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Beryn

Kutrs Ha 3emiti moOy10BaHO 3a €JMHUM TUIAHOM, B IOTO
OCHOBI JIeXKaTh €JMHI MEXaHI3MH 1 3aKOHH, 5IKiI 3a0e3medy-
I0OTh KOJyBaHHS MPOTPaMH OCOOMCTOTO ICHYBaHHS >KHBOI
IcroTH, mepenauy mpOro KOy HalaakKam, peati3arlito mpo-
I pamu B kOHKpeTHHMX yMoBax (y MPOCTOpi Ta dYaci) Ta
*IMiHEHHS, KOpETryBaHHSI IIi€i Tporpamu, 6€3 40ro HeMOX-
JuBa caMa eBoJolis. Hayka, 1o BUBYa€e CragkoBICTh Ta
MIHJIMBICTh OPraHI3MIB, 3BeThCI T€ HEe TU K 0 10 . [l Oa-
oBa OlosoriyHa Hayka Mae BiacHl mim: 1. BuBuwmT;
.JakoHOMIpHOCTI CIagKOBOCTI Ta MIHJIWBOCTI. 2. Bukopuc-
TaTH HAOyTI HAyKOBI 3HAHHS Yy TPAKTUYHIN MisUTBHOCTI
JTFOTHHU.

VYeci, xT0 00paB ISl CBOET TIpalll raTy3b MEAUIIMHY, 11032
HCSIKUM CYMHIBOM, MAlOTh 3HATH 2€HEMUKY 302albHy, 2e-
HemuKy JTH0OUHU, MEOUYHY 2eHemuKy, JTIarHOCTUIHI MOX-
JIMBOCTI KJIIHIKO-T€HEAJOTIYHOTO aHai3y, METOJIB MOJIe-
KyJSIpHOI Ta 010XIMIYHOT T€HETUKH, yumoceHemuku. Jlikapi
Oyib-sIKOTO TPO(ITI0 TIOBHHHI OTIAHYBAaTH OCHOBH TaKHX
HOBUX Tally3ed HAayKH, SIK NONYIAYIlIHA 2eHemuKd, IMyHO-
2eHemuKa, (hapmaxkoeeHemuka Ta OHKO2eHemuKa, po3yMi-
TH MOMJIMBOCTI Ta TPHHIUIN METHUKO-T€HETUYHOTO KOH-
CyJbTYBaHHS PoAMH. He Booitoun 1M MaTepiaiom, JTiKap
HE MOX€ MUCIUTH TEHETHMYHO 1 TOMY OITIHIOE HOPMY Ta
TaTOJIOTII0, 3/IOPOB'St Ta XBOPOOY TIJILKH CTOCOBHO BILIH-
Hy HIKIIIUBUX (hakTopiB cepenoBuia (iHMEKIIHI areH-
TH, TIOPYIICHHS Y Xap4yyBaHHI, TPaBMH, OTPYTH, pajialliifHe
ONPOMIHEHHSI TOINO) Ha SIKYCh «CEPETHBOCTATUCTUIHYY
moauHy. Takuii morysi Ha mpoOieMy MOoaiOHNN OaueHHIO
OJTHUM OKOM IIJIOCKOTO 300paXKeHHS 3aMICTh TPHUBHUMIPHOT
IIMCHOCTI, Mi3HAHHA IKOI MOJKJIMBE TIJIBKH 32 HAasIBHOCTI
000X OYeH.
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VY Ham yac, HarpukiHIi 20-cTopivus, a TUM Maye A7 JIiKapiB
HACTYITHOT'O BiKy, OOME)KEHE YSIBJIICHHS € HE TUIbKU HEJIOCTaTHIM, a HaBITh
xuOHUM. «CepeaHbO» JIOIWHY TSl METUIIMHY B3araii He ICHYE, €
KOHKpETHa 0co0a IMEeBHOI CTarTi, BiKY, 3 IHIUBIAyaJIbHOIO, Hi Ha KOTO HE
CXO3KOI0 T€HETHYHOIO TIPOrPaMoIo, 10 3yMOBIIOE caMe 11 Hopmy peakuii Ha
YHUHHUKH ICHYBaHHS. J[BOX OHAKOBUX JIFOJICH HE iCHYE (32 BUHSATKOM
MOHO3UTOTHHX OJHM3HIOKIB). Y JIFOJUHH, 5K 1 Y KOXKHOT )KUBOT ICTOTH, BCS
iH(dopmartis po ¢izuyHi, 610J0TIYHI 03HAKH, Yy TIHBICTH JI0
HABKOJIMIIHBOTO CEPEIOBUIIA, CXMIIBHICTD 0 KOHKPETHOI PO3yMOBOT UM
THIIOIMAISUTE-HOCTI, PO TMOBEAIHKY, MBHUAKICTh Ta CUJY peakiiii Ha
30BHIIIHI 1 BHYTPIIIHI TOJpa3HUKH, HECTIPUHHATINBICTh OKPEMUX
MPOAYKTIB XapuyBaHHS a00 JIIKapChKUX MpenapaTiB, HAAUYYTIAUBICTh J0
iHdexmii, pamiaii, CXUIBHICTH 10 3aXBOPIOBAaHb PI3HUX OPTaHiB Ta
CUCTEM, MOPYIICHb OOMIHY PEYOBHH, HEPBOBO-TICUXIYHOT CHCTEMH Ta
OHKOIIa-TOJIOTI] 3aIMcana y TeHETUIHOMY MaTepiaii KOXKHOI KITITHHH
JIIOJICHKOTO TUIa. BCl 3 KIIITUHU € MOTEeMKaMM OJIHI€] 3UTOTH —
3aIuTiJHEHOT crIepMaTo30i10M SHIEKITITHHN. TOOTO OpraHi3M IO IUHU
— 11 KJIOH. Y MOMEHT 3aIUTiTHeHHS 00'€/THY€ThCSI TCHETUYHA
iHpopMarlis Bix OaThKiB 1 TOYMHAE peali3oByBAaTHCS 3aKOI0OBAHA Y
pocTopi Ta yaci nporpama. Jlo MUTI 3arutiiHeHHs iH(popMalis B
CTaTEeBHUX KJIIITHHAX 3aKOHCEPBOBAHA, 1 B X CIAAKOBOMY MaTepiaii Oynu
CKOHIICHTPOBaHI CTUCHYTI mpocTip 1 yac. [Ipu ctateBoMy po3MHOKEHH1
3JIMTTS YOJIOBIYOI Ta KIHOYOI CTAaTeBUX KJIITHH € MyHKTOM 0 (CUTHaIOM
«ITYCK»), CTapTOM JUIsl PO3TOPTAaHHS MPOTPAMHU KHUTTS OPTaHi3My,
MOYMHAIOYH 3 eMOPIOHATBHOTO NEPi0y, Yepe3 JUTHHCTBO, IMyOep-Tar,
JTUTOPOHUM BIK, CTApiCTh, XBOPOOU Ta cMePTh. Meduuna cenemuka Mae
0COOIMBO Ba)KJIMBE 3HAYCHHS JJIA aKy-IIEPiB-T1HEKOJIOTIB Ta MeaiaTpis,
SK1 IEPIIUMH 3yCTPIYalOThCs 3 HACIIIKAMH peati3allii meBHoi
TeHETHYHOI PO- : TPaMu 1 MalOTh 3MOTY CTBOPIOBATH
IHAWBIAyai30BaHi YMOBH JJIs IIbOTO TPOIIECY 3 YpaxXyBaHHSIM HOTO
0CcOOMMBOCTEHN Yy KO)KHOMY BUMAAKY. [IpaBuibHe BUKOPUCTAHHS



TaKUX MOXKIIUBOCTEH JOMOMOXKE Yy TOJAIBIIOMY >KUTTI
Oprafi3aMy He TUIbKH 30epertu 310poB's, 3a0e3MeunuTH
JITOHAPOJPKEHHS, BUKITIOYHUTH 1HBAJIIIN3ALliI0 Ta Tepeayac-"
HY CMEpTh, ajie W 3aKJIACTH 3acajd JJisi TIOBHOTO BHSBY
KOXKHOI OCOOMCTOCTI, MOJOBXKCHHSI MOBHOIIIHHOTO YKHUTTS
MOAVMHU. Be3 3HaHHS TEHETHKH HEMOXIIMBO JIIKyBaTH
XBOpOTo (a HE XBOPOOY), HEMOXKJIMBO I'PaMOTHO, TOOTO
e()eKTUBHO, TIOTNEPEHKYBATH 3aXBOPIOBAHHS, CTBOPIOIOYH
aJIalITUBHE CEPEIOBHIIEC ICHYBAHHS i1 KOXKHOI JIFOJMHU.
'eneTu ka — 1e He TUILKK OCHOBa OioJsorii, aje i
bimocodis KUTTS B3arajii Ta MEIUIIMHN 30KpeMa.



3arajibHa reHeTuKa

ICTOPISI PO3BUTKY 'EHETHUKHA TA
MEJIUYHOI TEHETUKHA AK HAYKH

[cTopist pO3BUTKY TCHETHUKH SK HAayKu OQIMiiHO TO-
yrHaeThes 3 1900 p. 1 moainseTbes Ha 6 mepioAiB:

1. TpiymdansHuii Xix MEHACTI3MY.

2. YTBepIUKEHHS XPOMOCOMHHUX OCHOB CIIaIKOBOCTI.

3. BigKpuTTS iHAYKOBaHOT'O MyTarcHesy.

4. Po3BUTOK 010XIMIYHOi T€HETHKH.

5. OnaHyBaHHS OCHOB MOJIEKYJISIPHOI TEHETUKHU.

6. CtaHOBJICHHSI MOOLITHHOI (CYy4acHOT) TCHETUKHU.

Ho-70 —80-x pp. XX CT. OUTBIIICTh BUCHUX-TCHETUKIB
BBaKAJIM, IO TOJIOBHI 3aKOHOMIPHOCTI CIAJKOBOCTI Ta
MIHJIMBOCTI OpraHi3MiB YK€ BUBYCHI, TOOTO T'€HETHKa 5K
(byHIaMeHTalIbHa HayKa JOCSAIIIa CBO€ET MepIoi MeTH. A ToMy
B Mail0yTHHOMY yBara HayKOBLIB Ta iX JOCIIDKEHHsS Ma-
I0Th OyTH CKEpOBaHI Ha PO3BUTOK T€HETUKHU PI3HHUX
OpraHi3MiB, Y TOMY YHWCIIi T€HETHKH JIFOJUHU 1 MEIUIHOI*
TCeHETUKH Ta iX MPHUKIAJHUX ACHEeKTIB — Ol10TEeXHOJIOrI],
PO3KOIyBaHHsI T€HETUYHUX IPOrpaM, CTBOPEHHsS HOBUX
TiOpUIHUX TEHOMIB Ta TEHOTHITIB, HOBUX JKUBHUX ICTOT B 1HTE-
pecax «BCBhOTO JIFOJICTBA», OKPEMHX TOMYJISIIN, KIIAciB Cyc-
MTbCTBA (HABITH TPYI) abo, IO pijalie, KOKHOI KOHKPETHOT
JFOJIMHH.

B 3B'13Ky 3 1iM 1poGsieMH TYMaHHOCTI MOBHICTIO Jira-
I0Th Ha TUIeYi JIiKapiB, TCHETUYHO OCBIUCHUX, SIKI MAlOTh CTO-
SITU Ha BapTl 370pOB'S Ta KUTTA KOXKHOI JIIOAUHU (a HE
TUTBKH JIepKaBu a00 CyCIUTLCTBA B LIJIOMY), SIK 1€ BEACTh-
csl JIIKapsIMU BCiX KpaiH 3 yaciB ['inmokpara.

Mexi iCTOpHYHUX TEPIOJIB PO3BUTKY TCHETHKH SIK
HAayKH HE € OCTaTOYHO BU3HAYEHUMH, BOHH IIJIKOM YMOBHI,
00 KOXHHI HaCTyIHUH Mepiof 3apoKyBaBcs y HaaApax
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MONEPETHHOTO 1 MaB MPOJOBKEHHS MPOTATOM YCIX HACTYII-
Hux. Ha3Ba x mepioniB BimoOpakae OCHOBHHI HAIPsIMOK
HAYKOBUX JIOCIIKEHb came B IIeH yac.

['onoBHa OCOOMUBICTH PO3BUTKY TE€HETUKH TMOJSTaE B

IcHyBaHHI BEIMYE3HOTO JOICTOPUYHOTO TEpioay (MpoTs-
Iom yciei icTopii moacTBa), KoM BigOyBaOCs HAKOIH-
YEHHsI Ta aHaTi3 GaKTOPiB CMaAKOBOCTI 1 MIHJIMBOCTI Oa-
1 aTOKIIITUHHUX OpraHi3MiB, 30kpema il monuHu. O3HaloM-
JIGHHS 3 MaM'sITKaMH KYJIbTYpPH Ta PeJirii CBiIYUTh MPO
*Ic, 1o 3100YyTI JIFOICTBOM 3HAHHS Ha SIKUICH Yac TyOHITUCS,
3a0yBaJIMCs, @ 1THKOJM TPOCTO HEXTYBAJIUCS; YacTO HAy-
KOBI1 JIOCITI/DKCHHST 3a00POHSITUCS Yepe3 HEBIrIacTBO abo
MOJIITUYHI MOTUBU. OMHUC POJIOBOIIB, TOUYMHAIOYH 3 AlaMa
Ta €BH, 10 BKIIOYAINA KPOBHOCTIOPITHEHI 3B'SI3KH, 1THOPHTHI
Hi 1HIIECTHI MUTIOOHW 3 YCHaJKyBaHHSIM OKPEMHX BHIIB Ta-
ToJorii, HaBoaUThCs B biomii. [lommpeHicTs y Aeskux mo-
MYJBSIIIAX 0Ci0-HOCIIB PiJKICHUX TeHIB, a00 THX, 10 MaJH
0co0MBi, BIIMiHHI BiJ pemITH O3HAKH (JTIBIII Ta MpaBIIi
roifo), TakoX BIAOOpakeHa y CTapoOJaBHIX ICTOPHUYHUX
TOpax.

[leprra MeTUKO-TeHETHYHA KOHCYJBTAIIiS, IO TOKYMEH-
lanpHO MinTBepmKeHa, Oyna nofana y TanMyni: He 103BO-
Js10Cst poOUTH 00pi3aHHS IUIOTI XJIOMYMKaM, cTapiii Opa-
TH Ta OSbKH 10 MaTepi SKUX CTPaXKAald Ha KPOBOTEYI.
TyT MU MaeMO HE TUIBKH CTBEPKECHHS CIIAJKOBOCTI Te-
Mo(inii, ane ¥ MpaBUIBHO MiJKPECIIOETHCS 3YEIICHE 31
CTATTIO PEIIECUBHE yCMaKyBaHHS 11i€i MaTONOTi.

OCHOBHI KJIaCHYHI 3aKOHH CIIaJKOBOCTI Oynu BiIKpHTi/
I'.I. Mengenem (puc.1) y 1865 p., X04 icHyBaJIu 1 Mparfror
[mmm BOHM 3aBXKIM, 3 4acy MOSIBH KUTTS Ha HalIi roia-
HEeTi. AJie TTOTIM IIi 3aKOHU 3 Pi3HUX Ha T€ MPHYMUH HAJIOBIO
«kanymu B Jlety», ax 10 1900 p., KOJI1 TPO€E BUSHUX PI3HUX
KpaiH He3aJIeKHO OJIMH BiJl OHOTO BIAKPHIIM iX HAHOBO: JI€
®puz  (Fomnanmis), Yepmak (ABctpis) Ta Kopene
(Himeuunna). [IpoTe 3ak0HH CIagKOBOCTI Ha3aBXIH
30eperaum  Ha3By 3akKoHIB MeHaensi, BU3HAYMBIIN
OKpeMuil HampsM y OioJorii — menodenizm. Icto-
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Puc. 1. Tpercp loran Menpens (1822 —1884) —
4echbKHH BYCHML, 3aCHOBHHK BYEHHS ITPO CHAKOBICTE,
nepuwuii BiIKpUB 1i 3aKONH, SKi HA3UBAIOTHCA 3aKOHAMM
Meinens

pisi TEHETHKU JTIOJUHU (PAaKTUIHO BBAXKAETHCS HAYKOIO, IO
icaye 3 1865 p. (a He 3 1900 p.), ayile BUXOASIYHN HE 3 TIpalli
MeHzens npo 3aKOHU YCHAIKyBaHHS SKICHUX, AbMEPHA-
MUBHUX O3HAK, A i3 TIpallb [ albTOHA, B AKUX HIETHCS MPO
yCHaAKyBaHHsI KinbKicHux osHax. CaMe 1el piK BBaKAEThCS
MOYaTKOM 3apOJDKCHHS €BICHIUYHMX YSBICHb Ta IOCIIKECHb
PO METOMM ¥ YMOBH BIUIMBY Ha CIAIKOBi SKOCTI JIFOH-"
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il . Pe3ynbrat mpoBeACHUX TOCHIKEHb 3TOJ0OM CTaln
:»a OCHOBY HayKH €BI€HIKH, TO3UTUBHOI 1 HETaTUBHOI, 1110
MT'OJIOM TIepepocia y TCEeBIOHAYKy pacoBOi TirieHu, — pa-
cuzMy Ta ¢ammusmy. BpogoBxk AecATKIB pOKiB JIOJETBO
HE MaJ0 HayKOBOTO OOTPYHTYBaHHS HEIOLLIBHOCTI, XHO-
HOCTI €BI'CHIYHUX YSBICHb Ta HAMAraHb.

VY HaI yac He BUKJIMKAa€ CyMHIBY TBEPIDKEHHS, 1110 €BIe-
HiKa He Mae i o000 aHi (iTOCOPCHKUX Y MOPATBHUX
MiJICTaB, aHi 010JOTIYHOTO OOTPYHTYBAHHS, aHI TEHETHYHOI
ocHoBH. [lo-mepmie, mpu cenekiii pociyH, KOMax, TBAPHH
JIO/IMHA TIPALIOE y BJIACHUX I1HTEpecax, HE3BaKAalOuM Ha
[aTEpecH XKUBUX ICTOT, IKUX BBa)Ka€ HUKYMMH 3a ceOe.
XTo x Oyne BUpIlTyBaTH J0Jt0 TtoauHu? He MokHa BUpI-
IIyBaTH JIOJIO CHUCTEMH, SIKIO BXOIUII JIO CKJIATy Tiel K
cucremu. [lo-npyre, Mu He 3HaEMO MporpamMu MaOyTHBOT
CTIOJIONI JTFO/ICTBA, SIKI BapiaHTH T€HIB OyAyThb MaTH ce-
JIEKTUBHY TlepeBary B 3MiHEHOMY HaMH X JTOBKULII, TOMY
HE MaeMO TpaBa 3HMIIYBaTU T'€HH, IO 3JAI0ThCS HA ChO-
roaHi nmoranumu. ITo-Tpete, po3ymMoBa BIJICTANIICTh Y TEpe-
WKHIA OUTBIIIOCTI € HACIIIKOM PEIECHBHOI MATOJIOTIT, 10
Ma€ KJIHIYHHN MPOSIB TUTHKM B TOMO3UTOTHOMY CTaHi. Taki
XHOpI TepeayTh He XBOPOOU CBOIM HAIIaaKaM, a TUTbKU
OJIMH 3 JBOX MYyTaHTHUX reHiB. Hamanku OyayTe 310-
poBuUMH sK iX 06alyci Ta migyci. Ctepuiizaiisi XBOpUX
HE TIpU3BENIE J0 3MEHIICHHS KUIBKOCTI 1/110TiB, MCHUXIYHO
XHOpUX abo0 3JIOYMHINB, SK 1e cTajocs y 30-Ti poku B
Kanidopnii, ne crepumizyBanu 10 000 poszymoBe Bif-
CTaJuX.

KinbKicTh XBOPHX Ta HOCIiB XBOPOOM PEryJIIOETHCS Ca-
MUMU TONYJSAIMIMHUMA 3aKoHAMH (O10JI0T1YHUMU, TeHE-
tuaHUME). CoIlialibHI K 3aKOHH, IOPUINYHI Ta MOJIITUYHI
MIOCTAHOBH Ha 1€ HE MOXYTb BITBATH.

YciMm BimoMi 3 3aKkoHH MeHaems:

1. OnHOMAHITHICTH TIOPHIB MEPIIOrO MOKOJIHHS Bif
CXpEIIyBaHHS OpraHi3MiB, IO CTIMKO BIPI3HIIOTHCS 32 ajlb-
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TEepHATUBHUMHU O3HAKaMH: B T€TEPO3UTOTHOMY CTaHi Ipo-
SABIISIETHCS JOMIHAHTHUH I'eH.

2. PozmeruieHHs riGpuaiB APyroro MoKoJiHHS (CXpe
IIyBaHHS FeTEPO3UTOTHUX OPraHi3MiB 3a SKICHOIO albTep
HATUBHOIO 03HAKOI0) y criBBigHOMIECHH] 3:1 (TpH yacTu
HU HaIIAJKiB 3 MPOSBOM JIOMIiHAHTHOI O3HAKU Ta OJTHA —
PEIECUBHOI).

3. HesanexHicTh KOMOiIHYBaHHS O3HAK Y HAIIAKiB
0aTBKIB, 1110 PO3PIZHAIOTHCS 32 IBOMa a0 OLIbIIIE abTep
HAaTUBHUMU SIKICHUMH O3HAaKaMH.

3yMOBJIEHE IUMH 3aKOHAMH yCIIaJIKyBaHHS HAa3MBa€Th-
Csl MEHJIETTFOFOUMM, MATOJIOTIA, IO MEePEAEThCs HalllaIKaM
3a 3aKoHaMH MeHens, — MCEHJICIIIOI0U00. TakiuM YHHOM,
CTpaBeUIMBICTh HAYKOBUX OOTPYHTYBaHb B3siia ropy. [Lupo
YW HE AYXKE IMUPO TOMUIISIOUNCH, MTOMITHYHI 15191 KOJTUIII-
uporo CPCP HanmaBanu Hay1i, SIK 1 MOPaIbHOCTI, KJIACOBO-
ro 3MIiCTy, JOJal04M 10 TaK 3BaHUX Oypiya3HHUX BYECHb
CBOE€ 1/I€0JIOTIYHE 3aKIHYEHHS, TaBPYIOUM HE3pO3yMilli Ha-
YKHM Ta TIPOTUCTABIISIOYN «MEHIEI3M» Pa3oM 3 «BeiicMa-
HI3MOM-MOPraHi3MOM)» MarepializMy 1 MapKCH3MYy-JIeHi-
Hi3My. Came 1ie cTajlo BaroMUM MiATPYHTSAM Ui 3a00po-
HU TEHETHYHHX JOCHIKCHb y HaIIi KpaiHi, BUKJIAJaHHS
TEHETHKH Ha BCIX PIBHAX OCBITH, MOPAIILHOTO Ta (Pi3MYHO-
IO 3HUIIEHHS BUCHHX I CHELialliCTiB y Wil [apyHi 3HAHHS
Ta BIINOBIIHO — HAyKOBOi 1 IEAArorivyHoi JITepaTypu.
Oprani3atopoM i BUKOHAaBLIEM aHTHHAYKOBOI 1 aHTHITIO/CH-
koi momituku OyB T.J.Jlucenko, a ii HacaiIKOM CTaso
BUXOBaHHSI Mai)ke TPHOX TNOKOJIHb JIiKapiB, SKi HE 3Ha-
I0Th TCHETHKH 1 BIJPI3HAIOTHCS BiJl MEAMIHUX TPAIiBHUKIB
IHIIMX KpaiH BiJICYTHICTIO TEHETHYHOTO MHCIICHHS, 1€ T10-
3HAYa€THCS Ha IXHbOMY TpodecioHami3mi.
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MOJIEKYJISIPHI OCHOBM
CIIAIKOBOCTI

MornekysipHi OCHOBHU CIaIKOBOCTI CTaHOBIATH HYK-
neiHoBi kuciaotn — JIHK (y Bcix MikpoOiB, OJHOKIIITHH-
HUX, POCIUHHUX OpraHi3miB, komax, TBapuH) Ta PHK (y
JesIKMX BIPYCiB, 30KpeMa OHKOTeHHuX). CaMe B 1IUX BeJH-
Kux OiomoJiiMepax 3a JOMOMOTOI0 €IMHOI MOBH, ayi(aBiT
SKOI CKJIQJaloTh 4 JiTepu — HYKJIEO3WAM, 3alKcaHa reHe-
tuaHa iHpopmaris xuBux ictoT. Y JIHK indopmaris Buk-
JajieHa yepryBaHHsIM aneHiny (A), tuminy (T), ryaniny
(I') Ta muro3uny (1), siki yTBOPIOIOTH TMEBHI MOCIIIOB-
HOCTI, 3B'I3YIOYHCHh 3aIMIIKAMH JIe30KCUprOo3u Ta (oc-
(opoM B OIHONAHIIIOrOBY MoseKyiy. IloTiM qBa Komrmie-
MEHTapHI OJMH OJHOMY JIAHIIOTM YTBOPIOIOTH BOJHEBI
3B's3ku: aneHiH-TuMiH (AT) Ta ryania-uro3un (I'LY), siki
3aKpy4yIOTHCS i YTBOPIOIOTH MOABIHHY CITipalib, IEpeBaXk-
HO TPaBOTBHHTOBY, OJJHOYACHO 010JIOTiYHY Ta iH(pOpMAaIiiiHy
(puc. 2, «3miini cxoam»). Monekyna PHK mae ognocmipais-
Hy cTpyKTypy. [o 1i cknamy 3amicTh TUMIHY BXOIHUTH ypa-
it (Y), a 3aMiCTh 3aIHINKY JE30KCUpuO03u — pubdo3a
(XiMIYHO €O 1HIIA IEHTO03a).

Monekyna nHykieiHoBoi kucnotu (HK) mae 3patHicTh
710 PO3MHOKEHHS, TIOIBOEHHS a00 perutikanii. Po3MHOXY-
I0ThCS, TUPAKYIOThCA HE OUIKH, a HyKJIETHOBI KUCIOTH. 3a
HasIBHOCTI HEOOX1THUX KOMITOHCHTIB Ta BIAMOBIIHUX (ep-
MEHTIB Ha MaTpHIll KOXXHOI HUTKU ABocmipanbHoi JTHK
(micns iX po3'enqHAHHS) CUHTE3Y€EThCS KOMILJIEMEHTapHUI
nanmtor HoBoi JIHK. Pemmikariis Mae HamiBKOHCEpBAaTHB-
HUI, MaTpUYHUN XapakTep. Y KOXHIH JBOCHIpanbHIA MO-
JICKYJTI MICTUTBCS 1 MAaTepUHCHKHUH (cTapuii), 1 JOUipHIH
(HOBWI{) JAHITIOT HYKJICOTHIIB.

Ha piBHI OJHOKIITHHHUX OpPraHi3MiB HEMAE CMEPTI Bif
crapocrti. Lleit mexaHi3m 3a0e3mneuye cTaOUTbHICTh TEHETHY-
HoOi iH(popmarii, i1 30epekeHHs] MpU Tpoleci mepenadi
HAaIlaJKaM.
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Puc. 2. [Isocnipanbia Monckyna JIHK. Cnipani xoMmaeMentapii
Ta piznonanpanaciti. KoMmmieMentapiicTs 3: napamu
A-T (ageniv-timin), [-11 (ryanin-uurosun)
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[Tix gac peanizartii reneTnyHO1 1HGOpMAaIIii BiIOYBa€EThCS
JIEKOTyBaHHS: MOBA HYKJICTHOBUX KHCIIOT (YOTHPH JiTe-
pu A, T, I, L) mae OyTtu nepekianena Ha MoBy OUIKiB (20
aMiHOKHCIIOT, yMoBHO 20 mitep). Lle MoxmBO 3aBAsku
KOJIOBOMY TIPHHIIUITY: OZHIN aMiHOKHCIIOTI BiATIOBiZa€e 3a-
IIKC 3 TPHOX HYKJIEOTHAIB Y HYKJIEiHOBIN kucnoti. Hanpuk-
JaJl, TOCIIOBHICTh aJICHIH, aJieHiH, ajeHiH (AAA) Komye
¢eninananin, a ATT — nisun. Tomy reHeTHYHMII KO —
TpumuieTHui. Ane 3 4 mitep (A, T, I', 1) moxxHa ongepxkatu
64 pizHi koMOiHaIii mo 3 mitepu 4 =64), a y TpUPOIi
icHye Timbku 20 amMiHOKUCTOT. [HIm TpureTn (KomoHu) —
CIIOJIyYeHHSI TPhOX HYKJICOTHAIB — He 3aiiBi. Tpu 3 Hux
(ATL, ALIT, ATT) — TtepMiHyto4i, BOHH CBiJ4aTh INPO
KIHEIlb CHHTE3Y, PO3/iJIOBI 3HAKU (K y MOBI — Kparnka,
KoMa ToIo). I 3a0e3rmevuyroTh 3anac MIIIHOCTI TEHOMY,
00 KOJYIOTh Ti K cami aMiHOKHCIIOTH, 1[0 i OCHOBHI TpHII-
netu (puc. 3). ToMy TreHETHYHUN KOJ — BHPOKCHUI:
OJTHa aMIHOKHCJIOTa MOXke OyTH 3akozoBaHa B JIHK 2—4
TpUIieTaMd. B 0lHOMY T'eHi KOJAOHU PO3TallOBaHi OJUH
3a OJHUM, SIK CJIOBAa y PEUEHHI, HE MEPEeKPHBAIOTHCS, IO
CIIPOIIY€ 3amuC Ta POOHUTH Horo crabinpbHUM. I'eHeTHd-
HUW KOJ HE TMEepPEeKPUBAETHCSA. Y BCIX XHUBUX
Oprati3miB Ha 3emJli B T€HETHYHIH mporpami Ti X cami
TPUILICTH KOJIYIOTh Ti K caMi aMiHOKHUCJIOTH. | eHeTHd-
HUW KOJI 1Ie ¥ y H 1 Be peanbHuil . Maemo 3amam'si-
TaTH O3HAKW TEHETHYHOTO KOAY/ mpuniemuull,
BUPOOXCEHUT, He NEPEeKPUBAEMbCS, VHIBEPCATbHUN. ATIe Y
KO’KHOMY TIpaBHJI iCHYIOTh BUHATKH. B ocranni 30 pokiB
JOCTITHNKA BHWBYAIHM 1 30Mpanu Taki BUKIIOYEHHS, iX
BUSIBUJIOCS] Oarato, BUHUKIIA HOBI TIMIOTE3W Ta TEOPii, IO i
MPU3BEJIO 10 BUHUKHEHHS Cy4acHOi MOO1JIbHOI reHe-
TUKH, SIKa NpUHIIIa Ha 3MiHY FeHeTHI1 KJIaCHYHIH.
3apa3 MU 3Ha€MO, 1110: 1) reHeTHYHa mporpaMa He € 30BCIM
cTalUIbHOIO: ICHYIOTh MOOLTBHI JIUCTIEProBaHi reHu, abo ee-
MEHTH, 10 3MIHIOIOTh CBOE IMOJIOKEHHSI, CTPHOAIOTH 3 MICIIS
Ha MicIie; 2) ycepeauHi TeHa ICHYIOTh JUISHKH 31 3MICTOM
(ex30HU) Ta 6€3 HHOTO (IHTPOHHU); 3) BEIUKa KITbKICTh



Aprinin Banin

Puc. 3. lpunuun koaysanna referuynol indopMaiil — 3 34.
Koa — tpumnernuit, ynidixopalnii, BHPOIKENHIE, He NePEKPHBIETHCS;
W~ TcpMinyovi KoJoHu, 1— ininioioynii Kogon

iHpopmanii mae perynaropHi ¢yHkii; 4) reH — Moi-
JBHUM; 5) y T€HOMI MalTh MiClleé HE TUTBKH YHIKIbHI
KOJIYIOYi TMOCIIIOBHOCTI, aje ¥ BeIWYe3Ha KUIBKICTh TO-
BTOpIB iH(popMalii; 6) 3anmmc reHeTHdHO1 iH(opMarii YIOKE
BIIPI3HATHCS Bl yHiBepcaJbHOTO. [HpOpMariiitHi MOJeKy-
JM MICTATBCS B KIITHHAX €yKapioTiB HE TUIBKH Y spi
(ocHOBHa, HaWOLIBIIA TIpOTpaMa), ajlie i y AeSIKHX OpraHe-
Jax IUATOIUTA3MHU: MITOXOHIPIsX, Tazminax, iHmux JJHK-
g PHK-Hocisx. Tak-AT, B MITOXOHAPISX KOJ BIIPI3HAETHCS
BiJl YHIBEpPCAJIBHOTO.

Peasizaris reneriuanoi iH(opMartii, a came cuHTe3 OiJTKa,
3IHCHIOETHCS B IIUTOTUIA3MATHIHUX CTPYKTYpax — pH-
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O6ocomax. [lns Toro moO miaH OynoBH OLIKa JOHECTH
Bin IHK 1o pubocom, KiniTHHA Ma€e CrieliaibHi MeXaHi3Mu
Ta PyXOMi MOJICKYJIH. 3 TOro, IO 3HAEMO HUHI, MEXaHi3M
Ha3MBAETHCS TPAHCKPHIIIIEIO, a MOJIEKYJIHM — M€ Pi3Hi
Bunu PHK. Tpanckpuniiisi o3Hayae mepenucyBaHHs
iHpopmanii 3 IHK na PHK. I'onoBHMM ke B cuHTE31 Oinka
€ TpaHCIALIA — Tepekian indpopMarii 3 ogHieE] MOBU Ha
1HITY.

KomoBuii 3amuc mpo CTpyKTypy OUIKOBOI MOJEKYJIH
neperocutbes 3 JJHK nHa iHdopmaniiiny (Marpuany) PHK
(Bona x PHK-mepeHocHuk, naT. «MECEHDKEP)», CUHOHIMHU:
iPHK, MPHK, 1-PHK) nuisxom komIuieMeHTapHOTO, MaT-
puunoro cunre3dy PHK na JIHK, sxuii MoxxHa OpiBHATH
3 perrikamiero (cuate3 JJHK wa JIHK). Monekyna PHK
KOITiFO€ BECh TEH €yKapioTiB Pa3oM 3 HE3HAUYIIUMH iHTPO-
Hamu. Taki THMYacoBi MOJIEKY M Ha3uBaroThes npe-iPHK.

Monekynu nipe-iPHK mepemintytorbest 3 siapa 10 1u-
TOIUIA3MH, a caMe J0 pUOOCOM, IO CKJIATAIOThCS 3 pUOO-
comaux PHK (pPHK) Ta 6inkiB. Ilo mopo3si npe-iPHK
MOJUQIKYIOTBCS, 3 HUX BUIAISIOTHCS HE3HAUYI JUITHKU
Kona (iHTpoHM). 3HaYCHHS IHTPOHIB, MaOyTh, TyXKe BaXKITH-
Be, aJIe 1Ie MOBHICTIO HE po3IH(pOBaHE.

Tperiii Bun PHK ckmagarore BimHOCHO MasieHbKI (ne-
CATKM HYKJIEOTHUIIB) Mojekynu TpaHcnopTHux PHK
(TPHK), sixi mpuHOCATH 10 prbocoM crienn@ivyHi aKTHBO-
BaHi aMiHOKUCIOTH (puc.4), CTAaBIATH iX Ha BiJIOBITHE
Miclle B TOJNIMENTHIHOMY JIAHIIOTY, BU3HAYCHE KOJOHOM
iPHK. Tineku monexyna TPHK mae B cBoemy ckmiani
AHTUKOJIOH, KOMIUIEeMeHTapHuit 10 kogony iPHK.

Mu Bxe BuzHauniy, unM PHK Bigpizuserses Big JJHK.
binok cunTe3yerncs 3a mnanom iPHK, Tomy i1 Tpuruierw,
10 KOZYIOTh aMiHOKHCIIOTH, HAaiYacTille 3arCyOThC KOM-
mwiemMeHTapaoro mMooto PHK, mist deninananiny me Oynue
YVV, tepminyroui kogouu YATL, YT'A, VAA.

TakuM umHOM Tmporec  peamizauii CIIaJKOBOL
iHdopmarii Bix reHa g0 ¢eny (cuHTe3 OinKa — OAMH 3
uux) Mmae Burnsa: HAHK>PHK>6inmok. JloBruii
yac us popmyna
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AuTHRONOH
AAA

o “

Puc. 4, Cxema mosexym tpancrnoptioi PHK, cnemudiunoi
ans Qenipatanify (amruxomon AAA)

BBAYKANACA L eﬁ%p ATTBH OI}SIOTOKV renerpHiol Iadhopmamii

JOTMOIO T€HETHKH. s I
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Puc. 5. Cepriit Muxaitnosws Fepmenson (1906-1998) —
praTIIChK]!l‘:I TeHETHK, AKHI BIAKPHE reneTHYmy poss
nyx.ncmmamf KHCJIOT, MyTareHHicTh OCTaunixX Ta ipycin, mokasan
MOMIHBICTh 3BOPOTHOT TPAHCKPHINLIT, 10 CTAN0 OCHOBOIO
PO3BHTKY MOGINLHOI reHeTHK

VY Hamr yac MOOLTbHOT T€HETHKH BCTAHOBIIEHO 1CHYBAaH-
Hs Tiporecy nepeneceHHs iHdopmarii Bix PHK mo JTHK.
3BOpOTHA TpaHCKpuMIlis Oyna mepenbaueHa | Bimkpura
C.M T'epmienzonoM (puc.5) Ta eKcriepuMEHTaIbHE OCTa-
TOYHO JI0BezieHa taypeatom Hobenisebkoi mpemii [.M.Tro-
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MinuM. Skio 10 mporo gonat perviikaiito JJHK wa JIHK
ta PHK na PHK (MoxnmBO, icHy€e y A€IKHX BipyCiB), TO
OCTaTOYHMI 3aIrC MOTOKY iH(popmalii Oyae MaTH TaKui
BUTJIST

TPAaHCKPUIILis

percrikattis { JHK ———> P‘}’ID perniikauis
3BOPOTHa

TPaHCKDHIIIis l PPaHCAALA

61m0K

CuHTe3 HYKJICTHOBHX KHCIOT Ha MATpPUIl OLTKa MOKH
10 HE JIOBEJCHUH 1, HATICBHO, OJIOKOBAaHUI 3aKOHAMH TEP-
MouHaMIKU. [l Horo mpoOieMaTHYHOTO ICHYBaHHS He-
OOXiTHUMHU MalOTh OyTH HEBiZIOMi HaM E€HEpPrornocTavyaibHi
JDKeperna.

Hamnpukinmi XX cT. cTano BiZjoMo, 10 B T€HOTHIII JIFO-
quHA MicTuThest 50—100 THc. pi3Hux rexiB. Bonu xomy-
I0Th TIPOJIYKTH, HEOOXIiIHI A ICHyBaHHS KIITHHHU (KYy-
XOHHI T€HH), OpraHi3my (TeHH po3koili), abo, Ha HaIlry
JTYMKY, He KOAyIOTh Hidoro. OcTaHHi 3apa3 3BYThCs €roi-
CTMYHMMHU T€HaMH, HaJUIMIIKOBOIO T'€HETHYHOIO 1H(Op-
MaIli€lo, 1[0 MOXE MICTHTH a00 MaM'ATh MPO MHUHYITY €BO-
mronito, abo OyTH pezepBoM (IIaHOM) MaOyTHBOI €BO-
JIFOLLT.

VYBech 00csr reHeTHUHOT 1H(GOPMAITli 3HAXOAUTHCS i
CYBOPHM KOHTPOJIEM PETYIISITOPHUX MEXaHI3MiB. YCi reHH
B3aEMOJIIIOTh MK CO0O0I0, CTBOPIOIOYHM €JIMHY CHCTEMY.
Perynsmist iX akTUBHOCTI BiZOyBa€eThCsA K 3a BiJHOCHO
TIPOCTOI0 CXEMOIO — TIPOYKT TeHa 3MIHIOE aKTUBHICTB ITHOTO
YH IHIIOTO TeHA, TaK 1 MUIIXOM CKJIaTHOTO OaraTopiBHEBO-
ro MexaHi3My. BiH BKJIIOYa€e mpouecu peryiisiii aKTHB-
HOCTI T€HIB Ha eTarax TPaHCKPHIIII (110, i1 ac Ta Mmicis
Hel), TpaHCIAMii (1o, Mg Yac Ta micis Hel), y3ToIKEHOT,
KacKaJHOI IpymoBoOi peryismii mpami reHiB (ix excrpe-
Cist), ygacTi B IIbOMY ITPOIIECi TOPMOHIB (3arajibHi CUTHATBHI
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pedoBuHN), XimMiuHoi Mmoaudikauii JJTHK ta iHmux 3aranb-
HUX Moau(ikaTopiB ekcripecii reHiB. Excripecis okpemoro
TeHa 3aJICKUTh BiJl TOTO, B IKOMY CKJIaji (T€HOTHITI) IeH
reH nepedyBae. ToMy iCHye pi3Ha NMEHETPAHTHICTH (IIPOSIB-
JIEHHS) Ta EKCIPECUBHICTh (BUPAKEHHS) TE€HIB AK HOP-
MaJIbHUX (AUKUH TUIT), TAK 1 MyTaHTHUX aJleliB.

Ili mousATTs BHepiie BBeAeHI B reHetuky M.B.Tumo-
¢beeBum-PecoBcbkuM. KoHKpeTHMII M€HOTHIT JTIOAMHHU BH3-
HaYa€e CTYMiHb MEHETPAHTHOCTI Ta €KCHPECUBHOCTI MEBHUX
XBOpPOO, HaBITh 10 BIACYTHOCTI KJIIHIYHOT KapTHHH MAaToO-
Jorii 3a HasSBHOCTI, 37aBajocsg O, HEOOXimHOI KiJbKOCTI
MYyTaHTHHUX T'€HIB.

XPOMOCOMHI OCHOBH
CITAAKOBOCTI

XpOMOCOMHI OCHOBU CHAJKOBOCTI OyJIM 3aKJIajeHi A0C-
nmimkenasmu T.boeepi Ta B.Certena y 1902 p. mig dac
MEepIIOro eTamy PO3BUTKY HAYKH T'€HETHKH, 3HAYHO paHi-
e, Hik OyJIu BIAKPUTI MOJIEKYJISIPHI MEXaH13MHU.

JlocaimkeHHSIMU TiCTOJIOTIB Ta ITUTOJIOTIB, SKi MpPaIlto-
BaJiM Ha PI3HUX EKCIIEPUMEHTAIbHUX MOJENsIX, OyJI0 BCTa-
HOBJICHO, 110 KOXKHOMY BHUJOB1 >KMBHMX ICTOT BiJINOBIiJA€
BJIaCHA KUJIBKICTh Ta OyZ0Ba XpOMOCOM, IO Yy OUIBIIOCTI
JKUBUX I1CTOT — TMOABIAHUMN (OUIIOTAHMMA, 2I1) KOMILJIEKT
XpPOMOCOM Y COMAaTUYHUX KJIITUHAX, Ta [0 Y pa3i cTaTeBo-
ro PO3MHOKEHHS B ICTOT PI3HOI CTaTi CKJaJ XpPOMOCOM
onHiel mapu (ctateBi Xxpomocomu) pizHuil. [lo3pini cra-
TEBl KJIITHHHM MalOTh TamioigHuil (m) Habip XpomMocom
BHACJIIOK penyKIli y Meno3i.

JIMmnoigHICTh BIAHOBIIIOETHCS MMl Yac 3aIlIiJHEHHS, 110
1 IPU3BOAUTH /10 MOYATKy HOBOTO KUTTA, TOOTO O3HaAYae
CTapT, BiJl IKOTO JJIA I[i€1 HOBOI iICTOTH MTOYMHAETHCS BiJJIIK
qacy.

XpoMocoma — 1ie O/IHa KUIblieBa JIBOCIHipaibHA MOJIe-
kyna JIHK, HamoTaHa Ha JIaHII0’KOK T1ICTOHOBUX OyOJIHKIB,
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BHACJIJIOK YOI'0 YTBOPIOEThCS 1i 4-piBHEBa cHipaizaris.
Yum mrineHimui 38's30xk JJHK 3 ricromamu, Tum Oinbina
cripaii3allis XpOMOCOMH, OCTaHHS Oijbllle iHAaKTHBOBAHA,
reHeTHu4Ha iHpopMallis BUKIIOUeHa 3 nporecy. HalBummii
CTYMNiHb CIipai3alii XpoOMOCOM CIIOCTEpIraeThCs IiJi 4ac
octaHHiX (a3 miTo3y (aHadaza, Tenodasa), mo 30epirae
TeHeTUYHHUI MaTepial BiJl YIIKOJKEHb IiJ] 4yac WOTo po3-
NOALTY MDK AOYIpHIMHM KiiTuHamu. HalimeHnma cmipaiti-
3a1isi XpOMOCOM Ta MopiBHSAHO ciabkuil 3B'130k JIHK 3
rictoHamu icHy€ Y O,-(ha3i KIITHHHOTO [UKITY, KOJIH KJIITHHA
3MIMCHIOE CBOIO AudepeHIliioBany QyHKI0. Y el nepios
iHTep(a3u eKCIpecyeThCsi OCHOBHA KUIBKICTh MI€3AaTHUX
TCHIB, TMPAIIOIOTh «KYXOHHI» T€HH — OJIHAKOBI y BCIX
KIITHHAX OpraHi3My, sKi 3a0e3NedyloTh BJIACHI MOTPEOH
kimitue B PHK, Oinkax, minmo- ta riikonporeinax, ¢gepmeH-
Tax, eHeprii Ta iH. Y meH Jac 3A1MCHIOETHCS 1 CIeliaizoBa-
Ha QYHKISA KIITHH audepeHIiiioBaHuX TKAaHUH Ta OPTaHiB,
MPaIOTh T€HU «PO3KOINIi», MPOAYKTH SKUX HEOOXIiIHI
BCIM KIIITHHAM OpPTraHi3My Ta BHIUISIOTHCS y MIKKJIITHH-
HE CepeloBHINE y BHTJISAAI (hepMEHTIB, TOPMOHIB, HEHPO-
nentuiB Tomo. Y ¢asi G,, B Ky BXOIATHh KIITHHU TIPH
MITOTOBII 710 JUICHHS, TIOYMHAIOTH (DYHKIIIOHYBaTH TCHH,
o 3a0e3MeYyroTh PO3MHOXKEHHS, Y IUTOIUIa3Mi HAKOTIH-
Y9yIOTHCS HEOOXiTHI OUTKM Ta eHepreTudHi croyku. KiitnHa
BXOIUTH y S-miepion, To6to nepiox cunresy JHK. Jlo mo-
yaTKy S-mepiofy Tak 3BaHa iHTepdazHa XpoMOCOMa Mae
OJIHYy XpOMaTHay 1 IO OJHOMY IUIeuy 3 Pi3HUX OOKIB IICH-
TPOMIpH.

[Tix yac HaMiBKOHCEPBATUBHOTO MATPUIHOTO CHHTE3Y
yTBOpIOIOThCS HOBI ovipHi HUTKH JIHK, mo xoMruiemen-
TapHi MaTEepUHCHKIM HUTILI; XPOMOCOMHU OACPXKYIOTh APY-
Iy XpOMaTH]y, MIO€JHAHY B AUISHII LIEHTPOMIpH 3 iCHYIO-
4o10. Y Il Yac MPUITMHAETHCS EKCIpecis TeHiB, 110 mpa-
IIFOBAITM Y TIOMEpPE/IHI MEePIoJIH, 1 XpOMOCOMa TIOYMHAE IIBHI-
Ko cmipanizyBaTtuca. Yepes nepiog G, B AKOMy 3'sIBIIf-
IOTBCSL CTPYKTYPH MITOTUYHOTO BepeTeHa (TakoX BHACITi-
JOK (DyHKIIIOHYBaHHSI BiJJIOBIHUX T'€HIB), KJIIITHHA BXO-
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JIUTH B MITO3, TOCIIIIOBHO MPOXOoAs4u mpodasy (posman
MeMOpaHH spa, HEOJHOYACOBA CHIpaIi3allisi XpOMOCOM),
Metadazy (ko 1obpe chopMoBaHi TBOXPOMATHUIIHI XPO-
MOCOMH PO3MIIIYIOTECSI 110 €KBATOPY KIITHHH, HAaHHW3aHI
[EHTPOMIpOIO Ha HUTKH BepeTeHa), aHada3zy (Xpomocoma
PO3IUISETHCS B3JIOBXK IO HEHTPOMIpi Ha JBI MMOOAWHOKI
XPOMATHAM, IO PO3XOIATHCS JI0 PI3HUX IOJIIOCIB BEpeTe-
Ha) Ta Tenodasy (OTHOXPOMATHIHI XPOMOCOMH ITOYHHA-
IOTh CTBOPIOBATH HOBI s[pa 1 BJIACHI KIITHHHI OOOJIOHKH
KO>KHOI HOBOI1 KJITHHH). 3aMicThb OJHI€I MaTepUHCHKOI
KJIIITUHU BHHUKAIOTH JIBI HOBI — JIOUipHI, 3aMiCTh OJHI€T
cTapoi — JIBi HOBOHApOKeHi. JIOKH KIIITUHU NUISATHCS,
BOHHM HE BMHUPAIOTh, HE CTAPiIOTh, & OMOJIOJKYIOThcs. Ha
piBHI OJHOKJITHMHHHX OpPTraHi3MiB 4ac MOKHA MOBEPHYTH
Hazal.

KinbkicTh XpoMOCOM, III0 MICTSATh BCl TEHH OpraHi3My,
MocCTiHa JuIsikokHOTO BHy. Tjio Ta Levan (1948) Brep-
1€ BU3HAYMIIH, 1110 B KOXKHIA KJIITHHI TUIa JIOOWHM 3HAXO-
IUThCs 46 XpOMOCOM, TOOTO AJIA JIIOAMHU € BIACTUBUM
HaOip xpoMocoM 2n=46, abo 23 mapu XpoMOCOM, 3 SKHX
OJIHa Tapa cTateBuX XxpoMocoM (XX y kiHOK 1 XY y 4o-
JIOBIKIB) Ta 22 Tapu ayTOCOM, OJHAKOBUX Yy 0Ci0 pi3HOI
crati. CTaTeBi KIITHHU yTBOPIOIOTHCS BHACIIIOK JIBOX
MOCITITOBHUX MEUOTHYHUX TOJUTIB KIITHH TepMIHATHBHO-
ro emTejiro, M Yyac SKUX OJWH 13 IOAIIiB HacTac Oe3
nepioxy cuatesy JIHK (exBamitinuii mozin, abo pemykitis
KUTBKOCTI XpoMocoM). ToMy Ko)kHa JI03pijia cTareBa KJIITHHA
Ma€ TaruIoiHUM, ToJoBHHHUK (1) HaOip xpomocoMm. Cy-
KYIHICTh T€HIB, IO MICTHTHCS Y XPOMOCOMAX TaIUIOlTHUX
KJITHH, 3BETHCSI T€HOMOM. YCli SHIEKIITHHA MaloTh 22+X
XPOMOCOMH, CIIepMaTo30iny MaroTh 22+X xpomocomu abo
22+Y xpomocomu (y cmiBBimHomenHi 1:1). Crare Mmaii-
OyTHbOI auTHHM (46, XX abo 46, XY) 3anexuth Big HabO-
Py XpOMOCOM CIIEpMaTo30iaa, 110 3aIlIiTHUB SHLIECKIITHHY.
B Toii ke yac sHIEKITITHHA MOXE MaTH pPi3Hy BHOIPKOBY
YyTJIMBICTh 10 TUX YW 1HIIUX criepMaro30iaiB. JKiHounit
OpraHi3M MOBHICTIO JUIJIOIHUHN, YOJIOBIYMI — reMi3UrOT-
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Ui 3a X- Ta Y-Xpomocomamu. ToOTO YOJIOBIYiI KIIITHHH
MaloTh BC1 T€HH, 110 PO3TAIIOBaHI B ayTOCOMaXx, y MO/ABIIHIH
KIUJIBKOCTI (SIK 1y )KIHOK) a TeHH, pO3TaIllOBaHi B CTaTEBUX
XPOMOCOMAX, Y YOJIOBIKIB iCHYIOTh B OJJTHOMY €K3eMIUIPI.
B pe3ynbrati craTeBOro po3MHOMKEHHS JIBUMHKA OTPUMYE
KO>KHHH T'€H 1 BiJ] MaTepi, 1 BiJ 0aThka, a XJIOMIUK OTPUMYE
T€HH, 10 PO3TAIIOBaHI B X-XpOMOCOMI TUIBKU Bi MatTepi,
a Ti, IO MICTATHCSA B Y-XPOMOCOMI — TUIBKH BiJ OaThKa.
Lleii MexaHI3M JIEKUTh B OCHOBI 34EIICHOrO 31 CTATTIO YC-
naJaKyBaHHs. PO3MIIIEHHS FeHIB y XpOMOCOMax Ta iX 34erl-
JIeHE YCIaJKyBaHHS 3YMOBIIIO€ BIIXWJICHHS BIJ] 3aKOHY
MeHzens npo He3alle)kHe PO3LICTUIEHHs CIAaJKOBUX O3HAK
y HamaJKiB JAPYroro TMOKOJIHHS (OHYKH) y pasil MoJi-
ribpuaHoro cxpemryBanHs. e po3mienieHHs: 0OMexKy€eTh-
Cs TpylaMU 3YEIUICHHS, KUIBKICTh SIKUX 301ra€eThbCsl 3 rar-
JIOTTHUM KOMIUTIEKTOM XpoMocoM (T)+1. V mroauHu Takux
rpyn 24=22+X+Y. Y-xpomocoma 3Ha4HO MeHma 3a X i
mictuth MeHme JIHK, reniB, ingopwmarii. PizHumns B
KUJTBKOCTI T€HIB Y T€HOTHIAX YOJIOBIKIB Ta JKIHOK JEIIO0
KOMITEHCYETBCS CITipaiizamiero B iHTEp(}a30BUX KIITHHAX
JKIHOYOT'O OpraHi3My OJHIET 3 IBOX X-XpOMOCOM. Y coma-
THUYHINA KIITHHI )KIHKY TPaIioe B OUTHIIOCT] BUIA/IKIB OTHA
X-XpoMocoma, 1HIIA 5K IHAKTMBOBAHa, JTy’Ke CIipaji3oBaHa
1 BUSIBJISIETBCSL y BUIJISII OpPUJIKM XPOMATHHY TPUKYTHOT,
OBAJIbHOI YM OKPYTJIOi (popMH, 11O pO3TAIIOBaHA HAWYaCTi-
e Oung meMOpanu sipa. g cTpykTypa Mae Ha3By Xpo-
MaTHH CTaTeBUl, a0 Tibls bappa (KaHaJ:ICLKHﬁ riCTOJIOT,
KWW BIIEpILE 3BEpPHYB Ha Hel yBary) 1 BUKOPUCTOBYETHCS
JUIS IIBUJKOTO BU3HA4YEHHs CTaTi O0COOH, B AKOi B3SJIM
KJIITUHU Ha JOCHI/PKEHHS, a TaKOX Ul BU3HAUYEHHS 3MiH
KUTBKOCT1 X-XpOMOCOM.

[HakTHBaLii MiAIATaOTh Pi3HI X-XPOMOCOMH B Pi3HHUX"
KJIITHHAX BUOIpKOBO. B 0HMX KIIITHHAX 1HAKTUBOBaHa X-
XpOMOCOMa MAaTEPUHCHKOTO TIOXO/DKEHHS, B IHIIUX —
OaTpKiBChKOTO. Lle 301bIIye MO3aiqHICTh JKIHOYOTO OpraHi-
3My, TIOPIBHSHO 3 4OJOBiuMM. JIfoMMHAa — HE TUTbKUA KJIOH
OJHI€ET KIITUHYU (3UTOTH), BOHA — MO3aiKa y BiIMOBII-
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HOCTI 10 poOOTH pI3HMX T€HIB Yy PI3HUX KIITHHAaxX, ILIO0
HOB'A3aHO 3 AU(depeHIiiioBaHOI0 (DYHKIIEI MOTINOTEHTHUX
KJITHH 0araTOKJIITHHHOTO OpraHizmMy. 46 XpoMOCOM JIIOIU-
HU CKJAJaloTh il xapiomun. Haltuacrtime KapioTHUIl BUB-
qyaeThecsl y nepion Meradasu niMdouutiB nepudepiinoi
KpOBI JIFOJAMHM IIcHs iX MiAKYJbTUBYBAaHHS 11032 OpraHi3-
MOM Ta CHeIiaJbHOr0 MPUTOTYyBaHHs (apOyBaHHs Ipemna-
patiB (puc. 6).

HasiBHICTh y KIIITHHAX IUIIIOIIHUX OpPraHi3MiB JBOX
€K3EeMIUIIPIB KOKHOI XpOMOCOMHU BHU3HA4Ya€ NPUCYTHICTh
y HHUX JIBOX €K3EMIUISIPIB KOXKHOTO I'€Ha, 110 PO3TalIOBaHI
B OJHAKOBUX JIOKycax (130JI0Kycax) FOMOJIOTIYHHUX XpO-
MOCOM 1 Ha3UBaIOThCS aneramu. I'eHu OyBaloTh al€nbHU-
MH (po3TamoBaHi B 130JI0Kycax Ta KOAYIOTh OJHY O3Ha-
Ky) Ta HeaJeJbHUMHU (PI3HATHCA 3a JIOKAJi3alli€r, CTPYK-
Typoro Ta ¢yHKuier0). Oprati3M, B FeHOMi SIKOTO MICTSTbCS
OJIHAKOBI aJieJl OJHOIO I'€Ha, 3BETbCS 2OMO3USOMHUM 32
IIUM TE€HOM, a TOM, III0 Ma€ Pi3Hi aJelll, — 2emepos3uOmHUM.
Jlesski TeHM HaJiyylOTh BEJIHKY KUIBKICTh PI3HHUX Bapi-
aHTIB y momynsanii (Ko>keH OpraHi3M Mae€ TiJIbKH JABa 3
HuX). BoHu koxyroTs nonaiMopdHi O1IKH, 110 PiI3HATHCS 32
CTPYKTYypoOIo Ta (QyHKuiero. Hanpukmnan, reHu, mo BiJMOBI-
JTAl0Th 3a OUIKM €pUTPOLUTIB Ta BU3HAYAIOTh OCHOBHI Ipy-
U KPOBi, ICHYIOTh y BUTJISAI TPhOX PI3HUX BapiaHTIB:
ren A (J*) xonye 6inok A, rer B(J®) xoxye 6inox B, res O
(J°) B3aranii He KOnye.

HasBHicTh y rerotumni J° J° 3yMOBIIIOE TOMO3UIOTHICTh
(mBa onmakoBux aneni) Ta I (0) rpymy kposi, ma6ip J*J*
TAaKOX 3acBiJUy€ TOMO3UIOTHICTH, aje Bxke Il (A) rpymy
KpOBi, siKa 6yje TOI K MpH reTepo3uroTHocti — J* J°.
Taka x cutryanis MoxuuBa y Bunaiaky III (B) rpynu
KpoBi: romosurotruii Ha6ip J® J® aGo rereposuroTHmMit —
JBJ°. IV (AB) rpyma KpoBi — 3aBXIu HACIiIOK TeTepo-
surotrocti J* JB. Ten, sixumit konye anbda-1-inriGitop npo-
Tea3, Hajlidye Ourbiie 60 pi3HUX ajeniB, a TeH IIII0K030-6-
dbocharnerigporenasu — 6inpm sk 100 pi3HOBUIIB.



Puc. 6. Kapiorin mommm. Xpomocomu ofpo6aeni 3a MeToqoM
FISH-ri6puamsauii. Soumu, cnemndivui ais pisnux xpoMocoM
Ta IX HacTHH, 3abappieili Pi3HOKOALOPOBHMH IyOpPOXPOMaMK

o x Take pi3Hi aneni? 3Bigku BoHH OepyThcsa? Pi3Hi
BapiaHTH T'eHIB CIPUYMHIOIOTH YPI3HOMAHITHEHHS JKUBUX
ICTOT y MeXaxX OJHOTO BUAY Ta € JDKEPEIOM EBOJIIOIII],
TOOTO YTBOPIOIOTHCS BHACHIZIOK MYTAIlIHOT MIiHJIMBOCTI BH-
XIJTHOT'O TeHa.

MIHJIMBICTb ’KUBUX
OPI'AHI3MIB

MiHJHBICTD KUBHX OpPraHi3MiB MOKe OyTH CIaJIKOBOIO Ta
HecraikoBoro. Hecragkosa MirumBicTs 32 Y. JlapBiHoM —
*«BU3HAYEHA MIHJIMBICTH» a00 OULTBII PO3MOBCIOKEHA Ha-
3Ba — Moougbixayitina minueicms ado MPOCTO — MOJU-
¢ikarii, TOOTO 11e MIHIUBICTh (PEHOTUIY OpraHizMmy (110
HE 3MiHIOE€ TEHOTHUILY) B MEXaxX HOPMH PEakKllii, sika 3aKia-
JieHa y MeBHOMY reHotuni. Moaudikarii — e i agan-
TUBHI 3MiHH, 1110 BUHUKAIOTh Y YHCETHHHUX 1HAUBITYYMIB, 1
y OUIBIIOCTI BUIAIKIB € 3BOPOTHUMH, OCKIJIBKH 3HUKAIOTh
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TICJI MPUNMHEHHS i1 YNHHHUKA, [0 BUKJIMKAB Ili 3MIHH.
Born — cremudiudi moao caMoro YMHHUKA. | onoBHMIA
MEXaHi3M BUHUKHEHHS MOAM(]IKaLiil IPyHTyeTbCs Ha
3MiHax B peryJsmii podotu rexiB. Haitbinpm crami cepen
moaudikamiii (MOJOBKEHI y Yaci) € Tak 3BaHI mMopgo3su,
SKi BUHHMKAIOTh Yy Tepioa eMOpioreHesy Ta 30epiratoThCs
BIIPOJIOBXK BCHOT'O XKHUTTS Opraxizmy. Mop¢o3u He 3HuKa-
I0Th TICJISl BUAAICHHS YMHHHKA, IO iX BUKJIMKaB. BoHu He
MaroTh 3BOPOTHOTO PO3BUTKY, 00 HE3BOPOTHUMH € CTail
OHTOTEHE3y Ta Yac X BUHHKHEHHS. J[0 IIbOTO BHY MiHJIU-
BOCTI HAJIGKHUTH 1 TEPATOre€HE3 Yy JIIOAWHHU. AJie B JCSKUX
BUIIaJIKaX OHTOT€HETWYHA MiHJIUBICTh CYIPOBOIKYETHCS
MOJU(IKAIIEI0 TEHETUIHOT TPOTPaMu KIIITHH OpTaHi3My.
B Ham yac mo4ynHaIOTH BBOAMTU TEPMIH «EMIr€HETHYHA
MIHJIUBICTBY, SIKa MOK€ OyTH CITaJIKOBOIO.

C.I'. Tare-BeuromoB (1989) posmnoninisie MiHJIUBICTH
OpraHi3MiB TaKUM YHMHOM: CIaJJKOBa — KOMOIHATHBHA Ta
MyTalliiiHa; HeCTaaKoBa — MojudiKalliiiHa; OHTOTCHETHY-
Ha (mozoBkeH1 Momudikarii, TeparoreHe3, Mopho3u), 1o
Ma€ pPUCH CIAJKOBOI Ta HECIAaKOBOT MiHIHBOCTI.

CrnagkoBa MIHJIMBICTh — HEBU3HAauYEHA («CTIOPTH») 3a
Y. JlapBiHOM — MyTalliliHa MiHJIUBICTb, IO BUHUKAE BHAC-
JJ0K YTBOPCHHS HOBHX BapiaHTIB T€HETUYHOI'O Marepia-
ay. Ile — 3MiHM B MeXax T'eHa (ajelbHI BapiaHTH), Xpo-
MOCOMH, TeHOMY. B 3B'Si3Ky 3 UM PO3PI3HIIOTHCSA MyTallii
I'€HHI, XpPOMOCOMHI, reHOMHi. Taki 3MiHM MOXYTb BUHHUKa-
TH Y COMaTUYHHX KITITHHAX, 0 Y pa3l yCHaKyBaHHs IpH-
3Be/Ie /10 KJIOHY MYTaHTHMX KIITHH Tiia; abo y CTaTeBHX,
TepMIHATUBHHUX KJIITHHAX, 10 MOXE JIaTH MyTaHTHHX Ha-
maakiB. MyTaii 3a iX (EeHOTUIIYHUM IPOSBOM MOXKYTh
OyTH JeTalbHUMHM, HAIIBICTAIBHUMH (3HIDKYIOTH IUTiI-
HICTh Ta XUTTE3JaTHICTh OPTaHi3MiB) a00 HEHTPAITbHUMHU
1 HaBITh TAaKUMH, 10 HAJAIOTH CEJIEKTUBHOI TEpeBark ix
HOCISIM 32 TIEBHUX YMOB iCHYBaHHS (3pOCTa€ IUTIAHICTH,
JKUTTE3TATHICTB ).
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MyrTarrifina MiHJIMBICTh BUHUKAE, TAKOXK, K 1 MOIUPi-
KalliiiHa, mijJ BIJIMBOM (DaKTOpIiB MOBKULIS, ajle TUX YWH-
HUKIB, IO YIIKO/KYIOTh T€HETUUHY MporpaMmy Oesrnocepes-
HBO, a00 OMOCEPEKOBAHO Yepe3 €HJIOTEHHI CTPECOpHi Me-
xaHi3mMu. MyTarii 3anexxHo Bix npuunH, [llo 1o HUX mpu-
3BEIH, PO3MOAUISIOTECS HA CIIOHTAHHI (MIPHYMHA HEBIZIOMa,
aje oOOB'sI3KOBO Mae OyTH) Ta 1HAYKOBaHI (i3UYHUMH,
XIMIYHAMU 494 Ol0JOrTYHUMH YHHHHKaMHA. Oco0auBe Miclie
cepen 0IONOTIYHUX MYyTareHiB 3aliMalOTh BIpYyCH, JKHBI
BipycHi BakiuHu, pexkoMmOinanTHi JJHK, mo BuxopucToBy-
IOThCSl B IApUHI 010TEXHOJOTIi, TeHHOI 1HXeHepii, TeHHOT
tepamii. Taki ckmagauky (iHGOpMaIliiiHI MOJIEKYJIH) 3IaTHI
BUKJIWKATH crenudigni (BUOIpKOBi) MyTarii, KOTpi mo-
B's3aHI 3 XapaKTepoOM Ta CTYNMEHEM KOMIUIEMEHTApHOCTI
IIUX MOJEKYJ 0 TeHEeTHYHOI NporpaMu perumienra. Taki
JHK- a6o PHK-HOCii MOXYTh BUKIHUKATH TOJOBXKECHHUI
MyTareHes3, €HireHeTUYHY CIIaJKOBY MIHJIUBICTb, JISATH 5K
MOO1IbHI TEHETUYHI €JIeMEHTH, 1110 BUOIPKOBO IHTETPYIOTh-
csl B T€HOM, a00 eNIMIHYIOThCSI, 3MIHIOIOTh CBOIO JIOKaji3a-
I[i}0 TOLIO.

®i3uyni mytarenu (Yd-onpomiHeHHs, pajiaiis) Ta
XiMIYH1 MyTareHu (OUIbII CHIIbHI, HeOe3MeuHi; IesKi 3 HUX
OJieprKajy Ha3BYy CyNepMYTareHiB) JiIOTh HecneuudiuHo,
YIIKOJUKYIOUM MyTa0enbH1 AiIISHKA T€HOMY.

MyTtaniiiHa MiHJIWBICTh € OCHOBOI 1HIIOTO BUIY
CIMaKOBOI MIHJIMBOCTI — KOMOIHATHBHOI, sKa 3a0e3meuye
PI3HOMAHITHICTh OPTaHI3MIB Yy MEXax BHIY Ta pa3oM 3
MYTaliifHOI CTBOPIOE YMOBH ISl eBoitonii. OnHUM 3 Me-
XaHI3MIB KOMOIHATHBHOI MIHJIMBOCTI € CTaTe€BE PO3MHO-
JKEHHs, 33 IKOT'0 BUHHUKA€E NMepEeKOMOiIHYBaHHS I'€HIB 1 Xpo-
MOCOM, IO MICTATh Pi3Hi ajeli, Ta BiAOyBaeThCS BUIIPAB-
JeHHsI IOMWIOK y mporpami mig yac meiosy (C.M. I'ep-
meH30H, 1996).

Came B 1eil mepioJy MpoxXoaaTh i MoaupiKaIliiHi 3MiHHA
TEHETUYHOTO MaTepiaxy CTaTeBUX KJIITHH (EMreHeTH4Hi),
10 3BYTHCS IMIOPUHTUHTOM. 3HAYCHHS Ta MEXaHI3MH LIbO-
T'0 TIPOIIEeCy III€ HeJOCTAaTHRO IMi3HaHI.
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MiHIMBICT OpraHi3aMiB HEOOXigHA I PO3BHUTKY
JKUTTS TaK CaMo, K CIIAJKOBICTh IS HOTO 30epeIKCHHS.

3HAaHHA IOJIOKEHD 3arajbHOI F€HETUKH HEOOXIIHI It
PO3YMIHHSI CYTI MEIUYHOI TCHETUKH, BUBYCHHS OCHOBHHX
3aKOHOMIPHOCTEH BUHUKHEHHSI Ta yCIIAAKyBaHHS MaTOJIOTI1
y JIFOJJMHH, CTBOPESHHSI HOBUX METOJIIB JiarHOCTHKH, JIKY-
BaHHA Ta NPOQITAKTHKH 3aXBOPIOBaHb, BHXOASYU 3 iX
010JIOTIYHOI CYTi, €TIONOTIi Ta TTMOOKOTO 3HAHHS MATOTe-
HETUYHHX MEXaHI3MiB.

MenvuuHa TeHEeTMKa — II€ HayKa MpO CHIaJKOBi
XBOpOOH, sIKa BPAXOBYE 1 CMAJAKOBY CXMIbHICTh. OCKUTBKU
TeHETUYHI OCOOJIMBOCTI OpraHi3My iCHYIOThb BiJ] MOMEHTY
3aIUILAHEHHS, 3HAHHA MEOUYHOI T€HETHKH Ma€ OCOOJIMBO
BEJIMKE 3HAUEHHS [ aKyIIePiB-T1IHEKOJIOTiB, HEOHATOJOTB
Ta MeAiaTpiB, sIKi CTOSATh Y BUTOKIB HOBOTO KHTTs. IlaTomo-
ris TEHETUYHOTO MaTepialy 3yMOBIIO€ He MeHIe sk 50%
BUKU/HIB, 25% — NpUpPOIKEHUX Baj PO3BHUTKY, 15% —
nepuHaTanbHO! cMepTHOCTI, a 10% >KMBOHAPOMKEHUX JiTel
MaloTh CHaAKoOBi JedekTH. YacTka CraJKoBUX MATOJIOTIH
cepelt yCcix XBopoO JIFOACTBA MOCTIMHO 30LIBIIYETHCS, 3 O
HOro OOKY — 3aBHSKH ycCHiXaM y OopoThOi1 3 1H(EKIIsIMHU,
TOKCUYHHMH TOIIKO/KEHHSIMH Ta TPaBMATHU3MOM, a 3 1HILIO-
ro — 4Yepe3 MOrTMOJICHHS HAIlIMX 3HaHb Yy c(epi TeHETHKH.
VY Hair yac MO>KHa BIIEBHEHO CKa3aTH, 1110 HEMAE MaToJIorii,
Yy PO3BHTKY sIKOi He Opana 0 y4acTh CIIaJIKOBICTbh, JOpeYl,
SK 1 HEMa€e TaKol HOPMHU YU TaKOTO 37J0POB'S.
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MeToau reHeTUYHOI 0
00CTeKEeHHSA

KJIIHIKO-TEHEAJIOT TYHUI
METO/]I

Kninixko-eceneanociynuii memoo € TOJOBHUM BaKeJeM Y
MEIWYHIA T'eHeTUIl. BIIBIICTL A1arHO31B CIaAKOBOI IIaTo-
JIOTi1 MOKHA BCTAHOBUTHU CaM€ 3a JOTIOMOTOI0 IIbOI'O METO-
Iy aHani3zy. BiH BUMarae moBHOTo Ta yBaKHOTO OOCTEKEH-
HS XBOPOTO, LIUIECTIPSIMOBAHOT0O 30MpaHHsl aHaMHe3y (Tpo
pPenpOayKIIHHY (PYHKIIIIO Ta HasBHICTh aHAJOTIYHUX ypa-
KEHb Cepe]] WICHIB SACPHOT POAMHH Ta PALY MOKOIIHb 32
MaTEPUHCHKOIO ¥ 0aThKIBCHKOIO JTIHISMH), 8 TAKOXK KJIIHIYHO-
ro oOCTEeKEHHsI Ta 1HTEPB'IOBAHHS YCiX MOXKIHMBUX IS
bOT'0 pOANYIB Npobanma (puc.7).

PonoBin Mae OyTH BHBYEHHMM 3a BEPTHKAJLIIO (BiA MO-
KOJIHHS O TOKOJIIHHS) Ta 332 TOPH3OHTAILIIO (B MeXkax
OKpEeMUX TTOKOJIIHb).

Ha ocHOBiI MeIMYHOTO BUCHOBKY BUMAJIbOBYETHCS (e-
HOTHUTI TIpo0OaHIa 32 0COOJIUBOIO CXEMOIO, 1110 BIIPI3HAETHCS
BiJl 3amuciB B icTOpii XBOpoOHM, 3pOOJICHUX JIiKapsIMU He
regeTukamMu. Onuc (HEeHOTUITy NMOYMHAETHCS 3 OIIHKH II0-
BEJIIHKH, (HI3MIHOTO PO3BHUTKY (3pIiCT, Maca Tiia), KOHTAKT-
HOCTI XBOpOTO, HOT0 TCHUXIYHOTO CTaHy Ta PO3YMOBOTO
PO3BHUTKY 3aJIe’)KHO Bija Biky. [lami jikap Mae 3BepHYTH
yBary Ta BIIMITUTH OCOOJIMBOCTI 30BHILIHOCTI IpoOaHpaa:
dbopMma gepena, picT BOJIOCCS, HOTO CTPYKTypa 1 po3MillIeH-
Hs; opMa Ta po3TallyBaHHS BYUIHMX PAaKOBHH (HACIUKHU
Ha MOWIIi Byxa), OpiB, OUHMX HIUTMH Ta BiJICTaHb M HUMHU.
Tpeba onucatu Gopmy n06a, HOca, POTOBOT IIUTUHU, TYOiB,
sSI3MKa, HWKHBOT Ta BEPXHBOI IIEJIeN; HAasIBHICTh, KIJIbKICTb,
oco0nuBocTi GopMu 1 pocTy 3yOiB; TBepAe MiAHEOIHHS,
HIUJIMHY TYyOu Ta (uu) nigHeOiHHA; popMy Ta po3Mipu
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Puc. 7. Poposin npobaugis J1. diarnoa: negocraricts ropMony: pocry (aGeomorna
rinodizapna kapankosicts). AP-tin ycnaJkysanis.
00— uoaoniki, 0— kinku (uugpu B cepeauni — BiK B pokax); » — npobang;
®— noMepJi 3 nesiaomol npuyuny poamdi; « — puxkuaumi. 1,2,3 i Tak gani — nomep
ocobu B nokonaimi. 0 — noxoainus npo6anaa. I, 11, 11 — nomep nonepeanix noxonins
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mui, rpyIHOi KIIITKH, XpeOTa. HeoOximHO TakoX JeTaabHO
00CTEXUTH BEpXHI Ta HWXKHI KIHIIBKH, ONHCATH IX (op-
My, KUIBKICTh MajibliB, AepMaToriidiuHi ocoOauBocTi (pu-
CYHKH) JIOJIOHEH Ta MiJOIIB, MO3HIIT JOJTOHEH, iOMIB.

[Toromy yBara nikaps HPUAUISETHCS CTaHY IIKIPHU:
BiiMiyaeThCs ii €acTUYHICTH (YM HABIAKH), PICT BOJOC-
csl, BOJIOTICTh, IIICTMEHTAIlis, HAsABHICTh aTHIIOBUX CKJIAJIOK,
BHUCHITAHHS.

VYci BigMiueHi CHUMITOMH BiANOBIIHO 3aMUCYIOThCS
crierialbHUMH TEpMiHAMHM, 110 HaBeJeH1 y po3ain «['ene-
TUYHUH Ti0capii». MOXKIUBICTh BCTAHOBUTH TOYHHIA JTiar-
HO3 BEJIHMKOIO MIPOIO 3aJIeKHUTh BiJl TOTO, HACKIIBKU MOBHO
BHSIBJICHI MIKpOAHOMaUTI1 PO3BUTKY, Ha 5Kl JIiKapi 3a3BH-
Yyail He 3BepTaI0Th HAJIEKHO1 YBary.

JlocnmikeHHsT CTaHy BHYTPIIIHIX OPTaHiB TPaauIliiHU-
MU METOJaMHM Maibliamii, mepKycii Ta aycKyJbTalii 3aBep-
HIYIOTh KJIiHIYHE 00CTeXeHHs mpobaHaa. 3 aHaMHe3y MpUH-
IUIIOBOTO 3HAYCHHS HAOYBAIOTh BIJOMOCTI MpO Tepedir
BariTHOCTI, CTPOK TOJIOTiB, Maca Ta 3piCT IUTUHU TPH Ha-
POJUKEHHI, aKyIMIePChKO-TIHEKOJIOTIYHAN aHAMHE3 MaTepi Ta
POJIMHHL

OnuTtyBaHHS 1 KIIiHIYHE OOCTEKEHHS SKOMOTa OUTBIIOT
KUTBKOCTI pOAMYiB MpoOaH/Ia Mae Ha METi BUSBJICHHS HOCIiB
MaTOJIOTIYHUX TEeHIB SK PEIECHBHHUX, TaK 1 JIOMIHAHTHHX,
BTIM 1 34eIUIeHUX 31 CTaTTio. PerecuBHI ajeni KIIHIYHO
HPOSIBIISAIOTHCS TUIBKM B TOMO3UTOTHOMY CTaH1 (Mae€ 3Ha-
YeHHs CIOPIAHEHICTh OAaThbKiB), JOMIHAaHTHI — SIK B TOMO-
3UTOTHOMY, TaK 1 B T€T€pO3UTOTHOMY HaOOpI.

Pa3zom 3 TUM HasBHICTb Ta CTYHiHb BUPA3HOCTI KIIHIYHO]
CUMIITOMATHKU 3aJIeKHUTh BiJl IEHETPAHTHOCTI Ta €KCIpe-
CHUBHOCTI IIEBHOTO T'€Ha.

llenempanmuicms — 4yactoTa abo MMOBIPHICTH IPOSIBY
OyZib-SIKOr0 JJOMIHAaHTHOTO T'€Ha, BOHA MO3HAYAETHCS MPOIICH-
THUM BIJJTHOILIEHHSIM KIIBKOCTI OCI0, y SIKMX T€H MPOSBIAETHCS
y (eHoTHII, 10 BCIX HOCIiB IbOTO TeHa. Excnpecusnicms —
CTYIiHb ()EHOTUIIOBOTO MPOSIBY T'€HA, Mipa CHUJIM T'€Ha, IO
BU3HAYAETHCS CTYIIEHEM PO3BUTKY O3HAKH.
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VY Meau4Hil TeHeTHIl TEPMIH «EKCIIPECUBHICTHY BHKO-
PHCTOBYETHCSI CTOCOBHO TIOBHOTH BHUSIBIICHHSI CHHAPOMY, a
HE TUTBKH ITEBHOTO CUMIITOMY, 0O camMe CHHJIPOM, a HE CHUM-
NTOM € HACHiIKOM OJfHi€i MyTamii (MIpH MEHIETIOI0YNX
xBopoOax). YacTo eKcrpecuBHICTh MOHOT€HHOTO CHHIPO-
My 3aJICKUTh BiJl cTaTi mpobaHga. Pe3ynmbraToM KITiHIKO-
TeHEAJIOTIYHOT0 OOCTEXEHHSI POJMHU € 3amuc (PEHOTHILY,
POJIOBiJ, BU3HAUCHHS THITy YCNAJKyBaHHS MAaTOJOTIi Ta
noriepeHii miarno3. Iliq 4ac ckimagaHHsS POJOBONY BHKO-
PHUCTOBYIOThCS TpadiuHi CUMBOIH. Y POAOBOI (TeHeaIoriy-
HOMY JIep€eBi) MOKOJIIHHS MO3HAYAIOTHCS PUMCHKUMHM IH(]-
paMu, TOYMHAIOYM 3 MOKOMiHHA mpoOanna (0), a KoxHa
JIOAWHA B OJTHOMY ITOKOJIIHHI — apaOChKuMH Hu(pamMu.
Ocoba (mpoban), 110 3BepHYyIacs A0 JKaps, BIAMIYa€ThCS
cTpiikoro. TakuM YMHOM, KOXXKHA 0co0a 3 OOCTEXKEHOI
POJIMHU Mae€ CBil HOMED, IO BiAOMBA€E HOTO MICIE Y POIO-
BOi1 (nuB. puc. 7).

[Ticns BcraHOBNEeHHS Ha | eTami monepeaHbOro AiarHO3y
(Ha OCHOBI KIJIIHIKO-T€HEAJOTIYHOTO aHali3y) HeoOXiTHO
MPOBECTU AUEPEHIIIHOBAaHY TIarHOCTUKY 3 MOAIOHMMH 3a
KJIIHIKOIO CHHJIPOMAaMH, TeHOKOIISIMU Ta (DEHOKOTI-SIMH ITi€T
nmaTtoJiorii, 3 Meror Bepudikarii miaroszy. Ilpu 1BOoMy
IIUPOKO  3aCTOCOBYIOTBCS ~ KOHCYJIbTAIll  BIIMOBIIHHUX
crieriaiicTiB: odTampMoiora, HEBPOIATOJIOTa, TICHXiaTpa,
KapJioJyiora, OpToreaa Ta iHIINX, CKJIAJ SIKUX BU3HAYAETHCS
B KOXKHOMY OKpEMOMY BHMAIKy. Takomy mpoOaH--my Ta
yleHaM pPOAMHM  TpHU3HAYaloThcd  JabopaTopHi  Ta
amapaTtypHi JOCHTIJDKEHHS: peHTreHorpadis dvepera,
KIiHIIIBOK, XpeOTa (BCTaHOBJIEHHS KiCTKOBOTO BiKY, BHSIB-
JICHHS aHOMaJ'III/I) YIBTPA3BYKOBE TOCIIKCHHS, 3arajibHi
aHasi3M KpoBi 1 ceui, (pyHKUIOHAIBHE Ta na60paT0pHe
OOCTEe)KEHHS CepLEBO-CYAMHHOI, TPaBHOI, IMXAJIBHOI, IMyH-
HOI, €HJOKPHHHOI, CEYO-CTAaTeBOI Ta LEHTPAJIBLHO-HEPBOBOI
cucteM. | 3HOBY X 00CAT Ta KOMIUIEKC LUX OOCTEXEHb Y
KOKHOMY BHIIAJIKy IPYHTYETBCS HA KOHKPETHHX rimore3ax
1010 zuarHo3y, HasIBHOCTI — BmcyTHocn 3MiH, IO Xa-
pakTepHi A nigo3proBanoi natomorii. i il ckmagyTs 11
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eTan MEJUKO-TEeHETHYHOTO OOCTE)KEHHs. Y HESIKHX BHIIAI-
Kax BHUpIINIAIBHUM MOXE OYTH pe3yibTaT aHalli3y €HJIOK-
PUHHOTO CTAaTyCy XBOPOTO, B iHIIMX — IMyHHOT'O CTaTycCy
YU TICTOJIOTIYHOTO JOCTIPKCHHS Oi0NCIHHOTO Marepiay.
BcranoButH fiarHo3 B poAMHAX, IO paHillle Majld BUMA-
KM JUTSY0I CMEPTHOCTI iICTOTHO JOMOMOXXYTh MPOTOKOJIU
pO3THHY.

binbuiicTe cnagKoBUX CHHIPOMIB 3yCTPIYAETHCS B IO-
nynauii ayxe pigko (IXIO® — IxIO®), Tomy mus Bepudi-
Karlii JiarHo3y CJIiJl MOPiBHIOBAaTH KOHKPETHUW BHITAJIOK, 3
ONMCAaHWMH B JiTeparypi (ariaacu, MoHorpadii, KaTaaoru,
KOMI'IOTEpPHI JIarHOCTUYHI TpPOTpPaMH, HaMpPUKIIAI,
«Possumy). ¥ pasi cragkoBoi matoiorii TOYHICTh JiarHo-
3y BU3HAYa€ HE TIIbKU TAKTUKY JIKYBaHHS XBOPOTO, IPO-
THO3 MOT0 KUTTS Ta Mepediry XBopoOH, ajie i yCIHIIIHICTh
MEIMKO-TEHETHYHOTO KOHCYJIbTYBaHHS K XBOpPOTo ((hop-
MyBaHHS aJalTHBHOTO CepeoBHINa, BUOIp mpodecii, moa-
PYXKHBOI mapH, MPOTHO3 AITOHAPOJKEHHS), TaK 1 YJIEHIB
HOro pOoJVHH — BYACHE BHSBICHHS YPaKEHHX iHAMBIIY-
yMiB, NIpeHaTaJIbHA JIarHOCTHKA, MPOQIJTaKTUYHE JIIKyBaH-
Hs, TPEKOHIIEMNIIifHA Mpo(diIaKTHKa, CTYIiHb PU3UKY Ha-
POJIKEHHS XBOPHUX JIITEH.

BumeBukianene 103Bojsi€ 3pOOUTH BHCHOBOK: JiarHO-
CTUKa CHAJKOBOI IMAaTOJIOTil, YCHINIHICTh i1 JIKyBaHHS Ta
MIOTIEPE/DKEHHS 3AJIeKHUTh MEPEAyCiM BiJl KOMIETEHTHOCTI,
OCBIYEHOCTi JiKaps, BOJOJIHHS T€HETHYHUM MHCICHHSIM
OLTBIIIOI0 MIpPOIO, HIK BiJI HAIBHOCTI JOPOTOi amapaTypu,
pEaKTHUBIB, CIENialli30BAHUX YCTAHOB TOLIO.

JIABOPATOPHI MEJIUKO-
I'EHETUYHI METO/JH

Jlabopamopui meduxo-cenemuuni memoou OOCTEKEH-
Hsl MalOTh BHCOKY YYTJIHUBICTbh, IO JTO3BOJISE OJHO3HAYHO
BU3HAYUTH J[IarHO3, XapaKkTep Ta JOKaJi3alii0 CIagKOBOTO
nedeKkTy Ha piBHI MPOAYKTY I'eHa, MyTallii B I'eHi, XpoMo-
COMI, T€HOMI.
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L{i MmeToau He3aMiHHI MPU MACOBUX CKPUHIHTAX MaTo-
Jorii, MpeHaTanbHii 1HBa3WBHINA IIarHOCTHUII, BUSBICHHI
HOCIS IIaTOJOTIYHOrO ajiejid, BCTaHOBJIEHHI OaTLKIBCTBA,
MOKJIIHIYHIA A1arHOCTULI MaToJIOTI].

VY naHoMmy mOCiOHUKY MH OOMEXHUMOCS TIIbKH THM,
10 KOPOTKO MEPepaxyemMo Ii METOJIU, TOMY IO JeTalIbHE
iX BHUKJQJ€HHS — TeMa CHellialbHUX MOHoTrpadiii Ta
MiIPYYHUKIB, SIKUMU KOPHCTYIOTHCS JIiKapi JabopaHTH-Te-
HETHUKH.

Llumozenemuynuii MemooO BUKOPUCTOBYETbCS AJISL 10C-
JKEHHS KUTBKOCTI Ta SIKOCTI CTPYKTYPH XPOMOCOM, BH-
SIBJICHHSI XPOMOCOMHOI TaTOJIOrii, MO3ailli3Ma, BCTAaHOBJICH-
Hs HOCI{B 30a1aHCOBaHOi XpOMOCOMHOI aHoMartii. [lo pi3Ho-
BUJIIB LILOTO METOy BITHOCSTH Pi3HI COCOOH udepeHiri-
HoBaHOTO (hapOyBaHHS XPOMOCOM, 3 BUKOPUCTAHHSM JIFO-
MIHICHIEHTHUX Ta PaJi0aKTUBHUX MapKepiB, MOJEKYISPHO-
nuTOreHeTHYH1 Metoau (ribpuamzaris in situ, FISH-me-
TOJI TOIIO).

3aBIsSKH 3aCTOCYBaHHIO LILOTO METOY Bee OLiblie ma-
TOJIOTIM PO3BHUTKY JIIOJAMHHU TEPEMIIIYEThCS 3 KaTeropii
HE3HAHUX, CIIOPAIMYHUX XBOPOO JI0 TPYNH XPOMOCOMHHX
Ta yCMaAKOBaHHX.

CneyianvbHi 6ioximiuni MemoOu CKEpOBaHI Ha BUSB-
JIHHS CelM(IYHUX TPOAYKTIB MOPYIICHOI poOOTH TeHIB —
BUTBHUX aMiHOKHUCIIOT, JIMi/IiB, TJIKOMPOTEINiB, ByTJICBO/IIB,
(depMeHTIB Ta iX iHTIOITOPIB, XMOHUX MeTaOOMiITIB B KPOBI,
cedi, TKAaHWHAX Ta KIITMHAX OpraHi3My, aMHIOTUYHIN piuHi,
XOPiOHI TOIO, @ TAKOXX MIHEPATBHOTO TUCOATAHCY.

Jlepmamoenighivnuii memoo Tonsrae y BUBYEHHI Ma-
JIOHKIB 3 TPEOIHIIIB, JIIHINA Ta CKJIAOK MIKIpH HA JOJOHSIX
Ta MiJOIIBAaX, a TAKOX Ha JOJIOHEBUX MOBEPXHSX MAJIBIIIB.
M METOIOM IOCKOHAJIO BOJIOHIIOTH M€Kl SCHOBHIIII,
BIIIyHHU, [IUTAHH, aJIe TIOKU 0 BiH MaJIO BiJOMHI JIIKapsM.
Pa3oMm 3 TUM onHOYacHe (OpMyBaHHS PUCYHKIB Ha IIKipi
BKa3aHMX YacCTHH TiJla Ta PO3BUTOK MO3KY B €MOpiOHaIIb-
HOMY TepioJIi Ja€ MiICTaBU BBAXKATH, 110 IepMaTormidiy-
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HUI METOJ Mac 3Ha4Hl ITOTEHIINMHI MOMIMBOCTI, K1 IIE
YEeKalOTh HAa IIMPOKE 3aCTOCYBAHHS B MEIUYHINM MPAKTHIIL.

Mikpobionoeiuni memoou 3aCTOCOBYIOTHCS Il BUSIB-
JIEHHS TIPOJIYKTIB MeTa0oJi3My B Marepialli BiJi XBOPHX
HUISIXOM PEECTpallii 3JaTHOCTI 10 pO3MHOXKEHHS B 1X MpH-
CYTHOCTI 3aJIe)KHUX MIKpOOpraHi3miB (ayKcoTpodiB), K
y BUMAJKY (QEHIIKETOHYPII.

Monexynapro-eenemuuni memoou JO3BOJISIOTH TOCTa-
BUTHU JliarHO3 HOCIHCTBa MEBHOTI'O alenio (B TOMY YHCII
MYTaHTHOTO) Ha piBHI kKogoBoro jgomeny B JIHK, HaBiTh 3a
BIJICYTHOCTI HPOAYKTY €KCIpecii reHa, BU3HAYUTH TOMO-
3UTOTHUM YM T€TEPO3UTOTHUM CTaH OCTaHHBOro. CyTTIO IIHX
METOJIIB € BUKOPUCTAHHS crenudigHocTi podbotu dep-
MEHTIB, IO PO3Pi3al0Th HYKJIETHOBI KHUCJIOTH, MPUHIIHITY
KOMIUJIEMEHTApPHOCTI HYKJICOTHAHHX MOCIiJOBHOCTEH Ta
BHOIPKOBOTO PO3MHOXEHHS (perurikamis, aMruridikaris)
neonannorosux nisHok JIHK, 3matHocTi 3a0ymoByBatn
BIJICYTHI JUISHKH IIUX CTPYKTYP B YMOBax NpoOipKH, a HE
KIITUHU 4 opranHizmy. CaMe Ha BKa3zaHy Trpymny IOKJa-
JAIOTHCS CIIOAIBAaHHS LIOJ0 BUPIIMIEHHs MpoOjeM MpeHa-
TaJbHOI, TOIMITIAHTAIIHHOI 1 HaBITh NMPEKOHIIEMIIIHOI /Tiar-
HOCTHKH, BCTAHOBJICHHS OaTBhKIBCTBa a00 OCOOM 3JOYHMHIISA
tomro. [li cnenudivyni, yHiBepcaabHI METOJAH MOXYTh BH-
KOPHCTOBYBAaTHUCS B MPAKTHIII OXOPOHHU 3/I0POB's, 32 YMO-
BU JIOCTaTHHOTO (iHaHCYyBaHHSA. €IMHUM HEIOJIIKOM MO-
JEKYJIPHO-TEHETUYHUX METOJIB € Te, L0 BOHU IyKe J0-
pPOTO KOIITYIOTh.

VY mapuHax Te€HETHKH JIIOJMHH Ta MEAMYHOI T€HETHUKH
BUKOPHUCTOBYIOTHCSI TaKOX IOIMYJIAIINAHI, BapiamiiiHO-cTa-
THUCTHYHI METOAU, METOJ HOCIIIKEHb Ha OJIM3HIOKAX, SKI
JAIOTh MOXKJIMBICTh BHBYATH POJb CHAIKOBOCTI Ta cepe-
JOBUINA Y PO3BUTKY XBOPOOH, PO3MOBCIOKEHHI CHAaJKO-
BOI MATOJIOTIi Ta HOCIMCTBAa MATOJIOTIYHUX aJieliB B KOHK-
peTHil momysiii, BCTAaHOBIIOBAaTH 3HAYEHHS Cerperarii-
HOT'O BAaHTAXY 1 MYTaI[iHHOTO TUCKY.
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Cnaakosi xBopoou

CriagkoBi XBOpOOM — ypakKeHHsI, TIOB'sI3aHi 3 YIIKOJ-
KEHHSIM TeHEeTUYHHUX CTPYKTyp. [Ipu nmpomy 3axBOproBaH-
HS MOJK€ YCIaJKOBYBAaTHCS Bia OaThKiB (IpoOaHa-cerpe-
ranT) abo BHeple BHHUKHYTH Y JaHOTO iHAWBiqyyMa BHAcC-
Jaigok myramii (mpoOGaHa-myTtant). I Ti W iHOI 37aTHI yC-
MaJKOBYBATHCh Y TMOKOJNIHHAX (yCIaaKOBYBaHI XBOpOOH)
a00 HE YCIaJKOBYIOThCS y 3B'A3KY 3 OC3IUTIIHICTIO ypaKe-
HOT 0CO0H.

CriagkoBi XBOpoOU 3a XapaKTepOM i MIHUPOTOI0 YIIKO-
KEHHSI TeHeTUYHUX CTPYKTYp MOXYTh OyTu: 1) reHOMHH-
MU, TOOTO TOB'SI3aHUMH 3 MOPYLICHHAM KUIBKOCTI XpOMO--
COM Y BCiX KJITHHaX a00 B MEBHIN YacCTUHI KJIITHH 1 TKa-
HUH (MO3ailu3M); 2) XpOMOCOMHUMH, TIPH SIKUX CIOCTEpi-
raeTbcsi He30alaHCOBaHE MOIIKOPKEHHS CTPYKTYpPH XpO-
MOCOM THUITy Jelenii (BTpaTa AUISHKH XpPOMOCOMH), TyTTi-
Karii (MOJBOEHHS IIJITHKH XPOMOCOMH), TpaHCIOKaIlii
(mepeHeceHHs MIISHKA XPOMOCOMH Pi3HOI BEJIMYUHHU Ha
HEBIAMOBIAHE Micile a00 B HEBIAMOBIIHY XpPOMOCOMY) Ta
[HII ymKkomKeHHS XpOMOCOM, KOTPi CIPUYMHIOIOTH 3MiHY
JoKasi3zamii Ta J03U TeHiB; 3) MOHOT€HHUMH, TAKUMH IO
BUHUKAIOTh YHACIIJOK MyTalii B OAHOMY TE€Hi, 1[0 KOAYE
KOHKpETHY 03HaKy. Cepell MOHOT€HHHUX XBOPOO 3a THUIIOM
yCHaJAKyBaHHs PO3PI3HAIOTh ayTOCOMHI ¥ 34YeIUIeH] i3 cTaT-
TIO, TIPU SIKUX TOIIKO/KEHI T€HH PO3TALIOBYIOTHCS BiIIIO-
BI/IHO B ayTOCOMax a00 CTaTeBUX XPOMOCOMaX.

MoHoTeHH1 CnaJkoBi XBOPOOW MOJAUIAIOTH TaKOXK Ha
JIOMIHAaHTHO Ta PEIECUBHE yCIIaIKOBaHi. Y pa3i JOMiHAHT-
HOTO CHHIPOMY MYTaHTHUU T'€H NPOSBIISETHCS HE JIUIIE B
TOMO3UTOTHOMY, ajie il reTepo3urorHomy crai. [Ipu mpo-
My YacTO ayTOCOMHO-I0MiHaHTHI (A/l) cuHApOMY NeTabHi
B TOMO3HTOTI (SKIIO OOWBA aJiesi JOMIHAHTHI Ta IOIIKOI-
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Puc. 8. Ponosia npo6anaa K. Miarnos: cunapoM
Py6immreiina — Tei6i. Al-tun yenaakyeanns; ), @ — HeNoBIa
EKCTIPECHBHICTD CHIAPOMY

eHi). IlaTosoriss ycrmagkoBy€eTbCs JITBbMH BiJI ypaK€HUX
0aThKiB (BEpTHKAJIbHE YCMAJKOBYBaHHS B POJIOBOI), a
CTYIIHb 11 TSHKKOCTI 3aJICKUTh BiJI IEHETPAHTHOCTI Ta €K-
CIIPECUBHOCTI YIIIKOJKEHOTO T'eHa (puc.8).

X-34emieHa nomiHantHa (X/[) matonoris mposBIsSETh-
Cs SIK y JKIHOK, TakK 1 B YOJIOBIKIB; B OCTAHHIX IIi CHHIPO-
MU TIepe0iraroTh Bakue, OCKIJIBKU YOJIOBIKM TeMIi3UTOTHI.

ABTocoMmHO-peniecuBHO (AP) ycnaakoByBaHI XBOpPOOHU
YPaXYIOTh JITCH, 110 HAPOIWINCS B 3M0POBHX OATHKIB —
TCTEPO3UTOTHUX HOCIIB MYTaHTHOT'O T€Ha — BHACIIJIOK
KOMOIHATHBHOI MIHIMBOCTI. 25% niTel, OaTbKH SKUX —
TeTepPO3UrOTH, MOXKYTh BUSBUTUCS (3TiIHO 3aKOHaM MeH-
JeTIsl) TOMO3UTOTaMU 32 IIMM MYTaHTHMM PELECUBHHUM alie-
aem 1 6yt xBopumu. [laTonorisi ycnaakoByeTbCS B POJIO-
BOJII IO TOPU30HTaII. YCi AITH XBOPHUX, KOTPpi nepeOyBa-
I0Th HE B CIOPiHEHOMY HUTIO01, OyIyTh HOCISIMU IIHOTO
T'€Ha, aJIe IPYU bOMY IIPAKTHYHO 310POBUMH (AUB. pHC. 7).

X-3gemieHi pernecuBHi (XP) xBopoOu ypaxaroTh remi-
3UTOTHHX YOJIOBIKIB, YCIIaIKOBYIOUHCH BiJT JTijIa Yepe3 MaTip
(HOC1s1 MyTaHTHOTO QJIENIO) 70 OHYKA.

JliBuaTka XBOpPIIOTH PiJKO, SIKIIO BiJl MaTepl i BiJ O0aTh-
Ka OTPUMYIOTh 110 X-XPOMOCOMI, KOTpa HECE PEIIECUBHHIMA
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FenoTHIHHaBKOARIIHE CEPMQBWE‘J

/\

Xsopofn moansy 3aopos’s

Cnanxosi

ExorenerHasa

Tpasmu r
MaTo/0TiA

X pomacomii Teni

SRk Hopymenma ‘

In¢ex§|6ﬁnl AN MomorerHi INomireni
Foope XPOMOCOM

Xpopotu sig Tepymenns II

21T TOKCHHMHEMX CTPYKTYPH M:;g:;;ﬁ; ImmpusTHrosi
PEYOBHH XpoMocoM

Onxonorivmi Carpon z ; ]
XBOpOGH NMPHPOIKEHHX \I'f[lroxouapla.nhm

B&J POIBHTKY

Minepanin [Aulnoxucm'r Bymeaon‘m| JIirdJﬂB]

Puc. 9. Peaynptatn B3sa€Mofil reHoTHIY Ta HABKOAHIIHBOTO
cepenosuma. HaGyTi Ta cnaakosi XsopoOH JoHEN

MyTaHTHUH TeH. Lle Tpaudupros mpu KpoOBHOCTIOPITHEHO-
My [UTIOOI.

Y-34eruieHa MaToJoTisl MepeIacThesl Bifl OaThKa TLTHKH
cuHOBI. BoHa myske piakicHa.

AJl-tmaTonorist 34¢0UIBIIOrO JIeTalbHA B TOMO3UTOTHO-
My CTaHi, MO>kKe OYTH HACIIITKOM HOBHUX MyTAIlill Ta BUSB-
JISATH MYTAI[IHHUMN THUCK.

AP- ta XP-xBOpoOM mepeBaKHO BU3HAYAIOTH CETpera-
MIHHANA BaHTaX 1 € pe3yJbTaTOM KOMOIHATMBHOI MiHJIU-
BOCTI.

MynbTudakTopianbHa MaToIoTis — 1€ HACHIIOK KOM-
0iHaTHBHOI MIHJIMBOCTI, 3a sikoi J{iTh Bix 000X OaThKiB OTpH-
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MYIOTh KOMIUIEKC MYTaHTHHX T€HIB, JOCTATHIH ISl pO3-
BUTKY martojorii. OkpiM 0araThboX I'eHiB, IO CHPUYHHIO-
I0Th XBOpOOM, B ii eTiojnorii W maroreHe3i BETUKY pPOJIb
BiIirpal0Th YNHHUKHU HABKOJIUIIHBOTO CEPEJIOBHIIA.

€ TakoX XBOpoOM, OOMEXeHI CTaTTo, KOTpi CIiJ
BIJIPI3HATH BiJ 34YEIUICHUX 31 CTATTIO. Y IIbOMY BHUMAJIKY
MYTaHTHi ajieJli po3TallOBYIOTHCS B ayTOCOMi (a HE B CTa-
TEBIf XpOMOCOMIi), aJie ypaxKyrOThCS TUIBKH 0COOM OJIHI€l
crari. Hampukitaz, rimocmasisi pO3BUBAETHCS TIIBKU Y XJIOTI-
YUKiB, a 3HWKEHA JIAKTAIliT — y KIHOK.

Y nmanomy po3misli aBTOp TparHe MiIKPECIHTH POIh
CIaJIKOBOCTI B PO3BUTKY BCiX XBOpOO JIFOIMHU, a HE BiJOK-
PEMUTH JIMIIE CMIAJKOBI, a BIATaK, Ty>Ke PiIKICHI ATOJIOTII.
VY 3B'SI3Ky 3 UM XPOMOCOMHI i MOHOTE€HHI CHHIPOMH HE
BiIMEKOBAaHO Bia iHIIOI marojorii mauTsdoro Biky. Ha
BIJIMIHY BIiJl TPaJHULIHHOTO BUKJIAJ€HHS MaTepiall MOJAaHO
TaK, 1100 IPOJAEMOHCTPYBATH ICHYBAaHHS CHaJKOBOI MaTo-
Jorii 31 crennpivHOI0 €TIONaTOreHETUYHO MPUPOJIOI0 Ce-
pea 3aXBOPIOBAaHb YCiX OpraHiB i cucteM (puc.9). YV KoxHii
Tpyli 3aXBOPIOBaHb HABOJATHCS JIMIIE MPUKIAIUA TaKOi
MaToJOTi, 60 TIIPKM MOHOTEHHHX CHHIPOMIB iICHY€E OJIM3BKO
4000, saxi onucaHi B pi3HUX MOHOrpadifx, ariacax, JOBij-
HUKAaX TOIIO.

AHOMAUJII TA JE®EKTH
PO3BUTKY

3Ha4yHI TeHETHYHI Ne(EKTH T'CHOMHOI TPHUPOIU HaI-
3BUYAWHO CHJIBHO MOPYIIYIOTH Hpolec eMOpiOHAIbHOTO
PO3BUTKY 1 HaYacTillle BUSBISIOTHCA JeTAIbHUMH. 301J1b-
IIEHHS KUTBKOCTI XpOMOCOM, KpaTHE TraruioiiHoMy Habopy
(pi3HI BUAM MONIMIOiAIT), 3HAXOAATH 37€01JIBIIIOTO B Ma-
Tepiaii CIOHTaHHUX a0opTiB. Y HAyKOBiHl JniTepaTypl OMH-
CaHi MOOJAMHOKI BUMAJKNA HAPOKEHHS MEPTBUX a00 paH-
HBOT IIOCTHATAJILHOT CMEPTI JiTeH 3 TPUILIOii€I0, TOOTO KOJIU
KUIBKICTB XpoMocoM — 69 3amicTh 46. Ha panHix cTamaisx
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eMOpi1OHAITBHOTO PO3BHUTKY JIETAIbHI TaKOX
aHOMauTi1 KUTBKOCTI OKPEMHX XPOMOCOM — MOHOCOMIS Ta
TPUCOMIs.

3aBepIUTH eMOPIOHAILHUNA PO3BUTOK 1 HAPOJIUTHUCS K-
BUMH (Y pa3i TeHOMHOT'O PiBHS YIIKO/DKEHHS) MOXKYTh JiTH
31 3MIHEHOIO KUIBKICTIO CTaTEBUX XPOMOCOM — CHHIIPOM
[epemencbkoro —Tepuepa (45, XO); nonicemis X
(47,XXX; 481XXX 1 moni6Hi), cuaapom KuaitHdensrepa
(47, XXY; 48, XXYY; 48, XXXY ToI1110), TPUCOMHHUI Bapi-
aHT xBopobOu Jlayna (47, XX (XY) + 21).

Cunapom Illepemecrkoro—TepHepa 1 xBopoba Jlay-
Ha IPOSIBIISIIOTHCS BXKE Y PAHHBOMY JAUTHHCTBI XapakTep-
HUM HaOOpOM YHMCIIEHHUX BaJ po3BUTKY. Cunnpom Kiaiin-
¢enpTepa HaluacTille JIarHOCTYIOTh y MyOepTaTHUM mepi-
o7, a nojiceMito X BUABIISIOTEH 34€01IBIIOr0 BHUITAIKOBO, 1
Ha ()EHOTHUII )KIHOK BOHA TO3HAYAETHCS JAJICKO HE 3aBXK-
MU, 3MiHY KUTBKOCTI XPOMOCOM JIOBI'O BB)KQJIM HOBHM
MIPOIIECOM — HACJIIKOM BUIIQJIKOBOTO MOPYILEHHS MEWo-
3y B ofHOro 3 06aTbKiB. Takl BUMAIKH BUKOPUCTOBYBAIU
JUISL MOHITOPHHTY 33 TEMIIOM MyTalliifHoro mporecy. [Ipo-
TE € JaHi, U0 MITBEPKYIOTh YCIaIKOBaHICTh (PaKkTOpiB,
KOTp1 3yMOBIIIOIOTh HEPO3XO/KEHHSI XpPOMOCOM Y MEHO31.
Mo1Ba pojb TPAHCIO30HIB (y TOMY YHUCIHI 1HTETpOBa-
HUX y T€HOTUN KJIITUH JtoauHu BipycHux JIHK) sk Tta-
KUX, M0 CIPHYMHIOIOTH HErOMOJIOTIYHY KOH'IOTAIlifo, SKa
MOCOM, HEKpaTHOI rarioiqHoMy Habopy) y twioga. Cepen
PETYJSIPHUX TPUCOMIH, KOTPi MPOSBISIOTHCS BiJl HApOII-
JKeHHsI, ciif 3a3HaunTu cunapoM Exsapaca (47,XX (XY)
+18), cunapom Ilaray (47,XX (XY)+13), Tpucomiro 3a Xpo-
Mocomorlo 8 (47,XX (XY) +8).

Jlo XpOMOCOMHHUX XBOPOO, 3yMOBJIEHHX HOPYILEHHSIM
CTPYKTYPH XPOMOCOM, HaJeXaTh YUCJICHHI MPHUPOKEHI
BaJl PO3BHUTKY, OCKIJIBKH IS TIATOJIOTIS TAKOXK IMOB'SI3aHa
3 BENIMKUMH JAe(eKTaMy TeHETUYHOTO arapary, Woro Te-
pedynoBamu. [lepeBectr neski Baau O i€l TPYIU XBO-
po0 3 rpymI¥ CHHAPOMIB i3 HE3'SICOBAHOKO €TIOJIOTIER0 JAI0
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3MOTY BJIOCKOHAJIUTH METOIHM LUTOT€HETHYHOT'O OOCTEkKEH-
Hs. Ha 1ei yac onmcaHi CHHAPOMHM IITKOBUTOT TPUCOMIT
3a rpynamu G, E, /I, yacTkoBoi TprcoMii Ta 4acTKOBOi MO-
HOCOMIi 3a BCiMa XpoMOcOMaMH JtouHH. JlJis HUX Xapak-
TEepHI aHOMaJTii PO3BUTKY 4Yepera, KiHI[IBOK, Te(eKTH pO3-
BUTKY OYeH, ByX, TBEPJIOTO 1 M'IKOTO IiJHEOCHb, YaCTO —
3as9a ry0a, BiJICTaBaHHS B PO3yMOBOMY i (Di3WIHOMY pO3-
BHUTKY, HEIOHOIICHICTh 1 TimoTpodis mpH HapOJIKCHHI.
[ToenHanHs Ha3BaHUX aHOMAJIW XapakTepHi ISl Pi3HUX
CUHIpOMIB. 3a3HayeHa MaToJOTis, U0 HasBHA B JAUTHHU
BiJl IEPIINX XBWJIMH JKUTTS, a 32 JIOTIOMOT'OI0 MPEHATAIBHOT
JIarHOCTHKHU PEECTPYETHCSA HABITh y IUIOJNA, € TMOKA3aHHAM
0 LIUTOTeHEeTHYHOro obcrexeHHs. Cepea XpOMOCOMHHX
a0epalliii HaWBIIOMIII TaKi: CHHIPOM KPUKY KHIBKH (46,
5p-) ta cuagpom Bonbdpa —Xipmxopna (46, 4p-). Cuna-
pomu KoTsue oko (46, +22q abo 47,+ der 22) ta [Ipane-
pa —Bimni (46, 159-) TakoXk, 3a OCTaHHIMU JTAHUMH, € XPO-
MOCOMHOIO TaTOJIOTI€I0, B €TIONOTI] sIKO1 Ma€e 3HaYeHHS Te-
HOMHHU IMIPHHTUHT (po31i1 «XBOpOOU TEHOMHOTO iMIIPH-
TUHTY»).

[TaTosioriss pO3BUTKY AMTHHU MOXXE MaTH MOHO- Ta
MOJIITeHHY NPUPOAY. MHOXHHHI BaaW PO3BHUTKY, YyCHa-
KOBYBaHi 3a AJl-TUriomM, HABOJUMO HUXKYE.

Axonoponnazis — KapiaukoBicTh (y 3B'SI3KYy 3 yKOpO-
YEHHSIM KIHIIIBOK) 3 BEJIUKHM YEpEeroM 1 XapaKTepPHUMHU
PEHTTEeHOJOTIYHUMHU O3HAaKaMU Y BUIJISAAI BKOPOYECHHS
OCHOBH 4Yepera, 3MEHIICHHs MOTHINYHOTO OTBOPY, YKOpPO-
YeHHS Ta MOTOBIIEHHS TPyOYaCTHX KiCTOK.

Cunpapom Tpiuepa —Komninza —®DpanyeckerTi (Manau-
OynodanianbHUNl OU30CTO3) XapaKTEePU3yeEThCS aHTHMOH-
TOJIOITHUM PO3Pi30M Ouel, KOIOOOMOIO, TiIOIUIa3i€l0 BepX-
HBOI Ta HIDKHBOI IIEJICT, YaCTKOBOIO BIJICYTHICTIO Biii Ha
HWOKHIN TIOBIIl, JUCTUIACTUYHHMH ByXaMH, 1HOAI BiJICyTHIi-
CTIO 30BHIMIHIX CIYXOBUX XOJIiB, TJIyXOTOO, HIUTHHOIO BEpPX-
HBOTO MigHEOIHHA. TH ycnaJKyBaHHS — ayTOCOMHO-IOMi-
HAHTHHH 3 BapilOBaJIbHOIO EKCIPECUBHICTIO.
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Cungpom @pimana —Illengona (o0auuys MOAWHU, SKa
CBHCTHUTB) TaK0X Yy OLIBIIOCTI BUMAJKIB YCIaJAKOBY€ETHCS
3a ayTOCOMHO-JOMIHAHTHMM THIIOM 1 BiJ3HA4aeThcs Oie-
¢bapodimo30M, KOCOOKICTIO, JOBTUM (DiIbTpoM (301MIbIIIEH-
HSIM BiICTaHI M1 HOCOM 1 BEPXHBOIO I'y0010), MaJI€HbKHM
potoM 3 migibpaHuMu ry0amMu, KaMITOAAKTHIIIE0, KIIHUIIO-
HOT'ICTIO.

3a ayTOCOMHO-OMiHAHTHUM THIIOM YCHAJKOBYETHCS 1
cuapom Kpy3oHa, 110 MpOSBISETHCS TINEPTEIOPU3MOM,
eK30(TaIbMOM, PO3XIJHOK KOCOOKICTIO, (POPMOIO HOCa
«13p00 MaIyru», KOPOTKOIO BEPXHBOIO I'y0ol0, TIMOILIA3i€l0
BEPXHbOI IIeJIeNN W MPOTrHATU3MOM HIDKHBOI. [HOMI BiA3HA-
YaeThCsl CUHAAKTUIIIS, KaTapakTa, 3aCTIHHUN COCOK 30pO-
BOTO HepBa, arpodist 30poBUX HepBiB. ['ocTpoTa 30py 3BU-
YailHO 3HMXKYETHCSA B IEpIIl POKU KUTTA, HOTIM cTaduIi-
3yeTbes. Hepinko TparuisitoThes MIiTMHA MiTHEOIHHS, Baau
cepus.

Cunnpom PyGinmreitna — Tel0i (CHHAPOM IIUPOKUX
NEePIINX HaIbIiB) MPOSBISETHCS CUMITOMOKOMIUIEKCOM:
3aTpUMKa POCTY, PO3YMOBA BiJICTANIICTh, PO3IIMPEHI KiHIIEBI
(anaHry nepumux najbliiB pyK Ta CTYIHIB, YePEIHO-IHIIbO-
Bl qu3Mopii, rpuMaca, 110 Harajaye yCMIIIKy, KpHUIITOPXi3M,
BaJIM PO3BUTKY MO3KY Ta BHYTpIIIHIX OpPraHiB.

MoxIUBUM € pi3HUH TUI ycnaakyBaHHSA K AP, Tak 1 AJ]
3 HETIOBHOIO TIEHETPAHTHICTIO 1 eKCIIpecuBHICTIO (pHc. 8, 10).

Cunnpom Omitna (tunu I ta II) xapakTepusyerbcs
rinepTenopu3MoM, LIUIMHAMHM 00JINYYs, BaAaMU PO3BHUTKY
BYX, Cepls; y YOJOBIKIB — TiNOCHaAi€l0, KPUITOPXI3MOM,
NaXxOBUMH I'PHXKaMHU.

Cunngpom Ilomanma — omHOOIYHUN JEPEKT BEITHMKOTO
I'pyJHOTO M'si3a 3 BIJACYTHICTIO cocKa 1 Aedekramu pebep
Ha TOMY caMoMy OOIli, a TAKOX CUHIAKTHIIIS.

[TonikicT03 HHUPOK (MOPOCIAWU THI) YACTIMIE TMPOSB-
aserbest micas 30 pokiB. BinasHaudaroTbest O11b y JKHBOTI,
NBOOIUHE 30UIBIIEHHSI HUPOK, IPOTEiHypis, remMarypis. Y
50 — 60% xBOpHUX CHOCTEPIraroThCs apTepiajibHa TiepTeH-



44




45

Puc. 10. Curapom Pyb6inmreiina — Teii6i (mpobanm 0.2 y
ponosoi, 1o Ha puc. 8). Jlisuntka K., 12 pokis:

a — aHTHMOHTOJIOTTHHI PO3pPi3 OUeH, TioIuIasis KPII HOCA,
3arHyTHH TOHN3Y KiHYHMK HOCA, TPUMAca, 10 Haraaye MOCMIIIKY;
6 — WUPOKI KiHIeBl (ajaHryu nanbLiB pykK; . 6 —
MIMPOKI KiHLEB] (hanaHryu nepioro naabls Hir

3is1, IPOrpecyroda HUPKOBA HEJOCTaTHICTh. [HKOMM 11e 3ax-
BOPIOBAHHS BUSBIISIOTH Y AiTel BikoM 10 10 pokiB.

Cunapom Ban nep Byna okpeciieHuil Takumu O3HaKa-
MU, SK [UIMHA TyOn a0o migHeOiHHS, SMKH Ha CITU30BIH
000JIOHIII HU)KHBOT T'YOH.

CunzipoM Aapcbkora B 0Ci0 Y0JIOBIUOi CTaTi MPOSIBIISETh-
Csl KOPOTKUM TYIyOOM, KPYTJIUM OONHYYSIM, TillepTEIOpH3-
MOM, OpaxiTaKTUITi€ero, MANeNoAIOHOI0 KaTUTKO. BropuHHi
CTaTeBl O3HAKHM PO3BMBAIOTHCS HOPMAIBHO. Y KIHOK Bi/I3Ha-
YaloThCA CTEPTI PUCH 3aXBOPIOBAHHSA, Y 3B'SI3KYy 3 UUM
HUHI NpUITycKaoTh X/[-Tun ycnaakyBaHHS Ii€l maTojorii
(KIHKH-TETEPO3UTOTH).
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XJI-Tun  ycnaJKyBaHHS XapaKTepHUH 1St
cuHIpoMy Aiikapai, SKOMYy BJIacCTHBI OJHOCTOPOHHS
Mikporedaris, acUMETpUYHE 001y us, HU3bKO
pO3TalIoBaH1 ByXa, CyJIOMH, crierdivHa
xopioperuromnatis.  llngxom  maroMopdo-I0TiYHOTO
JOCIIKEHHSI BUSBIISIIOTH ar€HE3110 MO30JIICTOTO TiJa.

Cepen cHHIPOMIB YMCEITBHUX Baj PO3BHUTKY, YCIIAIKO-
BYBAHHX, 32 TPUITYILIIEHHSM, ayTOCOMHO-PELIECUBHO, HEOOXi/T-
HO 3rajaTy TakKi.

Cungpom BboyeHa — XapaKTepH3yeThCsSl YeperHO-JIU-
IIOBUMH U CKEJIETHUMH aHOMAJIISIMH, BPO/KEHOIO TJIay-
KOMOIO, BaJIaMH CepIIs, BIJICYTHICTIO YTBOPEHHS KHPY, are-
HE31€10 MO3OJISICTOTO TiJIa, CMEPTIO B PAHHBOMY BIIIi.

Cungpom Cwmita —Jlemni —OmiTHA TPOSBISETHCS
rinoTpodi€ero nMpu HApOIHKEHHI, MiKpoIedartier, MTO30M,
€MiKaHTOM, KOCOOKICTIO, BUBEPHYTHMH HA30BHI HI3JIPSIMH,
MIKPOTHATIETO, CUHAAKTHIIIEIO, TONIIaKTUIIIEID, BagaMu
cepIll, aHOMATIsIMH HHUPOK 1 JIETEHIB, MiJIOPOCTEHO30M,
PO3YMOBOIO BicTaicTIO. HUHI MPUYMHOIO IIbOTO CHHAPO-
My BBaXKa€ThCS MyTallii B OJAHOMY 3 T€HIB, NOPYILIECHHS
(GyHKIIT sKOTO- MOB'sI3aHE 3 OOMIHOM XOJecTepoiy (Me-
TaboigyHa XBOpoOa).

Cunnpom T'onbreHrapa, SKOMy BJIaCTHUBa OKYJIO-aypH-
KyJ0-BepTeOpaibHa JUCIUIA3Is, IO MPOSBISETHCS BiJ MO-
MEHTY HapOHKECHHSI OTHOOIYHOO TIMOIUIA3IEr0 OOMMIYs], JIITO-
JepMoiaMu Ovel, KOJJOOOMOIO BEPXHIX TOBIK, aHOMAaJis-
MU BYIIHHX PaKOBHH i XpeOTa.

Cunnpom JKeHa xapakTepu3yeThesi ac(HiKCHUHOIO JTHCT-
podi€ero rpyaHOT KITITKH, 3MiHEHOIO KUTBKICTIO pedep, BiacTa-
BaHHSM Y POCTi, YKOPOUCHHSIM KiHI[IBOK, HUIPKOBOIO HEJO-
CTaTHICTIO, IPUPOJIKEHOIO BAJIOK0 CEPIIS.

MO03KOBO-04HE-JTHIIEBO-CKEJICTHUNH CUHAPOM TPOSIB-
JSIETBCS PI3KOIO MPEHATAIBHOIO TiNoIUIazi€ro, Mikporeda-
ni€ro, MikpodTanbMiero, Kihockomaio3oM, (IEKCOPHUMHU
KOHTPAKTypaMu Cyrio0iB.

XP-tun ycnaakyBaHHS BIACTHBHI CTEHO3Y CLIbBI€BO-
T'0 BOAOMNPOBOLY, III0 CYTIPOBOKY€EThCS TiApoLiedaltiero Ta
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BIJIOBITHUMH KITIHIYHUMH CHMIITOMaMHd. Jl0 CHHApPOMIB
MHOXMHHHUX BaJ] PO3BUTKY TAaKOTO THUITy 3apaxOBaHHUH i
cuHApoM JleHIa, 0 IPOSBISETHCS MIKpO(TaIbMIERO, aHO-
MAJTI€r0 TAIBIB, MiKporedamiero, nedopMarli€ro ByITHAX pa-
KOBHH, aCTEHIYHOIO Ti JI00Y JIOBOIO. Y crnaaKyBaHHS CHHIPO-
My — X-34eIUIeHe PEeIeCUBHE; TeTEPO3UTOTHI KIHKH Ma-
I0Th MiHIMaJbHI O3HAaKH TATOJIOTIi Y BHIJIAII BY3bKOTO
o0mmyusi, nedekTiB 3y0iB 1 pyAUMEHTApHOI IMOJIICHH/AK-
THTI.

CriopaguyHi BUMAJKUM MHOKMHHUX BaJ PO3BUTKY Ha-
JeXaTh IO MAaTOJIOTi1, MOB'sI3aHOT 3 HOBUMHU MYTaIlisIMH,
OCKITBKM 1X yCHaJKyBaHHS NMPOCTEKUTH HE BHAETHCS Y
3B'SI3Ky 13 3HAYHOIO JIETANbHICTIO. [0 TaKMX BPOKEHUX
BaJl 3apaxOBYIOTh KOMIUIEKCH aMHIOTHYHUX aedopMariiii
(Amam-koMInieke, a00 BPOJDKEHI aMITyTallii), acomiario
Banm VATER: V (vertebrac) — nmedextn xpedra, A (anal

atresia) — wuemnepdopoBanuii anyc, TE (tracheo-
esophageal) — TpaxeoctpaBoxonoBi ¢ictynu, R (radial
and renal) — nucrmasii mpomeHeBOl KiCTKH H Baau

HUPOK. CIIOpagudHO TPAIUIIETHCS TaKoK cuHApoMm Kop-
Henii ne Jlaare (mikpouedarnis, rinepTpuxo3, A0BTi 3ar-
HYTI Bii, OpOBH, 110 3pOCIUCS, AOBIHH (QUIBTP, BUBEPHYTI
HA30BHI HI3Ipi, BIICTaBaHHS B PO3YMOBOMY 1 (pizuuHO-
My PO3BUTKY, BaJM BHYTPIIIHIX OpraiB). Y HeIKux
BUIIAJKaX TPU [bOMY CHHIPOMI ONHCAaHAa CTPYKTypHa
nepedyaoBa xpomocoMu 3. MoximBo, cuaapoM Kopaemii
ne Jlanre Texx Oyne BKIIOUEHHUH y TPYIy XpPOMOCOMHHUX
aHOMaUTii.

Sk criopaguuHi SIBUINA CIIOCTEPIraroThest Aesiki AJl-cuH-
apomu (HOBI MyTarii), HampuKiIa, axouaporuiasis (80%
— TOOJMHOKI BHIMAJKH Y POIMHI). fIMOBipHO, o neu
BIZICOTOK 3MEHIINHTHCS, SKIIO0 B KOXHOMY BHUMAIKy Oyne
BH3HAYATHUCS 010JI0TTUHHN OATHKO XBOPOT TUTHHHU.

[TonirerHe MynbTH(AKTOPHE yCHAIAKyBaHHS OMHCAHE
st cuaapomy Ilomannma (pazom 3 AJl-ycnaakyBaHHSM y
JESIKUX POMHAX ); TIPX aHeHTIedaTii, 0 CYTPOBOKYETHCS
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rirorJia3ier0 HaJHUPHUKOBUX 3aj03 1 Hehporinodisa;
npu atpesii MiXBU y KIHOK 3 HOPMAaJIbHAM KapioTHIIOM
(46,XX).

MHOXXHMHHI TIPUPOKEHI Bay PO3BUTKY CIIIJT BIIPi3HS-
TH BiJI aHOMaJIaJliB — KOMILICKCIB BaJl, KOTPI BUHUKAIOTh Y
3B'S3Ky 13 BTOPUHHUM TIPOSIBOM TOJIOBHOTO YpPa)KCHHS —
MIEPBUHHOTO Je(eKTy MEBHOI TKAaHWHH abo OpraHy, 10 y
Tporieci eMOPIOHATFHOTO PO3BHUTKY CIPUUYHMHIOE (HOPMYBaHHS
pEeIITH Baj.

VY MiXHApOIHIN TporpaMi MOHITOPHUHTY 3a BpPOJIKE-
HUMH BaJlaMH PO3BUTKY B TETIEPINIHIN Yac BiACYTHIN MO-
Ka3HUK MHOXXWUHHHX Baj PO3BUTKY, 00 Cy4acHi, METOIH
JOCIIJHKCHHS TAIOTh MOJKJIMBICTH CTaBUTH J[1arHO3 IIEB-
HOTO CHHIPOMY 3 BH3HAYEHHSIM XPOMOCOMHOTO YH T'CH-
HOTO Ne)eKTiB Ta TUITy YCHAJKYBaHHS y KOXXHOMY PO3-
[JISTHYTOMY BHUTIAJKY .

CragkoBi Bad PO3BUTKY MYTallliHOI MPUPOIU HEOO-
X1HO PO3PI3HATH 3 HACIIJIKAMH TepaTOTEHE3y, MOI0BXKeE-
HUMHU MOJUQIKAIISAMH, 110 HE YCIIAJKOBYIOTHCS 1 HE Tepe-
JAIOTHCSI HACTYITHUM MOKOJIIHHSIM.

[IpupomxeHi Baayu po3BUTKY OKPEMHX OPTaHiB 1 CHUC-
TEM HaJIeKaTh J0 CKIAIy CHHIPOMIB a00 yCHaAKOBYIOTh-
Cs CaMOCTIMHO 3a OJHHM 13 3a3HaueHuX TumiB: AJl, X]I,
AP, XP i nomirenHo. [Ipy4rHOI0 TEHETUYHO 3YMOBIJICHUX
YUCJIEHHUX MPHUPOKEHUX BaJl PO3BUTKY 1 MPUPOIKEHUX
BaJ OKPEMHX OpPTraHiB 1 CHCTEM BBaXKAETHCS CHUCTEMA
Homeobox renis, 1m0 ix myTarlii BeayTh 0 IEBHOTO TIOPY-
IICHHST eMOpioreHe3y. Y Hall 4ac Il CUCTeMa BCeOIuHO
BHUBYAETHCS 3 METOIO PO3pOOKH e(hEeKTUBHUX METOJIIB Jiar-
HOCTHUKH JAaHOI IMaToJjorii.

JlikyBaHHs1 aHOMaTi Ta e(EKTIB PO3BUTKY — Xipyp-
riuge. Bono myxe edextuBne. Jleski nedextu (Hampuk-
nan, niadparmMaibHa rprbka) MOXKHA YCYHYTH 1€ B TIpeHa-
TaJIbHUH Tiepiof. YacToTa BUSBICHHS 1 peecTpallii Baa po3-
BUTKY 3HAYHOIO MIpPOIO 3aJICKUTh Bia KBasidikamii Meand-
HUX TPAIliBHUKIB, BAKOPUCTOBYBaHUX ()OPM CTaTHCTHYIHE-
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ro oOumiky i 3BiTHOCTI. Came MOBHOTA peecTpallii mpUpoI-
JKEHUX BaJl PO3BHUTKY, @ HE TeHETUYHI eeKTH 3a0py HEH-
HSl HABKOJIMIITHBOTO CEPEIOBHUIIIA, TOSICHIOE PI3HUIIIO 1X Ya-
CTOTH B pi3HUX KpaiHax. Tak, 4acToTa Takoi MaTojorii Ha
1000 HOBOHApPOPKEHUX CTAaHOBUTH: B YTOPIIUHI OJHU3BKO
60, y CIIIA — 90, a B YkpaiHi, 32 HAIIMMA JaHUMH, TCH
MOKa3HUK BIPoAoBX 20 pokiB OyB HaOmmwkeHui 10 50 i3
HE3HAYHUMHU KOJMBAHHSAMH 10 POKaX.

NOPYHIEHHA METABOJII3MY

Vs maronorist 0OMiHYy peuoBHH, 32 BUHATKOM TpaBMa-
TUYHOTO 200 1H(EKIIHHOTO YIIKOKCHHS BIIIMOBIIHUX
OpraHiB, Ma€ TEHETHYHY TPUPOAY 1 MEBHUM THUT YCHAIIKY-
BaHHS. 3QJICKHO BiJl BHIy TeHa, (PyHKIIIOHATLHUX 0CO0-
JMBOCTEH MYTaHTHHX aJeJiB i yMOB iICHyBaHHS 1HIHBITY-
yMa 3aXBOPIOBAHHS 3/IaTHE MPOSIBUTUCH y Pi3HI Mepioau
JKUTTS JTFOMUHK. Y pa3i CTBOPSHHS HEOOXITHOTO aarTHB-
HOTO CEpeIOBHUIIIa BOHO MOXKE B3arajl KJIIHIYHO HE BHUS-
BUTHCb.

Po3piHsIOTE MATONIOTIIO BYTJIEBOTHOTO, aMiHOKHCIIOTHOTO,
YKHPOBOTO 1 MIHEpAILHOTO 0OMiHIB. BiamnosigHo 10 dyHKIii
VIIKO/DKEHOTO T€HA BHIIUISIOTH €H3UMOTIaTii, aedektu pe-
HENTOPHUX OLIKIB, OUIKIB-TIEPEHOCHUKIB HEOOXITHUX pe-
YOBHUH, Ae(PEKTH CHUCTEMH BULJICHHS MPOIYKTIB METa0Oi3-
My ToIIO. YCi mpoliecu nepedyBaroTh Mif] KOPCTKUM KOH-
TPOJIEM T€HOTHUITY OpPTaHi3My.

Pa3zoMm 3 ymIKoKeHHSIM CTPYKTYpHHX TEHIB, 110 MAalOTh
iH(popmarito nmpo OynoBy OiKa, MOXKIMBI MyTallii perys-
TOPHUX TeHiB (Cymnpecopu, penpecopu, MoudikaTopu) abo
iX peryisiTOpHUX IUISHOK (MIPOMOTOPH, OMEPaTOPH, aKTH-
BaTOpH, CHXAHCEPHU Ta 1H.).
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HHATOJIOI'TA BYTJIEBOJHOI'O
METABOJII3MY

AJl-Tin ycnaJKyBaHHS IIMX 3aXBOPIOBaHb Maibke He
TpamiseTbesi. OCHOBHA Maca CHUHIPOMIB yCIaIKOBYEThCS
3a ThroM AP (TiikoreHo3u, rajakro3eMii, rirnepoiutipyoiHemii
Touio). JIo reHeTHuHe HEOAHOPIIHOI TPYMHU MOPYIIEHb BYT-
JIEBOJHOTO OOMIHY 3apaxOBYIOTh IyKpPOBHil 11a0eT.

ArytikoreHo3 (TimepriikeMiuHl CyZ0OMH) CYITPOBOIKY€ETh-
Csl PI3KOIO TIMOTIIIKEMIEI0, CyJJOMaMHU BpaHIli, BIJICYTHICTIO
riikoreHy B medimi. [lepBunHMiA GioXiMiYHMNA nedeKkT —
VIIKOKEHHS (DEPMEHTIB, BIMOBIAAIBHAX 32 CHHTE3 TJIKO-
TeHy: TJIIKOTCHCHHTETa3u u ypuauHaudochaT-riroKo30-
riikoreH-Tpancdepazu. CyJOMHUX CTaHIB YHHKAIOTh IUIS-
XOM YacCTHX TOIyBaHb, Y TOMY YHMCI BHOYi. ATJIKOI€HO3
YCIAJIKOBYEThCS 32 AP-THmOM.

["amakTo3emisi TIPOSIBISIETECST OJTIOBAHHSM, JKOBTSHHIICIO,
reIaToOMETaNi€l0, aCIUTOM HEBIOB31 IMICIs HApOHKEHHS
JTUTAHK. Y TOAIIBIIIOMY PO3BHBAETHCS KaTapaKTa, CIIOCTE-
piraeTbcs 3aTpUMKa POCTY 1 PO3BHUTKY.

3a 10moMoror O0i0XiMIYHOTO JOCHIKEHHS! BUSBIISIFOTH
rajlakTO3eMil0, 3HW)KEHHSI aKTUBHOCTI TanakTo3o-I-pocdar-
ypUIMHTpaHC(epas3u B epUTPOLUTAX 1 TKaHUHAX. [ amakro-
3eMisl yCTIaIKOBY€eThCs TakoK 3a AP-tumom. [lith — romo-
3UTOTH 32 II€I0 MYTaIlIEF0 — HE MOXKYTh BXKUBATH MOJIOKA,
a HEMOBJIATA BIAMOBIISIIOTHCS Bi rpynaei. JlikyBaHHs mosis-
ra€ B IPU3HAYCHHI JIETH (CYMIIITi, 1[0 HE MICTSATH MOJIOKA).

HenocTatHicTh rallakTOKMHA3W TEX MPOSBISETHCS He-
MEPEHOCUMICTIO TanmakTo3u. KIiHIYHI CHMOTOMH TrajlakTo-
3eMii Ta TaJaKTO3ypii Taki cami, IO W MPH TOMEepeaHI
eHzumorarii. YcnaakoByeTbes 32 AP-tunom. JlikyBanHs me-
pendavae BUKITIOYEHHS 3 PaIlioHy MOJIOKA.

Cunapomy beksita —Binemana BiIacTUBUU TiraHTH3M
wrona i rinormikeMisi. [latorenes roro Hespozymimmii. Mox-
JINBO, BiH MOB'SI3aHUI 3 €H3UMOIIATICIO B MEXKaxX METa0oJIi-
3My rimikoreHy. OmnucaHi Bcl MOXIJIMBI THITH YCTIaIKyBaH-
Hs (mepeBakHO AJl). OOTOBOPIOETHCS POJIh IMIIPUHTHHTY



51

B MMOXO/KEHHI IIbOTO CUHApPOMY. [IposiBise€ThCS CHHIPOM
BiJl HAPOJPKEHHS MaKPOCOMIEF0, MAaKPOTJIOCIEO, IyITKOBOIO
TPHKEI0, OOPO3EHKaMH Ha MOYKaX BYIIHMX pakoBwH. Crio-
CTEpIratoThCs TIMOTIIIKEMIs, TIIepimaeMis, Tinepxoecre-
pUHEMIs, TIMOKAIbITieMis. PO3BUBAETHCS TIOMIpHA PO3yMO-
Ba BifCTaNiCTh. JIIKyBaHHS BKJIFOYAE MPU3HAYCHHS TIETH 1
XipypriuHy KOpeKIito Bas.

lmormikemiss HOBOHAPOKEHUX Bi3HAYAETHCS 1X Tilep-
Tpodiero. Taki AiTH HAraAyrOTh CBOIM BUTJISIOM THX, XTO
HApOAMBCS BiJl MaTepiB 3 IMyKpoBuM miabetom. KimiHiuHi
NPOSIBU BKJIFOUAIOTH CYJIOMH, TiMOTJIIKEMIO, M'SI30BY TiIO-
TOHiIO0. YCIaJKOBY€EThCS 1€ OpymeHHs 3a AP-turom, na-
TOreHe3 Horo HeBigoMMiA. I InorikeMist i1ionaTiyHa, ciMeiiHa,
MIPOSIBIISIETBCS. IO TBOPIYHOTO BIKY, MPUYOMY YacCTillle y
xJormuukiB. CriocTepiratotbesi ClabKICTh, YIPIBaHHS, Mi/IBU-
IIEHUH arleTuT, TPEMOp, CY0MH, MOXJKBa koMa. [IpoBokye
rinmorsikemiro seduH. [IpumyckaroTe aedekTr iHCyTiHA3H,
10 CTIOBUTBHIOE PO3MAJL IHCYJIIHY.

IykpoBuii miabeT — reHeTHYHe IeTepOreHHa IaToJIOTis,
MOKe OyTH HACHIZKOM ayTOIMyHHHX ITPOIIECIB, 3yMOBJICHHX
MOpYIIEHHsAM TeHiB 3 cuctemu HLA, myTamismMu B CTpyK-
TYpHIH Ta pEryJIsSTOpHIN AUITHKaX reHa 1HCYIiHY, Aedekra-
MU PEIeNTOPiB KITHHHUX MEMOpaH, HasSBHICTIO 1HTIOITOPIB
THCYJIIHY B KpOBI, IOCWJICHHSM PYHHYBaHHS 1HCYJIiHY, 1HIIIU-
MU TEHETMYHUMH AePEeKTaMH Ta PI3HOMAHITHUMH iX TIO-
€THAaHHSIMU.

VY JliKyBaHHI JTaHOTO 3aXBOPIOBAHHS BEIHKI HaJii IO-
KJIQZICHI Ha BUKOPUCTAHHS METO/IB 010TeXHOJIOTIi (TeHHO-
IH)KEHEpHUH 1HCYIIiH, IpsiMa KOPEKIIis TeHa).

HOPYHIEHHS METABOJII3MY
AMIHOKHCJIOT

VY mepeBaxkHii OUTBIIIOCTI BUMAJKIB 116 — ayTOCOMHO-
periecBHA TATOJIOT 1.

AJIKanToHypist — Tmepiia 3 eH3UMOIATii, ONMUCAHUX Y
moauHU. [TposBISETHCS TEMHOIO Ceyero Bipasy Iicis Ha-
POKEHHS TUTUHHU. Y TIOAJIBIIOMY BHACTIJOK HAKOITMYEH-
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HS B TKaHWHAX TOMOTCHTH3MHOBOI KHCIIOTH TEMHIIIAIOTh
CKJIepH ¥ cin30Bi 000510HKU. Y Bii 10 — 12 pokiB po3BuB
BAIOTHCSI OXPOHO3HUI apTPUT 1 3aXBOPIOBAHHS CEPIIEBO-CY-
JIMHHOI CHUCTeMH. BHacnifok reHeTWdHOro nedexry romo-
TeHTH3MHOKCHIA3H TOPYIIY€EThcS MeTaboisM (eHinanaHi-
HY 1 TUPO3UHY. YCHaJKOBY€TbCsl AJIKANTOHYpis 3a AP-Tu-
noM. JlikyBaHHA ii BKIIrOUae 0OMEKEHHs BMICTYy (peHinana-
HiHY 1 THPO3UHY B 1K1, 3aCTOCYBaHHS BEIMKUX 103 aCKOpOi-
HOBO{ KMCJIOTH /TSI TIOJITTIICHHSI OKHCITFOBAITBHHX TIPOLIECIB.
DeHUIKETOHY i — MOpPYLIEHHsT MeTabomi3My (eHinana-
HiHy Ha OUTBII paHHIX Horo cranisx. [IposBrserscs B mepii
MiCSIIIi KUTTS (HaigacTiie y Billi 6 — 9 Mic) 3aTPUMKOIO pO3-
BUTKY. Y JUTUHM CBITJII BOJIOCCS 1 04l (BHACHIZOK MOPYILECH-
HsI CHHTE3Y IMITMEHTIB), MirMeHTaLi mkipu Hemae. Crocrepi-
TaloThCsI ONro(peHisi, CyIOMHUN CUHIPOM, XapaKTepHUN MU-
maynii 3amax. Hepiako crnocrepiratotbes ek3ema, IepMaTHr,
Mi/IBUIIIEHA YyTIUBICTH J0 CBITJA, MAaCTO3HICTh, KOCOOKICTB,
HicTarM. 3aXBOPIOBAaHHS 3yMOBJICHE BIJICYTHICTIO a0 3HHU-
JKEHHSM aKTHBHOCTI (pepMeHTy (enuiananiH-4-rigpoKCuiasm.
3a 70MOMOror0 naroMopgoIOriuHOroO JOCHIIKEHHS BHSB-
JISIETBCS TITIO3HE NEPEPODKEHHS TOJIOBHOTO MO3KY. YcCHai-
KOBY€TbCS (peHUTKeTOHYpis 32 AP-Tumnom. 3 MeToro JoKIIiHiI-
YHOTO BHUSIBJICHHS MATOJIOTii BAAIOTHCS JIO MAacOBOTO CKpH-
HIHTY HOBOHApOJ/DKEHHMX. 3a YMOB PaHHBOI'O MPH3HAYEHHS
TIETH, 110 OOMEXKY€e CHOXKUBAHHA (DeHLTaNmaHiHy (IiETUYHI
nponyktu «bepnaden», «Uumorpan», «MiHadeny,
«ATIOHTI»), 1 CYBOPOT0 JIIKQpCHKOTO KOHTPOIIO (PI3MYHUM Ta
NICUXIYHUI PO3BUTOK JAWUTHUHU HE MOpyuryeTbes. be3 mpose-
nenns gietoreparii B 100% BUMaakiB po3BUBAETHCS BayKKa
PO3yMOBA BiJICTANIICTh, 1110Tisl. BiiblI sk BiICOTOK 0Ci0 cTo-
B'STHCHKOTO ITOXO/PKEHHS € HOCIIMH MYTaHTHOT'O TeHA.
ApriHiHeMisl TIPOSIBIISIETHCS Cy/IOMaMH, OJIOBaHHSM He-
BJIOB31 ITiCJIsl HAPOPKEHHS! TUTUHU. 3TOZ0OM JOJAIOTHCS Ie-
naTocruieHoOMeranisi, Mikpouedalris, mapamnapes3, BicTaBaH-
Hsl B pO3yMOBOMY 1 ()i3MYHOMY PO3BUTKY. Y KpPOBI I JIIKBOp1
I ABHIIY €THCSI KOHIIEHTpallis apriHiny. HociiicTBo Bipycy
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naninomu Illoyma, mo cuHTe3ye apriHasy, MpU3BOIUTH 10
3HWKEHHSI BMICTY apriHiHy B KpPOBi. Y CIaJKOBYETHCS apri-
HiHeMis 3a AP-Tumnom.

Anb0iHI3M — Tpyna 3aXBOPIOBaHb, 3yMOBJICHUX Je(ek-
TOM MeTaboJi3My MeJaHiHy, KOTPUH yYTBOPIOETHCS 3 THPO-
3uHy. PO3pi3HAIOTH THPO3WHA30MO3UTUBHUI Ta THPO3HHA-
30HETaTUBHHUI alb0iHI3M (3 reMopariyHuM aiare3om). €
dbopMH 3aXBOpPIOBaHHS 3 TIIYXOTOIO Ta HEYIIKOKEHHUM
ciayxoMm. YcnaakoByetoes 3a AJl- , AP-, XP-tunom.

OxpiM 3a3HaYEHUX MOPYIIEHb aMIHOKUCIOTHOTO OOMIHY,
OyBalOTh amiHoOAIUIeMii, TIOB's3aHi 3 AedeKTaMu TpaHC-

MOPTHUX CHUCTEM OpraHi3mMy, 30KpeMa — 3 T'€HETHUYHHUMH
neeKTaMu CeYOBUX OPTaHiB.
[emakiss — cragkoBa MaTOJIOTISA, IO CIOCTEPIraeThCs

nocuth gacto (1:3000). Bona nos'si3ana 3 gediruroM dep-
MEHTIB, SIKi PO3IICIUTIOIOTh TJIIOJUH — YacTHHY OllKa TITfo-
TeHY, KOTPHI BXOIMTH J0 CKJIIy MIICHUIIl, XKHUTA, SSYMEHIO,
BiBCa, TOOTO BCIX 3€pHOBUX KYJIBTYp. [1aTosorist mposBiIsi€Th-
Cs TIICTIS BBEJICHHS NMPUKOPMY y BUTIISAII Kaill, XJi0a, mpu-
4oMy 37€OUTBIIIOr0 HAIPUKIHII MIEPIIOro POKY XKHUTTs. BHac-
JIJTOK TOKCHYHOI i1 MIIFOTaMIHIIENTHY Y XBOPUX THHE Biifua-
cTHi emiTeniid Kumok. [lopymryeTbcss BCMOKTYBaHHS BCIiX
MOXXUBHHUX pedoBHH. CIOCTEPIraloThCsl eHTEepOIaTis, AeTi-
pataitisi, 4acTi BUTIOPOKHEHHS PiJIKOi KOHCHUCTEHIII1, TilOT-
podis. Lemiakis ycrmagkoByeTbest 32 AP-tumnom. JlikyBaHHS
HOJIATAae Y BUKJIFOYCHHI 3 XapyOBOTO pallioHy Kaml (MaHHOT,
BIBCSIHO1, ITEPJIOBOI), XJTi0A.

VY Ham Yac € armioJuHOBI 3€pHOBi, BHUBEACHI IIITXOM
CEJICKIIT COpPTiB, MyTaHTHUX 3a BIIMOBIAHUM TeHOM. [Ipo-
IYKTH 3 TaKUX KPYIl i OOpOIIHA MOXHA JaBaTH JIiTAM, SKi
CTpaXJIa0Th Ha IeNTiaKifo.

IHHOPYIIEHHSA JIIIIAHOT'O OBMIHY

VY 1ii rpymi cmajakoBOi MATOJIOTIT PO3PI3HIIOTE XBOPO-
Ou Hakonmu4eHHs (BHYTPINIHBOKIITHHHE HAKOIHYCHHS
MPOAYKTIB MeTab0J1i3My — C(IHTOJIIIII03H) Ta JIinoigo™*
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3, M0 CYMPOBOKYIOTHCA 30UTBIICHHSM KOHIICHTpAIIil
JIITAIB Y CHPOBATIIl KPOBI.

XBopoOy Tess —Cakca 3apaxoBYIOTh IO TPYIH TaHTIi-
o3uno3iB (GM2, I tum). Lle ogna 3 ¢popm amMaBpOTHUIHOI
imioTii (paHHs, TUTAYa). XapaKTepU3YEThCs KIIHIYHE MPO-
IPECYIOUUM 3HM)KEHHSM T'OCTPOTHU 30Dy, JETpaslalli€lo iHTe-
JIEKTY, IHIIMMHU HEBPOJIOTTYHUMHU CUMIITOMaMHU. ¥ Billl 4 —
6 Mic 10 TOTO aKTWBHA JUTHHA BTpAaya€e PyXJIUBICTH, IiKa-
BICTb JI0 HABKOJUIITHKOI JIIFICHOCTI, HE BITi3HA€ OATHKIB, TIPH-
NUHSE TPaTUCS, CMIATHUCS, HEe (DIKCye MOy, CIIIHE.
Bim3HauaeThes rimeppeakxilis Ha 3BYK (2 J0 TOHIYHHX
cynom). /lutuna momupae yepes 1,5 — 2 poku Bif MOYATKy
3aXxBOpIOBaHHA. Ha O4YHOMY [1HI BH3HAYa€THCS CHUMIITOM
BUIIIHEBOI KicTouku. [lepBunHMii OGioxiMmiyaui Aedekr —
3HWKCHHSI aKTHBHOCTI (hpykT030-1-pocdarans n0 nazu
rekcozamirigasu A (MOXJIMBa MpeHaTalbHa A1arHOCTUKA
ABUIIA). YcnaakoByeThes xBopoda Tes —Caxca 3a AP-tu-
noM. 31e0iIbIIoro XBopi M reTepo3uroTHi HOCIi Tparuisi-
IOThCSI cepell eBpeiB-amikeHasi. [IpunyckaroTh, M0 rerepo-
3UTrOTH OUTBIN CTiHKI 70 TyOepKyibo3y. EdextuBHOi Te-
pamii 3aXBOpIOBaHHs 110Ci Hemae. [Ipu3HaYar0Th CUMIITO-
MaTHUYHE JIIKYBaHHS.

OM2-ranrmio3uno3 Il tumy (amaBpoTWyHa imiomatis
Canaxodda) Biapi3HAETbCS OUTBIN 3JOSKICHUM Mepedirom,
HiX xBopoOa Tess —Caxkca, X04a KJIiHIYHA KapTHHA CXOXKa.
[lepBunaHaMIA OloXiMiuHMK nedekT — AedIIMT rekco3ami-
Hina3u A 1 B. JlikyBanHs cuMOTOMaTU4HE.

OM3-ranrniozuno3 Il tuny (amaBpoTHuHa imionaris
Hopmana —Byna, npupomkena ¢opma) po3BHBAETHCS B
nepii JHi KUTTS AUTHHU. [IpOSBISIETHCS MPOTPECYOUOI0
rigpouedarniero abo Mikporedatiero, Cy1oMamMy, Tapaiidem,
CIIIMOTO0, 3aTPUMKOIO PO3BUTKY. YCHAIKOBYETHCS TaHE
nopyuieHHs 3a AP-tunom. EdextuBnoi Teparmii Hemae, Jiky-
BaHHS CHMIITOMAaTHYHE.

[Tizus dopma amaBporuunoi imionatii Kydea (1epoin-
TNoQyCIMHO3 JAOPOCIHX) MPOSBIAEThC y Biti 15 — 20
pokiB. CroctepiraeTbCs MOBUIBHE MPOTrPECYBaHHS OpraHid-
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HOi ngemeHmii. 3miHM 3 OOKy opraHa 30py He
BJIACTUBI, MPOTE€ B OKPEeMUX BHUMNAJKAX BHUABJISIOTH
NIrMEHTHUH ~ peTuHIT. Y  TepMiHaJbHIM  crafii
3aXBOPIOBAaHHS XapaKTepHI eNiJICNTUYHI Hanaau, napaidi,
HepyxoMicTh. J{o 1i€l Tpynu 3aXBOpPIOBaHb 3apaxoOBYIOTh
takox GMI-ranrmaiosu-no3 — tun . XBopobda Hopmana —
Jlanninra, ciMerHuit HelpoBiciiepabHUI T3,
XapaKTEepU3YETbCS PO3BUTKOM TeNaTOCIICHOMErasii Micis
6-MICSYHOTO  BIKY,  KI(OCKOIIO-30M,  OpaxiaKTUII€LO,
YHCICHHUMH 3TUHAIBHHUMU  KOHTPAKTypaMu  CYIJIOOiB.
3BepraloTh Ha ceOe yBary Taki 30BHIIIHI O3HAaKH, SK
rineprenopusM, IJIOCKE MEpeHicCs, HU3bKO pPO3TallloBaHi
Byxa, rimeprpodoBaHi sicHa. Y TOJIOBUHHM XBOPUX Ha
OYHOMY JIHI BiJJ3HAYA€THCS CUMIITOM BUIIHEBOI KICTOUKH.
Cmeptp Hactae y 2 —3-piunomy Bini. [lepBuHHMIA
OiloximMiuHUi eeKT B yMOBaxX JIaHOi MaToJOrii — neiluT
OeTa-rajakTo3ua3u. Y CIaJIKoBY€EThCS 3aXBOpIOBaHHS 3a AP-
THUIIOM, JIKyBaHHSI CHMITOMAaTHYHE.

XBopoba Jlepi (roBeHiNbHUN cHUCTeMHUI ninino3; GM1-
raHraio3nno3, Il TH) xapakTepu3yeThbCsl BiJCTaBaHHSIM
MICUXOMOTOPHOT'O PO3BUTKY; CHACTHYHUM TETpamape3oM,
CyJIOMaMH, aTaKCi€r, M'SI30BOIO TIIIOTOHIEO, IO 3MIHIOETh-
Csl PUTITHICTIO, JAeMeEHIi€r0. TpHUBaNICTh XKUTTA 3a TaKoi
natosorii cranoBuTh 3 — 10 pokiB. [lepBuaHM GioxiMid-
HUH TePEeKT — HEIOCTaTHICTh OeTa-ralakTO3uIa3! B KIIITH-
Hax, JiM¢oruTax, cedi. YcnaakoByeTbes 3a AP-tunom. Jliky-
BaHHS CUMIITOMAaTHUYHE.

Cepen 1ninoino3is, 1Mo CyMpPOBOKYIOTHCS HAKOMUYEH-
HSM JIOIAIB y TIa3Mi, CIiJl BUIIIUTH pi3HI (HOpMH reTe-
POTEHHUX MATOJIOTiM TUIy TiNepiinonpoTeiHeMii, rinepii-
nigieMii, rinepxojaecTepuHeMiil, TPUTITiepUIeMii.

Jlinoino3 miasmatuunuii [ Tuny (rinepaimigemis xu-
POIHAYKOBaHa, KCAHTOMATO3 TilepX0JeCTepUHEMIUHUH, XBO-
poba broprepa—I proTia) nposBIsSETHCS KCAaHTOMaMH, I'&-
MaTOCIUICHOMETalli€l0, 1HO/A1 MaHKpeaTuToM y Bimi 1o 10
POKIB. Y KpOBI MiJIBULIYETHCS PIBEHb XOJIECTEPOITY, TPULIIi-
LEepUaiB, HaTIIeceple B HIM 3'ABIAIOTHCSA XUTOMIKpoHH. B
OCHOBI MATOTCHE3Y JICKUTH JACPIMHUT JITOTPOTEILIIMAa3H.
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VYcnankoByeThes 32 AP-tunoM. JlikyBaHHS MoJsirae B Mpu-
3Ha4YeHH1 0€3KUPOBOI JII€TH.

Jlinoino3 turazmatuynamii Il Tamy (ciMmeitHa rimepxomec-
TeposeMisi, TinepOeTaninmonporeiHemMisi) TPOSIBISETHCS 3
JUTSYOTO BIKY CYXOXKMJIKOBHM 1 TYOEpO3HMM KCaHTOMATO-
30M, aTepOMATO3HUMHU 3MiHaMH Yy BIHLIEBHX CyJIHHaxX cep-
1. KcaHTOMM pO3TaIoByOThCS NMepiopOiTaIbHO, HA CIHU-
X, CYXOKMJIKax. Y KpOB1 3HAYHO IIJIBUIYETHCS PiBEHb
XOJIECTePUHY 1 JEIMI0 3pOCTa€ MOKAa3HUK TPUTITIEPHUIIB.
YcmankoByeThest JaHa matoioris 3a AJ[-Tumom i3 HEmoB-
HOIO NEHETpaHTHICTIO. JIIKyBaHHS MOJATae B NMPU3HAYEHHI
JieTH 3 0OMeXeHHsAM BMicTy xonectepoiy. o6 3uu3uTH
HOro piBeHb B OpraHi3Mi, 3aCTOCOBYIOTh JIIHETOJ, AEMIIiH,
HIKOTHHOBY KHMCIIOTY, XOJIECTHPaMiH.

Jlinoino3 mnasmatuunuit 11l Tunmy y mopociaux mposis-
JSETHCS OYTPUCTUMHU KCAaHTOMAaMH, CIIOCTEPITaEThCSI TAKOK
panHiil arepomaro3. Kcantomu 3'aBisitoThes Ha cromax. Ha
JIOJIOHSIX TIOMITHI KOBTO-OpPAHXEBI CMyTU. Y KpOBI BHSB-
JSAI0Th OeTa-IiMoNpoTeiAn AyXe HU3bKOI I'yCTHHH, XOJIec-
TEpOJIEMII0, TIEPYPHKEMit0. YCHaaKoByeThCsi 32 AP-Tumom.
JlikyBaHHS Take caMe, sK Npu Jginoigosi Il tumy.

Jlinoino3 miasmatuunui IV tunmy (rinepiinigeMis eH-
JOTeHHa, TPUTJILEepUaeMis, 1HIyKOBaHA BYTJIEBOJAMH)
PO3BUBAETHCS SIK Y AITEH, TaK 1 y HOPOCIHUX. Y PaxKylOThCs
BiHIIEBI CyAuHU cepusi. Y XBOPHUX HOpMasibHa MEpEeHO-
CHMICTB XHPIB, IPOTE 3HUKEHA TOJEPAHTHICTh /IO BYTJIE-
BOJAIB. Y KpOBI 3HAYHO MiABUINYETHCS PIBEHb TPUIJIiLE-
PUIIB, IEII0 3pOCTAE PIBEHDb XOJIECTEPOIY. Y CIAaIKOBYETh-
¢4 1e nopyuieHHs 3a AJl-Tunom.

JlikyBaHHs1 ToniArae B OOMEKEHHI CIIOKWBAHHS BYTJIe-
BOJIIB; PEKOMEHI0BaHO BkuBaHHS oiii. 1oOpwuii edexT mae
MPU3HAYCHHS JIIHETOJNY, AEINIMiHy, HIKOTHHOBOI KHCJIOTH,
JIOBACTaTUHY, JINOCTablIy, eceHiiiaie Ta IHIIUX TImoJimi-
JeMIYHUX Mpenaparis.

Jlinoino3 mia3MaTnyHui V THITY TPOSBISETHCS Y BIIll
20 — 40 pokiB. 3'IBISIFOTECS OUTh Y )KUBOTI, TAHKPEATHT,
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KCaHTOMH, TeNaToCIJICHOMeTallis, rinepypukeMis. 3Ha4yHO
301IBIIY€ThCS PIBEHb TPUIIIILEPUIIB y KpoBi. Omnucane
AJl-ycriaikyBaHHS 3 PI3HOIO €KCIPECUBHICTIO, IIPOTE 3Jie-
O1IBIIOTO 1S MATOJIOTIsI MOEHYETHCS 3 HEPPO30M, MiKCe-
JIEMOI0, aJIKoroiizMoM Toulo. JlikyBaHHS mependadae mpu-
3HA4YeHHS J1€TH, O1HOT Ha BYIJIEBOAU I JKUPH, a TaKOX
IpernapariB, 0 BUKOPUCTOBYIOTHCS MpPU JIIKyBaHHI 1HIINX
dbopM Jinoigo3is.

OcTaHHIMH pPOKaMU BCTAaHOBJICHO 3B'SI30K IUIa3MaTHU-
HUX JINOIN031B 3 MyTalisiMu reHiB Apo-A, Apo-B, Apo-C,
Apo-E. Ha niit ocnoBi npononyetsest JIHK-1 1 arHocTHKa
YJICHIB CiM'T XBOPOTO ISl JOKJIIHIYHOTO BUSIBICHHS HOCIH-
CTBa MEBHOI MyTanii Ta NpO(UIAKTUIHOTO JIIKyBaHHS.

Cporoani oco0nMBa yBara MpHUIIISETbCS I'€HETUYHUM
HOPYLIEHHSM XOJIECTEPOJIOBOr0 OOMIiHY, SIKI CYHPOBOJDKY-
IOThCSI 3HMKEHHSIM XOJIECTEpOy B OpraHi3mi, IO MOXeE
NPU3BECTH 10 HAPOJKEHHS TUTHHU 3 CUHIpoMoM Cmita —
Jlemni —Omitia (aedext 7-neriapoxosecTepoapeayKTast),
JI0 TIOpPYIIEHb CTEPOIAHOT0 OOMiHY, Mi€miHi3alii HepBOBOL
CHUCTEMH, 70 po3yMoBOi BifcTanocTi Ta iH. [Ipu 3HMKEHH]
CHUHTE3Y XOJIECTEepOIIy IIPONOHYIOTh BKIIIOYATH B JIIETY 2 —
3 KypsiUMX *KOBTKa B JIeHb. AJle 11l BUCHOBKH II€ HE € OCTa-
TOYHUMHU. J[OCHIIKEHHS TPUBAIOTh.

MHNOPYIIEHHSA OBMIHY
METAJIIB

Haii6inpm Bimoma martojoris Ii€i Tpynmu — Temnaro-
JEHTUKYISIpHA AereHepallis (xBopoba Bimscona —Kono-
BayioBa) . Lle 3axBoproBaHHS MOYMHAETHCS Y Birli 12 — 20 po-
KiB. ¥ XBOPOTO CITOCTEpITaeThes ClIadKiCTh, OUTh y KUBOTI,
YKOBTSIHUIIS, TPEMOP, M'S30Ba PUTIAHICTD, TIMEPKIiHE3H, TUC-
daris, qu3apTpis, nceBaoOyab0apHi cumnTomMu. [1o 30BHI-
IIHBOMY KpalO POTiBKH 3'SIBISETHCS KUIbIIE 3€JIE€HO-0YpOro
kopopy (kinmbrie Kaiizepa —®meiimepa). Po3pi3HAIOTH
a0JIOMIHAJIBHY, PaHHIO PUTIAHO-apUTMO-TIEPKIHETHIHY,
TPEMTSAYO-PUTITHY Ta €KCTpamipaMigHO-KOPKOBY hopMu



58

3aXBOPIOBaHHA. AOIOMiHANBHY ()OPMY YAcCTO CHPUHMAIOTH
3a BIpYCHUI T'elaTHT, 110 3aBEPIIYETHCS IUPO30OM IEUIHKH.
['enaToyieHTUKYISIpHA JIeTeHepallis CyIpOBOJKYETHCS Jie-
MEHIII€I0, YCaaKkoByeThes 3a AP-tunom. Bona mos's3ana 3
MYTAIli€l0 B T'eHi, pO3TalllOBAHOMY Ha XpomMocomi 13, Kot-
puit 6epe ydacth B 0OMiHI Mimi B opraHi3mi. Lleii medext
MPU3BOJINTH 10 HAKOIMMYECHHS MiJli B KPOBI Ta BiJKJIalaH-
HSl [[BOTO METally B KIITHHAX MEYiHKH, TOJOBHOTO MO3KY,
HUPOK, CEJIE31HKU, palayKHOI 0OOJIOHKH, POTiBKH, B KPHIII-
TaJIMKy OKa.

binky mepynomnasminy (reH Ha xpoMmocomi 6), nedexr
SKOTO BBa)KaBCsl paHille rOJJOBHUM B IaTOTE€HE31 XBOPOOU
Binscona —KonoBasoBa, 3apa3 npuaiIseThcsi OCHOBHA yBara
B nopymeHHi obminy 3amiza (Fe,—>Fes;) Ta po3BUTKY
aHeMii 1 remocuzepo3y. JIikyBaHHS BKIIIOYAa€e MPU3HAYCHHS
JIe31IHTOKCUKAIIIITHOT Tepamii (YHITiON, TeMo/e3), MeHiIuIa-
MiHy, KynpOHiTy ab0 1HIIMX XeNaTiB, OKCHJ LIWHKY, TeTpa-
O0opaty HaTpito. HeoOXilHO BHUKIIOUYUTH 3 pallioHy
MiJIBBMICHI POAYKTH (MO30K, TIEYiHKA, TOPIiXH, CYXO(PYyK-
TH TOWIO); HE MOXHA TOTYBaTH CTPAaBYy B MiJHOMY IOCY/Ii.
[IpoTunokasani BiTaMiHu Tpynu B, ’KOBYOTIHHI, MiTbBMICHI
npernapaTi. 3a YMOBH MPAaBUIBHOTO 1 TPUBAJIOTO JIIKyBaH-
HS 3HAYHO MOJIMIIY€EThCA KIIIHIYHA KapTUHA.

'eHeTnyHuil AedekT OOMiIHY Miai 3YMOBIIIOE IIIE€ OJHE
Ba)XKE 3aXBOPIOBaHHS — CHHAPOM MeHKeca, 10 MpOosB-
JSIETBCSI CyIOMaMH, KOTPi BaXKKO MPUIMHUTH, TTOPYIICHHIM
TEPMOPETYJIALLIT, YKOBTIHHIICIO, BITMOBOIO BiJl iXKi, JIETAPTi€I0
B Iepioa HOBOHapopkeHocTi. IIIBUIKO 3HMKYETbCS TOC-
TpoTa 30py. Bonoccs gyxe xyuepsiBe, 1amMKe, TiOMITMEH-
TOBaHE, BHSIBIIIOTHCS CHMOTOMH HEIOCKOHAJIOrO OCTEeore-
He3y. B OCHOBI 3aXBOpPIOBaHHS JICKHUTHh NEe(HEKT BCMOKTY-
BaHHS 1 TPAHCTIOPTY MiJli 3 KHUIIIOK, IO 3QJICKUTh BT MiJlb-
BMICHOTO (h)epMEHTY — IIUTOXPOMOKCH/IA3M. Y TICUiHIl 3HH-
KYETHCSI BMICT MiJIi, a B CHPOBATII KPOBI — PIiBEHb IIEPYJII0-
ma3MiHy. Y crmaakoByeThbesi cHHApOM MeHkeca 3a XP-Tu-
noM. JlikyBaHHs mepenbayae napeHTepajlbHE BBEJIECHHS
coJiei Mijii, MiIbBMICHOTO T1ICTHIMHY — 0akaHO B aHTe-
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HarajdbHUU TIepiof], MO0 YHUKHYTH HEOOOPOTHHUX 3MiH Y
TOJIOBHOMY MO3KY M KiCTKax. Y MOCTHaTalbHUI mepion
BHYTPILITHHOBEHHO BBOJISATH COJII Miji MijJ MOCTIHHUM KOH-
TpoJieM ii BMICTY B CHPOBATIII KPOBI.

MNOPYHIEHHSA IHIIUX BU/IIB
METABOJII3MY

CnankoBa marTosoris MeTabomii3My MyKOHOdicaxapuiB
Ma€ Ha3By MYKONONicaxapuoo3, MO TPAIISETbCA Y BHI-
a1 moHaMenIe 8 camoctidHux dopm. L rpyna cnan-
KOBHMX 3aXBOPIOBaHb CIHOJIyYHOI TKAaHUHHU XapaKTepH-
3y€ThCA YpaXEHHSIM ONOPHO-pYXOBOI'O amapary,
BHYTPIIIHIX OpraHiB, o4yel, HepBOBOi cucTeMu. Bike uepes
KUIbKa MICSIIB MICIS HAPOJKEHHS y TUTUHU BiJ3Haya-
FOTHCSI TaKl 3MiHH: TiEPTENOpU3M, eK30(TaIbM, 30LTbIICH-
Hsl yepena, HaBUCIUHN J00, 3amase nepeHices, MUPOKUi
Hic, TOBCTI TyOH (raproimizm). Po3BuBarOThCS maxoBi i
MYTKOBI I'puXi. 3BepTaloTh Ha cede yBary KOpOTKi ILus,
KiHLIBKH; Aedopmartiss xpeOdTa 1 rpyaHOi KIIITKH, KOHTPaK-
Typu Cyriao0iB. BUSBIAIOTH TakoX remnaTrocijieHOMera-
mito, Baau cepus. PisHi dopmu Mykomomicaxapuio3iB
3yYMOBJIEHI MOPYIICHHSIM MeTaboi3My TJIIKO3aMiHOTIi-
KaHIB Ha PiBHI pi3HUX (DEpPMEHTIB.

JlaGopaTopHe TOCHiIKEHHS BUSBIISIE B C€Yi IMiBUIIE-
Hy €KCKpEILil0 TTIKO3aMiHOTIIKaHIB (AepMaTaHcynbdary,
KeparaHcynb(daty, remapancynsdary). [lpu ricroximiuno-
My JIOCHIJIKEHH1 BiIMIYaeThCsl MeTaxpomasis ¢pidpodnacTis
1 TiMQOLHUTIB.

Cunpnpom I'yprnepa (I THr) nposiBIsS€TbCsS KapiIHKOBi-
CTIO, JIFOMOAIIbHUM TOpPOOM, XapaKTEePHOIO TJIMOOKOIO JeMEH-
1iero, Bagamu cepid. Jlutuaa nomupae 10 10-piaHOrO BIKY.
OcHoBHMit Oloximiunmit nedext — nedimur L-imypoHiga-
31. YcHaJaKoBY€ThCs aTouIoris 3a AP-tumom.

Cunnpom I'antepa (II Tum) xapakrepusyerbest 100po-
saKicHUM TmiepeOiroM. [HTenekt 30epexkeHuil. TpuBamicTh
KUTTS 1O0CUTH 3Ha4yHa (10 60 pokiB). B 0CHOBI po3BUTKY
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CUHIIpOoMY — OloxXiMiyHHMNA JedeKT imypoHaTcylbhaTasH.
YcenaakoByetrbes 3a XP-Ttunom.

Cunnpom Candininno (III Tum) nepebir Mae BiAHOCHO
nerkuii. PO3BUBAIOTHCS KITIHIYHI CHMIITOMH MYKOIOJica-
Xapua03y, po3yMoOBa BIICTANICTb. 3MIHIOEThCSA IMOBEAIHKA
XBOpPOTr0: JTUTHHA cTae 30y HKEHO0, arpeCUBHOIO, HE3/aT-
HOIO 30CepEeIUTHUCS, TIOPYIIY€ETHCSI COH, MOTIPIIYETHCS CITyX.
XapakrepHa rereporenHicts (tunu A,B,C,D) 3a 6ioximi-
YHUMU JleeKTaMU — YIIKOKEH1 pi3Hi pepmenTH. XBopi
#uBYTb 710 20 — 30 pokiB. YcnankyBanHsa cutapomy Candi-
minmno BinOyBaeThes 3a AP-Tumnom.

Cunznpom Mopkio —bpaitnchopna (IV tum) BiazHa-
Ya€eThCS YHUCICHHUMHU JAe(OopMaLisMU CKeJeTa, 3HUKEH-
HM CIIyXy. Y XBOPOTo Jy’K€ KOPOTKa LIHs, HU3bKUHI 3pICT.
CnocrepiratoTs IOMYTHIHHS POTiBKH, OCTEOIIOPO3, CEpLIEBa
1 HeBposoriuHa natojoris. TpuBamicts kUTTdS — A0 20
pokiB. OCHOBHUI OioXIMIUHUIA JeeKT — AediluT rajgak-
TO3aMiH-6-cynb(ar-cynbdarasu, abo Oera-/l-ranakro3umasu.
YcnaakoByeThes JaHe NOpyLIeHHs 3a AP-tunom.

Cunnpom Ileite (V Tum) NposIBISETbCS TPUXKEIO Ta
MOMYTHIHHSIM POTiBKMA BiJi MOMEHTY HapoJyKeHHs. [Hmii,
MOMIPHO BUPAXKEHi, XapaKTepHi A MYyKOMOJicaxapuao3y
CHUMIITOMH PO3BUBAIOTHCS B IIKUILHOMY Billl. JIo HUX BigHO-
CSITh TYTOPYXOMICTh KHCTI, 110 HaOyBa€ BUIIIALY KITTUCTOT
Jany, ypakeHHs aOpTaJbHUX KJIAIlaHiB, MOTIPILIEHHS CIIy-
Xy 1 30py. bioximiunuii nedext — aediuut anbda-L-ixy-
poHia3u (MOXIUBO, anenbHa (opma cunapomy ['ypre-
pa). YcnaakoByeThes cunapom llleite 3a AP-tumnom.

Cunapom Mapoto—Jlami (VI tun) nposiBisieTbes B 2-
3-piunomy Bimi. Croctepira€TbCsi BIACTaBaHHSA Yy POCTI,
HApOCTAIOTh yCl CUMIITOMH, BJIACTHBI MYyKOIIOJicaxapuao-
3y. BUKpUBISIOTECS TOMUTKUA. XBOPHI MOMUpPAE Yy Billl 0
20 pokiB. bioximiuauii gedext — aedinut apuicynbda-
ta3u B. YcnankoByerbes 3a AP-tunom.

XBopoba Cnas (VII Tum) xapakTepusyeTbcs TaKUMHU
CaMUMH KJIIHIYHAMH CUMIITOMAaMHU, 110 ¥ cuHIpoM Mapo-
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to —Jlami. € opmu 3axBoproBaHHsI 6€3 TernaTocIieHOMe-
ramii. bioximiuanii gedext — nedinut Gera-/I-rroKypoHi-
Ja3u. Y cnaJKoBYEThCS Takox 3a AP-Turom.

Cunnpom Binuectepa (Mykomnonicaxapuao3 TCEBIOPEB-
MaTUYHUN) TPOSBISIETHCS KApIMKOBICTIO, KOHTPAKTYpaMH,
TTIOMYTHIHHSIM POTIBKH, OCTEO0 TIOPO30M, PEBMATOITHO IOTI0-
HOIO JIECTPYKII€IO CYTI00iB. Y cnaakoByeThes 3a AP-tumom.

JlixyBaHHS BCiX MYKOTOJIiCaXapua03iB CUMIITOMATHY-
HE: TOPMOHAJIbHI MpemapaTu, BEJIUKI 1031 PETHHOIY, Ti€Ta
3 MaJIAM BMICTOM acKOpPOIHOBOi KUCIIOTH. Po3po0iistoThest
METOJIM 3aMICHO1 Teparii.

CriagkoBi MOPYIICHHS] MYPUHOBOTO 1 MIPUMITUHOBOTO
0OMiHY 3aJIe)KHO BiJ PIBHS YIIKOIKEHHS METaOOIIYHOTO
JaHITIOTa MOXKYTh Tiepebiratu abo JyXe BaXKKO 3 HapOJI-
KEHHS — 3HIDKYEThCS )KUTTE3AATHICTD, 1HTENIEKT, 3'SBJIS-
IOThCSl 3HAYH1 HEBPOJIOTIUHI ypaxeHHs (cuHApoM Jlemra —
Haiirana) abo HaragyBatu XBOpOOHM JItOJIEH OXUIIOTO BIKY
(momarpa).

Cunnpom Jlema — Haiirana — npupo/pkeHa naTosoris,
10 MPOSIBIISETHCS CHACTUYHUM LIepeOpaIbHUM MapajiueM,
3aTPHMKOIO (1)131/1qH0r0 1 pO3yMOBOTO PO3BHTKY, ayToarpe-
Ci€l0, a TaKOXK 3MIHAMH, XapaKTEPHUMH U1 TOJarpH: T11BH-
IIEHHSM DPIBHS CEYOBOI KHCJIOTH B KPOBI, TeMaTypi€lo, ypu-
Kypl€IO He(porariero, roCTpuUM aptputoM. Ilepsrnnmii oio-
XiMigHUHN feeKT — AedImT rimoKcaHTUH-TryaHiH-pocdo-
pubosmn-tpancdepasu. [opymyerscs cunre3 JJHK. Ycenan-
KOBYeThCs cunapoMm Jlema —Haiirana 3a XP-tunom. Ilaro-
TeHEeTHYHOTO JIIKyBaHHS MOKM 10 Hemae. Huni po3pob-
JSETHCSA MpsiMa TeHHA Tepallis i€l maToorii.

KcanTtunypist nposiBIsS€TbCS HUPKOBOKAM'SHOIO XBOPO-
0010, y JeSKHUX JITel CroCTepiraloTh HiYHE HETPUMAaHHS
ceyl, YCKJIaJHEHHs Y BUIIAAL Mi€TOHEPPUTY. 3HMUKY€EThCS
PiBEHb CEYOBOi KHCJIOTH B CHPOBATIIl KPOBI Ta €KCKPEIIis
KHACIOTH 13 ceuero. OCHOBHUIA O10XIMIYHUIN TePEeKT — 3HU-
YKEHHSI aKTUBHOCTI KCAaHTUHOKCHIA3H. YCHaIKOBYETbCS 3a
AP-tunomM. XBOpuM pEeKOMEHAYEThCS OLTbIIE TUTH 1 00-
MEKyBaTH CIIOKUBAHHS M'CHUX CTPaB.
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[Tomarpa mo3HadaeTbest OoneM y cyriiobax, oOMeKeH-
HSIM 1X PyXOMOCTI Ta 3MiHOIO (hOpMH. 3amaabHUX 3MIH Y
cyriobax Hemae. [lomarpa CynmpoBOKYEThCS HHPKOBOKA-
M'SIHOIO XBOpPOOOI0, aHKiT03aMHU. Bi3HA4aI0Th MOPYIIICHHS
00MIHY CE€4OBOi KHCJIOTH, 3HIDKEHHSI aKTHBHOCTI TiTIOKCaH-
TUH-TyaHIH-pochopudozunTpancdepazu. ['ereporeHHiCcTh
TeHEeTUYHOI MPUPOJH 3aXBOPIOBAHHS 3YMOBIIOE (OpMH 3
AJl- 1 XP-ycnaakyBaHHSAM (ajienbHi cuHApoMmy Jlema —
Haiirana), a Takox i3 MOJIIT€HHOIO CXHIIbHICTIO.

Anpenorenitanpauii cuaapom (AI'C) — rpyma rerepo-
TeHHUX 3aXBOPIOBaHb, 3yMOBIICHHX T€HETHYHUMH JIe]eK-
TaMH MeTaboIIi3My aHIPOTEHHUX TOPMOHIB, 110 HAICKHUTh
J0 criakoBuXx nedektiB oOMiHy crepoiniB. Omucani 5 Gopm
i€l TaTOJIOTIi 3aJeKHO BiJ PIBHS YIIKOMKCHHS 010XiMi-
yHOTO JdaHIora: aedinut 21-ambda-rigpokcunasu abo
11-6era-rimpokcunaszu, ado 17-anbha-riagpokcmnasu, ado 20,
22-necMonasu, abo 3-6eta-on-crepoin-aeriaporenasu. OTxe,
I CHIOKPUHHA TATOJIOTIsA, SK 1 HU3KA IHIIUX CIaJKOBO
3yMOBIICHUX €HJIOKPHHOIATIH, € ensumomnarieto. [lepmri nBa
nedeKTu 3yCTpivaroThesl HaifuacTime. 3aXBOPIOBaHHSA IO-
YHHAETHCS B MEP10J BHYTPIIIHHOYTPOOHOTO PO3BUTKY.

AJpEeHOTeHITAILHUN CIIHIPOM MOXe OyTH 3 BTPATOIO
comi abo 6e3 Hei. Y HOBOHAPOHKEHUX IBYATOK CIIOCTEPi-
Ta€ThCsl MACKYJIIHI3AIIISI, TIMePIirMEeHTAllls, 3HIDKSHHS PIBHS
CTaTeBOr0 XpoMaTuHy mpu kapiotumi 46,XX. be3 cnemm-
(b1YHOTO TOPMOHAJILHOTO JTIKYBaHHS BTOPUHHUUN CTaTEBHI
PO3BUTOK HE HACTA€E.Y XJIOIMYMKIB MEPIIMM KITIHIYHIM CHM-
IITOMOM € TIepeTYacHUA CTaTEBUI PO3BUTOK, HU3BKUH 3PICT.
IIpu gactkoBomy medimmti 21-ambda-rizpokcuiasu eaeK-
TPONITHUM OajlaHC HE MOPYIIYEThCS, HE 3MIHIOEThCS PIBEHb
KOPTH30J1y 1 aJIbAOCTEPOHY. AOCONMIOTHHIA OJIOK (hepMeHTY
(BimcyTHIiCcTh 21- anb(ba TiIPOKCUIA3U) MPU3BOJIUTH 710
PO3BHUTKY aJPCHOTCHITAILHOTO CHHAPOMY 3 BTPATOIO COII.
BiH nposiBIsieThCs OIIOBaHHAM, JeriApaTali€ero, Taxikap-
JU€TO, MIOHATPIEMIEIO, TIepKaTieMI€r0. Y cedl MBIy EThCS
piBeHb 17-KeToCTepoiliB i MPETHAHTPIOINY.

AJIpEHOTeHITAILHUN CUHPOM 3 apTepialbHOIO TilepTeH-
3i€r0. Y MIBYATOK, SIK 1 B pa3i onucaHoi BUIe GopmMu CHH/I-
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POMY, CIIOCTEPIra€ThCsl MACKYJIIHI3aIlisl 30BHIIIHIX CTaTe-
BUX OpPraHiB, a y XJIOMYHMKIB — TIrMEHTAIisl KAIUTKUA. Y
JIUTSAYOMY BIlll PO3BHBAETHCS apTepiajbHa TINEPTEH3IS.
BayTpimHi crateBi opraHu ¢GOpMYIOTHCS TMPaBUIBHO.
[lepBuaanM OioxiMiunuM nedexkrom € nedinut 11-6era-
TIPOKCHIIA3H: y Cedi MiJBUIILY€ETHCS PIBEHb 1 7-OKCUKOPTH-
KOCTepoifiB 1 17-TiApOKCUKOPTUKOCTEPOi/liB, Y KPOBI 3HU-
KYETBCSI PIBEHb KOPTU30ITY 1 aIbIOCTEPOHY.

AP-Tun ycnagxkyBaHHS BJIaCTHBUI 000M orucaHuM (op-
Mam. [Ipu3Ha4aroTh BiANOBIIHY 10 Ae(ekTy 3amicHy rop-
MOHAJIbHY Tepariro. XBOPHA MIOBUHEH IOCTIHHO mepedyBa-
TH 111 KOHTPOJIEM €HIOKPUHOJIOra. BTkl TOBHO BCi 5 THIIB
ATI'C Ta ix pizni kiiHiuHI popmu onmcani O.A.beHikoBoO,
T.LBbyxieBcbkoto, O.M.CunpBanchskoro (1993).

[no¢izapHa KapaUKOBICTh (MaHTIMOMITyiTapHa Kapiu-
KOBICTh) TOB'SI3aHA 3 HEJIOCTATHICTIO BCIX TPOIHHUX TOp-
MOHIB Tinodiza i MPOSIBISETHCS MPOTOPIIIIHHOI 3aTPUM-
KOIO POCTY, 3HIDKEHHSIM TUPEOTPOITHOI Ta aipeHOKOPTUKO-
TponHOi (GyHKIiA. MoXXJIHBa TOBHAa 3aTpUMKa pOCTY,
BIJICYTHICTh CTaTE€BOTO J03PiBaHHS, MPOSIBU PI3HHUX CTYIIC-
Hell onirodpenii. Onucani cnopaanudi AP-, XP- ¢popmu
yCTaJKyBaHHA. 3aCTOCOBaHA Teparlisi — KOMIUIEKCHA, Top-
MOHAJbHO-3aMiCHA — MOK€ OYTH JOCTaTHHO YCHIIIHOO
(puc. 7, 11).

I3 cnagkoBux naedekTiB OOMiIHY THIy €H3UMOMATIH
IIMPOKO BitoMi mopipii — rpyma 3aXBOpIOBaHb, 1110 CIPH-
YHHSIOTBCS TIOPYIICHHSIM CHHTE3y MopdipuHiB 1 rema. BHac-
JI0K IIOTO B TKAaHWHAX OPTraHi3My HAaKOMHYYIOTHCS Pi3HI
nopdipuHUA, KOTPI YACTKOBO BHUBOJATHCS 13 CEYEIO Ta Ka-
70M. Po3pi3HSIOTE epuTpornoeTHyHy (MOPYUIYEThCS CHH-
Te3 Top(ipuHIB B epUTpoOIIacTaX KiCTKOBOTO MO3KY) i
MEY1HKOBY (MOPYILLIEHHS CUHTE3Y B ME€YiHII1) MopQipito.

Epurponoernuni nmopoipii (xBopoda ['toHTepa) moins-
I0Thb Ha JIBI (POPMU — EpUTPOIIOETHYHY IMPUPOIKEHY Ta
epUTPOTIOCTUYHY TPOTONOpdipito. 3aXBOPIOBaHHS BiJ MO-
MEHTY HAapOKEHHS 1 10 5 POKIB MPOSBISETHCS BUPA3HUM
¢doTo aepmaro3oM (Mixypli, ITyXUpi BiJl JEHHOTO CBITJA i
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a

Puc. 11. a — Tinodisapna xapankosicrs (npotana 0.3
¥y poaoBozi, mo na puc.7). Jlipunnka y siui 11 pokie ne
XO[UTh, He PO3MOBJASE, NCHXOMINYIHIl pO3BHTOX BiNOBIZae
napamerpaM 11-Micaunol auwrumnm;
6 — Tpo6anz 0.3 (13 poxis) Ta 0.8 (2 pokn) 3 pososoxy,
110 HaseJeHHit Ha puc.7, micas RiNOBiAHOTO AIKYBAHTS
NPOTATOM JIBOX POKiB
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OaKTEPUIMIHNX JIaMIT), KEPAaTUTOM, KOH'IOHKTHBITOM, Tirep-
TPUXO030M, 3MIHOIO TIIMEHTAITli IIKIPH, TIOSIBOIO B KPOBI HOP-
MOOJIacTiB KICTKOBOTO MO3KY, 30LIBIIIEHHSM BMICTY YpPO-
nopdipuny B ceui. 3yOM MarOTh YepPBOHO-KOPHUYHEBE ab0
¢ioneroBe 3abapBieHHsA. Bim3HayaeTbes nediluT yporop-
¢dipunoren-II1-kocuaTeTasu. Xapakrepaniit AP-tun yc-
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naKyBaHHs. JIIKyBaHHS CHMITOMAaTWUYHE, Y BUMAJKY 3Ha4-
HOTO TeMOJTi3y TIOKa3aHa CIICHEKTOMIsI.

[Tpu eputpomnoeTnyHiii mporonopdipii OCHOBHUM CHM-
nTOMOM € (pOTOIepPMATO3, yCIaaKoByBaHHUU 3a A/l-THIioMm.
JlikyBaHHS TIOJISITa€ B 3aXHCTI MIKIPU BiJl COHSYHOTO OII-
POMIHEHHSI.

[TeuinkoBi mop@ipii MPOSBIAIOTECA PI3HUMH KIIHIYHHU-
MH (GopMaMH, SIKi 3yMOBIICHI YIIKOJDKEHHSM BiITOBITHIX
depmenTiB. Onmcana mopdipist rocTpa nepemMikaa (IITBEICH-
Ka CI1a/IKOBa), IPOSIBIISIETHCS 3 TUTHHCTBA BIIPOJIOBXK IILIIOTO
XKHUTTS 200 MOXKe OyTH JIATEHTHOO, 200 CXOXKOI0 Ha Hara-
IV aNICHITUIIATY, aJie 3 BUPa3HUMH CHMIITOMAaMHU YPaXXeH-
Hs1 [{THC ax 1o xomaro3noro crany. Hamag remomizy mpo-
BOKYIOTh: NIPUHOM JIiKapChKUX TIpemapariB (6apOitypary,
cynbhanimamiay, audenit, rpu3eodyIbBiH TOMIO), dis Te-
CTUIMIB,, TOJIOMyBaHHs, iH]eKIii, ecTporenu (3a 2 — 3 aHi
niepel MCHCTPYAIII€I0), TIPOTeCTEPOH, IMePOpaIbHi KOHTpa-
uenTuBh. XapakrepHe AJl-ycnaakyBaHHS.

JlixyBaHHSl BKJIIOYA€ TMPU3HAYECHHs J1€TH OaraTtoi Ha
BYIJIEBOJM M OUIKHM, BiIMiHY TIpenaparis, sKi IPOBOKYIOTh
Haras.

[Topdipii micTpsiBiit (TiBAeHHOADPHUKAHCHKII) BIACTHUBI
doTocencuOiLmizanisa (MIXypIi, MyxXupi, pyoOr, mrMeHTaris
IIKipH, TIMEPTPUX03, O3HAKU CKIIEPOAEPMIi) Ta HEBPOJIOTIUHI
CHUMITOMH. Bif3HauaeThest 30UTBIIEHHSIM BMICTY CirMa-ami-
HOJIEBYJIIHOBOI KHCIIOTH B ceyl. XapakrepHuM € AJl[-tun
ycrmaakyBaHHs. JIiKyBaHHS Take XK, K 1 MIPH MEPEMIXKHIH

nopdipii.
®APMAKOTEHETUYHI EH3UMOIIATII

dapmakoreHeTHKa — HayKa, siKa JIOCHTIDKYE TCHETHYHY
3yMOBJICHICTh peakilii Ha JIiKu. SIKIIo Jikapchkuii 3acid He-
3aJICKHO BiJ JIO3W CIIPUYMHSE TIOOIYHI sSBUIA TUITY (ep-
MEHTATUBHUX 1A10CHHKPA3iid, TO 1€ € HACIIAKOM JIATEHTHOT
(dhapMakoreHeTHYHO1 eH3uMomnarii. depMeHTH, 1110 MeTadoTI-
3YIOTh JIIKH, B OpraHi3Mi MPOXOJIATh /1Bl CTalii — MpeHa-
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TaJbHOTO PO3BUTKY Ta MOCTHATAIILHOTO BU3PIBaHHS. Y 3B'SI3-
Ky 3 HE3pUIICTIO OLTOKCHHTE3YIOUOTO anapary rernaTolHTiB
y TIepIi MICsIi MiCis HapOHKEHHS KOXKHY T€HETHYHO 3710-
POBY JUTHHY CJiJ] PO3IJISIATH SIK OPTaHi3M, KOTPHIA CTpaXK-
Jla€ Ha TUMYacoBY (papMaKOTeHETHYHY eH3uMormario. Lle
HE0oOXiIHO BpaxOBYBaTH, NPHU3HAYAIOUH JIKAPCHKY TEpariito
JUTSIM Yy Billi 10 3 —O0 Mic, 0COOIMBO B TIEPio]] HOBOHAPOKE-
HOCTI, TUM Taye HEOHOIICHIM MAaJTIOKaM.

dapmakoreHeTUYHA SH3UMOMATIsI MOXKE TPOSIBIATUCS
HE3BHYAHUMH TMOOIYHUMH e(PEeKTaMH, CHMIITOMaMH OT-
PYEHHS, CTIHKICTIO Pi3HOTO CTyIeHs 10 JiiKiB. [lomiOHi siBH-
IIa e Pe3yJbTaTOM MYTallii TeHa, M0 Koaye (EepMEHTH YU
MOU]IKye HOTO Jif0, a00 1HIMNX TOPYIIEHb B PETYIISTOP-
HUX JUITHKaX TeHoMy. € perentop3aie:kHi GopMu 3MiHe-
HOT TeHETHUYHO 3YMOBJICHOI peakilii Ha JIKapChKi 3aCO0M.
[{ro maTosorifo, 3BMUaiHO, BUSBIISIOTH BHITAIKOBO, B pasi
NPU3HAYEHHS TIEBHO] JIiKapchKoi Tepamii. [licis Biu3HaueHHs
y mpobaH/a CXWIBHOCTI JI0 TIOOIYHUX, HE3aJIeKHO BiJT T03H,
peakiiii Ha MEeBHWH TMpenapar CiijJ IJIECTIPSIMOBAHO 00-
CTEeXKHUTH BCiX HOTO POJMUIB JJIsl BCTAHOBJICHHS ITPUXOBA-
HO1 (papMaKOTreHETHYHOI €H3UMOTIATI].

Cepen (apMaKOTeHETHYHUX EH3MMONATIN TOIIBHO
BUIUIMTH TaKi.

bpak N-anerunrpancdepasu, 1Mo 3I1HCHIOE allEeTHITIO-
BaHHS JIIKapChKUX 3aco0iB. Lle 3yMOBIIOE TimepuyTanBICTh
1o rigpasuny i3oHiKoTHHOBOI Kuciotu (I'THK), foro mo-
BUbHY iHakTHBalio. Exzumonaris I'THK npusBoguts 10
TIOJTIHEBPHTIB, CMICNITUYHUX HamaiB. ATPECHH B yMOBax
II€T MaTOJOTI1 3AaTHUN CIIPUUMHUTH BaXKKUW CTaH, 110 Ha-
ragye yepBoHui BoBYak. Jlonop N-anermnrpanchepasu
— TIAHTOTEHOBA KHUCJIOTA, HA KOTPY Ol/lHA CTpaBa HOBOHA-
POIDKEHUX.

Came 111 0O6cTaBUHA 1 HE3PUIICTh (PEPMEHTY 3yMOBIIIOE
TUMYacoBy (10 5 Mic) ¢papMaKOreHETUUHY HEIOCTaTHICTh
y AUTUHU 3a UM (epmentoM. Huni ponb nedimury N-
areTHITpaHc(epasu B MaToreHesi IyKpoBoro AiadeTy, BU-
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Pa3KoBO1 XBOPOOH IUTyHKA HOCUTH CEPEeJl HAYKOBIIB JIHC-
KyciiiHui XapakTtep AP-Tun ycmankyBaHHs.

Akarana3isi — mepina omnrcaHa B JiiTeparypi (hapmako-
TEHETUYHA €H3MMOTIATIsA, 10 XaPAKTEPU3YETHCS HAITyTIIH-
BICTIO JIO €TaHOJTY 1 CTIMKICTIO 10 MeTaHoy. SIKmo Opakye
KaTajia3u, He BiIOYBAETLCS T1IPOIII3 IEPEKHCIB, HE (DYHKITIO-
Hy€ MeXaHi3M 3aro0iraHHsl yTBOPEHHIO METTEMOTTIO0IHY, i
TIE0 OKUCITIOBAYIB BiIOYBAETHCS TEMOJII3; ITiBUIIYETHCS
Yy TJIMBICTB MIOJI0 TaMMa-TIPOMEHIB. B SITOHCHKHX 1 KOpench-
KHX CIM'SIX 3 akaraja3zieio moB'sizaHa xBopoba Takaxapa,
KOTpa MPOSIBIISIETHCSI TAHTPEHOI0 TKAHWH TTOPOXKHUHHU POTa,
cericucoM. Y HimeudnHi ONMcaHuid BUMAIOK MapagoHTO3y
y 4-piuHOi IUTHHHU, 3yMOBJICHOTO akaTanasi€ro. Sk 3amic-
HY Teparilo 3a TaKoi MaToJorii BUKOPUCTOBYIOTh KaIlCyJIH
3 Karaja3ol POCIUHHOTO MOXO/KeHHs. AP-tun ycmaaxy-
BaHHS.

bpak rimroko30-0-pocharaeriaporenazu (I'-6-DI)
MIPOSIBIISIETHCS. TEMOJITHYHUMH KpU3aMHU Yy BIIMOBIIh Ha
BBE/ICHHS B OpPraHi3M NMpUMaxiHy, CTPEeNTOLH Ly, (heHaleTH-
Hy, (heHUITIIpa3uHy ToIO. Ha 110 maTosorito B CBITI CTpax-
IaroTh 01m3pKo 200 MIIH 0Ci0, 31€01IbIIOro Y0I0BiKH. I'eH
PEIECUBHHIA 1 PO3TAIIOBYEThCS B X-XpPOMOCOMI, TOMY Tia-
TOJIOTiS yCTIaAKOBY€eThes 3a XP-turmom. [Ipore mpomykT rena
BXOJIUTh JI0 CKJIQJy MeMOpaHH E€pUTPOLUTIB, IO MAaloTh
KJIOHAJIbHE TOXO/KCHHS (3 ONHi€l KIITUHH). Y JKIHOK
BiZIOYBA€ThCS BUIAIKOBA Tinepcripaizarist ofHiei 3 X-xpo-
MOCOM, 1 II¢ MPU3BOJUTH JO T€MI3UTOTHOCTI 3a OJHUM 3
aneniB [-6-®OJI" B pi3HUX KIITHHAX TETEPOUTOTHHUX JKIHOK.
SIKIo OUIBIIICTH €PUTPOLMTIB MOXOAUTH 13 CTOBOYpPOBOI
KJITUHU 3 aKTUBHOK X-XPOMOCOMOIO, KOTpa HECE MYTaHT-
Huii anenb rera [-0-O/1I7, To kiHKa € Iy TIUBOIO JI0 3a3Ha-
YEHHUX BUIIIE JIKIB. Y HEI CIOCTEPIraeThCsl TeMOJII3, TOJIOB-
HUH OTh, JKOBTAHHYHICTD MIKipH. [TicIst mpurmMaeHHsT puiio-
My IperapaTiB Mali€HTKa OTyKY€E.

Ocobu 3 6pakom [-6-O/II" uyTHBiI MOAO AEIKUX MPO-
JYKTIB 1 HENMKapChbKUX PEUOBHH: KOHSIYMX 000iB ((haBizm),
YepBOHOI CMOPOJIUHH, arpycy, HagTaniny. Heonatanbna
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rinepOinipyOiHeMist TIEBHOIO MipOrO 3yMOBJIEHA
TUMYacOBUM OpakoM 3a3Ha4eHOro (hepMeHTy.

bpak peaykrasu TIIOTAaTiOHY HPOSBISIETHCS MPU OT-
py€eHH1 rpubamu i micisi BUAAJIEHHS >KOBYHOTO MiXypa.
Lle#t epMeHT BXOIUTH A0 CKIaay MeMOpaHU €pUTPOLMUTIB,
Oepe ydacTb y MeTa0oJi3Mi JESIKUX BaXKUX METalliB, Ta-
nito. Take MopyueHHs MOXe CHPUYMHUTH TiNepuyTiIUBICTh
10710 Tajdito (Ha30(apuHTIT, ypaxKeHHs HEPBOBOI CHCTEMH,
rajronuHanii, anoneuis). Xapakrepuuit AJ[-tun ycnaaxy-
BaHHS. EdekTuBHICTh (epMEHTY MHiJBUILYETHCS MPHU MO-
Jarpi, LyKpoBoMy J1iabeTi Ta y HOBOHAPOKEHHUX.

bpak penykrazu MeTreMorio0iHy CyHIpOBOIXKYETHCA
1iaHo3oM, nepcucreHuiero HbF, rinepuymiumBicTio 10 HITpaTiB
1 HiTpUTiB. TUMUYacoBa JTaTEHTHA CH3MMOIIATISI TAKOTO THITY
HalyacTimie IposIBISETHCS y AITSH BIKOM J0 3 MICSIIIB.

3a HaABHOCTI MYTAaHTHUX aJelliB T€Ha XOJIiHEeCTepa3u
moau (MepeBakHO €CKIMOCH) YYTJIMBI 0 MiopellakCaHTa
TUTHIIIHY, BBEJCHHS SIKOTO MPU3BOJIUTH A0 3YNUHKH JH-
xaHHs 1 cMepTi. CTIMKICTh 0 IIOTO Mpenapary CHocTepi-
raeTbcs npu mu3oppeHii.

BuBeneHHs neskux JiKiB 3 OpraHi3My moB'si3aHe 3 000-
B'S3KOBUM iX IMEPETBOPEHHSM Ha BOJOPO3YMHHY (opmy
MOHO- 1 ITUTIIOKYpOHIiB. Lle 3miiiCHIOEThCS 32 JOMTOMOT OO
ypunuHaupocaTrIroKypoiioBoi TpaHchepasu, MO CHHTE-
3Y€THCS B TICUIHIII, & «IIPAIIOE€» B TEUiHIlI, HUPKaX, TOJIOB-
HOMY MO3KYy ¥ CIM30Biif 000JIOHIII KUIIOK. 32 TAaKOIO CXe-
MOIO 3 OpPTaHi3My BHBOJSATHCS aHTUOIOTHKU (HOBOOIOIWH,
O10MilIMH, JIEBOMILIETHH), CyJbdaHiiaMinu, 6apoiTypaTy,
omiaty, (peHaleTHH, MipaMiloH, MEHTOJ, kamdopa, dpeHo-
¢ranein, 611ipy0OiH, BiTaMiHU (HIKOTMHOBA KHMCJIOTA), TOP-
MOHH (€CTPOTeHH, aHAPOTEHH, KOPTUKOCTEPOIAH, TPUHOA-
THUPOHIH, aJIp€HaNH), CEPOTOHIH, XOJIECTEPOd 1 JAEsIKI ami-
HOKHCJIOTH. [HTi6iTOp (hepMeHTy — MperHanaion o0Ts-
KY€ TUMYACOBY €H3MMOINATII0 HOBOHAPOKEHHUX 3a ypH-
JTuHGOCPHATTIIIOKYPOHOBOIO TpaHcdepaszoro. Y 3B'SI3KY 3 1M
JIEBOMILIETUH y HOBOHAPOJKEHUX CIPUUMHSIE CHHAPOM
['pesi: Baxkke oTpyeHHs Ha 3-TI0 —9-Ty n00y micis 3ac-
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TacyBaHHS aHTHUOIOTHKA, IO CYMPOBOKYETHCS OIFOBaH-
HSIM, HaIpy»XEHHSAM JKUBOTa, IPOHOCOM, I[iaHO30M, 3a[HIII-
KO0, 3HIDKEHHSIM apTepiallbHOTO TUCKY. Y JESKHUX BUMA[-
KaxX HacTae cMepTh. Binrak mpu3HauaTu JIEBOMILIETHH HO-
BOHAPO/DKEHUM MOJKHA TUIBKU 32 JKUTTEBUMH TOKa3HU-
KaMmH y 1000BiH 1031 He Ouibie HiX 25 mr Ha 1 Kr macu
Tina. CTUMYNIATOpaMHM TJIKXYPOHOBOI'O CIOJYYEHHS €
BiTamiH By, xopaiamin, ¢eHoOapbitan. AP-tun ycmaaky-
BaHHSI.

Henepenocumicts Jikapchkux 3aco0iB Moke OyTH Ta-
KOXX IOB'SI3aHa 3 TEHETHMYHUM Je(PEeKTOM OUIKIB IIa3MH
KpOBI (MepeBakHO anbOYMiHY), 1[0 TPAHCTIOPTYIOTH JKH
B OpraHu y 3B'si3aHOMY cTaHi. TepaneBTHYHY [it0 CIIpaB-
JSIFOTh TIJIBKU BUIBHI JIIKApChKi 3aco0M. 3B'sI30K 3 anbOy-
MIiHOM € (OPMOI0 HAKONMHMYEHHS, Y LIOMY IpPOIECi JiKH
(cynbdaHinaMiay, caidiluioBa KUCIOTa, CUHTETHYHUIN
BiTaMiH K) KOHKYpYyIOTh 3 Oi1ipyO6iHOM. 31aTHICTH OUIKIB
MJ1a3MU 3B'SI3yBaTH JIIKAPChKI 3aCO0M 3a1€KUTh BiJl BIKY,
Ha KOTPHUH CIIiJ] 3BayKaTW B MEPUHATAIBHUH MEepiof 1 mpu
JiKyBaHHI XBOPUX MOXHUIIOTO BIKY.

I'eneTuHe 3yMoOBJE€Ha CTIHKICTB 7O JIIKApCHKUX 3ac00iB
Moke OyTH (pepMeHTaTHBHOIO (PO MO HIJIOCS BUINE) i
peuentopHoto. OCTaHHS € pe3yJIbTaTOM MYTalliil B reHax,
0 KOIYIOTh cHerudiuHi KIITHHHI penenTopu abo pery-
JIOIOTh €KCTPECiI0 IHUX TeHIiB (y pasi pe3sUCTEHTHOCTI 10
aTporiny, MOp(iHy, KyMapUHOBHX MPOTH3CIIAIBHUX Tpe-
napatiB, Kaibludepoay). CnaakoBy CXWIBHICTb CIiA
BIJIPI3HATU BiJ 3BUKAHHS, 32 SIKOTO BiIOYBa€TbCs 1HAYK-
1is pepMeHTIB, AKi METabOMI3yIOTh JiKH.

VY 3B'13Ky 3 TUMYacoBOIO (apMaKOTCHETHYHOIO €H3H-
MOIIaTi€l0 HOBOHAPOHKEHOT0, a TAKOXK BIIMOBIIHO /0 Yac-
TOTH W BaKKOCTI MATOJOTIYHUX pEaKIiil y BIAMOBIAb HA
JTIKapChKy Tepariio BCl JIKapchKi 3acOo0M MojijeHi Ha 3
Tpynu: 1) Taki, 0 MoKa3aHi I 3aCTOCYBaHHSA B HEOHa-
TaNbHUN TIepio]] (OCH3WINEHIWIIH, METHLIWIIHY HaTpieBa
ClJTb, OKCAIIWJIIHY HATpi€Ba CllIb, aMITIIIIIIH, €PUTPOMILIUH,
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osleanzioMinuHy Qocdar, redanopuanH, nedarekcuH, Kia-
dopan, HicTaTuH, KodeiH, nepykai, Gernodapditan, Bikacod,
CeIyKCeH, HAaTpiI0 OKCHUOYTHpAT, mipameram); 2) Taki, 1o
BUMAararmTh O0EpEeKHOCTI MPH 3aCTOCYBaHHI (aTpOMiHY
cynbdar, aMiHa3HH, aHaJIbT1H, TUTOKCHH, cTpodanTuH, [l-re-
HiIIMIIaMiH, TeoiTiH, eyeriH, TeHTaMIIH, aMIKaIiH, JITHKO-
MIIIUHY TiApoxiopun); 3) 3acodu, MPOTUIOKa3aHi B HEOHA-
TaJbHUH TIepion (OOpHA KUCIIOTA, JIEBOMIIIETHH, TETPAITHKITi-
HU, KaHAMIIH, MOHOMIITMH, HAJIIJJAKCOBA KUCIIOTA, CyIb(ha-
HIJIJaMi/IM, HAPKOTHUYHI aHAJBI'€TUKN — TpyIa MOpQiHYy).

Hayka ¢apmakorenetuka BUHUKIA B 60-Ti pOKH HAIO-
ro CTOJITTS Michs TOro, sSIK y 4acTuHH (6s1m3pk0o 20%)
BariTHUX B €BpOITi, siKa BXKHUBAJIA TIperapar Taxiaomisn (iHma
Ha3Ba — CO(MTEHOH), HAPOKYBAIUCS IITH 3 TPHUPOIKE-
HUMH BajJaMu KiHIIBOK ((pokomedniero). Ile croctepexeH-
HS JaJI0 HayIll JIBa YPOKHU: HACHTIJIKHA MOKHA yCBIIOMUTH
TUTBKU Yepe3 KUIbKa POKiB TICIS BBEJICHHS B MAacOBY Me-
IUYHY TPAKTUKy HOBOTO Iperapary; TeCTyBaHHS (apMa-
KOJIOTIYHUX 3ac00iB B MOJICNIBHHX CHUCTeMax (HaBiTh Ha
CCaBIIsIX) HE 3aBXINM MOXe OyTH aqeKBaTHUM, 00 IOIU
BIIPI3HSAIOTHCS 32 TEHOTUIIOM BiJl TBapwil. Tamigomin B
Jociax Ha TBAPHHAX HE BUKJIMKAB TEPATOTCHE3Y.

B yMoBax mepeHacH4YeHHs PUHKY HOBUMH JIIKAPChKH-
MU TpernaparaMu Tpeba CTEKUTH 3a 1X MOXKIMBHM Hera-
TUBHUM (PAapMAaKOTCHETHYHHM BILIHBOM, SIKUM MOXe OyTH
PI3HUM 3a YaCTOTOIO Bij MOMYJIAIT O MOMyJISIii B 3B's3-
Ky 3 HEOJHAKOBHM reHO(OoHIOM ocTaHHIX. OcOOIMBO yBaX-
HUMHU Tpeba OyTH y pasi 3aCTOCYBaHHs KOMILIEKCIB HO-
BUX MIpernapariB Mij 4ac Teparii HOBOHAPO/KSHHUX Ta IO~
Jieil OXUIIOTO BIKY.

VY Ham yac oJJHUMH 3 OCHOBHHX IpobieM (hapmakore-'
HETUKH € BU3HAYCHHS poill (papMaKOTeHETHYHUX (haKTOpiB
y BUHUKHEHHI 1HIYKOBaHOTO aMiJOMIPUHOM arpaHyJIoOLu-
TO3Y, 3'ICyBaHHS 3B'I3Ky (PAPMAKOI€HETUYHUX JNEPEKTIB 1
.aJiepriii, AOCIiKEHHS BIUIMBY T€HOTUITY HA PO3BUTOK ajl-
KOT'0JI13MY, HIKOTHHI3MY W HApPKOMaHii.
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CITAIKOBI XBOPOBH KPOBI,
KPOBOTBOPHUX OPI'AHIB,
JAEPEKTH BIJIKIB IIVIASMH

I3 1iei rpynu crmagkoBoi MaTOJIOTIT HAWBiAOMIIN Te-
MoOTJI001HOMATIi (3HAYHO TMOIIUPEHI B HEOE3MEUHUX 00
MaJisIpii perionax) ta remodinii. Jlo remorno6iHOmaTIH 3a-
PaxoOBYIOTh TaKi TEHETUYHI TE(PEKTH.

AHeMist TeMOJTITUYHA, TII0 3yMOBJICHA TIOPYIICHHSM CTPYK-
Typu abo0 MIBUAKOCTI CHHTE3y T'e€MOTJIO0IHY BHACIIIOK
MyTaIliif B TeHax, 10 KOAYIOTh anbda-, 6era-, rama- abo
cirMa-JIaHIIOTH MOJICKYJIH TJI00iHY, -a00 B PeryJIATOPHHUX
ninsHKax nux reHiB. Huni Bimomi monax 200 BapiaHTiB
TaKWX TOYKOBUX MYTalliil. 3a CTyIIeHEM BAKKOCTI KITIHIYHUX
nposiBiB reMoryio0iHonarii 00'€ IHYIOTh Y 3 TpyIH: BaXKKi
— 3 BUP@)XXEHUM IeéMOJII30M; JIerki — 31 3TepTUMU
KIIIHIYHUMHY CUMIITOMaMH 3aXBOPIOBAHHS; IIPOMIXHI (hop
mu. HalinommpeHninr anomaieHi remoriodian HbS, HbC,
HbE, HbD.

AHeMisl TEMOJIITUYHA CEePIIONONIOHOKIIITHHHA 3yMOBJIE-
Ha 3aMiHOIO B TIOJIMENTHAI MOCTOI aMiHOKUCIIOTH TITyTaMi-
Hy Ha BayiH (HbS: anbda-2, Gera-2, 6 [JTY—>BAJI) BHacmi-
nok MoHoHyKIeotuaHoi mytanii B JJHK. Kniniuawmii ne-
peoir XapaKTepU3yeThCsl TEMOTITHIHUM KPU30M, KOBTSIHHY-
HICTIO, TeNaTOMETalli€l0, Mabll Ha0yBalOTh BUIIISLY Oapa-
OaHHMX Haulb, epuTpouuTd — (opmu cepra. Po3pupa-
I0ThCSl KOMITEHCATOPHA Kap/ioMeralis, rinepruiasis KiCTKo-
BOTO MO3KY. YCHaJKOBYeThCs matounoris 3a AP-tumom. Ilix
9ac TeMOJITUYHOTO KPHU3Y MPOBOJSTH TeMOoTpaHcdy3il, micis
HOro 3aKiHYEHHS MPU3HAYAIOTH TMOBHOIIHHY MI€TY, acri-
puH, QoieBy KHCIOTY.

Asnewmis remonitiana (HbC: anba-2, 6eta-2, 6 I'JIY—>JII3)
— (opma, anenbHa cepronoAiOHOKIITHHHIN aHeMil. Croc
TEpIraroThCs HaMaIu reMoi3y, OUTb Y )KUBOTI, TeMopariy
HUH cuHIpoM. BU3HAYarOTHCS MILIICHETIONIOHI €pUTPOLIATH.
CIuteHeKTOMII0 TTPOBOJIATE PiAKO, HEOOX1AHOCTI B T€MOT-



73

paHc]y3isXx 3BHYAHHO HEMae. 3aXBOPIOBAHHS yCIaJKO-
ByeThes 3a AP-Tunom.

Amnewmis remonituyHa (HBE) — nomipna anemis. Bupi-
3HSIOTHCSI MIKPOIIMTO3 1 MIIIEHENOI0HI epUTPOLIUTH. Xa-
pakTepHuit AP-tun ycnankyBaHHs. JlikyBaHHS cCUMITOMa-
TUYHE.

Amnewmis remonitnana (HbD: anba-2, 6era-2, 121 TJIY—>
['JIIA Y npoMy BUMAIKy TOYKOBA MyTallisl B T'€HI IJI00IHY
OPU3BOAUTE 10 3aMiHM TiyTaMmiHy B 121 mosjoskeHHI Ha
[JIHIUH. MOXJIUBI TeMOJITUYHI KpHU3U. YCHaJKyBaHHS
3aificHIoeTbes 32 AP-TunoM. JIikyBaHHSI CUMIITOMaTHYHE.

3a3HaueHl 3aXBOPIOBAHHS IPOSABISIIOTHCA KIIIHIUYHE HE
JUIIe B TOMO3UTOTHOMY CTaHi, aje W y BUIJISIAI KOMIa-
YH/IB, KOJIU B OPTaHi3Mi € 2 pi3HUX MYTAHTHUX ajieli of-
HOTO r'eHa.

Binomi 3 ¢opmu remoniTuyHOI aHeMii, 3yMOBIIeH] ¢e-:
ctanbHUM Temorinobinom (HbF). Haiimommupenima anemis | -
— BpO/PKeHa rinomiactuuHa (cunapoMm J[laiimonna — biek-
¢dana). Ile rereporeHHe 3aXBOpPIOBaHHSA, IO MOXE YyCHaj-
KOoByBaTuch abo 3a AJl-, abo 3a AP-tunom. ¥ 3-micsiuHOMY
BiIll 3'BJISIIOTBCS OMIAICTB, MOTIM Taxikap.is, ceplueBa He-
JIOCTATHICTb. 301IBLIYIOTHCS IIEUiHKa 1 cele3iHKa. Y 3B'SI3Ky
3 YaCTUMHU TpaHC]Py3iIMH KpPOBI MOKIMBUH PO3BUTOK
reMOCH/IEpPO3Y.

OkpiM remoriobiHonariii, BiomMi aHewmii, cCpUuYMHEH]
MYTaHTHUMH (opMaMu O1JIKiB, KOTP1 BXOJATh 10 CKIAIY
MeOpaH epUTPOLUTIB, Y TOMY yucii ¢pepMmeHTiB. Jleski 3
IIUX 3aXBOPIOBaHb ONKCaHI B po3/iii (papMakoTeHETHU-
HUX €H3UMOIATIH.

I'emodinis — 1e pe3ynbTaT TeHETHYHUX Baj OUIKIB,
MPUYETHUX JI0 KAaCKaaHOTO Mpoliecy Koarysmii. Ha manwuii
yac Bu3HaueHi 10 crnaakoBux aedexTiB, KOTpl NPU3BOAATH
JI0 TIOpyIIeHHs 3cigaHHs KpoBi. Haifwacrimie TpamisioTses
remodinia A (nedpextuuit pakrop VIII) i B (nedexruuii
¢dakrop IX). ObuaBa reHH pO3TalIOBYIOTHCS Ha X-XpoO-
MOCOMI, BIITaK yCIAJKOBY€ThCS JaHa maToJiorisa 3a XP-
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tunoM. ['emodinis mepenaeThes B aiga MaTIip'to 10 OHY-
Ka; e OyJio BIJOMO L€ 0 Haloi epu W 3Haimio BinoO-
pakeHHs B 3amucax TaiMmyay, ae HIuiocs mpo HeOe3meKy
00pi3aHHs y XJIOMYMKiB, YHi CTapiii OpaTH ¥ ISAIbKU TIO
Marepi CTpakAald Ha KpOBOTOUYMBICTh. MyTallis, 110 BiAmo-
BiJae 3a reModinito A, Tpamuiserses 3 yactoroo 1:10 000,
remodiniro B — 1:100 000 (y 10 pa3iB pimgme). Bogrogac
remodinist B y momynsmii cioctepiraerbes auiie B 5 pasiB
piame y 3B'sI3Ky 3 paHHbOIO CMEPTHICTIO JiTel 3 reModi-
niero A. Y 28% BunajkiB — 1€ IpOsIBU HOBUX MyTalliil.

I'emodimist A, abo kmacuaHa reModiisi, XapaKTepU3yeTh-
Cs KpOBOTE€UaMH, I'eMapTpo3aMH 1 34e0UIBLIOro po3Ii3-
HA€TbCs Ha 2 —3-My poOLi JKUTTS, KOJIM JUTHHA TTOYUHAE
aKTMBHO CaMOCTIHHO nepecyBaThcs. Y BaXXKKUX BHUIIAJKaX
y XJIOIMYMKIB OJpa3y Miclig HAPOJKEHHS BUSBISAIOTH Ke-
¢asoremaToMu, KpoBOTEUYy 3 IyNKOBOTO KaHaTHKa. THIOBI
KpoBoBwiMBH B KOJIiHHI, JIIKTHOB1, TOMIJIKOBI CyTii00H, 1110
OpU3BOAATH 10 iX Tyropyxomocti i nedopmarii. Bigsna-
Ya€eTbCS 3HM)KEHHSI MPOKOaryJstHTHOi akTuBHOCTI VIII
dakropa 3cimanns kposi. [lonmynsiilina yacToTa CTAaHOBHUTH
1:2500 *XMBOHAPOKEHUX XJIOMUYHUKIB.

Kriniuna kaptuna remodinii B, abo xBopoou Kpictma-
ca, CXOka Ha OIMCaHy BuUIlle. Y KPOBI 3HMKEHA aKTUBHICTb
IX ¢akTopa, mo10BXKEHUN Yac 3CiJaHHS KPOBI.

Po3Butok 5% remo¢iniii noB's3aHUN HE 3 LIUMU MyTa-
isIMH, a 3 T0SIBOIO B opraHi3mi ayroantutin go VIII i IX
oinkoBux (akropiB. Moxnuse 34yeruiends 3 HLA renamu.
[Tpu nikyBaHHI TakUX XBOPUX HEOOXIAHO BUKOPHUCTOBY-
BaTH aMIHOKAIpPOHOBY KHUCJIOTYy. Y peIITi BUMAJKIB IpO-
BOJSATH 3aMICHY Tepaliio BiANOBIAHMMM OLIKOBUMH (ak-
TOpaMH M1/l KOHTPOJIEM iX CIiBBIJHOIIEHHS B KPOBI XBO-
poro.

XBopoba BimreOpannara (rceBgoreModiis CyauHHA,
KamJIsIpoIiaTisi) XapaKTepU3yeThCs Ty>Ke TPUBATMMH KPO-
BOTE€YAMH TIPU 1H'EKINISX, MOpi3ax, MIKpOTpaBMax, a Ta-
KO>K HOCOBUMH KPOBOTEYAMH, TIIEPMEHOPEEIO Y KIHOK.
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MonuBi ¥ IUTYHKOBO-KHIIKOBI KpoBoTedi. OcTteoapTpo3
3BUYaliHO He po3BUBaeThes. LnsixoMm nabopaTopHOro moc-
JJKSHHST BU3HAYAIOTH TOJOBXKEHHS 4acy 3CiaHHS KpPOBI,
3HMKCHHS MPOKOATYJISIHTHOT Ta aHTUTCHHOT aKTHUBHOCTI
daktopa VIII, arperarii TpoMOOIIUTIB y IPUCYTHOCTI pH-
CTOLICTUHY. YcnaaKoByeThes matonoris 3a A/l-tunom. Jliky-
BaHHS BKJIIOYA€E MPHU3HAYCHHS KPOBOCIUHHUX 3ac00iB, Ie-
peNUBaHHs CBIKOI IUIa3MH, KPOBi. 3aCTOCOBYIOTH TaKOX
KpHonpoTeinu. TuMUYacoBe MOJIMIICHHST HACTAE MPH BHKO-
pPHCTaHHI KOPTUKOCTEPOIAHUX TOPMOHIB, CEPOTOHIHY, aj-
PEHOKCHHY Ta iH. 3 BIKOM CTaH 37J0pOB'Sl XBOPHUX IOJIi-
Iy €ThCS.

Jlo anomadii OiNKiB TJja3MH KpOBI 3apaxoBaHi Taki
MATOJIOTIYHI CTaHH.

AHanpOyMiHEMisT — MOXKE TPOXOAUTH OE3CHMIITOMHO,
MpOTE 1HOMI CYNPOBOJKYETHCSA HaOpskamu (aIbOyMiH
HNEPEHOCHTh PI3HI PEYOBHMHH W MIATPUMYE OHKOTHYHHI
THCK).

AleTanminonporeiHeMiss — CYNPOBOJIKYETHCS 3MIHOIO
(GopMHU epUTPOIUTIB, HA MOBEPXHI SKHUX 3'SBISIOTHCS OC-
TUCTI BHUCTYIIH, a TAKOX CTEATOPEEI0 B PAIlHbOMY Billi. Y
OUTBIII CTapIINX JITEH CHOCTEpIraeTbcs aTaKTUYHA HEHpO-
naris, y JOPOCIUX — MIrMEHTHUH PETHHIT. Y IU1a3Mi KpOBi
PI3KO 3HWXKYETHCSA PIBEHb XoJiecTepHuHy, (pochomimiaiB i
TpUTITIIEpUAIB. Y ClIaaKyBaHHs BiIOyBaeThes 32 AP-Trmom.

Amnanbpdaninonporeinemis (xBopoba TaHxbe) — Xxa-
PaKTEpHU3YETHCS 30UTBIICHHSIM MUTIAIHKIB, 10 HAOyBalOTh
OpaHXEBOTO KOJILOPY, TICUIHKH, CEIC3IHKHA W JIiM(paTHIHNX
BY3JiB. Y KPOBi 3HMXKYETHCS PiBEHb XOJECTEPUHY 1 JIIIO-
MpOTEiNiB BUCOKOI TrycTHHH. JlaHii matojorii BIacTHBUI
AP-Tun ycnankyBaHHSI.

BincyTtHicTh TpaHchepuHy Bele 10 reMOCHUIepo3y 1
LUPO3Y NEYIHKH.

Bpak nepynoruiasMiHy CIpPUYUHSE PO3BUTOK TE€MOCH-
JIepo3y Ta crocTepiraeTbesi mpu xBopodi Bimbcona—Ko-
HOBAJIOBA.



76

CITAJKOBI XBOPOBHA
CEYOBHUX OPI'AHIB

OKkpiM BaJl PO3BUTKY CEUOBHX OPTaHiB, KOTPi HAJIEKATh
JI0 CHUHAPOMIB XPOMOCOMHHUX XBOp0oO ab0 MOXYyTb OyTH
OJIMHUYHUMHU BPOJDKEHUMH BajJiaMH PO3BUTKY TCHETHY-
HOTO a00 TEPATOreHHOT'O MOXOKEHHS, a TAaKOX MOJIIKICTO-
3y HHUPOK Ta HE(POJOTiYHOI CUMNTOMATHKH, IIO CYIpO-
BOJIKY€ Maii)ke BCl CMHJIPOMH HaTojOrii oOMiHy pedyoBUH,
HEOOXI1THO BUIIUTH CIIaKOBI TyOymonarii.

L{i mopymennst OyBaloTh y JiT€H PI3HOTO BIKy 3HAYHO
yacTille, HDK BBa)KarOThb. BOHUW 3aiuIIaroThCs HEIiarHOC-
TOBAaHUMHU 1 TPHU3BOJATH A0 iHBadigu3amii Ta paHHBOI
CMEPTI.

[lepBunHa TyOyIomnaris XapakTepU3yeThCs BaXKOIO OC-
Teomnartieo, HepokadpLiHO30M, HedpodiTiazoM. ['010B-
HUMHU CUMIITOMaMH Ii€i MaToJiorii BUCTYMAIOTh IOJIY-
pisl, TONIUTICIS, TiMOI30CTEHYPis, Jy)KHA peakiis cedi,
pI3KO BUpaXCHUU METaOOIYHHWI anua03, 3HAYHUN aedi-
AT TiIpoKapOOHATIB y KpOBI, 3MiHa 10HOTpaMHU KpOBi
(rimokarieMisi, TIMOKaIBIIEMis, TITOHATPIEMIs, TIMOXJIO-
pemis Tompo). Taki miTH BiACTalOTh y (pi3sUY4HOMY pPO3-
BUTKY. B OCHOBi marorene3y cmaakoBoi TyOyJomarTii je-
KUTh TEHETHYHE 3yMOBIIEHA HECIPOMOXHICTH HHUPOK
sHmxkyBatu pH ceui.

Po3pi3HsaoTh 2 THUNW ypakeHHS KaHaibIliB: 1) mpo-
KCHUMaJIbHHM, 10 BU3Ha4ae aedext peabcopOiii rimpokap-
OoHaTiB; 2) MUCTATBHUH, 32 SKOTO OOMEKEHUH TPaHCIIOPT
H' ionis uyepe3 KJIiTMHHI MeMOpaHHM JHCTalbHUX Ka-
HAJIBL{IB.

Bropunna rinepyHKIlis NPUIIUTOBUIHUX 327103 3yMOB-
J10€ TMigBUIIEHHS piBHA (ocdariB. BunpindmoTe Taxi,
HaNO11pII YyacTi, GOpMHU MATOJIOTII.

HupkoBokaMm'sHa XBopoOa — TE€HETUYHE 3yMOBJIEHA
nartosoris oOMiHy Kaiblito. Coji Kadblil0 BUBOJIATHCS 13
ceuero. PO3BUBAIOTHCS TIMOKABIIIEMISI, OCTEOMAJISITiS, YIIO-
BUIBHIOETHCS OKOCTEHIHHSI XPSIILIB, CIIOCTEPIra€ThCS 1X MO-
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"roBrieHHs. Haiiceplo3HIIIMM CHMIITOMOM € TIPUXOBaHUN
Ta SIBHUHW aIu103, KOTpUi BuMarae Kopekii. [Ipu Hupko-
BOKaM'siHi XBOp0O1 HEOOXi/JHEe BBEJICHHS BEJTMKOI KUTHKOCTI
piauHu, coneit MarHiro Ta ¢ocdaTis, SKi MOTIIIIYIOTh PO3-
YHHHICTH COJIel Kanbllito. Skmo € HaOpsiku, 3amicth NaCl
CJTi/T 3aCTOCOBYBATH COJI KaJiifo. Y BHUITAKY 3HAYHOI OCTe-
OMaJISIIIiT BBOJATH KalbIlii Ta kameiudepon (mo 50 000
O/l Ha neHsb).

A1M103 HUPKOBUHN KaHAIBIEBUN JOPOCTUX (CHHAPOM
bartnepa—Onbpaiita) — MOYMHAETHCS BUKPHUBJICHHSIM Hir,
0oseM y KiHILiBKax. PO3BUBAIOTHCS HEPPOKATIBIIMHO3, MIEI0-
Hedpur, TyOyJonaris AUCTAILHOTO THUIY. Bim3HadaeTbes
Bi/ICTaBaHHA y (DI3MYHOMY PO3BUTKY. Y CIIaJIKOBYETBCS TaHE
nopyueHHs 3a AJl- abo AP-tunom (pizHi Gpopmu).

A1n103 HUPKOBUM KaHAJbIIEBUN 1H(DAHTHIBHMINA (CUH/I-
pom JlaiiTBya) — ymepiiie BizHa4aeThest y Bt 1 — 18 mic,
4acTo y 3B'A3KYy 3 MOYATKOM MPUKOPMY (CHp, KOpOB'siue
MOJI0K0). CUMITTOMU XBOpPOOHM — amarisi, cripara, cl1aOKiCThb,
OJIFOBaHHSI, €KCHKO3, TTOJIIYpisl, BTpaTa Macu Tijia, HEPIIKO
cyqomu, rinokamieMis. Tun ycnankyBanHs — XP abo yac-
TKOBO oOMexeHuil ctartio (70% XBOpPUX — XJIOMYHKH).
[IporHo3 cipusATIUBUNA.

Cungpom ae Toni — Jledbpe — dankoHi (paxiT HUPKO-
BUM, KaHAJIBIIEBHUIA) — TIPOSBIIETHCS B Oy/Ib-KOMY BIIIl,
yacTilre Ha 2-My potl XKHUTTS. JIuThHa cTae MIISIBOIO, 3'SIBIISI-
I0ThCsl CyOdeOpumiTeT, crpara, MoJiypis, TITOTOHIS M'SI31B.
CriocTepiraroThCsi OCTEONOPO3, BUKPUBIICHHS TPyOUaCTHX
KICTOK, CIIOHTaHHI TIEPEJIOMH, a TaKOX TJIFOKO3YPisl, aMiHO-
auuaypis, pocdarypis. Xapakrepuuit AJ[-tun ycnankyBaH-
HS 3 PI3HOIO €KCIIPECUBHICTIO. 3apa3 Lel CHUHIPOM TaKOXK
PO3TISAAIOTH Y TPYII MITOXOHAPiaJTbHUX XBOPOO.

Cunnpom Anpnopra (HeQpHUT remMaTypHUYHHA, XPOHIY-
HUIA, CIIAJIKOBUI) — TOYHHAETHCS B JUTSIOMY Billi, TIPOSIB-
JS€THCS CNAOKICTIO, YaCTUMM TOCTPUMH PECIIPATOPHUMU
1H}EeKIisIMU, 10 YCKIaIHIOIOThCc reMatypieto. Ilepelir
TOPIITHAM, Ti3HI ¥ PiAKI CUMIITOMH — apTepiaibHa Tinep-
TeH31s1, HaOpsku. CUHAPOM XapaKTepH3YEThCS PUPOKE-
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HUMH KaTapakTamu” HICTarMOM, MIOITI€l0, a TOJIOBHE — TITy-
X0TO10, cdepodakiero, IepeIHIM JICHTUKOHYCOM, TareTope-
TUHAIBHOIO JereHepaiieo. BUsBisaioTh Taki 0loXiMiuHi
3MiHH, SIK TiepamMiHOAIMIYpis Ta TinepaMiHoaluaeMis, abo
TUIBKH TiMepaMiHOAUAYpito, a00 301JHEHHS CTIEKTPY ami-
HOKHCIIOT KpOBi i cedi. PO3pi3HAIOTH 6 TUIIIB CHUHAPOMY,
mo ycnaakoBytoTbes 3a AJl-, AP-, XP-tumom. BinkpuTi
MyTalii B reHax KojareHy. TyOynomartis npu LbOMY CHH-
JPOMi € BTOPHHHOIO.

['mroko3ypist HUPKOBA — MPOSIBISETHCA BHUILICHHSIM
TTI0KO3M 13 cevero (o 50 — 60 1 3a n1o0y). Konuenrpariist
TJIIOKO3M B KPOBI HE 3MiHEHA, HAaBaHTa)XKyBaJbHI KPHBI
HOpMalibHi. PO3pI3HAIOTH TITIOKO3Ypi0 TUMMY A, 32 YMOBHU
AKO1 3HIMKEHI Mexa (iIbTparii Tioko3u Ta ii peadbcopO-
s, 1 Tuny b, fKa CyNpOBOMKY€ETHCS 3HIDKEHHSIM MeExi
¢inpTpanii rroKo3u 3a HopMalbHOI peabcop6buii. Omnu-
cani AJl- 1 AP-tunu ycnankyBaHHS.

HupkoBuii HellykpoBuii 1ia0eT — MposIBISETCS HA 3 —
6 MiC KHUTTS 3HAYHUM J1ype30M, CXUIIBHICTIO 70 3aKpeiB,
ONMOBaHHAM, MiJBUIICHHSAM TeMmrepaTypu Tida. BimayTrs
CIpard y MajgeHbKuX JITel Moxe He OyTH, IPOTe MOdiy-
pis pi3KO BHpaXkeHa: JAilype3 y IpyIHOI AMTHHU 4YacoM
nocsirae 2 11 3a 100y. Po3BUBarOThCS COIbOBa rapsuka, cy-
nomu, Tinotpodis. Bim3Hauaetbes BincTaBaHHA y (Pi3ud-
HOMY pO3BHUTKY. HUPKOBI KaHaIbIll HE pearyroTh Ha aHTH-
IiypeTHuHuil ropMoH Heiporinodiza. /lane mopyieHHs
ycnaakoByeTbest 32 XP-tunom. JlikyBaHHS cUMOTOMAaTHY-
He. Bratotees 10 mieroreparii (0OMeEXEHHS KIJTBKOCTI COTi
i Oinka B cTpaBi, 30aradueHHs ii JKUpaMH Ta BYTJIEBOJIAMH).
HeobxigHo 3MeHmmUTH Aerigpartamito. Jliype3 3HHKYIOTh
3a IOMIOMOTOIO TiMOTia3uay.

®ocdar-giader (BiTamiH-O-pe3UCTEHTHHI paxiT, CHH-
npom OmnOpaiita —bartnepa —bmombepra) — mnposis-
JSIETHCSL, KOJIU ITH MOYMHAIOTh XOAMTH, HANPHUKIHIN Hep-
IIOT0 POKY JKUTTA. Y TUTUHHU BUKPUBIIIOIOTHCSA HOTH, 3'sB-
JSIETHCS KaUKMHA X0/J1a. Y Ba)XKKHUX BHUITAKaX MATIOKH HE B
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3M031 XoauTH. Po3BuBaeThes rimodocdaremis, pi3Ko IiBHU-
IIyE€ThCS aKTUBHICTD JIY)KHOI ¢ocdarasu. Jlitk Biapi3Hs-
IOTHCS. HU3BKHUM 3pPOCTOM, Yy HUX YacTi MEPeOMHU KiCTOK.
3axBOpIOBaHHS 3yMOBJICHO 3MEHIICHHSAM peadbcopOiii doc-
¢$aTiB y HUPKOBUX KaHAJIBIAX. AMIHOAIIUIYPii Ta TITIOKO-
3ypii Hemae. Xapaktepuuid X/[-tun ycnaakysanus i3 100%
TICHETPAHTHICTIO.

JlikyBaHHS TOJSTa€ B TPUBAJIOMY 3aCTOCYBAaHHI BEIH-
KHX J103 KaJdbIH(epoiy, MPU HbOMY CIiJ KOHTPOJIIOBATH
CIIBBITHOIICHHS KajbIlito Ta (ocdarie B kpoi. JloOpwmii
edekt narTh 1,25-AUriapoKCHKaIbIH(EPONT 1 TaXicTepod,
[0 TOJINIIYIOTh BCMOKTYBaHHS KaJbIiI0 B KHIIKAxX, a Ta-
KOX THTTS MiHEpaJIbHOI BOIM, KOTpa MICTHTh HEOpraHidH1
¢docharu. Ilpu OGaraTbox CHIAIKOBHUX XBOpoOaxXx OOMiHY
PEYOBHH PO3BHBAIOTHCS BTOPUHHI TyOyI10"marii.

CHAJIKOBI IE®EKTH
HE®EPMEHTHMX BLIKIB

o 1iei rpynu mepmn 3a Bce Tpeba BIAHECTH CITaIKOBi
HEPBOBO-M'S30Bi XBOpOOW, HAI3BHYAHO TeTEPOTEHHI 3a
CBOEIO TIPHUPOIOI0; T1e Miomarii Ta MiomucTpodii, o po3BH-
BalOTHCS BHACIIIOK YIIKO/DKEHHS M'S30BHX CTPYKTYp abo
HEpBOBHUX elleMeHTIB. Cepell Mporpecyrounx M'S30BHX [TU-
cTpodiif HalOLIBII BUBUYEHI X-39€TUICHI XBOPOOH, 3yMOB-
JIeH1 pI3HUMH MYTaIlisIMU B TeHi Oinka qucTpodiKy.

Miomnaris /{fomeHHa — XapakTepHa paHHIM IPOSBOM
KJIIHIYHUX CUMIITOMIB: JIMTHHA CTa€ MaJIOPYXJIMBOIO, HE Oepe
ydacTi B 3a0aBax; y Billi 3 — 5 pOKiB Ba)XKO ITiTHIMA€ETHCS
CXOJIaMH, TIPOTSTOM HACTYNMHUX 5 — 10 POKiB IMOBHICTIO BTpa-
4ae 3aTHICTh pyxaTucs. PO3BUBAEThCSA MCEBAOTIIEPTPO-
¢is M'131B TOMUJIOK BHACTIIOK 3aMiIIEHHS M'I30BHX CTPYK-
TYp CIIOJIy9HOIO TKAaHWHOIO, CTPaXKJIAIOTh CEepIeBi M'a3u. Y
CUPOBATIII KPOB1 BXK€ Ha MOYATKY KIIHIYHUX MPOSBIB XBO-
poOu 3pocTae piBeHb aKTUBHOCTI KPEaTHHKIHA3M Ta Kpe-
atuH(pochoKiHa3u. AJe 1le — BTOpUHHA Oi0XiMiyHA O3Ha-
Ka, sIKa CBITYMTH TIPO MOPYIICHHS MEMOpaH M'SI30BHX KIIITHH.
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[TocuneHHs KIIHIYHUX MPOSBIB MioAUCTPOdii, MOTipiIeH-
HS CTaHy XBOPOTO CYIPOBOJKYETHCS 3HIDKECHHSIM DPIBHS
AKTHUBHOCTI KpEaTHHKIHA3W B KpoBi. THN ycrmaakyBaHHs
— XP. MoxmuBa JIHK-nmiarsoctuka 1ii€i marosorii 1 Ha ii
OCHOBI IPEHATaIbHA JiarHOCTHKA (B TKAHWHAX ILJIOAY).

Miomnarisi bekkepa — BiIpi3HAETBCSA BiA TMOMEPEIHBOT
(dhopmu KITiHIYHEM TIposiBoM Y Bitli 20-30 pokiB, mogoBxke-
HUM J00pOosiKicHUM (0€3 BTpaTh PyXOMOCTI Ta YpaKeHHS
CEeplEeBUX M's31B) mepediromM, mceBaoaucTpodiss MEHII BU-
pakeHa, HDK mpu miomaTii J{romeHHa, caaOKImMMU € i
OiloximiuHi TopyiieHHs. B OCHOBI 11i€i crmiagkoBoi XBOpoOu
JISKUTH MyTallis TOTO XK reHa JUCTpOo(iKy, sKa po3TaIloBa-
Ha B iHIIN Horo yactuHi 1 Kopotma. Tooto miomartii Jro-
menHa 1 bekkepa — 1e pi3HI anenbHl (GOPMH TEHETHYHOI
naroyorii. Tun ycnmankysanus — XP. Moxmsa JIHK-miar-
HOCTHKA Ta MpeHaTaIbHEe BCTAHOBIICHHS J1IarHO3Y.

JlikyBaHHSI MiOmaTid TMOKHA IO MAa€ CHUMIITOMATHYHUN
XapakTep, CKEPOBYETHCS HA TIOKpAIIaHHs TPO(IiKU M's3iB
(komrutekcn aminokucior, AT®, BitaminiB rpymu B Ta E,
aHTUXOJIIHECTEepa3Hi Mpenaparu, reMoTpancgysii, MicueBa
CTUMYJIIOIOYA Tepartis).

MyxkoBiciuio3 a6o $idpo3 KicTo3HHH (ITiANUTYHKOBOT
3aJ1031) — CIaJIKOBa XBOPO0a, 1110 3yMOBJIEHA MYTAaLlI€I0 B
TeHl TPAaHCMEMOPAHHOTO PEryJISITOPHOTO OUIKa, SIKUI BiIMO-
BiJla€ 3a TPAHCHOPT HATPIIO, XJIOPY Ta BOAMU KPi3b MeMO-
paHu KiiTHH. Briepine B icTopii 3a J0OMOMOror0 METOIB
MOJIEKyJISIpHOT Oi0y0rii (3BOPOTHA TeHeTHka) OyB BiAKpU-
THUI Ta JTOKalli30BaHUM TeH Ha xpomocomi 7q 31.1, Bu3Ha-
YeHl Ta po3mu@poBaHi YUCICHHI MyTallil B [IbOMY T€HI,
SIKI y TOMO3UTOTHOMY CTaHi1 a00 y BUTJISAI KOMIOAyH/iB (2
PI3HUX MYTAaHTHHUX ajelliB ) BUKIUKAIOTh 3aXBOPIOBAHHSI.
VY TOM ke Yac 3aJMIIaBcs HEBIJIOMUM IEPBUHHHUM OloXimi-
YHUI JeeKT, TOOTO MPOAYKT EKCIpecii 1bOro reHa. XBo-
poba po3noBcromkena 3 yactotroro 1: 2000 — 2500 HoBoHa-
pomxenux. KiiHiyHMIA mepedir 3aXBOPIOBaHHS MOXE TI0-
YUHATHCS 3 TIEPioly HOBOHAPO/KEHOCTI, MaTH JTy)Ke TSK-
KW CHMIITOMOKOMIDTEKC TaK 3BaHOT'O MEKOHIAJIBHOTO 1JIeyca,
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KOJIM TyCTa Ta B'sA3Ka MPOOKa 3 MEKOHII0 BUKJIHUKA€E KHUIII-
KOBY HEMPOXIAHICTh 1 BCl HACHIAKH IOTo mporiecy. B
MOJAIBIIOMY B Mepuli 6 MIC JKUTTS TUTUHU PO3BUBAETHCS
KJIIHIYHA KapTHHA MYKOBICIIU03a, B SKIM MOXYTh MaTH
nepeBary CIIOHTaHHI ypa)K€HHs JIeTeHiB (JiereHeBa Qop-
Ma), KUIIKOBOTO TPakTy (KHUIIKOBa (opma) abo 3MmimmaHa
cumnTomaruka. IIpu Bcix dopmax xBopoOu mopyIieHi
CEKPETOpPHI TPOIECH Y BIANOBITHUX KIITHHAX BCIX €K-
30KpHUHHUX 3a1103. XBOpi BOKKO JUXAIOTh, Y HAX CIIOCTEPi-
raloThCs KOKIIOMICMOAIOHUM CcHa3sMaTHYHUN Kallleib,
XpOHIYHI OpOHXOJIETEHEBI 3amalieHHs, eMdizema, aTeseK-
Ta3 jereHiB. Ilicis BBeIEHHS NPUKOPMY 3'SIBISIFOTHCS 4acTi
nedexkartii 3 BETMKOO KUTBKICTIO CBITIMX KAJIOBUX Mac, Mac-
JSTHUCTUX 3 HETPUEMHHUM 3aIaxoM, 30LIbIIY€EThCS TIeUiHKa,
PO3BHMBAIOTHCS IMPO3 TIEUIHKH, TOTPOodis, Kaxekcis. SKIo
HEMPaBWJIBHO JIKYBaTH XBOPUX, BOHU BMHPAIOTH Yy BIlli
10 10—12 pokiB. XBopi Ha MyKOBICIMA03 JiTH A00pe iHTE-
JIEKTyallbHO PO3BHHYTI. 32 YMOB MOCTIMHOTO BiAMOBITHOTO
JKyBaHHS XBOP1 *KHUBYTh HaBiTh 10 40 pokiB. Cnienudiu-
HE J1arHOCTUYHE 3HA4YeHHs cepell TabopaTOpHHUX IMOKa3-
HUKIB Ma€ IiJIBUILIEHHS KOHIIEHTpAIlli HATPil0 Ta XJIOpY Y
TIOTi, HITTAX Ta BOJOCCI («COJIOHA AUTHHAY», «TIPKi CIIbO-
3w»). Y 3 —O-piuyHUX AITeH y BMICTI JBaHAIATHIIAIO
KULIKW BUSIBJIETHCS 3HMKEHHS aKTHBHOCTI JIiNa3H, Jiac-
Tasu, Tpuncudy. Moximsa JIHK-niarHocTrka, mpeHaTaib-
Ha miarHoctuka. AP-tun ycmaakyBanus. JlikyBaHHS: mi€TO-
Teparis (KajopiiiHa, O1IKOBa, COJIOHA TKa, O11HA Ha KUPH);
dbepmenToTeparnisi (KpeoH, BOOCH3UM, IMaHKPEATHH Ta
nofi0OHi), iHraysmii 3 MyKOJITUKaMH, BiOpamiiHuA Macax
JUTS TIOJIETIIICHHS! BUMIUICHHS CIM3y, aHabosigHi ropMon. [lix
Yac iHPEKIIMHIX yCKIaIHEHb K Mipa iX mpodimakTuku —
aHTHOI0THKOTEparis. [ XBOpUX Ha MYKOBICITUI03 OCO0-
TMBO HeOe3MeYHa BHYTPINIHBOTOCIITa bHA 1H(PEKIIis, TOMY
JUTSE HAX HEOOXiTHI 130JIb0BaHI TpuMimieHHs (OOKCH) i 1e-
SKy TiepeBary mMae amOyJaTOpHE JIIKyBaHHs Ta KBami(hiko-
BaHE OOCIIyrOBYBaHHSI B JIOMAIIIHIX YMOBAaX, SIKIIO BOHHU
BIJIMIOBIIal0Th YCIM BUMOTaM, 1110 BCTAHOBJICHI JIIKapeM.
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HNEPBUHHI IMYHOAE®IIMTHU

Kniniuni nposiBu ((heHOTHTT) KOXKHOI, 0COOIMBO 1H(]EK-
IIAHOI Ta aJIepPriYHOl MaTOJOrI1, 3aJIeKUTh BiJl IMyHOTCHE-
TUYHOI IpPOrpaMy iHAMBiAyyMa. 3aXHMCHI IMyHHI CHJIH
OpraHi3My peaimi3yloThcs B X0l XKuTTeisumbHocTi 2 » 10
KJIITHH, pOOOTH 4-X crielu(piyHUX OpraHiB (TUMYCY, KICTKO-
BOT'O MO3KY, CEJIe31HKH Ta JIM(PaTUYHUX BY3IIiB).

B-nimpouuty y BiINOBiAL Ha 3yCTpid OpraHizmy 3
AQHTUTEHOM CHHTE3YIOTh CIeIM(iYHI aHTUTLIA, IMyHOTJIO-
oynian G, M,A, E ta D ( 3ayexHo Big OyJI0BH BaKKOTO
naHIora Mojekyin). Koxna Monexkyna iMyHOTJIOOYiHY
CKJIQJIAETHCS 3 YOTUPHOX MOJIINENTHIHUX JIAHIIOTIB: 2 Jier-
KHX (Ma€ 1Mo oJHii BapiaOeNbHil Ta KOHCTAHTHIN YacTHHI)
1 2 Bakkux ( 1Mo OJHii BapiaOenbHil Ta TPU KOHCTAHTHI
qacTuHM). ['eHH, sIKi KOAYyIOTh IMyHOITIOOYJiHU, YTBOPIOIOTh
3 rpymnu 34yeruieHHs (IBi JUIs JIETKUX JIAHIIOTIB Ta OJIHA
JUTSL BAKKOTO JIAHIIIOTA) HA Pi3HUX XpOMOCOMax. Y3rojpke-
Ha eKCIpecis X TeHiB 3a0e3neuye cneudiuHiCTh Ta CBO€-
yacHicTh IMyHHUX peakuiii opranisamy. B monekyni imy-
HorNoOymiHy BapiabenbHi AUISHKU (V) IBOX JAHIIOTIB
(;merkoro —L, Baxkkoro—H) CTBOpIOIOTH «IIACTKH ISl aH-
TUTEHIBY, akienTopHi 3akinueHHs. KoncrantHi (C) aiisH-
K1 1BOX Bakkux (H) maHIroriB yTBOproroTh e(heKTOpHHiA
KiHeIlb MOJICKYJIH, B/l SIKOTO 3aJICKUTh YacTKa crenudid-
HOTO KOMIUIEKCY aHTUTEH + aHTHTLIO: arjroTHUHALIS, JI3HC,
3B'sI3yBaHHS KOMILJIEMEHTY Ta iH.

CxeMaTu4yHe 300pa’k€HHS MOJICKYJIH TaMMarioOyJiHy
MOJIaHo Ha puc. 12.

T-KAITHHYU 3a1€XKHO BiJ (QYHKIII, SKY BOHHU BUKOHY-
10Th, MOXKYTh OyTH : oMiunukamu (T-xenmepu), mpuruoG-
moBadamu (T-cynpecopu), BOuBmsiMu (T-kinmepu). ¥V mux
KIITHHAX TPalIo0Th TeHU-MOAU(IKaTOpU IMyHHOI Bij-
MOBIJ, 10 KOAYIOTh iHTEp(EpOoHH, IHTEpICHKIHN Ta 1HIII
iMmyHOMOAy IsITOopH. MyTalii B pi3HUX I'eHaxX pi3HUX KITITHH
3yMOBJIIOIOTH BECh CIIEKTp MEPBUHHUX iMyHOAeiuuTiB. [1ix
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Axmenrropawnii KiHeln Jlerxmit

(mactka s asTHreHis) nammor (L) Baxcxit
naugor (H)

3apiaGe pHEH
nomen (V)

KoncrasnTnit
nomen (C)

Edexropauii rinems

Puc. 12, Cxema MoAekyIM raMmaraobyminy

4yac KOYKHOI IMyHHOI BIJIMTOBI/II CTBOPIOETHCS KJIOH CIIEITia-
Ji30BaHUX JIM(OUHMTIB, SKi 30€piraloTh Mam'aTh Mpo aH-
tured. ll{opa3y mig 4ac CTBOpEHHsI IMYHITETY KIIITHHH
MOBHHHI IHTEHCHBHO PO3MHOXKYBATHCS, TOMY TTIOBUHHA 0a-
raropaszoBo perutikyBatucs JIHK (mpoxoautu ii cunTe3).
JedexT omHOrO 3 (hepMEeHTIB, 10 Oepe yyacTb B CHHTE3I
JIHK — aneHosuHzae3aMina3u (3abesmnedye TiApOTiTHIHE
Jie3aMiHyBaHHS aJICHO3MHY) € TIPHYMHOIO TSKKOI KOMOIHO-
BaHOi imyHHOT HegoctatHOCTI (TKIH).
TKII nposiBisieThes BiJl HAPOHKEHHS AUTUHU JTiM(pO-
TICHIETO ¥ arIa3iero BUIOYKOBOT 3aJ103H, BIICYTHICTIO TiMep-
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YYTJIIMBOCTI YMOBUIBHEHOIO THITYy, MOPYLIEHHAM CHHTE3Yy
iMyHOTTI00YMiHIB. JIiMpOIIMTH XBOPUX HE pearyloTh Ha
MiToreHn in vitro. AP-tun ycmankysanss. Etionoriune
3HAYCHHS MAlOTh MyTallii B TeHaX aJcHO3MHIe3aMIHaA3H Ta
B reHi aktuBamii pekombOinanii (I'AP-1). €xunum edek-
THBHUM METOJIOM JIIKYBaHHS B Halll 4aC BBAYKAETHCSI TPAHC-
TUTAHTAIS] TICTOCYMICHOTO KiCTKOBOTO MO3Ky. Jlo omepariii
XBOpI JITH TOTPeOyrOTh 3a0€3MeUeHHs] CTEPUIIBHIX YMOB
icHyBaHHS (CTEpUIIBHI 1Xa, OBITPA, ckadaHp i T. iH.).

Cepen HalOULTBIT PO3MOBCIOHKEHUX CIIAAKOBUX IMYHO-
NeINUTIB CIiJ] 3yTUHUTHCS HA TaKHX.

AramMmarnoOysiHeMisi, rinoramMmarioOyiiHeMis — Ipo-
SIBIISIFOTHCS Y Billl Bil O MicAIliB 10 2 POKIB XPOHIYHUMU
(HeBMOHIi, CHHYCUTH) 1H(EKUIAMHU, 0 BUKIUKAIOTHCS
HE3BUYHHMMHU, 1HOJI HaBiTh HEMATOT€HHUMH 30yIHUKAMHU.
[Tpu upoMy crioctepiraerbest aedinut iMmyHornoOymiHiB G.
MoIIMBI TOCTBAKIMHAIBHI yCKIaHEeHHS. [cHYyI0Th opmu
3 AP- Tta XP- (xBopoOa bpyToHa) TUIIOM yCTaIKyBaHHSI.

CenextuBHUN neiIUT IMyHOTTIOOYTiHIB A — 3BHUYAii-
HO TOYMHA€E TPOSABIATUCA B 3 —7-piuHOMY Billi. 3 UM
iMyHOJIe(DIIUTHUM CTaHOM TIOB'sI3aHi: PEBMATOITHUI ap-
TPUT, YEPBOHUI BOBUYAK, AHKIJTO3UBHHUI CHOHIWIIIT, JepMa-
TOMIO3HUT, aTOHIYHUN JCPMATHUT, SIUMiHI, OTHT, JISIMOJIiO03,
IYKPOBUH Jia0eT, TUPEOIAUT Ta 1HIII ayTOIMYHHI MpOIIe-
cu. AP-tun ycnankyBaHHsI, YaCTUHA LIMX CTaHIB 34EIUICHA 3
aHoMaJiero 18-i xpomocomu.

3MiHa CriBBITHOIICHHS iMyHOTTI00YmiHIB M Ta G BOIK
30ubIIeHHs KOoHIeHTpamii [gM xapakrepHa st nimda-
JIEHOMATII.

[Ipu renetnyno 3ymosneHoMmy Ig E-cunapomi cnocte-
piraeTbcs HEMOTaHa CTIMKICTh O 3BHYANHUX 1HQEKITIH.
BomHouac y niteli moBoJIi, Maike HEMOMITHO 3'SIBIISTFOTHCS
xonoHi abcrecy, 6e3 OO0 Ta MiABUIICHHS TEMIEPATypH
TiJ1a, CBEpOISTUUI IE€PMATHUT, alepridHi CTaHU, KaHAU03.

V niteii 10 2 — 3 MiC )KUTTA MOXKE CIIOCTEpiraTucs TpaH-
3UTOpHA TioramMMarjioOyiTiHeMis, sKa MOB'A3aHa 3 Mi3HIM
IMYHOJIOTTYHUM CTapTOM.
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ImynonponideparuBHa XBopoba — MPOSIBISETHCA UYT-
nuBicTIO 110 Bipycy Emncreiina-bappa Ta CXWIBHICTIO 10 3aX-
BOpIOBaHHsS Ha JiM¢poMy (HaBITh 3J0SKICHY) Ta 1H(EK-
IHHUA MOHOHYKJI€03. XP-TUI ycniaaKyBaHHs.

lNnmomuazis Tumyca (cunapom i Jxopmxi). 3 ogHOTO
o6oky — me I[1BP, 3 immoro — T-kimituHHUA iMmyHOIEDI-
muT. [IposiBisieTbes 3 HApOHKEHHS cyaoMaMu (Timomapa-
TUPEO3), MiABUILEHOI CXHIBHICTIO 10 BIPYCHUX Ta TPUOKO-
BHUX IH(EKII, aHOMaIIIsIMH PO3BUTKY KiCTKOBOI CHCTEMH,
pPOTOBOi MOPOKHUHU, BHYTPINIHIX OPTaHiB, amiaszieo ado
rinomIa3i€ro BUIOYKOBOI 3aJI03M, HEIOCTATHICTIO T-KIITHH-
HOTO iMyHIiTeTy. be3 BiIMOBIIHOTO JIKyBaHHS CMEPTh XBO-
poro Hactae 10 2 pokiB kuTTA. Omucadi poaunu 3 AP-
abo AJl-Thmiom ycriaJIKyBaHHSI, JIENIeier0 xpomMocomu 22q 11,
CIOCTEPIrarThCs CIIOPAAMYHI BUTIAKH.

Cunnpom Bickorta —Omnzpiva — iMyHOAe)IIUT 3 TPOM-
Oo1HTONEHI€l0 Ta exk3eMoro. KiliHIYHO NMposBiIsieThCs 3 Ha-
POJDKEHHS: TPOMOOLUMTOIICHIUHA MYyPITypa, PiiKi BUIOPOXK-
HEHHS 3 JIOMIIIKaMH KpOB1, 3r0JJOM IPUEIHYIOTHCS ITHEB-
MOHIsI, OTUT, ICPMATUTH, €K3eMa, MOXKIIUBE BUHUKHECHHSI 3J10-
SKICHUX MyXJIMH, 110 Harajaye peTHKyJIoeHnoTenios. [Ipo-
BIJITHUM € TeMOpariyHuii CUHIPOM, T€HETUUHUI'0JIOK Ha piBHI
B-nim¢onuris. Tun ycnaakyBanus — XP.

Arakcis-teneanriextasdis (cunapom Jlyi —bapa) —
KOMIUIEKCHE 3aXBOPIOBAaHHS IMyHHOi, HEPBOBOI Ta CHJIOK-
PUHHOI CUCTEM 3 YaCTUM YIIKO/KEHHSM IIKipH Ta TeYiH-
k. OJJHUM 3 CUMIOTOMIB 1Ii€i MaTOJOTii € PE3UCTEHTHUH 10
IHCYJIIHY IYKpPOBHWH aia0eT, CXWIBHICTh JO 3JIOSKICHUX
MyXJUH PETUKYISIpHOTO THUIy. AP-THN ycriaakyBaHHS.

JlikyBaHHS iMyHOAE(]IIUTIB, TOJJOBHUM YHWHOM, CHMIITO-
MaTUYHE: BiTaMiHOTEparisi, aHTHOIOTHKH, TeMOoTpaHchy3is;
TpaHCIIAHTAIlis KiCTKOBOTO MO3KY B HAIIMX YMOBax Mpo-
OeMaTH4YHa; IMyHOMOJIETIOI0Ya Teparlis Moxe 1 Oyae BH-
KOPHCTOBYBAaTHUCS BCe OibIIe B 3B'A3KY 3 JAOCATHEHHSIMU
TE€HHO-1HKEHEPHO1 TPOMHCIIOBOCTI Ta 3pOCTAIOUYUMHU MOXK-
JUBOCTSIMH JIIaTrHOCTUKU IMYHHOTO CTarycy (n3epkaia)
KOXHOTO XBOPOTO.
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CHAJIKOBICTb B OHKOIIATOJIOI'TI

[Tig gac XapakTEepPHCTHKHU KIIIHIYHOTO Iepediry mep-
BUHHUX IMYHOJE(IIUTIB MU 3TaayBalld MPO 3B'SI30K Ii€l
TEHETUYHOI MaToJIorii 3 KaHieporeHezoM. [lyxmuan — e
HacamIepe/; MOJIEKyJIspHa XBOp0oOa MyTaIliitHOI MPUPOIH.
VY reHeTuyHid Mporpami iICHy¥OTh YHMCJIEHHI T€HH, 10 KO-
10T 200 PEryJIOTh PO3MHOKCHHS KIIITHH, 30UTBIICHHS
KIIITHHHOI MacH, Mu(epeHIlifoBaHHS KIIITHH, 5SKi CTBOPIO-
I0Th CIIELiaNi30BaHi TKaHWHU Ta opraHu. HaiOinmemn Ha-
MPYXKEHO Ii TeHH (OHKOTEHW Ta aHTHOHKOTEHH) TpaIfio-
I0Th TIPOTSTOM €MOpIOHAJBHOTO PO3BHUTKY 1 AM(EpEHIIiio-
BaHO, 32 CKJIQJIHOIO CHUCTEMOIO PEryJIslii X eKcIpecii, BUK-
JIOYAIOThCAd 3 poOOTH MpU 3MiHI T€HETHYHOI Mporpamu
IICJISI HAPOPKEHHS. Y Halll yac BXKeE B1IOMO 0e€31iu OHKO-
TeHIB Ta aHTHOHKOTEHIB (CYNpPECOPHHX T'eHiB), siKi OEpyTh,
y4acTh B KOHTPOJIi 3a Mpojidepariecro KITHH Ta MOiIs-
I0ThCSl Ha 4 TOJIOBHI Ipynu: 1) reHu, 1m0 KOAyHOTh po3-
YUHHI (aKTopu pocty (rpyma sis)’, 2) TeHH, MO KOAYIOTh
penenTopu Ha MOBEPXHI KIITHH 10 (akTopa pocTy (rpy-
mu Erb B, fms, neu)’, 3) reHu, NPOAYKTH SKUX 3a0€31edy-
10T TIEpEIaBaHHs CUTHATY BCEPEAMHI KIITHH (TPYTH, CiMei-
ctBa ras, src, abl)\ 4) renn snepHux OLNKiB, M0 OEpyThH
yuacth y JIHK-pemnikamii Ta Tpanckpuniii reHiB (myc,
fos, myb, Rb, Wilms, p5”™ Ta iH.).

HaifyacTimme o3Haka 3JI0SKICHOCTI KIITHHH (BTpaTa
nudepeHIiifoBaHOCTi, MOJKIIMBOCTEH pearyBaTH Ha CHTHA-
JIU 1HIIUX KIITAH OpraHi3My, HEKOHTPOJIbOBaHA mpodtide-
pailisi) 3yMOBIIOETbCS TOMO3UTOTHUM KOMIUIEKCOM MYyTaH-
THUX aJielliB, TOOTO HASBHICTIO JIBOX MYTAIliii B TIEBHOMY
JIOKYCl TOMOJIOTIYHHX XPOMOCOM. SIKIO oOuaBI MyTartii
BUHUKAIOTh B COMAaTHYHHUX KIITHHAX OpPraHi3My, TOJI 3JI0-
SKICHA IyXJIMHA YTBOPIOETHCS BITHOCHO PIiIKO, HA CXWII
KHTTS, 0O MICIIS BUMAAKOBOI MyTaii B OHKOTeHi (iHimia-
I1is1) TIPOXOUTH JIOBTUH TEPioJ MPOMOIIii, HEOOXITHUN TSI
3HOBY K TaKH BHITaJJKOBOT'O BUHUKHEHHS JPYTroi MyTarii
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B TOMY X T'€Hi, aJle B TOMOJIOTI4HIl XpomMocomi. [Ipu mibomy
MIPOTATOM TIEPiOay MPOMOITIT MOYKIIMBA eIIMIHAIS KIITHH 3
MIEPIIOI0 MYyTaIli€ro ado pernapailis OCTaHHBOI 1 TOI MTyXJIH-
Ha HE BUHHKHE. A SKIIO Taka 3J0AKiCHAa KJIITHHA 1 yTBO-
PHUTHCSI, TO MOKE HE JAaTH HAIAJKiB, OCKUIbKH IMyHHA CHC-
TeMa OpraHi3My HE BITI3HA€ ii K CBOIO i 3HUIIMTH. OHKO-
TeHHI BIpyCHM MaloTh B CBOill TE€HETHYHINW Mporpami BiKe
TrOTOBI MyTaHTHI OHKOTEHHW 1 37aTHI BOYIOBYBaTH iX Yy
BIJIMOB1/THI MicIIs (3aMicTh a00 TOps/] 3 OHKOT€HAMHU KITITHH
3a MEXaHi3MOM KOMIUIEMEHTapHOCTI) 0JIpa3y IBOX T'OMO-
JIOTiB, YTBOPIOIOYM TOMO3UTOTy. T/l OHKOTeHe3 He MOoTpe-
Oye mepiofy npomouii, 1 MyXJIMHA PO3BUBAIOTHCS CKOpIlIe
(sx mpu BIlJI-indexmii). el Bipyc olHOYaCHO YIIKOIKYE
IMYHHI KJITMHH OpraHi3My, BHKJIMKAa€ CHHJIPOM HaOyTOro
imynoze¢inuty (CHI), a5 kiIiHIYHOI KAPTUHU SIKOTO Xa-
paKkTepHi 37105KiCHI HOBOYTBOpeHHs (capkoma Kanomii, 3110-
AKICHa JIIM(pOMa, MOXKIIUBO, IUIOCKOKJIITUHHA KapIMHOMAa
POTOBOI MOPOXHUHU Ta aICHOKAPIIMHOMA MPSIMOI KUIIKU
y 4OJIOBIKIB-TOMOCEKCYalicTiB, iHpikoBanux BIJI).

He tinpku HaOyTi, ane i ycnajakoBaHi iIMyHOAE(PIUTHI
CTaHHu, Je(EeKTH pernmapaTuBHOI CHCTEMH, XPOMOCOMHI XBO-
poOu CyNpOBOKYIOTHCS 0JIACTOMOTEHHUMI MTPOILIECAMH.

IcHy€e MOXIIMBICTH OTPUMAaHHS OJHOTO YU JBOX MYyTaH-
THUX OHKOTCHIB y CHaJO0K BiJ OAaThbKiB MpPH 3aIljIliHEHHI.
Toni BXke 3HWMKAaE HEOOXIMHICTh B Tepiojax iHimiarii, abo
IHimiamii i mpoMoItii, MyXTMHH 3'IBISIOTHCS B eMOpiOHAIb-
HOMY a00 TUTSYOMY YM MOJIOZOMY BiIli. YCi KIIITHHH TaKo-
ro OpraHi3Mmy, IO € KJIOHOM OJIHi€l KIIITUHU-3UTOTH, MiC-
TSATh MyTaHTHUI OHKOTeH. [IpakTH4HO BCTaHOBIIEHO, IO O/IHA
TpeTHHA eMOpiIOHATBHHUX MyXJIMH — 1€ CMaaKoBi hopMHu.

PetnHOOMacTOMa — 37OSIKICHE HOBOYTBOPEHHSI, IO TIOXO-
JIUTH 3 HEPBOBUX KIIITHH CITKIBKH OKa 1 BUABJISIETHCS y BiIli
1 — 1,5 pokiB, XBopoOa MPOSBISIETHCS CBOEPITHAM CBITIHHAM
31HHII Ha CBITJIO (KOTSYE OKO),BiAMIYaeThCs IOciabiieHa
peaxiiisi 31HUIIl Ha CBITIIO, KOCOOKICTh, BTpATa 30py, CIIIO-
Ta. MOXIIMBI MeTacTas3u, yIIKOPKEHHS APYTOro OKa, KajbIlu-
dikamis myxJnHA. XBOpoOa CyIpOBOIKYETHCSI PO3yMOBOIO
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BifcTamicTio. Onucyerbest AJI-THIT ycriaKyBaHHS 3 TICHET-
panTHicTIO OUThIe sIK 90%. ['eH permHOOIACTOMH PO3Ta-
moBanuii Ha xpomocoMi 13ql4. TIpu pernHoOIacTOMI Ma-
I0Th MicIle MiKpoJenemnii B IiboMy JIoKyci. JlikyBaHHs: ¢o-
TOJIa3epHa KOATyJISIIIisl,eHYKJIeallisl 3 MOAABIIO XIMiO- Ta
peHTreHoTepariero. [Ipi cBoeyacHOMY JIIKyBaHHI MOKITH-
B€ KJIIHIYHE OJly>KaHHS.

Hedpobnactoma — myxJinHa HUPOK, CYMPOBOIKYETHCS
Ba/IaMH PO3BUTKY HHUPOK Ta CEYOBOTO MiXypa, aHIpHIIEIO.
I'en, mo xomye HedpoOIacTomMy, po3TalIOBaHUI B XPOMO-
comi Hql2-13, mopsix 3 reHOM aHipuii, KaTanasu, JIaKTaT-
JIETIAPOTeHA3!, BCIX JIAHIIOTIB TeMoriodiny. AJl-twm yc-
MaJKyBaHHs 3 MeHeTpaHTHICTI0 63%, To6TO 37% 3 yciX, XTO
Ma€e TaKy MyTaIlifo — HOcii 0e3 KIIHIYHUX TPOSBIB XBOPO-
ou. MoxumBa JIHK-miarHocTHKa OHKOT€HETUYHHX 3aXBO-
pIOBaHb Ta HOCIMCTBA BIIOBITHUX MYyTAaIlil.

VY Tux BUIagKax, KOJIH BCl KIITUHU OPTaHi3My MaroTh
OJTMH MYTaHTHHUH OHKOT€H, OJICP)KaHWI BiJl 3UTOTH, JIOKAJIi-
3aIisi 3MOSIKICHUX TyXJHMH OyJe 3alekaTH BiJ] TOTO, B
KJIITHHI SIKOTO OpraHy BUHUKJIA JpyTa ajeiibHa MyTallisl.
Onwucani nBa TUNM CIMEHHMX pakiB: TMO | — MyXJIMHU
€HJIOMETPII0, SIEYHUKIB, MOJIOYHOI 3aJI03H, MPOCTATH,
TAIUTYHKOBOT 3271031, TOBCTOI KHIIIKU, ITUTyHKA, IIKIPH, Jie-
reHiB. Jleski 3 HUX BXOAATh 10 cuHIpoMy Li-Fraumeni,
IpU SIKOMY BIAKPHUTI 3aMiHM HYKJIEOTU[IB B aHTHOHKO-
reHi p53', Thm 2 — pak MOJIOYHOI 3aJ1034, CApKOMH, JIEHKO-
3, My XJIMHA MO3KY, PaK CE40BOTO MiXypa.

IcHye mpocTto ciMeiiHMil pak S€YHHUKIB — MEHJEI0I0Ya
MaToJIOris, MyTamist B TeHi erb B-2. Myranis B IbOMY X
reHi OmucaHa MpH 3J0AKICHIM MyXJIMHI TOBCTOI KUIIKH. Y
BUIAJKaX paKy MOJIOYHOI 3aJ03M BHSBJIIEHA MyTallis B
oHkoreHi Ha ras (6inok p21, y 12-My KomoHi 3amiHa aje-
HIHY Ha T'yaHiH).

['eHeTnkam BimOMI CHAIKOBI CHHAPOMH MHOXKHHHHUX
ennokpuHHuX Heorasii (MEH): MEH I (cunnpom Bep-
Hepa), MEH Ila (cunapom Cunia), MEH 116 — cunapom
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raeBpOM CIHM30BUX O0OJIOHOK. J[JIst IMX TeHEeTHYHUX MEHJe-
[nror0YMX MaTOJOTIYHUX TPOIECIB XapaKTEepPHUMHU € IyX-
JUHU IIHUTOMOMIOHOT, MiJNUIYHKOBOI, MPUITUTONOIIOHUX
3a7103, rinodiza Ta HATHUPKOBUX 3a103. BoHn Marote AJl-THIl
yCHaJKyBaHHS 3 qyke BUCOKOIO (Maiixke 100%) menerpan-
tHicTIO. ['eH, mo 3ymoBmoe MEH I, nokanizoBanuii Ha Xpo-
Mocowmi llg, MEH II — na xpomocowmi 10q.

3apa3 Bigomo Oinbire sk 200 cragkoBUX CUHIPOMIB,
NpU SKUX ICHY€ CXMIBHICTH N0 PO3BHUTKY 3JIOAKICHUX
MyXJIUH, cepell HUX IMyHOAe(IUTH, NedEeKTH perapaTuB-
HUX CHCTeM, (PakoMaTo3H (3 Tpynu reHOAepMaTO31B).

P.®.I'apbkaBuesa (1992) Buninse Taki MOJEKYISpHI
MEXaHi3MH OHKOT€He3y: TOYKOBI MyTamii B IPOTOOHKOTE-
Hax a00 aHTHOHKOTeHaX; XpPOMOCOMHiI mepe0yaoBH 3 Iie-
pEMIIIIEHHSAM MPOTOOHKOTCHA TMiJ] MOCTIHHO MIFOYMI TIPO-
MOTOp; amIuTiikaiis oHKOreHa (IpU paky JercHiB y 34
pasu); akTHBAIlis MPOTOOHKOTEHA PETPOBIPYCHOIO iHCEP-
[i€10; aKTHUBAIlisl MPOTOOHKOTEHA, COMAaTUYHA MYTAIlisl Mij
BIUIMBOM XIMIYHUX, (DI3MYHHUX Ta Oi0JOTIYHHMX KaHIIEPO-
re’iB. MOXJIMBE MOPYIICHHS T€HOMHOTO IMIIPHHTHHTY.

Ha reHonepmaTo3ax — TeHETHYHO 3yMOBJICHHUX 3aXBO-
PIOBaHHSX MIKIPH, MU 3YNUHATHCA HE OyaeMO, TOMY IIO
BOHM J10Ope BUKIAJEHI B CHelialbHIK siteparypi. Lle x
CTOCY€ETBHCS 1 CIAIKOBUX XBOPOO OKpPEMHUX OpraHiB Ta CHUC-
TeM (HEpPBOBOi, CEPIIEBO-CYIUHHOI, KICTKOBO-M'SI30BOTO ama-
paTy ToIIo).

MITOXOHAPIAJIBHI XBOPOBH

'eneTnyHa mporpama oprasi3my 3ampcaHa IOCIHiJOBHi-
ctio HykieoruaiB B JIHK, mo nokanizyeTscst He TIIBKU B
XpoOMOCOMax si/ipa, ajie i y HUTOMIa3Mi KOKHOI KIITUHHU
— B XpoMocoMi MitoxouApii. Kox miToxonapiii aemio
BiAPI3HAETHCA BiJ TOTO, 110 icHye mipu 3anuci B JIHK sapa,
1 OyB omucaHuil y nomepenHix posainax. ['enu, po3raiio-
BaHi B JIHK MmiToxoHpiil, ycaikoByIOThCS HE 3a 3aKOHa-
MU MeH/ens, a HUISIXOM NPSIMOTO PO3MOAUTY MITOXOHAPIN
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MDK HOBUMH KJIITHHAMHU pa3oM 3 LMTOIUIA3MOIO MiJ Yac
MiTO3y. MITOXOH/pIT — 1€ €HepreTHYHi CUCTEeMHU KIITHH,
JHK sixux HazuBaroTh M-xpomMocoMoro, abo 25-010 Xpo-
MOCOMOI0. MITOXOHIpIT pert JIKYIOThCSI HE3AJISXKHO BiJl XPO-
MOCOM S$i/ipa, BOHH TIPUCYTHI B IUTOIUIa3Mi Yy BEIMKiA
KimpKocTi (amrutipikoBani). OpranisMm Moxe OyTH TOMO-
XOHZpiTEHAM a00 TETEPOXOHAPIAIBHUM 3aJIEKHO BiJl TOTO,
OJTHAKOB1 4 pi3HI MITOXOHApIi ICHYIOTh Y IMTOILIAa3Mi
HOro KIIITHH.

Eneprerndni motpebu KITHH 3a0€3MEUyIOThCS 3a JI0-
MOMOTOI0 TJIKOJI3y YM OKHCIIIOBAJILHO-BITHOBIIOBAILHUX
nporieciB. OCTaHHI 3MIHCHIOIOTBCS 32 PaxXyHOK podotu 60
reHiB (5 KOMIUIEKCIB) AMXaIBHOTO JIAHIIOTa MITOXOHIpPIH,
TUTBKH 13 3 SIKUX JIOKaJi3yIOThCsl B M-XpoMocoMi, iHI —
SZIEPHI TeHHW; MK yCiMa TeHaMH iCHy€ TiCHHM, T0Ope CKO-
peroBaHuil B3aeMoO3B'A30K. ['eHHa kapta M-Xpomocomu
HaBezleHa Ha puc. 13.

Bynp-sike MOpyLIEHHS B I€HaxX IUXAIbHOIO JIAHIIOTa
CYIPOBOJIKYETHCSI PO3BUTKOM CIIAJIKOBOI MATOJIOTII, a came
MITOXOH/IpiaJIbHUX XBOpoO. MyTarlii B reHax, po3raiioBa-
HUX B SZICPHUX XPOMOCOMAX, € TaKOXK MPUINHOIO MITOXOH-
JpilajlbHUX XBOpOO, IO yCHAaJAKOBYIOTHCS 3a 3aKOHaMU
Mennens. SIkmio ymkomkeHi TeHrn M-XpoMocoM, — BUHH-
KalOTh XBOPOOW 3 HHUTOIUIa3MAaTHYHOIO (MaTEPUHCHKOIO)
YCIIaIKOBAHICTIO, 00 BEJMKY IUTOIUIA3MY 3 MiTOXOHApIs-
MH MaloTh JIMIIE SHIEKTTHHA. ToOTO, B IIbOMY BHIAIKY
XBOpOOy TepeNaloTh TUIBKU JKIHKH, alie XBOPIIOTH 0coOU
000X cTareil. MOXIIMBI CIIOpaMdHi BHUITAQJKA MITOXOH/IPIi-
aJIbHUX XBOpPOO, HOBI MYyTallil B SZIEPHUX, YU MITOXOHAPI-
TPHUX TeHaX. YTIKOPKEHHS T'eHIB MITOXOHIPIHA coMaTh4-
HUX KJIITHH MOXKE BiOYyTHCS B OKpEMUX TKAaHWHAX YH Opra-
HaX 1 BUKJIMKATH TATOJOTII0 3 MEPEBAXHUM YPaKCHHIM
MIEBHOTO OpTaHy.

I'eneTnyna kimacudikailis MITOXOHIpIaIbHUX XBOPOO
0azyeThCst Ha iX PO3MOLI 10 Tpymax 32 yMOBaMH yCIaJ-
KyBaHHS:
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LHON
MELAS (3243) (15257)

*—— MMC (3260)

¥~ LHON (3460) LHON
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Q LHON (4160) (11778)
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¢\’ MERRF g;gugus)
v (8344)

g

D K ATPase6
ATPase8

Tenu AMXanbHOrO JaHIIOTA
Komnnexc 1 (NADH Kommtexe V

nerigporenasa, ND) (AT®-cunrerasa)

Kommnnexc IV (mmro- [:] Tenn TPHK
xpomoxkcuziasa C,CO)

Kommaexe III (uuro- E Tenu pPHK
xpom C-oxcupenyxrasa,
CcyT B)

Puc. 13. Cxema miToxonapiasisnol XpoMocoMn




92

1. dedextu sineproi JAHK, pi3ni MyTartii, 1o 3yMoBITO
I0Th: a) 1e(eKTU TPAHCIOPTY cyOcTpary; 6) nedextu
yTunizaimii cyoctpary; B) nedektu pepMeHTIB HUKITY
Kpebca; r) nedextn npoueciB okuciaoBaHHA-hochopu-
JTyBaHHSA; 1) A1ePEKTH JUXAITBHOTO JaHIOTa; €) 1e(heKTH
MOCTa4aHHs O1JIKiB.

2. lebextu mitoxonapiansHoi JJHK: a) cnopannyani
MacmTaOHi nepeOy0BH; 0) TOYKOBI MyTaIlii B CTPYKTYP
HUX T€HaX, B) TOYKOBI MyTalIlii 3 TeHaXx, 1110 B3a€EMOJIIOTh
31 CTPYKTYPHUMH T€HAMH.

3. JledbexkTn M>KT€HOMHHUX CUTHAJIIB: @) 8y TOCOMHO-]IO
MiHaHTHI MHOXUHHI fenenii mitoxouapianpHoi JJHK; 6)
ayTOCOMHO-PEIIECUBHE PUTHIYEHHS (YHKIIIT MITOXOHIP1
anpHoi JIHK.

4. HabyTi nomrkompkeHHs MiToxoHapianeaol JJHK mix
BIUITMBOM /i1 ITKIJTMBUX YNHHUKIB: a) TOKCUHIB, HAITPUK
nan 1-mertnn-4-denin-1,2,3,6-rerparigpornipuans; 6) JiKiB,
Hanpukian 3unoBynuH (AZT) i B) mpouecy cTapiHHS.

Jlo criopaiyHUX BHITAIKIB MiTOXOHIPIATFHUX XBOPOO,
B OCHOBI SKHX JI€KaTh MOOJMHOKI Jeienii yu iHcepIii B
JesIKMX TeHax, HajexaTb cunapom Kipaca —Ceiipa (o¢-
TAJILMOILJIETis, IITMEHTHA JIETeHepaIisl CITKIBKU, KapAioMi-
omarisi, MOPYIICHHS IipyBaT- Ta JIAKTAT-METa00Ii3My, MOX-
JMBa iHCepLis Bipycy); HiepedpaiibHa Mporpecyroda eKkcTep-
HansHa opraneMorieris (CPEO); cunapowm IlipcoHa.

Cepen MITOXOH/PIaJIbHUX XBOPOO 3 MAaTEPHUHCHKUM TH-
MOM yCHaJaKyBaHHs po3pi3HAIOTh cuHapomu: MERRF
(MiOKJIOHAJIbHA ETIJIETICisl, YPaXKEHHSI M'S30BHX BOJIOKOH,
ToukoBa MyTailisi B reHi nizuHoBoi TPHK); MELAS (wmito-
XOHJpiaiibHa eHledanoMionaTis 3 JIaKTaT-alluJ030M Ta
HaMaJonoJiOHUM MepediroM, TOUKOBa MyTallisl B TeHl Jiek-
nuaoBoi TPHK); miokapaionartis, arakcis-ciinora (Tod-
koBa myTais B redl ATd-a3u 6); LHON (JlebGepa cran-
KoBa aTpodisi 30pOBUX HEPBIB, ACKIIbKA TOYKOBHX MYTallii
B reHax | kommiekcy numxampHoro janmiora (NADH
dehydrogenase). Bci onmcani myTartiii 3MiHIOIOTh T€HH, 110
pO3TaIIoBaHi B MITOXOHIPIsX.
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Menzentoroui MITOXOHJpiajbHI XBOPOOHM MpeacTaBiIeH]
ayTOCOMHO-/IOMIHaHTHOIO Ta ayTOCOMHO-PELIECHBHOIO (opMma-
MU 11epeOpaIbHOI TPOrPecyrov0i OTaTbMOIUIETII, PEUAUBY-
I04OI0 MIOTJI001HYypi€r0 (MHOKMHHI JIeelii B TeHax, 10 Mpa-
IIOIOTh Y KJIITHHAX M'S3iB) Ta HamaJaMH JaKTaT-alu03y
(MHOXWHHI JeJelii B TeHax, 10 MPAIOI0Th B KIITHHAX M'SI31B
ta gimdonutax). [Topsa 3 MUMHU SKICHAMU TOPYIICHHIMHA
CIIOCTEPIraeThCsl TAKOXK TKaHeCHenu(iyHe 3MEHIICHHS
KUTBKOCTI MITOXOHPIH, IO MPHU3BOIUTH 0 PO3BHTKY MiO-
nartii — Hedpomnarii abo remaromnatii, a0o eHiedaromionarii.

TaxkuM 4YMHOM, TOJIOBHUMH KJIIHIYHUMH Ta O10XIMIYHH-
MU O3HaKaMHU MITOXOHIpiaJIbHUX XBOPOO € Miomatii (eH-
nedanomionarii, kKapaioMmionarii), BTpaTa 30py 3a paxyHOK
MITMEHTHOTO PETHHITY, 9n aTpo(dii 30poBOro HEpBa, MOPY-
IIeHHs] MeTaboITi3My TipyBaTy Ta JakTaTy, (epMeHTIB KOM-
IUIEKCIB AUXAJTBHOTO JIAHIIOTA.

JliarHOCTHKa MITOXOHJpiaJbHUX XBOPOO MOYUHAETHCS
31 3BHYHOTO JUIs JIIKaps-TeHEeTHUKa eTaly CKJIaJaHHS pOJaOo-
BOJY Ta MOTo aHai3y AJi1 BU3HAUEHHS THILYy YCIIaJKyBaH-
Hs marojorii B poauHi. Hactynuum — e kiiHiuHe oOcre-
JKEHHSI XBOPOI'o Ta 4JeHiB Horo ciM'i, 1abopaTopHi aHai-
3U CcTaHy MeTaloli3My y XBOpPOTO: BH3HAYCHHs OpraHid-
HUX KHCJIOT, aMiHOKHCJIOT Ta KapHITHUHY y KpOBi, Y JO-
O0BIif ceul Ta uepeOpocniHaIbHIN piIUHI (B 3aJI€KHOCTI
Bif KiiHIYHOI cHTyarlii). Pe3ynpTaTé 1[bOr0 OOCTEKEHHS
BU3HAYalOTh HEOOXIJHICTh y HACTYNHOMY eTami JIOCHif-
KyBaTH KpOB (IpsAMUI aHami3 JJisi BUSHAYCHHS MYTalliid
y mitoxonapianbhiit JIHK) yum matepian Giomcii M'si3iB:
TICTOXIMisl Ta €JIEKTPOHHA MIKPOCKOIIS (KUTBKICTh Ta CTPYK-
Typa MITOXOHAPIiH, iX GyHKIIisN), O10XIMIYHE JOCIIKCHHS
nedekTiB okucioBaHHA-PochoprryBanHs (Y CBIKHX 3pa3-
Kax OiomciiiHoro Matepiany) Ta ananiz JJHK mitoxouapiid.

3HaHHS €TIONMATOTCHETUYHNX MEXaHI3MIB MITOXOHJpI-
aJTBbHUX XBOPOO BiKPHUBAE HOBI MOXJIMBOCTI iX crerudi-
YHOTO JiKyBaHHS. Tak, MpH JaKkTaT-alua031 B 3aJIeKHOCTI
Bi/I IEPBUHHOTO Je(PEKTy 3 yCHiXOM BHUKOPHCTOBYIOTHCS
pi3HI MAX0IU:
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Hedexr Tepamnist
I'moko30-6-¢ocaraza Miera, 30arayeHa ByriieBOJaMu
®pykro30- 1 -6-mudocdaraza —n
pyBarkapOokcuinaza —n
docharnerinporeHazHUi binna Ha ByrieBoau abo
KOMILIEKC KETOTCHU JIi€Ta, AiXJIopaneTar,

TiaMiH, KapHITHH
Biotuninasa Biotun
Kap6okcunaza biotun
NADH-CoQ penykrasa Hikotunamin, puboduasid, KapHITHH
[{uToxpomokcuaasza JlixnopateraT, KapHITUH
MELAS.MERREF, Hikorunamin, pubodiasi,
cunapoM Kipuca — Cetipa JiXJIOpaLeTar, KapHiTUH

JledexTu OKUCIIOBaHHS
KUPHUX KUCIOT Kapnitun

Amnaniz MmitoxonapiansHoi JIHK BukopuctoByeTbCs
TaKOXX JUIsl BCTAHOBJIGHHS CIIOPIAHEHOCTI JItoJeil mo Ma-
TepHUHCHKiH TiHii. Tak, 3 Horo qomomororw Oynu oaepxka-
Hi BUYEpIHI J0Ka3M LIOJ0 LAPCHKOI'O MOXOJKEHHS PO3-
CTpUIsIHUX OinbioBUKamMu B 1918 p. uneHiB poauHu po-
cificekoro mapss Muxonu Il muisixom mopiBasiHEs JTHK
MITOXOHAPIN KITHH 3 €KCTYMOBAaHUX OCTAHKIB 1 KHBHX
pOIMUIB apsl 32 MaTePUHCHKOIO JiHiew (puc. 14). Takum
YUHOM, BIiepie Oyja MpoJeMOHCTPOBaHA HASIBHICTh reTe-
POMITOXOHAPIaTBLHOCTI T2 HOBOT TOYKOBOI MyTarlii (3ami-
Ha map ocHOB) y MiToxoHapianbHii JIHK >xiHodoi sii-
LEKITITUHU.

XBOPOBU 'EHOMHOTI'O
IMITPUHTHUHI'Y

Lleit k1ac XBOpOO HANIEKUTD 10 3700YTKIB «HOBOI TeHe-
THKM». Came pe3ynbTaTd (yHAaMEHTAJIbHUX JOCIIIKEHb
JIO3BOJIMITM 3PO3YMITH €TIOJNIOTII0 Ta MAaToreHe3 OaraThox
CIIaJIKOBUX XBOPOO 1 THX, 11O paHille 0 HUX HE BiTHOCH-
aucs, AK pe3yabTaT Moaudikamii ekcupecii rexis, ix
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XIMIYHOTO 3MIHCHHH, SIKE HE CIIPUYMHIOE MYTaIlii, 800 CTpYyK-
TYpHOTO YIIKOJDKEHHS camoro reHa. ToOTo He 3MIHIOEThCS
TEKCT iH(opMaIlii, ajge MeBHi ajesi BUKIOYAIOThCS, 1 Ha-
nani He QYHKIIOHYIOTh. Y IIbOMY BHUMAJKy MU Ma€eMO ycC-
naakyBaHHs Momudikamii. KiiHiuaMi nepedir xBopoow,
HaBiTh HAsABHICTH MATOJIOTIi 3aJICKHUTh BiJl MAaTEPUHCHKOTO
9u OaThbKIBCHKOTO TOXOJKCHHS alleNliB JICIKUX TCHIB.
IMOpUHTHHT O3Haua€e MapKepyBaHHS Ha EHIr€HETUYHOMY
PiBHI, IO BiAOYBA€ETHCS IMiJI YaC TaMETOTeHE3Y 1 BUKJIMKAE
CTIHKI MoudikaIlii ekcrpecii TOMOJOTIYHUX TEHIB.

3 BiJOMMX Ha CHOTOJHI MPOIECIB, KOTPi MOBHICTIO 3aie-
KaTh BiJl IMIPUHTUHTY, TpeOa 3yNMMHUTHCS Ha eMOpPiOHAb-
HOMY PO3BUTKY CCaBIIIB B3araji i JIIOJUHH 30Kpema. B
OCTaHHI POKM BYEHI IHTEHCHBHO NIYKAalOTh BIJIOBIiJI Ha
MUTAHHS, YOMY CCaBIli € BUKIIOYHO 3aJIC)KHUMH BiJ| CTaTe-
BOi PEmpoayKIlii i K I 3aJIeKHICTh BII3HAYAETHCSA Ha
MOJICKYJIIpHOMY piBHI. be3 BiAmoBiaei Ha Il TUTaHHS KIIO-
HYBaHHS CCaBIIiB HE Ma€ HAyKOBOI OCHOBHU 1 HE MOXe OyTH
YCHIIITHO BHUPIMICHUM. IMIIPUHTUHT — II€ YU HE HaWOLIbIIa
3arajika Hamioro 4acy. BigoMuM € Tinpkd OIuH 3 HOro
MEXaHI3MiB — METWJIIOBaHHS IIUTO3WHY B TEBHUX MICIIX
JHK. IlpuennaHi 10 MUTO3MHY METHJIOBI TPYIH BHUKIIIO-
YaroTh 3 €KCIpecii T'eH, 1 TOJi MpaIloe TUTbKH HOro Heme-
TUJIBOBAHUH alieb, SIKHH MOXKE JIOKalli3yBaTHCS B Mate-
PUHCBKOMY 4Yd 0aThKiBCbKOMY T'eHOMi. T0OTO, iMIIPHUHTO-
BaHa TEMI3HTOTHICTb PEryJtoe eMOpiOHaJIbHHIA PO3BUTOK
JIOJIMHUA TaK caMo, SK 1 1HIMMX ccaBIliB. Taki, TeHU y MH-
e omMcaHi y BUTJIAAI KIacTepiB Ha Xpomocomax 7, 17, X
Ta 1HIIMX, Y JIIOJWHU — 1€ KIacTepu Ha XxpoMmocomax 11,
15, 6, X ta iammx. [Tix gyac eMOpiOHATBHOTO PO3BUTKY iCHY-
I0Th TIEPiOJM MOHOAJENBbHOI eKCIIpecii TeHiB, AKIIO BOHA
MOPYIIY€ETHCS, BUHUKAIOTh YIIKO/KEHHS Iiona abo ioro
000110HOK. ['eHu, 110 MpoinumM YosaoBiunii IMInpuHTHHT (po3-
TanoBaHi B 0aThKIBCBKOMY T€HOMi), KOAYIOTh PO3BHTOK
MeMOpaH IJI0/1a Ta TJIAICHTH, a Ti, 0 MPOUIIUIH KIHOYUN
Mei03 (B TeHOMI STHIEKITITHHH ), KEPYIOTh PO3BUTKOM Tija
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Turow Asexced Tomsase Omseg Mapus Andemacun

Puc. 14. a — Ponosix uapst Mukoiu I1. 3a gonomororo JJTHK-
nJaktuinockomii ITasiaom IBaHOBHM 13 criBaBTOpaMu 0yI10
BCTAHOBJICHO, 1[0 CEPEe]] EKCI'yMOBAHUX OCTAHKIB € YWICHH POIAUHHU:
0.9 — 6arpko; 0.10 — maru; I' .8; T°.9; I".11 — ix mouku. AHaii3
mitoxorapianpaoi JTHK ITununa (II'.4) — gosoBika aHIIiHCHKOT
koponesu JIncaBetn 11 — minTBepaus, mo 0.10 € cectporo 0.11
1 OHYKOIO KopoJieBH Biktopii. 0.9 3a pe3yinbraTaMu aHaTi3y
mitoxoHApiansHO1 JITHK € 6paTom ['eopris (0.7) i cuHOM Jlarmapu
(I".3) ta ponuuem Kcenii (IIT.1), nopma Kapueri (IT".1), Tuxona
(I".6). Lli maHi miaTBepIuIIH HAIGKHICTh OCTAHKIB APCHKiil poIuHi.
[Tix yac qOCHiKEHb BUSBIICHA TeTEPOIIa3Misi MiTOXOHIPIH
BHACJIiZIOK TOuKOBOi MyTarii T—I1, sika ckopiiiie 3a Bce BUHUKIIA B
crareBux kimituHax darmapu (I'.3). 11 Hamanku MarTh B OJHOMY
it Tomy camomy stokyci: II'. 1 — tumin, 0,7 — IUTO3WH 1 TUMIH,

I'. 6 — muro3ud. III'.1 — Tumid, 0.9 — 1UTO3MH 1 TUMIH. 6 —
PesynbsraT cukBeHca MitoxouapiaasHoi JJTHK Muxoiu I1 (0.9),
T'eoprist Pomanosa (0.7) ta Kcenii Hepemetnere!' (IIT.1)

TuTHHA. TOMy y BHIIaJKaxX BariTHOCTI 3 3UTOTH, B SIKii
MOBHICTIO BIJICYTHI a00 IMIIPUHTOBAHI T€HU SIMIIEKIIITUHH,
BUHHKA€E MOBHUI a00 4acTKOBUI MiXypOBUi 3aHIC (aHIpO-
TeHHUI TUIT), HEMae Tina eMOpioHa B3arai abo BOHO HEJO-
CTaTHBO PO3BUHYTE. SIKIO B 3UTOTI YM B KIITHHAX OJac-
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TOITUCTH BiAICYTHI a00 3MEHIIIeHI B KUTbKOCTI TeHU OaThKiB-
CBHKOT'O TTOXO/DKEHHS, CTPaXKIa€ PO3BUTOK 0OOJIOHOK ILIOIA
1 IMJIalleHTH, BUHHUKAIOTh CAMOBLIbHI BUKUIHI, TEPATOMH
(rinorennuii Tun). lle Moxke OyTH HACTIAKOM MMOMMIIKOBO-
ro IMIIPUHTUHTY ab0 Tpuruioini!' (OAMH MaTEPUHCHKUI Te-
HOM 1 J1Ba 0aThKIBCHKHMX YW HAaBIIaKH), a00 OJHOOATHKIBCh-
koi nucomii (OBJI).

[TopytieHHs MOHOAJIEBHOT eKCIpecii OHKOTEHIB, aHTH-
OHKOTEHIB PI3HUX KJIACIB MPHU3BENE 0 PO3BUTKY MPHUPOJI-
YKEHOI OHKoTaToJorii: petuHoOmactoma (13q xpomocoma,
MaTepUHCHhKE TOXOKeHHs), Hedpobdmactoma (Hp xpomo-
coma, MaTepHHChKe TOoXokeHHs ). [lepmmmu x 3 onmca-
HHX IMIIPUHTHHTOBUX XBOpoO Oynm curgpomu Ilpagepa —
Bimni (OaThKiBCbKE TMOXOKEHHS MyTallii B XpOMOCOMI
15gll —13), Arrensmana (Ta K JIOKami3amis, aje Mare-
PHHCBHKE TIOXOJKEHHS), 10 SKUX TaKOX 3apaxOBYIOTh CHH-
npomu Binemana —beksita (11p15.5, ren iHcymiHO3aIEXK-
HOTO (pakTOpa poCcTy, MaTepUHCHKE MOXOKEHHS), Paccen-
na —Cunbsepa (7 xpomocoma, red MEST 0aTbKiBCHKOTO
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MOXOJKEHHSI NPU HOro eKCHpecHUBHOCTI Yy Me30JepMi),
Mimnepa —/likepa (17p-, OaTbKiBChbke MOXOMKEHHS), CHUH-
apom i Jxopmxk! (22q-, MaTepHHCBKE MOXOIKEHHS), KO-
TSYOTO KPHUKY XS5p-, OATbKIBChKE MOXOPKEHHS), TPUXOPHU-
HogananreansHuit cunapom Jlanrepa — Ilneona (8q-, ma-
TEPUHCHKE MOXOJKEHH). Y 3B'A3KY 3 FTEHOMHUM IMIIPUH-
THHT'OM BHHHK Ta HMIMPOKO BUKOPHUCTOBYETHCSI HOBHIA TEPMiH
— (pyHKIIOHAJIBHA MOHOCOMIS (€ 0OMABI XpPOMOCOMH, aje
TMIpaIfioe JIMIIE OJIHA) Ha BIAMIHY BiJl CTPYKTYpHOI TOBHOT
YU YaCTKOBOI MOHOCOMIi, 110 HaJIeXkKaTh 10 XPOMOCOMHHX
XBOPOO.

BimoMuMm € BIUTMB IMIIPUHTUHTY Ha CTPOKU MPOSIBY 1
TSOKKICTB Tepediry HelipodibpoMaToly 000X THIIIB, CIIHH-
HOMO3KOBOT arakcii, xopei [ eHTiHrToHa.

IMOpUHTHHT — pi3HI MapKipyBaHHS ajelliB OJHOTO
reHa, BiiOyBaeThCs 3aBASKH (DYHKLIOHYBAaHHIO CIICIialib-
HUX TeHIB IMIPUHTHUHTY (imprinting box) i mopymyeTh-
Cs B 3B'SI3KYy 3 MYTaIlisIMU B IIUX TeHaX. ToOTO, K KOX-
HUI npoLec B opradizMi, IMIPUHTUHT Ma€ TeHETUYHY NPH-
POAY TOPSI 3 CMIreHeTHYHUM MeXaHi3MOM. IMIIpUHTHHT
MaiKe 3aBXKIU 3MIIMCHIOETHCS IMiJI Yac raMeTOTeHe3y ado
nepes 3MUTTSAM MPOHYKIICYCIB Y 3UTOTI 1 TOBUHEH MaTH
Tpu o3HaKu: Mmo-Tepie, MOBUHEH ICHYBaTH B OJHIN ra-
MeTi 1 OyTH TOCTaTHBO CTIMKHUM y MiTO031, 100 mepeaaTu-
Cs KOXKHIM KIITHHI eMOpioHa; MO-Apyre, B IUIIOINHIN
KIIITUHI MyCUTh BUSIBIISITUCS TIIBKU B OJIHIM 3 TOMOJIOTI-
YHUX XPOMOCOM; IO-TpeTe, IMIPUHTHHT MOBHHEH BiIHOB-
JIOBATHCS B CTATEBHUX KIIITHHAX IICJISI BCTAHOBJICHHS CTaTi
emOpioHa.

[Tpomec HayKOBOTO Mi3HAHHS IMIPUHTHHTY, HOTO Me-
XaHI3MIB 1 BIUIUBY HAa HOPMaJIbHUI Y MATOJOTTYHUNA CTaH
peryJismii excrpecii TeHiB, M0 YCIAIKOBYEThCS, TITBKH
pO3IMOYaBcs 1 MPOTHO3Y€E OJICp>KaHHS HOBHX 3HAHb 1 HO-
BHX MOKJIMBOCTEH BUKOPHCTAHHS B MPAKTUYHIN JISUTBHOCTI
JFOJTUHU.
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py4acHi npyuHuUnu I MoRInBOCTI
JIKYBaHHA Ta NPOPIIaKTHUKHU
CHAAKOBOI MATOJIOTI]

HanpukiHiii Apyroro TUCSYOIITTS BKE Hi B KOTO HE
HUHMKA€ CYMHIBIB B MOXJIMBOCTSIX JIIKYBaHHS CIaJKOBOI
[Tatosnorii. ITatonoris, 5K i 3JI0POB'SI, € HACIIIJIKOM peati-
3allii TeHEeTUYHOI MPOrpaMy B KOHKPETHUX YMOBAX >KUTTSL
Sxmo 3MiHUTH abo mporpamy, abo yMoBH ii peaizariii,
MOJIMBUM CTa€ 3MiHa (peHOTUMY 1 B OaraThbOX BUMAIKax
HaBITh MTPU3BOJIUTH JI0 3BOPOTHOTO PO3BUTKY XBOPOOH.

MOXIUBOCTI XipypridYHOTO BHUIIPABJICHHS aHOMAaJIH
PO3BUTKY 3pOCTAaIOTh 3 KOKHUM JHeM. OnepaTHUBHE BTPY-
YaHHS MI0JI0 YCYHCHHS MPHPOIKCHUX BaJ PO3BHTKY YC-
MIITHO 3MIMCHIOETHCSI HABITh B AaHTCHATAJIHLHOMY TIEPiOJIi.
VY Gararpox KpaiHaX IIMPOKO PO3BHHYTA IUIACTHYHA XIpYp-
ris (eTHYHa METUIIMHA) KOCMETUYHHUX JEe(PEKTIB: KOPEK-
IIis1 IIECTUTIAT OCT1, CHHIAKTHIII, 3MiHa PO3pi3y o4eid, Gpop-
MH HOCa, pOTa, BYX 1 TaKe iHIIE, M0 CIIOCTEPIraloThCs MpU
TeHHUX 1 XpPOMOCOMHUX CHHIIPOMAax Ta HETaTUBHO BILIHBA-
I0Th Ha MCUXOCOMATUYHUN PO3BUTOK AUTUHH. [Ipu 1ipomy
MYTaHTHI T€HH 30CTalOThCSA B T€HODOHAI MOMYJIAILii, pa-
30M 3 HUMH HE eNMiHytoTbes 1 Bcl iHm (1o 100 Tuc. y
KO’KHOTO OpraHi3My) T'eHH 1 BCl iX, MOXKJIMBO, YCITIIITHI KOM-
Oinarii. [lomymsiii opraHi3MiB KMBYTh 3a CBOIMH 0COO-
JMBUMH 3aKOHAMH, OCTATOYHO HE MI3HAHUMH.

Tomy HamaraHHs BIUTMHYTH Ha I1i 3aKOHH IIIIXOM eJTiMi-
JaIlii «IOTaHuX», HA HAITY JTYMKY, T€HIB 3 MOMYJISLi] MOXYTh
BUKJIMKATH HETlepen0ayeHl TeHEeTUYHI 3MiHH, 3 SKAMH JIIOJI-
IbTBO He 3MOKe BIIOpATHCS. 3aBIAHHS K MEUIIUHU B [ILIIOMY
1 KOXKHOTO JIIKapsi OCOOMCTO — 30eperTd BCi TEHOTHIIH, BCE
['eHeTruHe po3MaiTTS JIFOACTBA, 0O «IIOraH» CHOTOHI B TOMO-
3UTOTHOMY CTaHi T€HU MOXYTb BUSBUTHUCS (SIK TIPABHJIO, TaK 1
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€) TeHaMH CEeJICKTUBHO] IlepeBaru B reTepo3uroT HoMy, Habopi
3aBTpa, KOJIM 3MIHUTHCSI HABKOJIMIIIHE cepeioBUIe. "

CroroaHi x Jikap 000B'I3KOBO MOBUHEH CKOpEryBa-
TH HABKOJIMIIHE CEpEeIOBUINE ISl KOKHOIO XBOPOTO Ta-
KUM YMHOM, 11100 3amoOirTH KJIiHIYHUM MpOosiBAaM XBOpOOH,
abo mosermuTy ii mepedir, He MOMIKOJWUBIIN T€HOTHIIH
HACTYITHUX IMOKOJiHb. Came 11e, BUXOASYHX 3 KIATBH [ inImok-
para, BiANOBifae 3aKOHAaM MEIUYHOI €THUKHU: JOTPUMAHHS
1HTepeciB TUIBKU XBOPOTro, NpobaHaa, a He ciM'i, HE cyc-
HiIbCTBA, HE JepkaBu. Jlikapi — 11e 0coOiauBa CHUIBHOTA
JFO/IEeH, SIKi MarOTh Tepes; co000 3aBJaHHs, 30BCIM BIIMiHHI,
HaBiTh aJIbTEPHATHBHI TUM, IIO CTOSATH MEepe] IOPUANTHOIO,
MPaBOOXOPOHHOIO Ta IHIIUMH CIYy>KOaMu, IJis SKUX 1HTe-
pecu Jep)KaBH Ta CyCHIbCTBA BHII MOoHAA yce. [IpuHimn
HE eJIIMIHYyBaTH, a 30epiraTu reHOTHUIIM, Ma€ 3aCTOCOBYBa-
TUCS HE TUIBKH IIOJI0 MPHUPOJKEHUX BaJ PO3BUTKY, alie
TUM I1a4e JI0 JIIKYBaHHS CIIaJKOBUX XBOPOO MeTaboii3My,
ne(eKTiB cedocTaTeBoi CUCTeMH, iIMyHOoAedInuTIiB, dhapma-
KOT€HETHYHUX BaJl.

OcHoBH JIiIKyBaHHS (POPMYITIOIOTHCS TaK:

1. JlieToTeparisi: yCyHEHHs 3 [KI pe4OBHH, 3MIHEHUI Me
Tabo0II3M AKHMX BeJle 10 IHTOKCcUKanii abo mopyumeHHs
¢yskuiit opranizmy (PKVY, ranakrosemis, neniakis ta iH.).

2. 3amicHa Teparlisi: BBeJICHHS TOPMOHIB, aHTUTeMO(1JIb-
HHX, IMyHOMO/IETIFOIOUMX (haKTOPIB, (PEPMEHTIB Ta IHIIHMX PO
JYKTIB T€HIB, 5IKI HE YTBOPIOIOTHCS B OpPraHi3Mi XBOPOTIO.

3. YcyHeHHs (HakTOpiB 30BHINIHBOTO CEPEIOBHUINA, IO

MPOBOKYIOTH TATOJIOTiIO (TpaBMU mpu remodinii, pocdar-
nmiaberi; JIiKapchKi mpemapaTd Npu (GpapMaKOTeHETHYHHX
SH3UMOTIATIAX; YIbTPadioseToBe OMPOMIHEHHS, THCOJISIIIS
npu nopdipigx ta gedekrax pemapamii JHK; indikyBan-
HS TIPH MYKOBICIIM031 Ta iMyHOAe}INHTAaX 1 TaKke iHIIE).
4. OunieHHs OpraHi3My BiJ] HAKOIMUYEHUX y HbOMY TOK-
CUYHHX TIPOAYKTIB MeTabomizmy (yHition, Jl-TieHinuiaMiH,
KYIpEeHIJ Tpu TenaTo-JEeHTUKYISpHIA aereHepamii ta
1HIII).
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5. B octaHHE gecATHpivds 0araTo yBarw JOCIiTHUKHU
OPHUIIISIOTE METOAAM HPSIMOi KOPEKIil MyTaHTHOTO reHa
B COMAaTHYHMX KIITHHAX MalieHta. Alie I[i METOIU IIe He
JIOCKOHAJTI 1 HE B 3M031 3a0€3NeUYUTH CICHU(IUHICTh 3aMi-
HH TIOMIKOJPKEHOTO JIOKYCY i caMe B KJIITUHAaX KOMIIETCH-
THUX TKaHWH; CTAaBUTHCS 10 I[MX METOJIB HEOOXiTHO 3 OC-
TOPOTOI0, YCBiJJOMJIFOFOUYM HEMOKJIMBICTh 3BaXKHTH BCi (B
TOMY YHCJII HeOakaHi) HACTIAKW BTPYYaHHS B FCHETHYHY
nporpamy JroauHd. JlocBia, HaOyTHIl B MOJCIBHIN cHcTeMi
(inpopmariitHi Bipycu B mporpamMax KOMITIOTEpiB), HE
BUKITUKAE ONTUMIZMY.

Bynb-axuit Bua crenudivyHoro JiKyBaHHS CIaJaKOBOT
HaTOJIOrii, 3aCTOCOBAHM 1€ 10 MOSBU KIIHIYHOI KapTH-
HU 3aXBOPIOBAHHS, IMOIEPEJUTh PO3BUTOK MATOJOTI, TOO-
To Oyne Matu npodinakTuyHuil xapakrep. Came B TakuXx
BUIIAJIKaX BUKOPUCTOBYETHCS TEPMiH MPOQPUIAKTHYHE JIKY-
BaHHA — MNpo(diTakTHKa XBOPOOHW Yy HOCIS KOMIUICKCY
MYTAIliif, JOCTATHROTO U PO3BUTKY MATOJIOTIYHOTO IPO-
necy. BcTaHOBJICHHS MPaBHIBHOTO €TIONATOTCHETHYHOTO
JiarHo3y B JOKJIIHIYHOMY TIEpioJli TEHETUYHUX JCPEKTIB
Mae BUpIIIATbHE 3HAYCHHS [T 30€PEIKCHHS 3/I0POB'S TIPO-
OaHza.

[IpodinakTrika BUHUKHEHHS HOBUX MYTalliil TICHO MO-
B'si3aHa 3 caHali€ro (030POBICHHIM) IOBKLLIS, PalliOHAIb-
He 30epeKCHHS SIKOT'0 MOYKE TIPUHECTH BiIYYTHI TO3UTHBHI
HACITIIKH.

[TpodinakTuka mepenavi MyTaliil y MOKOJIHHSIX Ha-
I3JIKIB MTOBHICTIO 3aJIC)KUTh BiJ] MEAUKO-TEHETUYHOI CITyXK-
Ou KpaiHW, sIKa CKJIAJAEThCS 3 MEPEXi MEAUKO-TCHETHY-
HUX [IEHTPIB, KOHCYJbTAIlii Ta kKabiHeriB. CaMe B IHX 3aK-
Jajax JiKapsMHU-TEHeTMKaMH Ma€ OyTH BCTaHOBJIEHO IIpa-
BWJIBHUH NIarHO3 3 ypaxXyBaHHSM T€HETUYHOI T€TepOreH-
HOCTI, TUITy yCHaJKyBaHHs, HASBHOCTI I'€HO- Ta (PEHOKOMIH,
BU3HAYCHO TMPOTHO3 JIJIsl XBOPOT'O Ta YICHIB POAUHHU (3aXBO-
pITH YM MaTW XBOPUX JiT€i) Ta KOMIUIEKC 3aXO0JiB, JA0C-
TaTHIX U peabiniTarii XBOporo i poJIuHu.
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I'eHeTHYHUI PU3KK JUTA HAILAJIKIB XBOPOro, HOro cuodciB
Ta IHIIUX YWICHIB POJWHU 3aJICKHUTH BiJl TOTO, MyTalliiHOT
YU TEPaTOreHHOI MPUPOIH € MPUPOKEHA MATOJIOTis, Ha-
OyTa 4M ycCraJKOBaHa MyTallis Ta TUN yCHaakyBaHHs. L[s
iH(dopMarliss Mae BHpIIaNbHE 3HAYCHHS IS MPOBEICHHS
TEHETUYHOTO MOHITOPUHTY B YMOBaX MOCTIHHOTO aHTPO-
MOTEHHOTO 3a0py/IHCHHS, 3MIHEHHSI CEpE/IOBHIIA ICHYBaH-
Hs )KUBUX OPTaHi3MiB, Cepel AKX KHBE 1 IO SKUX Haje-
KHTB JIFOJICTBO.
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I'eHeTMYHM A MOHITOPUHT

['eHeTMYHMIT MOHITOPUHI — II€ CIIJIKyBaHHS 3a BEJU-
YUHOIO Ta JUHAMIKOIO (TEMITy Ta CIEKTPY) T€HETUYHOTO
BaHTAXXy. BU3HAYMTH BENWYMHY TEHETHMYHOTO BAHTAXKY
MOYHa 3a JJOTIOMOTOI0 BUKOHAHHSI CKPUHYIOUHX MPOTrpam,
— MacoBHX Ta CeleKTUBHUX. CKpPHHIHT, TOOTO TPOCitOBaH-
HS, BCHOTO HaceleHHs abo BCiX HOBOHAPOKEHHX, YCIX
MITITKIB, BariTHUX, HOBOOPAHIIB Ta IHIIUX € MAacOBHUM.
3niiicHeHHs LIbOTO BHUJY CKPHHIHTY HOBHHHO OyTH €KO-
HOMIYHO BUTiIHMM, TOOTO BUTpaTH Ha HOro NpOBEICHHS
MaroTh OyTH 3HAYHO MEHIIIMMH 32 KOIITH, HEOOXiTHI IJist
MEIUYHOTO 1 COLIATBHOTO OOCTYTOBYBaHHS ACPYKABOIO XBO-
pHX AiTel 1 1opociux.

MacoBuii CKpUHIHT J103BOJISI€ BUSBUTU CIQJIKOBY Ila-
TOJIOTIIO /10 ii KJIIHIYHOTO IMPOSIBY 1, 3aCTOCOBYIOYM Tpodi-
JAKTUYHE JIIKYBaHHS, 3a0€3MEYUTH 3/0pOB'S JUTHHHU B
pPOIUHI ¥ JIIONWHU B CYCHIBCTBI. MacoBi CKpUHIHTH —
1€ BEJIMKI COIaTbHO-eKOHOMIUHI IporpaMu’ 30pi€HTOBaHI
Ha BUSBIICHHS JIOBOJII momupeHux (He meHm sk 1:50 000)
TeHETUYHMX JIePEKTiB, 10 BEAYTh JI0 3HAUHOTO 3HWKEHHS
KHUTTE- Ta Tpane3aaTHoOCTI iHauBiayyma. Kpim Toro, meto-
JI1 MacoOBOTO CKPUHIHTY MAalOTh OyTH BiTHOCHO MPOCTHMHU,
JEIIEBUMH, IIBHIKAMU (E€KCIIPEC-METOIN) Ta M030aBICHH-
MU TICEBIOHETATUBHUX pe3yJIbTaTiB. [ '0JIOBHOIO X BHMO-
TOI0 JI0 TEHEeTUYHOI MATOJIOTi, 1110 TMPOMIOHYETHCS IS Maco-
BOTO CKpHHIHTY, € ii KypaOinpHicTh. HaBimo BHABIATH
XBOPHUX, SIKUX HE 3HAEMO SIK, a00 HE MAEMO UMM JIIKyBaTh?
Ile amopanbHO i €KOHOMIYHO HE BHUIpaBAAHO. Y HAIIUX
EKOHOMIYHHUX YMOBax B YKpaiHi BCIM IIUM BHMOTaM BiJIIO-
BIIaIOTh JIBI HO30JI0Ti4HI (popMU: (PEeHIIKETOHYPis Ta TiMo-
THpeo3. HeoHaranbHuii MacoBUi CKpUHIHT Ha ()EHLIKETO-
HYPIIO Ta TIIOTUPEO3 JO3BOJISIE MOPOKY 30eperTu 310po-
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B'sl Ta pO3YMOBY MOBHOIIIHHICTh Mai>ke BCIM JIITSM 3 III€I0
natonorieto: 5 3 10 000 HOBOHAapoHKEHUX, TOOTO HE MEH-
me sk 10 gited y micti Kuesi, abo Oinbme sk 200 miTel B
VYkpaini. i ABi ckpuKkyrodi mporpaMu MOBHHHI BHKOHY-
BaTHCA Ha Bcii Teputopii Ykpainu mpu 100% oxoruieHHi
HOBOHAPO/XKEHHX.

Jlo mporpamu 1bOTO IJIaHYy BIAHOCHUTHCS TaKOXK MacOBHIA
CKpHHIHT (yJIBTPa3BYKOBE JOCIipKeHHS — Y3]1) BaritHux
Ha BUSIBIIEHHS IPUPOJKEHUX BaJl PO3BUTKY Y IUIOAA.

VYci MacoBi CKpUHIHTH TTOBUHHI MaTH 1Ie i 000B'S3KO-
BUI JIPYTHA eTar OUTbII CKJIAHOI, a OT)KE TOYHOI Ta I0pO-
roi MIarHOCTHKH JUIS 3HSATTS A1arHo3y Y ICEBOMO3UTHUB-
HUX BUMAJIKAX 1 KOHTPOJIIIO 32 €PEKTHBHICTIO JIIKYBaHHSI.

CeneKTHBHI CKPHHYIOYI TPOTPaMH 03HAYAIOTh OOCTEKEH-
HS TIEBHOI TPy XBOPHUX BKE IMICIIS MPOSBY TEHETUIHOTO
nedekTy 3 MeTO0 BUSBIICHHST KOHKPETHOI CITaJJKOBOI MaTo-
sorii. Hanpukotan, oOctexxeHHs Ha (PEeHITKETOHYPIFO BCIX JiTEH
3 PO3yMOBOIO BiJICTATICTIO, 200 Ha MYKOBICIIUIO3 — YCiX
XBOPHX 3.XPOHIYHOIO JIETEHEBOIO a00 KHUIIIKOBOIO MATOJIOTIETO,
BCIX YOJIOBIKIB 3 O€3IUTIAIAM, 3yMOBICHHM MPUPOIKEHOIO
areHesi€r0 CIM'SIBUHOCHUX NPOTOK. EQEeKTHBHICTH Takux
Mporpam 3HaYHO HIDKYA, TOMY 10 TeHETHYHHUN Je(eKT BU-
SIBIIIETHCS BXKE TICIISL HOTO KIIIHIYHOTO TPOSIBY, IO 3MEH-
1Iy€e yCIiX JIKyBaHHS. AJie ofiep)kaHa iHpopMallisi Mae Heo-
I[IHEHHE 3HAYEHHS Ui MPOBEICHHS MEAUKO-TeHETHYHOTO
KOHCYJIbTYBaHHS MPOOaH/a Ta YWICHIB HOro POAUHHU.

PesynpTaToM mpoBeAeHHS CKPUKYIOUHX MporpaMm Ta
LIECTIPSIMOBAHOI Tpalli MEpeki MEAUKO-TEeHETHYHUX YyC-
TaHOB B HAaMpPsAMKY IHCIIAHCEpH3allii POIAHH 31 CIaJKOBOIO
MATOJIOTI€I0 TIOBUHHO CTaTU CTBOPEHHS PEECTPY TeHETH-
HuX nedektiB B nomysii. Came Toai Oyae BUpIIICHE TH-
TaHHS PO BEJIMYUHY Ta CTPYKTYpPY T'€HETHUHOTO BaHTaXy
Ha CHOT'OJIHI.

['eHeTMYHUIT MOHITOPHHT 3a JTUHAMIKOIO T€HETUYHOTO
BaHTaXy, 3a TEMIIOM MYTallIiHOTO TpoIecy Tpeda mpoBa-
JUTH TIOCTIITHO, 3aCTOCOBYIOUH BCl 3alPOTIOHOBaHI METO-
. A came:
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1. ®eHOTUNIYHUI MOHITOPHUHT: CIiJKyBaHHS (Kpalie 3
MOMEHTY HapOJ/KEHHs) 3a YaCTOTOK JOMIHAHTHOI MaTo-
JIOTii 3 MOBHOIO NMEHETPAHTHICTIO 1 JOCTATHHOIO EKCIIpe-
CUBHICTIO, BIJICYTHICTIO T€HO- Ta ()EHOKOIIIH, M0 KJIIHIYHO
MPOSIBISIOTHCSA B PAaHHBOMY OUTAYOMY Bimi. Jlo miei ma-
TOJIOTiT HAJIeKATh aXOHJIPOILIA3is, aHIpUIIsS Ta IHII «Bap-
TOBI» (DeHOTHIH, TOOTO MATOJIOTIsA, 32 AKOT JISTKO KIIIHIYHO
BIJIOKPEMHUTH YCIaJKOBaHI MyTaIlii BiJi HOBOHAOYTHX. AJie
OuTBII MOKIaAHY iH(QOpPMAIIiF0 3 I[LOTO MUTAHHS Ma€ JIaTH
pEeECTp CMaaKoBOI1 MATOJOTII, CKIIAICHUH JIIKapsIMU-TeHE-
TUKAMH.

2. bioXiMiYHHII MOHITOPHHT 32 YaCTOTOIO HOBUX MYTaIlii
€ METOJIOM BHBYCHHS MOiMOpdi3My OiskiB kpoBi. Lleit
BUJ
MOHITOPUHTY BUMarae JA0CIII)KEHHsS MaKCUMaJIbHO BEJIN
KOi KUIBKOCTI JIOKYCiB Y MaKCHUMaJIbHOT KIJIBKOCTI JIFOJIeH.
Bin Haj3BuuaiiHo goporuii 1 He qyxe eekTuBHUM. 3anpo
noHoBaHa Monudikaiis uporo meroay (FO.I'. AnTyxoB)
— O10XiMIYHHH CETEKTUBHUM MOHITOPHHT 33 4aCTOTOIO
HOBUX MyTalili MOHOMOpP(HUX O11KIB (1yXe oOMexeHa
KITBKICTh ICHYIOUHUX aJieJiB) cepell OpraHi3MiB 3 JeTalb
Hoto naroJjoriero (BukuaHi, [IBP, nepunaranbia cMEpTHICTD).
s moguikalis He CyTTE€BO 30UIbIIY€E Pe3yJIbTaTUBHICTh
010X1IMIYHOTO MOHITOPUHTY, 00 TOJIOBHUM HOT0 HEJIOJIIKOM
(sIK 1 mpH BCIX 1HIIUX METOAaX) € HEMOKJIUBICTh MIJITBEP
nuTH 6ioJioriyHe 0aThKIBCTBO, MO0 BUKIIOUUTH YCTATKO-
BaHICTh MyTaIlii.

3. LluroreHeTHYHUI MOHITOPHHT 32 YaCTOTOIO HOBUX XPO
MOCOMHHX Ta TeHOMHHX MYTAIlii Jy»e TOPOTHH Ta TPy 10
MicTKui. BiH moTpeOye 00CTe)KEeHHS WICHIB POJUHU Ta
BUKJIIOUEHHS BUTIAJKIB YCIAJAKyBaHHSI XPOMOCOMHHUX abe
partiii, BapiaHTiB 200 YMOB, IIT0 IPU3BOATH JIO iX BUHHK-

HEHHS ITiJ] 9ac Meio3y.

4. MonexyJIsipHO-TeHeTUYHUI MOHITOPUHT 3apa3 TUTbKH
PO3pOOIAETHCS 3 METOIO BCTAHOBIICHHSI HOBUX MYyTallild Ha
piBHI XpoMocoMHO1 Ta miToxoHapiansHOi JJHK B cTaTe-
BHX a00 COMATWYHHMX KIIITHHAX 3 OOOB'S3KOBHM TiATBEPI-
KEeHHSM OaThKiBcTBa. [le — MOHITOpUHT MalOyTHHOTO.
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5. MonitopuHnr 3a apxiBaumu gokymentamu (H.IT.bou-
KOB) JI03BOJISIE BU3HAYUTH TEMI MYTaLiHOTO TPOIECY 3a
3MIHAMHU YacTOT JIETATFHUX Ta YMOBHOJETAJIBHUX MYTAlliif
(BUKM[HIB, HEJOHOIIIEHOCTi, HOBOHapomkeHux 3 [IBP, me-
puHaTanbHO! cMepTHOCTI). MOHITOPUHT 32 TPUPOKEHHU-
MH BaJaMH PO3BHUTKY HE Jla€ BIATIOBil HA MUTaHHS, M/ \Ta-
[iIfHOT YK TEepaTOreHHOI MPUPOIY € BHUSIBICHA ITAaTOJIOTI,
1 TUM TIa4€ He BU3HAYa€ KUTbKOCTI HOBUX MYyTAIliH.

Pe3ynbTaTuBHICTD, YCTIIIHICTh TEHETUYHOTO MOHITOPHH-
Iy TOBHOIO MIpOIO 3aJIe)KUTh BiJl PiBHA 3HaHb T'€HETHUKH
JiKapsAMHU yCiX CHEIialbHOCTEH, Hacammepen meaiaTpamu,
aKyIIepaMH-TiHEKOJIOraMH, HEBPOJIOTaMH, Hedposoramu,
TNICUXiaTpaMy, €HIOKPHHOJIOTaMH, JIEPMaToJIOraMH, IMaToJo-
roaHaTOMaMH. 3 METOI0 yJOCKOHAJICHHSI MEJUKO-TeHeTHY-
HOTO 00CITyroByBaHHS HAaceJleHHs, 30epexeHHs reHOo(OoH-
Iy TomyJysimii HeoOXimHO 00'€eqHATH ICHYIOYI METUKO-Te-
HETUYHI YCTaHOBH B €IMHY YHI(IKOBaHy CHCTEMY, OCHAC-
THUTH ii Cy4acHOIO KOMITIOTEPH30BAHOIO TEXHIKOIO, amapa-
TYpOIO, PEaKTUBAMH, METOAWKAMHU 1 €IMHUMH (GopMaMu
JOKYMEHTIB 3BiTy Ta 00miky. Toxi MoxkHa Oyne CTBOPHUTH
enuHy 0a3y JaHuX i BUKOPHCTOBYBATH ii 3aiJisi TeHETHY-
HOTO MOHITOPUHTY MOIYJIALIl HAaCEeNeHHs HaIIoi KpaiHH.
Kpim Toro, Tpeda 3aBxau maM'siTaTH, M0 OCHOBOIO I'eHE-
TUYHOT MIHJIMBOCTI MOMYJISLIi € MyTaliiHUI mpoliec, ane
Horo posb He CyTTeBa. Y 3MiHEHHI reHO(OHIy MOIMyJIALin
TOJIOBHOTO 3HAY€HHsI HAOYBaIOTh MPHUPOIHUIN CTaOLTI3YIO-
4yl BiAOip, mirpailis Ta BUMAAKoBi (GiaykTyamii (apeid
T'CHIB).

AJie 1 OCHOBHI MEXaHi3MH €BOJIOIIT PO3IIISIAI0ThCS
HOIMYJISIIHOIO TE€HETHKOIO.
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MennuHi acClieKTH FreHHOo-
iH;KeHepHoI1 0ioTexHOoJI0ril

OcraHHi JOCITHEHHS 3araiabHOoI, MEAUYHOI 1, 0COOJINBO,
MOJIEKYJISIPHOI T€HETHKH Jal0Th HOBE PO3YMIHHS €TiOJNOTil
Ta MaTOreHe3y XBOPOO, SKEe MOYMHAETHCS Bl MOJEKYJIH,
II0 KOJly€ O3HaKu. Bce yacTile BXHMBAEThCS TEPMIH MOJIe-
KyJsapHa MenuiuHa. CyyacHi HayKOBi 3HAHHS 1 MOJIH-
BOCTI MOJIEKYJISIPHOI JTIarHOCTUKH Ha PiBHI TeHa, abo Horo
NPOIYKTY, 3yMOBJIOIOTh HEOOXIHICTh 3aCTOCYBAaHHS MO-
JIEKYJIpHOI Tepartii XBopoOH. Y CBiTi iCHYIOTh (hipMu, sIKi
MPOMHUCIIOBUM-IIJISIXOM BHPOOJISIFOTH Ta MPOJNAIOTH CIIEIli-
aJIbHI J1arHOCTHYHI MOJEKyJu: crenudiuHi GpepMeHTH
(AHK-pectpukrasm, jira3u, peBepTa3u Ta iH.), KOTpi mpa-
IIIOIOTh Y MEBHHUX AUISTHKAX HYKJICTHOBHX KHCIIOT, CHHTE-
sytots JIHK wa JIHK, JIHK na PHK, po3pizatrote moie-
kyau JIHK y TouHO BHW3HaueHUX MICHSX. YTBOPIOIOYH
(dparmeHTr oTpiObHOT MOBXKMHU. Ha 11ii1 OCHOBI IPYHTY€Th-
Cs1 MOJIEKYJIAPHO-/1IaTHOCTUYHUM METOJl BU3HAYEHHSI MOJIi-
Mop(hi3My HOBXKUHH pecTpuKIiiHNX (hparmeHTiB ([IIPD),
3a JIOTIOMOT'OIO SIKOTO BCTAHOBJIFOETHCS HOCIMCTBO MyTallii,
3uerieHoi 3 koHkpetHumu ¢parmentamu JIHK. Ileit me-
To11 OyB po3pobuenuil y kiHii 70-x Ha modatky 80-X pokiB
1 3apa3 IIUPOKO BUKOPHCTOBYETHCS K ISl KapTyBaHHS
TeHIB, TaK 1 JJs1 MOJIEKYJSPHOI J1arHOCTHKH CHaJIKOBHX
XBOPOO.

Ha kinenp 80-x — movatok 90-X poKiB HAIIOTO CTOPIUHS
kaproBano Oiuneie 300 000 reniB mroguHu. HaiOinbin
YCIIIIHO TPOBAAATH POOOTH OO0 BHUKOHAHHS IMPOTpaMH
«I'enom moquamy BueHi CIIIA (kaproBano 50% reHiB), Ha
npyromy wmicti — Anriist (15% rewniB). Lo sk nporpamy
OTIaHOBYIOTH 1 pociiiceki BueHi: C.A. JliMOopcbka — po3-
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mudpyBana gekiibKa MOCaiIOBHOCTEH F X-XpoMocomi,
B.A. €BrpadgoB — KapTye reH, KUl BiIOBIJa€ 32 XBOPO-
o0y ®puapetixa, E.K. ['iHTep — TeH kepaTwHy, 110 BiJIO-
BiJlae 3a JIOJIOHEMiTomBeHH Keparto3, [[.B. 3ameraeB —
KapTyBaB T€H TPUXOPUHO(AIAHTCATBHOTO CUHAPOMY, THII
IT (JTaurepa —I'imionHa).

B VYkpaini Taki ZOCTiIKEHHS CTAaBIATHCS HAYKOBIISIMHU
[HcTuTyTY MONekysipHOi Oionorii Ta renetnkn HAH Ykpa-
iHUM, cepe sIKUX y mepiry depry Tpeba 3ragatu B.M. Kascana
(KapTyBaHHS T€HIB, IO €KCTIPECYIOTHCH).

Mertonuku kapryBanHs reHiB Ta JIHK-miarHocTukm
MyTaIliil PUHIUIIOBO HE BIJPI3HAIOTHCSA 1 CKIATAIOTHCS 3
TUX CaMHX €TalliB: KJIOHYBaHHS 3aJlaHUX IOCJIIOBHOCTEH
JHK, Buninenns JIHK 3 kJIiTHH meBHOI JTIOAWHH, PECT-
puknis uiei JHK i ri6punuzais.

MoOXIuBICT CHUHTE3yBaTH In Vitro MOJIHYKJIEOTUIH,
KOMIUIeMeHTapHi 10 neBHoi AutstHku JJHK, -nexuts B oc-
HOBI 1HIIOTO METOIy — IOJIiMEepa3Hoi JaHIIOIOBOI peakIil
(IJTP), mo mo3Bosisie BUSSBUTH KOHKPETHY MYTAIlilO B Tar-
JOTUI, BCTAHOBUTH J1iarHO3 TOMO3UT'OTHOTO YU TE€TEPO3HU-
TOTHOT'O HOCIHCTBA MartoJiorii Ha Oyb-sAKii cTrajii oHTOTre-
He3y Ta B OyJb-sKUX KJIITHUHAX OpraHizmy.

IUJIP — me JIHK-texHomoris, mo Mae BEIUKY MpakK-
TUYHY I[IHHICTh. BoHa 1a€ MOXIUBICTH BUOIPKOBO 301IBIIIH-
TH B Midiapj pasiB KuUIbKicTh meBHOI ainsgsaku JJTHK mos-
skuHoto Big 1 g0 20 000 map ocHoB. s Toro, mo6 BuOpa-
TH cerMeHt, HeoOximHi nmpoou JIHK nosxkuuoro 15 — 20
HYKJICOTH/IIB, 110 € KOMIJIEMEHTApHUMHU /10 AUISHOK, PO3-
TaIIOBAaHMUX Ha KIHISIX CETMEHTA, KWW LIKaBUTh JiKaps.
o JIHK mnarmienTa Tpeba nogatu Taki mpoOu Tta GepMeHT
— tepmocriiiky JIHK-moimepa3sy. B ymoBax mporpiBanHs
JHK mamieHTa po3miiiseTbcss Ha 2 HUTKH, @ HA MOMEHT
HACTYITHOTO OXOJIOJ)KYBaHHSI MPOOM — BOHU KOMILIEMEH-
TapHO TPUEAHYIOTHCS JI0 KIiHIIIB (hparMeHTa, mo MmyKaeTh-
csa, 1 JJHK-momimepasa Oyaye mMik HUMH TOAATKOBY MO-
nexyiy. [ToTiM 3HOBY CyMilll POTPiBA€THCS, HOBA IO/IBiHA
CIipajb PO3IIA€THCS, CYMiIl OXOJIOIKY€ETHCS 1 2 HUTKH
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MIPAIIOIOTh K MATPHIIL JUII HOBOTO CHHTE3Y TOIIO. T0o0TO
cerment JIHK, sikuii B 11i1oMy reHOMi HEMOXKJIMBO HaBITh
MTOMITHTH, aMILTI(IKY€ETHCS M1 9ac TPUIIATH ITUKIIIB CUH-
te3y 1o kimbkocti JIHK, siky Bxke MOXHA BHUBUWTH, HaBITh
CIKBEHYBAaTH (TOOTO YUTATH 3aMKC HYKJICOTHUIIB).

3 nomomororo [JIP y reHotuni moxHa: 1) BU3HAUUTH
IHTErpoBaHi BipyCHI IMOCIIJOBHOCTI (BipyC MamiJIoMH, Bipyc
IMyHOZE(DIIMTY JIOUHHU, BIpYC T€NATUTY, IUTOMETaJIOBi-
pyc); 2) imeHTudiKyBaTH OHKOTC€HHW; 3) BH3HAYUTH Ha-
SIBHICTh MYTaIlii, 1[0 MPU3BOAATH JIO CIIAJIKOBOI ITATOJIOTIi
y TOMO3HTOTi (MYyKOBICIIHI03, (PEHIIKETOHYpIsl, CEPIOBH/I-
HOKJIITHHHA aHeMis Ta iH.), reTepo3uroti (xsopoda ['eHTi-
HITOHA, HelpodiOpomaTos Ta iH.), TEMI3UroTi (3UeIIieH] 3
X-xpoMocoMoro M'si30Ba-aucTpodis Jromenna, bekkepa, re-
MouIis Ta iH.), 00 3yMOBIIIOIOTh CXHJIBHICTB JIO aTEPOCK-
Jepo3y Ta imeMiqHoi xBopoOu cepus. Llelt meton m03Bo-
Jisl€ CTaBMTH JiarHO3 B IPEHATaJbHOMY MEpioji, 10
KIIIHIYHOTO TPOSIBY XBOPOOH, POIIMPIOIOYM TUM MOMKIIH-
BOCTI MPOQITAKTUYHOTO JIKyBaHHS, CTBOPCHHS A aNTHB-
HOTO CEpeJOBHUIIA, 1HAMBIIYaTbHOTO MIAXOLY 1O Tepamii
XBOPOOHU y KOHKPETHOTO MaIli€HTa.

JliarHOCTHYHI MOJNIEKYJIM MalOTh Ha3BU: MpanMepH, Mpo-
Ou, 30HIU Ta IHIII, BUPOOJIIOTHCS 3 JIOTIOMOTO) METO/IIB
TeHHO-1H)KEHEPHOT 010TEXHOJOT1i SK KOMEPIIiKHI JiarHoc-
THKYMH, Ha SIK1 ICHYIOTh IIIHHUKH, OJJAHKA 3aMOBJICHb, iX
3aCTOCYBaHHS y IUPOKIA METUYHIN MPAKTHII JIIMITY€ETh-
CS TIIBKH 1X TOPOKHEUETO.

Jiarno3 xBopoOu Ha PiBHI MOJIEKYJIM TIOBHICTIO 3MIHIOE
MXIT A0 JTIKyBaHHS XBOpHX. BimomocTi mpo Te, 1o 3ax-
BOPIOBAHHSI, BUKJIMKAHE MYTAII€I0 TIEBHOTO T'€Ha, 3yMOBITIOE
TEeparito MOBHOIIHHUMHU TPOJYKTAMHA HOPMAJIBHOTO TE€Ha
(HempsiMa TeHHA Teparis), a00 HaBiTH BBEJCHHSIM B KIIITH-
HU CaMOI'0 HOPMaJIbHOTO IeHa (MpsiMa reHHa Teparis 4,
K 11 1IHKOJIM Ha3UBAIOTh, TEHHA XIpYypris).

VY Toli 9ac sk MOJICKYJISIpHA JTIarHOCTUKA Ta TCHHO-1HXKe-
HepHa Ol0TEXHOJIOTISI AIaTHOCTHYHUX MOJICKYJ HE BHKIIH-
KaloTh MOPAJIbHUX 3aCTEPEKEHb, TeHHA Tepallis, o0y 10Ba-
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Ha Ha MPUHIMIIAX BTPYyYaHHS B TeHETHYHY iH(OpMaIlio Ta
CTBOPEHHSI HOBUX OpraHi3MiB, MOPOJUKY€E HOBI CEpHO3HI
JICOHTOJIOT1YHI MPOOIIeMHU.

Haiibinbiie 3HaueHHS cepel TepaneBTHYHUX MOJIEKYI
MalOTh TOPMOHH — CHUTHAJIbHI PEYOBHMHH 3 3arajbHOI0
perynsaTopHoto ¢yHkIie. CaMe BOHU KepyloTh OararbMa
MpoIlecaMy B OPTraHi3Mi, peryiiorTh 3/aroKeHy poOoTy
reHeTH4yHoi nporpamu. Jledimur adbo gedext ropMoHiB, BUK-
JIMKaHUK TICBHOIO MYTAIIIEI0, CIIPUYMHIOE TSDKKI €HIOKPHHHI
3aXBOPIOBaHHS, sIKi, SIK 1 BC1 CIIAJKOBI XBOpOOH, BUMAraroTh
MOJIEKYJIIPHOI Teparlii MpOoTATOM YChOTO XUTTS. [HCYIIiH,
YKUTTEBO HEOOXITHUM TSl JIIKYBaHHS ITyKPOBOTO J1a0eTy
— HaMMOUIMpPEeHINIoi eHOOKPUHHOI XBopoOu (1o 25,5% Ha-
CeJICHHS PI3HUX TOmyJswii), 3 1922 p. oxepxyBanu 3
MIIITYHKOBOI 3aJI031 BEJIMKOI poraToi XyAoOW Ta CBH-
Hert. [t omeprxkanns 100 T KpUCTATIYHOTO 1HCYITIHY, HEO0-
XiIHO BUKOpUCTATH MianutyHkoBi 3amozu 4 000 xopis.
XimMiuHU# CHHTE3 1HCYINiHY CKiIamaeTbes 3 170 xiMigHHX
peaxiiid, i Horo Bakxko OyJIO BIPOBAJWUTH B MPOMHCIIOBE
BUpOOHUNTBO. 3 1979 p. po3noyaBcsi CUHTE3 1HCYIIHY 3a
T'€HHO-1H)KEeHEPHOIO O10TEXHOJIOTIEN0, SIKA BUSBUIIACS HAIPO-
4y IPOAYKTUBHA: y BemukoOpuTaHii 3a JOOMOT'0I0 TaKo-
r0 reHHOro cuHTe3y oaepxytoTh 100 r incyminy 3 1 000 i
KYJIBTYpaJbHOI piguHH, 3aMicTh 800 Kr MiANUTYHKOBOI 3a-
103H, siki Tpeda 3abpatu y 4 000 kopis.

I'eHeTn4HO 3yMOBIIEHA HEIOCTATHICTH COMATOTPOIIHY '€
MIPUYHHOIO Tinodi3apHOi KapIUKOBOCTI, IO 3yCTPIUAETHCS
1:5 000 miteit. Lleit ropmoH BupocnenudiuHui, TOMY s
JIKyBaHHS XBOPHX HEOOXITHUM € COMATOTPOIIIH JIOJCh-
KWIiA, KW 10 IOYaTKy €pu CHUHTE3y OJEpKYBald 3 TiMo-
(b131B TIOACHKUX TPYIIB, 1 HOro BUCTAYaIo sl JIIKyBaHHS
JUIIe TPETUHH XBOPUX. TOMYy HI B KOTO HE BUHUKAE
CYMHIBIB IIOJI0 TIEpeBar reHHO-1H)XEHEPHOI 010TEXHOJIOT1i
OJIepKaHHs JIFOJCHKOTO COMATOTPOIIIHY 3 OaKTepii, SKUM
B F€HOM MEPEHECEHO T'€H TOPMOHY POCTY JIIOJUHU. 3a Ja-
HuUMHU mBeaAckkoi (ipmu «Kabi BiTpym», BHpOOHHKA
MPOIYKTY, 3 1 J1 MIEBHOTO OAKTEPIaIbHOTO CEPEIOBUIIA Y-
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pe3 7 roj1 BUALIAETHCS KUTbKICTh COMAaTOTPOITiHY, aHAJIOT14-
Ha pe3yNnbTary 3 rino¢izi 60 MOICEKUX TPYMIB.

['enHO-iH)KEHEpHA O10TEXHONIOTIA J0NoMarae oJepKaTH
TPaHCTEHHI OaKTepii, 0 HECYyTh B CBOEMY TI'€HOMI I'€HH
TOPMOHIB TUMYca (3aJ103a 3arpyIHUHHA), OeTa-eHma0p(]iHiB
MO3Ky, puiizuHr-gakropa comarorponiny (CTT-P®), pu-
nizuHT-(akTopa THpeoTpornHoro ropmony (TTI-P®) rimo-
Tamamyca (IUIsTHKA mMia30poBOropooBa).

3 BEJMKUM YCIIXOM BUKOPUCTOBYEThCS T'€HHO-1HXXEHEp-
Ha O10TEXHOJIOTIS Ui BUPOOHMIITBA 1HTEphEPOHY, 1HTEP-
JIEHKIHIB Ta IHITUX MOIYJIATOPIB IMyHOTIOE3Y.

['eHeTn4HI TporpamMu KXUBUX OPraHi3MIB y HaIIiil 0io-
CHCTEMI HaIHCaHI OJHIEI0 MOBOIO 3a €IUHUMH 3aKOHAMHU,
TOMY MOKJIMBOCTI CTBOPEHHSI TiIOpUIHUX T€HOMIB Ta T€HO-
THITIB TIPAKTUYHO HE OOMEXeHi. | eHr JIoAnHN MOKHA Tie-
PEHOCUTH 10 TEHOMIB HE TUIbKM OaKTepii, aje i eykapi-
OTIB: JPDKIXKIB, POCIIMH, KOMaxX, TBApUH. BueHi mparoroTs
Ha/I CTBOPEHHSM TPAaHCTEHHUX POCIHH, AKi O MicTHIH
OUTKOBI MPOYKTH JIFOJMHU, HAIIPHUKJIA, TIICHUII 3 TeHa-
MU iHTepdepony. [Ipoaykramu reHHOI iHXeHepil MOXYTh
OyTH 1 CLTBCHKOTOCIOJAPCHKI TBAPUHU (KOPOBH, BIBIIi),
SKi 3 MOJIOKOM OyayTh BiJJIaBaTd TOPMOHH, IMyHOMOZY-
asTopu abo 1HMII OIIKK JIOJUHU ISl 3aMICHOI Teparmii
CaakoBux Baj.

EQekTHBHICTh BAAIOrO MEPEHECEHHS T'eHIB 3 OJHUX Te-
1OMIB JIO 1HIIMX JAJIEKO HE CTOBIZCOTKOBA. Y PI3HUX €KC-
MEPUMEHTAaX Ha PI3HUX MOJEIBHUX CHCTEMax BOHA CTaHO-
BuTh BiJ 2 10 10%. Tomy mocrae Take 3aBIaHHS: PO3MHO-
JKEHHsI TPAaHCTEHHHUX OPTaHi3MIB JAJIsl OJepXKaHHS iX y J0-
CTaTHIM KiabKoCTi. Lle CTOCyeThCs, TOJIOBHUM YHHOM,
OpraHi3MiB 13 CTaTEBUM PO3MHOKCHHSIM, 00 caMe y HHX
IpU PO3MHOXKEHHI CIIPallbOBYIOTh 3aKOHM MeHaens —
po3iierieHHsT y moToMcTBl. OOIMTH 111 3aKOHHU MOJKITUBO
IUISIXOM KJIOHYBaHHS HAIIaJKiB 13 COMAaTUYHOI KIIITUHU
TpaHcreHHoro opranizmy. 3 1995 p. fAu Vinemar (Exin-
oypr, lllotnanmis) 13 cmiBpoOITHUKAMHU TPAIIOBAIHM HAJI
KJIOHYBaHHSM BiBIIi (277 cripo0) 1 Taku ofep>KaJik OJTHY
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BiBIIO ([loyi) 3 JeHyKJIeHOBaHOI SHIEKIITUHN Ta sapa
KJIITUHU MOJIOYHOT 3aJI03U OJHI€T BiBIIi-T0HOpa. MaTip'to
il B’)Ke He MOkHa Ha3BaTu (00 He Oyyo O0aThKa), X094 BOHA
1 Hapoamna Jlomm. Bes XpoMocoMmHa 1 UTOIUIa3MaTHYHA
JIHK y 1p0oro KJIIOHOBAaHOTO HAIlaJKa Ma€ €IMHE MOXOJ-
JKEHHSI, TOMY Hall[aJJOK MyCUTh OyTH TMOBHOIO KOMI€IO TIOHO-
pa. JleHykielioBaHa SHIEKITIITHHA 3 BBEICHUM Yy HeEl JHII-
JIOITHUM COMATUYHHUM SPOM OJepajia TeBHHUI eHepre-
TAYHUHN TTOIITOBX JIO JAUICHHS 1 32 TEHETHYHOIO TIPOTPaMOI0
yTBOopwiaa BiBio Jlomr. Y BemukoOpuranii y 1997 p. me-
TOJIOM KJIOHYBAaHHS OJIEpKaJIM Ie¢ OAHY BiBIt0 — [losumi,
siKa BIIpI3HAETHCA Bia Jloswmi THM, 110 BOHA — KOITiSl TPaHC-
T'€HHOI BIiBIll. Y TEHOTHIII JOHOPA, a oTke 1y [lomti, MicTuTh-
¢Sl T€H IIEBHOTO O1IKa JIOIUHMA.

MoJoKo TakuX TBapwH — JIiKK (HEempsiMa TeHHa Tepa-
Iis1) IpY TIE€BHiI TeHeTHYHIN TaToJoTii. 3apa3 BUPIIIYETHCS
MUTAHHS OJICPKAHHS SKOMOTa OUTBINE 1MEHTUIHUX eMO-
pioHIB (TOOTO «MOHO3UTOTHHX» OJM3HIOKIB, SIKIIO SIMIICK-
JITUHY 3 COMAaTHYHUM SIJJPOM MOKHA HA3BaTH «3UTOTa»}.
VY 1upoMy HampsMKY IUTIIHO MPAIfOIOTh BUEHI ABCTpaulii.
Bonu ninsaTh GracTonMCTy Ha BIATMOBIAHIN cTadil pO3BUT-
Ky Ha 30 okpemux 3apoaxiB. IIoTiM 3HOBY BHpPOIIYIOTH 3
KOXHOI KIITHHH OJACTOLMCTH 1 PO3IUISAIOTH iX e 10
cramii mudepeHmiamii oKpeMux KIiTHH-3apoAkiB Ha 30
yacTUH. PO3MHOXKEHHHS HTHME B T€OMETPUYHINA MPOrpecii.
Jlo 1boro yacy HiXTO 3 JOCIiJHUKIB HE OTPUMYBaB OLIbIIIE
gk 100 eMOpioHiB BiJ ofHi€T O1acTOUUCTU. ABCTpaiichKi
BueHi Bxke oTrpumanu Oing 500 3apoxakiB kopiB (Jan
Anderson, 1997). Tenep mie Tpeba 3 TaKUX 3apOJIKIB OJIEp-
JKaTh 30POBUX KOpiB. Taka TeXHONOTiss Mae OyTH 3HAYHO
e(EKTHBHIIIOW HIK ITYYHE 3aIUTIAHEHHS TSI PO3MHOMKEH-
HS CLIIbCHKOTOCIIOAPCHKUX TBAPHH.

HoBi nocsirHeHHsT HayKH, K 3aBXKAM, HAMAraioThCsl BU-
KOpPHUCTAaTH (HETaTUBHO) B IHTEpPECax MEHIIOCTI 1 BIpOBa-
IUTH TIPSIMY T€HHY Tepariio Ta KJIOHYBaHHS B poOOTy 3
JIOJIbMU. 3HOBY BIJIPOJUKYIOTBCSI €BTe€HIYHI Mpii Ta 3aB-
JIaHHS, TTOB's13aH] 3 1[UM, aji¢ BC1 aHTHEBI'€HIYHI JOBOIN Ta
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MipKyBaHHS 30CTalOTHCS TAKUMH XK, SIK HaBEJIEHO y PO3JIiJIi
«MenuKko-reHeTHYHE KOHCYJIbTYBaHHSD) JaHOTO MTOCIOHMKA.
Henpsimy renny Teparmito, TOOTO JIKyBaHHS IPOTyKTOM,
HEMOKHA BBAKATH ITUIKOM imeanbHO0. CriaakoBi nedexTn
SIBJSIIOTH COOO00 CEepiio3HY MAaTOJOrio, 10 TPUBAE MPOTATOM
YCBHOT'O KHUTTS, TOMY W KOPEKIisl Ma€ OyTH MOKHUTTEBOIO.
BOyioByBaHHSI HEYUIKO/PKEHUX T'€HIB y T€HOTHI KIITHH
XBOPOi JIIOJMHM Jajgo O 3MOry BiJKOperyBaTH I'€HETHd-
HUll nedexT 1 001TH TpaHCIUIAaHTALIHHUN IMYHITET, KU
YTPYJIHIOE TPAaHCIUIAHTAIllI0 OpraHiB Ta TKaHUH. [IpuHIMN
TEeHHOI Teparrii crajgKoBOl MaToJIOTii JIOJWHU TOW CaMHi,
10 ¥ MpU FeHHO-1HKEHEPHOMY KOHCTPYIOBaHHI MiKpOOiB-
MPOAYIICHTIB O10JIOTIYHO BaXKTMBUX PEYOBUH. Y IHX BU-
majikax reH, Mo KOAYyE HEOoOXigHUN XBOpPOMY OiJIOK, BBO-
JUTHCS B KIITUHHU mamieHTta. JJIsS mboro HEOOXITHO MaTH
caM TIeH, TPaHCIOPTYIOUUi 3acid Ta KIITUHU-PEIUIIEHTH.
Bci Tpu 3aBmaHHS BUPINICHI 1 TEOPETUYHO, 1 TIPAKTUYHO.
I'en Bupinsiors 3 IHK iHmumx opranismiB, abo CHHTE3y-
I0Th XIMI4YHO, a00, mo npocrime, JJHK curTesyroTs Ha mMat-
putti inpopmaniitaoi PHK, sky BHIIIAIOTH 3 KOMIIETECHT-
HUX AU(GEpPeHIIHOBaHUX KIITHH 3J0POBOT0 OpTaHi3My.
JJHK Tpeba 3aXUCTUTH BiJ YIIKO/KCHHS (epMEeHTAMU
Ta JIOHECTH i1 710 MicIsl BOyJIOBYBaHHS B TE€HOTHI HEOOXIi-
THUX KITHH. Lle mocaraeTbes MUISXOM CTBOPEHHS PEKOM-
OlHAHTHUX KUTBIICBUX MOJIEKYJ, B SKi, OKPIM HEOOX1THOTO
TeHa, JIOJIAI0ThCSA YaCTKU TEHOMY Neskux BipyciB. [lepesa-
ra HaJIa€ThCsl OHKOBIpycaM, 00 BOHH JIETKO BXOJSATH B KIIITH-
HU Ta iX sapa i 3matHi iHTerpyBatm 3 JIHK ximituH-pe-
UMIEATIB. [CHYIOTH pi3HI METOIM BBEICHHS PEKOMOIHAHT-
Hux Mouiekyn: Ha JIHK-Hocisx (kpim BipyciB, Haiuacriiie
BukopuctoByerbca JTHK crnepmu nococs) micig ocaxy-
BaHHS Kalblil-¢pochaToM ab0o BKIIIOUEHHS B TiHI €PUTPO-
UMUTIB 4K B Jimocomu. MoxiusuM € BBedenHs JHK B
s]pa KIITHH MiJ] Bi3yaJbHUM KOHTPOJIEM 32 JIOIIOMOTOIO
ABTOMATUYHHX arapaTiB JJIs MIKpOiH'eKiiil. OCTaHHBOMY
HaJAI0Th MepeBary Mpu T'€HHO-IH)KEHEPHUX MaHIMyJIsi-
SIX 31 CTATEeBUMHM KJIITHHAMH, 3UTOTaMU Ta eMOpiOHAMU.
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CaMe TakuM METOJIOM OJEpXKYIOTh TPAaHCT'€HHUX TBa-
PHH, SIK1 MAOTh y BCIX KJIITHHAX TiIa BOYJIOBaH! 4yXi T'€HH,
HaIPHKIIAJl, MUIII 3 TEHOM COMAaTOTPOIHY ITypa ado Jito-
JIMHU, BIBIISA 3 TEHOM O1JIKa JIFOJTUHM, BiJl SIKOI KJIIOHYBaHHSIM
orpumana BiBig [lomni B Arrmii y 1997 p. ¥V Toii ke vae
BUYCHI BCHOTO CBITY 3aHENOKOEHI PU3MKOM HETaTHBHUX
HACTIJIKIB BTPYYaHHS B T€HOM KIITHH JIIOJUHHA 3 METO-
IMYHOTO Ta €THYHOTO TIOTJIALY: YIIKO/DKEHHS TeHETHYHOT
iH(opmarii, BUHUKHEHHSI HeOaKaHUX MyTalliii, HeOJiKyBa-
HUX PEryJIITOPHUX 3MiH, €KCIpecis HeOe3NeuHnx BipyciB,
skl Oynd 710 TOro HIMUMH. BHHUKAIOTH NMUTAaHHI — Ha-
TOMICTh BIJIOBIECH JHIINE TIOTE3U, 340Tagku. Uu He €
emijieMisi KOpOB'SSYOr0 cKaszy, 10 BHOyXHyna B AHIm y
1997 p., HACIIKOM F'€HHO-1H)KEHEPHUX EKCIIEPUMEHTIB?

SIMOHCHKI BUYEHI MPOBENM POOOTH MO BHECEHHIO 10 SIii-
LEKJTITHH MHIIICH Fe€HA OJTHOTO 3 MEMOpaHHUX OUIKIB KpOJIIB.
3 28 TpaHCTeHHMX MMILIEH TUIbKU 3 Majii eKCIIPECIIO LbOTo
reHa. [Hm Oynu 3 BIIXWJICHHSIMHM, & y OJHIET TpaHCTEHHOI
MHUII (TOMO3UTOTH) PO3BUHYBCSI CUHIIPOM PaHHBOTO TMOCTa-
PiHHS B KOMIUIEKCI 3 XBOpoOaMu, 3aJIeKHIUMH BiJl BIKy: Oe3-
TUTIIS, aTePOCKIIepo3, aTpodis MIKipH, OCTEONOpo3, emMddise-
Ma JICT€HIB, CKOPOUYCHHS TEpMiHY XHTTs. Llei HOBMIA TeH 3
ornvcaHuM (PEeHOTUTIOBUM TIPOSIBOM aBTOpH HazBaiu klotho.
MyTaHTHHI aJienb YCHaaKOBY€EThCA 3a 3aKOHaMU MeHenst
3a ayTocoMHO-periecuBHUM THITOM (Makoto Kuro-O, 1997).

VY Hammx AOCTiKEHHsIX Oyyia Toka3aHa MYyTareHHICTh
PEKOMOIHAHTHUX MOJIEKYJT JUIsl KIIITHH CCaBIiB HA XPOMO-
COMHOMY Ta F€HHOMY pPiBHSX, 4acTOTa SKOi Ha MOPAIOK
BHIIA 32 YACTOTY I'€HHOI TpaHChOpMAIIii.

BpaxoByroun 6i0J0Ti4HI, MEMYHI Ta MOPaIbHI MpooIIe-
MU TIPsIMOT T€HHOI Teparmii JitoaeH, OUTBIIICTh JIiKapiB, Co-
II0JIOTIB, PENIrifHUX His4iB, IOPHCTIB Ta MEIUYHUX TEHE-
TUKIB BBKAIOTh 32 HEOOXITHE MOJAaTH JO CBPONEHCHKOI
KOHBEHIII] TpaB JIIOAMHU TPaBO Ha HEJOTOPKAHICTh T€HO-
THITy Ta 3aco0H, sKi O 1e mpaBo 3abe3neuyBany. biburicts
PO3BHHEHUX KpaiH BXKE€ 3a MPUIHATHMHU 3aKOHAMH 3a00-
POHUJIH KJIOHYBAaHHS JIOICH.
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Menuko-reHeTH4He
KOHCYJ/IbTYBAHHS

Menuko-reHeTHYHe KOHCYJIbTYBAaHHS POAMH € KiHIIEBUM
€TaroM MEIUKO-TeHETUYHOI JIOTIOMOTH HACEJIEHHIO, CIIps-
MOBaHUM Ha BU3HAYECHHS PU3HKY IMOSBH B POJIUHI XBOPO-
ro 31 CMaJKOBOIO MATOJIOTIEI0, HA PO3POOKY IJIaHy 3aXO0/iB
040 MPO(DITAKTUKU CHAJAKOBHUX MOPYIICHh B KOHKPETHIH
pOMHI, 3a1o0iraHHsl HapoKyBaHHS XBOPOi TUTUHHU, a0bo
BU3HAYEHHS TAKTHKH MEAMYHOTO HArJISAIy 3a HEK Ta JIKY-
BaHHS Micis Hapo ukeHHs. [li yac MeAMKO-TeHETHYHOTO
KOHCYJIbTYBaHHsI JIiKap-TeHETUK, OJMH a00 y CKJIaJi rpynu
BHCOKOKBaI(pIKOBAHUX CIHEIialiCTiB, MOBUHEH MOSICHUTH
XBOpOMY 4HM Horo 6aTbkaMm (3a ix Oa’kaHHSAM) JiarHo3s,
THUI YCTIAJKyBaHHS, MPOTHO3 /IS JKUTTS Ta 37J0POB'S XBO-
pOro, MO>KJIMBOCTI JIIKYBaHHS Ta MOIEPEKEHHs IaToJIorii,
PHU3HK MOSBU XBOPOT'O Y TUX POJIMHAX, KOTO 1€ I[IKAaBHUTh.

MeToro MeAMKO-T€HEeTHYHOTO0 KOHCYJBTYBAHHS € JIOIO-
Mora pOAMHI B NPUMHATTI NPAaBUIBHOTO PIIIEHHS I0A0
MOTANTBIIIOTO JITOHAPO/KEHHS ab0 Kpamoro aganTyBaHHS
0 KUTTS, KOJM B POJWHI BXKE € XBOPUI Ha CHAJKOBY
MaToJOri0. YCMmiX MEAMKO-T€HETUYHOTO KOHCYJIbTYBaHHS
MMOBHICTIO 3aJIEKUTH BiJl KOMIIETEHTHOCTI, MOXKIHBOCTEN Ta
MOpaJbHHUX SKOCTEH JIKaps, 3 OMHOTO OOKy, a 3 [Hmoro —
Bl TOTO, HACKITBKH Oa)karodi oJepKaTH KOHCYJIBTAIIIO
3pO3YMLIH JIiKaps 1 3 HUM noroauianck. OcTaToyHe pillIeHHS
— MaTu JUTHHY, Y4 HE MaTH (HE BariTHUTH, TepepBaTH
BariTHICTh, BIIJIaTH JUTHUHY B IHINY CIM'IO, JEpKaBHY ycC-
TaHOBY a00 MO30yTHCS 1HIIUM HUISTXOM) — IMPHIMaE MO-
PYXOKS.

VY Ham yac MOXJIHMBOCTI BHOOpY AJsi POJWHHU 3HAYHO
pO3IIMPEHi 3aBASKH ICHYBaHHIO PEMPOTyKTUBHUX TEXHO-
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JIOTiH, cepelt SIKUX: IITYy4YHE 3aIUTiTHEHHs IOHOPCHKOIO CIep-
MO0, BUKOPUCTAHHS JOHOPCHKHX SHIEKIITHH, 3aIUTiHEH-
HS B MPOOIpIIi 3 MOJATBIINM BBEISHHIM eMOpioHa B IO-
POXXKHUHY MaTKH CIIELialbHO MiATOTOBICHOT KIHKH TOLIO.

[lepen TMM SK TPOBOJMTH MEIUKO-TEHETUYHE KOHCYJIb-
TyBaHHSI, JIIKap-TeHETUK TMOBUHEH TOYHO BCTAHOBWUTH Jiar-
HO3 CMaJKOBOi XBOpOOW, BU3HAYUTH TUN YyCMAJKyBaHHS,
po3zibpaTucs B TOMY, Y4 KOHKPETHUI BUMAOK € HACIIKOM
HOBOI MyTaIlii 41 ycmajakoBaHoi. BupimaneHe 3Ha-
YeHHS Ma€ BU3HAYCHHSA HOCIIB MyTarii cepei 4JICHIB
POJIMHU, BCTAHOBJICHHS, 32 KOO JIHIEI YCHAJKOBYETHCS
MyTallis (MaTepUHCHKOIO YU 0aThKiBCHKOIO).

Jlikap MOBHHEH BU3HAYUTH PU3UK IOBTOPEHHS XBOPO-
O B pOAWHI, IO KOHCYJBTYETHCS, TOOTO BCTAHOBUTH
WMOBIPHICTh TOSIBU TEBHOI CHAJKOBOI MATOJIOTIi y TIPO-
OaHma abo WOoro HamaKiB HA OCHOBI TCHETUYHUX 3aKOHIB
a00 eMIpUYHUX JaHWX, CHCHIATEHUX TaOJHUIh Ta KOMIT'FO-
TepHUX Tporpam. Lle MOKIHBO 3pOOUTH TITBKH HA OCHOBI
PETENBHOTO KIIIHIKO-TEHEATIOTTYHOTO OOCTEKEHHS SKOMOTa
OLIBIIOT KUTBKOCTI POAWYIB, aHAJI3y pe3yJbTATIiB T€HETH-
KO-JJA0OPAaTOPHOTO JOCHIKCHHS B HEOOXITHOMY 0O0Cs3i,
BCTAHOBJICHHSI HAssBHOCTI KPOBHOCIIOPIAHEHHX ILTIO0IB Y
ponuHi. Pusuk 1o 5% OIIHIOETHCS TEHETUKAMHU SIK HU3b-
KM 1 HE BBXKA€ThCS TAKUM, 1[0 BUMArac OOMEKEHHS JiTO-
HapOJKYBaHHOCTI B POJIUHI.

Pusuk 6 — 20% BBaXkaeThCst cepeiHIM. Y 1IbOMY BUIIaI-
Ky TpH IUTaHyBaHHI BariTHOCTI HEOOXiJHO BPaxOBYBaTU
TSOKKICTh, TIEpeOIr KOHKPETHOI XBOPOOH, 1HIINI MEAWYHI Ta
coliaJbHI HACHIAKY CIAAKOBOI IIATOJIOrIl, MOKJIMBOCTI Ii
MPEHATANBHOT 11IaTHOCTHKHU.

Puznk, Bummii 3a 20%, 3araioM BBa)KaeThbCS BHCOKUM
(mampukiaz, 3a yMoBu AP- abo AJl-Tury 3aXBOpIOBaHHS).
SIKII0 BIAICYTHS MOKJIMBICTH TOYHOTO BHSIBJIICHHS MATOJIOTIT
npenaranbae (Y3]] BaritHoi, nuTtoreHeTnyHa Ta JIHK-mia-
THOCTHKA TIIOZa TIOKH 0 HEIOCTaTHRO 1H(OPMATUBHI TIpU
IbOMY 3aXBOPIOBaHHI), IITOHAPOIKCHHS B POAMHI HE pe-
KOMEHIYEThCS. Y IIbOMY BUTIAIKy HEOOX1AHO IITyKaTH 1HIII



117
MUISTX U peabimitamii  penpoayKTUBHOT QyHKIIIi
— MOJJIUBE BCHHOBJIEHHSI a00 3aCTOCYBaHHS OJHOTO 3
BUJIIB pENPOAYKI[IHHOT TEXHOJIOT].

["0JI0BHUM TIPUHIIMIIOM METUKO-TEHETUYHOTO KOHCYJIBTY-
BaHHA, BUXOSYM 3 TOTJISIY MEIUYHOI €THKU Ta KISTBU
lNinmokpata, € fonoMora mnaiieHToBi, mpodannoBi. HaBite y
pasi MpOBENEHHS MPEHATalbHOI J1arHOCTHKUA HEOOXiITHO
PO3MIISIIATH LTI SIK MPOOaH]I i BpaXOBYBaTH, HacaMIepes,
came Horo iHTepec. CiM'T Ta OKpeMHUM YJIeHaM pOJIUHHU Tpebda
HaJaBaTu 1H(GOpPMAIlil0 Y MPOCTIA 3po3ymimiil ¢opmi i B
00cs31, U0 LIKABUTh TOTO, XTO KOHCYJBTYEThCS. SKIIO ciM'st
Mpo MIOCh HE MUTAE, TO Taka iHpopmMmallis Oyie ams Hel 3aii-
BOIO 1 MOK€ MPU3BECTU J0 HEOAKAHUX COLIATBHHUX YCKIIa/-
HeHb. Jlo TakuxX mHUTaHb BiTHOCATHCA (cepen OaraTbox
iHmmx): «Yu xBopoOa netanpHa?», «XTO BUHEH?», «XTO 3
Hac HOCI MyTarii?». Jlikap-reneTuk 1yis cebe MOBUHEH MaTh
Bi/ITOBIb HA BCi MOMUIMBI IUTAHHS, alle HE JAaBaTH XBOPO'
My THX 3HaHb, Kl BiH HE Oa)kae MaTH.

Po3paxyHOK pu3HKY ISl YJEHIB POJUH 3 MOHOT€HHOIO
MATOJIOTIEI0 BIAPI3ZHAETHCS BiJl TOTO, SIKMH TIPOBOIUTHCS TIPH
MyJIbTH(AKTOpialbHUX XBOopoOax. Hacammepen KOHCYIb-
Taiii ToTpedyroTh CiM'l, B SKMX T€HOTHUIHN OAaThKIiB BiIOMI
abo mependavyaroTHCA 3 BETUKOI0 HMOBIPHICTIO.

SIko MoHOTEHHA XBOpOOa 3yCTPIYAEThCs cepell YWICHIB
ciM'i, TOOTO YCHagKOBYETHCA, TO PU3UK BUPAXOBYETHCS
BIIMOBIHO 110 3aKOHIB MeHensl Ta TUIY YCIaJKyBaHHS.
VY TakoMy BHUIAIKy BBa)XA€ThCS, IO MEHETPAHTHICTH M€l
MyTalii MOBHA, @ eKCIPECUBHICTh — JOCTATHS.

VY BHUMNagKy HOBOI ayTOCOMHO-JAOMIHAHTHOI MyTamii y
npobaHia pU3MK A HOro cuOCIB JOPIBHIOE MOIYJISIiH-
HOMY. AJle BUCHOBOK T'€HETHKA MpO Te€, 10 MyTallis HOBA,
MOXe OyTH XMOHUM, SKIO HE BCTaHOBJIEHE OioJoTidHE
0aTbKIBCTBO.

VYV BuUmajgKky ayTOCOMHO-JOMIHAHTHOTO THITY YCHaJKy-
BaHHS CHOCH BBa)KalOThCS F€HETUYHE 3J0POBUMHU, SIKIIO
BOHU HE€ 3aXBOPUIM MICHs JOCATHEHHS BIKY HpPOSBY XBO-
po6u. Tomy ix aitu 6yAyTh 340pOBUMH (DEHOTUIIOBO Ta
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TCHOTHIIOBO. XBOPHii, 110 Ma€ IIOMlHaHTHy MyTalilo B ro-
MO3UTOTHOMY CKJIaJi, Tiepeaae 1 BCiM CBOIM HIiTSAM, a TOH,
[0 TeTePO3UTrOTHUHN, Y NUTIO0I 31 3JOPOBUM MOXKE MaTH
Tibku 50% xBopux Hamazakie. JJHK-miarHoctuka mo3Bo-
J5I€ 'y KOXKHOTO OOCTEe)KEHOro MpoOaHIa BH3HAYWTH Ha-
SIBHICTh Y{ BIJICYTHICTH MyTaIlil, III0 3HAYHO CIPOLIYE Me-
JTMKO-T€HETUYHE KOHCYJIbTYBaHHSI.

VY CcKnaaHI0e MEUKO-TeHETHYHE KOHCYJIBTYBaHHS POJIUH
3 ayTOCOMHO-JIOMIHAaHTHOIO TATOJIOTIEI0 HEMOBHA TIEHET-
PaHTHICTh Ta eKCIpecuBHICTh cuHapomy. 11106 1e BcraHo-
BUTH, HEOOXITHO TPOBECTH IOBHE IiJiecIIpsMOBaHe (T10-
IIYK OKPEeMHUX KIIHIYHHUX YU JTAOOPAaTOPHUX O3HAK IIHOTO
CUHJIPOMY) OOCTEXEHHS SIKOMOTa OUIBIIOI KITBKOCTI po-
JIUYiB, IEPETISHYTH CiMeHHUI POTOATEOOM 1 T. iH.

[Ipu ayTOoCOMHO-pEIeCHBHIN MATOJIOTIi yCHaJKyBaHHS
BHIVISIJIA€ SIK «TOPU30HTAIILHUN POAOBII», TOOTO XBOpI 3Y-
CTPIYAIOThCA B OJHOMY IOKOJIIHHI — Yy TETEpO3UTOTHHUX,
(EHOTHITOBO 3/10pOBHX 0aThKiB HAPOKYEThCS 25% XBO-
pUX, TOMO3UTOTHUX JiTed. HasBHICTH B pOAMHI KPOBHO-
CIIOPITHEHUX ILIIO0IB MIABULIYE PU3HMK IIPOSBICHHS ayTo-
COMHO-PEIeCHBHOI maTosorii. FIMOBIpHICTh KPOBHOTO CIIO-
PIAHEHHS ITiIBUIYETHCS BIANOBIIHO J0 3MCHIIEHHS T'eHE-
TUYHOI BiJIcTaHl MiX OaTbkamH (3 OJHOTO Cela, PailoHY,
o0macTi, ofHiel Yn pi3HUX HaIllOHAJIBHOCTEH). Yci 11 1aHi
30upae Ta OIIHIOE TEHETHK, KOPUCTYIOUUCH BiAMOBITHUMHI
TaONMUIIMY, BiH BU3HAYA€ TeHETHYHHUN PU3HK, BPAXOBYIOUl
Koe(ilieHT IHOPUAUHTY.

X-34erieHa perieCMBHA TIATOJIOTIsI YCIIAIKOBYETHCS BT JTiTa
gepe3 (DEHOTHUIIOBO 37I0POBY MaTip (SKa € TeTEePO3UTOTHUM
HOCieM MyTailii) 10 oHyka. 50% oHyd4OK Oy IyTh HOCISIMH L€l
myTaiiii, a 50% oHykiB — xBopuMH. JKIHKH MOXKYTb XBOpI-
TH Ha IIFO MATOJIOTIIO TUIHKH TOJII, KOJIK OTPUMYIOTH MYyTaIlifo
1 Bim 6aTpka (XBOpPOTO), 1 Bif MaTepl (Hocm) 1 OyyTh MaTl
obumBi X- -XPOMOCOMH 3 BIJIMOBIZTHOIO 130JI0KYCHOIO MYTAITIEH.
B nepeBakHiii OUTBILIOCTI 11 TPAIUISIETHCS y BUIMAAKAX KPOB-
HO1 CIIOPiTHEHOCTI OATHKIB XBOPOT HKIHKH.

Po3paxyHOK TE€HETHYHOTO PU3HMKY MOXKE OYTH 3HAYHO
CKJIQIHIIIUM, 0COOJIMBO KOJIM HE BCTAHOBJIEH] T€HOTHUITH
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0aThKiB 1 € HEOOXITHUM BUKOPHCTAHHS BiJIITOBITHUX MaTe-
MaTHYHUX OOYHCIIeHB, IO 3aCHOBaHI HAa TEOpPii HMOBIPHOCTI.
Skmo reHoTunu OAaTHKIB BiJIOMi, Ha BEIWYHUHY DPHU3HKY
HOSIBU CIIAJIKOBOI XBOPOOM y JAWTHHHU HE BIUIMBAE KiJb-
KICTh HapOJDKEHUX 370poBuX aiTed (y pasi AP-marosorii),
abo cuHiB (y pa3i XP-3axBoptoBanHs). Ane SKIO T€HOTH-
nu 0aThKiB HEBiZoMi, To pu3uk XP-naronorii mis HacTyn-
HOTO CHHA 3HUXKYETHCS 3aJIeKHO BIJ] TOTO, CKUIBKH TOTIe-
pPEeAHBO HAPOJWIOCS 3I0POBUX CHHIB IIPU BiJICYTHOCTI B
ciM'i xBoporo cubca. Lle moB's13aHo 3 THM, 1110 HAPOHKEHHS
y )KIHKH T1JbKH 3JJOPOBUX CHHIB 3MEHIIY€E€ HUMOBIPHICTD
if HOcliicTBa MyTaHTHOI X-XpPOMOCOMH.

[punnunu Ta QopMynu po3paxyHKYy T€HETUYHOTO
PU3UKY B CKIIQJIHMX CUTYyaIlisIX HAaBEJCHI y BiAMOBIAHUX
MOHOrpadifx, TaOIULAX, KOMI'IOTEPU30BAaHUX IMPOTpaMax.
Humu 1 kopuctyrorbes gikapi-reHeTuku. OcoOIuBO Bax-
KO BCTAHOBHUTH PHU3HK 32 HASBHOCTI B POIMHI OAHIET AH-
TUHU (CHOpaJMYHUI BUMAAOK), XBOPOI HA TE€TEPOTEHHY
CHAJKOBY TATOJIOTitO0 (OMHCAHI Pi3HI THUIHM yCHaJKyBaHHS,
pi3Hi MyTaHTHI TeHu). [Ipu 11bOMy HEOOXiTHO BpaxoByBa-
TH BC1 MOXJIMBI CUTYaIlil, BU3HAYaTH 3arajbHy WMOBIPHICTb
SK TO0OYTOK BiJl MHOXKEHHS anpiopHOi HMOBIPHOCTI Ta IO-
BTOPHOT'O PU3HKY, a MMOTIM JI0JJaBaTH OJIep>KaHi BETUUINHH.

[Ipu XpoMOCOMHUX XBOpOOax B pOAMHI BU3HAYCHHS
PHU3UKY TOBTOPHOTO HAPOKEHHS YPa)KEHOi JUTHHHU TPO-
SKIIO KapioTUNU OaThbKiB HOPMAaJbHI; TIPHU I[HOMY Bpaxo-
BYETHCS PO3MOBCIO/KCHHS TTEBHOT aHEYIUIOIi B MOMYJISAIIIT
Ta BIK Marepi; 2) B OAHOTO 3 0aThKiB mMpobOaHa Mae Micie
Mo3ailu3M JiMdouuTiB nepudepiiHoi Kposi. ¥ 1bOMY BH-
MajJKy PU3HK JJis CHOCIB BU3HAUaeThCA 3a hopmyroro: (X/
(2 - X)) * K, ne X — yacTka ymkoJuKeHoro kiony, K —
KOoe(illi€EHT 3HIKEHHS >KUTTE3NATHOCTI He30aJaHCOBaHMX
s3urot (mis cunapomy Jlayna K=0,5); 3) BusHaueHHs pu-
3UKYy MPU HOCIWCTBI WIEHAMH POJIUHU MEBHOI CTPYKTYP-
HOi aHoMauii XpoMocoM. Y Takiil cuTyalii pe3yJabTaTH Lu-
TOT€HETUYHOTO 0OCTEKEHHS OATHKIB JO3BOJISIIOTH TEOPETUUHO
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BU3HAYHUTH BITHOCHY KUIBKICTh aHOMAJIBHUX TaMeT Ta 3H-
roT. [IpakTiyHO X pu3uK OyJie HUKYIAM B 3B'SI3KY 3 CEJICK-
THBHOIO TIEPEBArol0 HOPMAJIBHUX TaMeT Ta 3UTOT B eMOpiore-
Hesi. [Ipr HOCIHCTBI mepeOyIoBH XPOMOCOM MaTip't0 PU3UK
BHIIE (03piBa€e TIIbKM | SHIEKITITHHA 1 HEMae BHOODY),
HDK Y BHUMAOKy HOciiicTBa aHOMaiii 0aTbkoM. 3a yMOBHU
HaAMOLIBII PO3MOBCIOKEHUX TPAHCIIOKAIH 1 MAaTePHHCHKO-
ro HociiictBa pusuk ckiagae 10%, a y pasi HociiicTBa 6aTh-
koM — 2%. Ilpu HociiicTBI OaTbkaMM LIEHTPUYHOI TpaHC-
JIOKaIlii TOMOJIOTIYHUX XpoMocoMm, Hampukman t(21g21q), 1
TEOPETHYHO, 1 (PAKTUYHO HEMOXIIMBE YTBOPEHHS HOPMAJIh-
HUX TaMmeT Ta 3urot (OymyTh TpucoMii abo Hymicomii). ¥V
[IOMY BHITQJIKy PU3UK /151 HaraakiB — 100-BiICOTKOBHIA.

Po3paxyHOK eMMipUYHOTO PU3HMKY MPH XPOMOCOMHHX
XBOpOOax BH3HAYAIOTh, KOPUCTYIOUMCH BiITOBITHUMH Ta0-
mursvu (C.1.Ko3mosa ta ciiBaBt., 1996).

Talnuii eMnipuuHOro PU3UKY BUKOPHUCTOBYIOTH TAKOXK
y pa3i MEIUKO-TeHETHYHOTO KOHCYJIBTYBAHHS POJIFH 3 MYJTh-
TH(HAKTOPIATGHOIO TaToorieto. [IporoHyIOThCS KOMITIOTEpHI
porpaMu JUISE PO3PAaxXyHKY PH3HKY TPH aTepOCKIEpO3i,
IyKpOBOMY Jia0eTi Ta IHIIMX MYJIbTU(AKTOPiaIbHUX 3aX-
BOPIOBAHHSX, SIKI BPaXOBYIOTh SIK KJIHIYHI, TaK 1 Jiabopa-
TOpHI J1aHi. 3HaYHO PO3LIMPUIN MOMKIMBOCTI MEAUKO-TEHE-
TUYHOTO KOHCYnbTyBaHHS Metonu JIHK-miarHocTmku:
[TIP® — 3a 3uenyieHHsM MyTalii 3 IEBHUM MapKepoM Ta
[TJIP — mpsiMme BHUSBJIEHHS MyTallii B TEHOTHUII 0OCTEXEHO-
ro. ¥ UuxX BUMAJKaX MEIUKO-TeHETHYHE KOHCYJILTYBaHHS
3aKIHYUTHCS HE BCTAHOBIICHHSIM PH3HKY, a J1arHOCTHKOIO
XapakTepy TeHEeTUYHOro YIIKO/HKEHHS (30pPOBUH, HOCIH,
XBOPHIA, TOMO3UTOTa, TETEPO3UTOTA) Y OOCTEKEHOT JTFOIUHH.

CyyacHi MOXXJIMBOCTI MEIUKO-TEHETUYHOTO KOHCYJIBTY-
BaHHS 3 BUKOpHCTaHHsAM pe3ynbrariB JIHK-miarHocTHK,
MOJIEKYJIAPHOI LIUTOTEHETUKH TOIIO JO03BOJSIOTH 3HAYHO
TOYHIIIE BCTAHOBUTH PU3HK BUHUKHEHHS XBOpoOu. Aue
Tpeba HarajaTu Lie pa3: XBOPOMY MOXHa HaJa-
BaTW TiAbKYy Ty iHQopmMamio, mpo sAKYy BiH
3aMUTYE.
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KOHTPOJIBHI IIMTAHHSA
TA 3AJAYI

1. [Ilo Take remoTHI?

2. Illo Take crmagkoBi XBOpOOHU?

3. SIki MeToay DOCHIIKEHD TO3BOJISIIOTH BCTAHOBUTH HASIBHICTE
MYTAHTHOTO T€Ha y JaHOTO OpraHizmy?

4. SIki MeTomM MOCIIJDKEHHS JO3BOJIAIOTH CBOEYACHO (70
KJTIIHIYHUX TIPOSIBIB XBOPOOM) BCTAHOBUTH JIarHO3 (PEHITKETOHYpIi?
5. SIxi Meromu IOCHIDKEHb J03BOJISIIOTh BepU(IKYBaTH IiarHo3
XPOMOCOMHOI XBOpOOHU?

6. SIk Ha3MBAIOTHCS B3AEMOBUKIIIOUAIOYI IPOSIBH O3HAK?

7. o take anenphi renn? 8. Illo Take ramera? 9. fxuit
TCH HA3UBAIOTh JOMiHAHTHAM?

10. I{o 03HAYAE TOHATTS «T€TEPO3UTOTHHUH 32 TAHOIO O3HAKOIO
opraHizm»?

11. Ho Take dpeHoTHI?

12. Slka PIMOBIpHICTh HAPOKEHHS JUTHHH, TOMO3UTOTHOI 32 pe
[IECHBHUM T€HOM, Y pa3i IUTI00y JBOX FeTePO3UTOTHUX OATbKiB?

13. fIxa IMOBIpHICTh HAPOJHKEHHS TUTHHH, TOMO3UTOTHO] 3a pe
[IECUBHHMM T'€HOM, BiJl OaThKiB, OJIMH 3 IKMX € TOMO3UI'OTOIO 3a JTIOMi
HAHTHHM aJie JieM, a JPYTHid — TeTePO3UTOTHUM 32 [TUM TeHOM?

14. Slxa KMOBIpHICTH HAPOMKEHHS AUTUHH, TOMO3UTOTHOI 32 pe
LIECUBHUM T'€HOM, BiJl 0ATHKIB, OJIMH 3 SIKHMX € TOMO3HUTOTOO 32 Pelle
CHUBHHM ajiefieM, a APYTHid — reTepO3UrOTHUM 3a LIMM TeHOM?

15. Slka IMOBIPHICTh HAPOKEHHS JUTHHH 3 TPYIIOK0 KPOBI A,
skiro y matepi 0, a y 6atbka B?

16. Slka IMOBIPHICTh HAPOKEHHS JUTHHH 3 TPYIIOK0 KPOBI A,
sKio y marepi 0, a'y 6arbka AB?

17. Yu € MOXKITUBICTD HAPOKECHHS TUTHHU 3 TPyMoto Kposi O,
SKIIO y MaTepi A, a'y 6atbka B?

18. SIxa HMOBIpHICTH HAPOHKEHHS XBOPOT'O XJIOMYHKA Y (heHo-
THTIOBO 37I0POBUX OATHKiB, SIKIIIO MAaTH € TETEPO3UTOTHIUM HOCIEM
X-34eIUIEHOT0 CMaIKOBOTO 3aXBOPIOBAHHS?

19. 1o Take KOMOIHATHBHA MIHJIMBICTE?

20. Ho Take MyTaliiiHa MiHJIUBICTH?

21. Sk xknacudikyBaTy MyTallil, BUXOJSIYH 31 CTPYKTYpPH T€HETHY
HOT'O Matepiary?

22. Sk xnacudikyBaTu MyTalii 3aj1€XHO BiJ MPUYUH, IO 1X
CIPUYHHIOIOTH?
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23. Ski CTPpYKTYpH KIITHH MAlOTh 3AaTHICTh IO MyTalIlii?

24. SIxi iCHYyOTh BUJHM T€HHUX MyTaIlii?

25. Sxi icCHYyOTh BUAM XPOMOCOMHHX MYTaIliii?

26. SlxuMu MOKYTh OyTH TPOSIBM TeHHUX MYTAIlil y JFOAUHU?

27. Slkumu MOXYTh OyTH (PeHOTHIIOBI €(hEeKTH XPOMOCOMHHUX Ta
TEHOMHHX MyTaliil y JIIoAuHA?

28. Illo Take MomudikamiiHa MiHIUBICTH?

29. IIlo take papmakoreHeTHuKa?

, 30. I1lo Take reHOMHU IMIIPUHTUHT?

31. B sKuX KIITHHAX YOJIOBIUOTO OPraHi3My MIiCTHThCS ¥Y-Xpo-
Mocoma? *

32. SIki caikoBi XBOpOOH €PEKTUBHO JIATHOCTYIOTHCS 3a JIOTIO
MOT0X0 010XIMIYHUX METOLIB?

33. SIxi ronoBHI OCOOIMBOCTI MACOBHX CKPHUKYIOUHX ITPOTpaM?

34. o Take mepBUHHHUN 010XIMIUYHUI NEPEKT MPHU CIIATKOBIH
TaToJIorii?

35. SIki icHYIOTh METOIM A1arHOCTUKH (peHINKeTOHYPii?

36. SIxi pedoBHHHM € 00'€KTOM AOCITIPKEHHS Y XBOPHX Ha MYKO-
roJricaxapuios ?

37. Sk xonmyeTncs cnaakoBa iHpopMarisa?

38. o Take TpaHCKPHIILis?

39. lo Take TpaHCcaALisn?

40. Ha3BiTh 0COOJIMBOCTI TCHETHYHOTO KOY.

41. JIyis1 IKoTO CHHAPOMY XapaKTepHe TOEIHAHHS PEHATATBHOL
rimoriasii, Mikpo@TaibMii, JBOCTOPOHHBOI IITMHHU TYOU Ta TiTHE
O1HHS, MOCTAKCHATLHOT TIOJIIAKTHIIIT Ta MiKponedartii?

42. Yu icHye pi3HUIIS B KJIIHIYHIN KapTHHI TPaHCIOKAIIHHOTO
Ta TPUCOMHOTO BapiaHTiB xBopobu JlayHa?

43. Slxa cmagkoBa MOHOTEHHA XBOp0Oa 0OMiHy BYTJIEBOAIB
KJIIHIYHO MPOSIBISETHCA 3 MEPIIUX THXKHIB XKUTTS?

44. Jlo sixoro TuITy XBOpoO BiTHOCATH cHHAPOM Bombha —Xipmr-
xopHa?

45. TlopyieHHs sikoro 0OMiHy BU3Havae cuuapom Jlema—Haii-
raxHa?

46. Uun 3yMOBIIeHHNI Ne(iTOM COMaTOTPOITHOTO TOPMOHY HI3b
Kuit 3pict xBopux Ha cuagpoM lllepermescrkoro—TepHepa?

47. 3a TOIOMOTOI0 SKOTO METOAY MOXJIUBO IPOBECTH
TQepeHIiioBaHy JIarHOCTHKY MK KIIHIYHO 301)KHUMH T'aJlaKTo-
3eMi€ro Ta GPyKTO3EeMi€r0?

48. Sxuii momepeHil qiarH03 MOKHA MOCTaBUTH Y 3-pidHOT
JIBYMHKH 3 3aTPUMKOIO (DI3UYHOTO PO3BUTKY Ta Pi3KoI0 aedopma-
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LI€I0 JOBIUX TPyO4aCTUX KiCTOK HIKHIX KIHIIIBOK IPH rinepamMiHo-
anuaypii, TIF0KO3ypii Ta 30UIbIIEHH KiTBKOCTI pocdaris y ceui?

49. SIxuii CHHIPOM BU3HAYAIOTh TaKl O3HAKHU: OKUPIHHS, M'30Ba
TIMOTOHIS, aKPOMIKPisl, 3aTPUMKA IICUXIYHOT0, (PI3UYHOTO Ta CTaTe
BOT'O PO3BUTKY, a TAKOXK MIKpOJIENellisl JOBroro rieva 15-i xpomo
comu?

50. 3a 7ONOMOTOIO SIKOTO METOAY MOKJIMBO MiATBEPIUTH Jiar
HO3 CUHAPOMY JaMKOi X-XpOMOCOMH?

51. Ipo sxmii AiarHO3 MOKHA TyMaTH, SIKIIO Y TUTUHH MEPLIOTO
POKY >KUTT# 3 BBEJICHHSIM Y PalliOH Kalll Ta XJ1i0a 3'sIBUIHCS MiHsABI,
CMEP/II0Yl BUTIOPOKHEHHS Y BEIHMKIN KUTbKOCTI, 301TBIITHBCS KHBIT,
PO3BUHYJIACH TIIOTPOdis, aHEMis Ta Pi3KO YIMOBUIHHUBCS (i3UUHHUN
PO3BUTOK?

52. ¥V akux 0aTbKiB MOXKE HAPOIUTHUCSA TIBUMHKA, XBOpa Ha TEMO
¢biniro?

53. SIxum imMoBipHiIIe Oyie KapioTHIl, BUSHAYEHUH B TIiM(OIT
Tax nepudepirinoi kpoBi 16-piunoi AiBunHKH, 139 cM 3pocTy, 3 KO
POTKOIO LINEI0, HU3bKUM POCTOM BOJIOCCS Ha TOTHIIHUILIL, HEPO3BUHE-
HUMU IPYAHUMH 3aJ103aMU Ta IEPBUHHOIO aMeHOPe€e0?

54. SIxkuit niarHo3 MO>KHA MTOCTABUTHU XJIOMYHUKY 3 (PEHOTUIIOM
cunpomy LlepereBcbkoro — TepHepa, KpHUIITOPXiZMOM, CUCTOJIY
HUM IIYMOM Ha BEpXiBLi cepls Ta kapiotunom 46,XY?

* 55. [I1o HEOOX1AHO BUKIIIOYHTH 3 PALlIOHY XapuyBaHHS TUTHHH,
100 ToTepeIUTH PO3BUTOK KIIIHIYHOI KAPTUHU Tala'KTo3eMii?

56. Sxwuii monepenHii 1iarHO3 MOYXHA MOCTaBUTH XBOpoMy 15
POKIB 3 TillepKiHE3aMH1, TeaTOMETANIEI0, 30JIOTUCTUM KiJIbIIEM Ha
BKOJIO pOTiBKU?

57. SIxa gactora (%) XpoMOCOMHOI MaToJoTii y MaTepiai
CIIOHTAHHUX BUKUIHIB?

58. Skuit niarHO3 MOXKe OyTH HMOBIPHHUM Y XBOPOTO aCTEHIYHOL
OyIloBH Tina, 31 CKOJIi030M, CIA0KICTIO 3B'SI3KOBOTO amapary,
apaxHOJAKTUITIEI0, CBITINM BOJIOCCSM, 3HIDKEHHSM 1HTENEKTY Ta
eMiCUHIPOMOM?

59. Ilpu SIKUX CIAIKOBHX MOPYIIEHHIX METAa00i3My CIOCTEpi
Ta€ThCA CUMITTOM BHITHEBOI KiCTOUKH?

60. Ha3Bits THI ycragKyBaHHs CHHApOMY MapaHa, SIKII0 ITpu
KJIiHIKO-TeHEeaJoriYHOMY aHai31 XapakTepHi CUMIITOMH Pi3HOTO
CTyIIeHs BUPaXEHOCTI, BUsIBIICH] y 6a0yci Ta oHyKa?

61. B sikomy Billi IPOSIBIAIOTHCA KIIHIYHI CUMIITOMU XBOpPOOH
Tes —Caxkca?
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62. YuM 3yMOBJICHI MITOXOBpianbui XxBopodu? 63 Uu 3aiexuth
PHU3UK HapOJKEHHSI AUTHUHH 3 XBopoOoro JlayHa Bix Biky maTepi?

64. 3a 10MOMOTOI0 SIKUX METO/IIB MOXKE OyTH IpEeHaTaIbHO BCTA
HOBJICHMM JIiarHO3 MYKOBIiCIIUI03Y?

65. B sxomy Bili KJIiHIYHE IPOSBISIIOTECS Xopes I eHTIHrToHa
Ta oxarpa?

66. B sixoMy Billi KJIIHIYHO HPOSIBIIOTECS MYKOIOJTiCaxapuI03u?

67. SIki iCHYIOTh METOIU NIPSHATAIILHOI TIaTHOCTUKH J1e(DEKTiB
HEPBOBOI TPyOKH?

68. TlepmoBaritHa, 26 pokiB. PonoBin He o0TsDKeHUH. Tk IeHb
tomy iepeHecia OP3. Tepmin BaritHOCTI — 20 THXHIB. SIKa TakTH
Ka Jikaps'

69. BaritHa, 40 pokiB, Mae B aHaMHE31 TPOE 3JOPOBUX JiTEH.
PonoBin He o0Tspkenmit. TepMin BariTHOCTI — 7 THXKHIB. SIKka Tak
THKa JIiKaps?

70 IlepmosaritHa, 28 pokiB. Bik domoBika — 40 poki. Tepmin
BaritTHOCTI — 15 TmwxHiB. PotoBin He 00TsHKeHUH. SIKOI0 Mae OyTH
TaKTHKA JIKaps?

TEHETUYHUM I''TOCAPIN

Axkpouedariss — «kpyTa» rojioBa, 110 Harajaye oamTy.

Anens — OJIUH 3 JIBOX YH OUIbIIE aJbTepHATUBHUX BapiaHTIB I'eHa,
10 Ma€ yHIKaJIbHY MOCIIIOBHICTh HYKJICOTH/IiB.

AJonerisi — BiZICYTHICTb BOJIOCCS, TIOJHUCIHHSL.

AHrioMaT03 — MaTOJIOTiYHHUN CTaH CYAUH i3 (GOpMyBaHHSAM aHT1OM.

AHeymnoinis — cTaH KIITHHU, TKAHUHHU YU OPTaHi3My, IIPU SKOMY
OJTHA Y1 JEKiIbKa XpOMOCOM 3BHYaifHOro Habopy abo BiACYyTHS,
abo mpeacTaBieHa JOAATKOBUMH KOMISIMH.

AHIpuIist — BiACYTHICTh paiTy>KHOT OO0IOHKH OKa.

AHK1J103 — HEpyXOMICTb CyTrno0iB.

AHOJIOHTISI — BIJICYTHICTh 3y0iB.

AHoMmanmag — Baja PO3BHUTKY B CIIONYYCHHI 3 HACTYNHUMH
PI3HOMaHITHUMH BTOPUHHAMH BaJIaMH, 110 3yMOBJICHI MEPIIIOFO.

AHOHIXiSI — BIZICYTHICTb HIT'TSl Ha OJJHOMY, KiJIBKOX YM BCIX TaJlb-
X,

Arazisi — NpupoJIKeHA BiZICYTHICTh OpraHa.

ApaxHOJAKTHIIisI — JIOBT1, TOHKI TaJIbIll KUCTEH Ta CTOIL.
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ATpe3iss — BIJICYTHICTh UM 3aKPUTTS MPUPOIHOTO KaHATY YU OT-
BOPY.

AyTtocoma — Oyzb-sIKa HecTaTeBa XpOMOCOMA.

bnedapodimo3 — 3By>KeHHS LIIIHHU OKA.

BpaxinakTuiisi — KOPOTKONATICTb.

Bpaxinedaist — 3011bIIEHAS TOTIEPEYHOT0 PO3MIPY TOJIOBH.

Bydransm — npupokeHa riaykoma.

BiTtuiiro — mosiBa Ha IIKipi IEMIrMEHTOBAHUX JLISHOK.

larutoin — kmiTUHY (HAIPUKIIAJ], TAMETH), IO MICTATH MOJIOBHHY
XPOMOCOM COMAaTUYHUX KJIITHH.

Iamotun — xoMOiHAaMis anesiB IIUTBHO 3UETUICHUX JIOKYCIB; KOM-
OiHaIis TIEBHUX TOCIIOBHOCTEW HYKJICOTU/IIB Y KOHKPETHIH MO-
nexyni JHK

I'emMi3UroTHHMI T€H — TeH, M0 3HAXOIUTHCA B TCHOTHINl B OTHOMY
eK3eMILIIPI

I'eH — cTpyKTypHa OJMHUILIS CIIAJKOBOCTI; MOCIIIOBHICTh HYKJIEO-
THUJIIB, SKil HAJCKUTH BIAMOBIIHA (DYHKIIISA: KOAYBAHHS MOJTIIETT-
tuaiB, konyBanHs pPHK ta TPHK, 3abe3neueHHsT TpaHCKpHIIIT
IHIIIOTO TeHA

I'eHeTHYHMIT MOHITOPHHT — CIIIKYBaHHS 32 TEMIIOM Ta CIICKTPOM

" MyTauiiHOro mporecy.

|l eHOKOTIIT — 3aXBOPIOBaHHS, 110 MAIOTh TY X caMy abo MOIi0HY

|  KIIHIYHY KapTUHY.

i [eHOM — TeHeTHYHHH CKIJIa]] TAIUIOiTHUX OPraHi3MiB, KIITHH TIPH
ramioiTHoMy Habopi XpOMOCOM.

I'eHoTHIT — crcTeMa B3a€MOJIIFOUMX TEHIB OpraHi3my.

I'enHooHT — CYKYIHICTH T€HIB TOIMYJISAIIII.

I'eTepo3urora — KIIITHHA YK OpPTaHi3M, sIKi MArOTh JIBa PI3HHUX ajei
B 1ICHTUYHOMY JIOKYC1 TOMOJIOTI4YHHX XPOMOCOM.

I'eTepo3uroTHICTF — YacTKa IHAMBIAYYMIB B MOIYJIALil, T€TEPO3H-
TOTHHUX 32 TIEBHUM JIOKYCOM; YacCTKa T€TePO3UTOTHHX JIOKYCIB B
T€HOTHIII.

I'iépua — HarmamoK BiJ CXPEILyBaHHSI MDK JBOMA I'€HETUYHO Pi3HU-
MU OpraHi3MaMH.

I'ineprinpo3 — HaaMipHA MITJIUBICTb.

Tineprenopu3M — aHOMAllbHA BiJCTAHb MK IAPHUMU OpPraHaMu
(oui, rpyaHi COCKH).

lnepTpuxo3 — HaIMipHHH PicT BOJIOCCS.

I'imoreB3ist — 3HUKEHHS CMaKy. E K C

lnocnazis — HWXKHS PO3ILENIMHA YPETPH. >~yin
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lNmoTpux03 — HemocTaTHIN PiCT BOJIOCCSL.

[NpcyTH3M — aHOMaJIbHE OBOJIOCITIIS, 301TBIIIEHHNA PICT BOJIOCCS.

l'omo3uroTa — KITiTHHA YM OpraHi3M, IO MalOTh JIBa OJHAKOBUX
aJIeNi B ICBHOMY JIOKYCI TOMOJIOTTYHHX XPOMOCOM.

["'OMO3HUTOTHICTh — YacTHHA 1HIWBIAYYMIB Y MOIMYJIAIii, TOMO3UTOT-
HEX 32 TICBHHUM JIOKYCOM; YaCTKa TOMO3ZHUTOTHHX JIOKYCIB y TEHO-
THIIL.

I'oMomoTiuHI XPOMOCOMH — XPOMOCOMH (UM iX CETMEHTH), iIeH-
TUYHI 338 CTPYKTYPOIO JIOKYCIB, TIIO BXOIATH 1O iX CKIaAy; Xpo-
MOCOMH OIHI€T MapH.

Jenenis — XpoMOCOMHA 9M TeHHA MYTAIlisl, TIPH SKill BTPaYaeThCsI
MEeBHA JUITHKA XPOMOCOMU YU TEHA.

Hedopmartis HInpenrens — npupokeHe 3MIIEHHS JTOMATKH.

Jumoin — KiiTHHA, TKAHWHA YK OPraHi3M, II0 MAIOTh JBa Habopu
XPOMOCOM.

HiacTema — mupoKa MIIJIMHA MiX MEPIIMMUA BEPXHIMHU Pi3LSIMHU.

JlomX0CTEeHOMEIsl — JIOBTi, TOHKI KiHIIIBKH.

Homnixonedanis — momoBxkeHa ¢popma yeperna.

JlomiHaHTHMIT — aienb a00 03HAKa, 10 MPOSIBISIETHCS B TETEPO3UTOTI.

Ex30n — nocmigosricts JJHK, 110 BiAmnoBinae 4acTuHi TpaHCKpPHII-
Ty, sikuii 36epiraetbes y 3piniit MPHK, To6T0 micns BumaneHHs
IHTpOHIB.

ExcripecuBHICTh — CTYIiHb ()EHOTHIIIYHOTO TPOSIBY O3HAKH.

ExTomis kpumTannka — BUBUX KPHIITAINKA OKA.

EnikanTyc — BepTHKalbHA CKIAJKa IIKIpH OUIS BHYTPINIHBOTO
KyTKa OKa.

Enicoma — renernunumii enemeHt (monekyna JIHIO, skwuii icHye
abo sk iHTerpoBaHa yactuHa monekyiau JJHK xassina, abo sk
monekyna JIHK, mo pemikyerbes HezanekHo (Tuta3miza), He
TOB's13aHa 3 XPOMOCOMOIO KITITHHH.

Enicniazis — BepXHs pO3MIUIMHA YPETPH.

3ueruieHHs — PIiBEHb 3BSI3KY alielliB Pi3HUX TI'eHIB,B MEWO03i 4u
T€HETHYHOMY CXPCIICHHI.

ImnpuaTHHT — MapkipyBanHs IHK Ha enireHeTHYHOMY piBHI, IO
BiIOyBa€ThCS TMiJl Yac raMeTOreHe3y 1 BUKIUKAE CTIHKI MOJIH-
¢ikarii excripecii TOMOJOTIYHHX T'eHiB.

[HOpUAUHT - cXpellyBaHHA MiXK CIIOPITHEHUMH 0COOaMHU.

[HTpOH — HeKoAyI0Yl MYKJICOTHIHI TIOCIiIOBHOCTI B €yKapiOTUUHIH
JIHK, 1m0 moiisioTh Ha YaCTHHM I'EH.
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Ipunonones — ApwkaHHS palAy XKW TPU BUBUXY KPHINTATIHKA
OKa.

KamnrogakTuiss — BHKPHBICHHS OIHOTO YHM KITBKOX TANBIIB 3
3aJy4eHHSM CepeliHiX Mik(araHroBUX Cyriio0iB.

Kapiotumm — XpoMocoMHHI HaOlp KIITHHHA YH OpraHi3My, IO Xa-
PaKTEPHU3YETHCS YHCIIOM, PO3MIPOM Ta KOHQIrypaIiero XpOMOCOM.

Keparokonyc — koHycomnomioOHe BUOYXaHHS POTIBKH.

Kon — nabip npaBun nepeknaay indopmarii 3 ogHiel MOBH Ha
THITY.

Komon — rpyna 3 TphoX CyMiKHUX HyKiIeoTHIiB B Mostekyrmi JTHK,
MPHK, 1110 K0/Ty€e O/THY 3 aMiHOKHCIIOT, a00 KiHEIlb CHHTE3Y OlTKa.

KoedirtieHT iHOpHUIMHTY — WMOBIPHICTH TOTO, IO J[Ba TCHU B TICB-
HOMY JIOKYCI1 1JICHTHYHI 32 TIOXOKSHHSIM.

Konoboma — mpupopKeHnii UTMHAMK Ae(eKT, 0 HaiyacTile 3y-
CTPIYAEThCS IPH AHOMAITISIX OYHOTO S0JIyKa.

KpunropxisM — 3arpuMKa s€dka Ha HOTrO MPUPOTHOMY IILIAXY
CITyCKaHHS B KaJIUTKY.

KpunrogTaasm — npupopkeHe OBHE 3pPOIICHHS MOBIK.

Kcepocromist — cyxicTh y poTi.

JlaroranbM — HENMOBHE 3MUKaHHS TIOBIK.

Jletanb — reHHa YU XpPOMOCOMHA MYTAIlisl, III0 BUKJIMKAE 3arHOeb
opraHizmy (BCiX HOCIiB MpH JOMIHAHTHOCTI YM TOMO3UTOTHHUX
HOCITB TIPH PEIECHBHOCTI) 0 JAOCSTHCHHS HUM PEMpPOIYKTHB-
HOTO BIKY.

Jlokyc — Miclie po3TalryBaHHs TIEBHOI MyTallii Yd TeHa Ha T'eHe-
TUYHINA KapTi, YaCTO BXKUBAETHCA 3aMICTh TEPMIHIB «MyTaIlis»
YU KTCHY.

Makpornocia — HaaMipHe 30UIbIIEHHS A31MKa 3 BUPA3HOIO CKJIaj-
YaTiCTIO CIIM30BOI OOOJIOHKH.

Makpocomist (TiraHTH3M) — 30UTBIICHHS PO3MIPIB Tijla, BHYTPIIIHIX
OpraHiB. !

MakpocTomisi — HaaMipHE 301IbIIEHHS POTOBOT IIITHHH.

Marpuusa — oanonaniorora JIHK, xommiemeHTapHa JaHIIOTY
JHK um PHK, skxi Ha HIi CHHTE3yIOThCS; BU3HAUYaE IIO-
CITIIIOBHICTH HYKJICOTU/IIB Y JIAHITIOTY, III0 CHHTE3YEThCA.

Mixkporiociss — aHOMaJIbHO 3MEHIIICHUH S3HK.

MikporHartisi — HeTOPO3BUHEHICTh BEPXHBOI IIEIICITH.

Mikpomeniss — aHOMaJIbHE 3MEHIIICHHS 800 YKOPOYCHHS KiHIIIBOK.

Mikpoakiss — 3MEHIICHHS KPUIITAINKA OKa, 0 3yMOBICHE 3y-
TIMHKOIO HOTO PO3BUTKY.
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Mikpodranbm — 3MEHIIEHHS BCiX PO3MIpiB OKa.

Mixkporiedaitiss — aHOMaJIEHO 3MEHIIIEHA T'0JI0Ba.

MOHO3HUTOTHI ONM3HIOKM — OJIM3HIOKH, SIKI IOXOAATH Bl OHIET
3UTOTH.

MyTareHu — YMHHHUKH, 10 BUKIAKAIOTh MyTaIlii.

MyTaHT — OpraHi3m, 10 Hece MyTaHTHUH aJIeIb.

MyTariiss — criiika 3MiHa TEHETHYHOTO arapary, 10 BUHUKA€E pall-
TOBO Ta HPH3BOAUTE SK JI0 IMEPEXOy T'eHa 3 OTHOTO AJICBHOTO
CTaHy JIO0 1HINOTO, TaK 1 J0 PI3HUX 3MiH KIJBKOCTI YU OYJIOBH
XPOMOCOM.

MyTyBaHHST — TIpoOLieC, YHACHIIOK SKOr0 B TEHETHUHIN TMporpami
3'SBISIFOTHCSI 3MiHH, IO YCIAaIKOBYIOTBCSL.

HicrarMm — MUMOBUTBHUN IIBUIKUA PyX OYHUX SIOMYK, TOPHU3OH-
TaJbHUN Y1 BEPTUKAIbHUI.

Hopwma peaxuii — Bci MOXJITHBI (PeHOTUTIH, SKI MOXKYTb ChoOpMyBaTH-
Cs1 Ha OCHOBI JaHOT'O TEHOTUITY B PI3HUX YMOBaX CepeOBUILA.

O3Haku, 0OOMEXKEHI CTaTTI0 — TEHETHYHE 3YMOBIICHI 03HaKH, 1m0 (e-
HOTHUITIYHO TIPOSIBIIIOTHCS Y OCOOUH OJHI€T cTaTi.

Owmdarnoriene — MynKoBa TPHKa.

OHKOreH — TeH, YIIKO/DKEHHSI SKOTO MOXKE MPU3BECTH JI0 MAaJIirHi-
3arii KIIITHHH.

[leneTpanTHICTE — IMOBIPHICTH (DEHOTUIIIYHUX IIPOSIBIB Y OCI0 IEB-
HOi O3HAKH, IO KOJYETHCSI TOMIHAHTHUM T€HOM YH PEIeCHB-
HUM T'€HOM Yy TOMO3UTOTHOMY CTaHi.

[TnefioTportiss — BIUIMB OJHOTO Te€HA Ha KijbKa ()CHOTUIIYHHUX 03-
HaK.

[NonirenHi 03HaKK — O3HAKH, IO KOAYIOTHCS OaraTbMa TeHaMH, KO-
HUH 3 SKAX OKPEMO HE3HAYHO BIUIMBAE HA CTYIIHb NPOSIBY 03-
HaKH.

[Momigaktriis (6araromanicts) — 301IBIICHHS KUTBKOCTI TAJBITIB
Ha KUCTSIX YU CTOMNAX.

[ToiMop}hi3M — HASIBHICTH y MOMYJIAIIT KiTbKOX (HOPM TeHa.

[ominmoin — KJIiTHHA, TKAHWHA Y1 OPTaHi3M, III0 Ma€ TPU UM OLIbIIIe
HaOOpPIB XPOMOCOM.

[Momidaris — HaAMIpHUIA alleTUT, 00KEPITUBICTb.

[Nomynsiiiss — CyKYIHICTh OpPraHi3MiB OJHOTO BHJY, IO MPOTATOM
JIOBrOro 4acy (BeMUKOi KUIBKOCTI MOKOJIiHB) MPOXKHUBAIOTh Ha
MEBHINA TEPUTOPIi, MOXKYTh BUIBHO CXpELIyBaTHCA, MPOTE BiTOK-
peMIIeHa BiJl CYCITHIX CYKYITHOCTEH OJIHI€I0 3 (DOPM 130JISI1111.
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[TpobGang — xBopa 4M 310poBa 0coda, siKa 3BEpHYJIAcs 3a JIOTIOMO-
TOI0 JI0 JIiKaps-TeHETHKA, Ta BiJ SIKOI,IIOYMHAE CKIAJATHCS PO-
JIOBIJI.

[IporHaTtisi — HaAMIpHUN BUCTYI HIXKHBOT IIIEJIETIH.

[Tepuriii (mTepuriym) mmi — MPUPOIKEHA TOBCTA CKIIaKa MIKIpH
Ha OOKOBii MMOBEPXHI MIHi.

[IT03 — omyIeHHs BEPXHBOT MMOBIKH.

Perporuatiss — 3MillleHHsT BEpXHBOI IIENISNH HA3aJ1, TIOPIBHSIHO 13
3BHYAHUM a0pHCOM.

PeniecuBHmMit — ajeni 94u 03HaKa, IO MPOSBISAETHCS TINBKHA Y TO-
MO3HTOTH.

PomoBig — cxema, 110 JEMOHCTPYE CHOPITHEHICTh MK YICHAMH
OJIHIET POJIMHU B JIBOX UM O1JIbIIIE TTOKOITIHHSX.

Cerperaut — iHAMBIAYYM, 110 OTPUMAaB MYTaHTHHH T'eH BiJ (eHOo-
THUITIYHO 370pPOBUX OATBKiB-TETEPO3UTOT 33 PELECUBHUM TE€HOM
ab0 HOCIiB TOMIHAHTHOTO, 1[0 HE TIPOTIEHETPYBAB.

Cerperallis — OTpUMaHHS MyTaHTHHUX TEHIB BijJ OaThKiB.

CHHAAKTHIISE — 3POIICHHS JBOX YM OLIBIIC MaJbI[iB YaCTKOBO 200
TIOBHICTIO.

CuHO(pHU3 — 301ITBIIICHHS Ta 3pOIICHHS OpiB.

CHpeHOMEITisST — 3JIATTS HIXKHIX KiHITIBOK.

CrateBi XpOMOCOMH — XPOMOCOMH, SIKI PI3HATBCS Y TPEICTABHUKIB
pi3HO{ cTaTi Ta BU3HAYAIOThH CTaTh 0COOU.

Ctpabi3M — KOCOOKICTb.

TenekaHT — 30UIbLIEHHS BiACTaHI MK BHYTPIIIHIMH KyTKaMH
ouell Py HOPMAJIBHO PO3TAIIOBaHUX OpOiTax

TpaHcKpuMis — TepenucyBaHHsS TeHETHYHOI iH(hopMallii, 3aK0/10-
BaHOI B mocigoBHOcTI HykineotuaiB JJHK, y Burmsiai nociigos-
HOCTI HyKJICOTUIiB Mojekyiau PHK.

Tpancmsnis — nepexian 3 mosu JIHK (andaBity HyKICOTHIIB)
Ha MOBY OUIKIB (an¢aBiT aMiHOKHCIIOT).

den — 03HAKa OpPTraHi3My.

deHokoIiT — HeCmaaKoBi (PeHOTUITIYHI Moz[Hq)iKaui'i, 110 iMiTyIOTL
IO TIOHHIHA CI)CHOTI/IH CHaJIKOBOT MyTauu ”

@DeHOTUN — CYKYIHICTh 03HAK OPraHi3My, IO € HACJIIAKOM peati-
3aiii TeHOTHITY B IEBHUX YMOBaX CEPEIOBHILA.

®DinbTp — BiJICTAaHB MK HOCOM Ta BEPXHBOIO T'y0010.

dokomenisi — BIACYTHICTh HESKUX NPOKCHUMAJIBHUX YaCTHH
KIHIIIBOK.

Xpomatuam — JBi MOJOBXKEHI CyOOAMHMUIN JYTUTIKOBaHOI XpOMO-
COMH, IO Bi3yalli3yrOThCS B MiTO31 Ta MEHO31.
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XpoMocomMa — HHUTYACTa CTPYKTYpa Y SAPi KIITUHY, IO CKIIAA€Th-
Cs 3 TEHIB, PO3TANIOBAHKX JIIHIHHO; B €yKAPIOTHYHHUX KIITHHAX
monekyna JIHK yTBOpIOE KOMIUIEKC 3 TICTOHAMU Ta iHIIUMH
OlTKaML

XpomocoMHuit Habip — CYKYIHICTh XPOMOCOM B SIZIpi CTATEBOT UM
COMAaTHYHOI KITiTHHH.

[ukromnist — o/He ab0 MOBOEHE OKO, II0 PO3TAIIIOBAHE MOCEPEIHHI
n06a.

BIAMNMOBIAI HA IMTAHHA
TA 3AJAUI
1. TeHOTHTT — cHCTEMa B3aEMO/TIFOYMX TeHIB OPraHi3My.
2. CnaznkoBi XBOpOOH — XBOPOOH, IO TIOB's13aH1 3 YIIKOPKEHHIM

TEHETUYHHX CTPYKTYP.

3. AHK-niarnoctrka, BU3HaY€HHS aHOMAIFHOTO TIPOAYKTY TeHA Y1
foro aedinuTy.

. Tect I'atpi, GioxiMiuHi JocTimKeHHs KpoBi Ta ceui, JIHK-miarnoc-

THKA.

. LluroreneTryHi, KINHIKO-T€HEa IO 14HI.

. AJIbTepHATHBHI.

. AJesbHI reHH — albTepHATUBHI (POPMU r'eHa, AKi XapaKTepu3y-

I0ThCS YHIKQIBHOIO MOCTIZOBHICTIO ITYKIEOTHIIB.
8. I'ameTa — 3pija craTeBa KIITHHA, SIKa 3[aTHA A0 3JIUTTS 3 OAI0-
HOIO KJIITHUHOIO TPOTUJICKHOT CTATi.
9. JIoMiHaHTHUIA T€H — aJlelib, AKUH MPOSBIISETHCSA B FE€TEPO3UTOT-
HOMY OpTaHi3Mi.

10. I'etepo3uroTHuii 3a JAHOIO O3HAKOIO OPTaHi3M — IIe OPTaHi3M, B
SIKOMY TIPHCYTHI pi3Hi anemni B JaHOMY JIOKYCi TOMOJIOTIYHUX
XPOMOCOM.

11. ®eHoTUN — CYKYNHICTH O3HAK OPTaHi3My.

12. 25%.

13. 0%.

14. 50%

15.0%

16. 50%.

17. Tax.

18. 50%.

N

~N O\ W



19.

20.

21.
22.

23.
24.
25.

26.

27.

28.

29.
30.
3L
32.
33.
34.
35.
36.
37.

38.
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KomOinaTtiuBHa MiHIMBICT — NEPEeKOMOIHYBaHHS TeHIB Ta XpO-

MOCOM 3 PI3HHMH AJIEJISIMH, 10 MPOSIBISIETHCS PI3HOMAHITHICTIO

OpraHi3MiB-TIOTOMKIB.

MyrariiiiHa MiHIUBICTh — BUHUKHEHHS HOBUX BapiaHTIB JUCK

PETHUX OJMHUIIb TEHETUYHOTO MaTepiay.

I'enHi, XpOMOCOMHI Ta TEHOMHI MyTaIlii.

Myrartii, iHayKoBaHi (Hi3SHUHUMH, XIMIYHUMH Ta 010JIOTTYHUMHU

YUHHUKAMH.

I'eHeTHuHi CTPYKTYpH AAPA, MITOXOHAPIN Ta Ma3Mis.

Jenerii, BCTaBKY, epeCTaBIIsIHAS, 3aMiHU TT1ap OCHOB Ta iH.

Jenerii, Hectaui, XyroiiKaiii, iHCEpIIil, iHBepCii, TpaHCIIOKAIIIT;

XPOMATHJIHI, MIXXXPOMATH/IHI, XPOMOCOMHI.

YV BUTIIAMI IETAITHHUX Ta CY O JIeTATLHUX e(DeKTiB, MEH/ICITFOFOUMX

CIIaJIKOBUX XBOPOO, CHHIPOMIB IPUPODKEHHUX BaJ PO3BHUTKY,

TaKO SIK OCHOBA ISl PO3BUTKY €KOTCHETHYHOI ITaTOJIOTIi Ta y
BUTJISTI TIOTIMOP(]i3My O3HAK OpraHi3my.

Y BUITISIII XpPOMOCOMHIX XBOPOO Ta IUTOTCHETHYHUX OPYILCHB

KUTBKOCTi 200 CTPYKTYPH XPOMOCOM.

MonudikaniiHa MiHIHBICTh — 3MiHA ()EHOTHITY OpPraHi3My B

MeKax HOPMH PEaKIlii K BiAMOBII> HA KOHKPETHY 3MiHY YMPB

CEepEIOBHIIA.

dapmakoreneTnKa — HayKa, M0 AOCTIIKYE TCHETUIHY 3YMOB

JIEHICTh PeaKii OpraHi3My Ha JiKH. !

I'eHOMHMIT IMIIPHHTUHT — CTPYKTYPHO-MOJIEKYJISIPHI 3MiHU I'€HiB,

1110 MAIOTh MICIIE TiJ] Yac raMeTOreHe3y Ta MPU3BOAATH A0 CTIHKHX

Mo udikaiiil ekcrpecii ToOMOJIOT YHUX T'eHiB.

B ycix saepHux KIiTHHAX (COMAaTUYHUX Ta TepMiHATHBHHX ),

CrnazakoBi gedekTn 0OMiHy PEUOBHH.

be3Bin0ipkoBICTh, MACOBICTh, MPOQITAKTHIHUH XapaKTep.

Jedekt Ha piBHI NIPOAYKTY TeHa.

Kniniko-reHeanoriyanii aHani3, ypuHaAII3UC, TOHKOIIAPOBA XPO

marorpadis, Tect ['atpi, cnekrpoduryopomerpiit, JITHK-miarHoc-

THKA.

I'mroko3amivioritikanuta crierugivHi pepMeHTH 0OMiHY MyKOTIO-

JicaxapuiB.

Bu3zHavyeHor0 MocIiIoBHICTIO HyKIIeoTH IiB y Moiekynax JITHK Ta

PHK.

TpaHCKpHUIIIIis — NepenucyBaHHs 1HPOPMAITIT 3 TBOJIAHIIIOTO-

Boi monekynu JJHK Ha ogHomanIroroBy monexkyny PHK.
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39. TpaHcsIiss — mporec CUATE3Y OTKa Ha prOOCOMax, IO CKEPO
ByeThea Matpuleto iHdopmauiitnoi PHK, abo nepexnan indop
Marlii 3 MOBU HYKJIETHOBUX KUCJIOT HA MOBY OiKa.

40. TpunneTHUi, BUPOKEHUM, Oe3repepBHUN, YHIBEpCABHUI.

41. Cunngpowm Ilaray.

42. Hi.

43. T'anmakTo3eMisL.

44. Jlo XpOMOCOMHHUX XBOPOO.

45. Topy1reHHS OOMIHY ITypHHIB.

46. Hi.

47. ToHkomapoBoi xpoMaTorpadii ByrJIeBOIIB cevi.

48. Cunnpom nie Toni — JleOpe — DankoHi.

49. Cunnpowm [Ipanepa — Bimi.

50. 3a monomororo muroreneTHyHoro Meroay ta JJHK-miaraoctikm.

51. Hemaxis.

52. Y reTepo3uroTHOI MaTepi Ta XBoporo OaTbka (HaiiuacTirie npu
CTIOPiTHEHOMY TILTHO01).

53. 45XO0.

54. Cunapom Hynan.

55. MoJI0KO Ta MOJOYHI IPOTYKTH.

56. XBopoba Binmscona —KonoBanoga.

57.40-50%.

58. T'oMormcTUHYpisl.

59. TaHrmi03U 1031, MYKOJIIITiT03H.

60. AyTOCOMHO-ZIOMiHaHTHMII 3 HETIOBHOIO TIEHETPAHTHICTIO Ta EKCIT
PECUBHICTIO

61. Y npyromy miBpiudi *KHUTTS.

62* JledekTaMu MITOXOHAPIN y 3B'I3KY 3 XPOMOCOMHUMH, MITOXOH-
JpiaTbHUMH MYTaIlisIMH, YCIIQAKOBAHIUMU Y1 HAOyTUMH.

63. Tak.

64. MonexkyaspHUX METOJiB AiarHOCTHKH Ha piBHi JJHK.

65. Y cepemapoMy Billi, micist 30 — 40 pokiB.

66. Y mepiii poKy KHATTSL.

67. BusHaueHHs ab(ha-PeTonpoTeiiry, yiabTpa3ByKoBe 00CTEKECHHSI.

68. YapTpa3ByKoBe 0OCTEKEHHS Ta HATTIS aKyIIepa-TiHEKOJIOora.

69. bioncis xopioHa Jy1st MPOBEACHHS UTOT€HETUIHOTO JIOCTIKEH
HSI, YIETPa3BYKOBE OOCTEKEHHSI.

70. YapTpa3ByKOBe 00CTEKEHHS IUTOY, BI3HAUCHH anb(a-deTor-
POTEiHy y CHpOBATIIi KPOBi, aMHIOIEHTE3 (IMTOTCHETUIHE JI0C
JJHKEHHS KITITHH IO ).
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