIIEHHIO, OCHOBHOIO METOIO SIKOTO € 3a110-
OiraHHs HapOJDKEHHIO JITEH 13 CraJKOBOIO MATOJO-
ri€lo 1 BpOJKEHUMHU BaJlaMU PO3BUTKY.

Briepiire 3aBgaHHs METUKO-TEHETUIHOTO KOHCYJTb-
TyBaHHS 4iTKO chopmyrmoBa C. M. JlaBuieHKOB y
20-ti pp. XX cr. Hum Oyno BigKpUTO mepury B CBITI
MEJUKO-TeHETUYHY KOHCYJIbTallio B 1929 p. y Mockai,
anortim y 1932 p. — y Jleninrpani. [Tpore po3BuTOK
MEJAUKO-TeHEeTUYHOI ClyXKOu 3arajbMyBaBcCs B
30-x pp. y BCiX po3BuHeHUX KpaiHax. Lle 6yio mos’s-
3aHO 3 THUM, [0 B HanMCTChKi HiMmeuunni mis o0-
TPYHTYBAHHS T€HOLIUY BUKOPHCTOBYBAJIA T€HETUYHI
konuenuii. ¥ CLLIA nepuri Menuko-reHeTU4YHi KOH-
cyabraii 3’sBunucs B 40-x pp. AJie IHTEHCHUBHO LIS



ciyx0a moyaja po3BUBATHUCA B YCiX KpaiHax B 60—
70-T1 pp., KOJIM HAMITUBCS MPOTPeC Y BUBUEHHI XPO-
MOCOMHOI MaTOJIOTII Ta MOHOTEHHUX XBOPOO, 3’sIBU-
JICSI MOXJIMBOCTI IXHBOI IarHOCTHKHU.

TepMiH «MEIUKO-TeHETUYHA KOHCYJIbTAILIS» BU-
3HAYAE JBA MOHATTS:

— CTPYKTYPHUU MiAPO3Mia B sAKii-HEOyab JaHII
OXOPOHHU 3/10pOB’s;

— KOHCYJIbTALliS JIIKAPSA-TEHETUKA SIK JTIKAPChKUI
BHUCHOBOK.

11.4.2. OPTAHIBALIS ME/IUKO-
IFEHETUYHOI 1O0IMOMOI'"
HACEJEHHIO YKPAIHAN

Menuko-reHeTu4Ha 10IOMOTa HACeJIEHHIO YKpai-
HU HalaeTbes (HaxiBISIMH MIXPAHOHHUX MEIUKO-Te-
HeTHMYHUX KabOiHeTiB/koHcynbTatiin (MMI'K), menu-
KO-TeHeTUYHUX KOHCYJbTAIllll IIEHTPIB IJIaHYBaHHS
CIM’1 Ta penpoayKLii JIIOAUHU, 0OJACHIX MEIUKO-Te-
HETUYHMX IeHTpiB/KoHcyabTamin (OMI'K), ciemiari-
30BaHUX MeAUKO-reHeTHIHUX IeHTpiB (CMI'L]), Vk-
PaiHChKOTO HAYKOBOTO LIEHTPY MEIMYHOI T€HETUKH,
JIpBiBCchbKOTO H/II crajgkoBoi maToJiorii, a TaKOX
kiiHiuHux HAI MO3 Vkpainu i AH Ykpainu, BUIIIX
MeIUYHUX HAaBYAIbHUX 3aKiaiB. Kepye poboToro miel
ciyx6u KoopnuHamiitHa pana 3 MEAMYHOI TeHETUKH
mpu MIiHICTEpPCTBI OXOPOHU 340POB’T YKpaiHH i To-
noBHUI daxienrb MO3 Ykpainu.

Mi:kpaiionni MeKo-reHeTHIHI Ka0iHeTH/KOHCY/Tb-
rauii (MMTI'K) opraHi3oByoThCsl Ha TEpUTOPIi 3 Ha-
cenenHsaM 300 tuc. 1 Oinbie. BoHn po3MimnyroTsest Ha
0a3ax HEeHTPAITbHUX PAHOHHUX 1 MICHKUX JIIKApEHb. Y
MMITI'K mpairoe nemgiatp abo akymep-riHeKoJor,
SIKUIl TIPOUIIOB CIIEIiaIbHy MIATOTOBKY 3 MEIUYHOL
regetkun. MMI'K 37ilicHIOIOTE KOHCYTbTaTUBHHIA
MPUIOM ciMel 1 OKkpeMHX Oci0 3 Mi03poro Ha cra-
KOBY IATOJIOTiI0, BCTAHOBJIIOIOTH IMOMEPEeaHIl aiar-
HO3, BeJlyTh PEriCTpH CiMell 13 CaKOBOIO MATOJIOTIE0
1 BPOJDKEHUMH BaJlaMU PO3BUTKY, 311HCHIOIOTH AMC-
MMaHCEepHE CIIOCTEPENKEHHS 3a CIM’'SIMU 1 XBOPHUMH 13
CHAIKOBUMH 3aXBOPIOBAHHSMU, KOHTPOIIOIOTH MPO-
BE/ICHHS! MACOBHX CKPHHIHTOBHX MPOTPaM.

OobaacHi (Micbki) MeTHKO-TeHeTHYHI Ka0iHeTH /KOH-
cyastaunii (OMI'K) opranizoByroThcst Ha 6a3i obac-
HUX (MICBKUX) JIikapeHb. Jlo IXHBOTO INTATy BXOASATH
JiKapi-reHeTUKY (meiaTpu, aKylepu-TiHeKOJIOTH).
BoHu MaioTh HUTOrEHETUYHY 1 010XIMIYHY JTabopaTo-
piro. KpiM MenMKoO-reHeTHYHOTO KOHCYJIbTYBaHHS
CiMeH 11010 MPOTHO3y MOTOMCTBA, KOOPAMHALIl po-
6otn MixxpaiionHux MTI'K, BeneHHs pericTpiB, KOHT-
POJIIO 32 NMPOBEAECHHSM MAaCOBOI'O CKPUHIHIY 1 KOH-
CYJIBTAIII AKTUBHO BUSBJISIOTH XBOPUX 13 CMAIKOBOIO
MATOJIOTIEI0, TPOBOJISATH YIBTPA3BYKOBY IpEHATAIb-
HY IarHOCTUKY, IIUTOTEHETUYHY 1 O10XIMIYHY JiarHoO-
CTHKY CIIaJIKOBUX 3aXBOPIOBAHb.

CnenianizoBaHi MeIMKO-TeHETHYHI IIEHTPU HaJa-
I0Th CIeLiajIi30BaHy JOIOMOTI'Y HACEIEHHIO B J1arHo-
CTHII, TPOGUIAKTHUIN Ta JIKYBAaHHI XBOPUX HA IEBHY
CHajKOBY MaTOJIOTII0. 3apa3 B YKpaiHi MpalfioTh §
CHeliani30BaHNX MEIMKO-TeHeTUYHUX LIEHTpPIiB, Ha-
MPSIMKaMH JISUTBHOCTI SIKMX € JIarHOCTHKA Ta JIKY-
BaHHS PI3HUX TPYII CMIAJIKOBOI MATOJIOTIT (XpOMOCOM-
HUX, MyJTbTH(aKTOpiaIbHUX, MOHOTEHHHUX XBOPO00), a

TAKOX 3/1MCHEHHS BCIX BUJIIB MTPEHATAJILHOI JIiarHOC-
THKH.

daxiBlli BCIX CTPYKTYP MEIUKO-T€HETUIHOI CITyX-
Ou 3IIHCHIOIOTH MpOMAranay MeIUKO-TeHETHYHUX
3HaHb HACEJICHHIO.

11.4.3. 3ABJAHHA I ETAIIN MEJINKO-
I'EHETNYHOI'O KOHCYJIbTYBAHHA

Sk 3a3HauanoCs BUIE, MEJIMKO-TEHETHYHE KOH-
CYJAbTYBAaHHS — OJIMH 13 BU/IB CIIEI[iai30BaHOI Me-
JUYHOT TOMTOMOTH HACEJICHHIO, CIPSIMOBAHOI T'OJIOB-
HUM YMHOM Ha 3aroOiraHHs IMOsBI B CiM’1 XBOpUX 13
CHaJKOBOIO MATOJIOTiEI0. MeIUKO-TeHeTUYHEe KOH-
CYJIbTYBaHHS, 32 BU3HAYEHHSM pOOOYOr0 KOMITETY
AMEpUKaHCHKOTO TOBAPHUCTBA 3 TEHETUKH JIFOJMHU
(1974), — 1e «... KOMyHIKATUBHUH MpOIIEC, OB’ s3a-
HUH 3 PO3B’SI3aHHSAM MPOOIIEM, 11O CTOCYIOTHCS MOSIBU
a00 PUBHKY IMOSIBH CIIaJIKOBOTO 3aXBOPIOBAHHSI B CIM 1.
Leit mporec nossirae B cripodi 0 fHOTO ab0 KUTBKOX
(daxiBIiB: 1) MosSICHUTH TAIlieHTy abo ciM’i miarHo3,
THIT yCHaJIKyBaHHSI, OCHOBHI MPOSIBH, Mepeoir i jgoc-
TYITHE JIKYBaHHS CIIaJIKOBOT'O 3aXBOPIOBAHHS; 2) J10-
MOMOTTH CiM’1 YXBAJIUTH IIEBHE PILLICHHS LIOJIO0 Perl-
POAYKTUBHOI MOBEAIHKU 3 YPaxXyBaHHSIM BEIUYMHU
MMOBTOPHOTO PU3UKY I 00paTH HU3KY il BIAMOBIIHO
IO IIbOTO PIIIEHHS, BPaXOBYIOYN CTYITIHb PU3UKY 1
CiMeiiHi 1ii; 3) JOTTOMOTTH TOMY, XTO 3BEpHYBCS, Kpa-
11e aJJaNTyBATUCS IO HASBHOCTI XBOPOTO B CIM’i Ta pH-
3UKY MMOBTOPEHHS 11i€l XBOPOOU».

Oco0MBICTIO MEIUKO-T€HETUYHOTO KOHCYIbTY-
BaHHS € Te, [0 00’€KTOM JOCIIDKEHHS € HE OKpeMa
JIFONIMHA, a CIM’S B LIIJIOMY.

IMokazaHHs 710 HATIPaBJIEHHS HA MEJIMKO-TeHETHY-
HE KOHCYJIbTYBaHHS (3rigHo 3 Hakazom MO3 VYkpai-
Hu Big 31.12.2003 Ne 641/84).

1. Bik BaritHOi 0 18 pokiB, a Takox 35 pokiB i
Ourbire. Bik wonosika 40 pokiB i OibIire.

2. HasBHICTh Yy OJTHOTO 3 TOJPYX KA XPOMOCOM-
HOl TiepeOynoBu abo Baay PO3BUTKY.

3. HasBHicTh B aHaMHe31 AiTeH 3:

— CIIaIKOBUMH XBOPOOaMu OOMiHY;

— CIaJIKOBUMH XBOPOOAMHU, TTOB’SI3aHUMU 31 CTATTIO;

— BPOJIKECHOIO TIMOIJIA31€0 KOPU HATHUPKOBUX
3aJ103;

— BPOJKCHUMU BaJlaMU PO3BUTKY — 130JIbOBAHH-
MM a00 MHOKUHHHUMU;

— XpPOMOCOMHHMH 3aXBOPIOBAHHSIMU;

— PO3YMOBOIO BIJICTAJIICTIO;

— MEPTBOHAPOJIKEHHSIM.

4. HasgBHICTP BHIINE3a3HAUYCHOI MATOJIOTIi cepen
poauyiB.

5. KpoBHOpOAMHHMI IITIO6.

6. 3BUYHE HEBUHOIIYBAHHS BATITHOCTI HEBCTAHOB-
JIEHOTO TeHe3y.

7. HecnipusiT/IMBiI BIUIMBYU Y paHHI TEPMIHH BariT-
HOCTI (3aXBOPIOBaHHS, MIarHOCTUYHI a00 JIIKyBaJIbHI
MPOILIEAYPH, TPUHOM METUKAMEHTIB).

8. YcknamHeHmit niepedir BariTHOCTI (3arposa re-
PEpPUBAHHS 3 PAHHBOTO TEPMIHY, KA HE MIIAE€THCS
Tepariii, 0araToBOJIS 1 MAJIOBOJIAIS).

9. IartoJoris mioaa, BUABJICHA MPH YITPA3BYKO-
BOMY JTOCIiIKEHHI.

10. 3miHa MOKA3HUKIB CKPUHIHTOBUX (PaKTOPIB:
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PAPP-A, ansda-deronporeiny, XOpiOHIYHOTO TOHA-
JIOTPOIIiHY, eCTpiony.

11. HasiBHICTD y TOAPYXOKS MIKIJIUBUX PAKTOPIB,
ITOB’sI3aHUX 13 Ipodeciero.

12. TlepBUHHA aMeHOPesl, IOPYIIEHHS MEHCTPY-
aJIbHOTO IIUKITy HEBCTAHOBIICHOTO TEeHE3Yy.

13. CiM’s 3 HEIUTIAHICTIO.

CyTb T€HETUYHOTO MPOTHO3Y MOJATa€ B OLIHII
BIpOTiTHOCTI MOSIBH CIAIKOBOT MATOJIOTIT y MAalOyTHIX
a00 BXKe HapoDKeHUX AiTeid. KoHCymbTalliil o0 mpo-
THO3Y 37I0POB’Sl TOTOMCTBA MOYKHA PO3JIIJIUTH Ha JIB
rpynu: 1) IpOCNeKTUBHE KOHCYJIbTYBaHHS — PHU3UK
HapOJKEHHS! XBOPOI IUTHHU BU3HAYAETHCS IO Ha-
CTaHHS BariTHOCTI; 2) peTPOCHEKTUBHE KOHCYIBTY-
BaHHS — Li€ KOHCYJIbTYBAaHHSI ITiCIIsl HAPOKEHHS XBO-
pOi TUTUHM B CIM’T OO0 3MOPOB’SI MAMOYTHIX HIiTCH.

OCHOBHI 3aBJIaHHS METUKO-TeHETHYHOTO KOHCYJTb-
TyBaHHS:

— BCTAHOBJIEHHSI TOYHOTO /iarHo3y CHaJKOBOTO
3aXBOPIOBAHHS;

— BU3HAUYEHHS TUITY YCIIAJKyBaHHS 3aXBOPIOBAH-
HS B JaHIN ciM’T;

— PO3paxyHOK PU3UKY TTOBTOPEHHS XBOPOOH B CIM'T;

— BU3HAUYCHHS HaleQeKTUBHINIOTO CIOCO0yY
MPOQUTAKTUKH;

— TOSICHEHHS THM, XTO 3BEPHYBCS, 3HAUYCHHS
310paHoi Ta MpoaHati30BaHoI iHhopMallii, MeTUKO-Te-
HETUYHOTO IMPOTHO3Y 1 METOMIB MPOQLIAKTHKH.

1. Tepmii eTan MeAMKO-TEHETHYHOTO KOHCYJIBTY-
BaHHS — YTOYHEHHS JIIarHO3y CIIaJKOBOTO 3aXBOPIO-
BaHHS 3a JOMOMOTOI0 T€HETUYHUX METOJIB 1 BH-
3HAYEHHS TUITy YCIaIKyBaHHS 3aXBOPIOBAHHS B JIaHIH
cim’i. Ile HeoOxigHa ymMoBa Oy/b-SIKOI KOHCYJIbTAIII,
OCKUTBKM Ha 3HAHHI TOYHOTO J[larHO3y 0a3yeThcs Te-
HETUYHWIA TPOTHO3 IS CIM’1, IIPOTHO3 JUTS )KUTTS 1 ITPO-
(eciitHOT opieHTallii XBoporo. sl yTOUHeHHS TiarHo-
3y BUKOPUCTOBYIOTH CHHPOMOIIOTIYHY TiarHOCTHUKY,
KJTHIKO-TeHEeaIOT1UHMH, [IUTOreHETUYHHIIA, CIIeliaTbHi
6ioximiuni Meroau i Mmetonu JJHK-miarHocTuky.

IHoal TouHMIT AlarHO3 MOYKHA ITOCTABUTU TUIBKHU
MIPU PETEIIBHOMY OOCTEKEHHI BCIX WICHIB ypaskeHOI
CIM’i Ta BHSIBIICHHI Y HUX CUMIITOMIB 3aXBOPIOBAHHS.

151 BCTAHOBJIEHHS TUITYy YCIAJKYBaHHS CIMEHHOI
MATOJIOTIi TeHeTUK CKJIaJa€e POIdOBiA CiM’i, B sIKOMY
IMOBUHHA MICTUTHCS iH(OpMAIlisl HE MEHIIIe HIX IPO
TpU NOKOJIHHA. BaximBo maM’statu, IO CHaaKOBE
3aXBOPIOBaHHS MOXe OyTH pe3yJIbTaTOM HOBOI MYy-
Taiii. JlerajnbHe CKIagaHHs POJOBO/Y J03BOJISIE BCTA-
HOBUTH T€HOTHITU JIESIKUX POJIUYIB.

2. dpyruit eTan — po3paxyHOK I'€HETUIHOTO pH-
3uKy. ['€HETUYHUI PU3UK — II€ BIPOTITHICTH MOSBH
IIEBHOI CIAaJIKOBOI MATOJIOTIi y TOTO, XTO 3BEPHYBCS
3a KOHCYJIbTALI€I0, Y HOro HamaakiB abo HanlOmK-
YUX poANUiB. BiH TPYHTYETHCS HA TOYHOCTI JIiarHO3y
1 ITOBHOTI I'eHEAIOTIUHUX TaHUX. BUX1THUM MOMEHTOM
CIIy’)KUTB pOAOBiJ 0OcTexxyBaHoi cimM’i. IcHye nBa cro-
coOu BU3HAYEHHS! T€HETMYHOTO PU3UKY: TEOPETUYHI
PO3paxyHKH, siKki 0a3ylOThCSl HA TEHETUYHUX 3aKOHO-
MIpHOCTSX, I BAUKOPUCTAHHS EMITIPHYHUX JTAHUX
(oziepKaHUX 3a JOTIOMOTOFO MOMYJISIIHO-CTATUCTHY-
HOTO, OJIM3HIOKOBOI'O, '€HEAJIOTIYHOIO METOMiB). B
LIOMY B MPAKTHUI MEIUKO-TEHETUYHOTO KOHCYIIbTY-
BaHHS 3yCTPIUAIOThCS TaKi CUTYaIll:

a) y ciM’i MOHOTEHHE 3aXBOpPIOBaHHS. [ eHOTHITH
6aTbKiB BioMi. ['eHETUYHMIA pU3HK BU3HAUAETHCS 32
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MEH/IeNTIBCbKUMU MPABUIAMH yCIAAKYBaHHS 3aJIEKHO
BiJl TUIY yCHAAKyBaHHS MATOJOTIi, NIEHETPAHTHOCTI
rena. HuHi ay1s OUTbIIOCTI MOHOTEHHUX 3aXBOPIOBAHb
MOXJIMBE BU3HAYEHHS I'€HOTUILY 3 BUKOPUCTAHHSIM
MOJIEKYJIIPHO-TEHETHYHUX METOJIIB JTOCIIIKEHHS;

0) y ciM’1 MOHOTE€HHE 3aXBOpIOBaHHs. ['eHOTHUITH
0aTpKiB HeBiTOMi. Po3paxyHOK pu3HKy OyAyeThcs Ha
OatieciBcbkoMy migxomi. Lleit MmaTeMaTuuHuil METOJT
3anponionyBaB T. baiiec B 1763 p. Bin 3acHoBaHwMii Ha
TTOPIBHSHHI TBOX BipOTIAHOCTEH (OIHA 3 HUX, AKIIO
OISt BIIOYIETHCS, 1 Apyra — SKIIO He BiIOYAETHCS).
Metoj 6a3yeTbcs Ha aHaJi31 POJIOBOILY, MOKYTh BH-
KOPHUCTOBYBATHCS JaHI MPO MOMYJSLIHHY 4acCTOTY
reHa abo 3aXBOPIOBAHHS;

B) SIKILO MIPUYMHOIO 3aXBOPIOBAHHS € HOBA MyTa-
Iis, TO B OIIHIIl PU3UKY BUKOPHUCTOBYIOTH AaHi IMPO
yacToTy MyTtamiid rera. Ciig BpaXOBYBaTH MOX-
JIUBICTh TOHAHOT'O MO3AIlM3MY;

I') IpU XPOMOCOMHMX XBOpOOaxX po3paxoBYIOTh
EeMITIPUYHUNA TeHeTUYHUN PU3HK 3 YpaxyBaHHIM BiKY
Marepi i TUITy XpOMOCOMHOT 200 TeHOMHOI MyTallii;

) TIpA MyJIbTH()AKTOPIaIbPHIX 3aXBOPIOBAHHSIX T'e-
HETUYHUN PU3UK PO3PaXOBYIOTh 3a CIeEIiaIbHUMH
TaOJIUISIMA EMITIPUYHOTO TEHETUYHOTO pU3UKY. st
pOANYIB MEPLIOTO CTYMEHs CIopiAHeHOCTi (cubcu i
IiTH) KOro MOXHA PO3paxyBaTH SK KOPiHb KBaJpaT-
HUH 13 4aCTOTH 3aXBOPIOBAHHS B MOIYJALil, A po-
JU4iB IPYroro CTyIeHs CHOPILAHEHOCTI PU3UK CTaHO-
BUTH ¥4, 1e  — 4acToTa 3aXBOPIOBAHHS B ITOITYJISIIII.
OpHax 1l pO3paxyHKH € JyKe TpyOouMu.

3. Tperiit eranm — OLIiHKA TEHETUYHOTO PU3UKY. B
LUIOMY, SIKILO PU3MK HAPOKEHHS XBOPOI AUTHHU He
nepesuinye 5 %, To HOro BBa)XaroTb HU3bKUM. Hu3b-
KU TeHeTUYHUH PU3MK HE BBAXKAE€TbCA MPOTHUIIOKA-
3aHHSIM JI0 JITOHAPOKEHHS B AaHii ciM’1. Pusuk Bijg
6 10 20 % BBaXaeTbCs CepeAHIM. Y IIbOMY BUIAAKY
pexoMeHaauii o0 TUIaHyBaHHS MOJAIbIINX BATIT-
HOCTE 3aJIe)aTh He TUIbKU BiJI BEIMYUHU PU3HKY, a
M Bi TSAXKKOCTI MEIWYHUX 1 COLIAJILHUX HACIIAKIB
KOHKPETHOI'O CIIaIKOBOI'O 3aXBOPIOBAHHS, & TAKOX
BiJl MOKJIMBOCTI MpeHATAIbHOI MIarHOCTHKHU. SIKIIO
TeHEeTUYHUH pu3uk nepesuirye 20 %, To HOTO po3lIi-
HIOIOTH SIK BUCOKHIA, 32 BiICYTHOCTI METOIB MpeHa-
TaJILHOI A1arHOCTUKHY BIAIIOBIAHOI ITATOJIOLIT MOAAIE-
11e IITOHAPODKEHHS B IaHii CiM’1 HE pEKOMEH/IYETh-
csl.

4. YerBepTuil 3aBepIIajbHUN eTall — BUCHOBOK
MEJIMKO-TCHETUYHOTO KOHCYJbTYBAHHS 1 MOpanu
O6aTpkaM. BOHU CTOCYIOTBHCS MPOTHO3Y HAPOJIKEHHS
3I0POBOT'O IIOTOMCTBA 1 MOKJIMBOCTI AITOHAPOJIKEH-
Hs1. [Tpu mosicHeHH] pU3UKY JIiIKap TOBUHEH HE TIITbKH
MTOBIIOMHUTH CIM’1 KOHKPETHY OIIIHKY, ajie i IMOsICHH-
TH 3HAYCHHSI PI3HUX JIOAATKOBUX (DAKTOPIB (TSHKKICTB,
MOJJIMBICTB JIIKYBaHHS, IPEHATAIIbHA JIIATHOCTUKA Ta
iH.). DopMa CIIIKYBaHHS THX, XTO KOHCYJIBTYEThCS,
1 JIiKaps-reHeTHKa MOXe OyTH AUPEKTUBHOIO (Topa-
J1a) a00 He MUPEeKTUBHOIO (IHpOopMAIlsl PO TPUPOTY
3aXBOPIOBaHHs). AJie y OyIb-SIKOMY BUITaKY 3aBIaH-
Hs JIiKaps MOJIsiTae B HaJIaHHI JIOIIOMOTH CiM’1 TIpH
YXBaJleHHI MPaBWJIBHOTO PIIICHHS IIOAO0 PENpOJIyK-
TUBHOI MOBEIHKHU (JITOHAPOJKEHHSI).

BucHOBKM TeHeTHKa 100 AITOHAPOIKEHHS Ma-
I0Th pEKOMEHAAIIHHUI XapaKTep. YXBaJIeHHS pillleH-
HSI TIPO JITOHAPOJDKEHHS 3alIMIIAETHCS 32 CIM €I0.
BoHO 3amexuTh Bijg 6aratboX 00CTaABUH — MEIUKO-



TCHETUYHUX BIJIOMOCTEH, OJIEpKaHUX BIJl JTiKaps-Te-
HETHKA, COI[IaJIbHO-€KOHOMIYHOI'O IMOJIOKEHHS CIM’1,
PIBHSI OCBITH, CTYIIEHSI PEIITIHHOCTI, CTPYKTYPH OCO-
OUCTOCTI, CTOCYHKIB MiXK MOAPYOKSIM Ta iH.

CroromHi icHye peajlbHa MOKITHBICTD ITPEHATAITb-
HOI IIATHOCTUKU OUTBIIOCTI HANTOMINPEHIIINX MOHO-
TeHHUX 1 XPOMOCOMHUX XBOPOO 1 BPO/KEHUX BaJl PO3-
BUTKY. Bubip MeToy mpeHaTanbHOI T1IarHOCTUKH BU-
3HAYAETHCS IIarHO30M CIIAAKOBOI ITATOJIOTII, TUIIOM
ycraakyBaHHs. Ko 3acTocoByeThCsl MMpeHaTaIbHA
JUATHOCTHKA, TO 3HIMAEThCS HEOOXITHICTh PO3B’sA3aH-
HsI TEHETUYHOTO 3aBAaHHs. Y TAKOMY pa3i He IPOTHO-
3YETHCS HAPOPKEHHS TUTHUHU 3 XBOPOOOIO, a JIiarHo-
CTYETHCSI 3aXBOPIOBAHHS Y IIJIO/IA.

ITpu geskux XpOMOCOMHHUX abepallisix FeHeTUUHUI
pusuk Mosxe craHoButH 100 % (K10 0AMH 13 OaTHKIB
€ HOCIEM Takoi abepariii), TOOTO HapOHKEHHS 300PO-
BOI IUTHHHU HEMOXKJIMBE. Y IMX BUMAJKAX MOXeE OyTH
PEKOMEH/IOBAHO BUKOPUCTAHHS JIOHOPCHKUX CTaTe-
BHX KJIITHH.

IMpu MeTMKO-TEeHETUMHOMY KOHCYJIbTYBAHHI Iepe/
JKapeM-TeHeTUKOM TMOCTalOTh HE TUTHKH CYyTO Me-
JIUYHI, ajle i MOpaJbHO-eTUYHI TpobieMu. Y Oyb-
SIKIH CcIM’T HApOJPKEHHST TMTUHU 31 CIIaIKOBUM 3aXBO-
proBaHHSIM a00 BPOKEHOIO BAI0I0 PO3BUTKY € BEJIH-
KOIO TICUXOJIOTIYHOIO TPaBMOIO. Y TOJIPYXKKS BUHU-
Ka€ MOYyTTs MPOBUHU 3a Te, 10 CTAIOCs, KOMIUIEKC
HEMOBHOINIHHOCTI. Y JISSIKUX BUIAJIKaX MIOCTA€E ITUTaH-
HSI TIPO MOKJIMBICTB 30epekeHHs CiM’1. BBaXkaroTh, 110
Ha MEJMKO-TCHETHYHY KOHCYJIBTALIIO JOLIIBHO Ha-
NPABIIATH MOAPYXOKS HE paHilie Hik aepes 3-6 Mic
IICJISl BCTAHOBJICHHSI J1arHO3y CHaJKOBOI XBOpOOH,
OCKUTBKM B 1IeW mepioJ BinOyBaeThcs agamTauis g0
CUTYyallii, 0 BUHUKIIA B ciM’1. becina nikaps-reHeTH-
Ka 3 MOJIPY}OKSIM MOXE JOTIOMOTTHU iM aJlanTyBaTUCS
JIO CUTYyallil, 3HSITU MOYYTTS IPOBUHU 1 TUM CAMUM
MiATOTYBATHU 10 MOJAIBIINX JTiH.

11.5. MPEKOHLIENLIITHA
MMPO®PUIAKTUKA CIAJIKOBHX
3AXBOPIOBAHB 1 BPOKEHUX
BAJI PO3BUTKY

IMpekoHuemniiitHa npodijakTuKa — BaXXJIUBUI
HAIpPsAM MepBUHHOI TPO(dUTaKTUKU. BUKOPUCTOBYETH-
cs B CIM’SIX, SIKI MArOTh JITeH 13 CHaIKOBOIO IATOJIO-
riero. i ereMenTH MOKYTh GYTH BUKOPUCTaHI TAKOXK
y BHITAIKy IPOCIHEKTHBHOTO KOHCYJIBTYBaHHS CiM’1
(10 HAPOKEHHS TUTHHN).

IMpexonueniiiiina npogiJakTuKka — Ie¢ cUcCTeMa
3aXO0/IiB, CIPSIMOBAHUX HA CTBOPEHHS ONTHUMAIBHUX
YMOB JUIsl TAMETOTEHe3Y, 3aIlliTHEeHHs, eMOpioreHesy
1 PO3BHUTKY ILIOJA.

BoHna cknagaeTnes 3 4 erartis:

1. MCL[I/IKO -TEHETHUHE KOHCYJIBTYBAHH, obcre-
XKeHHs ciM’i. J1y1g aHamizy craHy 310pOB’s MaiOyTHIX
GaTBHKIB IIPOBOIATHCS KOHCYIIBTALIIT TeparneBTa, OKy-
JicTa, HEBPOINATOJIOTa, SHAOKPHHOJIOTA Ta IHIIUX
(baxiBiiB, KIIHIYHUI aHAII3 KPOBI, ceui, aHaIIi3 KPOBI
Ha LyKOp, crepMorpamMa, 0a3aiabHa TEPMOMETDIs 3
METOI0 BU3HAYCHHSI TEpMiHY OBYIIALIi, baKTepionoriy-
HE 1 BIpyCOJIOTiuHE OOCTEXEeHHsI, IMyHOJIOTI4He 0OCTe-
KEHHs1, JIOCII/DKEHHS! TOPMOHAIBHOTO CTATYCy, €XO-
rpadist BHyTpIlIHIX OpraHiB, KapiOTUIyBaHHS, y pasi

MOTPeOHN — MOJIEKYJISIPHO-TEHETUYHI JTOCITIKEHHS.

2. TlpeBeHTHBHA caHAIlisl Ta YCYHEHHS MOTEHITIH-
HUX MyTareHiB i TepaToreHiB. [1pu BUsBIICHHI MATO-
JIOTii MPOBOIUTHCS JIKYBAHHS XPOHIYHUX 3aXBOPIO-
BaHb Yy MaiOyTHIX 0aThKiB, mikyBaHHs TORCH-
iHpekmii. HeoOxigHO ycyHyTH 3a 2—3 MicC 0 TUIAHO-
BaHOI BariTHOCTI Jif0 MOTEHI[IHIUX MyTareHHHX 1 Te-
patoreHHUX GakTopiB Ha 000X OATHKIB (SKIIO BiIOY-
BA€THCS KOHTAKT 3 TAKMMH PEYOBHMHAMM) 1 Ha KIHOK
— BIPOJOBX ycCi€l BariTHOCTI. JIOIITBHO BiIMOBUTH-
Cs1 BiJT IIKIJUTMBUX 3BUYOK (BXXKUBAHHSI aJIKOTOJIIO, HAP-
KOTHKIB, KypiHHs). Y pa3i moTpedu MpoBOIUTHCS IMY-
Hi3allis MPOTH KPACHYXU.

Heo0OxigHa crierianbHa miAroToBKa 10 BariTHOCTI
KIHOK 13 (PEHUIKETOHYPIE 1 TeTePO3UTOTHUX HOCIIB
IBOTO PEIIECHBHOTO TeHA.

O6oMm OaThKaM IpU3HAYAETHCS pallioOHAIbHE Xap-
yyBaHHS. BOHO Mae Benmuke 3HaYeHHS 17151 3a0e3neyeH-
HSl HOPMaJIbHOTO OBOT€HE3Y 1 cliepMaTorenesy. 3a 2—
3 MiC J10 3a4aTTsl IPU3HAYAETHCS JIETA, 110 MICTUTH
¢omnieBy kucnory, Bitaminu C, rpynu B, PP, E. V ixy
BKJTIOUAIOTHCS OBOYi, QPYKTH, 3ITaKH, OJIisI, KHCIIOMO-
JIOYHI IPOJYKTH, Kypara, poA3uHKH, YOPHOCIIHB, TO-
pixu, BiBap IIUMIIMHMA, HUTPYCOBI Ta iH. 3a3HaueHi
BITAMIHU € aHTUMYyTareHaMu. BOHU 3MEHIIYIOTH Yac-
TOTY CIIOHTAHHUX Ta IHAYKOBaHUX MyTauiid. [Ipu3Ha-
YaIOThCS CIENiaIbHI MYJIbTUBITAMIHHI KOMIUIEKCH 3
MiKpoejeMeHTamu (o], MapraHelb, IMHK Ta iH.).
Jtst xiHOK 1o3a (oJ1ieBol KUCIOTH (TablieToBaHUX
npenapartiB) MoBUHHA CTaHOBUTU 400 MKT H[OJHS
BIPOJIOBXK 2-3 Mic /10 1 3 Mic Tic/iss HacCTaHHS BariT-
Hocti. [Ipu3HaveHHs (OITiEBOI KUCIOTH 3HUXKYE pH-
3MK PO3BUTKY BaJl HEPBOBOI TPYOKM Ta iHIIMX Baj
DO3BUTKY.

Ocobam, Ki MENIKAIOTh Ha TEPUTOPIsX, 3a0py-
HEHUX PaJioHyKIIiZaMH, PEKOMEHAYEThCS CllelialibHa
pajio3axucHa Jiera.

3. CuHXpOHI3allis PENPOyKTUBHUX MPOIIECIB. 3a-
YaTTs CJIiJ] IUIAHYBATH HA JIITHBO-OCIHHIN mepioj. Yac
3a4aTTS CHHXPOHI3YETHCS 3 OBYIISAIIEIO.

4. Benenns BariTHuX. [lieToTeparmiro Ta BiTaMmiHO-
TepaHiIo HEOOXiTHO TIPOJIOBXKYBATH 710 12 Trk BariT-
HOCTI (1epiot opraHorenesy i ricroresesy). B nepioz
BArITHOCTI MPOBOISATD NPEHATANBHY JIarHOCTUKY
CITaJIKOBUX 3aXBOPIOBAHb 1 BPOKEHUX BaJ PO3BUTKY.

ITicns mpekoHIENIiHHOI MPO(ITaKTUKH 3MCH-
HIYETHCA YACTOTA 1H(EKIIIHUX 3aXBOPIOBAHb BIIPO-
JIOBXX YChOTO Tepiojly BariTHOCTI, piJillle CIOCTEPi-
TaeThCcs aHEMisl, PaHHI Ta Ii3HI TOKCUKO3M. Bkasani
3aX0/IM 3HMKYIOTh YaCTOTY CIOHTaHHUX abopTiB,
MepPTBOHAPO/KEHb, TIEPESAUACHHX TOJIOTIB, AKYIIEPCh-
KHX YCKJIaIHEHb, CMEPTHOCTI [IiTeH Y paHHbOMY Billi.
3HIKYETHCS TAKOXK PU3UK HaPODKEHHS JiTeH i3 ciaj-
KOBUMHM 3aXBOPIOBAHHIMU 1 BPOIKEHHUMH BaJaMU
po3BuTKy. Biiarononyysi pe3ynbTaT BariTHOCTI J10-
csaratoThest y 91,8 % ciMeid, ki MAalOTh B aHAMHE31 [i-
Tel 3 BPO)KEHUMHU BaJaMHU PO3BHUTKY 1 CHAJKOBUMHU
3aXBOPIOBAHHIMH (Y KOHTPOJIBHIN rpym — 75,7 %).
VY ciM’siX 13 CHIOHTAHHUMHU a00PTaMH 0JIarONOTyYHHIHA
pe3ysibTaT BariTHOCTI gocsiraerbes B 88,8 % (mportu
71,5 % y KOHTpoOIII).

BukopucranHs MpeKOoHIENIiHOI TPO(ITaKTUKN
JTIO3BOJISIE MIIATH 0 TUIAaHYBaHHS CIM’T 3 TEHETUYHOI
TOUKH 30py. i IIMPOKe BIPOBAIKEHHS CIPHATUME
TTOJITIIIICHHIO 3I0POB’S IK CYyY4acHOTO, TakK 1 MalOyT-
HBOT'O MTOKOJIIHHS 1 30€pe)KEHHIO TeHO(POH Ty HACE/ICH-
Hs YKpaiHu.
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11.6. IPEHATAJILHA
JIATHOCTUKA CITAJJKOBUX
3AXBOPIOBAHbB 1 BPO/UKEHMX
BAJl PO3BUTKY

11.6.1. KTACU®IKALIA METO/IIB
INPEHATAJIBHOI JIATHOCTHUKUA

IIpenaranpHa JiarHOCTUKA — L€ A1arHOCTHKA
CIJIKOBUX 3aXBOPIOBAHb 1 BPODKEHUX BaJl PO3BUT-
Ky B nepioj BariTHocTi. Ile ogHa 3 HalOIbII pecyp-
COMICTKHUX Tajy3ed MequIMHUA. AJie BXKe MigpaxoBa-
HO, 10 BapTICTh JIIKyBaHHs, peabimiTalii Ta TOBIYHO-
ro YTpUMaHHS XBOPOTO 3 BPO/XKEHOIO MATOJIOTIEIO B
100-1000 pa3iB nepeBHINye BUTPATU HA aHTEHATAIIb-
HY IAaTHOCTHUKY, MPOGITAKTHKY 1 KOPEKITFO MATOJIOTIT
BHYTPIIIHBOYTPOOHOTO TIIOJA.

Meroau nmpeHaTaabHOl JIarHOCTUKU:

a) HEiHBAa3WMBHI — YJIbTPA3BYKOBE JOCIHIIKEHHS
(V3[), Bu3HaYeHHS B CUPOBATIII KPOBI BaTiTHOI pe-
YOBUH, SIKi JICTaJIM Ha3By CHPOBATKOBUX MapKepiB
Matepi: B-ppakiii xopioHiuHOrO TOHAIOTpOIMIHY ([3-
XI'T), 6inka PAPP-A, anbda-peronporeiny (ADII),
3arallbHOTO XOpioHiIUHOTO roHagoTpotniny (XI'T),
He3B’s13aHOT0 a00 HekoH roroBaHoro ecrpiony (HE);

0) iHBa3uBHi (bioricis XOpioHa, aMHIOIEHTE3, TI1a-
LEHTOLEHTE3, KOPIOLEHTE3).

MeToau npeHATAJbHOI TIArTHOCTHKH ITiJIPO3ILIS-
I0Th TAKOX Ha mpociBatoui, abo ckpunyroui (Y3/,
BU3HAYEHHSI CUPOBATKOBUX MapKepiB), 1 qiarHo-
cruui (Y31, iHBa3UBHI METOIN).

11.6.2. HEIHBA3UBHI METO/1

11.6.2.1. CupoBaTkoBi Mapkepu MaTepi

B mpoiieci BariTHOCTI IJIALIEHTOI, TKAHMHAMU U
OpraHaMu IUIOJa CHHTE3YEThCS LIUTUHN psiji OIKIB i cTe-
poinis i3 pisHuMu GyHKUisMU. L{i pedoBMHU TPOHU-

Meroau npeHaTaqbHOI TIarHOCTUKU

/ \

CxpuHyIoUi (BUSB- HiarHocTnyHi (Be-
JSI0Th TPYIY PUBHKY pudikyroui 1iarHos)
3a MEBHOIO MATOJIO-

Ti€r0)

Heinpasushi V31 IuBas3uBHI MeTOAU
MeTom (xopiotieHTes,
/ \ IUTAIIEHTOLIEHTES,
aMHIOIIEHTE3,

V31 Cuposart- KOPJOLIEHTE3)

KOBI1 Map-
Kepu

Cxema 11.1. Knacudikauisg MeToaiB IpeHaTaIbHOT
1arHOCTUKU
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KalOTh Kpi3b IUIAIICHTY B KPOB’SHE PYCIO 1 MOXYTh
BHU3HAYATHUCS B CUPOBATII KpoBi BaritHoi. s kox-
HOT'O TEPMiHYy BariTHOCTI XapaKTepHa iX IeBHAa KOH-
neHTpaitis. I1pu maromoriyHux ctaHax (CITaJKoBi 3a-
XBOPIOBAHHS y IUIOZAA, Bald PO3BHUTKY, MOPYIICHHS
(YHKIIIT TUTAIIEHTH T4 i1H.) KOHLIEHTPAIIiS 3MIHIOEThCS,
10 103BOJISIE BUKOPUCTOBYBATH 11l PEYOBUHU K Map-
KepH JUIsl CKPUHIHTY CIIaIKOBOI MATOJIOT] Ta MaToJIO-
TIYHOTO Tepediry BariTHOCTI.

HaliBa)xmuBIIIMMU CHPOBATKOBUMH MapKepaMH €
anbda-peronporein, B-ppakiiisi XOpiOHIYHOTO TOHA-
JIOTPOTIHY, XOPIOHIYHHI TOHAJOTPOIIH JTIOIUHH,
oitoxk PAPP-A, He3B’si3aHuUii eCTpiofl Ta iH.

J1st 1larHOCTUKU BUKOPHUCTOBYIOTHCS iMyHO(DEp-
MEHTHI MeToiu. AOCOIOTHE 3HAUEHHS 1IUX CHPOBAT-
KOBHX MapKepiB HEOIHAKOBE B Pi3HI TEPMIHHU BariT-
HOCTI 1 6araTo B 4OMY 3aJIEXKHUTh Bl JIarHOCTHYHUX
TecT-cucteM. [IpoTe st 610XIMIYHOTO CKPUHIHTY
CIIaJIKOBOI ITATOJIOTII 1Ie HE Ma€ BEJIMKOI'O 3HAYEHHS,
OCKIJIbKM BIJXUJICHHSI PIBHsI OUIKa BiJi HOPMU BUpa-
KaloTh 3a3BUYaAll yepe3 KpaTHICTh MemiaHi. L{s oqu-
HULA HasuBaeTbess MoM (multiple of medians). Lo
BEJIMYMHY OJCPKYIOTh IUISIXOM JIJICHHS KUTBKICHOTO
3Ha4YeHHs Oyb-sikoro 3 mokaszHukis (XI'T, ADII,
PAPP-A, HE), 3apeecTpoBaHUX MpH TOCTIIKEHHI, Ha
MelliaHy — CepeIHIO BeJIMYMHY HOPMAIbHOTO PiBHS
OlIka mpu JaHOMY TepMiHi BariTHocTi. HopmanbHi
MMOKA3HUKU IIMX CHPOBATKOBUX MapKepiB MPHU TepMi-
Hax, iIHGOPMATUBHHUX ISl IPEHATAIBHOI 1arHOCTH-
KH, 3HaX0JAThcs B Mexax 0,5-2 MoM. Emmipuuno
BCTAHOBJICHO, IO IIPU NTOKA3HUKAX MapPKEPHUX CHPO-
BATKOBUX OLTKIB, SIKi BUXOSTH 32 111 MeXi (y MEHIIIHIA
abo OuTbIINii OiK), BATITHUX CITiJ] 3apaxyBaTH JI0 T'PY-
M1 PU3HKY 32 TEBHOIO MATOJIOTIEIO.

151 OIIHKY Ofiep)KaHHUX PE3YJIbTATIB BUKOPUCTO-
BYIOTH CIIeIiallbHI KOMIT FOTepHI MpOTpaMu, siKi Bpa-
XOBYIOTh OJIEpKaHi pe3ylbTaTh KOHLIEHTpalii CHpo-
BATKOBUX MapKepiB y KoMOiHaILil 3 yciMa 1HIIUMHU
(bakTopamu (BiK, Maca Tijia MaTepi, TEPMiH BariTHOCTI,
HasBHICTH miabery Ta iH.). 3 ypaXyBaHHSM YCix (ak-
TOPIB JJIs KOXKHOI BariTHOI PO3PaxOBYETHCS 1HIUBI-
JyaJIbHUM PU3UK MATOJIOTI IUT1o/a.

BaxxymBoO MmiaKpecnTy, 110 KOJIEH i3 IepepaxoBaHuX
MapKepiB He 103BOJISIE OJHO3HAYHO iarHOCTYBaTH
CIaJIKOBY MATOJIOT 0 200 BpoKeHyY Baly po3BUTKYy. Li
Tectr He € Ha 100 % crierudigammu. CXoxki 3MiHA T10-
Ka3HUKIB MOXYTb CIIOCTEpIraTHCs MPU 0araThoX MaTo-
JIOTIYHUX CTaHax. BOHM 03BOJISAIOTH TUTBKK 3apaxyBa-
TH BariTHy A0 TPYNH MiIBUIIEHOTO PU3UKY 1 BU3HAYHU-
TU JyTs Hei 3HAYeHHS pu3uKy. [lj1s1 TOYHOI TIarHOCTUKH
MATOJIOTIYHOTO CTaHy HEOOXiTHO TOJIATKOBO BUKOPHC-
ToBYBaTH iHII MeTomu (Y31, iHBa3MBHI METOIN).

ITpu omiHIl pe3yabTaTiB 010XIMIYHOTO CKPUHIHTY
CITiJI MATH Ha YBa3i, 0 BOHU CUTHAJI3YIOTh HE TUTbKH
PO MOXKIIMBHI PHU3UK CIIAJKOBOI MATOJIOTrII, aje i
Mpo cTaH camoi BaritHocTi. Tak, oJlTHOYACHE 3HIKEH-
Hs abo migBuineHHs piBHiB ADIT i XI'T y 70 % Bu-
MMaJKiB CBIIUUTH IMPO MOJIUBUH ITATOJOTIYHUN Tie-
pebir BariTHOCTI 1€ 10 BUAUMUX MPOSBIB MMATOJIOTIT
(HasBHICTH TEHITAJIBHUX 1H(EKIIH, 3arpo3a nepepu-
BaHHS, IUIALEHTAPHA HEIOCTATHICTh TOIIO0). Tomy
OJIHOYACHI 3MiHU CUPOBAaTKOBUX MapKepiB 3a BiICYT-
HOCTI MaTOJIOTIYHKUX O3HAK Y IUIOAA MpPH YJIbTPa3BY-
KOBOMY CKaHYBaHHI OTPeOYyIOTh BUKIIOUYECHHSI MATO-
JIOTIYHOT'O TIepediry BariTHOCTI.



Aunbda-deronporein € riaikonpoTeigom, ckia-
JAETHCS 3 OJiIrocaxapuay i OJHOTO MOJINENTUIHOTO
nanirora. [TounHae cuaTe3yBatucs Ha 3—4-if THXKICHDb
BHYTPIIHbOYTPOOHOTO PO3BUTKY B XOBTKOBOMY
Mimky. 1o xinng [ tpumectpy BaritHocTi (12-13 THXK)
ocHOBHUM MiciieM cuHTe3y A®II crarore rematoiu-
TU TIEYiHKH MJ1071a. € OJJTHUM 3 OCHOBHHUX OLTKIB I1a3-
MU KpoBi 1utoaa. TpaHcnopTye nosiiHeHacHYeHi KUPHI
KHCJIOTH, MA€ IMYHOCYIIPECOPHY [iIO.

Icaye nBa mursxwm nmpoHukHeHHS A®DII i3 KpoBI
wioja B KpoB matepi: 1) vactuna ADII, cunTe30Ba-
HOTO IJIOAOM, MOTPAIUISE€ B aMHIOTUYHY PIIUHY, a
3BIATH Yepe3 IUIAIICHTY 1 TPAHCIETIOISPHO — B KPO-
BOTIK Matepi; 2) miciist 3aBepiieHHs popMyBaHHS MaT-
KOBO-IUTalleHTapHOro KpoBoToKy ADII y xpoB ma-
Tepi HAAXOAUTH NIEPEBAXKHO 13 KPOBI 11012 yepes IJia-
neHTy. JdocroipHi 3MiHu ADII y cupoBaTili KpoBi
BariTHOI MOXKHA peecTpyBaTH 3 14—15-T0 THXKHS BariT-
HOCTi, TOOTO 3 MOMEHTY 3aBepILEeHHS IUIalleHTalil. Y
HOpMi KoHLeHTpauist APII miaBUIIy€eThCS 3 TEPMIHOM
BariTHOCTI. MakcuMmaibHa KOHIIEHTpAllis CIIOCTepi-
raetbcs B TepMmiHi 30-35 TKk.

Y 1972 p. D. Brock, A. Boltan BUSIBUIN BUCOKHIA
BMicT ADIT B aMHIOTUYHI PiTUHI TA CHPOBATII KPOBI
BATITHOI 32 HasBHOCTI y IJI0/Aa Ae(eKTy HEpPBOBOL
TpyOku (aHeHUedanii, BIAKpUTOI CHMHHOMO3KOBOI
TPHXKI Ta iH.). 3aBISIKU IbOMY 3’SIBUJIACS MOXJIUBICTh
BukopucropyBatu ADII ax Mapkep sl CKPUHIHTY
nedekTiB HepBoBoOi TpyOku y mona. EdekTuBHICTD
BU3HAYCHHS aHeHledail B TepMiHM 10 24 THX BariT-
HOCTI CTAHOBHTD B cepeHbOMY 85,7 %o, IpH BIIKPHUTIi
1 3aKkpuTiil spina bifida — 62,5 %, npu eHuedanonemne
(uepenHO-MO3KOBIi rprki) — 100 %.

BBakatoTb, 110 NpU BIAKPUTUX BaJax HEPBOBOI
TpyOKH BiIOyBa€eThCs TPOCOYYBaHHS OiKa 3 CY/IMHHO-
ro pycra IIoJa B aMHIOTHYHY PiMHY 4epe3 yTBOpPeHi
nedpextu. Bracnigok nporo piBenbs APII B amHio-
TUYHIN PiIWHI 3pOcTa€ y KiIbKa pasiB, a 3 aMHIOTHY-
HOI PiAVHU MTOTpaIUise y KpoB BaritHoi. [Tpore mijgsu-
meras ADII ciocrepiraeTbes i MpH IHITUX MATOJIOTI-
yHuX craHax (tabi. 11.2). Tomy TecT He € crienmdiy-
HuMm Ha 100 %. Bin 103Bosise 3apaxyBaTH BariTHy J0

I'PYNU PU3UKY 3a BaAAMH HEPBOBOI TPYOKH 1 MOTpedye
MPOBEJCHHS JOJaTKOBUX JOCTIKEeHb. SIK MpaBuio,
MPOBOAATH MoBTOpHE BuzHaueHHs ADII, ynpTpa3By-
KOBE JIOCIIJKCHHS TUIOMA, V pa3i MOTpedr — aMHIo-
LeHTe3 13 Bu3HaueHHsIM ADIT B aMHIOTUYHIM piAKHI.

3umxkenHs BMicty ADII crioctepiraeTbes Py CUH-
apomi JlayHa, ToMy L€l TeCT MOKe BUKOPHUCTOBYBa-
THCS 1 719 CKPUHIHTY cuHApoMy [layHa (0HOYacHO
3 IHIIMMU cupoBaTKoBuMH Mapkepamu — XI' T, HE
Ta iH.). 719 yTOYHEHHS JiarHO3y HEeOOXiTHEe IpoBe-
JICHHSI 1HBa3MBHOI JIaTHOCTUKH 1 KapiOTHITYBaHHS
KIIITUH 11071 (A00 BUKOPUCTAHHS MOJIEKYJISIPHO-1IU-
TOTEHETUYHUX METO/IIB).

151 CKpHHIHTY BaJl HEPBOBOI TPYOKHU 1 CHHIPOMY
Hayna Bu3Hauaroth A®II y cupoBatiii KpoBi Barit-
Hoi B TepmiHi 15-20 tmx. IIpoBomauThes iMyHODEP-
MeHTHU# anam3 (IDA).

VY KIHOK 032 BATITHICTIO 1 Y YOJIOBIKIB PiBeHb
A®DII y xpoBi iCTOTHO MIIBUIIYETHCS TPH IEPBUHHO-
My paky IMedYiHKU, IyXJIHMHaX eMOpPIOHATBHOTO MOXO-
JOKEHHSI, Y YOJIOBIKIB TAKOX IMPHU ITyXJIMHI S€UKa.

Xopioniunmii ronagorponin moanan (XI'T, XTI,
hCG) — riikonpoTeiH, NpoayKoBaHuii Tpodoobdiac-
ToM raneHTu. CKIIAJaeThes 3 TBOX MOJIMENTHIHUX
JaHIoriB — ajabda(a)- i 6era(B)-cyboauHuin. Amb-
(ha-cyoounmis ogaakosa st XI'T i rimoTajgamMiuHuX
ropmonis (JI[, ®CT', TTI'), a 6era-cyboaunuis (-
XT') cenmdivHa TSI KOXKHOTO 3 HHUX. 3 IJIAICHTH
XI'T HAZXOIUTh Yy KPOB MaTepi, MIATPUMYE aK-
THBHICTH XKOBTOTO TijIa 1 € OCHOBHUM F'OPMOHOM paH-
HBOI BariTHOCTI, PETYJIIOE CTEPOIIOreHe3 y HaJHUPKO-
BHX 3all03aX IJIO/A4, PO3BUTOK S€YHHKIB 1 BUKOHYE
iHI QyHKIT. Hpn (bi3ionorqu0My repebiry Barit-
HOCTI KOHI_ICHTpaI_IIH XI'T miaBUIIYETHCS B TIEPIIOMY
TPUMECTpPI BaTITHOCTI 1 JlocArae MakCUMyMy Ha 9—
12-My THXHI, @ TOTIM ITOCTYIOBO 3MEHIIIYEThCS.

Binok BU3HAYa€ThCSA B CUPOBATII KPOBi BATiTHOI
3 10-12-ro gus BaritHocTi. [Ipu HOpMaBHOMY Tiepe-
oiry BaritHocti XI'T 3’aBisieTbes B ceui Ha 5-Ty—7-My
o0y micis 3auatts. Jocmimkenas piBas XI'T e Tod-
HUM TIOKa3HUKOM BariTHOCTI BXKe NMPH TEPMiHI 2—
3 TIK.

Tabmums 11.2. 3mina Bmicty A®IT y cupoBaTii kpoBi BariTHoOi
MpH Pi3HUX NATOJIOTIYHMX CTAHAX Y 10/

Konnentpariss ADIT

ITaTonoriuni cTaHu

Bwmict ADII nigBuineHuit

areHesisi HIPOK)

3aru0erb wIoaa)

Banu HepBOBOi TpyOKM (aHEHIIedaTis, BITKpUTA CITMHHOMO3KOBA TPIIKA,
YepPEITHO-MO3KOBA TPIKA)

JHedexTn nepeqHpoi YepeBHOI CTIHKH (IacTPOIIN3HC, oMbatolese)
ATpe3is cTpaBoxo/y i/a00 ABaHAAISTHITAIION KAIITKH

Bamu Hupox (BpomkeHuit Hehpos (iHCHKOTO THITY, MOJKICTO3 HUPOK,

KpwxoBo-kynpukosa Teparoma

Iupoke ypaskeHHs miKipu (OyIbO3HUH eTTiIepMOITi3)

Cunnpom HlepemeBcbkoro — TepHepa

HecripusatiuBa akyiiepcbka cuTyalis (3arpo3a NepepuBaHHs BariTHOCTI Ta CIOH-
TaHHOTO abOPTY, MATOJIOTS IUIAIIEHTH, TITOTPOdIs 11018, BHYTPIIIIHEOYTPOOHA

BararoriiaHa BariTHICTD

Bwmict ADIT 3HmwkeHuit Cunnpom Jlayna

Henettist xpomocomu 18

Cunnpom Kinaitngenbrepa
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Ta6muus 11.3. 3mina Bmicty XI'T y cupoBatui kpoBi
BariTHOI NpM Pi3HUX NATOJIOTIYHUX CTaHAX Yy MJI0Ja

Konnenrpariis XI'T IMaTonoriyHi cranu

Bwmict XI'T
T IBAIIIEHU I

Cunnpom Jlayna,
MOJIIUIOIAIA Y IToAa
BaraToruniHicTh
Pesyc-koHmikT
MixypoBuii 3aHOC

Bwmict XI'T
3HUKCHUN

Cunnpom Egsapmca
ITo3zamaTKkoBa BariTHICTDH
3arpo3a nepepuBaHHs
BariTHOCTI
deTomaneHTapHa
HEAOCTATHICTD

J1st olliHKM CTaHy IJ10/1a BMICT IIbOTO O1JIKa B CH-
poBaTIi KPOBI BaTiTHOI AOCIIIKYIOTE y | TpumecTpi
BaritTHocTi (y 10-14 THx BU3HauUa€eThCs OeTa-ppakiiis
XOPIOHIYHOTO TOHAAOTPOTIHY), B I TpumecTpi Barit-
HOCTI BU3HauaeThes 3aranbHa Qpaxuis XI'T y Tepmi-
Hu 15-20 trx (mapanensuo 3 ADII ta iHmmMu map-
kepamu). [Tigsumenns XI'T xapakrepHe /1si CHHIIPO-
soriunux crauis (tab6um. 11.3). Ipu cunapomi Exsap-
nca xoHueHtpanis XI'T 3HMKyeTbes B 2 1 Ginblie
pasiB HOPIBHSHO 3 HOPMOIO.

Sk iy pasi ADII, 3mina xonuentpauii XI'T go-
3BOJISIE BiliOpaTH T'pymy BariTHUX ISl MOJAQIbIIOL
1IHBa3UBHOI 1arHOCTHUKHU.

Hexon’roroanmii ectpion (HE, uE3) — ocHOBHMIA
€CTPOTEH, NMPOAYKOBAHUH MualieHTow. [lonepeaHuk
CTEpOily CUHTE3YEThCSl B HAJHUPKOBHX 3aJ103aX IUIO-
Jla, TIOTIM TIEPETBOPIOETHCS B TIEUIHIII TA IJIALIEHTI, B
pe3ynbTaTi 3’sIBisieThes ecTpioit. [1pu BariTHOCTI KOH-
LEHTpalliss TOPMOHY IIPOTPECUBHO MiABUIIYETHCS B
cupoBatii kKpoBi BaritHoi. Jediuut cuntesy HE
CIIPUYHHIOE 3arPO3y TIePEPUBAHHS B IIEPIITiN TOJIOBUHI
BATITHOCTI 200 3arpo3y HepeayacHuX MOJOTiB — Y
npyriid. Ockineku HE cuHTe3y€eThCs B IIALEHTI, HOTO
piBeHb 0e3MocepeIHbO XapaKTepU3ye (PyHKI[IOHATb-
HUM cTaH maneHTH i mwioxa. [Tigsumenns HE xapak-
TepHe JUIsl 6AraTOIUTIIHOI BATITHOCTI Ta BEIIUKOTO
nmnona. 3umkenHss HE xapakrtepHe nimst cuHapomy
Hayna, anentedaltii, rinoruiasii HAIHUPKOBUX 3aJ103
moaa, ¢peTormianeHTapHoi HejpocTaTHoCTi. Bu3Ha-
YaETHCS B IPyroMy Tpumectpi BaritHOcTi (15-20 Tik)
mapaienpHo 3 ADIT i XI'T («mmotpiitHUi TecT», abo
«O10XIMIYHUI CKPUHIHT HAa CUHIpOM JlayHay).

Binok PAPP-A (nmpoteiH, aconiiioBanmii 3 BaritHi-
¢TI0 — pregnancy-associated plasma protein A). ITpo-
TeIH CHUHTE3y€eThCs TutanieHToro. KonueHTpanis 6inka
30UIBIIYETHCS MPOTSTOM Yciei BariTHOCTI, 10 10-TO
THXXHS BaTiTHOCTI HOTO BMICT migBumyeThcs B 100
pasiB. BxoauThk 10 rpynu OUIKIB IMyHOCYIpPECOpiB
(pazom 3 ADII). [MpunyckaoTh, IO 1 OLIKK IPH-
THIYYIOTh IMyHHY PEaKTHUBHICTh MAaTEPUHCHKOTO
OpraHi3aMy JI0 3apoJiKa, 110 PO3BHBAEThCS (TUIONA).
PAPP-A € nanilinuM MapkepoM BariTHOCTI (BU3HA-
YAETHCS MICISl eKCTPAKOPIOPATBHOIO 3aIUIiIIHEHHS).

Lleli moka3HUK BUKOPUCTOBYETHCS ISl PAHHBOIL
NpeHaTaabHOl JIarHOCTUKU cuHApoMy JayHa Ta
IHIIIUX XPOMOCOMHHUX CHHAPOMIB y | TpuMecTpi Barit-
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Puc. 11.1. Y31 miona, epiui TpuMecTp, 3011b-
IICHHS TOBIIUHHU KOMIpIIEBOTO MPOCTOPY (KoMmipiie-
BUI MTPOCTIpP Y TUIOAA BIIMIYEHO CTPLITKAMU)

HOCTI (mapaeiabHO 3 BU3HAYEeHHsIM B-ppakiiii xopio-
HiuHOTO roHagoTpominy — B-XI'1 V3/1). JocmimkeH-
Hsl TPOBOJSATHCS B TepMiHi 10-14 tmwx. IctoTHE 3HU-
JKEHHsI KoHLeHTpalli 0inka PAPP-A xapakTtepHe mist
cunnpomy Jayna, Ensapsca, [1aray, Tpucomii 3a xpo-
MocoMmoro 22. IMpu cunapomi llepemeBcbkoro —
TepHepa ¥ IHITNX aHEYTUIOIAISX 32 CTATEBUMH XpPOMO-
COMaMU TaKOX CIIOCTEPIra€ThCsl 3HMIKEHHS PIBHS
PAPP-A, ajie MeHIII BUpaKeHe.

11.6.2.2. YabTpa3ByKkoBe CKaHYBaHHS

Lle oauH i3 rOIOBHUX, €PEKTUBHUX 1 3arajIbHOIO-
CTYIIHUX METO/IiB IPEHATAJIbHOI JiarHOCTUKU. /{0 Hu-
HIIIHBOTO Yacy HE OJIEPXKAHO JaHUX MPO IIKITHBHHA
BILUTMB TAKOTO JTOCIIKEHHS Ha PO3BUTOK IUJIOJA.
[Ipote mouiNBHO MpU MPOBEAEHHI YIbTPA3BYKOBUX
nociikeHb gorpumyBartucs npunuuny ALARA (As
Low As Reasonably Achievable, mo o3Hnaudae «Ha-
CTUIBKM MaJIO, HACKUIBKH JTOCSDKHO B MeXaX pO3yM-
Horoy»). IHmuMu ciaoBamu, daxiseip Y3/l moBuHEH
MParHyTH O OTPUMaHHS O0’€KTUBHOI iHpopMaii
PO Ui MiHIMAJIBHUMU 3aco0amu. Takwuii miaxij He-
00XITHUHI TOMY, 110, XO4a HE BIJIMIUEHO TEpaTOreH-
HOTO e(heKTy yabTpa3ByKy 3 TOUKH 30py BEIUKUX BaJl
PO3BUTKY, HOTO Misl 3 MOTIISY «MaJloro TepaToTeHe-
3y» (BIUIMB Ha (YHKIIOHAJIBLHUN CTaH HEPBOBOI Ta
IMYHHOI CUCTEMH) ChOTOJIHI HEZIOCTATHHLO BUBYCHA.

Merton Y3]1 103B0JIsIE BUSIBUTH SIK BPOJIKEHI BaJIn
PO3BUTKY, TaK 1 PyHKIIOHATIBHUI CTaH IJI0JA Ta HOoro
MPOBI3OPHUX OPraHiB (IUIALIEHTH, ITyTIOBUHHU, 000JIO-
HOK). Moro MoxHa MMPOBOAUTH 3 6—8 TIXK 1 1O KIiHIIA
BaritHocTi. Y3/ MOKe 3aCTOCOBYBATHUCS SIK ITPOCiBa-
FOUNH 1 SIK yTOYHIOIOUNH MeTo 1. JIJIsl MaCOBOTO CKpH-
HIHTY CIaJKOBUX 3aXBOPIOBAaHb 1 BaJ PO3BUTKY 3a-
MPOIIOHOBAHO TepMiHu BariTHocTi 10-14, 18-20 1 24—
26 TK. 3a MOKa3aHHAMH TOCIIKEHHS MOXYTh IIPO-
BOJIUTHCS B iHIIN TCPMiHH.

V 10-14 THX BCTAHOBJIIOIOTH TOYHUI TEPMIH Ba-
TITHOCTI, KUIBKICTh TUI0AIB. [IpOBOAMTHCS TaKOX
CKPUHIHT cuHApoMy JlayHa Ta iHIIOI XpOMOCOMHOL
nartoJorii. Bucokocnernudiunum Y3/I-mapkepom xpo-
MOCOMHOI matoJiorii B I TpumecTpi € BUMipIOBaHHS
IMMAPUHN KOMIPIIEBOTO mpocTopy mioaa (puc. 11.1).
KowmipueBuii mpocTip BU3HAYAETHCS K aHEXOTEHHA
30Ha MIX IIKIPOIO 1 M’ IKUMH TKAHUHAMHU, 1110 OTOYY-
I0Th XpeOeT y OUIstHII mui. 301IbIIeHHS IIMPUHHI KO-



Puc. 11.2. Ctona-roiganka:

a — Y3]1 cromnu mwioga 18 Tk
i3 Tpucomieio 3a 18-10 XpoMoco-
MOI0; 6 — cToma-roimanka y Ho-
BOHAPOJ/KEHOTO 3 TPUCOMIEIO 3a
18-10 xpoMocomoro

MIpIIEBOT'O MPOCTOPY IUToAa Oinbine 2,5 MM € CUMII-
TOMOM cUHApoMY JlayHa Ta iHIIMX XPOMOCOMHHUX
TpucoMiit, MoHocomii X 1 MOMIILIOIAIl, CIYXUTh TO-
Ka3aHHSIM J0 iHBa3WUBHOI JiarHOCTUKH. BoHO cniocTe-
piraerbes TUTBKH Y 5 % TUTO/IIB 3 HOPMaJIBHUM Kapio-
tunioM. dpyruii Y3I-mapkep | Tpumectpy — KicTou-
Ka HOCa y IO/, BIICYTHICTh SIKOI TAKOX BKa3ye Ha

Taomurs 11.4. TIpukyiagm cuMroMiB
XpoMocoMHoi nartoJiorii npu Y3/{

Bajum 1 anomaunmii
PO3BUTKY

XPpOMOCOMHI CHHIPOMHU

Baau cepuist (oco6uBo
3arajlbHui
aTPIOBEHTPUKYJISIPHUI
KaHaJ)

Tpucomis 13, 18, 21

Kicro3na rirpoma
1 BOJISIHKA III0a

Tpucomis 13, 18, 21,
CHUHIPOM
IepemeBcekoro

— Tepnepa
Tpucomis 21

ATpe3sis IBaHAISATHIIAION
KUIIKU

ITynkoBa rpuxa Tpucomis 13, 18

Croma-roumaika
(muB. puc. 11.2)

Tpucowmis 18

BHUCOKUH PU3UK XPOMOCOMHOI MATOJNOTIi (CHHApOMA
HayHa).

IMoennane Bukopucranus Y3JI i cupoBaTKOBUX
MapKepiB, KOMITI0TepHa 00poOKa oiepykaHuX Pe3yib-
TaTiB 3 ypaxyBaHHSM BIKy, MacH TiJla BariTHOi, Tep-
MIHY BaTiTHOCTI JTO3BOJISIFOTH BUSBUTH B | TpumecTpi
BaritHocTi 70 87 % IJI0/1iB 3 XpOMOCOMHOIO MATOJIO-
riero. Y 1pboMy TE€pPMiHI MOXKYTb OYTH JiarHOCTOBAaHI
Jiesiki rpyOi Baji PO3BUTKY (30KpeMa, aHeHIedarist).

Jo 18-20 Tux BaritHOCTI Bxke chopMOBaHi BCi
OpraHU 1 MOXKHA BHSIBUTH 0arato Baj OMIOPHO-PYXO-
BOT'O amapary, ceplis, BiICYTHICTh MePeIHbOI YepeB-
HOI CTIHKH, BaJIU TOJIOBHOTO MO3KY, spina bifida Ta iH.
Ornucano pi3HOMaHITHI MapKepy XPOMOCOMHHUX CHH-
npomis. Tak, npu cunapomi JlayHa y ruioga yacro
BHSIBJISIIOTHCS] CTOBIICHA IIMiTHA cKiraaka (Oinmbiie
5 MM), BHYTPIITHHOYTPOOHA 3aTPUMKA PO3BUTKY ILIO-
Jia, TTOMIpHHIA TiIpOHEPPO3, YKOPOUEHHS CTETHOBOT
KICTKHU, TINepEeXOreHHl KUIIKU 1 Baau cepis. [Him
CUMIITOMH XPOMOCOMHOI MAaTOJIOTii — 3MIiHH Mpo-
BI30pHHX OpraHiB (30Kpema, IUIAleHTH), KUTbKOCTI
AMHIOTUYHOI PIIUHU, Pi3HI BaJK PO3BUTKY i aHOMAITIT
(puc. 11.2) mnona (ta6u. 11.4). B minomy 3a qomomo-
TOI0 peTenbHO mpoBeaeHoTo Y3/ y 20 Tk MOXHA BU-
stBUTH J10 20 % TUIO/IB 3 XpPOMOCOMHOKO MATOJIOTIETO 1
110 40 % IUIOIB 3 TPUCOMIEIO 32 XPOMOCOMOIO 21.

V 24-26 Tk q1arHOCTYIOTHCS TPAKTHYHO BCi BaIH
PO3BUTKY, OCOOIMBY yBary 3BepTaloTh Ha TiCTO-

!
*“ 7

Puc. 11.3. TlpenaTaiapHa JIIarHOCTHKA Y€PEITHO-MO3KOBOI IpHXi 3a Jqonomorow Y3/I:
a — Y3]1 mnoxa 7 Mic recrallii, 4epenrHO-MO3K0OBa IpuXka BiMiueHa cTpinkamu; 6 — (oTo-
rpadisi HOBOHAPOKEHOTO 3 YePEITHO-MO3KOBOK TPHKEI0
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Tabnuusg 11.5. Bpomskeni Baau, siki AiarHocTyoThes 3a aonomororo Y3/{

Cucrema abo opran

Bamn

OHC Amnennedarisi, rononposeHnedaris, ennedanonene (aus. puc. 11.3), spina
bifida, anomamis Jleami — Yokepa (areHesiss MO304Ka, KiCTO3HE
postupennst IV 1uryHo4Ka 1 30UTbIICHHSI 3aHBOI YEPEITHOI SIMKH),
MiKkporedalisi, areHe3isi MO30JIMCTOTO TiJla Ta iH.

O0myus irHa TYOH 1 T THEOIHHS

OmnopHo-pyxoBa cucreMa

PenykuiiiHi Baau KiHIIBOK, aXOHIPOIUIA3id, TaHATOQOPMHA IUCILIA3i,
HEJIOCKOHAJIMI OCTEOTeHe3, KIIUIIIOHOTICTh, areHe3ist KPYKiB Ta iH.

CeplieBo-CyIMHHA CHUCTEMa

PizHoMaHiTHI Baju cepiis i CyauH (TIMOIUIasis JIIBUX BifUIUIB CEpIIs,
aTpesist MITPAJIbHOTO a0 TPUCTYJIKOBOTO KjlanaHa, Aedext
MDKIITYHOUKOBOI MEPErOPOIKH, 3aralbHUil apTepiaabHuii CTOBOYD,
aHomauist Eomireitna, terpanga damino, TpaHCMO3UILS BETUKUX CYIUH,
KOApKTAaIlisl i CTEHO3 aOPTH Ta iH.)

[II1yHKOBO-KMIIKOBUM TpakT

ATpe3ii pi3HUX BB TPAaBHOTO TPAKTY, N€PEKTH NEePEIHbOI YePEBHOT
CTiHKH, oMdarorierne, AiapparManbHa rprka 3 1 0e3 eBeHTpallii OpraHis
YepeBHOI ITOPOKHIUHU, MEKOHIATbHUN TIEPHTOHIT

Jlereni

BpomxkeHa KicTo3HO-aieHOMAaTO3HA BaJia JIEreHIB

CeuocraTeBa crucTEMa

AreHe3ist HOPOK, MOJIIKICTO3 HUPOK, MOJIBOEHHS! HUPKHU, BUPAXKESHUI
rigpoHedpo3, MyXITMHU HUPOK, MyXJIMHU SEYHUKIB

Trmm

Bonsaka mioaa, AMHIOTHYHI TEPECTANKKN

JIOTIYHI CTPYKTYpH 1 OYI0BY TOJIOBHOTO MO3KY (pHC.
11.3), nereHiB, HUpok. HermoBHWMIA miepestik BpOIKSHUX
BaJI, SIKI JIarHOCTYIOThCS 3a Jonomorow Y3/, moxaa-
HO B Tabm. 11.5.

VibTpa3ByKoBe CKaHyBaHHs Ma€ OyTH JBOETAIl-
HUM: TIEpIINi eTarn — Y3-CKpUHIHT Y POAOIIOMIYHUX
YCTAHOBAX, JIPYTUil — YTOYHIOKOUA JTIArHOCTHKA (a-
XIBIIEM YJIbTPA3BYKOBOI JIIATHOCTUKU BUCOKOI KBaJIi-
(ikarii B Mexax MeIUKO-TeHETUYHOTO KOHCYJIbTYBaH-
HAL

EdexTuBHICTH yIBTPa3BYyKOBOTO JIOCITI/KEHHS 32~
JIEXKUTH BiJ TpodeciiiHOTO piBHS JIiKaps yIbTPa3By-
KOBOI JIaTHOCTUKH 1 PO3IUTBHOI 3MaTHOCTI arapary-
pu. 3aranom Y3]1 mo3Boiisie miarHoctyBatu 10 80—
86 % ycix Bajg pO3BHUTKY.

ITpu BuUsBIIEHHI NMATOJIOTII y IJI04a HEOOXITHUMN
3BOPOTHHI CKPHUHIHT (LTI — OaTHKW»), MEAMKO-Te-
HETUYHE KOHCYJIbTYBaHHS CiM’I. ¥ 0aThKiB MOXYTb
OyTH 3HAlIIEHI HE MiarHOCTOBaHI paHille Bagud po3-
BUTKY. OCOOIIMBO 1€ CTOCYETHCS BaJl CEUOBUITBHOL
CHCTEMH.

11.6.2.3. KomnuiekcHa nporpama
[PeHATAIBHOI JIarHOCTHKM BPOIKEHUX BaJ
PO3BUTKY i XPOMOCOMHHMX CHHPOMIB.
IpenaranbHuii CKpPUHIHT

J1sl CKpUHIHTY CIaJIKoBOI MmaToJIorii y repioJ Ba-
TiITHOCTI BUKOPHUCTOBYIOTh HEIHBA3WMBHI METOJIU.
HailleekTUBHIIINM € TO€THAHHS CUPOBATKOBUX Map-
kepiB 1 Y3/1.

CpOTo/IHI MPOBOAUTHCS MACOBUN MPEHATATHHHIMA
CKPHUHIHT:

— cuHapomy JlayHa Ta iHIIOI XpOMOCOMHOI ma-
TOJIOTII;

— BaJl HEPBOBOI TPYOKU;

— THIIUX BPOJKEHUX BaJl PO3BHUTKY.
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11 MacoBOro CKpUHIHIY 3allpOIIOHOBaHa Taka
cxema obcrexenHs BaritHux (C. B. Apby3oBa, 2002).

1. J{as KinoK, AIKi cTajan Ha 00K y nepumioMy TpH-
MecTpi BariTHOCTi, TPOBOAUTHCS JIBOETAIIHA IIpEHA-
TallbHa J1arHOCTHKA.

Hepwuii eman — 10-14 Tx — aHai3 MapKepiB
PAPP-A i 3-XT', Y3]I (BU3HAYECHHS TOBUIMHU KOMip-
LIEBOTO MIPOCTOPY 1 Bi3yaJizalis Kictouok Hoca). [Ipo-
BOJMTHCS 3 METOKO CKPUHIHTY TUIOJIB 13 CHHAPOMOM
Hayna Ta iHIIUMU XPOMOCOMHHMH CHHAPOMAaMHU. Y
LIbOMY TE€pMiHI MOXHa BUSBHUTH 10 87 % TUIOMIB 13
XPOMOCOMHOIO IaTOJIOTIEI0.

st cuanpomy JlayHa Ta iHIIIOT XpOMOCOMHOI ITa-
TOJIOTII XapakTepHe 30UIBIICHHS TOBIIMHU KOMipIie-
BOT'0 MMPOCTOPY, BIICYTHICTh KICTOYKU HOCA, 3HUKEH-
Hs1 KoHueHTpanii 0inka PAPP-A 1 nigBuineHHs
B-XT'T. Ipu cunapomi EnBapica crocrepira€tbes
sHmkeHHs sk PAPP-A, Tak i B-XI'T. 3a momomororo
CIeLiaJIbHUX KOMIT IOTEPHUX NPOTpaM [yl KOXKHO] Ba-
TITHOI pO3paxOBYEThCS IHIUBITYIBHUN TeHETUYHUHA
PHBUK 3 ypaXyBaHHSIM TepMiHY BaTiTHOCTI, BIKY, MacH
Tina i iH. s KOpEeKTHOTO PO3paxyHKy iHAMBITyalb-
HOT'O FTEHETUYHOT'O PUZUKY 3 BUKOPHUCTAHHAM KOMIT IO~
TepHUX rporpam Y3/ i 6ioxiMidHe 0OCTEeKEHHSI BariT-
HOI CJIi/i IPOBOAUTU OJHOMOMEHTHO. OTpUMaHHS I10-
3UTHBHHX PE3yJIbTATIB JO3BOJISE 3apaxyBaTH BariTHY
JIO TPYII PU3UKY 32 XPOMOCOMHOIO MATOJIOTIEI0, 110
noTpedye YTOUHEHHS AiarHo3y (iHBa3WBHI METOMU 3
MOAANBIINM KapiOTHITYBAHHSIM KIIITUH TUIOJA).

Jpyzuii eman — 15-20 tnx — anamiz ADII (kpa-
me 16-it Tixmens), Y3/, OcHoBHaA MeTa — AiarHoC-
THKa BaJl HEPBOBOI TPpyOKM Ta IHIIUX BaJ PO3BUTKY.
IMigsumenns: konuentpaiii ADII xapaktepHe s
BaJl HEPBOBOI TPYOKH, 3HMKEHHS — ISl XPOMOCOM-
Hoi marosorii. [Tpu Y3 M0oXyTh OyTH BUSBIIEHI
BPOJIKEHI BaJl PO3BUTKY 1 CUMIITOMH XPOMOCOMHOL
rmaToorii. EQeKTUBHICTh MIarHOCTUKH XPOMOCOMHOT



MaTOJOTIl ICTOTHO HWXYa, HIXK y MepumoMy TpH-
Mectpi. OjiepkaHi pe3yabTaTU TaKOX aHATI3YIOTh-
sl 32 JOTIOMOTOIO CIeliaJIbHUX KOMIT IOTEPHUX TIPO-
rpaM. JIJ1st yTOUHEHHS IiarHO3y BaJI HEPBOBOI TPYO-
KH IMPOBOJUTHCS JeTajbHe Y3 [I-10caimKerHs, y pasi
MOTPEOU MPOBOIATH AMHIOLIEHTE3 1 BU3HAYAIOTH KOH-
ueHTpauito A®II B amHioTHuHIl piguHi. Jns yTou-
HEHHS JiarHO3y XpPOMOCOMHOI MATOJO0Tii HeoOXigHa
IHBa3MBHA JiarHOCTUKA 3 MOJAJIBIIUM KapiOTHUITY-
BaHHSAM. {711 yTOUHEHHS 1iarHO3y BPOJKEHOI BaIH
MPOBOAUTHCS TOBTOPHE JeTanbHe Y3/l-mociimKeH-
HS IJ10/1A.

2. Jlas kiHok, ki cTaqM Ha 00JIiK y Apyromy Tpu-
MecTpi, MPOBOIUTHCS OAHOETAIHA A1arHOCTHKA —
anamiz ADIT1 XI'Ty 15-20 Tux BaritHOCTI. VY 11 Tep-
MiHH TIPOBOIUTHCS Takox Y3[I. MeTa mOCTimKEeHHS
— JiarHocTUKa cuHApoMy JlayHa Ta iHIIOT XpOMO-
COMHOI MMAaTOJIOTI1, BaJl HEPBOBOI TPYOKH U 1HIIHX BaJl
po3BUTKY. E(eKTUBHICTD 1IarHOCTUKHA XPOMOCOMHOT
nartoJorii B 1pyromy Tpumectpi — 60-70 %.

V nesikux kpaiHax y [ibOMY TepMiHI BU3HAYAIOTh-
cs1 Tpu cupoBaTtkoBi Mapkepn — ADII, XI'T, HE (Tak
3BaHUN «IMOTpiiHMI TecT»). Pe3yapTaTi moTpiitHOTrO
TECTY TIPH JIBOX XPOMOCOMHUX CHHIIPOMAX IMOJIAHO B
Tabmn. 11.6.

HemonasHo 3HaineHo HOBMIA 610XiIMIYHUI MapKep
IHTIOIH A, KOHIIEHTpallis SIKOTO B CHPOBATIIl KPOBI
BaTiTHOI MIBUINYETbCS TIpU cuHapoMi JlayHa. V cy-
kynHocTi 3 ADII, XI'T, HE Bin € HaiiOu1bIn iHGOP-
MAaTHBHHUM «KBaJpaTHUHUM TecToM». Moro mpoBo-
JATb Yy Ti )K TepMiHH, IO 1 MOTpidHUN TecT. Edex-
THUBHICTh BUSBJICHHA CHHIpoMy JlayHa MiABHUILYETh-
ca 1o 75 %.

CreruivHuM 111 BaJl HEPBOBOI TPYOKH € ITiBH-
nieHHs: ADII. ¥V npoMy TepMiHi BaJ HEPBOBOI TpyO-
KM MOXHa JiiarHoctyBaT nipu Y3/1.

11.6.3. IHBASMBHI METO/1N

IHBa3uBHA qiarHOCTUKA — 116 OTPUMAHHS KIIITUH
1 TKAHUH eMOpioHA, IJI0/a 1 MPOBI3OPHUX OPTaHiB y
MEepioJl BAriTHOCTI IS TTOJAJIBIIOTO JOCIKEHHS 3a
JIOTTOMOT OO IIUTOTEHETUYHUX, MOJICKYIISIPHO-IIUTOTE-
HETUYHHMX, OIOXIMIYHMX, IMTOXIMIYHMUX ¥ IHIIUX Me-
TomiB. [IpOBOUTECS MPH BUCOKOMY PU3UKY HAPO-
JUKCHHSI JIITe 3 MOHOTEHHUMHU 1 XPOMOCOMHHUMHU XBO-
pobamu 3 METOIO A1arHOCTUKM (YTOYHEHHS 1iarHO3Y)
CHAaJKOBOrO 3aXBOPIOBAHHS y IUIOAA.

IToka3zanns 10 iHBa3WBHOI NMpeHATAJILHOI JdiarHoc-
THKH

1. Bik BaritaHoi — g0 18 Ta micis 35 pokiB. VY 1bo-
My BII[l BUCOKU PU3MK HAPOJPKEHHS TUTUHU 3 CUH/I-
pomowm JlayHa Ta iHIIOIO XPOMOCOMHOIO MTATOJIOTIETO.
ITpoBoAUTHCS AlarHOCTHKA XPOMOCOMHOI MATOJIOTIl

y miona. OgHaK ChOTOAHI MOXKIIMBA CHOYATKY Jiar-
HOCTHKa XpPOMOCOMHOI NATOJIOTIl B MEPUIOMY TPH-
MECTPi BariTHOCTI 3a JIOIIOMOI'0I0 HEIHBAa3MBHUX Me-
tomiB (y 10-14 Tmx), a MOTIM TP BUCOKOMY 1HIMBI-
JIyaJIbHOMY PU3UKY y BariTHOI BUKOPUCTOBYIOTHCS
1HBA3MBHI METOJIU JUTS YTOYHEHHS JIIarHO3Y.

2. HasiBHIiCTB y ¢IM’T iuTHHY (TU10/12) 3 XPOMOCOM-
HOIO XBOP00OO0OI0 260 MHOKMHHUMH BaJaMU PO3BUT-
Ky. Y pasi, skino kapioTunu 0aThbKiB HOPMaIbHI,
MOJKJIMBA TaKa )X TAKTHKa, K y II. 1.

3. HasiBHicTh y 6aThKiB XpOMOCOMHOI MATOJIOTII,
XPOMOCOMHOI TepeOyT0BH.

4. PesynbraTu 010XiMiYHOTO 1 Y3 [[-CKpUHIHTY, IO
MIPUITYCKAIOTh XPOMOCOMHY XBOpPOOY Y IIOJA.

5. Bucokuil pu3uK HapOJXKEHHS TUTUHU 3 MOHO-
IeHHOIO XBOPOOOIO 3a pe3ylbTaTaMH MEIUKO-I'eHe-
THYHOTO KOHCYJIBTYBaHHS a00 IPOCIBAIOUUX MPO-
rpaM, BUSBJICHHS T€TEPO3UTOTHOTO HOCIHCTBA, SKIIO
T'eH 3aXBOPIOBAHHS KAPTOBAHMIA 1 MOXJIMBA MOJIEKY-
JSPHO-TEHETUYHA J1arHOCTHKA.

6. YTOUHEHHd JiarHO3y BPOJKEHUX BaJl PO3BUT-
Ky (HanmpukJiaj, Julsl yTOUHEHHS 1iarHO3y BaJld HEpBO-
BO1 TPYOKU MPOBOIAMTHCS AMHIOICHTE3 3 MOAATBIITNM
BU3HAYCHHSIM KoHIeHTpamii ADIT B aMHIOTHUHIH
piouHi).

7. Hiarnoctuka indekuii mioga, iMyHOJIOTiYHOI
HECYMICHOCTI MaTepi Ta I10/a.

8. 3acrocyBaHHS XiHKOIO abo ii oroBikoMm dap-
MAaKOJIOTIYHHMX IpenapaTiB IMUTOCTATHYHOI 1ii ab0
OTNIPOMIHEHHS OJTHOTO 3 TIOJIPYXIKSI HE3aI0BTO JIO Ha-
CTaHHs BariTHOCTI. [TinBUIIeHUI pU3UK XPOMOCOMHOL
MAaTOJIOTII.

IMporunoka3aunns: 1) indekuii craTeBUX NMUISAXIB;
2) 3arpo3sa IepepuBaHHS BariTHOCTI; 3) rocTpi
TH(EKIIIIHI 3aXBOPIOBAHHS; 3) MIOMa MaTKU BEJTUKO-
ro po3mMipy.

OckiIbKH cama Mpolieypa iHBa3UBHOI TPEHATAb-
HOI JIIarHOCTUKY HeOe3IevHa 1 pu MO3UTUBHOMY pe-
3yJIbTATI TECTYBaHHS MPUITYCKA€E eNIIMIHAINI0 TUI0/Ia,
TO ii HCOOXITHO MPOBOMUTHU TIIBKH IIICIS TOTO, K
MOJIPYXOKs iHHOPMOBaHe PO HeOE3IeKy YCKIIaTHEHb,
a TAaKOX 3TOJIHE Ha JOCTPOKOBE NEpEepUBAHHS BATIT-
HOCTI.

OCHOBHUM METOJIOM LIJIECTIPSIMOBAHOI iIHBa3UBHOT
MpeHATAIbHOI A1aTHOCTHKU B MEPIIOMY TPUMECTPI
BaTITHOCTI € 0iOTICiT BOPCHH XOpioHA (XOPIOIEeHTE3).
Y apyromy TpUMeCTpi BariTHOCTI IMPOBOIUTHCS aM-
HIOIIEHTE3, TUTALICHTOLIEHTE3 1 KOPIIOIICHTES.

bioncia xopiona — oTpUMaHHs TKAHUHU XOPiOHA.
XopioH — BopcuHYacTa 000JOHKA, 10 POPMYETHCS
B MPOIIECi BAariTHOCTI 3 Tpodobiiacrta, TOMY KIIITHHH
XOpioHA MArOTh TAKWH K€ T€eHOTHII, 110 1 KIIITUHU eM-
OpioHa. PekOMeHIyIOTh MPOBOJIMUTHU IIPHU TEPMiHI Ba-
ritHocTi 10-14 Twk. Lls npoueaypa Moxe OyTu mpo-
Be/IeHA 1 B OUTBIII paHHI TEPMiHH, ajie BIAMIYEHO, 110

Tabnuug 11.6. 3mina cupoBaTKOBHX MapKepiB (MOTpiiiHMii TecT)
npu cunapomax Jlayna i Ensapaca y miona

XpoMocoMHI Aunbda-peronporein Hesp’si3annii ectpionn | XOpIOHIYHMIT TOHATOTPOIIH
CHUHJIPOMHU (ADIT) (HE) (XT'T)
Cungpom JlayHa SHIDKEHUN 3HIKCHUHT [TinBueHni
Cunngpom ExBapmca SHIKEHUN SHIDKEHUN 3HMKEHUN
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VnbpTpa3Byk

Puc. 11.4. TpancabnomiHaJIbHa XOPioH- 260 1Ia-
LeHTOoO0101ICi

Puc. 11.6. Kopnouenres

MIPH paHHIM XopioHGiormnciil (10 9 THX) MiIBUIYETHCS
4acToTa pemyKIIHHUX Baj KIHI[IBOK. TKaHMHY XOpi-
OHA OJIEPXKYIOTh Yepe3 MEPEHI0 UePEeBHY CTIHKY
(TpaHcabpoMiHaIbHO) 200 TPAHCIEPBIKAIBHO ITijT
koHtpotieM Y3/ (puc. 11.4). [Tpu upomy 3a J101omMo-
r'OI0 CIeIiaJIbHOI TOJIKH acmipyroTh 15-20 Mr Marepia-
ny. TkaHWHY BUKOPUCTOBYIOTH JIJISl IIMTOTCHETHYHOT
nmiarHoctuku abo Buainsrore JHK mns monexynsp-
HO-TEHETUYHOTO JTOCII/IKCHHS. Y CKIIaIHeHHS (PU3UK
MepepUBAHHS BariTHOCTI) CTAHOBUTD 2,53 %.
ITnayenmoyenme3s — OTPUMaHHS TKAHWUHU IJIa-
LIEHTH, TPOBOAUTHCS 3 14-TO THXHS (nuB. puc. 11.4).
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Acrnipytots 15-20 mr nmaneHTH. TkaHMHA BUKOpPHC-
TOBYETBCS 3 TIE€IO K METOIO, 110 1 XOPIiOH.

Amuioyenme3 — OTpUMAHHS HaBKOJOILIIIHOT
PIIMHA, B SKiM 3HAXOMSITHCS 3IYIIEHI KIITHHA TUI0Ia
it amMmHioHa. PaHHII aMHIOIEHTE3 MPOBOIUTHCS Ha 13—
14-my TvOKHI, T3HIH — 3a3Bu4ail Ha 16-20-my (xpa-
e Ha 16-my). ITig xonTposiem Y3]] yepe3 nepe/iHio
YepeBHY CTIHKY OoTpuMyoTh 10-20 My aMHIOTHYHOL
piaunau (puc. 11.5). ¥ piauHi MOXHa BU3HAUHUTH
KinpkicTh ADII, a TakOX aKTUBHICTH JEIKHX (ep-
MeHTIB. KIIITHHU NMpUIATHI 1 [IMTOTEHETHYHOI a00
JHK-niarnoctuku. Yckinaaaerus B 0,5-1 %.

Kopoouenmes — B35TTsI KpOBi 3 MYNMOBUHU ITiJ
KoHTpoJeM Y 3/] uepes nepeHio uepeBHy CTiHKY (puc.
11.6). Onepxyrote 1-1,5 M kposi. [IpoBoauTscs 3
20-TO THKHS BaTiTHOCTI. Y CKIIaaHEHHS HE IIePEBHIITY-
10Th 2 %. KpoB H0CIIKYIOTh 3a JOIMOMOI0IO IIUTO-
TEHETHYHUX, MOJICKYJISIPHO-TEHETHYHUX 1 O10XIMIYHUX
MeToaiB. KopoleHTe3 BUKOPUCTOBYETHCS ISl Jlia-
THOCTUKHU TeMaTOJIOTIUHMX CIaJKOBUX XBOpOO (re-
MOrJ00iHONAaTIi, Koaryjaomnarii, TPOMOOIUTOIIEHIT),
IMyHOZIe(pIIUTIB, BHYTPIIHBOYTPOOHUX 1H(DEKITIH,
IMYHOJTOT1YHOI HECYMICHOCTI MaTepi Ta IIo/1a, BHYT-
PIIIHBOYTPOOHOI TeHOTepaITil.

@emockonia — OrJIs/ TUIOJA 32 JOTIOMOTOIO €H-
nockomniyHoi TexHiku. IIpoBoauthes Ha 18-23-my
TIWKHI. YCKIaAHEHHS CTaHOBIIATE 7—8 Y%. ITicist Bripo-
Ba/UKeHHsI Y3/l MeTo MpaKTUYHO HE BUKOPUCTO-
BYETHCSI, OCKIIBKU BCI Bay, SIKIi MOYKHA MOOAYNTH 3a
JIOIIOMOTO0 €HJIOCKOITIYHOI TEXHIKH, T00pe JaiarHoc-
TYIOTBCS TIPH yJIbTPA3ByKOBOMY CKaHYBaHHI.

bioncis mxanun nioda — 6101Cis MIKipH 110712 200
M’si3iB Tiix koHTposieM Y3]I. IIpoBonuthes B Ipyro-
MYy TPUMECTPi BaTITHOCTI ISl TIaTHOCTHKH XBOPOO
nmikipu (iXTio3, emijgepMoiri3) i M’s130B01 qucTpodii
HromenHa. Onep)kaHuit MaTepiajl BUBYAIOTH 3a JIOIO-
MOTOI0 ITUTOJIOTIUHMX, IIUTOXIMIYHUX, IMyHO(ITIOO-
PECLIEHTHUX METO/IIB.

IIpo6aemu, siki BUHUKAIOTH NpH iHBA3UBHIN
npeHaTaANbHIA giarHocTuii

IIpu iHBa3WBHIN NpeHATAIBHIA MIaTHOCTHII MO-
KYTh BUHUKATH MPOOJIEMHU, TIOB’SI3aH1 3 OTPUMAHHSIM
KYJAbTYPH KINTUH. Y ACSIKUX BHIAIKaX HEMOXKXJIHUBO
OJIEpXKATH JIOCTATHIO KUIBKICTh KJIITUH JUISl TTOAAThb-
IOro IOCHIMXEeHHS a00 KyJIbTYpy UMX KIiTHH.
BiporiHiCTh TaKUX YCKIIAJHEHB, K MTPABUIIO, HE IIe-
pesumrye 1 %.

MoOXyTb BAHUKHYTH MPOOJIEMH, [TOB’A3aHi 3 IHTEP-
nperari€ro pe3ynbTaTiB. [Ipn xopioneHTesi i ruiareH-
TOLIEHTE31 MOXe OyTH JiarHOCTOBaHUI Mo3aiim3Mm. Lle
MOXe€ CBITUUTH PO MO3aiuHy (opMy XpOMOCOMHOL
XBOPOOH y TUIOJA, aje Y ISTKUX BUIaAKax MO3ailu3M
3yMOBJICHUM IHIMUMH MTPpUYHHAMH. BiH Moxe OyTH
HAC/IIKOM KOHTaMIHAIl TKAHUHHU KJIITHHAMM MaTepi,
MO3ail[M3MOM TIIbKH B IIOJOBHX 000JIOHKaX (y 3a-
pOAKOBUX OOOJOHKAX MO3aillu3M BHUHHMKAE YaCTillle,
HIXK Yy KIITHUHaX eMOpioHa, 1 MOXe He MAaTU HiIKUX
HACTIIKIB /IJI OpraHi3My, 1o po3BuBaeThcs). Kon-
CyJIbTaLlisl TOAPYXKHbBOI ITAPHU B LIUX CUTYALISIX Ha[3BU-
gyalfHO CKJIaJHAa.

V neskux BUNAAKaX HEMOXIIMBO OJHO3HAYHO OIli-
HUTU (HEHOTHIIYHI HACITIAKA XPOMOCOMHHX abo Te-
HOMHUX MyTalid. [le MOKIMBO B TAKUX CUTYAIISIX:



1. Sxmo y mnona aHeyIioiis 3a CTAaTeBUMH XPO-
MOCOMaMH, TO Lie MOXKe He CYNpPOBOIKYBATHCS 3HU-
XKEeHHsIM iHTenekTy. [1pu Tpucomisix X y ®IHOK MOXe
OyTH IMPaKTUIHO HOPMaIbHUK (PeHOTHI (aJTe MOXKYTh
OyTH ¥ KIIIHIYHO BHpaXKeHi (hOpMH XBOPOOH).

2.V mnona Moxe OyTH JIarHOCTOBaHA XPOMOCOM-
Ha abepallisi, sska HAJEKUTh JO 30aaHCOBAHUX
(TpaHciokartisi, iHBepcis). SIKio Taka ) MyTailis € B
OAHOTO 3 OATHKIB 1 BiH Ma€ HOpMaJIbHUHN (PEHOTHUII, TO
MOJKHA 3 BEJIUKOIO BipOTITHICTIO TOBOPHUTH PO HOP-
MalbHMNA (HEeHOTHIT MaOyTHHOI AUTHHH. SKIIO X 11e
MYyTallis de novo, TO y JeIKNX BHITAIKaX yepe3 «edekT
MOJIOXKEHHSD» aKTUBHICTh Te€HIB MOXe OyTH mopylie-
Ha 1 y nuTuHU Oyle XpoMocoMHa xBopoba. Takum
YUHOM, IHTEpIpETAallisi Pe3yIbTATIB yTPYIHEHA.

3. MapkepHi XpOMOCOMH Yy IUIOAA TaKOX BUKJIU-
KAlOTh TPYIHOII 3 OI[IHKOIO MOJKJIMBUX HACIIIKIB.
MapkepHa XxpoMocoMa — IIe IOAaTKOBa XpOMOCOMa
(TouHitre, pparMeHT sIKOI-HEOY b XPOMOCOMH 3 IISHT-
pomeporo). Skino MapkepHa XpoMOCOMa MICTHUTh
TUTBKU T€TEPOXPOMATHH, TO (PEHOTHUIT HE 3MIHIOETH-
csi. SIKI110 K BOHA MICTUTb €yXpOMAaTHH (TeHH, 110 eKc-
MIPECYIOTHCS), TO 1€ MOB’SI3aHO 3 PO3BUTKOM XPOMO-
COMHOI XBOPOOU. SKIIO MapKepHY XpOMOCOMY Ma€e
OJIIUH 13 0ATHKIB 3 HOpMAJIbHUM (DEHOTUIIOM, TO MOXK-
Ha MPUITYCKATH HOPMAaJIbHUH (DEHOTUI Y AUTHHU.

11.6.4. BAKOPUCTAHHS KJITUH
TUIOJIA, LIMPKYJIIOIOUMX

Y KPOBI MATEPI,

JUIS1 IPEHATAJIBHOI JJIATHOCTUKH
CITAJIKOBUX XBOPOB

HoBuii HeiHBa3WBHUH MiNXiJ y IpeHATAIbHIN fia-
THOCTHII CHaJKOBUX XBOPOO — BUAUICHHS U aHai3
KJIITHH I110/1a, HASIBHUX Y KpoBi MaTepi. [1i uac Barit-
HOCTI BiIOyBa€ThCs TPAHCIDIAIIEHTAPHE ABOCTOPOHHE
MIEPEHECEHHS HE TUTBKY PO3YMHEHUX Y KPOBI PSYOBHUH,
ane ¥ xituH. [lepina 3rajgka mpo BHUSIBICHHS KIITHH
TpodobiacTa B JiereHeBill TKAaHWUHI MPU MATOJIOTO-
AHATOMIYHOMY JIOCII/IKEHH] BATITHHUX JXIHOK, 5K MO-
MEpJIH BiJl eKjaMIicii, HaexuThb 10 1893 p. Brnepiue
KINTHHU 3 XY-KapiOTUIIOM Yy KYJIbTYPi JIIM(pOIUTIB
KPOBI JXIHOK, BariTHUX ILTOOM YOJIOBIUOI CTATi, OyIIH
sHaiaeHi J. Walknovska 1 cmiBaTt. (1969). ITporiec
JIBOCTOPOHHBOT'O TPAHCIUIALIEHTAPHOT'O MTEPEHECCHHS
T1a3Mu 1 (POPMEHUX eIEMEHTIB KPOBi CIIOCTEPIraeTh-
Cs 3 paHHIX TEPMiHIB HOPMAaJIbHOI BariTHOCTI, IO
CIPHSIE PO3BUTKY TOJEPAHTHOCTI MAaTEPUHCHKOTO
OpraHi3My IO BiTHOIIEHHIO 10 Turonaa. IIpucyTHICTh
MaJioi KiTbKOCTI KJIITHH IUT0/Ia B KPOBI )KIHKH TiJT 9ac
BAriTHOCTI Ha3UBAETHCS «MIKPOXUMEPH3MOMY. IMOB-
ipHO, MiMpOUUTAPHUN MIKPOXUMEPHU3M 30€pira€ThCs
B OpraHi3Mi )iHOK, SIKi HApOJKYBaJIHU, BIPOJOBXK YCh-
oro XHTTs. [IpOHUKHEHHS KJIITHH IUIOJa 3HAYHO
30UTBIIYETHCS TIPH TPaBMIi IIAIEHTH ab0 MaTOoJIOTIY-
HOMY TIepeOiry BariTHOCTI: 3arpo3i ii mepepuBaHHs,
TUIOJIOBO-MATEPUHCHKIN TreMoparii, ekTomnivHii i Oa-
raTOIUIIHINA BariTHOCTI. ICTOTHO 30LIBIITYETHCSI KOH-
LIEHTpallisl KJITUH IUIOJIa Y KPOBI XKIHOK, BariTHUX
IUTO/IOM 3 TpHCOMi€lo 21 Ta IHIIUMH XPOMOCOMHUMHU
CHHAPOMAaMH.

VY KpoBi BariTHUX KIHOK MPUCYTHI KIIITUHU TPO-
(dobnacra, MMPOUUTH, TPAHYIOIHUTH, EPUTPOOTIACTH

1 TpoMboumTH mioaa. Bei sapoBMicHI KIIITUHU MO-
KyTh OyTu mxepernom JHK mnona i moreHumiitHuMu
KIIITHHAMHU-KaHIUAaTaMU JIJIs1 TIPEHATAIBbHOTO JOCTi-
okeHHS 3a qormoMororo FISH-meTony a6o ITJIP.

Cporo/iHi HaOUTBII YCIIXW B MPeHATAIBHIN [Tia-
THOCTHIII OJIEPKaHO IPH BUAUIEHHI epUTPOOIIACTIB
moaa. ONUCAaHO YCIIIIHI BUMAAKUA ITpeHATAIbHOI
JIarHOCTHKH CTaTi y IuIoAa, TpucoMild 3a 21-101 18-10
XpOMOCOMOI0, B-TajaceMii Ta iHIIMX CIAIKOBUX 3a-
XBOPIOBaHb.

ITpoTe KOHLEHTpALS KIIITHH IUI0/Ia B KPOBI BariT-
HOI Ha/3BUYaiiHO Maja. Hanpukman, D. Bianchi ta
criBaBT. (1997), BUKOPUCTOBYIOUH BHCOKOYYTIMBHIMA
MeToJ KinbkicHol ITJIP, BusiBHIIN, 110 KUIBKICTh aMil-
midikoBaHuX Y-crienuiqHUX MOCTIIOBHOCTEH, BU/TI-
JIeHUX 13 16 MJI MaTepUHCHKOI KPOBi, CKBIBAJICHTHA B
cepearbomy 19 kimituHam mioga (a6o 1 kimituHa Ha 1
MJI KpoBi). HaBiTh BUKOPUCTAHHS CYYaCHUX METO/IIB
COPTYBaHHS 1 KOHIIEHTpAIl KJIITUH HE 3aBXIU J0-
3BOJISIE BUIUIMTU KJIITHHHU TUTIO/A B JIOCTATHIH AJ1s Ipe-
HaTaJIbHOI JIarHOCTUKU KinbKocTi. KpiM Toro, BoHH
3aBXKIM BUSBISIOTHCS «3a0pYIHCHUMMI» KIIITHHAMM
Matepi. TOMy CbOTOJIHI METO JOCIIKESHHS KIIITHH
101, BUAUIEHUX 3 KPOBI BariTHOI JKIHKH, HE A€ CTa-
OIMbHUX HAIMHHUX PE3yNbTATiB. 3ATHIIAETHCS BUCO-
KHAM BIJICOTOK JIarHOCTUYHHUX IIOMHJIOK. MeTon Citif
pO3MIISIIATH K TEePCIEeKTUBHUM, ajle TaKHid, 110 I10-
TpeOye TOPOOKH i, MOKITUBO, YIOCKOHAJICHb 3 BUKO-
PHUCTaHHSIM HOBHMX TEXHOJIOTIH.

11.7. METOAN OIATHOCTUKU
CIIAJIKOBOI IMATOJIOI'TT

B CUCTEMI CYYACHHUX
PEITPOJIYKTHUBHUX
TEXHOJIOT'II

11.7.1. JOIMILTAHTALIIIHA
(MTPEIMITJIAHTALIITHA)
JIATHOCTUKA

Chorofti y 3B’s13Ky 3 PO3BHUTKOM METOJIB €KC-
TpaxopnopanbHoro 3amiinneHHs (EK3) mmpoxoro
pO3MOBCIO/KeHHsT Ha0yBae JgoiMIUIaHTalliliHA Jlia-
THOCTHKA CIIaJIKOBUX 3aXBOPIOBaHb, META IKOi — He
JIOITYCTUTHU MEPEHECCHHS Ta IMIUTaHTAaLlll eMOPIOHIB 3
CEpHO3HUMH I'€HETUYHHUMM 3aXBOPIOBAHHAMU. Taka
JIarHOCTHKA MPOTIOHYETHCS MOJAPYXKHIM mapam, sKi
MalOTh BUCOKHIA PU3HMK HAPOIKEHHS JiTel i3 XpoMo-
COMHUMH XBOpoOamu (TOB’sI3aHUI 3 BIKOM Matepi,
HOCICTBOM 30aJIaHCOBAHUX XPOMOCOMHHX MYTallii)
a00 3 MOHOTEHHUMH XBOPOOaMH.

Ines moiMIuiaHTaliiHOI NIarHOCTUKUA BUHUKIIA
nasHo. Llle B 1967 p. R. Edwards i R. Gardner ycrmim-
HO BM3HAYMJIM CTaTh Y eMOPIOHIB KPOJIHUKa, 110 3HA-
XOJIMJTUCS Ha CTajil OJaCTOIMCTH, a MOTIM IepeHec-
7 iX y HOopoXHUHY MaTKU. OnHaK y JIOAMHUA METO-
JIUKY YCIINIHO BUKOPHCTOBYIOTH 3 ovatky 90-x pp.,
KOJIM CTaJIO MOKJIMBUM 3a goromororo ITJIP, a motim
FISH-MeTony BU3HAUaTH MyTauii B OJJUHUYHHX
KIIITUHAX.
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CyTp MeTony momsrae B Takomy. Ilicns crumy-
nsuii XI'T rinepoByssnii y )KiHOK OJepKYIOTh KiJIbKa
OBOIIUTIB, MPOBOASTH 3AIUTIIHEHHS in vitro (eKcTpa-
KopIlopajbHe 3aInuTimHeHHs). Ha 3-i geHp y eMOpi-
OHIB Ha CTajii 5-8 KIITHH 3a JOMOMOT0I0 MiKpoMa-
HIMYJIATOpa BIIIUISIOTE OJaCTOMED 1 TOCHIIKYIOTh
rioro 3a nonomoror FISH-metony a6o ITJIP. V mo-
JIAJIBIIIOMY IMIUIAHTYIOThCS TE€HETUYHO IMOBHOI[IHHI
eMOpioHU.

Bimomo, mo OiTBIIICTh BUIAJKIB aHEYIUIOIMIHN €
HACIIIKOM HEPO301KHOCTI XPOMOCOM ITij] 4ac Meio-
3y Iipu oBoTeHe31. ToMy AJist TOCTIIKEHHS MOXKe OyTH
OTpHUMaHe NoJIsIpHe Tiblle (repiue 1 Apyre). Taka mpe-
IMIUTaHTAIIIHA JIArHOCTUKA OCOOJIMBO PEKOMEHI0Ba-
Ha XIHKaMm crapiiie 35 pOKiB, TPETUHA OBOIUTIB SIKUX
MOX€ MaTH XPOMOCOMHHMI 1rucOaaHc.

151 TIarHOCTHKY XPOMOCOMHUX CHH/IPOMIB Haii-
HaJIAHIIIMM JUTSL JOCIIDKEHHST O6j1acToMepiB abo 1mo-
nspuux tinens € FISH-MeTon, B ikoMy BUKOpPUCTO-
BytoThcsl JJHK-30HA1 71 OTHOUACHOTO BU3HAUYEHHS
xpomocom 13, 18, 21, X, Y. 3a normoMororo crieriaib-
HUX 30H/IIB MOXXe OyTH IIpOBEIeHA qiarHOCTHKA XPO-
MOCOMHUX abepalliii (SIKIIO OJIMH i3 6aTHKIB € HOCIEM
30a1aHCOBAHOI XPOMOCOMHOI abepariii). AHam3 Ka-
pioTuny ogHOro 0j1acTomepa (abo MOISIPHOTO TLIBIS)
He BUKIIOYAE, IPOTE, MOXKIMBICTD MO3ai4HOI hopMH
XPOMOCOMHOT XBOPOOH.

SIxmo 6aThKU MArOTh PU3UK HAPOJKEHHS AUTH-
HU 3 MOHOTEHHUM 3aXBOPIOBAHHSM, TO OjacTtomep
JOCIIJPKYIOTh 3a torioMoroto [TJIP. Huni npoBoauTs-
Cs JIOIMIUIAHTAlLlIifHA 1arHOCTUKA MYKOBICIIUIO3Y,
xBopobu Test — Caxca, remodinii A 1 B, cepriono1io-
HO-KJIITUHHOI aHeMii, TayiaceMii, M’s130Boi quctpodii
JlrolieHHa, CUHHIPOMY JIAMKO1 X-XpOMOCOMU, CHHAPO-
My Mapdana, xopei ['eHTIHITOHA Ta 1HITUX 3aXBOPIO-
BaHb.

[MToku mpoBOAUTHCS aHANI3 KIITHHH, 3aPOJOK
MPOJIOBXKYE PO3BUBATUCS B MITyYHUX yMOBax (BiH
MOXe OyTH 3aMOPOXKEHUN y pigkomy a3oti). CraTesi
KJIITUHY JIFOAUHU 1 paHHI eMOPIOHU MICIIST pO3MOPO-
KyBaHHs JH0oOpe 30epiraloTh XUTTE3TATHICTD.
[Tigcanka micist 3aMOPOXKYBAHHS MOXe OyTH 3p00-
JIeHa Mij 9ac OYAb-SIKOTO 1HIIOTO OBAPIaIbHOTO IIHK-
J1y, HE O0OB’SI3KOBO B TO MICS1lb, KOJIM B35ITa SIMIICK-
JiTUHA. IMIUIAHTYIOTHCS TIABKU T€HETHYHO IO-
BHOIIIHHI eMOpPiOHH.

11.7.2. TEHETUYHI JOCTI/UKEHHS
JIOHOPIB CITEPMU,

SIKA BUKOPUCTOBYETHCS

JUTSL LITYYHOT'O 3ATUIIAHEHHS

CporosiHi BBAXaIOTh 3a IOLIJIbHE IPOBEIEHHS Te-
CTYBaHHS JIOHOPIB CIIEPMU Ha T'eTEPO3UTOTHE HOCIH-
CTBO I'eHIB HAMIONIMPEHIIINX MOHOTEHHUX 3aXBOPIO-
BaHb. Jl0 TaKMX 3aXBOPIOBAHb HAJIGKATh MyKOBICIIU-
1103, eHiKeToHypis, criHaibHa aMmioTpodis (XBopo-
6a Bepanira — I'odmana), agpeHOreHITAIBHUI CHH-
JnpoM. JlolisibHE TAKOX BUSIBJICHHS MYTallii B TeHi
GJB, (13q11-q12), mo xoxye Oitok koHHEKCHH CX26
1 € MPUYMHOKO OLTbIIIEe TTOJIOBUHU BUIAJKIB CHAIKO-
BOI HECHHIPOMAJIBHOI TITyXOTH.
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11.8. ETIMIHALIIA
EMBPIOHIB I ILIO/IB

I3 CITAJIKOBOIO TTATOJIOTIEIO
1 BPOJKEHUMU BAJJAMU
PO3BUTKY

Skio B eMOpioHa abo mIoaa 1iarHOCTOBAHO BaIy
abo CcraJKoBY MATOJIOTIIO, SIKA MPU3BOJIUTH JIO TSIK-
KOl 1HBaniau3alii abo € JIeTajabHOIO, 1 I IKOI He
ICHye METOMIB NMPO(DITAKTUYHOTO JIiKyBaHHS ab0 KO-
pexilii, TO Iie € IMOKA3aHHSIM JIJIsl IEpePUBAHHS BariT-
HOCTi. BariTHicTh MOe OyTH TepepBaHa B yCTAHOB-
JIeHi TepMiHU. PilieHHs Ipo nepepuBaHHs BariTHOCTI
YXBAJIIOE XKIHKA. 3a3BUYA 11l TUTAHHSI OOrOBOPIOIOTh-
Csl 1O TIPOBE/ICHHS IHBA3MBHOI MTPEHATANIBHOI JIIarHO-
CTUKH. SIKIO 3 SAKUX-HEOYIb MPUYUH TepepUBaAHHS
BariTHOCTI HEMOXIINBE (YacCTillle 3 PETriiHIX MIpKy-
BaHb), TO IHBA3UBHY JIaTHOCTHUKY MPOBOJMTU HENO-
LIUIBHO.

V JI10IMHU B MPOIIECi €BOJIIOLIIT BUPOOUBCS 3aXHC-
HUI MeXaHI3M — SIKIIO Y TUIOAA CITaJIKOBa MATOJIOTIs,
TO BariTHICTh YaCTO MIEPEPUBAETHCS CIOHTAHHIM a00p-
TOoM abo mepemuacHUMU mojioramu. lleit MexaHi3m
CIPUSIE TTPUMII TTOCTIHHOT YaCTOTH I'eHIB 1 TEHOTHIIIB
y nonyisii. TakuM 4MHOM, MEIMKO-TEHETHYHUIMA
X1 10 MPO(UIAKTUKY UTSIXOM eTiMiHaIli eMOpiOHIB
1 IJTO/IIB 13 CITATKOBOO MATOJIOTIEIO HIOW 3aMiHIOE MTPH-
POIIHUH TIPOIIEC MePePUBAHHS BaTriTHOCTI.

11.9. IIPEHATAJIBHE
JIKYBAHHA JAEAKUX
CITAIKOBHUX 3AXBOPIOBAHDb
I BAJlI PO3BUTKY

Huni po3pobieHo METOIU BHYTPIIIHEOYTPOOHO-
ro JIIKyBaHHS JESIKUX CIIaJKOBHX 3aXBOPIOBAHbB 1 BaJl
PO3BUTKY Y IIOJA.

Tak, npu niadpparmManbHiil TPHXKI, AEIKUX Bagax
CEYOBHIIIBHOI CHCTEMH, TepaToMaX, KICTax JIereHiB
OITMCAaHO BUITAJIKU YCITIITHOTO XipypPTiyHOTO JIiKyBaH-
H# TUIOJIB (OTiepallisl Ha BIIKPUTIH a60, SIKIIO 11e MOX-
JIMBO, HA 3aKPHUTIM MaTIl — acripaliisi FOJIKOIO).

[MpoBoauThCs MpeHaTaNbHE JTIKYBAHHS BipHIBbHOT
(dhopMH aIpeHOTreHITAIBHOTO CUHAPOMY. BariTHuMm, y
SIKMX iICHY€ BUCOKUH T€HETHYHHIA PU3UK HAPOIKCHHS
TUTHHU 3 II€I0 TATOJIOTIE0, 3 4—5 Mic eMOpioHaIb-
HOTO PO3BUTKY IPU3HAUYAIOTH HEBEIIMKI JTO3U JIeKca-
MeTa30Hy. BiH MpUTHIYYE CEKpeIlito aHIPOTEHIB eMO-
plOHAJIBHUMHU HAJHUPKOBHMH 3JI03aMH 1 3amobirae
rinmepriasii HaTHUPKOBUX 3aJ103. BogHovyac HeoOxia-
HO IIPOBECTH MIPEHATANIbHY AiarHOCTUKY 3aXBOPIOBAH-
HS (XopioleHTe3 a00 IHINI IHBa3UBHHUI METOJ 3 T10-
JATBIIAM MOJICKYJIIPHO-TEHETHUHUM JIOCITIKCHHSIM
MaTepiaiy). SKio i 9omoBivoi craTi abo T 3/10-
pOBHUH, TO JIKYBAHHS MEepepUBAOTh. SIKIIO Mg —
JUIBYMHKA, JIIKYBAHHSI MPOJOBXKYIOTh J0 KIHI[Sl BariT-
Hocti. [Tpu npoMy 3amobiraroTh PoO3BUTKY BipHIIi-
3amii. ITicias HapomKEHHS MTPOBOAUTHCS TOBIYHA 3a-
MICHa Tepallisl TITIOKOKOPTUKOITAMH.



ITpu anoiMmyHHiii TpoMOOIIUTONIEHII Ta iHIIIUX (OP-
Max XBOpOOU KPOBI OIIMCAHO BHUITAJIKH MEPETUBAHHS
TPOMOOIUTAPHOI Macu a00 OOMIHHOTO TIepeTMBAHHS
kpoBi roay. [1pu apuT™ii y 1uioia mpu3HAYAIOTH
KapIioJoTiuHI mpenapaTH, IPpH METHUIMAIOHOBIN
anuaypii yCHiITHUM € TpU3HAYeHHs BiTaminy B12, mpu
MHOXHHHIN HeZIOCTATHOCTI KapOOKCcUIa3u — MpHU3Ha-
YeHHsI O10THUHY.

CrorojiHi HopMyeThCst HOBA KITIHIYHA JTUCIUTLTI-
Ha — ¢erosoris (JiaT. fetus — IUI), IKA 3aMAa€ETHCS
BUBUYEHHSM IUIOAA SIK IAll€HTa. 3aBIaHHAM L€l ra-
JTy31 MEAWIIMHM, IO TIEpey€e HEOHATOJIOTIi, TOBUHHE
CTATU BUBYCHHS JIFOJMHKU MPOTITOM YChOTO ii BHYT-
PIIHBOYTPOOHOTO NEPIOAY KUTTS, AOCIIIKEHHS eTi0-
JIOTil Ta MATOTEHe3y PI3HUX MATOJIOTIUHUX CTaHIB, 1X
JUATHOCTHKA 1 JIIKyBaHHS.

V mepcrekTrBi, KOJIM METOIU T'eHHOI Tepaltii cTa-
HYTh OE3MEYHIIUMU 1 ePEeKTUBHIITNMU, MaOyTh, OC-
HOBHUH aKIIEHT HA T€HOTEPAITiIO CIIaIKOBUX 3aXBOPIO-
BaHb Oy 3po0JieHO B aHTeHaTalIbHOMY riepioi. [Tep-
CIEKTHBHICTh TAKOTO IIJXO/1y MOSCHIOETHCS THM, 11O
y IIofa iCHy€ IMyHOJIOT1YHA TOJICPAHTHICTD. SIKIIO B
TKaHWUHU II04a BBOASTH UYXKOPIAHI KIIITHHH, TO BiH
cripuiimae ix six cBoi. Kpim Toro, paHHsl reHOTepartis
MOXe€ 3aM00IrTH pO3BUTKY CUMIITOMIB CITaJIKOBOI Ma-
TOJIOTII.

VY MepcreKkTUBi MOXKITUBE TAKOXK IIMPOKE BUKOPHC-
TaHHS CTOBOYPOBUX KIIITHH JJIs1 JIIKYBAHHS CIAJIKOBOT
Ta BPOKEHOI MATOJIOTIi B aHTEHATAIBHOMY ITEPiO/Il.

11.10. MACOBUI1 CKPUHIHT
HOBOHAPO/’)KEHUX

Macosuii ckpunine H08OHAPOOdNCEHUX (HEOHAMATb-
HUil CKpuHine) — 11e MacoBe OOCTEXKEHHS BCIX HOBO-
HAPOJ/JKEHHUX 3 METOI0 PAHHBOTO BHUSABIEHHS Ha
JIOKJIIHIYHIN cTafil 3aXBOPIOBAHHS, JJIsI IKOTO PO3-
poOieHi MeToIu MPO(ITAKTUYHOTO JIIKyBaHHS. PaHHE
JIKyBaHHS 3a1100irae po3BUTKY KJIIHIYHUX O3HAK XBO-
poou.

OCHOBHI BUMOTH /IO CKPUHIHTOBHX ITPOTpaM i mpu-
KJ1aJI1 3aXBOPIOBaHb, 1110 CKPUHYIOThCS, BUKJIAJEHO B
m. 10.6.

11.11. BUABJIEHHSA
TETEPO3UTI'OTHUX HOCIIB
PELHECUBHUX MYTAHTHUX
I'EHIB K METO/ NEPBUHHOI
IMPOPUIAKTUKN

BusiBieHHS reTepo3UroTHUX HOCIIB MYTaHTHUX
TeHIB MOXe MMPOBOAUTHUCS: 1) y MOMyMALisX, B SIKUX 3
BHCOKOIO YaCTOTOIO 3YCTPIUa€eThCs TEBHE CIAIKOBE
3aXBOPIOBAHHS; 2) Y CIM’SIX 3 BUCOKUM PHU3UKOM PO3-
BUTKY AESKUX TSKKUX CHAJKOBUX 3aXBOPIOBaHB;
3) y moApYXOKSX MpH OJIU3bKOCHOPITHEHHUX MUTI00AX.

1. Bnepiiie nonynsuidiHUI CKpUHIHT FeTepO3UTOT-
HUX HOCIiB OyJI0 pO3MOYATO B JAESKHUX IMOIYJISIIsAX
€BpeiB-alllKeHa3l, B IKUX 3 BUCOKOIO YaCTOTOO 3yCT-
pidaeThbest xBopoba Test — Caxkca, a6o GM2-ranriio-

3un03 (dacrora 1:3600 HoBOoHapomKeHNX). CKPUHIHT
Ha TeTepPO3UTOTHE HOCIMCTBO CePHONOAIOHO-KITITHH-
Hoi anemii (HbS) mpoBoasiTh B appo-aMepruKaHCHKUX
nonyssisx y CLIA 1 na Ky6i (wacrorta 1:600 HOBO-
HapODKEeHHX). Y 6aratbox Kpainax Cepen3seMHOMOD s
i Ha Ky0i mpoBOAMTHCS CKPUHIHT TeTepO3UroT 3a [3-
tanaceMiero (uacrora 1:3600 HOBOHAPOJKEHUX B
Itanii, I'peuii Ta Ha Kinpi). CboronHi s CKpUHIHTY
TreTEPO3UTOTHUX HOCIIB BUKOPUCTOBYIOTH METOJH
JHK-miaraocTukmu.

BusiBiieHHS reTepo3uroT MpOBOIAATh Yy IIKOJISAPIB.
Bci BusiBNeH1 HOCIT BXOASTH 10 AUCIIAHCEPHOI TPYIH
perioHaJIbHOI MEIMKO-TeHETUYHOI KOHCYIbTalil. [Tpu
YKJIQIaHHI [ITI00Y MK FeTepO3UTOTHUMM HOCISIMHU
CIM’s MOXe 3/TIHCHUTHU MPEHATAIbHY JIarHOCTUKY MIPH
KOXHIi BariTHOCTi. CKPUHIHT IreTepO3UTOTHOTO HO-
ciiicTBa JO3BOJIMB 3HMU3HUTHU YacTOTy [-Tajacemii Ha
Kinpi ta nHa Ky6i Oinbiie Hix Ha 90 %.

Huni B AHrii po3moyaBcst CKPUHIHT HA BUSIBJICH-
HSl TeTepO3UTOTHUX HOcIiB MyTamii AF508 y reni my-
KoBiciuao3y. Lls MyTallist 3yCTpiuaeThCcsi HE MEHIIE
HiX y 80 % BUNIAKIB MyKOBICIIMI03Y B Il KpaiHi mpu
JacTOTI caMOro 3aXBOPIOBaHHS, ONMM3bKiNA 10 1 Ha
2500 HOBOHAPOMKEHUX.

Ha VYxpaini ckpuHIiHT TONYJISIil TeTepO3Ur0OTHO-
ro HOCICTBA MOKW HE MPOBOAUTHCA. MabyTh, no-
IUTBHUAM OyJ10 6 TPOBEACHHS CKPUHIHTY Te€TePO3UTOT-
HOTO HOCIHCTBA MyTallill y TeHI MyKOBICIIUI03Y, OC-
KUJIBKM 4acTOTa LIbOT'O 3aXBOPIOBAHHS B JIESKHUX 00-
nactsx gopiBHioe 1 Ha 1600 HoBoHapokeHux. Yac-
TOTa TeTEPO3UTOTHUX HOCIIB Moxe csiratu 1:20.

2. IIIupoko MpaKTUKYETHCSA T€HETUYHMIA aHaIi3
JUISL BUSIBJICHHSI T€TEPO3UTOTHOTO HOCIHCTBA B CIM’SIX
3 BUCOKMM PH3MKOM PO3BUTKY JIESKUX TSDKKHX CIIal-
KOBHX 3aXBOPIOBaHb (MYKOBICIIUIO03, MIOTHCTPOdIs
HromenHa, QeHiIKeTOHYpisI, reModinis Ta 6arato
iHmux). Bigbip mronei, sskuM HEOOXi1THO TPOBECTH
Taxe JOCTIKEHHS, BIIOYBa€eThCS 3a AOIMOMOTOIO Te-
HeajoriyHOTO MeToay. OcobJiMBe 3HAUYCHHSI MA€E BU-
SIBIICHHSI )KIHOK — T€TePO3UTOTHUX HOCIHOK peIecUB-
HUX 3YeIJIeHUX 3 X-XpOMOCOMOIO I'€HiB.

3. lng MoApyXHiX map, SKi 3BEpHYJIUCS B MeIu-
KO-T€HETHYHY KOHCYJIbTALIIO 32 MPOrHO30M IOTOM-
CTBa Yy pa3i KPOBHOCIOPIIHEHOTO HLTIO0Y, AOULIHHO
MPOBOJIUTH TECTYBAHHS T€TEPO3UTOTHOI'O HOCIHCTBA
YaCTUX MyTalllil y T'eHax, 10 CIPUYUHIOITh HANIO-
MU PEHIIT MOHOTEHHI 3aXBOPIOBaHHS (MYKOBICIIHIIO3,
(beHUIKETOHYPIIO, CIIIHAIIBHY aMioTpoddito, aJpeHore-
HITAIbHUI CHHIPOM Ta iH.).

11.12. BUBHAYEHHS T'EHIB
CITAJIKOBUX 3AXBOPIOBAHD,
11O MI3HO BUSABJISIOTHCH,
T'EHIB CXWUJIBHOCTI

10 MYJbTU®AKTOPIAJIBHUX
3AXBOPIOBAHb

I MPO®LIAKTUKA LIET
IATOJIOI'Il Y HOCIIB I'EHIB

INepcriekTHBHUM HAMPSIMOM MPODITAKTHIHOI PO-
0O0TH € BUSIBJICHHSI T€HIB MOHOTEHHUX CIaJIKOBUX XBO-
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po06 3 mi3HbOIO MaHidecTaliew. Jlo TAKUX 3aXBOPIO-
BaHb HaJIEXKaTh: 1) HelipojereHepaTUBHI XBOpOOH,
3YMOBJICHI OCOOJIUBUM THUIIOM TaK 3BaHUX JIMHAMIY-
HUX MyTauiil (xopes ['eHTiHrTOHA, CHiHOLIEpEOETISP-
Ha aTakcis, xBopoba Mauana — YKo3zeda, xBopoba
Kenneni, mioToHiuHa muctpodis); iX maToJOTIUHI
e(peKTH BHUSIBIISIOTBCS TIILKH Y JOPOCIHX; 2) XBOPO-
6a AnbureiiMepa; 3) pak MOJIOYHOI 321034 1 CIMEH-
HUM aJIeHOMAaTO3HO-TOJIIIMO3HUI PaK TOBCTOI KHIII-
KH.

HocuMrnromaTH4Ha JiarHOCTHKA TaKUX 3aXBOPIO-
BaHb Ma€ BEIIMKE 3HAYEHHS, OCKUIbKU MpOdLIaKTHy-
He JIIKyBaHHS JT03BOJISIE BIICTPOYUTH TEPMiH MaHide-
CTallii, CBO€YaCHO MPOBECTU XipypTriuHe JIKyBaHHS
pH MyxJauHax. [iarHocTika 6a3y€eThCs HA BUSBJICHHI
MyTalliil y reHax, Bi{lOBIJaIbHUX 32 3aXBOPIOBAHHSI.
Bona peanpHa B ciM X, OOTSKEHUX MEBHOIO CIIAKO-
BOIO TATOJIOTIEI0.

CbhOro/THI BUSIBJICHO T€HU CXWJIBLHOCTI IO OaraThox
MyJIbTU(AKTOPIATFHUX 3aXBOPIOBAHB (IUB. TA0II. 7.9).

Hanpuknan, noniMopdisM B €K30HI reHa pelenTo-
pa Bitaminy D3 (VDR3), nesxi ajesi KOJIareHOBUX
reriB COLIA11 COL2A1, reHiB petenTopiB 10 Kadb-
IIUTOHIHY TOIIO CBiMYaTh PO CXUJIBHICTH JI0 OCTEO-
mopo3y. IIpu HbOMY 3aXBOPIOBAHHI CIIOCTEPIra€ThCs
3HIDKCHHSI BMICTY MiHEpaJbHUX PEUYOBUH y KICTKaX,
IO BEJIE /IO PI3KOro 301IbIIEHHS BipOTIHOCTI Tepe-
noMiB. XBopoOa 4acTo 3yCTpi4aeThbcsl B KIHOK y Me-
HOTMAay3aJIbHOMY 1 MOCTMEHOIAY3JIbHOMY IEPio/ii.

Myrartii B TeHi perenTopiB JIMOMPOTEiHIB HA3b-
koi ryctuan (LDLR) BeayTh 10 PaHHBOTO aTepo-
CKJIEpO3Y 1 CIIPUSIOTH illIeMivHIl XBOpoOi Ta iHdpapkK-
Ty Miokapja. CXWIBHICT JI0 IHpapPKTy MioKap/a Imo-
B’s3aHa TAKOX 13 MOIIMOP(}I3MOM y TeHi aHT10TeH3HH-
KOHBEPTYIOUOTo (hepMeHTY (TI0J1iMOP]i3M OB’ I3aHUIA
3 meneniero Alu OCTiTOBHOCTI B iHTpOHI 16, 3ycTpi-
yaeThcs y 30 % HacelneHHS).

Jlo TeHIB CXHUIIBHOCTI HAJIGKUTD T'eH (hepPMEHTY Me-
tusieHTerpariapodonarpenykrasu (M THFR), Touko-
Ba MyTallis SIKoro B nonoxkeHHi 677 C-T 3ycTpiuaeTs-
csl B TOMO3BUIOTHOMY CTaHi npubiausHo y 5 % Hace-
JeHHs. BHACITIZOK 1BOro mojaiMopdi3My BUHHKAE
rineproMoIucTeiHeMis, sKa, B CBOIO 4epry, Mae Io-
3UTHUBHY KOPEIAIIIIO 3 1IIEMIYHOI0 XBOPOOOIO Ccepiis,
aTepOCKIIEPO30M, BUHUKHEHHSIM BPOIXKEHUX BaJ Hep-
BOBOI TpyOKH (aHeH1edaIist, CHMHHOMO3KOBA 1 yeperl-
HO-Mo3k0Ba rpuxi). [IpuzHaveHHs QoJtieBoi KUCIO-
TH Y HOCIiB MyTaHTHHX T€HIB 3a1100irae po3BUTKY Ma-
TOJIOTIYHUX O3HAK.

Inentudikosano myranii rena CC16, sKi KOpemo-
I0Thb y TOMO3UroTHOMY cTaHi (10 % HaceneHHs) 3 acT-
Mo1o. MyTauii B reHi ¢aktopa V 3ropTaHHs KpoOBi
Pi3KO 30UTBIIYIOTH BipOTIIHICTE TPOMOO3iB. AJIeNIbHI
rosiMopdizmu reHa TGF2 KOPENIOIOTH 13 3a40K0 T'y-
0010 1 BOBUOIO IMAIIEIO.

TecTyBaHHS IeHIB CXUJIIBHOCTI JO3BOJISIE BUSIBIISI-
THU JIFOJIEH 3 MIIBUIICHUM PU3MKOM PO3BUTKY Ti€l UM
iHoi natosnorii. Cama 1o co0i HasBHICTb HECTIPUST-
JIMBHX aJIeNIiB Il HE O3HAYa€ HEBIIIBOPOTHICTH PO3-
BUTKY 3axBoproBaHHs. IIpu MynbTudakTOopiagbHUX
3aXBOPIOBAHHSX BEJIMKE 3HAUEHHS B €T10JI0T1i Biirpa-
I0Th (DAKTOPH HABKOJIMIITHHOTO CEPEOBHINA. 3a JIO-
IMOMOT010 NMPOQGIUIAKTUUHUX 3aXO/IB MOXHA ICTOTHO
3HU3UTH PU3MK PO3BUTKY MATOJOTI].
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11.13. TEHETUYHUI TTACIIOPT

HuHi icHye peaJibHa MOXIIUBICTh OTPUMAHHS Te-
HETUYHOTO TACMOpTa KOXKHOI JIOJIMHU (I0JAaTOK 3).
I'eHeTHuHMIT TACIOPT MOXKe BKJIIOYATH TaKi JaHi:

— BHBYEHHS KapiOTHILY;

— TeCTyBaHHS T'€HOMY JIIOJAUHYI Ha MyTaHTHI aJieli
T'CHIB, BIATIOBITAJIbHI 32 PO3BUTOK IYXJIHMH;

— CKPHWHIHT I'eHiB CXHIIBHOCTI IO MYyJIbTU(DAKTOPI-
aJTbHUX 3aXBOPIOBAHB;

— JOCHUMIITOMATUYHA J1arHOCTUKA T€HHUX XBO-
po0 i3 mi3HKOIO MaHi(ecTalli€eo;

— CKPHUHIHT T'e€TEPO3UTOTHOTO HOCIHCTBA T'€HIB
HaWMOIIMPEHIIINX PELIECUBHUX 3aXBOPIOBAHb;

— TeHOMHa JaKTUJIOCKOTis (Ma€e 3HAYCHHS HE
TIJIBKM B CyJOBiH MeTUIMHI IS imeHTHdiKamii oco-
Ou, BU3HAUEHHS 0ATHKIBCTBA, BCTAHOBJICHHS KPOBHOI
CIIOPIJTHEHOCTI, aJie 1 JIoroMarae po3B’s3aTu npooiie-
My T€HETHYHOI CyMiCHOCTI OpraHiB i TKaHWUH TIpHU iX
TpaHCIUTaHTAIli1).

3BUUAHO, OTPUMAHHS TAKOT'O MACIIOPTA ChOT'OJTHI
MOB’SI3aHE 13 3HAYHUMHU MaTepiallbHUMH BUTPATAMH.
OjHak aBTOMATU30BaHA TEXHIKa JETEKIll MyTarlii i
AHK-nonimopdizmis 3a gonomororw JAHK-mixpo-
YiMiB, KA MIBUAKO YIOCKOHAIIIOETHCS, JO3BOJISIE CIIO-
JiBaTHUCS Ha 3HAUHE 3[EILEBIEHHS METO/y BKe B Hali-
OmKIOMYy MalOyTHBOMY.

HasBHICTh TAKOTO TeHETUYHOTO MACHOPTA MPH
KBaTi(piKOBAHOMY MEIUKO-TEHETUYHOMY KOHCYIIbTY-
BaHHI MOJ€ BiIirpaBaTH BAXXJIUBY [TIO3UTUBHY POJIb HA
BCIX eTanax >KUTTS JoauHu. CBOo€yacHa KOPEKLis
Xap4yBaHHsI, TpaBUIbHA MPOoQopieHTALs, HIJICCITpP-
MOBaHa IpeHaTaJIbHa JIarHOCTHKA CIIPUsUIH O TIpodi-
JAKTUI 0araTboX 3aXBOPIOBaHb, 3aMOOIraHHIO Ha-
POJUKEHHSI JIiTeH 13 CIaJIKOBOIO MATOJIOTIE0, JI03BO-
TWIA O YHUKHYTH 0aratbOX MEAMYHUX 1 OCOOMCTHX
kaTactpod.

OnHak HAagBHICTh T€HETUYHOI'O IIacOpTa He
TIJIbKU BIIKPUBA€ HOBI TOPU3OHTH TIepe]] OXOPOHOIO
3JI0POB’sl, ajie ¥ MOPOJKYE BEIHMKY KIJTbKICTh CEpito3-
HUX COI[IaJIbHUX 1 ETUYHUX MPOOJIEM.

SIKi IHCTUTYTH OXOPOHH 3[0POB’S 1 SIKUM YUHOM
3MOXYTh 3a0e3MeunTH eeKTUBHE BUKOPUCTOBYBAH-
H reHeTH4HOoro nacrnopra? XTo peajbHO MaTUME J10-
CTYIT 10 1HAMBIyaIbHOI Oa3u ganux? Sk Oyne 3abe3-
nedena ii crpora koH(igeHUiiHICTE? UM HE MOXYTH
pe3yNbTATH TECTYBaHHS BUKOPUCTOBYBATHUCS IS JHIC-
KpUMiHaLil HOCIiB MATONOTIYHUX TeHiB (IIpU MpUuioMi
Ha poOOTY, CTpaxyBaHHI XUTTS, 3/JOPOB’S Ta B IHIIINX
cUTyamisx)?

Komu notpi6HO mpoBomuTu TectyBaHHsA? baraTo
Moed He XO4yTh 3HATH NPO HASBHICTh Y HHUX T'CHIB
TSDKKUX HEBUJIIKOBHHX 3aXBOPIOBAHb 3 MI3HBOIO MaHi-
(becrartiero (xopest [‘eHTiHITOHA, XBOpoOa AJblireiiMe-
pa). Excnepru BOO3 pekoMeHIyIOTh yTPUMYBATHCS
BiJl OyIIb-SIKOTO TECTYBAHHS MiTEeH HO iX TMOBHOJITTS,
TOOTO JI0 TOTO Yacy, IOKH BOHU CaMi HE 3MOXKYTh yX-
BAJIUTH CBIIOMOT'O PIIIEHHS [[0/I0 TAKOI MPOLEAYPH.
[MpecuMnToMaTHYHE TECTYBAHHS MOXKHA MPOBOIUTH
TUIBKY 3a OaXKaHHSM MAIli€HTa, TUIbKU y BUIAJKY
MOXIIMBOI peastbHOI KOPHCTI J11 HbOTro abo Horo po-
JINYiB, 32 YMOBH MaKCHUMAaJIbHO 00 €KTHBHOTO iHPOP-
MYBaHHSI TIAI[IEHTA [P0 PE3YJIbTATH TECTYBaHHS.



SIkor0 Mipolo pe3ysbTaTH TECTYBAHHS MOXYTh
OpatwHcs 10 yBard Npu ykiagaHHi nuro0y? Yu nosu-
HEH HOCIH HECTIPUATINBUX aJlelliB MOBIIOMIISTH PO
HUX YJIEHaM CBO€I CiM’i, CBOEMY CIMEIHOMY JIiKapio?
[li Ta 6baraTo iHIIMX MUTaHb, TOB’SI3aHUX 13 TEHETUY-
HUM TACIIOPTOM 1 3 FTeHETUYHUM TeCTyBaHHS B3aralii,
BCE YaCTILLIE CTAIOTh IPEIMETOM LIMPOKOI AUCKYCII.

IIpote, BpaxoByrOUH, [0 HAII 3HAHHS TIPO TEHOM
JIIOJTUHU O€3MePEPBHO MOTIUOIIIOIOTHCS 1 TIOCTYIIOBO
BIIPOBAKYIOTHCA B yCl Chepu KUTTsI, TEepII 32 BCE B
ME/IMIIMHY, € BCI MiJICTABU BBAXKATH, IO Il TUTAHHS 3
yacoM OyAyTh HeOJMiHHO BUpimeHi. [TiqroroBka Bu-
COKOKBaJIi(hikoBaHUX (haxiBIliB 3 MEIUYHOI TCHETHKH,
SIK1 BUIBHO OPIEHTYIOTHCS B TEHOMI JIFOJIMHH, 3POCTaH-
HsI TEHETUYHOI 00I3HAHOCTI HACEJIEHHS, PO3poOKa
n00pe 0OOMIpKOBAaHUX IOPUINYHUX MTPABUII 1 HOPM Te-
HETMYHOTO TECTYBaHHS — HEOAMIHHI yMOBHU UIs J10-
CSITHEHHSI TAKO1 METH.

11.14. ETUYHI, MOPAJBHI
I TIPABOBI IMMPOBJEMHU
B MEJWYHIV TEHETHULI

MenuuHa TeHeTHKa, K J)KOJHA iHIIa MeIUYHA Ha-
yKa, BUSIBIIIETHCS OB SI3aHOI0 3 ETUYHUMU TpoOITe-
Mawmu. [lepmr 3a Bee, 11e TTOSICHIOETHCS THUM, 11O 00 €K-
TOM JIOCJIIJDKEHHS F'eHEeTHKA € He TUIbKU MpoOaH
(KOHKpeTHA JII0/IMHA — XBOPa a00 5IKa KOHCYJIbTYETh-
cs1), arie 1 ii ciM’sl, a IPU CKPUHIHTOBUX JOCIIIKEHHSIX
— TIOMYJIALIS B UIOMY. Pe3ynbTaT reHeTUYHUX J10-
CIJKeHb 200 BTPYyYaHb MOXYTh MAaTH 3HAYCHHS HE
TUIBKH JUIS1 OOCTEKYBAHOTO, ajie 1 AJ1st HOTro HallaKiB
Yy KUJIbKOX TMOKOJIIHHSX. BOHM MOXYTh BIUIMBATU Ha
TEHETUYHY CTPYKTYPY MOIYJIALIl B LIOMY.

V Oyab-IKOMY T€HETUIHOMY JIOCITI/DKEHH] 200 Me-
JMKO-TeHETUYHIN nporpaMi Oepe ydacTth 6ararto
CTOPIH: JOCIITHHK, JIIKap, JOHOP, PCIUITIEHT, MAIIEHT,
yiieHu cim’i. Kpim toro, y pe3ynbratax poboTH rete-
THKIB MOXYTh OYTHU 3aIliKaBJIeHI 0araTo CoOLiaJbHUX
CITyK0, SIKI BUPIIIYIOTh ITUTAHHS MPATCBIIAIITYBAHHSI,
CTpaxyBaHHsI )KUTTSI, 3/JOPOB’s, MaifHa.

JIronu MOXyTb MO-pi3HOMY IPAIIOBATH 13 3pa3Ka-
MH OioMaTepiaiy: OpaTH iX, BUBYATH, TEXHOJIOTIUHO
TparchopMyBaTH, NiepeaBaTH iHIIUM ocobam (Io-
CIITHUKaM, JikapsMm abo e KOMYCh), BBOJIHTH B
OpraHi3M pPELMITIEHTA 3pa3KH, 1110 MICTITh T€HETUY-
Hy iHpopmanito. OTpruMaHy iHGOpPMAIliIO MOXKHA BU-
KOPHCTOBYBATH MO-PI3HOMY: 30€piratu, nepeaaBartH,
MTOIIUPIOBATH, 3HHUINYBAaTH. I Bce e — iHGOpMAIIis
FeHEeTUYHA, JI0 SKOI MPHUUETHI ¥ Tl JIFOAH, SIKI € JOCTi-
JOKYBAaHUMU, TMAI[lEHTaAMU, YWICHAMH 1X ciMeit 1 T. iH.
ITpu 11bOMY €THKA FeHETUKH MA€ OJHY BiIMIHHICTb BiJT
0araTboX IHIIUX PO3JALTIB OIOMEINYHOI €TUKU — IIe
Te, IO HE TIIbKU caM JIOCHIAKYBaHUM, alie 1 oro
MpsIMi HAIAIKU B KUTHKOX TOKOJIHHSX MOXYTh BH-
SIBUTUCS 00’€KTaMM JIii 3MIHEHOI reHeTHYHOI 1HpOP-
Martii.

OCHOBHI €TUYHI MPUHIUIIK MEIUYHOI TeHETUKH
chopmynboBano B qokymeHTi BOO3 «PexomeHnoBa-
HE MDKHApOJIHE KEPIBHHUIITBO 3 €THYHUX MPOOIIEM Y
MEIUYHINA TEHETHUIll Ta MEIUKO-TEHETUUHIN CITyKO01»,
Ikl OyI10 puitHATO Ha Hapaai BOO3 «Etuysi noci-
JOKEHHST B MeuuHii reHetui» (15-16 rpyaas 1997 p.,

Kenera). Y IbOMY JIOKYMEHTI BUKJIAJICHO SIK 3arajibHi
€TUYHI MPUHIUIH JAisTbHOCTI TEHETUYHOI CITy)0u, TaK
1 IPUHIINIY OAO0 OKPEMHUX HATIPSIMIB MEAMYHOI reHe-
THKH: TEHETUYHOTO KOHCYJIbTYBAHHS, T€HETUIHOTO
CKPHUHIHTY, MPECUMIITOMATHYHOI'O TECTYBAaHHS 1 TECTY-
BaHHSI HA CXUJIBHICTD JI0 3aXBOPIOBAHb, IIPeHATAIBLHOL
JiarHoctuku, podortu 6ankis JIHK Ta iH.

Jlo MeauyHOi TeHeTUKN MOKHa 3aCTOCYBaTH 3a-
rajbHi €TUYHI MPUHIIAINA METUIUHU:

1. BusnanHs aBTOHOMIi ocobu (personal auto-
nomy), TOOTO MPABO JIFOJAMHM CaMiil BUPIIIYBATH 3a
ceOe BCl MUTAHHSA, SIKI CTOCYIOTBCS il COMHU, TICUXIKH,
EMOIIIITHOTO CTaTyCy.

2. CripaBenIuBICTb (justice), iIka O3HaYa€ OJHAKO-
BHI{ JTIOCTYI YCIX JIFOAEN 0 HEOOXiAHUX CYCHUTbHUX
6mar. Ile cToCcyeTbCs 1 METUITMHU, 1 OXOPOHH 310PO-
B’sl, 1 TEXHOJIOTIH, SIKIIO 1I¢ POOUTHCS HA KOJCKTHUBHI
KOIITH CYCMIJILCTBA, TOOTO CIPaBEUIUBICTh — i€ Tpa-
BO IUIATHHKA [TOIATKIB HA OJHAKOBY a00 3piBHSHY Ua-
CTKY HEOOXITHMX ISl HOPMAIBHOTO JKUTTS KOUITIB 13
CycHiIbHUX (DOH/IIB.

3. TimmokpaTiBChKe «HE 3aIIKONIb», SKE O3HAYae,
[0 €THYHO 3aCTOCOBYBATHU JI0 SIKOI-HEOYIbh 0COOHM
TUIBKH Ti [ii, sIKI HE 3aII0IIF0Th il IIKOIHU.

4. YV cydacHiil 610eTHIIl TiMMOKPATIBChbKE «HE 3a-
LIKO/b» PO3IIUPIOETHCA [10: «HE TUIbKH HE 3alIKOAb,
aje i ctBopu Gmaro». Ilepiie mo3HavYaeTbes AK non-
malficience (HeCIpUUYNHCHHS IIKOAM), IPyre —
beneficience (0naromistHHs).

L{i YOoTHpHU MPUHIUIHU € NEHTPAITHLHUMH Ha BCIX
piBHsAX OioeTHkH, y BCiX ii po3ainax i acmekTax.

3yNMHUMOCS Ha IESKUX HAWBaXKIMBIIINX IpoOIte-
Max, SIKi MOKYTh BUHUKATH MPU PI3HUX BUAAX JlisTb-
HOCTI JTIKaps-TeHeTHKA.

YV MeauuHii TeHeTHUIl eJIEeMEHTOM € MEIUKO-TeHe-
TUYHE KOHCYJIbTYyBaHHA. JlO MOpanbHUX 1 €TUYHUX
npo0OJeM, siKi BUHUKAIOTh MIPH MEIUKO-TEeHETUIHOMY
KOHCYJIbTYBaHHI, HAJIOKUTh BTPYYaHHS B TAEMHUIIIO
cim’i. ITpu 300pi reHeasorivHOro aHaMHe3y 3’SICOBY-
IOThCSl OAraTo MUTaHb, SIKI € CIMEHHOI0 TAEMHUIICIO
(HAsSIBHICTh Y WIEHIB CIM’1 CIIaJKOBHMX 3aXBOPIOBAHb,
pO3YMOBOI BiICTAJIOCTI, BaJ, PO3BUTKY, KUIBKICTH 1
pe3yJIbTaTH BaTiTHOCTEH, OJIM3BbKOCIIOPITHEH] TUTIOOU
i T. iH.). OGroBOpeHHs TaKKX MPOOJIEM BUMArae Tak-
Ty 1 KoH(pineHiiHocTi. [ToBaXkaHHsT XBOpUX 1 ciMeH,
10 3BEPHYJIHCS 32 KOHCYJIBTAIIEIO, IXHBOT TyMKH —
BaXKJIUBI MPUHIUITN MEAUKO-TEHETUYHOTO KOHCYJIBTY-
BaHHs1. HeoOXiHe HalaHHS MMOBHOI 1 TOYHOI MEIMKO-
TeHeTHYHOI iH(pOpPMAILlii THM, XTO KOHCYJIBTY€EThHCS, B
MpocTiit 1 3po3yminiit popmi. Ane iHdopmatiro cim’i
Ta OKpEeMUM ii ujieHaM CIIij] JaBaTH B 00Cs31, SIKUK 1X
IIKaBUTb. SIKIO CIM’S PO IIOCh HE TUTAE, TO TaKa
iHpopMalis Oyne 11 Hel 3aiiBOIO 1 MOXe MPU3BECTH
JI0 HebaxkaHUX YCKJIaJAHEeHb. Jl0 TaAKUX CKIIAJIHUX ITHU-
TaHb HaleXKaTh: «Uu € xBopoOa JeTanbHOI0, «XTO
BUHHUI?, «XTO € HOCieEM MyTalii?». Jlikap-reHeTuk
IMOBUMHEH 3HATH BiAMOBIII HA BCl MUTAHHS, ajie HE CITiJT
JTaBaTH XBOPOMY Ti€l iHopMallii, IKy BiH He XoUe 3Ha-
TH. HeoOXimHuii 3aXUCT MEIUYHOI TAEMHHII, 1110 CTO-
CYEThCS XBOPUX 11X CiMei, BiJl TOCsATaHb Ha HEl 3 60Ky
po06OTO/IaBIIIB, CTPAXOBUKIB 200 MIKOJU. Y JOKYMEHTI
BOO3 nponoHyeTbcs BUKOPUCTOBYBATU IPU KOH-
CyJIbTYBaHHI HEUPEKTUBHUM MiJXiJl, 32 BUHATKOM
THX BHIIQJKIB, KOJIM MOJXJIMBE JIIKYBaHHS 3aXBOPIO-
BaHHS.
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TuM, XTO KOHCYJIBTYETHCS, MOXe OYTH 3aIpoIo-
HOBaHe r'eHeTHYHe TecTyBaHHs. [1i1 TeCTyBaHHSAM po-
3yMIIOTh BUBUCHHSI MIEBHUX T€HETUYHHX OCOOJIMBOC-
Tell o qHU. 3a3BUYaii HIeThCs PO TECTyBaHHS 1HAU-
Bija, a He momysnii. Komu ) o0CTeXXyroThCs Momy-
71l 60 SKiCh KOHTHMHICHTH JIFOJICH Ha HASIBHICTh Y
HUX 1 YACTOTY PO3MOBCIOIKEHHS IKUXOCh TEHETUYHUX
0COOIMBOCTEN, TO Il€ YacCTillle MO3HAYAEThCSA K
CKPUHIHT — TPOCIFOBaHHS MOIMYJIALIi HA TIEBHI O3Ha-
ku. Bcl Taki nmpoiieaypu mos’si3aHi 3 B3aEMOJIIEIO JTIO-
Jieid, OTKe, TOTpeOYIOTh €TUYHOI periamenTarii. [1Ipo
1Ile 0COOJIMBO TOCTPO HaeThCsl B KpaiHax, Ae jao0pe
HaJIAro/PKEHO OpraHi3alliiiHi Ta IOpUIUYHI CUCTEMH.

I'eHeTHUHMIT CKPUHIHT 200 TECTYBaHHS TIOBUHHI
OyTH a0CONIOTHO TOOPOBUTLHUMU, KPiM OE3KOIITOBHO-
IO CKPUHIHTY HOBOHAPOJ/KEHUX Ha JIESIK] CITaTKOBI XBO-
poOu OOMiHY peHYOBHUH, KOJIM paHHS JiarHOCTHKA 1 JIKY-
BaHHS JI03BOJISIFOTH 3aTI00II TH PO3BHUTKY 3aXBOPIOBAHHSL.

Bci Buaym mpouenyp MOBUHHI 3A1HCHIOBATHCS 3
iHpopmoBaHoi 3roau moauuu. I1ix iHpopMoBaHOIO
3rOJ0I0 PO3YMIIOTH, IO 0CO0A BCTYNA€ B KOHTAKT 3
TEHETHKOM, JIIKapeM a0 1HIIUM JOCITITHUKOM 1:[06p0—
BUTBHO, TIPH IIbOMY MpodecioHan 30008’ 13aHni 3a0e3-
MIEYUTH i1 B JOCTYMHIN (opmi aieKkBaTHOW iHpopma-
uieto. s indpopmaris moBuHHA OyTH JOCTATHBOIO,
100 JOMOMOTITH JIIOJMHI yXBAJIUTH CaMOCTIiiiHE
pIIICHHS] — HAa 1110 BOHA 3roJiHA MMITH (Ha SIKI mpolie-
JlypHY), a Ha 110 — Hi.

Kondinenuiitnicts iHpopmarliii — ojHe 3 HalBaX-
JUBIIIKMX MPAaBUI OyIb-SIKOTO TEHETHYHOTO JTOCIHi-
JokeHHs. Lle mpaBuiIo mpoxoauTh Yepe3 BCi JTOKYMEH-
TH 3 010eTUYHOI peryiaMeHTallil MEeIUYHOI TisTbHOCTI.
3rigHO 3 MM MPABUIIOM, iHGOPMAIIiSt TPO TeHETUYHIHA
CTATYC JIFOJIMHA MOKe OYTH MOBITOMIICHA TUTBKY 1H, i
omikyHaMm a0o IHIIMM JIeTaIbHUM TPEJCTaBHUKAM 1
JikapsM, sKi i nikyrots. HegomyctuMa nepenada mpo-
(becionanoMm sikoi-HeOynb iHpopMarlii 6e3 caHkIii Tec-
TOBAHOTO 200 HOro 3aKOHHUX OMIKYHIB TPETii CTOPOHI
(opranam OCBiTH, MpalleBIAINTYBAHHS, CTPaxXyBaHHS,
COLIAJILHUM CITy>KOaM TOIIO), OCKUTBKH 1€ MOXKE CITPH-
YMHWUTU JTUCKPUMIHAIIIFO TAKOi OCOOM Ha MiICTaBi Bi/l0-
MOCTEN Npo ii TEeHETUYHUI CTATYC.

Indopmariiina 3roja i koH}IASHIIIHICTE € 0cO0-
JUBO BAXJIMBUMU IPU MPECUMITOMATUYHOMY TECTY-
BaHHI, TOOTO BUSBIIEHH] 3J0POBUX JIFOJIEH, SIKI yCIa/I-
KYBaJIM T€H 3aXBOPIOBAHHS 3 MI3HBOIO MaHi(ecTalliero
(xopest ['eHTIHITOHA Ta 1H.), & TAKOX TECTyBaHHI Ha
CXWIIBHICTD 10 MYJbTU(AKTOPIATbHUX 3aXBOPIOBAHb
(BUSIBIIEHHS TeHIB CXWJILHOCTI HE O3HAYAE, 1110 JIFO/U-
Ha 000B’SI3KOBO 3aXBOPIE).

BaxnuBi eTu4HI TA MOpaJIbHI MUTAHHS BUHUKAIOTh
MIPU IPEHATANbHIA AIarHOCTULI, SIKa TOBUHHA OyTH
JIOCTYITHA BCIM, XTO ii moTpebye. ko BoHa pexo-
MEHIOBAaHA 34 MEAUYHAMH MOKa3aHHAMM, TO il CITiL
MPOBOAUTHU HE3AJIEKHO BiJl TOTO, SIK CIM’SI CTABUTHCS
o abopriB. Taka nmpeHatajabHa JIaTHOCTUKA MOXE
MIATOTYBATH JIESIKI CIM’T 10 HAPODKEHHSI XBOPOi Ju-
TiHY. [IpeHaTaibHiil A1arHOCTUILI MOBUHHE TEepeay-
BATH ME/IMKO-TEHETHIHE KOHCYIbTYBAHHS. Jlikap mo-
BUHCH PO3’SICHUTH CIM'T BCl Pe3yJIbTaTH IIPEHATAIbHOL
JUATHOCTHKH. SIK IIOBOJUTHUCS Y Pa3i BUSBICHHS TSDK-
KOi CIaJIKOBOI MATOJIOTI] Y IJI0/1a, ITOBUHHA BUPIIIY-
BATH CiM’sl, a He Jiikap. BaxuiMBe nuTaHHs, 110 BUHU-
Ka€ MpU MpeHaTAIbHIA JIarHOCTHUL, — NepephBaH-
Hs BariTHOCTI. 3HAa4HI BIJIMIHHOCTI B TyMKaX MEJIUKIB,
MAIEHTIB, CYCIUILCTBA B PI3HUX KYJIbTypax CIIOCTe-
piraroTbcsl B MUTAHHI PO MEPEPUBAHHS BATITHOCTI,
30KpeMa BariTHOCTI HEBUJIIKOBHO XBOPUM ILIOJIOM.
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IMpencraBHUKY O/IHIET KpailHBOI TOUKHM 30pYy BBaXka-
I0Th, 1110 IITYYHE IMEPEPUBAHHS BAriTHOCTI HABITh Ha
mificTaBl O€3HaAIMHOrO MPOTHO3Y IS IJ10/1a HEMpH-
nycTuMo. [IpeacTaBHUKH 1HIIOI KpalHBOI TOUKHU 30Dy
BBaXAIOTh, 1110 B O€3HAIIIHINM CUTYallii He CITiJT ITOKIIa-
JATH Ha KIHKY, 11 CIM’10, CYCIIUJILCTBO MOpPaIbHHIA 1
MaTepialbHUN TATap 3 YTPUMaHHS 0 MPUPOAHOT KOH-
YIHU HEBUIIKOBHO YPa)kKeHOTO iHAMBIIA.

Etnuni npo6yieMu noTpeOyroTh 3BaKEHOTO T/IX0-
Jly 1 PU €TIOIOTIYHOMY JIIKYBaHHI CIaJKOBHX 1 BpO-
JOKEHUX XBOPOO 3a JOMOMOTIOI0 I'eHOoTeparii, To0To
HUIAXOM IITYYHOTO Te€HHO-IH)XXEHEPHOI'O 3aMillleHHS
MOIIKO/DKEHUX TeHETUYHUX CTPYKTYP HOPMaJbHUMHU
JIOHOPCHKUMHU a00 CUHTE30BAHUMH B JJabopaTopil in
vitro. He3Baxxatouu Ha Te, 110 BCI MPOIIEAYPH TeHOTe-
parii CyBOpO MiNOPSIKOBYIOTECS 3arajibHOIPHUITHS-
THUM TIpaBUJIaM O€3IeKH MIPU MPOBEJCHHI TeHHO-1HXKe-
HEpHUX poOIT, BBEJICHHS I'eHHUX KOHCTPYKIIIH B
OPTraHi3M JIFOIMHU MPeJ’ IBIISE JO MUTAHb TEHETUYHOI
Oe3nexu miaBuiieHi BUMoru. OcobuBe 3HaUCHHS Ma€e
THII KJIITHH, SIKI CITy’)KaTh 00’ €KTOM TeHoTepartii. Byb-
sIKe BBEJICHHS B KIIITUHHU JIFOJMHA TeHETUYHOT'O MaTe-
piay Moke MaTH HeTaTHUBHI HACIIIKY, ITOB’sI3aHi 3 He-
KOHTPOJIbOBAHUM BOYIOBYBAaHHSM iX B Ti 4M iHIII
JUISIHKE TCHOMY, IO MOXE IPU3BECTH /0 TIOPYIICH-
Hst QyHKIIT reniB. TIpore HeraTHBHI HACIIIKH ICHO-
Teparii COMaTHIHUX 1 CTATeBHX KIITHH HeHOplBHHHHl
3a cBOIM MacmTaboM. Y IepuioMy BUNAAKY HIeThCs
PO JOJII0 OJTHOTO TSDKKOXBOPOTO 1HJIMBIA, 1 PU3UK,
CIIPUYMHEHUH JIIKYBATLHUMH TIPOIICyPAMH, 3a3BU-
yail HWKYe, HIXK PU3UK CMEPTi BiJ] IEpBUHHOTO 3a-
XxBoproBaHHA. KpiM Toro, CTymiHb T€HETHYHOTO pH-
3UKY IIpU FeHOTepaIlii COMAaTUYHUX KIITUH 3HIKYETh-
sl IPU BUKOPHUCTAHHI TeHETUYHUX KOHCTPYKIIIH, He-
3IaTHUX JI0 BOYZOBYBaHHS B T€HOM KIIiTHHU-PEIIUITi-
€eHTa. BonHOuac npu BHECEHHI F€éHETUYHUX KOHCT-
PYKLi y cTaTeBl KIITHHA BUHUKA€E MOXJIMBICTh BHeE-
CEeHHs HeOa)KaHUX 3MIH Y TeHOM MaiiOyTHIX ITOKOJIiHb.
Y MiKHapOIHUX JJOKYMeHTax BcecBiTHROT opraHizarii
oxoponu 3g0poB’ss, KOHECKO, Pagun €Bponu Bu-
3HAETHCS €TUYHO JOIYCTHUMOIO TUIBKU I€HOTEpais
COMATHYHUX KJIITHH.

OCTaHHIMH pOKaMHU CEPHO3HI €TUYHI MpOoOIeMH
00roBOpIOBAIMCA B 3B’SI3KY 13 3A1MCHEHHSM Iporpa-
MH «['€HOM JIFOJJHI», & TAKOX 13 pO3POOKOI0 HOBHX
TeHETHYHUX TEXHOJIOTIH — TaKUX SK KJIOHYBaHHS,
poborta i3 cTOBOypOBUMH KIIITHHAMHM TOIIO.

OCHOBOITOJIOKHUM JOKYMEHTOM Y cepi 3aXUcTy
npaB i cBOOO TPOMAIsH Yy 3B’ 3Ky 3 HOBUMH JIOCST-
HEHHSIMU F€HETHUKH 1 6i0TexHoJIorl € «3arajibpHa JeK-
Japanis mpo TeHOM JIIOAMHU 1 MpOo MpaBa JIIOIUHIY,
npuiiHara Ha 29-i cecii ['eHepanbHOT KOH(pepeHLii
FOHECKO 11 nucronana 1997 p. Bona crana mnep-
IIMM 3araJIbHAM IIPaBOBUM aKTOM Yy cdepi Oionorii,
[0 TapaHTye TOTPUMAHHS MPAaB 1 OCHOBHUX CBOOO/ 1
BpaxoBy€e HEOOXiIHICTh 3a0e3neueHHs: cBOOoaM N0-
chimxenb. CBoOo/ma MpOBENEeHHS] HAYKOBUX HOCITI-
JOKEHb € CKIIaJI0BOIO YACTUHOKO CBOOOIN AyMKHU. MeTa
MPUKJIAIHNUX JOCTI/PKEHb TEHOMY JIIOJUHH — 3MEH-
HIEHHS! CTPaXXIaHb JIIOJACH 1 MOJIMIIEHHS CTaHy 3110-
POB’sl KOXKHOI JIFOJIMHU 11 ychoro JtojicTBa. Llumu mpo-
Oyiemamu 3aiimaetbest 1 Paja €Bponu, sika npuitHsa
4 xBiTHA 1997 p. «KoHBEHIIO PO 3aXUCT MpaB 1
TITHOCTI JTIOJIUHU Y 3B’SI3KY 13 3aCTOCYBAHHSIMHU JIOCST -
HeHb Oionorii 1 MemuMHM» abo il KOpoTKa Ha3Ba —
«KoHBeHIIis PO MpaBa JIFOJUHU 1 O10METUITTHY .

VY oKkyMeHTaXx MiIKPECITIOETHCS, IO TEHOM JIIO/IH-
HU € 010JIOTIYHOI0 OCHOBOIO CIIJIBHOTHU JIOAEH HA



3emuti. HaykoBi mociiykeHHSI TEHOMY JIIOJIMHU T10-

BHHHI TTPOBOJUTHUCS IICIsT PETEIIbHOT MOMEPETHBOT

OIIHKY TMOB’SI3aHUX 3 HUMHU MOTEHIIIHHUX Hebe3ex 1
nepeBar. OCHOBOIO OLIIHKU OYAb-IKOTO JAOCIIIKEHHS
a00 GI0TEXHOJIOTIYHOT'O METO/Iy MA€ CTaTH IIPEBaITIO-
BaHHS IHTEpECIB 1 OJIATOMONYYYs] OKPEMOT JIFOIMHU
HaJI iHTepecaMH CYCITIIbCTBA 1 HAYKH.

KOHTPOJILHI ITUTAHHS
JIO PO3JILTY 11

1. MenuyHi Ta COIiaJIbHI ACIIEKTH CIIaIKOBOI 1 BPO-
JDKEHOI IMaToJIori.

2. 3arajJbHOIOIYJIAINHAN TeHETUUHUNA PU3UK.

3. OCHOBHI HanpsSIMU IEPBUHHOI MPOQITaKTHKU
CIaJIKOBOI MATOJIOTII.

4. Meta i 3aco0M TE€HETHYHOTO MOHITOPHHTY TI0O-
TTYJISIIIA.

5. Oprasizaitiss MeOUKO-TeHETUYHOI CITYKO0U B VK-
paiHi.

6. MenuKko-reHeTUYHe KOHCYJIbTYBaHHS: METa, 3aB-
JaHHS, BUAY, etand. [loka3aHHs 10 MEAUKO-TeHETHY-
HOT'O KOHCYJIbTYyBaHHS.

7. TpekoHuemnuitHa mpodiTakTHKA CIaJKOBUX
3axBoproBaHb i BBP.

8. Bropunna npodinakruka. Knacudikamis me-
TOJIIB IMPEHATAJIBHOI IarHOCTUKH.

9. HeiHBa3uBHI METOJU: CHPOBATKOBI MapKepH,
V3. [IpenatanbHuii CKPUHIHT. MOXITUBOCTI BUKOPU-
CTaHHS KJIITHH IUI0/Ia, IUPKYJIIOIOYUX Y KPOBI MaTepi.

10. IuBa3uBHI METOIH.

11. liarHoCcTHKA CITaJIKOBUX 3aXBOPIOBAHb Yy CUC-
TeMi Cy4aCHUX PEMpPOAYKTUBHUX TEXHOJIOTIM.

12. o Take detosorist? MoKIMBOCTI TpeHATAITb-
HOTO JIIKyBaHHS CIIaJIKOBUX 3aXBOPIOBAHb 1 BaJ po3-
BUTKY.

13. IIlo Take MacoBUii CKPUHIHT HOBOHAPOXKE-
Hux?

14. [TliarHOCTHKA T€TepO3UTOTHOT'O HOCIHCTBA pe-
[IECUBHUX I'€HIB MOHOTEHHHUX CIAJKOBUX 3aXBOPIO-
BaHb. BU3HAUCHHS T€HETHYHOI CXMIIBHOCTI 1O MYJIb-
TH(PAKTOPIAIBHUX 3aXBOPIOBAHb.

15. TIpobmeMu OTpUMaHHS TEHETHYHOTO ITACIIOp-
Ta JIIOJIMHH.

16. ETnuHi, MopanbHi Ta IpaBoBi mpobiaeMu B Me-
JIUYHIA TeHEeTHIl.

KoHTpoabHO-HABYAILHI MUTAHHS

3asoanns 1

OO0epiTh OAHY BiIIOBIIb.

1. OauH i3 METOIB MPEeKOHLENIHHOT npodiiax-
THKU — MIPU3HAYEHHS BAriTHUM (OJIIEBOT KUCIIOTU 32
2-3 Mic 0 INTAHOBAHOI BAariTHOCTI 1 3 MIC ITCIIA Ha-
cTaHHs BariTHOCTI. [IpuU3HAYEHHS BITAMIHY 3HIKYE
pU3uK:

A. Ban cepus

B. Bag HepBOBOi TpyOKH

C. ®eHinKeTOHYPIl

D. BpopkeHoro rinotTupeosy

E. Cunnpomy JlayHa

2. 'V KOXHIl CIM'T iCHye PU3NK MEPTBOHAPO/KEH-
HSl, HAPOJDKCHHSI INTUHY 13 CIIAIKOBUMH 3aXBOPIOBaH-
HSIMH 1 'BPOUKCHUMHU BaJ[aMi PO3BHTKY (3arampHoIIO-
NyJSIIHHAN reHeTHaHuii pusuk). i 310poBuX
0aThKIB B OITHMAIILHOMY JITOPOJHOMY Billi BiH OIli-
HIOETHCS B:

2%
5%

Yo
5%
o 20 %

A 12
B.2,
C.3
D.5
E.

3. IlpeHaTalbHO 3a JAOTIOMOTOI0 MeTOHiB Y3/]
MOJKHa JIarHOCTYBATH BCE, KPIM:

A. Anenuedaii

B. dedexTiB nepeHbOi 4epeBHOI CTIHKH

C. IMomnikicTo3y HUPOK

D. Axonnpomnmna3ii

E. T'anakTozemii

4. Ha3BiTh HalleeKTUBHIIII METOIU IPEHATAIb-
HOTO CKPUHIHTY JIe(peKTiB HEPBOBOI TPYOKH:

A. XopiolieHTe3 3 TOAANIBIINM KaPIOTUITYBaHHSIM

B. ITnauenrouenres 3 nmogansimon JHK-miarao-
CTHKOIO

C. Buznauenns A®II y cupoBaTLi KpoBi BaritHoi
Ta yJIbTPa3ByKOBA JiarHOCTUKA

D. AMHioneHTe3 3 mogaibiiuM BuzHaueHHIM A DI

E. V31

5. IIpeHaTanbHO 3a JOMOMOT'OX0 MOJIEKYISIPHO-Te-
HETUYHUX METO/IIB JOLIJIBHO J1arHOCTYBATH BCl 3a-
XBOPIOBAHHS, 324 BUHSITKOM:

A. MyKoBicIII103y

B. ®eninkeronypii

C. Axonaporuiasii

D. T'emodimii

E. M’s30B0i1 nuctpodii dromenna

6. Xopiomnenre3 3 noxanbinoo JJHK-miarnoctu-
KOI0 — 1I¢ OCHOBHHI METO]] IPeHATaJIbHOI JiarHOC-
TUKH B TIEPIIOMY TPUMECTPI BariTHOCTI:

A. Cungpomy HayHa

B. Cunnpomy lepemescrkoro — Tepuepa

C. JedexTiB 3aKpUTTSI HEPBOBOI TPyOKH

D. Axonaporurasii

E. Mykogiciunosy

7. BariTHa xiHka 40 pokiB Ma€e B aHaMHe3i 3 3110-
poBux giteil. TepMmiH BariTHOCTI 7 THXK. SIKa TakTHKa
JIKaps BIIHOCHO BUOOPY METO/y IIPEHATAIBHOI JTiar-
HOCTHKH?

A. XopioteHre3 (0ioricis XOpioHa) 3 MOAANBIINM
KaplOTUITyBaHHSAM

B. AMHIiOIIEHTE3 3 TOIANTBIIIUM KaPIOTUITYBaAHHSIM

C. IIpoBeneHHS yIbTPa3ByKOBOTO OOCTEXKCHHS

D. BusnauenHs anbga-heTonporeiny B CHpOBaTII
KpPOBi

E. T1poBeneHHs yabTPa3ByKOBOTO OOCTEKEHHS Ta
BU3HAuUCHHsI alibda-peTonpoTeiny

8. HaiiedheKTUBHIIIUM METOAOM NMPEHATAIbHOI
JIarHOCTHKH BPODKEHUX BaJl OTIOPHO-PYXOBOI CUCTe-
MU €:

A. YIbTpa3ByKOBe JOCIIIHKEHHS

B. Busnauenns APDII y CI/IpOBaTHI KpPOBI BariTHOi

C. Yibrpa3BykoBe nociipkeHHs 1 BusHaueHHst ADIT

D. AMmHioneHTE3

E. Xopionenres

9. SIxuil cupoOBaTKOBUI MapKep BUKOPUCTOBYETh-
csl ISl TIpEeHATAIbHOI JIaTHOCTHKYU B TIEPIIOMY TPH-
MeCTp1 BariTHOCT?

A. PAPP-A
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B. ADII
C.XIT

D. HE

E. Inri6big A

10. BaritHa — xinka 22 pokis. [lepia BariTHICTBh
B TepMiHi 12 Tuxk. [Ipu Y3]1 BusiBiieHO 301IbIICHHS
TOBUIMHU KOMIpLEBOTO MPOCTOPY. Y CUPOBATI KPOB1
BariTHOI 3HIKeHa KoHueHTpaiis PAPP-A i ninBuiie-
Ha koHueHTparis B-XI'T. Lle cumnromu:

A. Bax HepBOBOI TpyOKH y TUIO1a

B. Cungpomy JlayHa y ioma

C. PenyxiiiiiHOI BaiK KiHIIIBKY Yy IUIOAa

D. Axonapomnasii y nmiaona

E. ®epmenTonarii y miona

11. BaritHa — xinka 22 pokis. [lepia BariTHICTh
B TepMini 12 Twxk. [Tpu Y3/l BusiBieHO 301IbIICHHS
TOBUIMHU KOMIpLIEBOTO MPOCTOPY. Y CUPOBATI KPOB1
BariTHOI 3HIDKeHa KoHleHTpalis PAPP-A i ninBuiie-
Ha koHueHTpaiis B-XI'T. SIka TakTHKa JiKaps 10710
BHOOPY METOMIB MMPEHATAIBHOI MIarHOCTUKN?

A. Heramsue Y3/ miona

B. V31, Busnauenns A®DII i XI'T y kpoBi Matepi
B TepMiHi 15-30 Tmx

C. IHBa3MBHI 3 NOJAJIBIINM KaPIOTUITyBAHHIM

D. InBa3uBHi MeToau 3 nogansiior JJHK-niaruo-
CTUKOIO

E. AMHiornieHTe3 i Bu3HaueHHs1 KoHieHTparii ADIT
B aMHIOTHYHIN pinHI

3asoanns 2

12. MacoBuii 0i0XiMIYHUI CKPHUHIHT Tiependayvae:

A. OOGcTexxeHHS iTel 3 yCTaHOB I TUX, XTO T10-
raHo 6a4uThb

B. ocmimkeHHs KpOoBi 200 cevi HOBOHAPOHKEHIX
Ha BMICT TJIIKO3aMiHOTJIIKaHiB (MYKOIOJICAXapH/IiB)

C. O6cTexeHHs] HOBOHAPO/KEHNX 3 METOIO BUSIB-
JeHHs NeBHUX popM cnaakoBoi martoJsorii B go-
KJIIHIYHIA cTamil.

D. O6crexenns aitell i3 CyIOMHUM CHHAPOMOM,
BIZICTABaHHSIM Y IICHXOMOTOPHOMY PO3BHTKY, I1apa-
TUIETI€r0

E. OGcrexeHHs miTeil 3 BiiIcTABaHHIM y TICHXOMO-
TOPHOMY PO3BUTKY, TeMaTOCIJICHOMETATII€l0, HeTlepe-
HOCHMICTIO Xap4YOBHX MPOIYKTIB

13. MacoBuii 0i0XiMIYHHUI CKPUHIHT AOIIITBHO
MPOBOAUTH IIPH BCIX 3aXBOPIOBAHHSIX, 3d BUHITKOM:

A. deHukeToHypil

B. Tlasnaxto3zemii

C. BpopkeHoro rinoTupeosy

D. Mykomnoiticaxapumo3y

E. AapeHOTeHITATbHOTO CUHIPOMY

14. Konu mpoBOIUTBCS B3STTS KPOBI Y HOBOHA-
PODKEHOTO ISl TPOCIBAIOYO] JIIarHOCTUKU (PeHiTKe-
TOHYPIi?

A. B npotieci noJioriB (IIynoBUHHA KPOB)

B. 3-t9-5-Tta noda xurrs

C. 15-20-Ta moba XuTTd

D. 1 mic

E. 2-3 mic

151 HaBeeHUX y TAOMMILII KIIHIYHUX CUTYaLil
BUOEPITH ONTUMAJIBHY TAKTUKY IPEHATAIBHOI JiarHOCTUKU

Kuminiuni curyarii

MCTOJII/I npeHaTaano'l' Z[iaFHOCTI/IKI/I

noxkaris 21-i xpomocomu Ha 13. TakTuka mikaps

JIYiB TICPIIIOTO CTYICHS CITOPITHEHOCTI

KapioTUIIOM

X-xpoMocoMHu

posurotamu 3a myraiieo R408W

JKEHHI CIaIKOBOIO IATOJIOTIEIO.
7. 39-piuHa xiHKa Ha 15-My THXXHI BariTHOCTI
8. 39-piuHa *iHKa Ha §-MY TM)KHI BariTHOCTI

1. Ha npwmifomi y Jlikapsi-TeHETUKA BariTHA JXiHKa 28 POKiB.
BaritHicTs Apyra B TepMiHi 6 ThX. Bix repiroi BaritHocTi Ha-
poauacs 1ouka 3 TpaHCIOKaIiiHHOIO Gopmoto cuaapomy Jay-
Ha. Y YOJIOBIKa XIHKU 30aJJaHCOBaHA POOEPTCOHIBCHKA TPAHC-

2. Baritna 22 pokiB. Tepmin BariTHocTi 12 Tuxk. Y pogoBoi
BUIIAIKU HAPOJDKEHHSI JiTel 3 BalaMi HEPBOBOI TPYOKH y po-

3. 26-piyHa XiHKa, B aHaAMHE31 B KOI HAPOJKCHHS TUTHHH
3 MHOXXMHHUMHU BPOJDKECHUMU BaJlaMHU PO3BUTKY 1 HOPMaJIbHUM

4. BaritHa — xiHka 29 pokiB. BariTHICTb TpeTs B TepMiHi

8 Tik. Bij mepioi BariTHOCTI HAPOJUBCS CHH 3 CHHIPOMOM
(dpariteHOT X-XpOMOCOMHU, Ipyra 3aKiHIUIIACS METUYHUM a00P
TOM. Y PIHOI CeCTpH IBOE CUHIB 13 CHHAPOMOM (pariabHOl

5. BaritHa — xiHka 28 pokiB. BariTHicTh 1pyra B TepMiHi
8 Trok. Bij mepioi BariTHOCTI HAPOJAMBCS CHH 3 (PEHUIKETOH-
ypiero. Honosiky xiHku 28 pokis. [Toapysxoks 310poBe i € reTe-

6. BaritHa — xinka 23 pokiB. BariTHicTh nepia B TepMiHi
6 Tiwk. YoIOBIK *XIHKHU 310pOBUH, 25 pokiB. PomoBig He 00Ts-

A. TlpeHaTalbHUI CKPUHIHT y TEPMiHi
10-14 1 15-20 Tmx

B. [penaTanpHMil CKPUHIHT y TEPMiHI
10-14 Tk (BU3HAYEHHS TOBIIUHU KOMIp-
LIEBOT'O MIPOCTOPY, Bidyai3allis KiCTOUKU
HOcCa, BU3Ha4YeHHs KoHUeHTpauii PAPP-A
i B-XI'T), po3paxyHOK IHIUBITyaTbHOTO
TCHETUIHOTO PU3HKY, ITPHU HEOOXITHOCTI
— pillleHHs] TUTAHHS [P0 1HBa3WBHY
MPEHATAIIbHY JIaTHOCTHKY

C. Biorcis BopcrH XOpioHa 3 MOJab-
[IUM [UTOT€HETHYHUM JTOCITIKEHHSIM

D. Herampre Y3/ mioga

E. Y Tepmini 15-20 Tux BU3HAYCHHS
A®DII y cupoBarui kpoBi BariTHOT 1 Y3/
mIoaa

F. InBa3uBHa miarHocTHKa (OioIICis BOP-
CHH XOpioHa, a0 aMHiolLeHTe3, abo IuIa-
LEHTOLIEHTe3, a00 KOP/AOLIeHTe3) 13 To-
JIQJIBIIUM MOJICKYJISIPHO-T€HETUIHUM
JOCTIKEHHSIM

G. IgBa3uBHA miarHOCTHKA (aMHIOIICH-
Te3, MIAIIEHTOLEHTE3, KOPIOLEHTE3) 13
[MOJAJIBIINM LIUTOT€HETUYHUM [OCII-
JDKEHHSIM
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3aeoanns 3
Jliist KOKHOT 3 HaBEACHUX B TAOJIUIl TCHETUYHUX CHUTYaIli
00epITh MOXJIUBI KJTIHIYHI HACIIIKU

I'eneTnuHi cutyauii KitiniuHI HacTiIKK
1. Bik marepi 39 pokiB A. TligBuIIeHUH PU3UK HAPOIKEHHS AUTHHU 3 aBTOCOM-
2. Bik 6atbpka 45 pokiB HO-PELECUBHUM 3aXBOPIOBAHHAM
3.V oaHOro 3 6aThKiB 36anaHcOBaHa TpaHc- | B- [TigBuIIeHN# PU3UK HAPOHKEHHS JUTUHU 3 ABTOCOMHO-
oKalis JIOMIHAHTHUM 32XBOPIOBAHHSIM YHACIIIOK HOBOI MyTaIlii
4. KpoBHOCIIOpiAHEHHH LLTI06 C. IToBTOpPHI BUKU/IHI HA PAHHIX TEPMiHAX BAriTHOCTI
5. ITpobann — xBopuii xnonuuk. Cxoxa D. 3axBopioBaHHS PELIECUBHE, 3UeIlIeHE 3 X-XpPOMOCOMOIO
KIIIHIYHA KapTHUHA BIAMIYAETHCS Y AsIIbKA E. Bucokuii pu3uK HapOKEHHS TUTHHU 3 CHHIPOMOM
npobaHa 32 MaTEPUHCHKOIO JIHIEIO Hayna
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BIAITOBIAI HA KOHTPOJIbHO-HABYAJIbHI

IIMTAHHA

Posnin 1
1.A;2.B;3.E;4.D; 5.C;6.C; 7.D; 8. D; 9.B;
10. D; 11. B

Pospain 2

3asoanns 1

1.E;2.A;3.C;4.B;5.B;6.C;7.D;8.D;9. D;
10. E; 11. D; 12. D; 13. D; 14. 4; 15. [; 16. B; 17. D;
18.C; 19. D; 20. A; 21 B

3asoanus 2
A—3,56;
B—1,4;
Cc—7

Posnin 3
3asoanmus 1
1.C;2.C; 3. E; 4.
10. E; 11. D; 12. A; 13.
17. B; 18. D; 19. D;

A;5.E;6.D;7. A;8.C; 9. D;
B; 14. A; 15. D; 16. C;
20. A;21.D

—
—_—

E

3asoanmsn 2
I1-E;2-K;3-T34-4;5-6;6-3;7-2K; 8-
A;9-B

3asoanmns 3
B,C,D

Poznin 4
1.C;2.B;3.A;4.B;5.C;6.D; 7.B; 8. A; 9. E;
10. C

Posnin 5

3asoanmnsn 1

1.A;2.E;3.D;4.E;5.D;6.D; 7. D; 8. C; 9. E;
10. E; 11. B; 12. C; 13. D; 14. E; 15.C; 16. A; 17. D
18.D; 19. C;20.C;21. A; 22 B

3asoanms 2

1. CHHIPOM «KOTSYOTO KPUKY»; KAPIOTUITYBAHHS

2. Cunnpowm JlayHa; KapiOTUITyBaHHS

3. Cunapom Knaitndenbrepa; KapioTUIIyBaHHS,
BU3HAYEHHSI CTATEBOTO XPOMATHUHY
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4. KapiotunyBanns. TpaHcnokariiiina popma CuH-
npomy Hayna. KoHcynmbryBaHHS cHOCIB ITpoOaHaa

Po3nin 6

3asoanns 1

1.D;2.B;3.A;4.D;5.B;6.C;7.D; 8. A; 9. E;
10. D; 11. C; 12. B; 13. A; 14. B; 15. B; 16. B; 17. D;
18. C; 19. D; 20. E; 21. E; 22. D; 23. A; 24. D; 25. B;
26. B

3asoanus 2

1—C;2—A;3—D;4—B;5—E

Posmin 7

1. A; 2. E; 3. D, .C;5.C;6.E;7.C;8.C;9. D;
10. A; 11 A;12. E 3 C;14. A;15.C; 16. C; 17. A;

18. A; 19. B; 20. A

Posmin 8
1.A;2.B;3.B;4. A;5.D;6.D; 7. C; 8. E; 9. C;
10.C

Po3nin 9
1.B;2.B;3.A;4.D;5.C;6.D;7.D; 8. D; 9. C;
10. C

Posnin 10

1.B;2. A;3.C;4. A; 5. A;6. A;7.C; 8. E; 9. B;
10. D; 11. D; 12. A; 13. D; 14. C; 15. C; 16. C; 17. A

Posmin 11

3asoanns 1

1.B;2.D;3.E;4.C;5.C;6.E; 7. A; 8. A; 9. A;
10.B; 11.C; 12. C; 13.D; 14. B

3asoanmus 2

1—C;2—E;3—D;4—F;5—F,;6—A; 7—
G; 8 —Babo C

3asoanmsn 3

1—E;2—B;3—C;4—A;5—D



1865

1865

1869
1870
1879-1882
1883
1885
1887
1889

1900

1900
1901
1902

1902

1905
1908
1909

1911

20-30-Ti pp.
XX cr.

1925

20-11-40-Bi pp.
XX crT.

Jooamok 1

ICTOPIA PO3BUTKY I'EHETUKU

Amnrificbkuit yuennid @pencic ['anbToH ommy0IiKyBaB poOOTy «YcnaaKyBaHHS TalaH-
Ty 1 Xxapaktepy». HuM Oyio 3aripornoHOBaHO OCHOBH I'€HEAJIOTIYHOTO, OJIM3HIOKOBOTO
1 AepMaTOTIihiyHOTO METOIB BUBYECHHS CaaKoBocTi. @. ['aTbTOH cTaB OCHOBOIIO-
JIO’)KHUKOM T'€HETUKHU JIIOIUHH, €BIECHIKH

I'perop MeHzenb eKCliepUMEHTAIBHO OOTPYHTYBAB 1 CHOPMYITIOBAB 3aKOHU CITAJIKO-

BOCTi, PO3POOUB YiTKi IPUHIIMITK AHAII3y TIOTOMCTBA TIOPUIIB i 3aIIPOBA/IMB 3araslb-
HOBIJIOMY TeIep CUMBOJIIKY JJIst iXHbOTO orucy. Moro pobota «Jlocaiau Ha pociiuH-
HUMU Tibpuaamu» Oyia omyoiikoBaHa B 1866 p.

[Iseiinapcpkuii yuennit @pinpix Mimep suainns JAHK i3 sapa neitkonuris
E. CtpacOyprep onucas MiTO3 y pOCIUH

B. ®eMMIHT omMCaB MITO3 y TBAPUH

B. Banbneitep 3anpononyBaB TEPMiH «XPOMOCOMID)

K. Pabap BU3HAYMB MTOCTIHHICTE XPOMOCOMHHX HaOOPiB

B. ®nemwminr i E. Ban Benenen onucany penyKIiiftHUNA Moain — Melo3

Himenpskuit gocninauk T. BoBepi B ekcriepuMeHTax 10 3aIUTIAHEHHIO MOPCHKOTO
kaka JTIOBIB poOJIb siipa y 30epiraHHi CriaJIkoBoi iHpopMariii

IMepesigkpurts 3akoHiB Mennens. ['yro le ®pi3 (Fomtanmis), Kapn Koppenc
(Himeuunna) i Epix Uepmak (ABCTpist) HE3aJIeXKHO OMH Bijl OJTHOTO B JOCHTIIax

3 POCIMHAMU 3aHOBO BiIKpuiu 3akoHn Mennens. Lleit pik BBaxkaeTbes odilidiHuM
POKOM HApOJIKEHHSI TEHETHKHU

ABcrpiiicekuii imyHonor Kapin Jlanareitnep Biakpus rpynu kposi ABO
I'yro ne ®pi3 BigkpuB MyTallii, chOpMyITIOBaB MyTaIlIiHy TEOPItO

AHTITIHCHKUH JTiKap Apunbaiba ['epposa yCTaHOBHB, IO ATbKANTOHYPIS YCHaAKOBY-
€ThCS 32 3aKOHaAMU MeHens K pelecuBHa O3HaKa (TeH aJIbKanTOHYpii OyB iAeHTH-
¢ikoBanuii y 1996 p.). ¥ 1908 p. I'eppon 00’eqnaB 4 criaikoBi 3aXBOpIOBaHHS (aJ1b-
KaITOHYPIl0, aIb01HI3M, IUCTUHYPIIO, MIEHTO3YPIiI0) MiJI 3arajbHOI0 HA3BOIO «BPO-
JOKEHI TIOPYIIIEHHST MeTabOoIi3My»

Yonrep CaTToH, BUBYAIOUM MEI03, MPUITYCTHUB, 110 TeHN 3HAXOASITHCI B XPOMOCOMAX
1 TIOBO/IKEHHS XpPOMOCOM IPH MeH03i MOSCHIOE 3aKOHH CHaAKOBOCTI MeHmers.
Hocnimkenns CatTroHa 6arato B YoMy MOBTOPHIIA pOOOTH HIMEI[BKOTO BUEHOTO
Teomopa bosepi, mpoBeacHi Ha mouaTtky 90-x pp. XIX cr. CrarTs Y. CarToHa
«XpOMOCOMH B CITAJIKOBOCTI» CTaJla IIOYATKOM IIUTOTECHETUKH

Binbsim BeTCOH BUKOPUCTAB TEPMiH «TE€HETHKA» JIJIsl TIO3HAYEHHS BUEHHS ITPO
CHaJIKOBICTh 1 CMIAJIKOBY MIiHJIMBICTH

AHIIIChKNI MaTeMaTUK Xap/i Ta HIMELbKU Jikap BaiinGepr omy0JiikyBaiu 3aK0H,
SIKUW CTAB OCHOBOIO MOMYJISIIHOT TeHETUKH

Hartcbkuii 6oTaHik loraHceH 3anponoHyBaB TEPMIH «T'eH» 1 TOXiIHE BiJl HBOTO —
«TEHOTHID»

AwmepukaHcbknii reHeTrk Tomac Xant Mopran (HoOeniBebka mpemis 1933 p.),
BUKOPHCTOBYIOUH MyXY APO30(]ilLy SIK MOJAESIBHHUN OpraHizM, chOopMyIIIOBaB XpOMO-
COMHY TEOPIiI0 CIIaJKOBOCTI

BinkputTs i BUBUEHHS 1HIYKOBAHOTO (DI3UYHOTO 1 XIMIYHOTO MyTareHe3y

(T. A. Haacon, I'. C. ®ininnos — pajianiiinuii myrarenes, ['. Meep —
peHTreHiBcbki npomeni, B. B. Caxapos, M. E. Jlobames, 1. A. Panonopr, L. Ayep-
06ax — XIMIYHUN MyTareHes)

@. BepHINTEH ycTaHOBUB, IO Ipynu KpoBi ABO KOIyrOThCS TphOMa aJeTbHUMU
reHamu

Possurtok nonymnsuiiinoi renetuku (C. C. YerBepuxos, C. Paiir, P. ®imep,
M. I1. Ay6inin, M. B. Tumodees-PecoBchkmii)
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1940

1941

1941

1944

1944

1953

1953
50-60-1i pp.
XX cr.

1955

1956
1956

1958
1959

1959-1963

1961

1966
1970
1970

1972
1976

1975
1977

1977
1977

1981-1982
1982

1983

Kapn JJanmreitaep 1 Onexcanap Binep Bigkpuim epuUTpouTapHy
AHTUTEHHY cucTeMy pesyc-paktop. Hezabapom Oyno noBeneHO poiib TeHETUYHOI CHC-
TeMHU pe3yc-pakTopa y pO3BUTKY FeMOJIITHYHOI JKOBTSHHILI HOBOHAPOKEHUX

Hoxopmx Bimn i Ensapn Tatym (HoGeniBebka mpemist 1958 p.), BUBUatOYM CUHTE3
(dbepMeHTIB y BUIEBUX IPUOIB MiC/Isl iHAYKOBAHUX MYyTAalliil, BACTOBHIIIH TiOTE3Y
«OIMH T'eH — OAMH (hepMeHT»

BinkpuTo reHeTHYHY HECYMICHICTh MaTepi Ta TUI0/1a 3a pe3yc-hakTopom

AwmepukaHcbKi reHeTrkd Ocanba EBepi, Konin Mak Jleoa i Maxinin MakKapri
B JIOCITIJIaX Ha MHEBMOKOKAX BUSBWJIM, IO CIIaJIKOBICTh OB’ s13aHa 3 JIHK

Bapb6apa MakKiiHTOK BUSBMIIA, IO TEHU MOXKYTh 3MIHIOBATH CBOE TIOJIOKEHHS

B XpOMOCOMAX, 1, OT)Ke, TeHOM € OLIbIN JUHAMIYHUM, HIK BBakajocs panimre (Hobe-
niBcpKa npemis 1983 p.). Tpancmozonun, a60 MOOITBHI €JIeMEHTH TeHOMY, OYyJIH 3r0-
JIOM 3HAWeH] y BCIX )KMBHUX OpPraHi3MiB, BKIIIOYAIOYH JTIOJUHY

AwmepukaHchbkuil TeHeTHK Dpencic Kpik 1 anriiicekuii yuennii Ixeiimc YoTcoH
(HobGemniBcbka mipemist 1962 p.) BuzHaumm OynoBy JHK

IMepma cripo6a nikyBanHs ¢eninkeronypii (I'. bikkenns)

BinkputTst OCHOBHMX eTarmiB cuHTe3y Ouka, peayrutikamii JJHK, oneponHoi perysiii
AKTUBHOCTI T'CHIB

Aptyp Kopenbepr i3 xoneramu Buaiue ¢pepment JJHK-nomximepasy (HobemiBcbka
mpemist 1959 p. pazom i3 CeBepo Ouoa, sikuii Binkpus PHK-monimepa3y)

[IBeachki reneruku k. Tio 1 A. JIeBaH ycTaHOBUIIH, 1110 Y JIIOJUHU 46 XpOMOCOM

Bemon Inrpam BcTaHOBUB, IO CEPIIONONIOHO-KIIITHHHA aHEMisl 3yMOBIIEHA 3aMiHOIO
DJIFOTAMIHOBOI KHCJIOTH Ha BAJIiH y IIOCTOMY TOJIOKEHHI JIaHIora B-riobiny

Mertsio MesenbcoH 1 @panxmin Cran Bigkpuinn MexaHisM perutikanii JJHK

Dpaniy3pkuit BueHui Jxepom JlexxeH ycTaHOBUB, 110 cuHApOM JlayHa
3YMOBJICHUI TPUCOMIEIO 3a XpoMocomoio 21

OnucaHo KapioTUIU IIPU OCHOBHUX XPOMOCOMHUX cuHIApoMax. @opa, xexobc,
Crpenr (1959) Buznaunnu kapiorun XXY npu cunapomi Kiaitndenbrepa i kapioTun
X0 npu cungapowmi Hlepemescbkoro — Tepuepa; [1atay onmcas Tpucomiro 13,
EnBapnc — tpucomiro 18 (1960); Hoyemn i Xinrepdopa onmucanu «dinanenbdiiicbky
XpOMOCOMY» IPU XPOHIYHOMY Mi€ennoseiiko3i (1960), JIexxeH — CHHIPOM «KOTSYOTO
kpuxy» (1963)

3anponoHOBAHO MEPIINA CKPUHIHT METaOOIIYHUX TTOPYIIEHb Y HEMOBIST. PobepT
T'aTpi po3poOUB OAKTEPIONOTIUHMM TECT AJISI BU3HAUCHHS (heHITKETOHYPIl, AKUH Jepes
KUTbKa POKIB CTAB PYTUHHMM MAaCOBUM JIOCITIIKSHHSIM

Mapuan Hipeubepr, I'o6in Xap Kopana, Podept Xomti ta Cesepo Ouoa posmmudpy-
Baym reHetnuHuid kox (HobemniBchka mpemist 1968 p.)

Bepuep Ap6Gep, INaminbron CMit 1 Janiens Hatan Bigkpunm GpepMeHTH pecTpUKTa3H,
o pospizarots Monekyiry JAHK y cienmdivnnx minsukax (HobeniBebka npemist 1978 p.)

ToBapa Temin i JaBug BantiMop BIIKPWIN 3BOPOTHY TPAHCKPUIITA3y, BUBYAIOUH
B3A€EMO/III0 MK OHKOreHHUMH Bipycamu 1 simepHoro JJHK (HobGemiBebka npemist 1975 p.)

Crenui Koen i ['epbept Bboliep oxepxxanu nepiry pekom6inautny JHK

ITig xepiauIITBOM ['epbepra Botiepa i Pobepra CBeHCOHA CTBOPEHA ITepIia KOMITa-
His Genentech, 1110 3aiiMa€THCSI TEHHOIO 1H)KEHEPIEIO

Camnrep i3 Kojieramu po3poouiin MeToiuKy cekBenyBanus JJTHK

Pivapn PoGeptc i @in Lllapn npy BUBYEHHI TEHOMY aJICHOBIPYCIB BUSIBUIIA €K30HHO-
iHTpOHHY opranizanito reHiB (HobemiBcbka nmpemis 1993 p.)

Cay3zepH po3pobus meron riopunuzanii JHK

ITix kepiBHUIITBOM YouTepa ['106epTa OTpUMAaHO JIFOIICHKUIN THCYIIIH Ta iHTephEepOoH,
CHHTE30BaHUI KUIIKOBOIO MAJIMYKOIO

OTpuMaHi TpaHCreHHA MHMIIIA 1 MyXa JIpo3odina

CTBOpEHO 3arajbHOAOCTYNHY 0a3y nanux GenBank, 1o mictuth iHbopMarlio
nipo nocmigoBHicte JJHK pisHuX opranizmis

AmMepukaHchbkuil TeHeTHK Kepi Mrostic 3anponoHyBaB METOAMKY MOJIIMEPa3HOL
nmaHIoroBoi peakirii (HobemiBebka mpemis mo Ximii 1993 p.)
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1983

1989

1990

1990

1992

1995

1996-1998

1997

2000
2001
2002

2002
2003
2004

Byno kaproBaHo nmepuuii reH XxBopodu — reH xopei I'entinrrona (4p16.3 —
KOPOTKE IuIeue 4eTBepToi Xxpomocomu). ['eH Oyino inentudikosano y 1993 p.

Binkpurto mMikpocaTerniTHI BucokoBapiabenpHi Atk JJTHK, ki BUKOPUCTOBYIOTH TSI
ineHTHdIKaLi ocoou

IMouatok epu reHHoi Teparii (Ppenk AHaepcoH Ta iH.). B M. Bere3ni (CIIIA) Oyno
MPOBE/ICHO YCIIIIITHE JIIKYBAHHS CMAJKOBOTO TSHDKKOTO KOMOIHOBAHOTO IMYyHOIE(IIUTY

Odiniiiamii mouyatok mporpamu «I'enom nroguam». [IpoekT OyB po3paxoBaHUIl Ha
15 pokiB. LIitsMu MPOEKTY CTANIM: BUBHAUSHHS HYKJIEOTHUIHOI OCIITOBHOCTI 1 KapTy-
BaHHS F€HOMY JIIOJMHM; CEKBEHYBAHHS 1 KapTyBaHHS I'€HOMY IHIIMX OPraHi3MiB,
SKi MAalOTh 3HAYEHHs JUIs 0ioJorii; po3BUTOK TexHousoriit mocmimxenHs JHK;
BUBYEHHS €THYHHX, COLIATBHUX 1 IOPHIMYHHUX aCHEKTIB JOCIIIKEHHS TCHOMY

[ToyaTokx po6OTH MKHAPOAHOI MPOTPaMH 3 BUBUSHHSI TEHETUYHOT'O MOTIMOPQi3My
JIFOJIMHU (IOYipHS IporpaMa mpoekTy «[ eHOM JII0IMHIY), B X0/l SIKOI 0yJI0 BUSHAYEHO
6araTo reHiB CXWJIBHOCTI 10 MYJIbTU(AKTOPIATLHUX XBOPOO

HoBepiieHo ¢i3HMuHy KapTy T'€HOMY JIFOJMHHM, KAPTOBAHO OUIBIIICTh T€HIB XBOPOO
JoIMHU (YChOTO OJIM3bKO 6 THC. TCHIB)

CexBEHOBAHO T€HOMU KHUIIIKOBOI MAIMYKH, JIPIKIDKIB, MiKoOakTepil TyOepKyIbh0o3y,
kpyrioro 4yeps’sika C. elegans

Binmyt (LLloTnanais) KJIoHyBaB BiBIEO J0OJUIi NUIAXOM MEPEeHEeCeHHs Sapa COMaTUYHOI
KJIITUHU B SHIEKITITUHY

CeKBEeHOBAHO T€HOM MYXHU Jp030(diiu, X0JepHOTO BiOpioHa
V moToMy omy0IIiKOBAHO MOIEPEHIO BEPCII0 TEHOMY JIFOIMHU

IToBimoMIIeHHs TTPO KIIOHYBAaHHS JIIOAWHH, OAHAK MOJIEKYISIPHO-TCHETHYHHX TOKa3iB
MpEeICTABIIEHO He OyI0

Po3mmdpoBaHo reHOM MuIII
V KBITHI HIJIKOM 3aKIHUEHO PO3MIH(PPOBKY TEHOMY JIFOJIMHU

PoGoTH 3 BUBYeHHS MpoTeoMy (OLIKIB) IIOJUHM Ta 1HIIUX OPraHi3MiB,
pO3IU(PYBAHHS TEHHUX MEPEXK, TEPAIIeBTUMHOTO KJIOHYBaHHS Ta iH.
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Iooamox 2

I'EHETUYHA KAPTA XPOMOCOM J/IIOAHAN

) MPUKJIAJIM TEHIB, IIIO KOAYIOTH AESKI O3HAKH
TA HAMPO3IOBCIO/KEHIII XBOPOBU JIIOJIMHU (3A OMIM MORBID MAP)

PLOD ACTH FGFR3
RHCE APOB
HD
CMT2A P MSH2 VHL o IDUA C6.7,9
P MCAD p GLB1 P MPS6
PXMP1 IGke MITF
PROC SMN
cMT18 PROS1 PKD2 ARSB
F5 COL3A1 HEXB
AT3 q RP4 q q LGMD
q q FPC
NCF2 ws1 F11 FBN2
CMH2
AKU FSHMO1A TCOF1
USH2 F12
vws
1 2 4 5
sca1 ol FGFR1
D
P HFE p ca p p
zwst P WRN GALT
HLA MPSVII RP1 o CKN2
CA21H COL1A2 FRDA RET
cYP11B1 ALAD
ARG1 GUSB ALAD
q ¢ q q EYA1 q NPS1 q
CFTR TRPS1 BCNS FGFR2
Ms ABO/C5 UROS
HPE3 TsC1
6 7 9 10
NPD
VWF
BWS P rRNA rRNA rRNA
o INS DRPLA P DFNB1/A3 p USH1 P
HBB KRT5 BRCA2 CMH1 ANCR
WT1 COL2A1 RB1 i
USH1C WND == FBN1
MEN1 TBX5 7
USH1B q ScA2 a q aq HEXA
q TYR BLM
ATA PKU1 MJD
U1 ol-AT
HMBS F7 CHM3
F10 USH1A
HbH MR MDS
PKD-1 CMTIA p c3 PRNP
TSC2 P53 FH
NF1
DM ADA
BBS BRCA1 q
COL1A1 APOC2 SRC
MHS FA
Xg
DMB/BMD
p oTc
RP3
RP2
rRNA p rRNA ATRX P
o . HPRT SRY
DGCR
F8 DAZ
soDp1 FRAXA q AZF1
q q
cBs NF2 ZQGPD
ALD
21 X Y
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al-AT (AAT) — 14q32.1
ABO — 9q34

ACTH — 2p23.3

ADA — 20q 13.11

ALAD — 9q34

HMBS — 11q 23.3
AKU — 3q21-g23

ALD — Xq28

PKDI — 16p13.3-p13.12
PKD2 — 4q21-q23

APOB — 2p24
APOC2 — 19q 13.2
ARGI — 6g23

ARSB — 5q11-13
ANCR — 15q11-q13

ATA — 11g22.3
AT3 — 1923-q25
ATRX — Xql3
AZF1 —Yqll
BBS2 — 16q21
BLM — 15¢g26.1

BRCAI — 17q21
BRCA2 — 13q12.3
BWS — 11pl5.5
C3 — 19p13.2-13.3
C5—9q34.1
C6— 5pl3

C7 — 5pl3

C9 — 5pl3
CA21H — 6p21.3

CBS — 21q22.3

UROS — 10g25.2-q26.3
CFTR — 7q31.2

CKN2 — 10q11

CMHI — 14q12

CMH2 — 1g32

CMH3 — 15q22.1
CMTIA — 17pl1.2
CMTIB — 1q22
CMT2A — 1p36.2
COLIAl — 17q21.31-q22
COL1A2 — 7g22.1

COL2A1 — 12q13.11-q13.2

COL3A1 — 2q31
CYPIIB1 — 8q21
DAZ — Yqll
DFNBI/A3 — 13q11-q12
DM - 19q13.2-q13.3
DMD/BMD — Xp21.2

DRPLA — 12p13.3
PLOD — 1p36.3-p36.2

HEIOCTATHICTh O.1-aHTUTPHUIICUHY

rpynu kposi ABO

HEJIOCTATHICTh QIPEHOKOPTUKOTPOITHOIO TOPMOHY
TSDKKUIT KoMOiHOBaHUH iMmyHoediruT (SCID),
nedinuT ageHo3uHae3aminazu (ADA)

rocTpa IediHKoBa nmopdipis

rocrpa rnepeMixxHa nopdipis

AJbKAIITOHYPis

aJIpeHOJICHKOIUCTPOdis

MOJTIKICTO3 HUPOK, JTOPOCIUd TUT 1

MOJIIKICTO3 HUPOK, JOPOCIUN THUI 2
abeTrainmonpoTeiHeMis

rinepiinonporeinemis, Tun Ib

apriHiHemis

MyKomoiricaxapumo3, Tan VI, cuaapom Maporto — Jlami
CHHIpPOM AHTeTbMaHa

aTaKcis-TeJIeaHrieKTasis

nmedinut anTuTpoMOiny 111

o-Tajiacemisi/ po3yMoBa BIACTAJIICTh

(daxrop azoocnepmii, azoocrepmist

(cunapoM «Tinbku KITTUHU CepTolti»)

cunapom bapne — Bims 2

cunapoM biryma

CIMEMHMI paK MOJIOYHOT 3aJI03H/S€UHUKIB- |
CIMEHHMI paK MOJIOYHOT 3aJI03HU/SEUHUKIB-2
cunipom beksita — Bigemanna

nedinuT dpakropa 3 CUCTEMH KOMILJIEMEHTY
JedinuT hakTopa 5 CHCTEMHU KOMIUIEMEHTY
JediuT dpakTopa 6 CUCTEMU KOMITJIEMEHTY
JnedinuT dpakTopa 7 CUCTEMH KOMILJIEMEHTY
JgedinuT dpakTopa 9 cUCTEMH KOMITJIEMEHTY
BpOJIKEHa TirnepIriasis KOpU HaTHUPKOBUX 32103
BHACIiAOK aedinuty 21-rizpokcusiasu
TOMOIIUCTUHY IS

BpOJ/KEHA epUTPOIIOETHYHA MTOPQipis
MYKOBICIIHI03

cuaapoM KoxkkeitHa 2 3 Mi3HIM TOYaTKOM
rinepTpodiyna ciMeitHa kapjiomionaTis, THI 1
rinepTpodiyna ciMeitHa kapaiomionaTisi, THI 2
rimepTpodivyHa ciMeitHa KapaioMionaTisi, THUIT 3
xBopoba [lapko — Mapi — Tyra, Tun 1A
xBopoba [Ilapko — Mapi — Tyrta, Tun 1B
xBopoba [llapko — Mapi — Tyra, Tummm 2A1 1 2A2
KOJIaTeH, TUM 1, o/,-JIaHITIoT, HETOCKOHAJIMH OCTEOreHe3
KoJlareH, TuI I, o,-1aHIor, HeTOCKOHAJINNH OCTEOTreHe3
konareH, tui 11, cuaapom Crikiepa

komareH, tun III, o -nanmor, cuaapom Enepca —
Hanmo 111 IV tuny

BpPOJDKEHA Tinepruiasis HaJHUPKOBUX 3aJI03 BHACIIAOK JAe(ilUTy

11-B-rigpokcunasu

JIeTIETOBAHUI TIPU a300cIepMil

(cMHIPOM «TiMBKU KIITUHH CepTodi»)
HECHHpOMaJIbHa HEHPOCEHCOpHA TIIyXO0Ta,
ABTOCOMHO-JIOMIHAHTHA

MIOTOHIYHA JUCTPOdis

nuctpodin, M’a30Ba nuctpodis dromeHHa 1 bekkepa
JIEHTaTOPyOpo-TTamimoroicoBa aTpodis

cunapoM Enepca — Haumno, tun VI
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EYAI — 8q13.3

F5— 123
F7 — 13q34

F8 — Xq28

F9 — Xq27.1-q27.2
F10 — 13q34

F1l — 4q3.5

F12 — 5q33—qter
FPC — 5q21-q22

FBN1 — 15g21.1
FBN2 — 5q23-q31
FGFR1 — 8pl11.2-pll.1
FGFR2 — 10q26

FGFR3 — 4p16.3

FH — 19p13.2
FRAXA (FRMI) — Xq27.3
FRDA — 9q13
FSHMDIA — 4935
GALT — 9p13
BCNS — 9q31

GLBI — 3p21.33
G6PD — Xq28
GUSB — 7q21.11
HBB — 11pl5.5

HD — 4p16.3

HEXA — 15q23-q24
HEXB — 5q13

HFE — 6p21.3
HPRT — Xq26-q27.2
HLA — 6p21.3
HPE3 — 7936

IDUA — 4pl16.3
IGKC — 2pl2
DGCR — 22q11.2
INS — 11pl5.5
KRT5 — 12913
LGMD7 — 5q31
MCAD — 1p3

MDS — 17p13.3
MEN1 — 11q13
MHS — 19q13.1

MITF — 3pl14.1-p12.3
MIJD — 14q24.3—q31
MPS6 — 5ql11-ql3
MSH2 — 2p22-p21

NCF2 — 1925
NF1 — 17q11.2
NF2 — 22q12.2

NPD — 11pl15.4-pl5.1
NPC — 18ql1-q12

CHUHJIPOM 3510pa — BYXO — HUPKHU

(axtop 3ropranss kpoBi V, reMopariyHuii giates

(akTop 3ropranus kposi VII, nedinut VII pakropa

(axrop 3roprannst kposi VIII, remodimis A

(axrop sropranns kposi IX, xBopoba Kpicrmaca, remodinist B
(akTop 3ropranHs kpoBi X, nedinut X pakTopa

(axTop 3ropranHs kposi XI, nepiuut XI paxropa

taxrop 3ropranns kposi XII, gedinut XII dpakropa
CIMEHHMI aZleHOMATO3HUI IMOJIIMO3 TOBCTOI KUIIKK, CUHIPOM
Tl'apanepa

¢$i6punin-1, cunnpom Mapdana

(iOpwmitiH-2, BpoKeHA KOHTPAKTYpPHA apaxHOIaKTHITIS
petenirop akropa pocty ¢pidpodnacris 1, cunapom Ideiiddepa
peuentop dakropa pocry pidbpobdacris 2, cunapom Kpysona,
Tdeitddepa, Anepa

petentop dakropa pocty ¢hidpobaacTiB 3, axOHIPOILIA3Is,
ta"HaTodOpHa AUCIUIA3is, FIIOXOHAPOILIA3is

ciMeliHa rinepxoyecTepuHeMis

CUHJIPOM «JIAMKO1» X-XPOMOCOMU

arakcisg Dpigpeiixa

IJIEYO-JIONATKOBO-JIMLIbOBA M’130Ba AUCTPOdis

rajJakTo3eMis

CHHJIpOM 0a3aJIbHOKJIITUHHUX HEBYCIB, CHHAPOM [opiiHa

GM ,-raHrmnio3uao3

TITI0K030-6-pocaTaerimporenasa, meiluT TIFOK030-6-hocdat-
JIeTiIpOreHa3n

Mykomoiicaxapuno3, Tun VII, cunnpom Crias

reH B-rinobiny, 6eTa-epuTpemis

xopest ['eHTIHITOHA

rekco3aminigaza A, GM,-raurmo3unos (xsopoda Test — Cakca)
rexco3amininasza B, xsopoba Canngxoda

reMOXpOMATO3
rinoKCcaHTUH-ryaHiH-pochopudo3mi-rpanchepasa,

xBopoba Jlema — Hixana

TOJIOBHHMM KOMITJIEKC TiCTOCYMICHOCTI

roJyionpo3exiedaris-3

MyKornoicaxapuao3 tui I, cunapom [yprepa
IMYHOTJIOOYIIIH, JISTKUHA Kalla-JaHIor, TeIIIUT JIeTKUX
Kana-JIaHIIOTiB

cunapom i Txopmxi

IHCYTIH3aJISKHUN IIYKpOBUii iaber, pigkicHa ¢popma

MpoCTUil OyIIbO3HMIA emiiepmonti3, Tin Kebuepa
KIHI[IBKOBO-IIOSICHA M’S130Ba JUCTPO(is
anetun-CoA-nieriporenasa, cepeHs JIaHKa, 1eiluT
anetm-CoA-merigporeHasu

micenuedanis Mimepa — [ikepa

CHUHJIPOM MHOXHMHHO1 €HAOKPUHHOI Heorutasii, Tvr 1
3JI0SIKiCHA TinepTepmis 1

curgpom BaamenOypra, tum 2A

xBopoba Mauano — Jxxo3eda, cinouepedensipHa aTakcis, THI 3
cuHapoM Mapota — Jlami, kitbka GhopM

CIHA/IKOBHUI HETOJIIMO3HUI KOJIOpEKTaIbHUM pak, Tur 1
XpOHIUHUH I'paHylieMaTo3 BHACTIIOK HegocTaTHOCTI NCF2
HelipodidbpomaTo3s, Tum I, xBopoOa Pekminraysena
Helpodibpomaros, tun I, IBOCTOPOHHS HEBPHHOMA
CIIyXOBOTO HEpBa

xBopoba Himana — ITika, Tunu A i B

xBopoba Himana — ITika, Tunu C i D
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NPS1 — 9q34.1

OTC — Xp2l.1

P53 — 17pl13.1

PKUI — 12q24.1
PROC — 2q13-q14
PROSI — 3pll.1-ql1.2
PRNP — 20pl2-pter
PWS — 15q11
PXMPI — 1p22-p2l
RBI — 13ql4.1-q14.2
RET — 10q11.2

RHCE — 1p36.2-p34
RP1 — 8ql1-ql3

RP2 — Xpll1.3

RP3 — Xp21.1

rRNA

SCA1 — 6p23

SCA2 — 12q24

SPTB — 1422 —q23.2
SMN — 5q12.2-q13.3
SODI1 — 21¢g22.1

SRY — Ypll.3
TBXS5 — 12g24.1
TCOF1 — 5q32-q33.1
TRPS1 — 8q24.12
TSC1 — 9q34

TSC2 — 16p13.3
TYR — 11ql4-q21
USHI1A — 14qg32
USHI1B — 11q13.5
USHIC — 11pl15.1
USH2 — 1q41

VWS — 1q32-q41
VHL — 3p26-—p25
VWF — 12p13.3
WND — 13q14.3—q21.1
WRN — 8pl2-pl1.2
WS1 — 235

WT1 — 11pl3

ZWS1 — 7q21-q22

CHUHJIPOM HITTIB 1 HAJKOJIIHKA

OpHITUHTpaHcKapOamiasza, JediluT OpHITUHTpaHCKapOamiia3u

6110k p53, curapom JIi — dpaymeni

(beHinKETOHYpist

npotein C, TpoMOodinist BHacHiIoK nedinuty nporeiny C
MPOTEiH S, Koarysionaris

NpioHHU# O1OK, xBopoba Kpelitidenpara — SAxoba
cunapowm IIpanepa — Biwm

curgpom LlenbBerepa, Tum 2

peTuHOOIaCTOMA

MeIyJIsipHa KapIHHOMA IIUTOMOAIOHOT 3371031, MHOKIHHA

ennokpuHHa Heorurasid I1A 1 IIB, cimeitra xBopo0Oa INpmmpysra

pesyc-dakTop, Rh-null cunapom (amopdHOTO THTY)
MIrMEHTHUH PeTHUHIT-1

IMrMEHTHUH PETHHIT-2

MITMEHTHHUI PETHHIT-3

pubocomanpaa PHK

criiHonepeOesIpHa aTakcis-1

CHiHOlepeOesipHa aTakcis-2

chepouurtos, Tun 1

cIiHaJIbHA M’s130Ba aTpodis, Tumm 1-4

O1uHUIT aMioTpOodIYHUN CKIIEPO3 BHACITIIOK IediluTy
CYNEPOKCUITUCMYTa3U, CiMeiiHa opma

(axTop, 110 AETEpPMiHYE f€uKa, TOHAAHUNA AUcrene3, THI XY
cuaapoM Xont — Opama

cunipom Tpiuepa — Kosutinza (cunapom @paHUuecKeTTi)
Tpuxo-puHo-dananreanbuuil cuaapom, Tunu I 1 111
TyOepO3HUIA CKITepo3-1

TyOepO3HU CKIIepO3-2

OYHO-IIKIpHUH anbOiHi3M, Turmu 1A 1 1B

cunapom Yiepa, Tam 1A

cuHapoM Yuiepa, tun 1B

cunpom Yuiepa, tum 1C

cuHapoMm Yiepa, T 2A

CHUHIpPOM BaH Jiep Byna

cunpoM Ximrmens — JliHgay

XxBopoba Bimtebpanna

xBopoba Binbcona — KoHoBanoBa

cuHapom Bephepa

cunapoM BaanenOypra, Tum 1

myxnuHa Binbmca, tun 1

cunapoM LlensBerepa, Tun 1
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Hooamox 3

I'EHETUYHA KAPTA PEITPOAYKTHUBHOI'O 310POB’S

(B. C. Bapauos, 2004)

Pix HapoKeHHs:

HanionanbHicTh:

Kapiotur (2) Menuko-reHeTHYHe
KOHCYJIbTYBaHHS
noapyxuboi napu (1)

JliarHOCTHKa TeTEePO3UTOTHOTO BimomMocTi mpo vostoBika: (4)

HocilcTBa: (3) 1. Kapiotum (2)

— MYKOBICIIUJI03 2. TecTn Ha TETEPO3UTOTHE

— M’s130Ba AUCTpOodis HOCIHCTBO MyTaliil HAHOLTbII

Hromenna PO3IMOBCIOIKEHUX MOHOTEH-

— remodimist A HUX XBOpoO (3)

— (eHiITKeTOHY pist

— aJipeHOTeHITaJIbHUN CUH/-

pom

— cmiHaJIbHa M’5130Ba aTpodis

KoncynbTallis reHeTHKa ¥ akyuiepa;
Indopmaris 1ist mikaps i BaTiTHOI,
BupoOiieHHsT TAKTUKYU BEICHHSI BariTHOCTI,
MPAKTUYHI peKOMeHAaIil

(5) TecryBaHHs

CIIAIKOBOI «CXUWJILHOCTI»:
Heposxooacenus xpomocom
y meiiosi: Bub-1, MTHFR,
MTTR

36uune HeGUHOULYBAHHA:
CSTM,; CSTTI1; CSTPi
Tecmosu: ACI, eNOS;
GP-Illa; CSTM1; CSTPi;
MTHFR; PAIl; PONI
Bapuxosua xeopooa: GP-11la;
FV; MTHFR; APC
Ilpoenos gpemonnayenmapnoi
Heoocmammuocmi: MTHFR;
MTTR

Hedghexmu nepsogoi mpyoku:
MTHFR; MTTR

Hiabem 1: HLA DR i DQ
(DR3i DR4); Mic — A;
VDR-3

Yymaugicmo 00
YUmomez2an08ipycHoi
iHghexyil:

Cmvl

Cmitixicmb 00 BLI-inghexyii:
32delCCR51+

Honatox 3 — BapiaHT TE€HETUYHOTO MACIOPTA, IO MPOMOHYETHCS MOJIOTUM MOAPYKKSIM,
KIHKaM, SIKi IJIAHYIOTh CIM'I0, )KIHKaM Ha paHHIX TepMiHax BariTHOCTi. Taka kapTa MOBHHHA
JIONIOMOT'TH YHUKHYTHU CEPHO3HUX YCKJIAJIHEHb BATiTHOCTI ¥ ICTOTHO MiJIBUIIUTH IMOBIPHICTh Ha-

POMKEHHS 310pOBOI TUTHHHU.
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CJIOBHUK N'EHETUYHUX TEPMIHIB

FISH-meton (fluorescent in situ hybridization)—
nmuB. ['opummsanis giryopectieHTHA in situ

ABTOCOMM — HECTATEBI XPOMOCOMH; Y XPOMOCOM-
HOMY Habopi JironuHu 44 aprocomu, abo 22 nmapu.

Aneni MHOKMHHI — KiJTbKa aJIeJIbHUX CTAaHIB TeHa
(Big 3 i Oinblne), IKi BUHMKIIM HUISIXOM MYTalli B OJ1-
HOMY JIOKYCI XpPOMOCOMH 1 BiJIpI3HSIOTHCS CBOIM (be-
HOTHUIIIYHUM IPOSIBOM. Y KOXXHOI'O OpraHi3My MOXe
OyTu He Ounbine 2 aneniB. Cepito MHOKMHHUX aJIelliB
MO’KHA CIIOCTEPIraTH MPH BUBYECHHI MOITYJISIIII.

Aneni, amenomopdu, anebHi TeHH — DIi3HI Bapi-
AHTU CTaHIB OJIHOTO T€HHOI'O JIOKYCY, 3HAXOASTHCS B
OJHAKOBUX JUISTHKaX (JIOKycax) TOMOJIOTIYHUX XPO-
MOCOM 1 3yMOBIIIOIOTh (POPMYBAHHS aJIbTEPHATUBHUX
nposiBiB o3Haku. OJIMH TeH 13 Mapu yCHaJKOBYEThCS
BiJl MaTepi, APyruii — Big OaTbKa.

AJnlesib HOPMAJIbHUIA, aJle/Ib AUKOr0 THIY — aJIelb,
SIKMI 3a0e31euye HOpMaJibHy KUTTEIISTIbHICTD OCOOMH.

AnenbHi cepii — MOHOTIEHHI CIaJKOBI 3aXBOPIO-
BaHHS, IO CIIPUYMHCHI PI3HUMH MYyTaIlisIMA B OTHO-
My 1 TOMY 3 T€Hi, aJie HaJIeXKaTh JI0 PI3HUX HO30JIOT1Y-
HUX T'PYI 32 CBOIMH KIIIHIYHUMU TIPOSIBAMH.

AJbTepHATHBHI NPOSIBU 03HAKHM — O3HAKHU, SIKi BU-
3HAYAIOTHCS alleIbHUMU TeHAMHU.

AmiHoaumaeMist — ITIBUILIEHUI BMICT y CHPOBATII
KpOBI OJTHi€T 200 KITPKOX aMiHOKHUCIIOT.

AMiHOaMIypist — ITiJIBUIIICHE BUBEACHHS 3 CEUCIO
onHiel a00 KIJIBKOX aMiHOKUCIIOT.

AMHIOTHYHI MepeTs:IKKM — 3aXBOPIOBAHHS, SKi
MPOSABISIOTHCS KiJIbBLIEBUMU MEPETsHKKaMU Ha KiH-
LiBKaX, IHKOJM BUHUKAIOThH aMITyTallisl MajblliB,
KIHIIIBOK 200 YePEITHO-TUIIBOBI Ta 1HII AU3MOPOii.

AMHiOlIeHTe3 — METOJI TIPEHATATBHOI IIarHOCTH-
KM, TIPOLIE/Iypa, KA MOB’I3aHa 3 BHIyUCHHSM 13 aM-
HIOHA HEBEJIUKOI KiJIbKOCTI aMHIOTHYHOI PIUHU, IO
MICTUTh KJIIITHHH eMOpioHa.

AMHIOUMTH — KJIITHHU IUIOJA, 110 3HAXOJATHCS B
aMHIOTUYHINA PiAUHI.

Amnaigikarop JJHK (Tepmonmknep) — mpuian
JUTsI TIPOBEJICHHS TIOJIIMEPAa3HOi JIAHIFOIOBOI peaKiiil.

Amntidikanis reHiB — Ipouec YTBOPEHHsSI MHO-
KUHHUX KONl OKPEMHX YaCTHUH TeHOMY (OKpeMHUX
I'CHIB).

AHAJIOTH OCHOB — IIYPUHU 1 MIPUMIAWHHU, SAKI
BIZIPI3HSIFOTHCS BiJl 3BUYAHHUX a30TUCTHX OCHOB HYK-
JITHOBUX KUCIIOT (HANIPUKJIIA, S-OpoMypariui, 2-ami-
HOTIYPHH); MOXYTh BKJIIOYATHCH Yy HYKJIETHOBI KHCIIO-

TH TIPU PEIUTIKAIii Ta TPU3BOAUTH IO IHAYKIT MYy-
Tauiif yepe3 NOMUIIKY BKJIIOUEHHsS abo MOMMIKY pe-
rurkanii.

Anada3zHe po3xoKeHHs1 — PO3’€IHAHHS B aHadasi
MITO3Y 1 Mel03y XpoMaTu ad0 XPOMOCOM.

AwneymJioinis (rereponJioinist) — BUj MyTallii; 3MeH-
IIeHHs 200 30UTBIIIEHHS KUTBKOCTI XpOMOCOM, HEKparT-
He TuInIoigHOMYy Habopy 2n (Hampukiag, 2n+1, 2n-1
TOIIIO).

AHoMmaJisi — BIIXWICHHS BiJI HOPMH, BJIACTUBOI
JaHOMY O10JIOTIYHOMY BUIY.

AHTUreHM — DPEYOBUHU, AKi IPU BBEAECHHI B
OpraHi3M BUKJIMKAIOTh PO3BUTOK crielU(}iyHUX iMy-
HOJIOTIYHHUX peakIii (CHHTe3 aHTHTUI abo audepeH-
LIALIIO0 KJIIOHY CEHCUO1TI30BaHUX JIIM(OLIMUTIB).

AHTHMYTareHu — (PaKToOpH, SIKi MOXYTh 3HIKY-
BATH YACTOTY CIIOHTAHHUX Ta IHAYKOBAHUX MYyTAlliif.

AnTHuTina (imyssi Tina, iMmyHorno0y/inm) — r0-
OyJiHM, SIKI YTBOPIOIOTHCS IJIa3MAaTUIHUMH KIIITUHA-
MH J1iM(DOiTHOI TKAHWHM ITiCIIs BBEICHHS B OpraHi3M
AHTUTCHIB. AHTUTIIA € crienuiYHIMU, TOOTO BCTY-
MaTh Y PEAKIII0 TUTbKH 3 AHTUI€HOM, KU CIIPH-
YUHUB 1X CUHTE3.

AHTHUMNAWIA — TOCWICHHS IPOSIBIB XBOPOOU B
KOXXHOMY 3 HACTYITHHUX IMOKOJIIHb (OUTbII paHHIH 1Mo-
YaTOK 3aXBOPIOBAHHS, TSOKUMMA Tepedir). YacTo cro-
CTEpITaeThCs IIPU 3aXBOPIOBAHHSX, TIOB’SI3aHUX 13 U~
HAMIYHUMHU MYTaIlissMU (€KCIIAHCIE0 TPUHYKIICOTH/I-
HUX TIOBTOPIB).

Anonro3 — mporpamMoBaHa 3arubeib KIITHH.

AcopraTUBHI HLTIO0M — TUTFOOU, NP SIKUX YO-
JIOBIK 1 JXIHKA BIZOWPAIOTh OJMH OJHOTO 3a CXITHU-
MU (EHOTUIIIYHUMHU O3HAKaMU (3PICT, KOJNIp HIKIpH,
THTEJIEKT TOIIO), & TAKOX IIITFOOH, KOJIH B SIKOCTI JIPY-
JKUHU 200 YOJIOBIKA MepeBara BiJIA€ThCS POAUYAM;
ACOPTATHBHI LUTIOOU MiABUIYIOTh TOMO3UTOTHICTD Y
MOMYJIALIT 32 PI3HUMU TeHAMMU.

Acouianisa reneruyHa — 81 a00 OLIbIIIE O3HAKU
(MIHIMaIBHO OJIHA 3 HUX YCIIaJKOBYETHCS) 3ycTpiva-
IOThCSI pa30M YaCTIIIe, HDK 1€ MOXKHA MOSCHUTH BU-
MaJJKOBICTIO.

Bakrepioparn — rpymna BipyciB, 3JaTHUX PO3MHO-
JKYBaTHCSI TUTbKY B OaKTepialbHUX KITITUHAX; BUKOPH-
CTOBYIOTHCSI B TCHETHUHIHN 1HXXEHEpii IK BEKTOPH.

Bijikn aganrepHi — CUrHa/IbHI OUIKH LUTOILIA3-
MU — NIPOTEIHKIHA3W (CHHOHIMU: aJanTepHi OUTKH,
abo QakTopu TpaHCIYyKIIii), IO MEPEeIal0Th CUTHAI
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PO MOJIN KIITUHHU Bifl pelenTopiB MeMOpaHu A0
spa.

Bioncisa TkaHuH mjaoaa — MeToJ NMpeHaTallbHOI
JIarHOCTUKH; OIOTICis MIKipH IuIoga abo M’SI3iB I
koHTpOoJeM Y3/I.

Bau3HIOKOBHIE METO[l — METOJI TeHETHKH JIIOJMHU 1
MEAMYHOI TeHEeTHKHU; OJIMH i3 CIOCOOIB 3’CyBaHHS
CITIBBITHOCHOI POJIi CTIAIKOBOCTI Ta CEPEIOBHUILA B MiHJIH-
BOCTI O3HAK 32 JIOTIOMOTOIO TTOPIBHSTBHOTO aHAJI3y KOH-
KOPIAHTHOCTI 1 TMCKOPAAHTHOCTI 32 IIMMK O3HAKaMH 200
XBOPOOAMHU MOHO- 1 IM3UTOTHUX OJIM3HIOKIB.

Biaun3bkocnopiHeHui 106 — U100 MK 1HIUBI-
JlyyMaMH, 110 € OJIM3bKUMU pOANUaMH (MK JIBOIOPI/I-
HHUMH CHOCaMU, MK JSIbKOM 1 IJIEMIHHUIICIO TOIIO).

Buor-riopuausanis (6;0THHr) — MeTO 11eHTUI-
KaIli MaKpOMOJICKYJI, PO3IUICHUX T'ellb-eIeKTPOdO-
pe3oM 1 (hikcOBaHUX Ha TBEPAOMY MaTpHUKCi (HITpoO-
LETIOJIO3HUX 200 HEMIIOHOBUX (IIbTpax), MIIIXOM
ribpuanzaiii BMICTY 3pa3KiB i3 MiYeHUMH KOMIUIEMEH-
TapHUMU 30H]IAMH.

Baor-riopuan3anisa 3a Hozepuom (Ho3epu-6.10-
THHr) — MeTon imeHTHdikamii aiisHok PHK cepen
eslekTpoopeTHYHO po3aiieHux Mmoekys MPHK 1is-
XOM ribpuau3anii 3 MiYeHUM KOMIIJIEMEHTapPHUM
JAHK-30H10M.

Baor-riopuauzanis 3a Caysepuom (Cay3epH-0.10-
THHT) — MeToJ igeHTudikanii gustHok JHK cepen
eIIEKTPODOPETUUHO PO3AUICHUX PECTPUKIIIHHUX
¢dparmentiB JJHK, ski 3adikcoBaHi Ha TBEpOMY MaT-
PpHKCI (HITPOLETIOIO3HNX 200 HEMITIOHOBUX PUIbTPax),
LUTAXOM Ti0pHuan3anii 3 MiYeHUM KOMITJIEMEHTapHUM
JHK-30H710M.

BexTop — 3aci0 Ji1s IepeHeceHHs1, BCTAaBKU UYKO-
pimaoi JIHK y reHeTnuHiil imxeHepil (rura3mina, 6ak-
Tepiodar abo inmra ¢popma JJHK).

BeraBka (incepuis) — MyTariisi, mpu skiit BinOy-
BA€ETHCSI BKITFOUEHHS IogaTKoBo1 nociigoBHocti JJTHK

y TEHOM.

l'amera — 3pina craTeBa KIITHHA 3 TaIUIOlTHUM
HabOPOM XPOMOCOM.

Ianaoin — oprani3m (KJIITHHA) 3 OJUHAPHUM

(rammoigHIM — n) HAGOPOM XPOMOCOM.

l'anaoTun — xoMmOiHAIlil KOHKPETHUX allelliB
3UEIJICHUX T'eHiB (JIOKYCIB) Ha OAHIA XpoMOCoMi.

T'emMi3uroTHicTh — CTaH TE€HOTHUMNY, NIPU SIKOMY
OJIH T€H 3 TIapH aJIeJIbHUX I'eHIB BIICYyTHIH, CITOCTEpi-
ra€ThCS Y YOJIOBIKIB BITHOCHO I'€HIB, JJOKaJII30BaHUX
B X-xpomocoMmi. SBuile XapakTepHe TaKOXK ISl Jie-
SIKUX MYTaliil (Jenemiid, MOHOCOMIi TOMIO).

I'en — cTpyKTypHO-(PYHKI[IOHATIbHA OJUHHUIS
cnakoBoi iHdopMmaii; aimsaka monekynu JHK (y
nesikux BipyciB — PHK), mocmiioBHICTh HYKJICOTHIIB,
sIKa KOJIy€ NIEPBUHHY CTPYKTYypy nominentuay, TPHK
ta pPHK ab6o HeoOxinHa 11s 3abe3redyeHHs TpaHc-
KPUIILI] 1HIIOTO TeHa.

I'en foMiHAHTHUIT — TeH, SIKUW TaJIbMYE JTiF0 HINO-
ro ajenbHOro reHa (penecuBHoro). [To3zHauaeTbes
BEJIUKOIO JIITEPOO JATHHChKOTO aidarity (A). Bu-
3HAYa€ JOMIHAHTHY O3HAKY, IIPOSBIISIETHCS B TOMO- T4
TeTePO3UTOTHOMY CTaHi.

I'en neTaabHMii — TeH, SIKUH 3HUXYE XKUTTE-
3IaTHICTh HAIAIKIB, aX 10 iX 3arubeti.

T'en-moaudikaTop — reH, sIKU MOCHWITIOE 200 To-
CI1a0ITIOE TIPOSIB CTPYKTYPHOTO T€HA; BIIACHOTO (peHo-
THITIYHOTO MPOSIBY HE Mae.
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I'en penecuBHMii — TeH, KUl TPUTHIYYETHCS J0-
MiHAHTHHUM aJIeIbHUM TeHoM. [To3HauaeThcs ManeHb-
KOIO JIITepOIo JIaTUHChbKOTrO ajdasity (a). Buznauae
peLieCUBHY O3HAKY, ITPOSIBISIETHCS TUIBKM Y TOMO3U-
TOTHOMY CTaHi.

Ienernka — Hayka PO OCHOBHI 3aKOHOMIPHOCTI
CIIAAKOBOCTI ¥ MIHJIMBOCTI.

I'eneTnka kiaiHiuHA — PO3/17 MEIUYHOI TEHETHKH,
IO CTOCYETHCSI JIAaTHOCTUKH, JIIKYBaHHS 1 mpodijak-
THUKH CIIaJIKOBOI MaTOJIOr.

I'eneTnka MequyHa — PO3JUT TEHETUKH JIFOJIUHH,
1[0 BUBYAE POJIb CMAJAKOBOCTI B MMATOJIOTII JIFOJAMHH,
3aKOHOMIPHOCTI YCHaAKyBaHHSI, €TiOJIOTIIO0, TATOTeHE3
CHAaJKOBHX XBOPOO; pO3pO0IIsiE METO/IU JTIaTHOCTUKH,
JIIKYBaHHS 1 MPO(pUIAKTUKYN CMaKOBOI MaTOJOTI],
BKJIIOYAIOYM XBOPOOH 31 CIIaIKOBOIO CXUIIBHICTIO.

I'eHeTHYHA reTeporeHHiCTh — 3YMOBJICHICTH TIEB-
HUX O3HAK PI3HUMU MYTAIliSIMUA OJTHOTO 1 TOTO XK TeHa
(ayenpHA TETEPOTEHHICTH) a00 MYyTallisIMU Pi3HUX
reHiB (JIOKyCHa FeTepOreHHICTB).

TI'eneTuyna kapra (xpomocomna) — nuB. Kapra
TeHETUYHA.

I'eneTnyHMii KO — IIEBHA MOCIIIOBHICTD HYKJIEO-
TH/IIB HYKJIETHOBOI KUCJIOTH, B fKil 3aK0/0BaHa IO-
CIIITOBHICTh AMIHOKHCJIOT Y BIIMOBITHUX MOJIIETITH/T-
HUX JIAHIIOTaXx.

I'eneTHYHMIA MOHITOPMHI — CTEXXEHHS 32 TEMIIOM
1 CIIEKTPOM MYyTAIIii.

I'eHeTHYHMii pU3HK — IMOBIPHICTH IIOSIBH TIEBHO-
'O CIIaJIKOBOTO 3aXBOPIOBAHHS B OCOOM, 5IKa KOHCYJIb-
TyeThCsl, 00 B il HAIA/KIB

I'eneTHyHMii pU3NK NOBTOPHMIA — IMOBIPHICTH Ha-
POIKEHHS XBOPOI IUTUHU B POJIMHI, SIKa BXKE MA€ XBO-
pUX TIiTCH.

TI'eHeTHyHMii CKPUHIHT — TECTYBaHHS I1E€BHOI IO-
MyJISIT 171 BUSIBIICHHSI CIIAJIKOBOTO 3aXBOPIOBAHHS
a00 reHa CnajKoBOTO 3aXBOPIOBAHHS.

I'enn «10MAIHBOrO rOCHOAAPCTBA» — T'€HU, IPO-
JIyKTH SIKUX HEOOX1/THI /715 3a0e31eueHHS KUTTETisITb-
HOCTI YCIX THUIIIB KITITHH OpraHi3My, BOHH TPaHCKPHII-
IIITHO aKTUBHI B yCIX KIIITHHAX.

I'enn-enxancepu — nuB. EnxaHcepu.

I'enn-myTaTopu — reHW, MNOpYyIIEHHS (QYHKIIH
SIKUX 301JIbIIIYE TEeMIT BUHUKHEHHS MyTalliid, TpH LbO-
My 3HAYHO MiJBUIIYETHCS BIPOTIAHICTh PI3HUX OHKO-
TEHHUX MYTAaIIiH.

I'enn nostiMepHi — HeaslelTbHI T€HHU, SIKi BUSBIISIOTH
IJIGHTUYHY KyMYJISATUBHY (&JUTHBHY) IIIIO.

I'enu-nyxymHHI cynpecopu (AHTHOHKOTreHHM) — JIVB.
[MyxnmuHHI cynmpecopu.

T'enn peryasiTopHi — MOCITIAOBHOCTI HYKJICOTH/IIB
JHK (dhyHKIIOHATBHI UISHKH), SIKI PETYITIOIOTH 3UH-
TYBaHHS CHaAKOBOI iHPpOpMAIIil i3 CTPYKTYPHHUX I'CHIB
(TOOTO PErysIoI0Th EKCIIPECII0 CTPYKTYPHUX T'€HIB).

I'enn-caiinencepn — quB. CailieHcepu.

I'enn cXuIbHOCTI — MYTAHTHI aJielni, sSIKi CyMicHi 3
HAPOJDKEHHSIM 1 )XHUTTSIM y TIOCTHATAJILHOMY TEpioji,
ajie 3a MEeBHUX HECIIPUSTIMBUX YMOB MOXYTb CIIpUS-
TH PO3BUTKY TOTO UM IHIIOTO MYJIbTH(PAKTOPIAIBHO-
r'O 3aXBOPIOBAHHS.

I'enn TepminajbHOro AndepenuniroBanus (reuu
«pO3KOLIi») — reHH, sIKi (PYHKIIOHYIOTh TUTBKU B I1EB-
HUX TUIAaX KJITHH a00 Ha MIEBHOMY €Talli OHTOT€HEe3y

I'enna giarHocTuka (reHoAiarHOCTHKA) — JIUB.
JAHK-nmiarnocruka.



I'enna inxeHepisi — CYKYIIHICTh METOJIIB 1 TEXHO-
J0Tii (y TOMY YHMCI TEXHOJIOTIN OJlep>KaHHS PEKOM-
6inantHux mosiekyn JIHK i PHK) 3 BujineHHs rexis
3 OpraHi3My, 3IIHCHEHHS MaHIMYJIALIA 3 TCHAMH 1 BBe-
JICHHS 1X B IHIII OpraHi3Mu.

Ienna Tepamisi (reHoTepamisi) — MeTOJI €TIOTPOII-
HOTO JIIKyBaHHS CITAIKOBUX XBOPOO IIIJITXOM BBEJICH-
Hs B TEHOM HOPMAaJIbHOTO I'eHa abo IIJIIXOM 3MiHH
reHa TeHHO-1H)XXEHEPHUMH METOJIAMH.

TI'enHa Tepamisi KJIITHH 3apoAKOBOI JIiHii — TreHO-
Tepallis, 110 3MIHIOE TeHOM KJIITHH 3apOAKOBOI JIiHII,
nepenbavae yCraJaKyBaHHS 3MIHEHOTO TE€HOMY.

I'enna Tepanisi comaTHYHMX KJITHH — Te€HOTEpa-
Iisi, 110 CIPsIMOBAaHA HAa BHECEHHS 3MIH TLIbKHU B Te-
HETUYHHI anapaT COMATUYHHMX KIIITUH JIFOJIMHU 1 J10-
ITyCKa€ TePaNeBTUUHUHN e¢PEeKT TUTBKH Yy JaHOTO iHIH-
BiJlyyma.

Ienokomnisi — KJIIHIYHWI CHHAPOM, 1110 MaHidec-
TY€ETBCS M1 MACKOIO BITOMOTO CIaJAKOBOTO 3aXBOPIO-
BaHHS 3 NIEBHUM T'€HETHYHUM Je(eKToM, aje 3yMOB-
JICHUI MYTaIli€l0 1HIIIOTO TeHa.

T'enom — 1) ramroimauii Habip XPOMOCOM i3 JI0-
KaJII30BAaHNMH B HBOMY T€HaMU; 2) B IIIUPOKOMY pO-
3yMiHHI — cykynHicTh yciei JHK (sgepHoi Ta mito-
XOHJIpiaJIbHOI) OpraHi3aMy abo KITHUHU. MICTUTh SIK
FeHU, TAK 1 MDKTEHHI JITSSHKH.

T'eHomMHuii iIMOPUHTHHT — TIpOIIEC, 1110 3a0e31euye
nudepeHIiabHy aKTHBHICTB T€HIB 3aJICKHO BiJI TOTO,
OTPHUMAaHMIA TeH BiJl MaTepi ab0 OaThKa.

Ienorun — 1) y By3bKOMY pO3yMiHHI — aJleJIbHA
KOHCTUTYIIiSl IHJUBI/IA 3a MIEBHUM I'€HOM; 2) y IIUPO-
KOMY PO3YMiHHI — CYKYIHICTh yCiX T'€HiB COMaTHY-
HOI KJIITUHU OpPTaHi3My.

T'enodona — CyKyITHICTh T€HIB OJHIET TTOMYJISIIIT,
B MeXaX SIKOI BOHH XapaKTepU3YIOThCs TIEBHOIO Yac-
TOTOIO.

I'eTeporamerna cratb — cTaTh, IO XapaKTepu-
3Y€ThCS HASBHICTIO JBOX PI3HUX CTATEBHX XPOMOCOM
(y MroauHM 11 Y0JIOBiUa CTaTh — XpoMocoMH XY).

I'eTeporennicTs reneTnuna — auB. [ eHeTHYHA Te-
TEPOTeHHICTb.

Ietepo3urora — ocoOWHa, FTOMOJIOTIYHI XPOMOCO-
MU SIKOi HECYTb Pi3Hi aJielli OTHOTO 1 TOTO X reHa (Aa),
TOOTO OJIMH aJielb JOMIHAHTHUH, APYyTUil — peLecuB-
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TI'eTeponsia3misi — HasBHICTH y KIIITHHAX 1 TKAHU-
Hax OpraHi3My HOPMAJIbHUX 1 MYTAHTHHX MOJIEKYJI
MiToxoH piasbHO1 JIHK — nuB. romoruiazmis.

I'eTepoxpomMaTHH — AiJITHKY XPOMATHHY, 5IKi 3HA-
XOJISIThCSL B KOH/IGHCOBAHOMY CTaHi, IHTEHCUBHO 3a-
0apBIIOIOTHCS OAPBHUKAMM, PEILTIKYIOTHCS ITi3HIIIe
€yXPOMATHHOBHX TUISHOK 1 HE TPAHCKPUOYIOTHCA.

INiopun — HamamoK Bijl CXpeIlyBaHHS JBOX T'eHe-
TUYHO PI3HUX OPraHI3MiB.

Tiopunu3auis in situ — peakuis riopuausaii mive-
Horo JJHK- a6o PHK-30HaiB i3 leHATYypOBaHOIO
JHK xiiTuH Ha npernapaTtax XpoMOCOM, MiJrOTOBIIE-
HUX CIIEIIAIBHO TSl TOJAIIBIIOTO CITOCTEPEXKEHHSI 1T
MIKPOCKOIIOM; 3a JIOTIOMOT'OF0 METOJTy MOXHA BH3HA-
YUTH MICIIe pO3TAIYBAHHS JUISHOK, KOMIUIEMEHTAP-
HUX 30HIY.

Tiopuauzanisi HyKJ1€IHOBUX KHCJIOT — B3a€EMOJIIS
KoMIUIeMeHTapHuX JiaHioriB (cermenTiB) JJHK (abo
JHK i PHK), BumineHux i3 pisHUX JHKEpeTI, M0 CIPHU-
YUHIOE YTBOPEHHS JBOJIAHIIIOTOBOI MOJICKYJI.

T'iopummu3auis ¢ryopecuentna in situ (FISH-meron)
— MOJIEKYJIIPHO-UUTOTEHETUUHUIM MeTOH, 110 Oa-
3yeThCs Ha iieHTUdIKalil TeBHUX AUISTHOK XPOMOCOM
3a JOMOMOTOI0 MideHHX (aropoxpomamu JHK-
30H/IB (MOJUMIKaIlis TiOpuan3aii in situ).

l'inoTe3a nBoxyaapHoro Mexami3My romMo3MroTH-
3anii Knyjacena — rinoresa, 3rigHO 3 SIKOIO 0OUIBa
aJieNi TeHa-cynpecopa MarmTh OyTH YUIKOIKEHUMH
JUIS1 3aITyCKY MeXaHi3My KaHleporeHe3y (pu CriaiKo-
BHUX (popMax ITyXJIHH).

TicToHn — CTPYKTYpHI OUTKH XpOMOCOM; MAIOTh
JyXHI BJIACTUBOCTI i yTBOPIOIOTh TaK 3BaHi HYKJI€O-
COMH, Ha SIKHX cIipasizyeTbes monekyna JJHK.

Tonanapuyni 03HaKH — O3HAKH, SKI yCHAIKOBY-
IOTBCS 34 YOJIOBIYOIO JIIHIEI BHACIIAOK JIOKai3alil
KOHTPOITIOIOYHX iX TeHIB Y Y-XPOMOCOMI.

T'omorameTHa craTh — CTaTh, MO XapaKTepH-
3YETHCSI HASIBHICTIO OJTHAKOBHUX CTATEBHX XPOMOCOM
(y mrogvHM 1ie )KiHOYa CTaTh — XpoMocoMmu XX).

T'omo3urora — ocobuHa, TOMOJIOTIUHI XPOMOCO-
MU SIKOI HECYTh OJIHAKOBI aJielli OTHOTO 1 TOTO K TeHa
(AA 4u aa), ToOTO 0OMIBAa JOMiIHAHTHI abo perle-
CHUBHI.

I'oMo0J1I0rH — TOMOJIOTIUHI XPOMOCOMH.

T'omonia3misi — HASBHICTH y KJIITHHAX 1 TKAHMHAX
MitoxoHapiansHoi JIHK (nuB. reteporuia3mist) ojiHO-
ro Tumy (HOpMajabHOI a00 MyTaHTHOI).

I'pyna pu3uky — 4JIeHU POJIUHH, IO KOHCYIIb-
TY€ETBCS, SIKI MOXKYTh OyTH HOCISIMU MyTaHTHOTO TeHa
1 MalOTh BUCOKUI PU3UK 3aXBOPITH abo mepenatu
MYTAaHTHUM I'€H HallaJKaM.

Henenis — BTpaTa AUITHKYA XpPOMOCOMH ab0 TeHa.

HenaTypauisi (nj1aBJieHHs1) — PO3JIIJICHHS JBOJIaH-
mrorosoi JJHK Ha nBa manIrorn npu HarpiBadHi abo
3MiHI XIMIYHOTO CKJIaly CEpPeIOBHUIIA.

Jurerepo3urora — KIIiTHHA a00 OpraHi3m, rere-
pO3UrOTHI 3a 1BOMa napamu reHiB (AaBb).

Jdunaoin — opraHi3m i3 IBOMa TOMOJIOTIYHUMH
HabopaMH XpOMOCOM (IUILIOITHUM HabopoM — 2n)
Yy COMAaTUYHUX KIITHHAX.

JMCKOpAAHTHICT, — CUTYAIIiS, KOJU Y POJIUYIB
(3a3BHuaii y cu6ciB a60 GIIM3HIOKIB) CIIOCTEPITAIOTh-
Csl pi3HI BapiaHTU O3HAKU (HATIPUKIIAJI, OJIMH XBOPHIA,
a npyruit — 3p0poBuii). [TOHSITTS AMCKOPIAHTHICTD
MPOTUJIEXKHE MOHSITTIO KOHKOPJIAHTHICTD. Y OJIM3HIO-
KOBHX JOCITIDKCHHSAX TUCKOPIAHTHICTh — BIACOTOK
He30iry 03HaK y OJH3HIOKIB.

JHK-niarHocTuka — CYKYITHICTh MOJICKYJISIPHUX
METO/IiB BUSIBJICHHS 3MiH Y TE€HOMI.

JAHK-3011 — quB. 30H].

JHK noBTopoBaHa — IOCIIiIOBHOCTI HYKJIEO-
tuaiBe JIHK, ki BUSIBISIOTHECS B TEHOMI Y BHTJISAII Be-
JMKOI KiTbKocTi Kormii. Komii MoXyTs OyTH po3cisHi
1o reHoMy abo 310paHi y BHUIJISIAI TAHIEMHHX I1O-
BTOPIB.

JAHK-noximepa3a — ¢epMeHT, 3a JOMOMOTOIO0
SIKOTO BiJIOYyBA€ThCS CUHTE3 (peruIiKallis) MOJIEKYJIH
JHK.

JAHK pexomobinantna — xumepHa mosexyna JJHK,
CKOHCTpYHOBaHa 3 (PparMeHTiB Pi3HOTO MOXOJKEH-
HSl

peii reniB — 3MiHa 4aCTOTH T'€HIB Y MOMYJISLIT
i i€10 BUTIAIKOBUX (PaKTOPIB.

Jymiikanmisi — MOXBOEHHS SKOI-HEOYAb MIISTHKH
XpOMOCOMH ab0 T'eHa.
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Ex3onn — xonyroui gitsiaku reHa (JHK) eykapio-
TiB, IO HECYTh iHGOPMALIIO PO MOCIiAOBHICTh aMi-
HOKHCJIOT 1 TOBHICTIO MpezicTaBiieHi B Mojekyti iPHK.

Ex3onykieaza — depMeHT, SIKHii TiIpodtizye doc-
domiedipHi 3B’s13ku Ha 3'- 2060 5'-KIHII MOJIHYKIIEO-
THY, BIAIIETUTIOIOYA HYKJICOTUIAN 3 BIITOBITHOTO
KIHIIS.

ExcnaHncis TPpUHYKJI€OTHIHUX NMOBTOPIB — UB.
Myratiist JUHAMIYHA.

ExcnpecuBHiCTh — CTYIiHB (DEHOTUITIYHOTO TTPO-
SIBY O3HAKH, KA KOHTPOJIIOETHCS JJAHUM TCHOM.

Excnpecisi rena — peatizaiiist reHeTHuHOi iH(OP-
Maiiii, 3akojoBanoi B JIHK, nuisxom ii Tpanckpuriiii
(ua iPHK) i Tpancnsuii.

Ennonykiea3za — ¢depMeHT, SIKMH TiIPOJI3ye
BHYTpimHI pocdomiedipHi 3B I3KH MOTIHYKIICOTHTY,
PO3IICIUTIOIOYH JIAHITIOT YCEPEIHHI.

Enxancepu — peryisiTopHi IOCTIJOBHOCTI HyKJIe-
otuais JIHK, 1o B3aemoitoTh 31 cnenudiuyanmu hak-
TOpaMH TPAHCKPHUIILiI, TOCUIIOIOYN TPAHCKPHUIILIIO
MEBHOT'O T'eHa.

EnicTraz — mpurHideHHsT €KCIIpecii OTHOTO T'eHa
JIPYTHM HeaJIeIbHUM TeHOM (T€HOM-CYIIPECOPOM).

Eykapioru — opraHi3mMu, KJIITHHU SKUX MalOTh
odopMmIIeHi s/1pa; 10 eyKapiOTiB HAJISKATh BCI TBAPH-
HU, POCIIMHU 1 rpuodu.

EyxpomaTun — [iJITHKM XpOMOCOM, sIKi MaKCH-
MaJIbHO JIecIipalli3oBaHi (HEKOHICHCOBaHIi) B iHTEp-
(ha3si, cmabko 3a0apBIIOIOTHCS OAPBHUKAMM 1 MICTATh
OCHOBHY KUIBKICTb I'€HIB, 1[0 aKTHBHO TPAaHCKPHOY-
IOTHCA.

Edexr 3acHOBHUKA — TeHETUYHUI ipeiid, 3yMOB-
JIEHUH TUM, 110 TOYaTKOBA MOMYJIALIs CKIATAEThCA 3
JTy>Ke HEBEITMKOI KITBKOCTI OCOOWH; y Hill BiTOYBaETh-
Csl TIOIIUPEHHS PIJIKICHOTO TeHa.

EdexT nosnoxeHns reHa — siBUINE 3MiHU [Iil TeHA
3aJIe)KHO BiJl IOTO MOJIOKEHHSI B XPOMOCOMI; MPOSIB-
JSETHCA MIPU PI3HUX XPOMOCOMHUX MepedyaoBax.

€Brenika — BYEHHS NPO yCHaJKOBaHE 30POB’s
JIOAVHM 1 HOro IMOJINIIEHHS LUISIXOM IePEeBaKHOIO
BIZITBOPEHHS JTIOJICH, 110 MalOTh Oa)kaHi sIKOCTi (To-
3UTHBHA €BreHIKA) 1 3a1100IraHHsl BIATBOPEHHIO XBO-
pux (HeraTUBHA €BTEHIKA).

3BopoTHa TpaHckpunuis — 1uB. TpaHCKpUIILis
3BOPOTHA.

30oHa — HeBenUKUN (pparMeHT OJHOHUTKOBOI
AHK (a6o PHK), mo mitutbest pagioizoTonamu abo
(daroopoxpomaMu (JIFOMIHECHEHTHUMHU OapBHUKAMHU).
BukopuctoByeTbcs ISl TOMIYKY KOMITJIEMEHTAPHUX
MOCITIAOBHOCTEH cepejl pizHoMaHITHUX MoJiekyt JIHK
abo PHK npu MosekyinsipHux abo MOJIEKYJISIPHO-ITU-
TOI€HETUYHUX TOCIIIKEHHSX.

3uenienust rpyna — cyKynchTb ymx T'eHIB, JIOKa-
T30BaHUX B OJIHIH XpPOMOCOMI, BHACITIZIOK YOTO BOHH
YCHAAKOBYIOTBCS pAa30M (3UEIJIEHO).

3uenuienns 3i cTaTTIO — YCNAAKyBAHHS O3HAK, K1
BHU3HAYAIOTHCA T'€HAMHU, JIOKATI30BAHUMH B CTATEBUX
XpOMOCOMaX.

Iniorpama — cxeMaTH4He y3arajlbHEHHS KapiOTH-
my 3 TpadiuHUM 300paXeHHSIM OKPEMHUX XPOMOCOM
Ha0oOpy 3 yciMa iX CTPYKTYPHMMH XapaKTepUCTUKA-
MU (PO3MIILLIEHHS LIEGHTPOMEPH, a0COTIOTHA JTOBXKUHA
IICYCH).

I3oxpomMocomMu — XpoMOCOMHU 3 IBOMA F€HETUYHO
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IIGHTUYHUMU TUIedyaMu (00MIBa KOPOTKi abo obuaBa
JIOBT1), sIKi 3’SIBJISIFOTHCS BHACIIJIOK HEMPABUILHOTO
MOJIITy LEHTPOMEPH; OJIUH 13 BUJIIB XPOMOCOMHHX
abeparrii.

ImMopunTHHr — 7UB. [€HOMHUH IMIIPUHTHHT.

IHOpUIMHr — CXpellyBaHHS MiX CIIOPITHCHUMHU
ocobaMmu.

InBepcisi — ouH 13 COCOOIB XPOMOCOMHHUX CTPYK-
TYpHUX NIepeOyI0B, KU CYyIPOBOJIKYETHCS TOBOPO-
TOM XPOMOCOMHOT'O 200 XpOMAaTHIHOT'O CETMEHTIB Ha
180°.

InBepcisi mapaneHTpuuHa — IHBEPCIS AUITHKU XPO-
MOCOMH, III0 HE BKIIIOYAE LIEHTPOMEPY.

InBepcis nepuneHTpUUHA — IHBEPCIS JUTSIHKH XPO-
MOCOMH, 1110 BKJTIOYA€E IIEHTPOMEPY.

Incepuist — nuB. BeraBka.

InTponn — Hekomyroui ainsHku reHa (JJHK) eyka-
piOTIB, IO BHPI3YIOThCS y mpolieci GopMyBaHHS
3pinoi iPHK.

InnecTHuii U006 — 3a00pOHEHUH ITI00 MiX pO-
JIMYaMU TIEpIIOTO PiBHS CIIOPiAHEHOCTI (OpaT-cecTpa,
0aThKO-TOHbKA, MATH-CHH).

KaHueporeHes — mpoliec po3BUTKY 3JI0SKICHOT
MyXJIVHU.

Kanuneporenni ¢gakropm — dakTopy HABKOIHUII-
HBOT0 cepefoBuina (pi3nyHi, XiMiuHi, 610JI0T1UHI), SKi
CHIPHYUMHIOKOTh yTBOPCHHS Iy XIIMH; 61JILH11CTL KaHIIe-
pOFCHlB € MyTareHaMH 1 BUKIIMKAIOTh MYTallii TeHIB,
BIJITIOBITAJIbHUX 32 KaHIIEPOTEHE3.

Kapiorun — quruioignuii Habip XpoMOCoM opra-
Hi3MY, 110 XapaKTEePU3YETHCA CYKYITHICTIO O3HAK XPO-
MOCOM (KUIbKICTh, po3MipH, popma, ocobsmBocTi Oy-
JIOBH).

Kapra reneTuuna (XxpomMocom) — rpa(bltme 300pa-
KEHHSI MTOCIIIOBHOTO PO3TALIYBAHHS TCHIB y XpOMO-
COMI B JIIHIHHOMY MOPSJIKY 13 3a3HAYEHHSIM BiJICTaHI
MK HUMU. BiicTaHb MK TeHaMU BU3HAYAIOTh 34 Ya-
CTOTOIO KPOCUHTOBepY MK HUMU. OAMHUIIS BiJICTaHI
— CaHTUMOpTraHija, sika BiANOBIIa€ OAHOMY BiACOT-
KY KPOCHHTOBEDY.

KapryBanHsi — BU3HAUYCHHS JIOKaIi3allii FreHeTUY-
HUX €JIEMEHTIB Ha XPOMOCOMI.

Kino6a3za (k6) — omunuusg gosxunu JHK, mo
JIOPIBHIOE TUCSYi TAP OCHOB.

Kuiniko-reHeasioriyauii anamiz — aHaji3 Ty yc-
TaJIKyBaHHSI 3aXBOPIOBAHHSI 32 JIOTIOMOTOI0 POJIOBOLY.

KaiTHHHMIA MK — XUTTS KJIITHHU BiJl OJJHOTO
MOJIUTY IO HACTYITHOTO TMOJTy abo CMepTi; B KJITH-
Hax, sIKi 0e3MepepBHO PO3MHOXKYIOTHCS, KIITHHHHHA
LIUKJI 30Ira€Thes 3 MITOTUYHUM LIIKIIOM.

KiaoH — CyKyNHICTh F€HETUYHO OJHOPITHUX
KIIITHH, KA YTBOPWJIACS B Pe3yJIbTATi MOCIIOBHOTO
MITOTHYHOTO MOJUTY OJTHIET POJIOHAYATILHOT KITITHHH.

KonominanTHicTh — MposiB 000X aJIeIniB TeHa IPH
O/THOYACHIH HASBHOCTI iX Y T€TEePO3UTOTH.

Koaon — tpu po3TaiioBaHux Mopsia y NeBHii Mo-
cmigoBHocTi Hykieotuais JJHK a6o iPHK, mo xoay-
I0Th OHY aMIHOKHCIIOTY UM € CUTHAJIOM 3aKiHYEeHHS
TPAaHCIISIIII.

Konon TepMiHyrounii (CTON-KOI0H, HOHCEHC-KO/I0H)
— KOJIOH, SIKHIi HE KOY€E aMiHOKHUCIIOT, & € CHTHAIIOM
MPUIIMHEHHS CUHTE3Y MOJINEeNTUAHOTO JIAHLIOTa IIPH
TPAHCIIAIIII.

Koaxiuun — ankanoin IesKux poCiIvH pOIUHH



TiMiAHUX (HAMPHUKIIAA, Mi3HBOIBITY OCIHHBOTO —
Colchicum autumnale); miToTHYHA OTpYyTa, SIKa pyii-
Hy€ HUTKHU BepeTeHa MOIiy, B pe3yIbTaTi 4Oro cecT-
PUHCBKI XpOMAaTHUIU HE MOXYThb PO3IMTUCH 4O IO-
JIIOCIB, MOJIUT MPUIIMHSETHCS Ha CTail Metadasu; BU-
KOPHUCTOBYIOTH JUIsl KAPIOTUITYBaHHSI.

KoMmnayHa-rerepo3urora — retepo3uroTa, o Mae
Ha TOMOJIOTTYHMX XpOMOCOMaXx Pi3HI MyTaHTHI ajieni
OJIHOTO # TOrO X reHa. SIK MpaBUiIO, KOMIAYH/-Te-
TEPO3UTOTH 32 TEHOM aBTOCOMHO-PELIECUBHOIO 3aXBO-
PIOBAaHHS € XBOPUMHU.

Kon’wramis — momapae TuMJacoBe 30JMKSHHS
TOMOJIOTIYHHUX XPOMOCOM IMIPH MEHO03i.

Kopaouenre3 — MeTo]1 MpeHATAJIBHOL 1IarHOCTH-
KU; IpOLIeIypa, KA OB’ A3aHa 13 B3STTSAM KPOBI 3 Iy-
MIOBUHM IIJI0JA ITiA KOHTposieM Y3/l uepe3 nepeaH:o
YEepEBHY CTIHKY.

Kpocunrosep — B3aeMHUI 0OMiH pIBHUMHU TOMO-
JIOTTYHUMHU JUITHKAMU MK KOH FOTYIOUMMH Y Tpoasi
MEPIIOTO MOMALTY MeH03y TOMOJIOTIYHUMHU XPOMOCO-
MaMH.

KpocunroBep HepiBHHIi — KPOCHHIOBED MIX He-
MPaBUJIBLHO CIIAPOBAHUMHU KOH FOTYFOUUMH XPOMOCO-
MaMU; TPU3BOJIUTE 0 MYTUTIKAIT i Jernertii.

JlaiioH rinore3a — miATBEpIKeHA TilIOTE3a PO Te,
110 B COMAaTUYHHUX KJIITHHAX HOPMAJIBHOT'O eMOpioHa
KIHOYOI cTaTl BIIOYBAETHCS BUIMAKOBA IHAKTUBALIIS
omHiel X-XpoMOoCcoMH (JTaifOHi3aIis).

JlinepHa noc.tiIoBHiCTh — HETPAHCIIHOBAHA JTIJISTH-
ka Ha 5-xinui iPHK, mo nepenye xomoHy iHimiamii
TPAaHCIISII.

Jlimocomu — JimiHI MyXUpLi, MO0 MOXYTh BHKO-
PHUCTOBYBATHUCS SK BEKTOPH y FeHOTEparnii coMaThy-
HUX KJIITHH.

Jlokyc — Micrie jgokami3alii IeBHOTO reHa (ioro
ajielisl) Ha TeHETHYHIH a00 IUTOJIOTIYHIN KapTi Xpo-
MOCOM.

Mapkepn reHeTH4Hi — Pi3HI TUIIN TOTIMOPQI3MIB
oinkiB i JIHK, siki BUKOPUCTOBYIOTH Y TTOMYJISIIITHIX
JIOCITIDKEHHSIX, JOCIIHKCHHAX acoIlialliid, Mpu KapTy-
BaHHI I'CHIB.

MarepuHCbKe yCNaJKyBaHHA — YCIAJKyBaHHS
O3HAK, 1110 KOAYIOThCSI TeHAMH MITOXOHJIpiil (03HAKa
yCIaJAKOBYEThCS Biji Matepi Bcima aitbmu). Crin
BIZIPI3HATHU BijJ yCHaJKyBaHHS 3a MaTEPUHCHKOIO
JiHi€ero npu X-34eIUIeHUX 3aXBOPIOBAHHSAX.

Menuko-reHeTH4YHe KOHCYJIbTYBAHH — OJHA 3
(hopM crierianizoBaHOi MEIUYHOI IOMTOMOTH, SIKa I10-
JIATA€ B MPOBEJICHHI KOHCYJIbTYBAaHHS pOoAUH (a00 OK-
pemMux oci0) 3 METO BUSIBJIEHHS TEHETUYHO 3yMOB-
JIEHUX 3aXBOPIOBaHb, BU3HAYEHHS [IPOTHO3Y 15 Maid-
OyTHIX HaIaaKiB, MPOBEACHHS NMPOQIIaAKTUIHUX 1
JIKyBaJIbHUX 3ax0/1iB. Ha ocHOBI 1i€l iHpopMmariii po-
JIMHA TIOBUHHA IIPUHAHATH PIIEHHS PO PENPOAYKTHB-
HY MOBE/IIHKY.

Menpeior04i 03HaKH — O3HaKM, 1110 YCIIAJKOBY-
I0ThCSA 3a 3aKOHAMU MeHens.

MeTtuiyBaHHSI — IPUEIHAHHS METUIBHOI IPYIIN.
YV MOJIEKYJISpHIi TeHEeTUIll, SIK TPaBHJIO, METUIIbHA
rpyIa NpUETHYEThCS IO IIUTO3UHY, IO BEAe 10 YT-
BOPEHHSI METIJILUTO3UHY. MeTHIyBaHHS CIPUYH-
HIOE€ 3MEHIIEHHS TPaHCKPUILIHHOI aKTHBHOCTI
reHa.

Mikpoaeseniss — JeNerist XpOMOCOMHOTO MaTepi-
aJly, He IOMITHA IIiI MIKPOCKOITOM; 3a3BHUYail BUSIB-

JSETHCS 33 JOIMOMOTOI0 MOJIEKYISIPHO-IIUTOT€HETHY-
HHUX METOIB.

Mikpocartenitna JIHK — tun carenitaoi JTHK,
sIKa TIPEACTaBJICHa MOCTITOBHOCTSIMH 3aBIOBXKH 0O
KUTbKOX COTEHb HYKJICOTH/IIB, pPO3MIP MOBTOPIOBAHOL
MOCIIIOBHOCTI CTaHOBUTH 1-13 1. H. (4actimie 2—
4 1. 1.). KiIbKiCTh MOBTOPIB Y MiKpocaTeliTax Ma€ BU-
COKY 1HIMBIAYyaNbHICTh, IO 103BOJISIE BUKOPUCTOBY-
BaTH iX aHaJI3 y CYy/I0BO-MEIUYHIN MPAKTHUII JUISI 1/1eH-
THdIKaIlii 0coOU ¥ eKcIepTu3n 0aTHKIBCTBA.

Minicarenitna JJHK — tun catenitaoi JJHK, sika
yTBOproe O510ku 3aBaoBxkku Big 100 mo 20 000 m. H.
Po3mip moBTOpIOBaHOI MOCIIIOBHOCTI JOPIBHIOE BiJI
14 1o 500 m. u. KinbkicTh OBTOPIB y MiHicaTemiTax
BiJIPI3HSETHCS BUCOKOIO IHIUBIAYANIBHICTIO, 1O J03-
BOJISIE BUKOPUCTOBYBATH X aHAIII3 Y CYJOBO-MEINIHIN
MPaKTUI JUIs ileHTHdIKAii ocoOn U eKcepTH3n
0OaTbKIBCTBA.

MinauBicTh — sBHIIE, BJACTUBE yCIM XUBUM
OprasizMam, MPOTUJIEKHE CIaJKOBOCTI, IO MOJISTrae
y 3MiHI CaJKOBUX 3aJIaTKiB, a TAKOX y Bapiabenb-
HOCTI iX IIPOSIBIB y MIPOIIeCi PO3BUTKY OPTraHi3MiB ITpH
B3a€MOIII 13 30BHILIHIM CEPEIOBUIIIEM.

MicceHc-MyTallisi — TUT TEHHOI MyTallii, 10 CIIPH-
YIHIOE 3aMiHY OJIHi€] aMiHOKHMCIIOTH B MOJIMENTHII.

MitoTH4yHHii UMKJI — CYKYIHICTHh NMPOUECIB Y
KJIITUHI BiJI IOJUTY 10 HACTYITHOT'O TMOJLTY; BKIIFOYAE
repiof iHTepda3n i MiTO3.

MiToxoHapiajJbHI XBOPOOH — B IMHPOKOMY PO-
3yMiHHI, [Ie XBOPOOH, 3yMOBIICHI CIIAIKOBUMH TIOPYIIICH-
HSIMU METa00ITi3My B MITOXOHJIPISIX, Y By3bKOMY — XBO-
poOHu, 3yMOBJIEHI MyTalliIMU T'€HIB Y MITOXOHIPISX.

Mo0GinbHi eJleMEHTH reHOMY — TOCIIIOBHOCTI
JHK, 31aTHI epeMimmaTucs 1o reHoMy.

Mo3aiuu3mM — HasIBHICTh Y KIITHHAX OpPraHi3My
JIBOX 200 OLIbINE KJIOHIB KITITHH 13 PI3HUM T€HOTHIIOM,
SIK1 PO3BUHYJINCA 3 OJHI€l 3UTOTH (TOOTO MAIOTh OfI-
HAKOBE T'eHETHYHE MMOXO/KEHHS); HACTIIOK COMaTHY-
HOT MyTaIi.

Mo3aiuu3m roHaaHuii — HasBHICTh y IHIWBIiZA
JIBOX T'€HETUYHO PI3HUX KIIOHIB CTATEBUX KIITHH
(HOpMaJIBHOT 1 MyTaHTHOI), 110 3yMOBJICHO BUHHKHEH-
HSIM MYyTallii IpH 3aKJIaJIeHHI TOHAI.

MoHorenni o3Hakn — a1uB. O3HAKM MOHOTEHHI.

MoHocoMHK — KJIiTHHA 200 0coOuHA, B JUILIOII-
HOMY Ha0opi SKOI BIACYTHS OJHA XPOMOCOMa.

MoHocoMist — Pi3HOBH/I FTeHOMHOI MyTallii (aHey-
TUIOIAIT); BIICYTHICTH OJHI€] 3 TOMOJIOTTYHMX XPOMO-
COM y IUILTIOiTHOMY Habopi (2n-1).

MyabTHdakTOopiajbHe yCNaJAKyBaHH — THII
yCIaJIKyBaHHS, IIPU SIKOMY O3HAKU YW 3aXBOPIOBAH-
HsI 3yMOBITIOIOTHCSI B3aEMOJIIEIO KUTHBKOX HE3aJIeKHUX
TeHEeTHYHUX (PAKTOpiB 1 (aKTOPIB 30BHIIIHHOTO Ce-
penoBuIna.

MyabTH(dakTOopianbHi XBOpoou — AUB. XBOpoOU
MYJIbTU(AKTOPIAJIbHI.

MyTabiabHicTh — 3JaTHICTH TI'€Ha MYTYBATH
CIIOHTaHHO a0o0 IIif] BINIUBOM €HJIOTEHHUX abo0 eK30-
TeHHUX MYyTareHHUX (haKTOpiB.

MyTareHe3 — MpolleC BAHUKHEHHS MyTaIlii.

MyTarenn — 3arajbHa Ha3Ba XiIMIYHUX, (DI3UYHUX 1
OiostoriuHuX (aKTOPIB, 3MATHUX CIPUUMHUTH MYTALIIO.

MyTaHT — Opraism, y sSIkOro BHacCJIiIOK MyTalii
(TeHHO1, XPOMOCOMHOI UM T'¢€HOMHO1) BUHHKJIA 3MiHA
OyIb-KOI O3HAKH UM BJIIACTUBOCTI.

239



MyTaunii — cTpruOKonoaiOHI, pANITOBI 3MiHU TeHE-
TUYHOT'O MaTepiaiy, siKi MPU3BOIATH 10 3MIHU THX YU
IHIIIMX O3HAK OPraHi3My.

Myranii reHepaTMBHIi — MyTalIIii, 0 BUHUKIN B
CTaTEeBUX KIIITUHAX a00 B KIITHHAX, 3 IKUX YTBOPIO-
IOTBCSl CTATEB1 KIIITHHHU.

MyrTaunii renHi — MyTaii, Ipu SKUX 3MIHIOETHCS
Oyao0Ba rexa.

MyTauii reHoMHi — MyTalIlii 31 3MiHOIO KUIBKOCTI
XpPOMOCOM Y OCOOMHH.

MyrTauii inaykoBani — MyTalii, CIpUYrHEHi €0
MyTareHa.

MyrTauii comaTuyHi — MyTaii, SKi BUHUKJIH y CO-
MAaTHUYHUX KJITITHHAX.

MyTauii xpomocomHi (xpoMocomHi abepauii) —
MyTalIlii, OB’ sI3aHi 31 3MIHOIO CTPYKTYPH XPOMOCOM.

MyTauii nuTomIazMaTHYHi — MyTallii, 1o Big0y-
BAIOThCS B OpraHoifax IUTOIIA3MU, SKI MICTSITh
JHK (y mroquHu — B MITOXOHAPISAX); YCHAAKOBYIOTh-
sl TUTBKH 32 MAaTE€PUHCBHKOIO JIHIEIO.

MyTanis iMHAMiYHA (€KCNIAHCIS TPMHYKJIECOTHIHUX
NMOBTOPiB) — 301JIBIICHHS KiTLKOCTI TPHHYKJICOTHU/-
HUX TOBTOPIB, JIOKAII30BaHUX Y KOJyloUux abo pe-
TYJSITOPHUX AUISHKaX TeHa, 110 MPHU3BOJIUTH O TO-
pyLIeHHs HoTo (QyHKIII.

MyTauist 3cyBy paMKH 3YHTYBaHHSI — TUII T€HHOI
MyTallii; BcTaBKH abo Jienelii HyKJIeOTHIIB, K1 MPH-
3BOJATH A0 3MiHH BCIX TPHUILICTIB.

MyTanisi MaxkopHa — MyTallisi, sIKa 3yCTpIYa€Th-
sl 3 BUCOKOIO YaCTOTOXO B IEBHIl MOIYJISIII.

MyrTauis HeliTpaibHA — MYTallis, IO He Mae ¢e-
HOTHUIIIYHOTO MPOSIBY.

MyTauis peryjasTopia — MmyTaiis B 5’- abo 3’-He-
TpacIbOBaHNX YACTUHAX T€HA, sIKa TIOPYIIYE PEryJs-
1i10 HOro eKcrpecii.

MyTauis ciiiaiicCMHroBa — THUIT T€HHOI MYyTallii;
MyTalisl, 10 TOPKAEThCA CANTIB CIUIalicuHTy a60
MPU3BOAMUTH IO YTBOPEHHS HOBUX CAWTIB cIUIaiicuH-
Iy B IHTPOHAX T'€Ha; IOPYIIYE CIIAWCUHT.

MyTanisi CHOHTAHHA — MYTalIlisl, BHHUKHEHHS SIKO1
HE MOB’sA3aHe 3 €10 eK30reHHUX (haKTOPIB.

Myrauisi TO4K0Ba — MyTaIlisl, IO TOPKAETHCS O/l
HOTO a00 KiTbKOX HYKJICOTHIIB.

Hepo3xoa:xeHHsi XpoMocoM — TMOPYILIEHHS PO3-
XOJIDKEHHSI XpOMOCOM y MiT031 abo MeHo3i, 1110 Mpu-
3BOJUTH IO TCHOMHOI MyTalIii.

Honcenc-konon — auB. KomoH tepmiHyounii.

Houcenc-myTauiss — THUI TeHHOT MyTallii, 110 IPH-
3BOJIUTH JJO YTBOPEHHS CTOM-KOJOHY BCEPEIMHI reHa
1 mepeIyacHoi 3yIMHKHU TPaHCIALII.

Hociii — inauBiz, KUt Hece OAHY KOIIIIO MyTaHT-
HOTO TeHa, IO He CYNpPOBOJ/IKYETHCS PO3BUTKOM 3a-
XBOpIOBaHHs. TepMiH 3a3BUYail BHKOPUCTOBYIOTD TSI
MO3HAUEHHS TeTEPO3UTOT IO TeHaX PEelleCHBHUX 3a-
XBOPIOBaHb 200 JKIHOK-T€TepO3UTOT 110 FreHax X-34ell-
JIEHUX PELECUBHUX 3aXBOPIOBAHb.

Hyxkuieazu — kitac pepMeHTiB, 5K pO3IIEIUTIOIOTh
MiKHYKITeoTuHI 38’ s13ku B JIHK a60 PHK.

Hyuicomiss — pi3HOBHU TeHOMHOT MyTalii (aHey-
TUIOi/IT), IpH SIKId B JUILIOITHOMY HAa0Opi BIACYTHS
OJIHA TTapa TOMOJIOTIYHUX XPOMOCOM (2n-2).

OnanonykJaeoTHaAHMN nogiMopdizM — mnomimMop-
(i3M, 3yMOBJIEHU MIHJIUBICTIO 32 OJIHUM HYKJIEO-
THaOM y TreBHIN mutsam JJHK.
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O3naka — mopdoioriyHa abo ¢izionoriyHa Bia-
CTHBICTb, PO3BUTOK KO 3aJI€XKUTh Bill IEBHOTO T'eHa
1 BIUTUBY 30BHIIIHBOT'O CEPEIOBHIIIA.

O3HakH MOHOTeHHi — O3HAKH, IO KOAYIOTHCS B
OpraHi3Mi Maporo ajeIbHUX I'eHIB.

O3naku, o0Me:keHi CTATTI0 — TEHETUYHO 3yMOB-
JIeHI 03HAKH, 110 (PEHOTHUITIYHO MPOSIBIIAIOTHCS B OCO-
OUH ofHi€l cTaTi.

O3Haku nmoJiireHHi — O3HaKHU, IO KOIYIOTHCS B
Oprasi3mi (KJIiTHHI) OaraTbMa TeHaMH, KOKHHI 3 SKHX
OKPEMO HE3HAYHO BIUTUBAE HA CTYITIHb MPOSIBY O3HAKH.

Ounironyk/1€0THA — KOPOTKA OJHOHUTKOBA MOJIe-
kyna [JHK a6o PHK.

OHnkoreHn — KJIITHHHI 200 BipycCHI (110 BHOCATB-
csl BIDYCOM y KIIITHHY) T€HH, sIKi 3yMOBJIIOIOTh TIepe-
TBOPECHHSI HOPMAaJILHUX KIIITUH €yKapioTiB Ha 3J10-
SIKICHI.

IManinapom — nocnigosnicts JHK, sixa ogHako-
BO YUTAETHCA 3 5'-, @ TAKOXK 3 3'-KIiHIIIB.

IManmikcist — BiIbHE CXpelLyBaHHS PI3HOCTATEBUX
OCOOMH 13 PI3HUMU F'€HOTUIIAMH B MeXaX MOMYJIALIi.

IleneTpaHTHiCTL — YacTOTa (PSHOTHIIIYHOTO ITIPO-
SIBy aJIeNisl IIEBHOTO T'eHa B TOIYJISLII OCOOUH, SIKi €
Horo HocissMu. BupaxxaeTbcst BIICOTKOM OCOOUH, Y
SKHX JaHa O3HaKa BUSBIAETLCA O BCIX HOCIIB r'eHa,
IO JETEPMIHY€ O3HAKY.

IMepBunnnii rpanckpunt — mosexysa iPHK micrs
3aBepIICHHS] TPAHCKPHUIIIII Ta 10 MOYaTKy T03piBaH-
Hs (TTPOIIECUHTY).

ITepexpectst xpomocom — auB. KpocuHrosep.

IMna3zmigm — ayxe KOPOTKI JOAATKOBI KiJIbIIEBI
monekynu JJHK Gaxrtepiii, aki MicTaTh onuH abo
KiJIbKa TeHiB 1 3HAXO/AThCS 11032 XpoMOocoMaMu. BoHu
ABTOHOMHO DEIUTIKYIOTHCSI HE3aJIOKHO Bifl PEIITH Te-
HETUYHOI'0 MaTepialy 1 4acTO MepexoasTh 3 OJHIel
KIIITHHY B 1HIIY.

INnanenTouenTe3 — MeTOJ IMPEHATAILHOI JIiarHO-
CTHKH; IIPOLIeypa, OB’ A3aHa 3 OTPUMAHHIM TKAHH-
HU IUTALCHTH.

IIneiioTpomisi — BIUTMB OZHOTO T€HA Ha KiTbKa
O3HaK.

ITokoninus, renepamiss — rpymna ocoOMH y MOITy-
JISIii, OJITHAKOBO BIJIJIAJICHUX Y POJMHHOMY BIJIHO-
IICHHI BJI CIUTBHUX MPEJIKIB.

[Mosirenne ycnaakyBaHHsi — yCIaIKyBaHHS O3HAK,
10 KOAYIOTHCS BEJTMKOIO KIJIbKICTIO T€HIB 3 a/INTHB-
HUM e(EeKTOM.

Ionirenni o3Hakn — nuB. O3HAKYU MOJIITEHHI.

IMoxivepa3na naHuUIOroBa peakuis — METOJ LIMK-
JYHOTO CUHTE3Y i Vitro BEIMKOI KUTbKOCTI KOTIii IeB-
Hoi aisaku JIHK 3arainbHOI0 TOBXKHUHOKO BiJl JICCSTKIB
IO KITBKOX THCSY Hap OCHOB; BUKOPHCTOBYIOTH Y
JHK-nmiarnoctu.

IMonimMopdizM — HasIBHICTh y MOMYJISLIl ABOX 1
OubIle ayieTiB OJJHOrO reHa (ab0 MeHEeTMYHHMX Map-
KepiB) i3 4acTOTOIO pinkicHoro ajens 1 % i Oinble.

IMonimopdizm 1oB:kUH pecTpUKLiHIX PparMeHTiB
JHK — MiHIHBICTh HYKIICOTUIHOI MOCTITOBHOCTI
AHK, sika BUSBISETHCSA 32 JOTIOMOTOI (PepMEHTIB
pecTpukTas.

[Moninnoigis — reHomMHa MyTalis, siKa MPOsIB-
JSE€ThCA B KPATHOMY JI0 TaIlUIOigHOr0 Habopy 3011b-
IIeHHI KUIBKOCTI XpoMocoM (3n — Tpuruioiis, 4n —
TeTPaIIOiTis).



IMpaiimepu (3aTpaBKu) — HEBEIMKI OJHOHUTKOBI
mosekynu JJHK, sxi komruieMeHTapHi g0 3'-KiHIist
3MICTOBOI 1 aHTH3MicTOBOI HUTOK (pparmenTiB JTHK.
BukopHCTOBYIOTH y ITOJIIMEpa3Hii JTAHIIOTOBINH pe-
akii urst amrutigikanii neBHoro gpparmenta JJHK.

IIpo6ann — xBopwuit abo HOCII MATOJIIOTIYHOI 03-
HAKH; B TEHEAJIOTIYHOMY JOCIIIKEHH1 — JII0JIUHA, KA
3BEpHYJIACA 110 TOIIOMOTY JI0 JIIKaps-TeHeTHKA 1 3 K01
MOYMHAIOTH CKJIAIaTH POAOBI.

IIpomoTtop — mocminoBHicTs HykiteoTHaiB JJHK Ha
5’-KiHII TeHa, 3 KOO 3B’s3yeThes hepmentT PHK-momi-
Mepasa JJIsl IOYaTKY TPAHCKPHIILIT CTPYKTYpPHOTO T'eHa.

IMporeinkinazn — depmenTH, siki GpochopunyoTh
NeBH1 OUIKHM, 3MIHIOIOYH 1X QyHKLII.

ITporoonkorenn — HeMyTaHTHI (POPMH OHKOTEHA;
HOpMaJIbHI T€HHW KIIITUHH, SKi Y HOPMi aKTHUBYIOTH
MITO3 KJIITUHHW; MYTallii, IO MOCHIIIOIOTh X (QYHKIII,
MEPETBOPIOIOTH MPOTOOHKOTEHU HA OHKOT'CHHU.

IMpouecunr (PHK) — nospiBanns iPHK B eyka-
PIOTIB; CYKYITHICTh peakliii, y mpoueci SKUX NepBUH-
Huii PHK-TpanckpunT 3a3Hae HU3KU Moaudikaliii
(crutalicuHT, KeIyBaHHS, IOJTiaJeHITyBaHHS) 1 TIepe-
TBOPIOETHCS Ha MOJIeKyJy 3pinoi iIPHK.

ITyxauHHi cynpecopyn (AHTHOHKOT€HH) — T€HHU, SIKi
MPUTHIYYIOTh Ipoidepaliro KITHH. [HaKTHBaLis
LUX TeHiB 30UIbIIYyE BIPOTIAHICTh BUHUKHEHHS! HOBO-
YTBOPEHHS, a BIJIHOBJICHHS (DYHKIIii, HABIAKH, TIPU-
THIYY€ MO MyXJIMHHOI KITITHHH.

Pamka 3uMTyBaHHS — TOCIIJIOBHICTh HYKJIEO-
THJIIB, 11O SIBJISIE COOOKO PSI/L TIOCIIIZIOBHO PO3TAIIOBA-
HUX TPHUIUICTIB, 5IKi KOAYIOTh, IOYMHAIOUH 31 CTAPTO-
BOT'O KOJIOHY 1 3aKiHUYIOYH CTOM-KOJOHOM.

Penykuiss — 3MeHIIEHHS yaBidi KiITBKOCTI XpOMO-
COM I1i/1 yac Meio3y.

Pexombinanis — nepepo3nomn TeHETHYHOI iH(pOP-
Mallii y HaIla/KiB BHACTIIOK YTBOPEHHS HOBHUX KOM-
OiHaLili TeHIB MPU MeWO031 Ta 3aIUTiAHEeHHI.

Penarypauisi — mpotiec, mij| 4ac siKoro 3’€IHyIOTh-
ca nanioru JHK 3a nmpuHuunom kommiaeMeHTap-
HOCTi, BIIHOBIIIOETHCS JBOJIAHLIOIOBA CTPYKTYypa
JHK (ripy MoJeKyasipHO-TeHETUYHIH TIATHOCTHIL).

Penapanis ITHK — BiTHOBJICHHS IMOIIKOJKEHbD,
sKi yTBoproloThesa B cTpyktypi JHK BHacmigox il
MyTareHHuX (paxTopiB, MOPYIIEHHS MPOLECY peruli-
Karyi ToIo.

Penaikanis (pexymiikaumisi) — CHHTE3 JOYipHIX
nanmrorie JJHK Ha BUXinHIM MaTpU4HIA MOJIEKy
JAHK (camomnogsoenus JTHK).

Pectpukra3zu (pecTpukuiiini eH1oHyKJIea3n) —
(depmeHTH OakTepiid, AKi PO3IIEILIIOITH BOJIAHIIO-
roBy JJHK 3a neBHUMH TOCHIJIOBHOCTSMH HYKJIEO-
TUAIB (caiTaMH PECTPUKIIii); BUKOPHCTOBYIOTHCS B
TeHHIM 1HKEHEPIi.

Pecrpukuiiinuii anamiz JJHK — merton anamizy
JHK 3a 10moMoro0 pecTpuKIiiHUX eHIOHYKIIeas.

Pectpukuis — posmennenns JHK pecrpukiii-
HOIO €HJIOHYKJIEa30Io.

Perposipyc — PHK-BMmicHHIT Bipyc, SIKHit ITpOXo0-
JUTH TIPOTATOM XHUTTEBOT'O LHUKITYy Yepe3 CTaIIo yT-
BopeHHs nBojaHitorosoi JAHK, mo iHTerpyerbcs B
reHoM iH(piKOBaHOI KIITHHH. BUKOPHUCTOBYIOTH SIK
BEKTOP y FeHOTepaIlii.

PHK-noxaimepaza — ¢depment JHK-3anmexna
PHK-nomiMmepasa, 3aiiicHrorounii cuate3 PHK Ha
AHK-Matpuii.

Pyxomi enementn resomy — nuB. MoOUIbHI efie-
MEHTHU T€HOMY.

CaiizieHcepu — PETYJISITOPHI MOCTIIOBHOCTI HYK-
nmeotunie JJHK, ki B3aeMOmitoTh 31 CIelU(piIHIMEI
(hakTOpaMu TPAHCKPHITIII JIJIs perpecii a60 3MeHITIeH-
HsI aKTUBHOCTI ITEBHOT'O T'€HA.

Caiinenc-myTaniss — THII TEHHOI MyTallii, 110 He
MPU3BOJIUTH JIO 3MIHM aMiHOKHCIOT BHACIIIOK HaJl-
JIUIIKY TEHETUYHOTO KOJIY.

Caiit — neBHe Mmictie (rmo3uitist) B moJrekyii JITHK.

Caiit pecTpukuii — crierugiyHa MoCIigOBHICTb 13
4-12 HYKJICOTHIIB, IO PO3IMI3HAETHCS 1 PO3PI3AETHCS
pecTpHKTa3010; Micle B3aemojiii pectpukrasu 3 [JTHK.

Caiit coyiaiicuary — crienudivyHa MOCHiJOBHICTD
HYKJICOTU/IIB HA MEXI1 MIXK €K30HOM Ta IHTPOHOM, IO
BUKOHYE BaXI/IUBY CUTHAIbHY (DYHKIIIO JIJIS IIPABUITh-
HOTO CIUJIANCHHTY.

CanTumopranina (¢cM) — OJUHUIL BUMIPY TeHe-
TUYHOI BIJICTAHI MiX JIOKycaMu (reHamu) Ha OJIHIM
xpomocoMi; 1 ¢cM BinoBigae 4acToTi peKoMOiHaIlil
Mix JIokycamu (reHamu) B 1 %.

Careaitna JIHK — tun JIHK, 110 moBTOproeThes
B F€HOMI; ITpoCTi moBTOpH nociigoBHocrei JJHK, ski
pO3TaIlOBaHI OJIMH 3a OJTHUM; BOHU YTBOPIOIOTH 0JIO-
KM 3aBJOBXKHU KiJIbKa MIUIBHOHIB Nap HYKJIEOTHIIB
abo Ounblie. 3HAXOAUTHCS MIEPEBAXKHO y LIEHTPOMEP-
HUX JIUISTHKaX XPOMOCOM.

Cay3zepH-010THHr — 1MB. BioT-ribpumuzamis 3a
Cay3zepHOM.

CerMeHT XpoMOCOMH — CBITIIi 400 TEMHI CMyTH Ha
XPOMOCOMI, IO PO3PI3HAIOTHCS IIPH MEBHUX TUIAX
3a0apBJICHHSI.

Cerperainiss — pO3XOJUKEHHsSI cepejl HalllaJKiB
0aTHKIBCHKUX XPOMOCOM, MEBHIX XPOMOCOMHHX Cer-
MEHTIB 200 aJielliB KOHKPETHUX I'CHIB (MapKeplB) a
TaKOX PO3XOPKEHHS y HAINAIKIB THX YM 1HIIUX (e-
HOTHUITIYHUX O3HAK.

CekBeHyBaHHs1 — BU3HAYEHHS MTOCTIJOBHOCTI HYK-
neotuniB y moyekymi JJHK.

Cubcn — Hamanku OnHIEl mapu OaTHKIB, pigHI
Opatu Ta cecTpu.

Cuxsenc JJHK — mocniioBHICTh HYKJICOTHU/IIB
AHK y3n0Bx xpoMocomu.

CHHIpOM — KOMIUIEKC XapaKTEepHUX MaTOJIOTiy-
HUX O3HAK, SIKi IPUYUHHO ITOB’sI3aHi; B MEJANYHIN Te-
HETHIII YaCTO BUKOPHUCTOBYIOTH SIK CHHOHIM CIIOBa
«XBOpOOa».

CunpoMoJIoriunuii aHaxi3 — BHIIUICHHS 3 yciel
CYKYITHOCTI MAaTOJIOTIUHUX O3HAK TAKOTr'0 KJIIHIYHOTO
CHUMIITOMOKOMIUIEKCY, KM TO3BOJIHMB OM IiarHOCTY-
BATH MEBHUN TEHETUYHHUI CUHIPOM; YaCTO BUKOPUC-
TOBYIOTH V MIarHOCTHII CHaAKOBUX CHHIPOMIB MHO-
KUHHUX BPOJKEHUX BaJl PO3BUTKY.

CunapoM XpoMOCOMHOI HeCTaGIILHOCTI — 3aXBO-
pIOBaHHS, SIKi XapaKTepU3YIOTbCS HASBHICTIO BEIU-
KOI KUIBKOCTI XpPOMOCOMHHUX pO3pUBiB 200 0OMiHIB
JUISTHKAMHY XPOMOCOM YU XPOMATH/I.

CoMaTH4Hi KJIITHHM — BCi KJIITUHHM OPTaHI3MYy, 3a
BUHATKOM KIIITHH 3apoakoBoi jiHil. CoMaTHYHI
KJIITUHU JIFOJUHU TUATLIOIIHI.

CnaakoBa indopmanis — e inpopmauis npo
CTPYKTYpYy Bcix 0inkiB i PHK opranizmy, nopsnok
peamnizarii miei indpopmaliii B OHTOTEHE3I.

CnagkoBicTh — BITACTUBICTh OpraHi3MiB 3a0e3me-
YyBATH MaTepialibHy 1 PYHKIIOHAIBHY €JIHICTH MiX
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MOKOJIIHHSIMU; BJIACTUBICTh OATHKIB MepeIaBaTu CBOL
O3HAaKU H 0COOIMBOCTI PO3BUTKY HAIAIKaM; 3/1aT-
HICTh JKMBUX OPraHi3MiB JI0 BIATBOPEHHS MOAIOHUX
O3HAK 1 BIIACTUBOCTEH y Py MOCIIIOBHHUX IMOKOIIIHb.

CmutaiicHHr — TIpolieC BUPI3yBaHHS IHTPOHIB 13
MOIATTBIIINM 3IIMBaHHIM QparMeHTiB Mojekyiu PHK
(EK30HIB) 32 CXEMOIO «KIHEIb Y KiHEIbY.

Cniaiicuur anbTepHATHBHUI — YTBOpPEHH Ha 6a3i
nepBuHHOTO IPHK-TpaHckpunty kinbkox 3piux
iPHK Ha 0CHOBI BUKOPUCTAHHS PI3HUX €K30HIB (IHKO-
T — ¥ IHTPOHIB); y pe3yibTaTi IMiJi KOHTPOJIEM O/I-
HOI'0 T'€Ha YTBOPIOIOTHCS KiJIbKa OLIKIB.

CoopanuyHuii BUNAI0OK — OJMHUYHUM BUIAIOK
CHAaJKOBOTO 3aXBOPIOBAHHS B POAMHI, IO 0OCTe-
KYETHCS.

Cron-konoH — quB. KoIOH TepMiHYIOUHIA.

Cynpecopu (iHriditopu) — reHu, ski B ToMo- a60
TeTePO3UTOTHOMY CTaHI IMPUTHIYYIOTH 0 Heaselb-
HHUX O HUX I'EHIB.

CynyTHHK — XpPOMOCOMHUI CErMEHT, PO3TAIlIOBA-
HUU JTUCTAILHO BiJl BTOPUHHOI MEPETSIKKU.

Tanaemui nosropu — nociigosHocti [IHK y Bu-
TJIA/01 BEIUKOI KIJIBKOCTI KON OJHAKOBHUX IIISHOK,
pO3TaIOBAaHUX MOCIIIOBHO OJIHA 32 OJIHOIO.

Tenomepa — KiHIIEBI JUISHKM XPOMOCOMH 31 CIle-
uugivnoto crpykrypoto JJHK Ta dyHkiismu.

Tenomepa3za — depMeHT, sSIKHii 3a0e31euye CUHTE3
JHK TemoMepHOi TIJITHKA XPOMOCOMU.

Tepatorenni ¢pakropu — Oyab-ski pakTopu,
BIUIMB SIKUX Ha 3apOJIOK IHAYKY€E BPOJIKEHI BaJy pO3-
BUTKY.

Tepatosorisi — Hayka, siIKa BUBYA€ aHOMAJII po3-
BUTKY TBAPUHM 1 JIIOJUHH.

TepminaTop — AUTSTHKA 3aKIHYCHHS TPAHCKPHIIITII.

Terpanioin — opraHi3M, KU Mae B KIITHHAX
YOTHUPH TAIUIOIIHI HAGOpU XpOMOCOM — 4n.

Tinbus bappa (rpyaka crareBoro XxpoMaTuny) —
iHAKTMBOBaHA CIipaji3oBaHa X-XpOMOCOMa, SIKa TO-
MITHA B S/IpaX COMaTUYHUX KIIITUH Y BUTJISIII TEMHOT,
IoOpe 3abapBiIcHOT TPYIKU; B HOPMI y KIHOK OHE
TibIe Bappa, y 4OJI0BIKIB BOHU BiJICYTHI.

Tpancrenni opranizmu (Monesi) — excrepruMeH-
TallbHI OPraHi3MH, TEHOMH SKUX BKJIIOYAIOTH YYXO-
piAHMN TEHEeTMYHHMI MaTepias, IITY4YHO BBEACHMI 3a
JIOTIOMOTOI0 METO/IiB TeHHOI 1HXKeHepPii.

Tpauckpunuiiini paxkropn — qus. dakTopu TpaHc-
KPHITII.

Tpauckpunuis — cunre3 PHK na matpumi JHK.

Tpanckpunuis 3soporHa — cunte3 JJHK Ha mat-
puui PHK 3a nonomoroio oco0auBoro ¢pepMeHTy
PHK-3anexnoi JJHK-nonimepasu (3BopoTHa TpaHC-
KpHUIITa3a, peBeprasa).

Tpanciokanisi podeprconiBcbka (200 HeHTpUYHE
3JIMTTS) — CIIOCTEPIra€ThCSI MK OYAb-IKMMH JBOMA
AKpOLEHTPUYHUMHU XpoMocoMamu 3 Tpynu D (13, 14
i 15-ra mapu) i G (21-ma i 22-ra napm); nNpu LEHT-
PUYHOMY 3JTUTTI JIBI TOMOJIOTIYHI 200 HErOMOJIOTIYHI
XpOMOCOMM BTpayaroTh KOPOTKI IuIeyi i OfHy LIeHT-
poMepy, MOBII IjIedl 3’ €IHYIOThCS. 3aMICTh JBOX XPO-
MOCOM YTBOPIOEThCS OJIHA, 11O MICTUTh T€HETHYHHIA
MaTepiall JOBTUX IJIeYeld JBOX XPOMOCOM.

Tpanciiokauis — nepeHeceHHs IUTSTHKH XPOMOCO-
MU Ha HErOMOJIOTIYHY XpOMOCOMY, B iHIIY IPYIly
3YEIJICHHS.
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Tpanciokanisi HepelMNPOKHA — TEPEMilleHHS
JUJISTHKK XpOMOCOMU abo BcepeauHi Tiei x Xpomo-
comu, abo B iHIIYy XpoMocoMmy 0Oe3 B3aEMHOTO 00-
MiHYy.

Tpanciokaisi peUUIpoKHa — B3aEMHUI OOMIH JIUTSTH-
KaMH MK JIBOMa HErOMOJIOTTYHIMH XPOMOCOMAaMH.

Tpancno3uuiss — nepeMillleHHs] HeBeTTMKUX ¢par-
MeHTiB JIHK 3 01HOTO MicClisl XpOMOCOMU B iHIIIE.

Tpancno3oHn — MIrpyrodi reHETUYHI eJIEeMEHTH;
cermerTH JIHK, 31aTHI 10 BHYTPIITHBO- 1 MIDKXPOMO-
COMHHUX TEpPEMIIleHb 38 MEeXaHi3MOM BHpPI3aHHS 1
BCTaBKHU.

Tpunaer — nus. KogoH.

Tpumioin — opranisM, KUl Ma€ B KIIITHHAX TPU
raruioinHi Habopu XxpoMocoM — 3n.

Tpucomuk — ocobMHa, B TUTLIOITHOMY HabOpi SIKO1
€ OJTHA 3aifBa XpoMmocoma Oymb-skoi mapu (2n+1).

Tpucomist — pi3HOBUJ TeHOMHOI MyTalii (aHey-
TUI0iAil), mpu AKii y TUTUIOIAHOMY HabOpi XpoMOCoM
€ OJIHA 3aifBa Xpomocoma Oyab-sikoi napu (2n+1).

YHinapeHTHa AuUNI0ifis — ycrmaaKyBaHHS JH-
IIOITHOTO HAOOPy XPOMOCOM Bil OTHOTO 3 OATHKIB.

YHinapenTHa qucoMisi — ycriajKyBaHHS JBOX TO-
MOJIOTIYHUX XPOMOCOM BiJl OJTHOTO 3 OAaTHKIB.

VuinapenTHa i3oaucoMisi — ycnaJKyBaHHSI JBOX
XPOMATHU/I OJTHIET XPOMOCOMH BiJT OJTHOTO 3 OATBHKIB.

YenaakyBanns — nepenaya 0aTbKiBCBKUX O3HAK
HalagKaM.

dakTopn pocty — OUIKH, IO CEKPETYIOTHCS O/
HUMH KJIITUHAMU 1 BIUTUBAIOTH HA 1HIII KIITHHH (CTH-
MYJIIOI0YH 400 MPUTHIYYIOUH X MOALT).

dakTopu TpaHcKpunuii — OUIKH, SKi IOJErYyIOTh
npuennands PHK-noniMepasu 1o mpoMoropy.

dapmakoreneTnka — pPO3JUI [€HETUKH, 110 BUB-
Ya€ reHeTUYHY 3YMOBIICHICTD BIIMOBI/I OPTaHi3My Ha
JKapCchKi nmpenapaTtd (BKIYAIOYH MMATOJIOTIYHI pe-
aKimii).

DeHoKoONig — KIIHIYHUNA CHHIIPOM, 1110 MaHidec-
TY€ETBCS M1l MACKOIO CIIaIKOBOT'O 3aXBOPIOBAHHS, ajie
3YMOBJIEHUI HEreHETUUHUMU (PAKTOPAMHU.

DeHOTHN — CYKYITHICTh YCiX 30BHIIIHIX 1 BHYT-
PINIHIX O3HAK OPTaHi3My, JeTepPMiHOBAHHUX T'€HOTH-
MOM 1HAMBiAA, peani30BaHMil 3a BIAMOBIAHUX YMOB
30BHIIIHBOT'O CEPEIOBUILA.

@epTHbHUI — OpraHi3M, 34aTHUH yTBOPIOBATH
HalaIKiB.

deTocKomis — METO/| TPEHATAIILHOT TIATHOCTHKHY;
OTJISiL IJIOJIA 34 IOTIOMOT'OF0 €HAOCKOIIYHOT TEXHIKH.

XBopoou MyabTHhaKTOpiaIbHI — IrpyIia 3aXBOPIO-
BaHb, 3yMOBIICHHX B3a€MOJIIEI0 BEJIMKOI KUIBKOCTI Te-
HETUYHHX (PAKTOPIB 1 (PaKTOPIB 30BHINIHHOTO CEPEIIO-
BULIA 3 AJUTUBHUM €(EKTOM.

XBopoOu cnaKoBi — XBOpOOH, OB’ 13aHi 31 3MiHA-
MU CIIKOBOTO MaTepiary — MyTalisiMu (TeHHI, Xpo-
MOCOMHI, TEHOMHI).

X-34enieHi reHM — T'eHH, JIOKaJIi30BaHI B X-Xpo-
MOCOMI.

XuMepHu3M — HasSBHICTh B OpraHi3Mi IBOX abo
OlTbIIe KJIOHIB KJIITHH 13 PI3HUM T€HOTHUIIOM, SIKi YT-
BOPIOIOTBHCS 3 PI3HUX 3UTOT, TOOTO MalOTh Pi3HE Te-
HETHYHE MOXOKEHHS.

XpomaTun — MaTepiall, i3 IKoro No0yaoBaHa Xpo-
MOCOMa, € CKJIaJHOI0 KOMOIHAIEK OUIKIB (TiCTOHIB i
HericToHoBHX OiIkiB) 1 JIHK.



XpoMocoma KiibneBa — 3aMKHYTa Yy BUTISIAL
KUTBIISI XpoMOcoMa. BuHukae rpu BTpaTi JBOX TeJO-
MEpHHUX (PPArMEeHTIB, «JIUMKI» KIHI[I XPOMOCOMH
3’€THYIOTHCS, YTBOPIOIOUN KiJIBIIE.

XpoMocoma MapKepHa — JIOJIATKOBA XpoOMoOcoMa
(BipHilIe ¢pparMeHT SKOi-HEOYIb XpOMOCOMH abo
3’¢IHaHUX (HPATMEHTIB KUTBKOX XPOMOCOM 13 LIEHTPO-
MEpOI0), sIKa BUHUKA€ BHACIIAOK XPOMOCOMHOI abe-
pauii; 3a3Buuaii Ma€e BUTIISII Iy’Ke KOPOTKOI aKPOLCH-
TPUYIHOI XPOMOCOMH, PiAIe iHIIOI (GopMU — MeTa-
LEHTPUYHOI, KUTBIEMOIIOHOT TOIIIO.

XpomMocoMu aKpoIEeHTPUYHI — XPOMOCOMH, IICHT-
pOMEpH SIKUX JIOKAJTI30BaHI JAyXke OJIM3bKO JIO OJTHO-
ro 3 KiHIB.

XpoMoCOMH IHUIEHTPHYHI — XPOMOCOMH, SIKi
MICTSITB [IBi IEHTPOMEPU; BUHUKAIOTD ITiCIISI CTPYKTYP-
HUX TTepeOya0B.

Xpomocomu i3 cynyTHukoM ab6o catemitom (SAT-
XpOMOCOMH) — XPOMOCOMH 3 BTOPUHHOIO MEPETsIK-
KOI0, 110 BITOKPEMITIOE BiI OCHOBHOI XpOMOCOMH He-
BEJIMKE KYJISICTE MOTOBIIEHHS (CYIIyTHUK 200 CaTelliT);
BTOPUHHI TEPETSHKKU TIOB’SI3aHI 3 YTBOPECHHSAM sifc-
pelib i MICTSITh SJIEPIIEBUN OPraHi3aTop.

XpomocomMu MeTalleHTPU4Hi — XPOMOCOMH 3 JIO-

KaJIi30BaHOI0 MPUOIU3HO MOCEPEIUHI IEHTPOMEPOIO.

Xpomocomu cyOMeTalleHTPHYHI — XPOMOCOMHU 3
IUICYMMa HEOIHAKOBOI TOBKUHH.

XpoMocoMH TeJIOIEHTPUYHI — IMaTHYKOIIOIIOH]
XPOMOCOMH 3 IIEHTPOMEPOIO, PO3TAINIOBAHOIO HA O/
HOMY KiHIIi; B HOPMIi y KaplOTHIII JIFOJMHHA HE 3yCTpi-
YaIOThCA.

Xpomocomna kapra — nuB. Kapra renernyHa.

Lentpuune 3murTst — quB. TpaHciokaris pobepr-
COHIBCBKA.

LlenTpuyHe po3aijieHHsi — SBUIIE, 3BOPOTHE IICH-
TPUYHOMY 3ITUTTIO; OJTHA XPOMOCOMA JIUTUTHCS Ha JIBI.
[Tpu upbOMY OBHHHA YTBOPUTHUCS HOBA LICHTPOMEDA.

LlenTpomepa — NiISTHKA XPOMOCOMH €YKapioTiB,
IO SIKOi IIPUETHYIOTHCS HUTKH BepETeHA MOILTY.

IHuxainzanexni kinasm (Cdks) — depmenTH, sxi
YTBOPIOIOTh KOMIUIEKC 3 IIMKJIIHAMU Ha TICBHUX CTa-
JUSAX KIITHHHOTO IUKITY; KoMmiuiekcu 1ukiniH-Cdk pe-
TYJIOIOTh MITOTHYHUH ITHKII.

Lukiainn — crienudiuni 611Ky, sKi 6epyTh y4acTb
y peryisiii KIIITHHHOTO IUKITY.

LluToreneTnka — pO3IIN TEHETUKH, IO BHBYAE
CTPYKTYPH KJITHHU — HOCII CIIaJIkoBO1 iHQopMarii
(mepr 3a Bce XpOMOCOMH).
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— —, MapKepHa xpoMmocoma 36

— —, TpaHciokaris 32

— —, TPAHCIIOKAIIisl HepeIUITpoKHa 33
— —, TPAHCIIOKAIIisl pEIUIIPOKHA 32

— —, TpaHCIIoKallis pobepTcoHiBChbKa 33
— — , IGHTPUYHE 3JIUTTS XpOoMocoM 33
— —, [IGHTPUYHE PO3IIJICHHSI XpOMOCOM 33

—, 3HAYEHHs B OHTOTeHe31 27, 28
Myrauiiinuii Tsrap 31

Hesycu 58

Henockonanuii octeorenes 148, 164

HenocratHicts o-aHTUTpHIICHHY 141

HenocraTHicth rimoko30-6-hocdartnerigporenasu 146
HeinBa3uBHI MeTO/IM — JIMB. NMpeHATAJIbHA JIiaTHOC-
THUKA, HEIHBa3UBHI METOAU

Hetipogiopomaros I tumy 102, 157

— II Tuny 157

Hekon’rorosanuii ecrpion 212

Hyxneotnam 12

Hymicomis 38

O06anyus rpy6de 56, 116

— «IsmpKOBe» 56, 114

— «mramuHe» 56, 104

— PybGenca 114

— TPUKYTHE 56

Oxcuniedanis — quB. akporedaris
Omiro- 54

Omiroripis 54

Omiromaxtuiis 54, 58
OumirogouTis 56

Owmdanouene 57

Omnkoreneruka 152
OHKOTeHeTHYHI cuHapomu 152
Onkorenu 44, 154

— BipycHi 154

— KJITUHHI 154

OcTeoreHe3 HEJOCKOHAIUN — AUB. HEJOCKOHAIHI
OCTEOTreHe3

IMarn 54

IManarocxi3 56

IMaxsmockormis 199

IMankpeatut xponiunmii 141

IMTapaokcanaza 144

IMapaokcanasu nojaiMopdizMm — AUB. MOJIIMOPQI3M
napaokcaHasu

IMaxi- 54

INenerpanTHicTh 66

IMentacomist 38

IMepespiBanHs crateBux KiiTuH 171

ITepokcrcoMHI XBOPOOH — JIMB. XBOPOOH MOHOTEHHI
ITePOKCUCOMHI

IlepcuctyBanus 54

ITirmenTHa Kcepoaepma 158

ITigHeOiHHs «rOTHYHE» 56

[Minopoctenos 136

IrazMaTuuHi JiMi1031 — JIUB. JIITIA03U IJIa3MaTUYHI
ITanTockomist 199

ITnauenrouentes 216

Inetiorpomis 52, 98, 101

ITJIP — nuB. moJliMepasHa JIaHIIOroBa peaxilis
Istmu Bpymdinga 118

ITomi- 54

TMomigakTumis 54, 58

IMomikicTo3 Hupok 102, 164

IMonimepasna nanirorosa peaxiis (ITJIP) 190

— — —, Mojaudikai 192
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ITonimopgism N-areruntpancdepas 145

— JIOBXUH pecTpukiidHux ¢pparmentis (IIJPD) 193
— mapaokcaHasu 144

— nuroxpomis P450

Momimroimis 37, 76, 77

IMonitenis 57

[MoprpeTHa AlarHOCTUKA — JMB. 1iarHOCTUKA CHH[I-
poMoJIoTiuHA

IMpexonueniiitHa npoginakTuka — IUB. Mpodiaak-
THKa MpPEeKOHIeNLiiiHa

IIpenaranpHa miarHoctuka 219

— — iHBa3uBHa 215

— — IHBa3WBHA, AMHIOIIEHTE3 — [IMB. AMHIOIICHTE3
— — —, BUKOPHCTAHHS KJIITHH 1ioja 217

— — —, KOPJOIIEHTE3 — JIUB. KOPAOLIEHTE3

— — —, IUIAIICHTOLICHTE3 — JIUB. IIALECHTOLICHTE3
— —, CUPOBAaTKOBI Mapkepu Matepi 210
[IpenaTanbHa AiarHOCTUKA IHBA3UBHA, (DETOCKOIIIS —
JuB. (perockortis

— — —, XOpiOoIleHTe3 — AMB. XOPIOIIeHTE3

— — HeinBasuBHa 210

— —, miargoctuyHi Metoau 210

IIpeHatanbpHa AlarHOCTUKA, MOPAIbHO-€TUYHI NPO-
Oiremu 218

— —, CHpOBAaTKOBI Mapkepu matepi, 6utok PAPP-A
212

— —, CUPOBATKOBI MapKepH MaTepi, HEKOH IOroBa-
HUH ectpion 212

— —, CHpOBATKOBI MapKepH MaTepi, XOpiOHIYHUH r0-
HagoTpomiH 211

— —, CHpOBaTKOBI Mapkepu, ajiba-peronporein 211
— —, CKpuHyIo4i Mmetou 219

——, Y3212

IIpeHaTanapHUil CKPUHIHT — AMB. CKPUHIHI IpeHa-
TaJbHUI

ITpo6a benemukra 200

— Jleramns 200

— Megminara 113, 200

ITpobGann 52, 63

IIporenis 56

IMporepis 22

IIporuatis 56

ITporpenieHTHICTH KITIHIYHOT KAPTUHU — JIUB. XBOPO-
OM MOHOTEHHI, MPOT'PEIEHTHICTD

IMpomeradasna mnactunka 184

ITpomorop 14, 15

ITportein, acomifoBaHWM 3 BaTiTHICTIO — JWB. OLIOK
PAPP-A

IMporeinkinazu 152

ITporoonkorenu 153, 154

—, akTuBamis 155

IMpodinaktuka BropuHHa 205

— nepBuHHa 205

— npekoHueniiiHa 209

IIceBnorenu 19

ITrepuriym 57, 85

IIto3 56

ITyxmmaa Bimesmca 88, 157, 170

Penynaikanis — mus. JJTHK peaymutikaris
Penarypanis JHK — mus. IHK penartyparis
Penapanis JHK — nus. [JHK penapartist

Pectpuxrtazu 192

PectpukiiiiHi eHIOHYKJIEa3u — JIUB. PECTPUKTA3H
Perunobnacroma 88, 157, 158

Perporpancnozonu 19

PeriecuBHUIt reH — NUB. IeH PEeLIECUBHUMN

PHK 13

— indopmarmiiina 13, 16

— Mauti siiepHi 13, 14

— wmami sipepuesi 13, 14

— Matpuuna — auB. PHK indopMmarriiina

— MikporuTorasMaTuyHa 13, 14

— TpancrioptHa 13, 14

PobGepTcoHiBchka TpaHCIIOKAIIiSl — JMB. MyTallil Xpo-
MOCOMHI, TpaHCIIOKaIlisi poOepPTCOHIBChKA
PonoBin — nuB. reHeanoris

Po3pi3 oueii aHTUMOHTOJIOITHUIT 56

— — MOHTOJIOITHUIN 56

Caiinencep 14

Caiit pectpukuii 192

CagpanenonioHa miyimaa 58

Carenmitna JHK — nus. IHK careniTHa
Cerperamiitauit Tsrap 31

CekBeHc (moCImigoBHICTE) 167
CexsenyBanns JJHK 195

Cuben 163

Curnanpsi maxu 152, 153

— — Bij iHTErpUHIB 153

— — Bijg kaarepuHis 153

— — Big ¢akTopiB pocty 152
Cumdananris 58

Cun- 54

Cunnpaxktwms 54, 58, 102

Cunnpom 51, 52, 167

— aMHIOTHYHHX ITepeTsvKok 172, 173

— AmnrennpMana 44, 88

— aHTIAPOTUYHOI eKTOAepMaIbHOT nuctutasii 121, 123
— Anepa 102, 103

— Bexsita — Bigemanna 47, 55, 88

— Bepnnira —T'odmana 106

— Tlopmina 157

— I'peiira 169

— Jayna 78

— Hi Jxopmxi 88

— EnBapnaca 81

— Enepca — Hanmno 102, 105

— Kimaitudenprepa 86

— «KPHUKY KilIku» 83

— Kpicra — Cimmenca — TypeHa — JMB. CHHAPOM
AHTIIPOTHYHOI eKTOePMATBHOI TUCTIIA3I]
— JlexeHa — IUB. CHHAPOM «KPHKY KIIITKW
— Jlenna 164

— Jlema — Hixana 109

— JIi — ®dpaymeni 156, 157

— Jlinva 157, 158, 159

— Maprtin — bemta — QuB. CHHIPOM PO3YMOBOI
BIJICTAJIOCTI 3 JIAMKOIO X-XPOMOCOMOIO

— Mapdana 102, 103

— Mexxkens 164

— MIKpOIUTOTCHETUYHUHN 88

— ITaray 82

— ITipcona 126
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— moyricomii Y 87

—— X385

— Ipagepa — Bimi 44, 47, 55, 88

— Paccena — CinbBepa 47, 55, 57

— PO3yMOBO{ BIJICTAJIOCTI 3 JIAMKOIO X-XpPOMOCOMOIO
121, 123

— Cwmita — Jlemii — Omitua 164

— «CYTIEPXKIHKW» — JIUB. CUHIPOM moJticomii X

— «CYIIEpYOJIOBIKa» — AWB. CHHIPOM Toyricomil Y
— ¢parinpHOi X-XpOMOCOMH — JIMB. CHHIPOM PO3Y-
MOBOI BIJICTAJIOCTI 3 JIAMKOIO X-XPOMOCOMOIO

— Xaruincona — lndopna 22

— Xinrmens — Jlingay 157

— HembBerepa 109, 118

— Hlepemmescrkoro — Tepuepa 83

— «UIACITUBOI JISUTBKUY» — JIUB. CUHJIPOM AHTeIbMa-
Ha

CUHIPOMOJIOTIYHHMIA IIaTHO3 — JMB. A1arHO3 CUHIPO-
MOJIOTIYHUHN

Cunodpus 56

Cunyc cakpaybpHuii 57

Cupenomenis 167

CupoBaTKOBI MapKepu MaTepi — JUB. IIpeHATAIbHA
JIarHOCTHKA, CHPOBATKOBI MapKepu Matepi
CiaMCBKI OIIM3HIOKU — JWB. IBIMHUKOBI BaIu
Cxadoruedanis 56

Cxkomios 57

CKpHUHIHT HeOHaTalnbHUI MacoBmit 201

— npeHaTanbHUM 214

— cenekTuBHUU 199

Cnankosa indopmanis 13, 241

CnaJKkoBHii HEMOJINO3HNUN paK TOBCTOI KUIIKU 157
— TIOJIIIO3 TOBCTOI KUIIKUA — JUB. CUHApoM JliHua
— pax MoJIOUHOI 3ai1o3u 157, 159

CrazikoBi XBOpOOH OOMIHY PEYOBHH — IHUB. XBOPO-
01 MOHOTEHHI OOMiHY PEYOBUH

CnazakoBsicts 241

Creiicepu 19

CrnimaaoMmo3koBa rpuxa 136, 165

CninanbHa M’s130Ba atpodist 106

Cmnaiicunr 16

— anpTepHaTUBHUI 17

CrareBuii xpomatus 47, 189

— —, Y-crareBuit xpomatus 184

— —, Y-craTeBuid XpOMaTuH, BU3Ha4eHHs 189

— —, X-crateBuii xpomatus 47, 189

— —, X-cTaTeBuil XpOMaTHH, BU3HaYeHHS 189
Crenos 54

Crurmu mu3zeMOpioreHe3y — JIMB. MIKpOaHOMAJTi po3-
BUTKY

Croma BapycHa 58

— MOpOoKHUCTA 58

—-roiganka 58

Crpabizm 56

Cyrnpecop MyXJIMHHOTO POCTY — JIMB. T€H-CYIIPEcop
MyXJIMHHOTO POCTY

Cdoinromininozn 118

TanatodopHa kapiaukosictb 103
Tanaemui nosTopu 19
Tenomepaza 22, 152

Temomepu 22, 29, 152
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Tepartorenes 178

— «BemuKuit» 178

— «manui» («cucreMHui») 178

Tepatorenni paxtopu 170

— — oionoriuni (TORCH-iudexuii) 177

— — ex3oreHHi 171

— —enpaoredsi 171

— — kiacudikaris 171

— —, JKapceKi npenaparu 173, 175

— — (izuyni 172

— — ximiyni 172

Teparosoris 162

TepMmiHATOpP — JIUB. TEH-TEPMIHATOP
TepmiHamiiHU TepaToreHHUH niepion 167
Tecr i3 FeCl; — nuB. mpo6a Peminra
Terpana damno 165

Terpamnoinis 37, 38

Terpacowmis 38

Tun ycnagkyBaHHSI aBTOCOMHO-JIOMIHAHTHHM 65
— — aBTOCOMHO-PELIECUBHUI 66

— —, 34eIUICHHUH 31 CTATTIO — JUB. yCIAaJKyBaHHS,
34eryIeHe 31 CTATTIO

— — MiToxoHapianeHUH 70

Tinbus bappa — nuB. X-craTeBUil XpOMaTHH
TpancreHaiii — auB. TeHHI MyTaIlil
Tpauckpuniii paxropu 14, 17
Tpauckpurmiist 16

Tpancnoxkaris 32

— HepeuunpokHa 33

— peuunpokHa 32

— pobeptcoHiBchka 33

Tpaucusis 16

Tpaucnozonu 19

Tpancnoprna PHK — gus. PHK tpancnopTHa
Tpurononedaris 56

Tpurutoimis 37

Tpucowmis 38

Tpucruxiaz 56

Tpombodinis 140

TyOepkyib0o3, reHeTUYHA CXWIBHICTh 142

Yuinapenrtna quruioinis 46
VHinapeHTHa nucomist 46

— 13oaucomig 47

VcnankyBaHHS 3a BEPTUKAIUIIO 65

— 3a TOPU3OHTAJLTIO 66

—, 3YellIeHe 31 cTaTTIo 68

— ,— —, 34eIUIeHe 3 Y -XpoMOCOMOIo 69
— , — —, 34erIeHe 3 X-XpOMOCOMOI0 68
— MiToxoHpiajabHe 70

— IICEBIOJOMIHAHTHE 67

®a3u GioTpaHcopmauii 145

DakTopu KaHIEPOTeHHI — JIMB. KAHIIEPOTeHHI (ak-
TOpH

— MyTareHHi — JIUB. MyTareHHi pakTopu

— pocry 152, 153, 170

— TepaTOTeHHI — JUB. TEPATOTeHHI (haKTOpH

— TpaHcaykiii 153

— TpaHckpumiii 168

®dapmakorenernka 145



DapMaKOreHeTHYHI TATOJIOTIYHI peakirii 145
®Dentinra npoba — quB. npoba Derinra
DeninananiHoBa eMOpioderonaTis — IuB. eMOpiode-
Tomartisl (eHiIanaHiHoBa

®Deninkeronypis 108, 111

®enotun 242

®epmenTonarii 106

®eromnarii 167

®iopunin 103

DinpTp 56

®dictynu mpeaypuKyIspHi 57

®diroremarmoTuHiH 183

drroopeciienTHa riopuauzanis in situ (FISH-meron)
184

— — — —, Mmoaudikaii 188

dokomernig 58, 173

®dochart-giaber — quB. rinogocharemist

Xaruincona — l'indopaa cuHAPOM — TUB. CUHAPOM
Xaruincona — ['indopaa

XBopoba AHaepcoHa — JHB. TIIIKOTEHO3U

— Bepmuira — I'odpmana 106

— Binscona — KonoBanosa 109

— BpomxkeHa 51, 98

— T'ipke — JUB. TITIKOTEHO3U

— Tome 118

— 31 CIIaJIKOBOIO CXHMIIBHICTIO — JTUB. XBOPOOU MYJIb-
TuaxTopiaNbHi

— Kopy — nuB. riikorenosu

— Kpeiitudenpara — Sdxoba 30

— Max Apjie — JMB. TJIKOT€HO3U

— Mapdana — auB. cungpom Mapdana

— MOHOTEHHA — JMB. XBOPOOU MOHOTEHHI

— MyJabTHdaKTOpiaJbHA — JIUB. XBOPOOHW MYIIBTH-
(axTopianpHI

— Himanna — ITika 118

— IMomne — AuB. TIIKOTEHO3U

— Pexuinraysena — auB. Heitpogiopomartos I tumy
— Test — Caxca 108, 118

— XPOMOCOMHA — JIUB. XBOPOOH XPOMOCOMHI

— IlenpBerepa — mauB. cunnpom LlembBerepa
XBopobu BpokeHi 51

— cimeiiHi 51

— TEHOMHOT'0 IMIIpUHTUHTY 44, 47

— TeHEeTUYHOI HeCcyMicHOCTI MaTepi i tuiona 51

— eKCHaHCli TPUHYKJICOTHIHUX oBTOpiB 30, 47
— iH(]eKIIilHI, TeHETUYHA CXWIIBbHICTE 142

— MiToXoHapianbHi 17, 126

— MOHOTEHHI aBTOCOMHO-I0MIHaHTHI 100

— — aBTOCOMHO-periecuBHi 106

— — JIOMIHaHTHI, 34erjieHi 3 X-XpoMocoMoro 125
— — peliecuBHi, 34erieHi 3 X-xpomocomoro 120
XBOpoOU MOHOTEHHI, aJleIbHa TeTePOTeHHICTh 97
— —, arnenbHi cepii 30, 97

— —, BapiloO4nii BiK 1mo4yaTky 98

— —, TeHeTUYHA IeTePOreHHICTh 97

— —, reHeTHYHUH ntoiMopdizm 30

— —, mlargoctuka 127

— —, 3UeInieHi 3 Y-xpomMocomoro 125

— —, 3ueruieHi 3 X-xpomocomoro 120

— —, kjacudikarris 99

— —, KJIiHIYHUM nojtimopdizm 30, 99

— —, nikyBaHHs 129

— —, JIOKyCHa IreTepOreHHICTh 97

— —, MEIMKO-T€HEeTHYHE KOHCYNIbTYBaHHS 128
— —, HAIIOHAJIBHICTHh OATHKIB 53

— —, epokcucomHi 118

— —, IpeHaTaj bHa JiarHocruka 128

— —, IPOTPEAIEHTHICTh KJIIHIYHOT KapTUHU 98
— —, PI3HOMAHITTSI MPOSIBIB 98

— —, PO3paxyHOK F€HETUYHOTO PU3UKY 128
— —, CITaJIKOB1 XBOpoOU 00MiHy peuoBuH 106
——, — — — —, 3arajbHi cumnromu 110
——, — — — —, narorene3 107

— —, yacroTa B nomnyssimii 100

— MynbTUdakTopianbHi 135

— —, acomaris 3 HLA-anturenamm 137

— —, — 3 rpynamu kposi ABO 137

— —, TEHETUYHA CXWIbHICTE 135, 142

— —, PO3pPaxXyHOK I'€HETUYHOTr0 pU3uKy 137
— HakonuyeHHs 116

— cimeiini 51

— COMAaTUYHUX KITTHH 51

— crraakoBsi 51

— —, knacudikaris 51

— XpOMOCOMHI 73

— — cniopajuuHi 74, 75

— — ycnaakosani 74, 75

— —, miarHoctuka 90

— —, 3araJibHi CUMIITOMHA 75

— —, 3aJIeKHICTh YaCTOTH BiJ Biky Matepi 53, 81
— —, MEIUKO-T€HETUYHE KOHCYJIbTyBaHHA 91
— —, Mo3aiuHi ¢popmu 74

— —, maTorenes 75

— —, nioBHi popmu 74

— —, IIpeHaTallbHa JiarHoctuka 90

— —, PO3paxyHOK I€HeTUYHOI0 pu3uKy 91
Xerinocxis 56, 57

X-34eruieHe yCrmaJaKyBaHHs — JIMB. YCHAaJIKyBaHHS,
3YeTICHE 31 CTATTIO

Xumepusm 40

Xopest 'entinrrona 29

XopiokapruaomMa 38

XopioHiyauii ToHaAOTpoMiH 211
XopioneHTe3 — JuB. OioICis XOpioHa
Xpomatus 20

Xpomocoma 20

—Y24

— akporeHTpruyHa 21

— aneHTpuyHa 33

—, BTOpUHHA mepeTsikka 21

—, TIEPBUHHA TIEPETSKKA — JIMB. LIEHTPpOMEpa
— nuIeHTpudHa 36

— intepdasna, 6ynosa 20

— Kimbnena 32, 33

— MapkepHa 36

— meradaszna, oymosa 20

— MeTaleHTpuyHa 21

— cyOmeranenTpuuHa 21

— TeNoneHTpuyHa 21

—X?24

—, cynmytauk 20, 21

XpoMOCOMH CTaTeBi — JMB. XpoMocoMa X, XpOMO-
coma Y
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— X iHaKTHUBallis — JAUB. X-CTATEBHI XpOMAaTUH
—, BIICTAaBaHHS IIPH Meito31 39

—, MibkHapoHa Kiacudikamis 23

—, HEpPO3XO/KEHH 38

—, HOpMallbHUH noJsimMopdizm 23

—, IUTOTeHeTUYHa Kapta 21, 22

—, [IUTOTeHeTUYHA HOMEHKJIaTypa 23

XpoMocomHi abeparliii — JuB. MyTallii XpOMOCOMHI
— MyTalii — JUB. MyTallil XpOMOCOMHI

— XBOpOOU — JIUB. XBOPOOH XPOMOCOMHI
X-cTraTeBuil XpOMaTHH, BA3BHAYEHHS — JIUB. CTATEBUI
XpOMAaTHH, BU3HAYCHHS

LleHTpUYHE 37TUTTS XPOMOCOM — JIUB. TPAHCIIOKAIIis
poOepTCOHIBChKA

LleHTpUYHUI MO XPOMOCOM — JIMB. MyTallii Xpo-
MOCOMHI, IIGHTPUYHI 37TUTTS XPOMOCOM

Llentpomepa 20
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Hukmin-Cdk 152
HukninzanexHi kiHazu 152
Hukminu 142

Hukmonis 167, 171
Iurtoreneruka 73
utoreneTnunuit metos 182
— —, mokazaHHs 182
Lutoxpom P450 145
Lyxposwuit giader 145, 171

Yepennomoszkosa rpmwka 136, 165
Yinu — aue. JHK-uinu

In3zodpenia 142
limmna ry6u i/abo migHeGiHHs 56, 136

Anepus 20
Snpo 20
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