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Aexkuis 1.

Tema: [IpeameT Ta 3aBHaHHA MEIUYHOI T€e HETHUKU

MenuyHa reHeTHKAa BHUBYAE POAb CIIQAKOBUX YUHHUKIB ¥
BUHUKHEHHI TIAQTOAOTIYHUX CUMIITOMIB 1 O3HaK B OpraHi3Mi AIOAWHY,
3aKOHOMIPHOCTEH yClIaAKyBaHHS CIIaAKOBUX 3aXBOPIOBaHb, METOIU
JiarHOCTYBaHHS, IIPO(iAaKTUKH Ta  AIKyBaHHS  CIIaIKOBHUX
3axXBOPIOBaHb, & TAKOXK 3aXBOPIOBAHHS 31 CIIaJKOBOIO CXHUABHICTIO Ta
€ BaXXKAUBHUM PO3JIAOM Cy4YaCHOI F’€HETUKHU.

MennyHa reHeTHKAa IIPUBEPTAE BCE DiAbIlle yBary B TOMY YHCAI i
yepe3 MOXKAUBOCTI ITPOTHO3YBaHHSA 3araAbHOIO MMOKa3HUKA 30POB™Y
OKPEMUX IOMYASIIN AIOAEN Ta AOACTBa B 1iaomy. Came memudHa
FeHETHUKa HaMaraeTbCd PO3KPUTHU E€TIOAOTII0 PO3BUTKY II€BHHUX
3aXBOPIOBaAHb Ta IIYKa€E IIAIXU BUpINIEHHd O6araTbox IIpobAeM
chboroieHHsI. EBOAIOIIiSI 2JKUTTH B I[IAOMY 1 €BOAIOIIiSI IIEBHUX BU/IIB
KUBUX OpPraHi3aMiB (BpaxoBYIOUHU i AIO[ICTBO) BilOyBa€EThCS ITOCTIHHO,
IIPOTE OCTAaHHIM 4acoM 3MiHU YUHHUKIB HABKOAHUIITHBOTO CEPEOBUIIA
CTPIMKO ITPUHIBHIIIHANUCDH, III0 HPHU3BOAUTH 0 HEOOXiAHOCTI 3MiH
XKUBUX OpPraHi3MiB 3 METOI0 IIPHUCTOCYBaHHA A0 HOBUX YMOB
ICHyBaHHS.

[ast Toro o6 Kparre 3po3yMiTH 9K Hallli OpraHi3MU pearymorh
Ha IIi 3MiHU HEeOOXiJHO JOCAITUTH TaK O MOBHTH «HOPMY» T€ III0 OYAO
paHilie, SKUM YUHOM (PYHKI[IOHYBaAM BUAU B IIOIEPENHi BiAPi3KU
qacy. Came wMenuyHa TeHETHKA 3alMaeThbCs OOCAIIZKEHHIMU
YHKIIIOHYBaHHS AIOICBKHX OPraHi3MiB Ta IIONIYKOM I'€HETHYHOIO
HiATPYHTS Takoi poOOTH.

B pe3yapTari HarpaitoBaHb 3 I[bOT0O IIPHBOAY BUMaAbOBYIOTECI
HACTYIIHi IIOAOKEHHSA MEAHYHOL F€eHETHKH:

1. CrnankoBi 3axBOpPIOBAaHHS BHHHUKAIOTh B PE3yAbTaTI
3araAbHOI CIIQIKOBOI MIiHAMBOCTI AIOAUHH.

2. [Torryadiiii Arome#t HecyThb B Cc00i BEAMYE3HUM TATrap
MYyTallil.

3. B pPO3BUTKYy CIamKOBOI IIaTOAOTI BiOirpalOTh POAb $K
TEHOTHUII, TaK 1 CEPEeIOBUILIE.

4. CHoagkoBiCTh Cy4acHOi AOOVHU BIAPI3HAETHCA
HaKOIIUYEHUMH Yy IIPOIIECI €BOAIOIIHHOIO PO3BUTKY ATOAOTIYHUMU
MyTalliIMU Ta CIaAKOBUMH 3MIHAMU y CTaTE€BUX KAITHHaxX SKi
IIOCTiIHHO BUHHUKAIOTH 1 Ha Cy4aCHOMY €Talli PO3BUTKY AIOCTBA.

5. Pi3koO 3MIHHAOCH CEPENOBHIIE ICHYBaHHSI AIOQWHU,
3’IBUAOCH IIAQHYBaHHS POAMH Ta MEXKi IIAI00IB. AOIUHI JOBOIUTHCS
CTUKATHCh 3 HOBHMHM yMOBaMHU ICHYBaHHsI, Big4dyBaTU 3Ha4HIi
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HaBaAHTAXKEHHSI  COL[IAABHOTO Ta  €KOAOTIYHOTO CHpPAMYyBaHb.
30iABIIHANCEH MACIIITA0U Mirpalliti HaceAeHHsI, 3HAYHO PO3IIUPUAOCEH
KOAO ITOTEHIIMHUX IapTHEPIB.

6. CydyacHa Meagu4yHa T'€HETHKa Ma€ y CBOEMY AapCEHaAl
BEAUKY KIABKICTbh MOXXAUBOCTEH AL A1arHOCTYBaHHS, ITPOiAaKTUKHA
Ta AlKyBaHHS CIIQIKOBUX IIaTOAOTIHM, 6a3ylodyuch Ha [JaHUX
IIUTOTE€HETHUKHY, OioXiMidYHOI T€HETHKH, KAIHIYHOI Ta MOAEKYASPHOL
FeHETUKH, a TAaKOXK IIOIIYASIIIHOI Ta €KOAOTIYHOI T€HETHUKU.

MemuyHa TreHEeTHKa BKAIOYAE TaKOXK IMYHOTE€HETHKY, dKa
BUBYAE NEHETHYHI PaKTOPU Ta MEXaHi3MU IMeHEeTHYHOI BiAIOBidi i
MEXaHI3MHU IMYHHOI BIAIIOBIiAl, TEHETHKY OHTOT€HE3y, SKa BUBYAE 1
BUSABASE T€HETUYHU N KOHTPOAB IIPOIIECIB PpAaHHBOTO eMOPiOHAABHOIO
PO3BUTKY, OHKOT€HETHKY, 9Ka BUBYA€E T€HETHUKY YTBOPEHHS ITyXAUH.

Takoxk 3’dBAGIOTBCS OKPEMi PO3MIAM MEAUIIMHU MPUCBSYEHI
OOCAIIDKEHHAM  CHaOKOBHUX  3aXBOPIOBAHBb: HEUPOTEeHETHKA,
odpTasbMOIreHETUKA Ta 1HIIII.

3HadYeHHS P'€HETHUKU A9 MEAUIINHU BaXKKO0 ITePeoiHUTH. BoHa
€ TEOPETUUYHUM IIAIPYHTAM MEIUIINHH, PO3ILINPIOE Ta IIOTAUOAIOE
pPo3yMiHHS PYHKITIOHYBaHHS OPraHi3My Ta IPUYUHA BUHUKHEHHS Ta
PO3BUTKY IEBHHUX 3aXBOPIOBaHb. CIIaIKOBi XBOPOOH QYK€ YHUCEABHI, i
HOTPeOYIOTh PETEABHOTO BUBYEHHS.

BusasaeHo, 1110 criaJKOBa MiHAUBICTh BEABMU BHCOKA ITPOTSITOM
KUTTS AFOAUHU TPUOAN3HO y 70% BUABASIIOTHCA TiUH iHIII CIIaAKOBI
3axXBOPIOBAHHS. 31 CIIQAKOBUMH YH BPOMXKEHHMH IIaTOAOTIIMHU
HapPOMIKYEThCH NpUbAU3HO 5% miteit. BusaBaeHo 6iabir Hizk 10000
CIIaIKOBUX O3HAK Cepell AKUX OIABII HixK ITIOAOBUHY CKAQIAI0OTh CaMe
CIIaIKOBi 3aXBOPIOBaHHS. TaKUM YHUHOM Yy GiABITIOCTI ATOAEeH ITPOTSITOM
KUTTS IIPOSIBAIETHCH X04a O ofHe cepito3He Ir'eHETUYHO 00yMOoBAEHE
BIIXUAE€HHS Bil HOPMHU, sIKe 34aTHE 3HU3UTH SIKICTh Ta TPUBAAICTH
KUTTS.

Ha#ifiAbIll BasKAMBHMH HaIpaMaMH B  JOCAIIXKEHHSX
MEANYHOI FEHETUKH € BUBYEHHS MOACKYAId PHOI IPU PO T'€HETUIHHNX
3MIH, aHaai3 3aKOHOMIPHOCTEM IX ycCrnaakKyBaHH4, OILiHKa IxX
PO3IMOBCIOI2KEHHA B PI3ZHUX IMONYAdIlIIX AIOAEH, BUBYEHHS POAl
MyTareHHUX (PakTOpiB OTOYYIOUOI0 CEPELOBUIIIA.

Hapasi Bimomo mpo 6iabIm Hizk 10000 criagKoBUX 3aXBOPIOBAHb.
[ 6iapmr Hi3K gag S000 3 HUX BUBYEHO AOKaAi3allito MyTaHTHUX I'eHiB
B XpOMOCOMAaxX Ta IIPOBEAEHO MOAEKYAIPHUI aHaAi3 HPOAYKTIB ixX
aigabHOCTi. Lli mOCATHEHHYI MO3BOAMAM BUBECTH HAa HOBHUM PIBEHb
PO3pOOKYy METOMIB MiarHOCTyBaHHSI CIIQIKOBUX 3aXBOpPIOBaHb, iX
poiAaKTUKY Ta reHoTreparrito. [IpUKAagHUM PO3IiAOM METUYIHOL
FeHETHUKH € KAIHIYHA TeHeTHKa.



|

(<Tr
¥
Y

oo ot 2

OCHOBH MEJHYHOI TEHETHKH %< il

3aBHaHHAMH MEAHYHOL FTeHEeTHKH Ta HalOIiAbIII BaSKAUBUMU
HalrpssMaMH{ JOCAIIXKEHbD €:

1. BuBYEHHY POAl IM€HETHUYHUX Ta 30BHIIIHIX YUHHUKIB B
PO3BUTKY CIIQIKOBHUX ITIAQTOAOTIH, a TaKOXK XapaKTepy yClIaaKyBaHH
Ta IIPOsIBiB ITATOAOTIYHUX I'€HiB.

2. BuB4Ye€HHS MOAEKYASIPHOI HNPUPOAN T€HETUYHHUX 3MIiH 1
aHaal3 3aKOHOMIPHOCTEHN iX ycmaaKyBaHHS.

3. DBuBueHHs xapakTepy VyCHaAKyBaHHsSI IIaTOAOTIH Ha
KAITUHHOMY, MOAEKYASIPHOMY pPIBHAX Ta Ha pPIBHI Opra”HiaMy Ta
IIOTTYASIITI].

4. Po3pobKa cHCTEeMAaTHKH, MIaTHOCTHUKHU 1 ITPOdiraKTHUKHU
CIIaAKOBUX 3aXBOPIOBAHb.

S. BugaBaeHH4I PO3MOBCIOIXKEHHS CIIaJKOBUX 3aXBOPIOBAHb TA
BPOMKEHUX BaJl PO3BUTKY Ta OLIIHKA IX PO3IMOBCIOZKEHHS Y PI3HUX
OIIYAIIIAX AIOICH.

6. BuaBaeHHa MyTareHHHUX YHHHUKIB HaBKOAUIIIHBOIO
CepeloBHIIIA Ta Po3pobka MeToaiB ix HeHlTpaaizaltii.

7. lTlokpalleHHd METOAIB T€HHOI I1HXKEHEpil 3 METOI
reHOTeparlii Ta OTPUMaHHS HOBUX AIKAPCHKUX PEYOBUH.

8. PosmupeHHd 3aCTOCyBaHHI MEAUKO-T€HETHUYIHOIO
KOHCYABTYBaHHS.

9. Po3BUTOK MeTOAIB IIpeHATAaABHOTO A1arHOCTYBAHHS.
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Aexkiisa 2.

Tema: ['eHeTHKA AIOOAUHU

[Taam:

1. OCHOBHI1 HAyKOBI1 HAIIPSIMKHU PO3BUTKY Cy4aCHOI TeHETUKU AFOJUHU
2. AtonuHa 9K 00’€EKT MOCAIKEHHI

3. MeToau reHeTUKHU AIOOAUHU

4. KapioTHun AIOUHU

1. OcHOBHI HAyKOBl1 HalIpsIMKHU PO3BUTKY Cy4aCHOI I'€HETHKU
AFOIUHU

[IuTOoreHeTrHura BUBYAE XPOMOCOMH AOAUHU, IX CTPYKTYPHO-
QYHKITIOHAABRHY OpraHizailito, KapTyBaHHS, pPO3pPo0ASIE METOmIu
XPOMOCOMHOI'0O aHaAi3y. [JOCATHEHHS [IUTON€HETUKH 3aCTOCOBYIOThCI
JASI JIaTHOCTHUKH XPOMOCOMHUX 3aXBOPIOBaHb AIOJUHU.

INonyaaiiiHa reHeTHKa [JOCAIXKYE TE€HETHYHY CTPYKTYPY
AFO[ICBKUX ITOIIYASIIH, 4aCTOTY aAC€AEH OKPEMUX I'€HIB (HOPMaAbHUX 1
[IaTOAOTIYHHUX) ¥ IONYALAIISIX AIOAEM, IIPOTHO3YE 1 OLIHIOE NeHETUYHI
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HAaCAIIKM 3a0pyaHEHHS MOBKIAASI, BIIAUB aHTPOIIOTEHHUX YUHHUKIB
cepemoBHIIIA Ha 0iOAOTIYHI IpoliecH, MI0 IepediraroTh y AIACHKUX
HONYyAdIligx (MyTauiiHui#l mpoilec). Lli mOCAIIKEHHS JO3BOASIOTH
IIPOTHO3yBaTU YacCTOTy M[OEdKUX CIIQAKOBUX 3aXBOPIOBaHb Y
IIOKOAIHHSAX 1 IMAaHYBaTHU NPOodiAaKTHUYHI 3aX00H.

BioxiMiuyHa reHeTHKa BUBYAaAE OIOXIMIYHHUMHU METOIAMH IITATXI
peaaizaitii reHeTH4HOI iH(popMallii Big reHa 10 03HaKH1. 3a JOTIOMOTOI0
6ioXiMIYHUX METOMIB PO3POOAEH] EKCIIPEC-METOIU AiarHOCTUKHU PSITy
CIIaIKOBUX 3aXBOPIOBaHb, ¥ TOMY YHCAI METOAU IIpeHaTaAbHOI
(mormoAoroBOi) A1aTHOCTHUKU.

Po3pobka cucreMu 3axXUCTy reHO(pOoHOYy Arofel Bin i0HiI3yro4oi
pagiallii — ogHe 3 OCHOBHUX 3aBaHb pasiailiiHOl reHeTHKH.

IMmyHoAOriuHA reHeTHKa (IMyHOT€HETHKA) BUBYA€ M€eHETUYHY
00yMOBAEHICTh IMYHOAOTIYHUX O3HAK OPraHi3zMy, iIMyHHHUX peakIliii.

PapmakoasoriyHa reHeTHkra (papMaKOT€eHETHKAa) IOCAIIKYE
reHEeTUYHY OOYMOBAEHICTBh pPeakIlii OKpeMHUX AIO/Ie Ha AiKapChKi
3aco0u Ta if0 OCTaHHIX Ha CIIaJKOBUM arapar.

MenmnuyHa TreHeTHKa BHUBYAE POAb CHAAKOBUX YUHHHUKIB Y
BUHUKHEHHI [TIaTOAOTIYHUX CUMIITOMIB i 03HAaK B OpraHi3Mi AIOIUHH,
3aKOHOMIpPHOCTEN yCIaAKyBaHHSA CIIaKOBUX 3aXBOPIOBAHb, METOIU
[iaTHOCTyBaHHs, NOpogirakKTUKHU Ta  AlKyBaHHS  CIIQIKOBHX
3aXBOPIOBaHb, 4 TAKOXK 3aXBOPIOBAHHM 31 CIIaAKOBOI CXHUABHICTIO.

Kaimiuma reHeTHKa — IIPpaKTH4YHA CKAQ0Ba MEIUYHOL
T€HEeTUKHU.

2. AromuHa 9K 00’€KT MOCAIMZKEHHI

Ha BimMiHy Big KAaCHUYHHX OO’€KTIiB TE€HETHKH, AIOIUHA —
crieupiyHUM 1 CKAQMHUH  00’€KT TEHEeTHYHOIo aHaai3ly.
Criertu(pigHICTh AIOAMHU TIOASITAE B TOMY, III0 BOHA IIOEMHYE B c0obi
3aKOHHM OpPraHiyHOi €BOAIOIIii 1 3aKOHHU COILIaABHOTO JKHUTTS.
I'iOpumoAoridaHMii METOZ, OCHOBY $SKOIO CTaHOBUTH CHCTEMA
€KCIIEPUMEHTAABHUX CXPELTyBaHb, IAS AIOAUHU HENPUHHATHUN.

EXCIEepUMEHTAABHI IIAIOOHM [Ad AIOAUHH HEMOXKAMBI
FeHeTHYHI €eKCIIEPUMEHTH Ha AIOAsIX 3a0opoHeHi. IcHyroTh # iHImi
0COOAUBOCTI, SIKi CTBOPIOIOTH T'PYAHOILLI ITPU BUBYEHHI CIIaIKOBOCTI i
MIHAMBOCTI1 AIOAUHH.

OCHOBHI 3 HHUX TaKi:

1. HenpuUHHATHICTH HallpaBA€HUX CXpellyBaHb AT
FeHETUYHOI0 aHaAi3y;

2. HEMOXAHUBICTBH EKCIIEPUMEHTAABHOTO OTPHUMAHHS MyTallil;

3. Mi3HiHA CTPOK CTATEBOTO M03PiBaHHS y AIOAWUHU;



4. moOBiAbHA 3MiHa ITOKOAIHB (MpuOAN3HO Yyepes3 25-30 poKiB).
TpuBaaiCTh KUTTHA AIOOHUHU, SIK O0‘€KTa CIIOCTEpekeHb, MOIKe
IIEPEBUIIyBAaTH TPUBAAICTD XKUTTH JOCATHUKA.

5. MaAa YHCEABHICTHL HaANIaIKiB;

6. HEMOXKAUBICTb CTBOPEHHH OHAKOBUX YMOB JIAG PO3BUTKY
HaIIaIKiB BiJl Pi3HUX IIAI0O0IB Ta YMOB, sIKi CYBOPO KOHTPOAIOIOTHCH;

7. HeOOoCTaTHd TOYHICTH peecTpallli CIagKOBHUX O3HaK Ta
HEBEAUKI POIOBOAY;

8. CKaagHUNM KapioTHIl, 9KHUU BKAO4Yae 46 xpomocoM (24
TPynu 34YE€lA€HHd — 22 mapu aytocoM, X-, Y-xpoMocoMmu). [lasa
HOPIBHAHHS — Y Ap030diau 8 XpoMOCOM (4 TpyIlu 3YEAEHHS).

9. AIOOMHI BAAQCTUBUU 3HAYHUU I€HOTUIIOBUU IoAiMOpdidM,
110, IOpdad 3 PI3HUMH €KOAOTIYHUMH 1 COLlaABHUMH yMOBaMH,
00yMOBAIOE BUCOKY CTYIIiHb (PEHOTHUIIOBOTO ITOAIMOPi3ZMy.

3. MeToau reHETUKU AIOOAUHU

Jlo OCHOBHUX METOAiB, SKi BUKOPHUCTOBYIOTBCS B TE€HETHUII
AFOJUHU, HAAEXKATh:

- reHeaAOTiYHUH;

— IIUTOTeHETHYHI METOIU;

— OAM3HIOKOBUIH;

— HOILy A LI HUN;

- MeTOod NPUHMOMHUX OIiTEH;

— OioXiMiYHI MEeTOoIH;

— MOAEKYAIPHO-TEHETHUYHI METOIU.

l'eHeasoriyHuN MeTOZ — CKAQJAaHHA POMAOBOMIB Ta
JOCAIIKEHHSI yCIIaAKyBaHHSI IIEBHUX O3HAK y HUS3III IOKOAIHBb. BiH
JO3BOAdE IIOOOAATH CKAQ[HOII, $Ki BHUHHUKAIOTh y 3B’€3KYy 3
HEMOXKAHBICTIO IIOCTAHOBKH I[IA€CIIPIMOBAHOI'O CXpeEIIyBaHH4 . JKIIIO
€ POmOBOAM, TO MOXKHAa, BUKOPHUCTOBYIOUU CyMapHi AaHl AEKIABKOX
POAVH, BH3HAYUTH THUII YCHAQAKyBaHHA O3HAKWU (ODOMIHAHTHUH,
PELECHBHUM, 3YE€NAE€HHUM 31 CTaTTIO, ayTOCOMHHM), a TakKoX il
MOHOTEHHICTh ab0 ITOAITEHHICTb.

'enearorivyHUN MeTO 3aCTOCOBYETHCH:

1) mA BCTAaHOBAEHHS CIIQIKOBOTO XapaKTepy O3HaKU;

2) npu BHU3HAYEHHi THUIy YyCIIaAKyBaHHA Ta IIE€HETPaAHTHOCTI
reHa,;

3) mpu aHaai3i 34eAEeHHs I'€HIiB 1 KapTyBaHHI XpOMOCOM;

4) mpu BUBYEHHI IHTEHCUBHOCT1 MyTallilfHOTO IIPOILIECY;

S) npu po3mudPOBIII MexaHi3MiB B3aEMO/Iii I'eHiB,;

0) Ipu MEeOUKO-TEHETUYHOMY KOHCYABTYBaHHI.



FeHearoTiYHUM MeTO[ Iependadae TakKi eTanu JOCAIIZKEHHS:
30UpaHHs OaHUX IIPO BCIX POAUYIB OOCTEKYBaHOTO, CKAAIAHHS
POOBOAY, aHAAI3 pOAOBOAY Ta BUCHOBKH.

I[rTOoreHeTHYHI MeTO0AH — BUBYEHHS KAITHH i1 MiKPOCKOITOM
3 METOI0 BU3HAUYEHHS KiABKOCTI XpOMOCOM Ta iX O0y10BU Yy HOpMi Ta
I1aTOAOTII, a TaKOK AOKaAi3allid reHiB y XpoMocoMi. BoHU 103BOASIOTE
BCTAHOBUTHU XPOMOCOMHU M Habip 3a KiABKICTIO Ta 6yZ10BOI0, a TaKOXK
BUSBUTH aHOMaaii Te€HOMY 3a [0IoMOrom audepeHIliiHoro
3abapBAEHHS XPOMOCOM. [IAs 3abapBACHHS Ta OTPUMAaHHS KaPiOTHITY
ATOTUHU 3a3BUYall BUKOPUCTOBYIOTH AEUKOIMTU ITepUepitiHOI KPOBI.
Jlo OUTOr€eHEeTHYHUX METOAIB HaaeXaThb aHaai3 KapioTumy i
riopuau3allia CoMaTUYHUX KAITHUH.

HUTOAOTIYHU M KOHTPOAB 3aCTOCOBYIOTH IPU AIaTHOCTHIIL Py
CIIaIKOBUX 3aXBOPIOBAaHb, sIKi IOB’S3aHi 3 SBUIIIAMU aHEYIIAOIdll Ta
PI3HUMU XPOMOCOMHHUMHU abepallissMu.

BAM3HIOKOBHH MeTOoa — OOCTeXXeHHS OAM3HIOKOBUX ITap 3
METOI0 BH3HAYEHHS POAL CIIQAKOBOCTI Ta CEPENOBHUIIA § PO3BUTKY
O3HaK. BiH BHKOPHUCTOBYETHCH A9 BUSABAEHHS CTYIIEHS CIIaIKOBOL
00yMOBAEHOCTI O3HaK, SIKi MOCAIMKYIOThCS. SIBUIIE MTOAieMOpioHil
B1IOMO y AeIKUX TBapUH. BOHO XapaKTepUu3yeThCd IIOIBOIO AEKIABKOX
iTeHTUYHUX ab0 OmHOdHUIIEBUX OAM3HIOKIB — T'OMO3UI'OTHHX
(MOoHO3UTOTHUX) OAM3HIOKIB. [lopsm 3 TakKMMH MOHO3UTOTHHUMHU
iCHYIOTBH pi3HOANIIEBi a00 AM3UTOTHI OAU3HIOKH, IKi HAPOIZKYIOTHCS
IPHU 3allAlAHEHH1 ABOX OAHOYACHO A03PiBalOUYUX SIUIIEKAITHH. JKIIO
MOHO3UTOTHI $K Pe€3yAbTaT KAOHOBOTO PO3MHOXKEHHI OOHOL
3arIAITHEHO] AWIEKAITUHN 3aBXKAU 1IIEHTHUYHI 3a CTaTTIO Ta OyIKe
CXOXKi1 (PEHOTHIIOBO, YaCTO MaiKe HEepPO3PI3HHUMI, TO AU3UTOTHI
MOXKYTh MaTH 9K OOHAKOBY, TaK 1 pi3Hy cTaTbhb. 3yCTpidaroTbcd
JAU3UTOTHI OAU3HIOKH, SIKi y>Ke Pi3HATHCS 3a 30BHIITHIMU 03HaKaMH,
dK OCOOMHHM, 9Ki BHHUKAHM BHACAILJOK CAMOCTIHHUX BHIIAQIKIB
3aIIAlTHEHHS] .

BAM3HIOKOBUM MeTO4 OCHOBaHUHU Ha TPbhOX ITIOAOXKEHHAX:

— MOHO3UTOTHI OAM3HIOKH MAalOTh IiJeHTUYHI TI€HOTHIIH, a
AU3UTOTHI — Pi3HI T€EHOTUIIH;

— CepenoBHIIE, B SKOMY PO3BUBAIOTHCA OAM3HIOKHU Ta ITifl €0
SIKOTO 3’IBASIIOTBCS BiIMIHHOCTi 0O3HaK ¥ MOHO3UTOTHHUX OAM3HIOKIB,
MOXKe OyTH OJHAKOBUM i HEOMHAKOBHUM OAS OXHIiel ¥ Tiel 3x mapm
MOHO3UTOTHUX OAM3HIOKIB;

— YCi1 BAACTUBOCTI1 OpraHisMy BH3HA4YalOThCS B3aEMOIIEI0 TIABKU
JBOX YHMHHUKIB: T€HOTHUILY Ta CEPENOBHUIIA.

Ili TOAOXKEHHS JO3BOASIOTH IIOPIBHIOBATH BIIAMB I'€HOTHILY Ta
CepenoBHUIIIA HA PO3BUTOK O3HAK.
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MOHO3UTOTHI Ta MU3UTOTHI OAU3HIOKHY 3a3BHUYal IOPIBHIOIOTH 3a
PSOOM IIOKa3HUKIB Ha BEAHKIM KIABKOCTI Martrepiaay. Ha ocHoBi
OTPUMaHHUX OAaHUX MHiAPaxOBYIOTh INOKA3HUKU KOHKOPAAHTHOCTI
(pIBHA CXOXKOCTi) Ta AHCKOpAAaHTHOCTI (piBHS BigMiHHOCTI). Y
MOHO3UTOTHUX OAM3HIOKIB KOHKOP/AHTHICTh 3HAYHO BUIIIA, HiXK Yy
AU3UTOTHHX, OHAK CTYIIIHb CXOXKOCTI IAd Pi3HUX 03HAaK Bapitoe. Lle
[03BOASE JATH OLIIHKY POAl TEHOTHUILY Ta CEPELOBHIIA ¥ iX IPOIBIL
3anporroHoBaHO AeKiAbKa CITOCO0iB KiAbKiICHOTO BUPaXKe€HHS YaCTKHU
CIIaIKOBOCT1 y PO3BUTKY O3HAKH.

TakuM YUHOM, BUKOPHUCTAHHSA OAM3HIOKOBOIO METO/Y ITOKA3YE,
I0 TakKi TeHETHYHO [OETEPMIHOBaHI O3HAKH, SK, HaAIIPHUKAQL,
IIOKAa3HUKU OOMiHY pPEYOBUH, MOXKYTb CHABHO MiAfaBaTHCT
MoaudikartitiHiii miHAUBOCTI. 1le Tpeba BpaxoByBaTH, HAIPHUKAAI,
IIPU O CAHHI CHMIITOMIB CIaKOBHX 3aXBOPIOBAHBb, 1110 Ma€ BEAUKE
3HaA4YeHHSd B MeQUYHINA reHeTHI.

IlonyAsamidiHuNE MeTOoZA — CYKYITHICTh MaTeMaTHUYHHUX 3aC00iB
JAS BHU3HAYEHHS 4YaCTOTH TI€HIB Yy MOIIYyAdIliIX AIOAUHU Ta
IIPOTHO3yBaHHA AUHAMIKH 03HAaK, K1 KOHTPOAIOIOTHCHI IIIMU F'eHaMH,
Y HACTYIIHUX ITOKOAIHHAX. [{OCAIMKEHHAMH CIIaAKOBOiI CTPYKTYPH
HaceAeHHs 3adiMaeThbcd AeMorpadigyHa CTaTUCTUKA, JaHUMHU SKOi
KOPHUCTYIOThCS T€HETHUKU [IAd BU3HAUEHHS YacCTOTH OKPEMUX I€HiB
abo XpOMOCOMHUX aHOMAaAIH Y AIOCHKUX IMTOYAIIIX. [TommyAarifiHmii
METOL [a€ MOXKAUBICTh AaHaAi3yBaTH IIOIMIUPEHHS CIIQAKOBHX
3aXBOPIOBaHb AIOUHU Ta MPOTHO3YBATH iX YACTOTY B HACTYITHHUX
TIOKOAIHHSIX, OIIIHIOBATH HACAITKY CITOPiMHEHUX ITAI00IB, BU3HAYATHU
BIIAUB TI€HETHUYHUX 1 YHUHHUKIB CepefoBHINA Ha (EHOTUIIYHY
MiHAUBICTB AIOAWHU 3a IIEBHUMU O3HAKaMHU, a TaKO3K OKPECAIOBATHU
T€HETHUYHY ICTOPiI0 OKPEMOI AFOACHKOI ITOIIYASIITIi.

[ass mpubAu3HOro BU3HAYEHHsI CHiBBIIHOIIIEHHS KiABKOCTI
PI3HUX TEHOTHUIIIB Ta (EHOTHUIIIB Yy TIONYAdIlli KOPHUCTYIOThCSI
dopmyaramu 3akoHy Xapmai-Batinbepra.

MeToa MpHUHOMHHX AiTeH — 00CTEeXKEHHS ITPUHOMHHUX IiTeH, iX
6ioaoriyHUX Ta NMPUHOMHUX OATHKIB 3 METOI0 BU3HAYEHHS BIIAUBY
CIIaAKOBOCTI Ta CEPEAOBHINA HA PO3BUTOK O3HAK.

JlocaiKeHHS IPUHOMHUX OiTel Ja€e MOXKAUBICTb PO3MEXKYyBaTH
BIIAMB '€ HETUYHUX YNHHUKIB Ta YUHHUKIB CEPEIOBUIIA. 31CTaBACHHS
NPUHOMHHUX OiTed 3 ix 0ioAOTIYHMMH Ta IPUUOMHHMHU OaThbKaMM
3MIACHIOIOTh 3a JOIIOMOTOI0 KOEeIITIEHTIB KOPEAAIIii.

BioximiuHi MeTO0aAH — BU3HAUYEHHI HAsBHOCT1 IIEBHUX PEYOBUH
(mepeBaskHO TIEPBUHHUX MPOAYKTIB TeHiB - QepMeHTIiB Ta
TIaTOAOTIYHUX MeTaboAITiB) 3 METOI0 MiarHOCTyYBaHHSI CITaQIKOBUX
3axBoproBaHb. Lli Meromm mOy:Ke TPYAOMICTKi, IIOTPebyroTh
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CIIeliaAbHOIO 00AaHAHHS, i TOMY iX HE MOKHa BUKOPUCTOBYBATH JIAST
MAaCOBHUX IIONYASI[IMHUX MOOCAIIXKEHBb. BiOoXiMidHI MeTOOU TaKOXK
3aCTOCOBYIOTH [ASd BHUSBAEHHS TIe€TE€PO3UTOTHUX HOCIIB CIIaIKOBHUX
a"HoMaaill ki PeHOTHUIIOBO IPOABASIOTHCS HEBUPA3HO.

MoOAEKYASIDHO-TEHETHYHHH  MeTOox — BUKOPHCTaHHSI
OioXiMIYHUX peakIlii, dKi 3ilCHIOI0OTHCS 3a JOIIOMOT0I0 BiAITOBIMHUX
depMeHTIB, 3 METOIO0 BU3HAUYEHHI CTPYKTYPHU I'eHiB, iX iZeHTHdiIKaIlil
Ta AOKaai3allii, a TakoX xapaktepy MyTauii. Lleti meTon mo3BoAsIE
a”HanizyBaTu pparmenTu [AHK, 3HaxX0auTH Ta i30A10BaTH OKPEMi reHU
1 iX CECTMEHTH Ta BU3HA4YaTHU B HUX ITOCAITOBHOCTI HyKA€OTUAIB. BiH
VCIIIIHO 3aCTOCOBYETBHCS OAS imeHTHIKAallll MeHHUX MyTallifi, a
TaKOK BUBUYEHHSI T€HOMY AIOIUHU B IIIAOMY.

4. KapioTun AOAUHU

KapioTun AIOMUHHU BIiTHOCHO BeAUKUH. [IumaoimHuii Habip
XPOMOCOM AIOANHU —46 xpoMocoM. Lle 6yao BctaHoBaeHO Y 1956 porii
y pobori I. Tio Ta A. AeBaHa. /1o ILOTO YaCy BBasKaAOCh ITI0 KiAbKIiCThb
XPOMOCOM AIOAWHH AJOPIBHIOE KIABKOCTI XpPOMOCOM MIIMMIIaH3€ Ta
CTaHOBUTHL 48 XxpomocoM. Brepiie XpoMocoMHu AIOOUHU 6yao
KAaCU(IKOBAHO IIIE /10 BiAKPUTTS AUepeHIiaabHOro hapOyBaHHsI HA
OCHOBIi ABOX KPHUTEPIIB — AOBXKHWHHU XPOMOCOMH Ta LEHTPOMEPHOIO
IHOEKCY (BIAHOLIEHHS JOBXHWHU KOPOTKOTO ITA€Ya XPOMOCOMH OO0 ii
3araAbHOI JOBXKUHU.

KozkHa comaTudyHa KAITUHA AIOUHU MICTUTE 46 xpoMocoM. [as
KIHKU 3aIluC KapioTuily cTaHoBUTE 44, XX, nag 9yoaoBika 44, XY. Ha
KoHepeHIiax y [euBepi y 1960 Ta y AoHmoHi y 1963 pomi Bci
XPOMOCOMHU AIOAMHHU 3a po3MipaMu Ta ix (POpPMOI0 HOEAHAHO Yy 7
BEAUKUX I'PYII 9Ki TI03HAYAIOTHCA BEAUKUMHU AQTUHCHEKUMU AlT€paMU:

1. TIpyma A BkKawdae xpomocomMu 1, 2 Ta 3 - 1e
MEeTalleHTPHUYHI Ta cyOMeTaleHTpUYHI XpOMOCOMH. XpoMocoMma 1 —
HalbiAbIlla MeTalleHTpUYHa XpoMocoMa y KapioTuri. XpomocoMma 2 €
HaMWOIABIIIOID CyOMeTaleHTPUYHOI0 XPOMOCOMOIO. MeTareHTpudHa
xpomocoMa 3 wMaiMxke Ha 1/5 BiOpi3HAETBCSI 3a po3MipaMHu Bif
xpomocomu 1.

2. TIpyma B wMictuTh XpoMocoMH 4 Ta S — BeAUKI
cyOmerarieHTpUyHi. BigpidHuTH iX omHa Bim omHOI TpH 3BHYaHOMY
dapbyBaHHI HEMOKAUBO.

3. TI'pyna C npencraBaeHa XpoMocoMaMu 3 6 110 12 Ta cromgu
XK HaAEXKUTHh cTareBa X-XpoMocoMa. Bci BOHM MeTalleHTpPUYHi
CepeaHBOTO PO3MIpY.

4. TI'pyma D wmictuth xpomocomu 13, 14, 15, Bci BOHH
aKPOLIEHTPUYHI CEPEAHBOI IOBXKWHH, MICTATH BTOPUHHY II€EPETHUHKY.
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5. Ho rpynu E HaaexaTh KOPOTKI METAallEHTPHUYHI Ta
cyOMeralleHTpU4YHI Xpomocomu 3 16 1o 18. Xpomocoma 16
METalleHTPHUYHa I OO0BXKHWHAa cdrae 1/3 mOBXUHH XpoMocomHu 1.
XpoMmocomu 17 Ta 18 Mmaiizke ofHAKOBOI JOBXKUHU.

0. I'pyma F of6’emHye mOBIi MaaeHBKI MeTalleHTpPUYHi
xpoMmocoMmu 19 Ta 20.

7. TpynaG MICTUTh MaA€HBbKI aKPOLIEHTPUYHI XpoMocoMH 21
Ta 22, a TaKOXK CTaTEBY Y-XpPOMOCOMY.

Ha ocHOBIi po3MipiB i hopMU y AIOAMHU MOXKHA i1eHTU(IKyBaTU
aute 4 ayrocomu (1, 2, 3, 16) Ta Y-xpomocoMy. Yci xpoMocomMu Oyau
imeHTU(IKOBaHi ITicAs 3acCTOCyBaHHA MeToAy AudepeHIliiioBaHOro
dapbyBanHss. Ha Ilapu3bkifi KoH(epeHIlil 1o crangapTusallii Ta
HOMEHKAQTYpPi XpoMocOoM AAWUHU y 1971 pomi Oyam IIpuiiHaTI
IIpaBUAa OIHUCYy Ta IIO3HAYEHHS XPOMOCOM AIOAVWHH, K1 MINCHI 1
noHuHi. Lli mmpaBuaa 6yao 3akpinaeHo B craHaapti International
systems for human cytogenetics nomenclature (ISCN 1978).

B xapakTepuCTHUIll KapiOTUILy CIIOYaTKy BKa3yIOTh 3araAbHY
KIABKICTh XpOMOCOM Ta crareBuiéti Habip xpomocom. [loTim (3a
HasgBHOCTI) BKa3yIOTh FT€HOMHI, a ITOTiM XpPOMOCOMHi MmyTaillii. Beanke
[iarHOCTHUYHE 3HA4YeHHS JAd igeHTHudikallii XpoMocoM MaloTh Tak
3BaHI XPOMOCOMHI MapKepPH — CMYKKH gKi HaAMWOIABII YiTKO
BUIIASIOTBCH IIPU AudepeHIiliasbHOMY (papOyBaHHI Ta IIOMIAGIOTH
XPOMOCOMMU Ha pavioHU. HymepyroTs palioHU, a TaKOK CMYKKU B
CepenrHl palioHy 3a HampsaMOM Big LEHTPOMepH 40 TeaoMepu. Ha
JEIKHUX CMYyXKKaxX BIOAEThCSI AOKaAi3yBaTU IEBHI N'€HU T'€HETHUYHOI
KapTH XPOMOCOMH.

Ilpu 3MeEHIIEHHi CTYIEHs CcIIipaai3aiii XpoMocoM Ha cTramii
npoMeradgasu b6araTo CMYKOK (DAOKIB) po3mamaeTbcd Ha KiAbKa
cy606A0KiB i Tomi momaeTbed 1ie 3-# piBeHb HyMeparlii.

Pi3Hi BUAM XPOMOCOMHHX abepallifi MaloTh CBOi CHUMBOAIYHI
IIO3HA4YEHHS, MI0 Oy2KE€ 3pPy4YHO cCaM€ [OAS KAIHIYHOI ITpPaKTHKU.
Hati6iAbIll BasKAUBI 3 HUX:

del — geaerris;

dup — gymnaikamnidg;

inv — iHBepCid;

t — TpaHCAOKaLlid;

rob — pobepTCOHIBChKA TPAHCAOKAILLis;

+ - IOHATKOBUHU I'€EHETHUYHUUN MaTepiaa;

g (gap) — mpobia.
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Tema: XpoMOCOMHU AIOUHU

[IaaH:

1. CtpykTypa Ta BAACTUBOCTi XpOMOCOM

2. NudepeHiiianbHe 3a0apBA€HHSI XPOMOCOM
3. XapakTepuCTHKAa KapiOTUIIY AIOOAUHU

1. CtpykTypa Ta BAAQCTUBOCT1 XpOMOCOM

XpomocomH — BUCOKOCIIEI[1aAi30BaHl KOMIIOHEHTU KAITHHHOIO
A1pa, 110 MaloTh CBOIO iHAUBIAYaABHICTH, BUKOHYIOTH II€BHY (DYHKITIO
Ta 34aTH1 BIATBOPIOBATUCH ¥ HU3IIl IIOKOAIHb.

XpomocoMu Hocii cnagkoBoi iHdopwmalii. Y Xpomocomax
30epiraeThbCs, BiITBOPIOETHCH 1 IIEpPEeIaEThCs CIIaAKoBa iHdopMallis.
Y xXpoMmocoMax 3armcaHa chaakoBa iHdopMmallisa IpPo BCi O3HaKHU
OpraHi3My: SIKOIO AIOAMHA OyAa, SIKOIO € i IKOIO Oye.

3a XiMiYHUM CcKAaaoM XxpomocoMa — 11e kommaekc [IHK 3 biankamu
JHII (me30KCHHYKAEOIIPOTEiN), YacTKa AKOro cTaHOBUTH 90% ychoro
ximigyHOTO cKAany. Bmict [IHK y xpomocomax nmoctiitHuH. /10 cKaamy
BxoaaTh Takoxk PHK-, [IHK-moaimepasu, aimigm Ta MiHEpaAbHi
pedoBUHU — MoHU Ca?* Ta Mg2+.

[CHYIOTH HACTYITHI 0COOAMBOCTI XpoMOCOM GAaraTOKAITHHHUX
OpraHi3MiB:

1. KiAbKiCTH XpOMOCOM y COMAaTHYHUX KAITHHAaX OpPraHizMy
IIOCTiMHA.

2.  KiABKICTH XpOMOCOM y PI3HUX OPraHi3MiB OLHOIO BUILY
OTHaKOBaA.

3. Opraniamu, sgkKi HaaeXaThb OO0 OJHOTO BHAY, MAalOTh
OMHAKOBUH KapioTHUIl (MUMIAOIAHUM Halbip XPOMOCOM COMATHYHOI
KAITUHHA).

4. KiABKICTE XPOMOCOM y COMATHYHHUX KAITHHaX 3aBXKIU
napHa (2n).

5. IlapHi XpOMOCOMH — TOMOAOTIYHi, MAalOTh OJHAKOBI
po3Mipu, popMy, MICTATH aA€AbHI N'e€HH.

Hatizpy4Hilie BHBYATH CTPYKTYPy XPOMOCOM y  crapii
meTadazu wmitoldy. Y 1m0 ¢a3ly XpPOMOCOMH MAaKCHMAaAbHO
CIlipaai3oBaHi, YKOPOY€Hi, CTOBIIEHiI, TOMY 4YITKO BHOHO IXHIO
CTPYKTYPY IiZl MiKPOCKOIIOM).

MeradazHa xpomMocoMa CKA3[A€EThCSI 3 [ABOX xXpomarTHza. B
OCHOBI1 KO3KHOI xpoMaTuau € Moaekyaa [JHK. XpomaTuay 3’ € 1HyIOTbCS
MiXK COOOIO 3a MIOIIOMOTOIO TIiABIId — KiHeToxopa. ¥ IbOMY MiCIli Ha
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XPOMOCOMIi 3HAXOAUTHLCS IIEPBUHHA II€PETsIKKa — meHTpomepa. o
KIHETOXOpa HNPUKPINAIIOTECA HUTKU axpoOMaTHHOBOIO BepeTeHa
nomiay. lLleHTpoMmepa momiasge XpoMOCOMYy Ha Iiaedi. PoamiiieHHS
LEHTPOMEPHU CYBOPO IIOCTIHE OA KOXKHOI XPOMOCOMHU. 3aA€3KHO Bif
PO3MIlllEeHHS IIEHTPOMEPU XPOMOCOMHU OyBalOTh:

- MeTaneHTPHYHHMH (PIBHOIIA€YEBUMU);

- CybMmeTaneHTPpHIHHMH (HEPIBHOMIPHOIIA€IOBUMH);

- AKDPOLIEHTPHYHHMH (PI3KO PEAYKOBaHE OAHE IIA€YE, 1
BOHO Ba’KKO BHU3HAYAETHCS);

- CynyTHHKOBHMH (€ IIIe BTOPUHHA IIepeTdKKa, sKa
BIIOKPEMAIOE Bil XPOMOCOMHU CYIIyTHUK — CATEAIT).

CTpyKTypPHOIO OCHOBOIO XpoMocoMu € MoaeKyau /[THK. Y mmporieci
dopmyBaHHA XpomocoM Moaekyau [JHK 3B’asyroThca 3 Oinkamm,
cripaaidyrorbcd — moaekyaa [HK ckopouyerbca B 10 000 pasis
(moB>kmHa necnipaaizoBaHoi MoaeKyan [JHK cTraHoBUTE OAU3BKO 2 M).
Biakm 3a6e311e49yioTh CTIHKICTh KOMITAKTHOI CTPYKTYPU Ha PIi3HUX
PIBHSIX OpraHi3ailii XpoMOCOM.

Biaku, 110 BXOOATH 40 CKAQLy XPOMAaTHHY, 3a3BHUYal IOMIATIOTh
Ha OBl rpynu: ricroHoBi ¥ Hericromori. Biaku-ricronu
3aiticHIOIOTE Hepuri eranu yrnakoBku [JHK. Ile raobyaspHi Giaku 3
BIMIHOCHO BHUCOKHM BMICTOM aMiHOKHCAOT (apriHiHy ¥ Ai3HWHY), 9Kl
Haal0Th OCHOBHUX BAQCTHUBOCTEN XPOMOCOMI.

BuniagroTe Taki piBHI opraxisailii XpoMOCOM:

I — HyKA€OCOMHU;

II — cynepHyKA€OCOMHU;

IIl — yrBOpeHHA NOMEHIB;

IV — yTBOpeHHS PO3ETKONOAIOHUX CTPYKTYP — XPOMOMEPIB;

V — yTBOopeHH4 MeTada3zHUX XPOMOCOM (CyIlepcHipaai3allis).

I piBensb — HykAeocOoMHHuH. Ha IIbOMYy piBHiI yTBOPIOIOTHCS
HykKAaeocoMHU. Hykaeocoma - 11e miagHKa wmoaekyam JIHK, 1110
CKAQAEThCA 13 146 HYKACOTHIHUX I1ap, HABUBAETHCA (2 BUTKH) HA
O6iAKOBH OKTOMED, SKUH BMilye 8 MoAaeKyA OiaKiB-ricToHiB H4, Hs,
H-A, HoB. [Hiaguka JIHK Mizk HyKA€OCOMaM1 Ha3UBAETHCI AIHKEPHOIO.
Moaekyaa [IHK ckopouyeTsca B 6-7 pa3siB.

II piBensr - cymnepHykAeocOMHHH. 3a0e3NedyeThCsI 3a
porioMororo 6iakka rictoHy Hs. Moaekyaa 6inka 3B’d3ye€TbCcd 3
AIHKEpHUMHU [OIASHKaMHB H  IIOBEPXHEI XpoMocoM. DBuHHKae
BIIOPSIAKOBaHAa CTPYKTypa CIIpaAbHOTO THUILy, SKy Ha3UBalOTh
coneHoimom. KommaktHicts JHK 36iapmiyerscss B 40 pasiB. Ilixg
€AEKTPOHHUM MIKPOCKOIIOM CTPYKTypa Mae BUTaan (idpuan
XpPOMAaTHHY.
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III piBeHBL — YTBOPEHHS AOMEHIB — IIOIIEPEYHONETANCTHUX
CTPYKTYP y300BXK xXpomaruhHy. Koxna neraa mictuts 20 000 -
200000 map HYKAEOTHOIB. YTBOPEHHd Ii€i  CTPYKTypH
3a0€e3MeYyeThCs HericroHoBuMH 0Oiakxamu. Ha 1pomy piBHI
oprasizailii XxpoMaTHH IIPeACTaBAEHUN B aKTUBHIN (PpOopMi — y HBOMY
BigOyBaeTbcs  TpaHCKpinmiga. Takuiéti XpoMaTuH Ha3UBalOTh
eBXpoMaTHHOM (EyXpPOMaTHUHOM).

IV piBeHb — YyTBOpPEHHS PO3ETKONMOAIOHHX CTPYKTYpP —
XPOMOMEPIB YHACAIIOK CITipaai3artii.

V piBeHbr - yTBOpeHHaA MeTada3HHX XPOMOCOM -—
MMaAUYKOIIOAIOHUX CTPYKTYpP. B OCHOBI ILOTO MHPOIECY AEXKUTH
CyIiepcIiipaaizaliia XpoMaTHHY.

Ha nux eramax XpoMaTWH HEAKTHUBHUU 1 MOro Ha3UBAaKOTh
reTepoxXpoMaTHHOM.

dopmMyBaHHS XPOMOCOM IIOYHMHAETHCI B IMTOCTCUHTETHYIHUMI
nepion iHTepdasu ¥ 3aBepIIyETECSI B MeTadasi MiTo3y.

TakuM 4YUHOM, 3a IOIIOMOTOIO0 OiAKIB KOXKHa JOBra MOAEKYyAA
JHK «ymakoByeTbCs» 1 HaOyBa€ BUTASI I TAAMYKOIIOMIOHOI CTPYKTYPH.

KoMmnakTHa yIIakoBKa CIaAKOBOTO MaTepiasy y BUTASOL
MMaAUYKOIIOMIOHHUX  XPOMOCOM 3abeamnedye Oe3rneperkomae
TIepeMIIlIeHHS 10 TI0AIOCIB y aHadasi MiTo3y ¥ piBHOMIipHU M PO3IIOIiA
CIIaKOBOTO MaTepiaay.

KoxkeH BUI POCAMH 1 TBApUH Ma€ IIE€BHY IIOCTIMHY KIABKICTh
XPOMOCOM. ¥ BCiX COMaTHYHUX KAITHHAaX KIABKICTh XPOMOCOM 3aB3KIU
rapHa, TOMY III0 KOXKHa XpoMocoMa Mae ITofioHy cobi, nmapHy. BoHu
OTHAKOBi 3a po3MipoM, (PopPMOI0, PO3MIillIEHHIM IIEHTPOMEPHU,, MaIOTh
OMUH 1 TOM caMHM CKAal, OCKIABKHM MICTATHh aAeAbHI reHU. Taki
XPOMOCOMH HAa3UBAIOTh I'OMOAOTiIiYHHMH. BHHSITKOM i3 IapHOCTI
CTaHOBASTH CTaTeBi XpoMoCcOMU B 40OAOBIKiB X i Y. Habip xpomocom
COMAaTHUYHUX KAITUH HAa3UBaIOTh AHIIAOLAHKM, HOT0 TI03HAYAIOTh 2N.

Juniaoigamii Habip XPOMOCOM COMATUYHUX KAITHH OPTraHi3MiB
II€BHOTO 0iOAOTIYHOTO BUAY HAa3UBAIOTh KapioTHIIOM. /A KOXKHOIO
KapioTUIly XapaKTepHa IIOCTiliHa KIABKICTh, (opMma i po3mipu
xpomocoM. Ilim wac mo3piBaHHS CTaATE€BUX KAITUH KOXHa Iapa
TOMOAOTTYHHUX XPOMOCOM PO3MOMIAIETHCH II0 PI3HUX raMeTrax, TOMY
raMeTyu MaloTh [IOAOBUHHUH (ramaoizxuii) Habip XpOMOCOM, STKUH
I103HAYaETHC N.

2. NudepeH1liaanbHe 3a0apBA€HHI XPOMOCOM

Bunatinenna aqudepeHitiaaAbHOTo 3a6apBAEHHSI XPOMOCOM MaAo
BUpIIIaAbHE 3HAYEHHS [IAS ITOTAMOA€HHS 3HaHBb LIOAO0 OpraHi3arlti
XPOMOCOM i fias igeHTHUdiIKallii XpomocoMm. BupilmtaaAbHUM YHHHUKOM
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JAS PO3BUTKY Ta BIOCKOHAAEHHS METOMIB 3abapBACHHS XPOMOCOM
OyB came 3aruT cpopMOBaHUN NPAKTUIHUMHU IIO0TPedaMU MeTUIHOL
reHeTUKH. Bbyaa HeoOXimHIiCTh 4iTKOi imeHTHdiKaIll KIiABKOCTI Ta
CTPYKTYPHUX I1epebyI0B XPOMOCOM.

Hapa3i OCHOBHiI METOMOAOTIYHI IpUHoMU AUGEPEHIIAABHOIO
3abapBA€HHS XpPOMOCOM Bike cdopMmoBaHi. PosramnyBaHHS B
XpOMOCOMax I10 pi3HOMY 3a0apBA€HUX CETMEHTIB eauHe nag Q, G ta
R-3abapBAeHb i Hioro cxema 3arporoHoBaHa Ha [lapu3bpKiit pami 1o
cTaHgapTHU3allli HOMEHKAAQTypU B LHUTOTE€HETHI AIOAWHHU CTasa
3araAbHOBHU3HAHOK. B [IOMOBHEHHS OO0 3aKpilA€HUX Ha LU panai
YOTUPHOX BUIIB 3ab0apBA€HHHA IIPOAOBXKYIOTH PO3PO0AATHCH
3abapBAEHHA OKPEMHUX CIIEMUMPIYHUX JIATHOK XpoMocoM. [lpu
OUTOTE€HETUYHOMY [OCAIIKEHHI HE3BUYaWHUX, YHIKaAbBHHX Ta
CYIIEPEYAUBUX 3Pa3KiB BUKOPHUCTOBYIOTbH KOMIIAEKC METOAUK, HAKi
JOTIOBHIOIOTH OHA OMHY.

dudepenniasbHe 3a0apBAeHHA XpoMocoM (hpAyOpOXpoOMaMHU
(Q-3abapBAEHHS).

Y 1969 pori Caspersson 3i CHIBpPOOITHUKAMM YCITilITHO
BUIIPOOYBaAHU AT BUOIPKOBOTO 3a0apBAEHHS TIASHOK XpoMocoM Vicia
faba akpuXiH-IIPUT, aKPUXIH Ta AesdKi iHIIIi aMiHOIIOXiTHI aKPEeIUHY.
Haitbiapmr  wiTKe, crabinbHe Ta IIOBTOPIOBaHE audepeHIliasbHe
CBIYEHHS HagaBaB aKPHUXIH-IIIPUT, 10 1 BU3HAYUAO BUKOPUCTAHHS
came HMoro [gOad 3a0apBA€HHS XPOMOCOM AOAWHU. [licasa
onpuatonHeHHS Y 1971 pori rmpaik O'Riordan 3i crniBpobiTHUKaMU B
AKUX 3a3HaA4aA0Ch, III0 HE€ MEHII e€(peKTHBHUM € BHUKOPHUCTAHHS
akpHuXiHy 0e3 irmpuTy, came BiH CTaB 3aCTOCOBYBaTHUCH HalyacTillle
IPU JOCAIIZKEHHSIX.

OnuH 3 BapiaHTIiB TeXHiKH 3a0apBAEHHS:

Pobouuit po3ymH GapBHUKA — akKpuxiHy Mictuth 0,5-1,0 mr
akpuxiny, 20 wma craggapTHoro dQocdaTHOTO YU IUTPATHO-
docaruoro Oydepy (pH 6,5-7,0) i 80 ma Bomu. [Jad IIpUOUPaHHST
TIIIOTOHIYHOTO ePEKTY 0 PO3UUHY peKOMeHAyt0Th foaasaTu 0,2-0,4r
NaCl npore mpu IBOMY 3HHUIKYETBCS SCKPaBICTh CBid€eHHS Ta
CBITAOPE3UCTEHTHICTh. PoOOuMii po3uuH 30epiraerbcsa go 2-3 mil.
3abapBAeHHS IPOBOAATH 32 YMOB KiMHATHOI TEMIIepaTypPH HE MEHIII
5-6 XBUAUWH.

[dudepeHIliaAbHICTh CBIiU€HHSI CKAQ[A€ThCAd 3 YepryBaHHI
B3JOBX XPOMOCOMH CETCMEHTIB pPi3HOI HCKpPaBOCTi. Buaiagmors
CErMEHTH I1I0 30BCIM He CBITATHCH, CETMEHTH 3 CAAOKUM, CEPEIHIM ,
IHTEHCUBHHUM Ta AyKe€ IHTE€HCUBHUM CBIY€HHSIM. XPOMOCOMU SIKi HE
BiIpi3HAIOTHCH 3a po3MipaMu Ta PpOpPMOI0, ITOPIBHSIHO AETKO MOXKYTh
OyTu ineHTH(]IKOBaHI Ta BilPi3HAIOTHCS OAHA Bifl O/THO 3a KiABKICTIO,
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po3MipamMu Ta po3TalllyBaHHSIM I10-Pi3HOMY 3a0apBA€HUX CETMEHTIB.
Caig, BpaxoByBaTHU HasgBHICTb HOPMAABHOTO ITOAIMOPQi3My XPOMOCOM
AIOITUHU 3a TeTEPOXPOMAaTUHOBUMU perioHamu. lleit moaimopdizm
0COOAMBO TTOMITHHUH AKIIO Mi3K COO0OI0 BiApi3HSAIOTHCA T'OMOAOTIYHI
XPOMOCOMH.

B ayTocowmi 1 moBre naede Bigpi3HIETHCH Bifl KOPOTKOTO TEMHUM
cerMeHTOM 0iAd IIEHTPOMEPHU i YiTKMMHU CETMEHTaMHU CEpPeaHboi Ta
CUABHOI pAyoOpeclieHIlil B pelTi rmaeda. B ayrocomi 3 3a KOpPOTKe
rAede IPpU¥MaloTh Te, B IKOMY AUCTAABHUM CAA0KO (PAyOpeCIIeHTHIH
CEerMeHT OiABIIIOTO PO3Mipy, a TOM III0 3HAXOAUTHCS TIepel HUM
MEHIIIUY 3a PO3MIpOM, Hi?K OJHAKOBI 3a PO3TalllyBaHHAM CETMEHTH
Apyroro naeda. Ayrocoma 4 BiAPI3HAETHCA BiJ ayTOCOMH S BY3bKHUM
CcAaDKO SICKpaBUM CETMEHTOM B ITPOKCUMAaABHIM YacCTHHi MOBIOIO
rAe4da, ane B XPOMOCOMi S5 caabIiie CBITUTBHCS AUCTAABHUM paitioH
JOBTOro rnaeda. Ayrocoma 6 Bifpi3HIE€THCH Bl IHIITUX XPOMOCOM CBOEI
Ipynu OiABII cAaOKO SICKpaBUM CEpPEOAMHHUM paiOHOM KOPOTKOIO
rAe4a.

AyTocoma 7 BIApPI3HAETBCSI OBOMa BEAMKHMHU I1HTEHCHUBHO
ACKpPaBHUMM CETMEHTaMH, SKi 3aiiMaioTh MaiKe BCE JOBIE€ IIA€YE.
[TomiOHM MaAIOHOK JOBIOTO ITA€YA i y ayToCOMH 9, ITpoTe BOHAa 400pe
BiApi3HAETBCI 3a HEe SCKpPaBUM BEAHMKHM 0iAsd II€HTPOMEPHUM
patioHoM. Xpomocomu 8 Ta 10 BiApi3HAIOTECS Bifl IHIITUX B TPYIIl TUM,
0 iX [OBTEe TIIA€YE IIPEACTABACHO TPbOMa BEAUKHMH OAOKaMH
SICKpaBOTO MarTepiasy, MixK CO0OI0 BOHH BiApPi3HAIOTHECSI, OKpPIM
PO3MipiB i popMHU, MEHIIIOI0 YiTKICTIO AU(EPEHITiIOBaHHS IOBIOIO
raeda y 8 i 6iAbIIMMHU po3MipaMU IPOKCUMaABHOIO SICKPaBOTO OAOKY
y 10. IIpodiab cBiveHHa ayTocoM 11 m 12 myke xapakTepHUH, 1110
Pi3KO0 Bigpi3H4E€ iX Bifl iHIITHMX XPOMOCOM, BiZIMiHHiI BOHHU i MixK c0o0O010.

AyTtocoma 13 Ha BiAMiHY Bif iHIIIUX B IiH T'PyIli Ma€ ABa BEAUKUX
dCKpaBUX OAOKU B AUCTaABHUX ABOX TpPETHHAaxX NOBroro mnaeda. B
ayrocomax 14 Ta 15 0iabIn IiHTEHCUBHO (PAYOPECIIEHTYIOTH
IIPOKCUMAaAbHI TIOAOBUHHU TIA€YEH, MK cO00I0 BOHU BiAPi3HSIOTHCS
IIPUCYTHICTIO B 14 KOPOTKOrO [OyXK€ SdCKpPaBOIlO0 CETMEHTY B
IUCTAABHIA TIIOAOBHMHI MOOBTOIO IIA€YA 1 [JeTaAdMU CerMeHTAallil
IIPOKCHUMAaABHOI 10r0 ToAOBUHHU. AyTocoMu 17 Ta 18 Bigpi3HSIOTHCA
I10CAa0AEHOI0 (PAYOPECIIEHIIEI0 ITPOKCUMAaABHOI ITIOAOBHUHU JOBIOTO
rnmaeda y 17, 3 By3bKOIO Maiixke 0e3 SICKpPaBOCTi ITOAOCOIO MEII0
IIPOKCHUMAaABHIIllE cepeauHUu IHaeda. B rpymi F xpomocoma ska
HalMeHIIIe CBITUTBCA HpUHHATA 3a ayTocoMy 19, ayrocoma 20
BiIPI3HSIETHCS CBIUEHHAM CEPEAHBOI ICKPaBOCTi Y KOPOTKOMY IIA€YI.
G-XpOMOCOMHU AE€TKO PO3PIZHAIOTHCSI 3aBASKH 1HTEHCHUBHOMY
CBIYE€HHIO IPOKCUMaABHUX IIOAOBHH JOBTUX IIA€YEH ¥ XpoMocomu 21.
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X-XpoMocoMa A€TKO BIAPI3HAETHCA Bil BIANIOBIAHUX ayTOCOM
HasIBHICTIO ABOX IHTEHCHBHUX 34 sICKPaBICTIO BEAUKHX CETMEHTIB: B
CepearHI KOPOTKOIO i MPOKCUMAaABHIN ITOAOBHHI JOBTOro mnaeda. B
KiHO4YOMY Habopi X-XpOMOCOMH He BiZIpi3HSAIOThCS. [lad Y-XpoMocoMU
XapakTepHa HaA3BUYaAMHO dCKpaBa (QAyOpPECIIEHIlT OUCTAABHOL
YaCTHUHU JOBroro raeda. BapiabeabHIiCTH po3MipiB IIi€i XxpoMocoMU
BU3HAYAETHCSI 3MIHOIO KIABKOCTI caMe IIi€l i gacTuHHU. JICKpaBo
dAayopeciieHTHa YacTUHa Y-XPOMOCOMU HEOAHOPiAHA 1 MOMIASIEThCA
Ha OIATHKH Pi3HOI IHTEHCHUBHOCTI.

dudepeHniasbHe 3a0apBA€HHS XPOMOCOM OapBHHKOM
I'im3u (G-3a0apBA€HHS).

BapiauT 3abapBaeHHS XpomocoMm 3a [im3e HaOyB OiAbIIOL
IIOIIYAd PHOCT1 Y€pes3 BIAHOCHO IIPOCTY TEXHIKY BUKOHAHHA Ta YiTKIiCTh
HepiBHOMipHOIo 3a0apBAEHHS BCiX XpoMocoM. Lle 3abapBAeHHS Ma€e
JeCcaTKU Moaudikalliii.

Bci BapianTH 00p0O0OKM MOKHA MIOJIAUTH Ha KiAbKa I'PYIL:

1. Imky0ailig npemnapariB y BOOHUX PO34YHHAX coaelt, 6e3 Ca2+
Ta Mg2+, mipu Temneparypi no +37°C. BukopucroByoTh ocdaTHO-
IUTPaTHI OydepHi po3uyrHU ab0 PO3YHUHU IHITHUX COAEH.

2. Imkybaiiig B craHmZapTHOMY COABOBOMY po34mHi (SSC) abo
y docdaTHoMy Oyepi mmpu ImiaBUIIEHUX TeMIepaTrypax (+60°C Ta
BUIlle). MoagpHicTs Ta pH po34uHy, TPUBAAICTE Ta TeMIIEpaTypa
iHKyOa1lii BapiroloThb.

3. Imkybalis B COABOBHX PO3YMHAX 3 O0JaBaHHAM
IIPOTEOAITUYHUX (QPEPMEHTIB: TPHUIICHHY, NOPOHA3U Ta IHIIHUX.
KoHIleHTpalliss po34YUHIB (PpepMEHTIB Ta TPUBAAICTh E€KCIIO3UIIi 3
HUMHU BapiioiOTh.

4. BnauB Ha nIpenapary pedoBUHAaMU I10 PO3YUHLIOTH 6iAOK
Ta 3OIMCHIOIOTH XEAIPYIOUYUM BIAUB (HAIIpUKAQL, CEYOBHHA, 2-
CEPKaIITOETaHOA, JOAEIUACYAB(AT HATPIIO TOILO).

5. BnaumB Ha mnpenapar AyKHHUX PO3YHHIB 3 HACTYITHOIO
TEeNAOBOIO iHKyOaltiero B po3unHi SSC abo B pochaTHOoMy Oydoepi.

6. KopoTkoTepMmiHOBeE KUII'ITiHHS IpenapaTiB 3 HACTYITHOIO
TETIAOBOIO iHKybarlti€ro B po3unHi SSC.

B mammnpocrimomy BapianTi 3a0apBA€HHS ITPOBOASTL TakK:
npu teMmreparypi 25-27°C BupomoBxk 10-12 XBUAWH HOperapaTtu
BUTPUMYIOTh ¥ PO3YHMHI SKHUU CKAaaeThbcd 3 1 MA CTaHOApPTHOIO
bapBHuka lm3u, 49 ma ¢docdaruoro 6ydepy 3 pH 6,8 Ta 0,1 ma
0,25% poO34YUHY TPUIICUHY.

[ToB3goBskHe nudepeHIliacbHe 3a0apBAEHHSI CXOIHE Ta I10Ai0He
o Q-3abapBAeHHS. [cToTHA BiIMIHHICTD ITOASITAE y OIABIII IIHIABHOMY
3a0apBA€HHI TAaKOX 1 BEAHMKUX Te€TE€pPOXPOMATHHOBUX MIASHOK B
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xpomocoMax 1 Ta 16 1 OIABIIOCTI IIEHTPOMEPHUX paroHIB.
[erepoxpoMaTUHOBUH OAOK  [OBTOTO IIAeda  ayTocoMu 9
3a0apBAIOETHCA HE IIOCTIMHO, He 3aBXKIU TAKOXK 3ab0apBAIOETHCS i
AUCTaAbHA YacTUHAa Y-XPOMOCOMH.

R-3abapBA€HHA.

3abapBaeHHs 3a MeToA0M ['IM3U XpOMOCOMHUX IIpernapariB, dKi
npodmiau iHKybGartito npu +87°C, mpotrarom 10-12 XBHUAUH B
docdatTHOMy Oydepi pH 6,5 TakoK IPU3BOAUTH 0 HEPIBHOMIpPHOIO
po3nomdiay OapBHHKA B3I0BXK XPOMOCOM IIPH CAAOKill 3arasbHIH
iHTEeHCUBHOCTI  3a0apBAEHHS. Po3momia  3abapBA€HHX  Ta
He3a0apBAEHUX CETMEHTIB BUSBUBCS 3BOPOTHIM BigoOpaskeHHAM
JIBOX IIOTIEPEIHIX THUITIB 3a0apBACHHS.

C-3a0apBA€HHS.

OCHOBHOIO BUMOT0I0 OTpuMaHHA C-3abapBA€HHS XPOMOCOM
II0OAFTAE ¥ TOMY, IO BIIAUB 9KHUUW PYHUHYE XPOMOCOMHY CTPYKTYPY
(iHKyOamiiHu# BIOAMB) IIOBHHEH OyTH OOoCTaTHIM MI00 3IaTHICTH
3abapBAIOBATUCh  30eperam  AHIlle  padoHU CTPYKTYPHOIO
reTepoxpomaTuHy, 3d0aragueHoro careaitrHoro [AHK. [asa orpumaHHda
Takoro epeKTy 3a3BUYaii BUKOPHUCTOBYETHCS KOPOTKOYacHa 06pobKa
IIpernapaTiB B Ay2KHOMY CEPEIOBHIII 3a YMOB KIMHATHOI TEMIIEPATYPHU
3 HACTYITHOIO iHKYy0Aalli€lo IPOTSITOM 0araTboxX ToAuH y po3dnHi SSC
npu + 650C.

C-3abapBaeHHA BUSIBASIE patioHu CTPYKTYPHOIO
reTepoXpoOMaTHUHy HaMOIABIII CTIHKOrO A0 BIIAMBY (I3UYHUX Ta
XIMIYHUX YUHHUKIB. ¥ BCIX ayTocoMax Tay X-XpOMOCOMH AIOUHU 11e
palioHn po3TalloBaHi 0iAd IIeHTpoMepH, a B Y-XpPOMOCOMi — B
OUCTaAbHIM YacTUHi1 [OOBTOro IiAeda. [lo poaraimyBaHHIO Ta 3a
po3Mipamu 11i GAOKHM iHAMBiAyaAbHHX XPOMOCOM, 32 BUKAIOUEHHIM
xpoMmocoM 1, 9 Ta 16, pi3Ko, 3a3BU4Yal, He BiAPI3HSIIOTECHI, ToMy C-
3abapBAE€HHS HE MOXKE CAYTYBaTH OAsd ineHTHUIKAIll XpoMocoM
OKPEMO Bif iHIIIUX METOMIB 3a0apBAECHHSI.

rL

3. XapakTepuCTHUKa KapiOTUILy AIOAUHU

KapioTHIl AIOAMHH CKAQOAEThCI 3 46 xpomocom (23 mapu
TOMOAOTIYHUX XpoMocoM). I3 Hux 44 (22 mapu) — 1ile aBTOCOMH
(ayTocoMu, HeCTaTeBI XpOMOCOMH) 1 0OJHA ITapa CTaTEBUX XPOMOCOM:
y 40A0BiKiB BoHa no3dHadaeTbcd X 1Y (XY), a B XKiHOK — XX.

CraTreBi XpOMOCOMHM YOAOBIKIB HE TOMOAOTIYHI. BoHH Marorb
pidHi dopmMmy, po3Mipu 1 CKaan TIe€HiB, TOMY iX Ha3UBalOTh
rerepoxpomocomamMmiu. X- Ta Y-XpPOMOCOMHU HE TOMOAOTIYHI, ar€ B
HUX € TOMOAOTIYHI JIATHKHY, K1 MICTSITH aA€AbHI I'eHH.
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CraTreBi XpOMOCOMH BH3HA4YaIOTh CTATh AIOAUHU. Y KIiHOK yCl
AULEKAITUHN HECYyTh X-XpOMOCOMY, TOMY KIHOYHHM OpraHism
Ha3UBaOTh rOMOTraMeTHHM. Y YOAOBIKIB IIOAOBUHA CIIEPMATO30iIiB
Hece X-XpOMOCOMY, a [Apyra IIOAOBHHa — Y-XpPOMOCOMY, TOMY
YOAOBIYMHM OpraHi3aM Ha3WBalOTh I'E€TEPOTraMETHHM.

SIKIII0 TOMOAOTIYHI XPOMOCOMHU PO3MICTHUTH IIOIApPHO B Mipy
3MEHIIEHHS iXHIX PO3MIipiB, TO OAEPKHUMO imiorpaMmy, Ha gKik yci
XpPOMOCOMM TMomiAeHO Ha 7 Tpym. J[eHBepchKa Kaacudikallis
XPOMOCOM I'PYHTYETHCHA HA BEAMYHHI ¥ PO3MIIIIEHHI [IEHTPOMEPH, a
TaAKOXK ITA€YEN XPOMOCOMHU.

I'pyna | Po3mip i THI Homep KiabKiCTB
A Beawuki MeTalleHTPHUYHI Ta| 1-3 §)
cyOMeTalleHTpUuYHi

B BeAuki cybMeTaneHTpUYHI 4, 5 4

C CepenHi cyOmMeTalleHTpUYHI 6-12, X 15
(10AOBiKH)
16 (cKiHKH)

D CepenHi aKkpOILIEHTPHUYHI 13-15 0

E JpibHi MeTarleHTpHUYHI 16-18 6

F HatinpibHini meTalieHTpudHi 19-20 4

G [ piOHi aKpOLIeHTPUYHI 21,22, |5
(10AOBIKH)
4 (3XKiHKH)

IcHye 6Gararo TeXHIYHUX MOXKAWBOCTEN, ILI0 [Jal0Th 3MOLY
PO3MEKOBYBATH KOXKHY IIapy XpPOMOCOM 1 [OeTaAbHO BHBYaTHU
CTPYKTYPY KOXKHOI OKpeMoi xpomocoMHu. lIIHMpPOKO 3acTOCOBYIOTH
METOAU KAITUHHUX KyABTYP OASI OTPUMAaHHS KAITHH, 1110 ITOJIASTFOTHCS
MiTOTHYHO, BUKOPHUCTAHHS KOAXINIUHY OA HAKOIIMYEHHI OCTaHHIX y
MeTadasi MiTo3y, METOAN BIIAUBY TilIOTOHIYHOIO PO3YHUHY [OAS
IIOAETIIECHHS PO3MIMIEHHS XPOMOCOM Ha IIUTOAOTITYHOMY IIperapari.

3a [momoMoOrorw MeETOAIB pagiaiiiiHux nomnepegHukiB [AHK i
aBTorpadii BiZKPUTO AOCTYI OAS aHAaAi3y PENPOAYKIlii XpOMOCOM.
JlaHi, oTpuMaHi HUMH METOAaMH Ha XPOMOCOMAaxX AAUHU, CTaAU
BaKAUBUM BHECKOM B PO3POOAEHHSI IIPOOAEMU CTPYKTYPHO-
dyHKITIOHAABHOI OpraHisallii XpoOMOCOM €yKapioT B I[IAOMY.

JKiCHUH  METOMOAOTIYHUH CTPUOOK Oyao 3pobAeHO Y
CBITAOOIITUYHOMY BUBYEHHiI XpoMOCOM. 3aBAdKU HOBUM CITocobaMm
audepeHItiaAbHOTO 3ab6apBAEHHS XPOMOCOM 6iA0 BUSIBA€HO iCHYBaHHH
rAubOOKOi AiHIMHOI gudepeHitialii Mmerada3HUX XPOMOCOM, AOCUTH
cunenudivyHOl AT KOXKHOI XpoMocoMH 3 Habopy. BHacaizmok 11poro
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BIAAOCS BUPIIIIUTHU HaWBaKAUBIIIE 3aBAaHHS — i0eHTU(IKyBaTH B
MeTagazi MiTo3y BCi XpOMOCOMHU AIOAUHU Ta CKAACTH OASI KOXKHOI 3
HUX OUTOAOTIYHY KapTy AlHIMHOI HEOAHOPIMHOCTI.

Byap-sKi 3MiHU B KapioOTUII IPU3BOAATH [0 3HAYHUX IIOPYILIEHD
oOMiHy pedyoBHH Ta OymoBU opraHiamy B Iiaomy, Lli 3MiHH, g9K
IIpaBUAO, HE CyMiCHi 3 KUTTAM. Taki 3UTOTH He PO3BUBAIOTHCS abo
[IALL THHE Ha paHHIX CTagidX PO3BUTKY, IO MNPU3BOAUTH MO0
CaMOBIABHUX BUKHIHIB a00 MepTBOHAPOMXKEHHS. YuM OiabIlie 3MiH y
KapioTurii, THUM TsIXK4i OedPeKTH BUSBASIIOTECI B OpraHi3mi
30iABIIIEHHST KIABKOCTI XpPOMOCOM HAa3WBalOTh IoAicomiero,
3MEHIIEHHS iX KiAbKOCTi — MOHOCOMIi€XO.

Monocowmii yci AeTaabHi, KpIM MOHOCOMIii 3a X-XpOMOCOMOIO Y
XKiHOK — 45, X0. ¥ 1mux XKIHOK CIIOCTEPIra€ThbCs CHUHAPOM
[IlepeureBcrKoro-TepHepa. Taki KiHKU MarOTh HU3bKUM 3PICT, y HUX
HEJOPO3BUHEHI MaTKa Ta 4d€4YHUKH, BTOPHUHHI CTaTeBl O3HAaKH,
KOPOTKAa MINsI, KPUAOIIOAIOHA CKAaKa Ha Inui, nedpopmalliga CTOII i
PYK Ta iHIII HOPYIIEHHS.

[Toaicomia 1-10-i map XpoMOCOM 3aKIHYYETHCH AETAABHO B
repiosl BHYTPIIITHBOYTPOOHOTO PO3BUTKY. [Toaicomia 13-i xpomocoMu
cripuduHdge cuHapoM [laray, moaicomis 18-i xpomocomMu — CHHOPOM
EnBapnca. [Toaicomis 2 1-i mapu — xBopoOy [ayHa, moaicoMist craTeBoi
Hapyu XpOMOCOM IIPU3BOAUTE Y XKIHOK A0 TPUCOMIi X-XpOMOCOMH, ¥
Y0AOBIKIiB 0 cuHApoMY KaatindearTepa. YumMm apibHIMIII XpoMoCcoMH,
THUM CIHOPUATAUBIIINN IOPOTHO3. XBOpi i3 cuHAapomamu [laray Ta
EnBapaca moMuparoTh y MEpIi Micglli KUTTSH, 3 XxBopoboro JayHa
KUBYTH 25-35 POKIB 1 IOMHUPAIOTh [IEPEBAKHO Y IOHAIILKOMY Billl Bif
BTOPHUHHO IpUEAHAHUX IHPEKITiIH. XBOpi 3 TPUCOMIE€IO CTATEBOI HapU
XPOMOCOM MOXKYTb JOXKHUTHU 0 TAUOOKOI CTapOCTi.

Bupuatrouu mig mMikpockorioM nodapboBaHi MperapaTH siaep
KAITUHU, MOXKHA IIOMITHUTH, 1110 esIKi YaCTUHH XPOMOCOM 3abapBAeHi
Oy>Ke IHTEHCHUBHO, a iHmIi caabmre. [HTeHCHBHO 3abapBAeHUH
XpOMaTUH Ma€ Ha3BYy TE€TEPOXPOMATHHY, a4 MEHII IHTEHCHUBHO —
eyxpoMaTuHy. [‘eTepoxXxpoMaTHHOBI MIAAHKH PO3TAaIllOBYIOTHCS 3a
BCi€I0 JOBXKHWHOIO XPOMOCOMH, aA€ YacTilre moOAN3y IIEHTPOMEPH i Ha
KiHgax. BiH 30epiraeTbcsd y BUCOKOKOHIEHCOBaHi#T hopMi IpoTaTOM
YyChOTO IIPOILIECY KAITHHHOIO TIIOAIAy 1 3a3BU4Yail TI€HETUYHO
HeaKTUBHUM. B iHTepdazHOMYy Sapi TeTepoXpoMaTHH Mae€ BUTAAL
ranbok. CTaTeBi XpOMOCOMU YacTo MaiizKe IMOBHICTIO IpeaCTaBAEHI
reTepOXPOMAaTHUHOM.

BiablIicTs T€HIB €yKapioT MICTITBCI B €yXpPOMAaTHHOBHX
OiATHKax xpoMocoM. EyxpoMaThH MeHIII KOHAEHCOBAHUN, TOMY BiH
FreHEeTUYHO aKTUBHUU 1 MEeHIII 3a0apBACHUHN.
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KapioTun 4oaoBiKa CKAagaeThbCsd 13 46 xpomocoMm, 44 3 dKHUX
HECTaTEBI (AyTOCOMH) 1 OJHA ITapa CTAaTE€BUX XPOMOCOM; iXHE YMOBHE
no3HadeHHs XY. HopMmaabHUM KapiOTHUII YO0AOBiKa MOXKHA 3allHUCaTH
Tak: 46, XY abo 44+XY.

KapioTu KiHKH TaKOXK CKAQJa€ThCs 3 46 XpoMocoM, 3 GKUX 44
— ayTocoMH 1 onHa IIapa CTaTeBUX XPOMOCOM, HKi YMOBHO
rno3HadarThbcsd XX. X-xpoMocoMa 3Ha4YHO OiAbIIa, HiXK Y-XpoMocoMa.
B inTepdaszHomy aapi :KiHOYOTO OpraHiaMy akTHBHA AHIIIE omHa X-
XpoMocoMa, a iHIlla cIipasi3oBaHa, CUABHO KOHAEHCOBaHAa 1 TOMY
iHTeHCHUBHO 3abapBAeHa, TOOTO HacTae KoMIeHcalls ¢as3u
aKTUBHOCTI reHeTH4YHOi iHopMaltii. BoHa mig MikpocKorioM MaTuMe
BUTAL] TEMHOI MAIMH 0Oiagd gaepHoi o00oAoHKH. HeakTuBHa,
CIiipasizoBaHa X-XpoOMOCOMAa HAa3UBAETHCA CTaTEBUM X-XPOMAaTUHOM.
HopMmaabHHU# KapioTHUI KiHKW MOXKHAa 3anucatu Tak: 46, XX abo
44+XX.

Y  d4oaoBiuomMy opraHiaMi omHa X-XpoMocoMa. BoHa
YHKIIIOHAABHO aKTHUBHA, TOMY X-CTaT€BOT0 XPOMAaTHUHY B KAITHHAX
4YOAOBIKIB HE BUSBAEHO.

Y cerMeHTOSOEPHUX AEUKOIIUTaxX KIHOK CTaTE€BUN XPOMAaTHH
Ma€e BUTAg 6apabaHHUX MaAudok (Tiasiusa Bappa), y aefikonmrax
J0AOBIKiB ix HeMae. 1106 BUSBUTH CTaTeBUHU XPOMAaTHUH, MOXKHA B3SITU
OyIb-sIKy COMaTUYHY KAITUHY OpraHisamMy. Aae HaJOCTYyITHIIITUMHU JIAST
IIBOTO € KAITHHHU OYKaABHOTO EITiTEeAIF0 CAM30BOT0 OOOAOHKHU POTOBOI
IIOPOKHUHU MITTaTeAeM OepyTh i HaAHOCATHL Ha MPEeaMETHE CKAO,
JikcyoTh, 3adapOoBYIOTH 1 PO3TASOAIOTH i MIKPOCKOIIOM 3
iMepci€ro.
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Aexkuia 4

Tema: CraTeBil KAITHUHHU Ta 3allAlfHEHHI

[Taam:

1. YoaoBiuil raMmeTH

2. 2Ki"Hod4i rameTH

3. 3anaigHeHHa

4. Tlopy1iieHHS 3allAlJHEHHA Ta MOro HaCAIIKU

1. YoaoBiui rameTH

Yosomiui ramerH — CHepmMaToO30iAH, PO3BUBAIOTbCA 1
J03pIiBalOTh ¥ YOAOBIUHUX CTATE€BHUX 3as03ax — cim’auuxax. Micie
YTBOPEHHS — CiM’sIHI KaHaABIIL.

CrepMaTo30iaM IicAd JOCSITHEHHS YOAOBIKOM CTaTEBOi 3PIAOCTI
YTBOPIOIOTHCA IIPAKTHUIHO IPOTSITOM yChOTO XKHUTTH. [J0Ka30M IIBOTO €



dakTu 3 icTopii MEmUIIUHU, SIKi CBiMYaTh MPO Te, IO YOAOBIKH
IIOXHUAOTO BIKy MOXKYTbh MaTu naireii. Hanpukaazn, y Tanzanii kusB
Cawmcon lllako-Paropo, skuit Hapogusca y 1809 pomi. Koau momepaa
Moro ApyzKUHa BiH y Billi 125 pokiB 3HOBY oApyKuBcd. Big nporo
IIAIO0Y Y HBOTO OyAO TPOE AiTelH, ocTaHHiHM 3 AKHUX HapoauBca y 1845
potiti. Ipanerts Accenoanra 3ouai YepkxecTaHi cTraB 6aTbKOM 3/10POBOTO
MaAloKa KoAu oMy 6yao 106 pokiB.

Y 1989 poui amepukKaHCHKI BY€HI BCTAHOBHAH, III0 CIIepMa
YOAOBIKaA ITOHOBAIOETBCS KOXKHI 6 THXKHIB, TOMy BOHa OOHAKOBO
HOBHOIIIHHA 1 y 90-pidyHOTrO cTapuKa i1y 17-piMHOIO XAOIMII.

CnepmMmarosoigu Broepiie BigkKpuB A. AeBeHIYK y 1677 poiil.
MopdoaoriuHa oprasizailiss cnepMaTo3oiga JOCUTh CKAAIHA.

Il'onoBka BKpUTA TOHKHM IIIAPOM IIUTONAA3MH (JO0XAHUKOM).
iameTp roaoBKH 1,5-2 MKM. Y TOAIBII MICTUTBCH AP0 i aKpocoMa.
Aapo Mmae ranaoigHy KiABKICTE XpoMocoM (y aAtoauHU 23). Akpocoma
3abe3rneuye KOHTAKT CliepMaTo3oifa 3 SHIIeKAITHHOIO

IIIuiixa CKAQIAEThCA 3 JBOX IIEHTPIOAEH i MITOXOHIpPiaAbLHOL
CITipaai, gKa OXOIIAIO€ INHUUKY. Y MIMHI MICTUTBCA LUTOIIAA3MAa U
ATd. Tlimz yac 3amnaigHEHHI MITOXOHApPII cHoepmaro3oiga He
MIOTPANIAFIOTE [0 SUIEKAITHHH, BOHH 3a0e3IeYyIOTh AHIIE PyX
criepMmaro3soiga.

XBOCTHEK, 3aBIOBXKKH ITPUOAN3HO 60 MKM, Ma€ TOHKiI BOAOKHA,
10 KPUTI IUTONAA3MATHYHUM LHUOIHAPOM; 3aBAIKU BOAOKHaM
CIIEPMATO30i] PyXaeThbCd. Y LEHTPI XBOCTHKA — OChOBA HHUTKA.
IIBuAKICTE PyXy CIEpMAaTo30iqy MOOCHTh BeAHMKa — 2 MM/XB,
IPUOAU3HO 7,5 cMm/roAd. 3aBOIKU PyXy i BAACTHUBOCTAM CAU3Y, IO
MICTUTBCA B NIMHIII MAaTKH, CIIEPMAaTOo30i 3a KiAbKa XBUAWH
IIOTpPAaIIAdEe 10 MMOPOXKHUHU MaTKU. Ha pyxXAuWBICTH CliepMaTo30imiB
BIIAUBAIOTh XiMiYHI YMHHUKH, CAAOKOAYKHUU CEKpeT IMUHKU MaTKU
CTBOPIOE CIIPUSTANBI YMOBH [IAd IXHBOTO II€PECYBaHHSI.

2KuBi Ta pyxXAUBI CIiepMaTo30iIy MOKHAa BUIBUTH B CTATEBHUX
opraHax >KiHOK HaBiTh depe3 3-4 mobu micad CcTaTeBOIO0 KOHTAKTY.
3maTHICTh [0 3anaAigHeHHs 306epiraerbeda mpotarom 2 ni6. HopmaavHa
3IATHICTD 10 3aIlAifHEHHS 3a0e3I1euyeThes 3a HagBHOCTI 40-50 MaH
cuepMmaro3oigiB B 1 MA cim’gHoi piguHu. 3 200-300 wmaH
CIIEPMAaTO301iB 110 MOTPAIAFdIOTh A0 OpraHidzMy XiHku, aulie 300-
500 mocararoThb SHIEKAITUHU 1 AUIIIEe OUH 3aHYPIOETHECS B OO0OAOHKY.
Yci iHI1I1 THHYTh.

CnepmarTorenes — 1€ (POpMyBaHHS YOAOBIUHUX CTaTEBUX
(reHEepaTHBHUX) KAITHUH — TaMET; Ma€ YOTHUPHU IEPIOAHN: PO3MHOXKEHHS,
pict, mo3piBaHHA Ta (POpMyBaHHSI.
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Ilepion posammuomxkenHsa. BigOyBaeTbcsad B 30HI PO3MHOIKEHHS
CIM'9HUKIB Ha nepudepii ciMmaHUxX KaHaabLliB. KaiTuHH, 4gKi
MiCTATBCA B IIili 30HiI, HA3UBAIOThCA crnepmaToroHiamu. BoHu
OUIIAOIAHI Ta MICTATh 46 XPOMOCOM 1 PO3MHOXKYIOTHCS IIIAIXOM
MiTO03y.

Ilepion pocTy BiZOyBaeThCd B 30Hi POCTY CiM’THUX KaHAaAbBIIIB,
dKa po3TallloBaHa ITiZl 30HOI0 pPO3MHOXKeHHS. KAITUHY Ha 11iii crasii
Ha3UBAIOThHCS CIIEPMATOIHTAMH IIEPILIOTO MNOPAnKy. BOHU poCcTyThb
i cTaroTh 3HAYHO OIABIIUMHU 3a CIIEPMAaTOTOHIl.

Ilepion nospiBanusa. CoepMaTOLMTH IIEPIIOTO ITOPSAIKY TaKOXK
OUTIAOIMHI. ¥Y IIill 30Hi, sIKa po3TallloBaHa Ie OAMIKYEe 40 IEHTPY, i
BigOyBaeThCcss Meio3. YHacAimok | (peayKIiliHOTO) ITOmiAy Mekosy
YTBOPIOIOTBECSA [OBa CIEPMATOUHTH APYyroro IMOPsiAKY; BOHU
rarnAoigHi— mMictTaTh 23 xpomocomu Ta 46 moaekya [IHK. [Totim HacTae
I[I nomin pgo3piBaHHA (eKBawiiHUM), 1 3 [OBOX TalAOigHUX
CIIEpMAaTOLUTIB [APYyroro MHNOPAAKY VTBOPIOIOTBCI YOTHPU —
crepmMaTHIH, 110 MiCTATh FallAOITHY KIABKICTE XpoMocoM — 23 Ta 23
moaekyau [IHK.

Ilepion dhopmysBauua. [lig dac 1i€l cramii 3MIHIOETHECS AHIIIE
dopMma KaiTuH. CiepMaTHON PO3TAIIOBYIOTECSI OAUXKYE M0 HEHTPY
CIM’IHOTO KaHaAbIld 1 IIOCTYIOBO IIEPETBOPIOIOTBECS Ha 3piai
CIIepMaTO301aH, 3JaTHI CAMOCTIMHO PyXaTHUCh.

Takum 4YMHOM, 3 OAHIET AUIIAOITHOI KAITUHU — CIIEPMATOILHTY
IMEPLUIOTO MOPAAKY — YTBOPIOIOTHCSI YOTHUPHU TallAOIAHI KAITUHHU —
criepMaTHaM, SKI IEPETBOPIOIOTBCA Ha  YOTHPHU  3PIAKX
CIIepMaTO301aH.

2. 2KiHo4i raMeTHu

JiHo4ya cTaTeBa KAITHHA — SIHIERKAITHHaA — Haibiabna
KAITUHA opraHiamy. HepyxamBa, Mae Kpyray abo oBaAbHY (popwM,
aiametp aKoi 140-160 mkM. A1ieKaiTHHA Ma€ TUIIOB1 PUCH KAITHUHHOL
OymoOBH, MICTHTB Ti caMi CTPYKTYpPH, III0 ¥ COMaATHUYHI KAITUHU, are
BHYTPIIIHS OpraHisallid SaUIEeKAITUHU aAyKe chonenudiiyHa. La
crieriupidHICTL BUZHAYAETHCA THUM, 1110 AHUITEKAITHHA € CEPELOBUIIIEM,
dKe 3a0e3redyye po3BUTOK 3UTOTU. BoHa 3HauHO Giabinia (y 1000 pa3zis)
3a criepMaro30i4. BeAuki po3Mipu SUIIEKAITHHYU 3YMOBAEH1 TUM, 1110 B
HiA MICTATBCA LUTOIIAA3Ma, BCl OpraHeAW 1 TOAOBHE — 3ariac
IMOKUBHUX PEYOBUH, HEOOXIMHUN OAS PO3BUTKY 3apoaKa.

30BHI SHIIEKAITHHA BKPUTA 000AOHKOXO, TIOBEPX SIKOI € IIIap
KAITUH  giieBoro  ¢oaikyay. ILlg  oboaoHKa  Ha3UBa€eThCS
IpPOMEHHCTHM BiHueM. KAITUHHY BiHIII TiCHO IIOB’I3aHi MizK CO0O0I0
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OCOOAMBOIO CAM3UCTOI0 pPEYOBUHOIO. BcepenmHi SUIEKAITUHHI
MICTHUTBCH rarnaAoigHe (23 XpoMOoCoOMHU) AAPO.

Al1ekAiTHHA PO3BUBAETHCS YV JKIHOYUX CTATE€BUX 3aA03axX —
sAedHHKaxX, Y hoaixyai (y nmyxupiii ['paada). Hepes 5 micaniB micasg
Io4YaTKy BHYTPIIIITHEOYTPOOHOIO PO3BUTKY AIBUMHKU B ii 9€YHUKAX
y3Ke MIiCTUTBhCS OAM3BKO 6 MAH TOHOILHTIE — IIEPBUHHUX KAITUH, 3
AKHUX II0TIM MOXKYTBb C(OOpMYyBaTHCs 3pial SHIeKAITHHU. /[0 MOMEHTY
HapPOMKEHHH IX 3aAUIIAETHCI OAM3BKO 2 MAH. Y Billi 7 POKIB ¥y
SA€YHUKAX JIBYUHKH MICTUThCH TPUOAN3HO 90 THCAY OBOILHTIE, a 3a
BECh I1epioj] cTaTeBOi aKTUBHOCTI B 3KiHOK A03piBa€e He OiAbllle HDK
400 gineraiTuH. [HIII OBOIUTH TMHYTH YHACALLOK [ET€HEpPaTHUBHIX
3MiH, gKi BinOyBaroThCs B IIporieci opMyBaHHS KiHOYOT0 (DEHOTHITY
il Yac CcTaTeBOro A03piBaHHs. TaKUM YHMHOM, OBOLIUTH TPHUBaAAUMI
4ac 3aAUIIalOThCd HEMO3PIAMMHU 1 BHKOPHUCTOBYIOTHCS ITOCTYIIOBO,
IIPOTSTOM YChOTO XKUTTH XKIHKHW — Bil II€pioay CTaTE€BOTO A03PIBaHHS
[0 IPUIIUHEHHS PENPOAYKTUBHOI PYyHKIII].

Jlo moyaTKy CTaTeBOT0 XKUTTH B I€YHUKAaX KiHKU MicTUTBCI 40-
90 Tuca4 arneraiTuH. Y nepioa 3 15 mo SO pokiB g03piBarOTh MaizKe
400-450 gHU11eKAITHH 1 AHIIIEe 0AN3BKO 20 3 HUX 3amIAifHIOIOTECA. [Ticaa
[J03piBaHHA SUIIEKAITHHA JKUBE HEA0BTO, 3a3BUYal AeKiAbKa I'OAHH,
ii ~depTUuABHICTH (3AATHICTH 3AMBaATHUCA 31 CII€PMAaTO30ia0M)
30epiraerbed 10 24 TOMUH.

OBorenes — IpoIlEC PO3BUTKY 1 JO3PIBAHHA KIHOYHUX CTATEBHUX
KAITUH. BUOIAGIOTE TPU IT€PIOAU IBOTO MTPOLIECY: PO3MHOKEHHS, PICT
i mo3piBaHH4d. BinOyBaeThbcd aHaAOTIYHO 0 CIIEpMaTOreHe3y, aAe Mae
JIESIKI OCOOAUBOCTI.

I nmepion — po3MHOMKEHHS BiJOYyBaEThCd B A€YHUKAX JKIHKHU
IIPOTSTOM BHYTPIIIHBOYTPOOHOTO PO3BUTKY 1 B MepIli Micari
IIOCTHATAABHOTO KUTTS. KAITMHHM Ha i crazgii po3BUTKY
Ha3UBAaIOTLCHd OOroHisamu. BOHM [OUNAOILHI, PO3MHOXKYIOTHCH
HIAIXOM MiTO3y (2n = 46).

Il mepion — pocTy — 00OroHis pocte, 30iABIIYETHCI B 00’eMi, B ii
IIUTOIIAA3MI HAKONUYYIOTBCH TPO(idHI BKAIOYEHHS (KOBTOK),
IIOCTYIIOBO 30iABINYETHCS aKTHBHICTH HPOIECIiB OOMiHYy ¥ OOroHid
IIEPETBOPIOETECS HAa OBOIIHT IIEepuIoro mnopazaky. BiH Takox
OUTIAOIMHUM (2n = 46).

III nmepion — mo3piBaHHA — OBOIIHT IEPLIOro IOPAIKY,
BCTYyIIAlO4YU B II€piod AO03piBaHHs, 3a3HAE ABa IMOCAILOBHUX IIOMIAU
(peoyKLIMHUN Ta eKBaliMHUH).

Y nepionl (peayKIiMHUM) HOOIAY 3aBASIKHU PO3XOIXKEH HIO KOYKHOI
Iapu TOMOAOTIYHUX XPOMOCOM yTBOPIOIOTHCS ABI1 Pi3Hi 3a po3MipamMu
rarAOifHI KAITHHH: BEAHMKA — OBOIIHT ZAPYroro IIOPAAKY, BIH
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ranaoigaui (n = 23), i ApiOHA — mepiIe HANpPpsAMHE TiAbIle, TAKOXK
rariAoifHe.

YHacaigok II momiay 3aBOAKH PO3XOOKEHHIO CECTPUHCHKUX
XpoMaTHL 3 OBOLIUTA APYrOoro IOpsSAKy yTBOPIOIOTHCI TaKOXK ABi
HEOQHAKOBI 3a po3MipaMHU KAITUHH: BEAUKA — 3pisa AHIIEKAITHHA
(MicTuTh ramaoigHe dYHCAO XpoMocoM - 23); apibHa - zmpyre
HAIIpPpsAMHE TiABILE — IIOAOILHT (TaKoXK ramnasoinHe). [lepie HanpaMmHe
TIABIIE TAKOXK IMOMIASIETHC IAIXOM MITO3Y Ha ABi rallAOiAH1 KAITUHHU.

TakuM YHMHOM, 3 OAHOTO MOUIIAOIJHOTO OBOIIHTA IIE€PIIOrO
IOPAAKY YTBOPIOIOTHCH YOTUPU IallAOIAHI KAITUHH, 1 AHUIIIE OAHA 3
HUX € 3pinoro samnumexAiTHHOM. TpH IHIII HOAOIUTH (HAIpPSMHI
TIABILISI) PYUHYIOTBCI ¥ ParoliuTyIOThCSI AEHKOIIUTAMU B G€YHUKY.

3. 3anaigHeHHa

3anmaigHeHHS — 1€ ITPOLEC 3AUTTI YOAOBIUOI PENPOAyKTUBHOIL
KAITUHU (CIIEPMAaTO030iay) 3 2KiHOYO0I0 (AWIIEKAITHUHOIO), 1110 ITPUBOIUTD
00 dOpMyBaHHS 3HTOTH 1 IOAAABIIOIO il PO3BUTKY B OpraHi3Mi.

Ko>kHa ramera Mmae oguHapHUH (rarnaoimHuii) Habip XpPoOMOCOM.
[linx 4yac 3’emHaHHS SOep IMUX KAITUH y 3UIOTi ITOHOBAIOETHCS
OUTIAOITHUH (ITOABIHHU) Habip XpomocoMm. 3yCTpid criepmaro3oiga i
AUIEKAITHHH BU3Ha4Yae abCOAIOTHO BUIIQAKOBE ITOEMHAHHS O3HAaK
Marepi Ta 6aThKa, 10 30iABIIYE CIIaIKOBY MiHAHBICTD.

[TicaAga mo3piBaHHS (POAIKYA AOIIAETHCH, i 3 HBOTO BUXOOIUTH
He3piaa sh1iekaiTuHA. Lle aBuile mae Ha3By oByaauisa. KaituHa Ha
cTafii OBOIHTY APYroro IMOPAAKY IOTPAlASI€ B HUEpEBHY
IMOPOKHHUHY, 3BIITH — B MaTKOBY TpyOy. Yac, Koau aUIleKAITHHA
MOIKE 3allAIIHUTHCHI, HETPUBAAWU, 1 IKII0 B LU IIepios BoHA HE
3yCTpiHE cIIepMaTo30ia, TO Yepe3 KiAbKa I'OUH T'HHE.

3ycrpiu SUNEKAITUHM 3i CIIepMaTo30iloM BiA0OyBaeThCSI B
MaTKOBi#M TpyOi, micag 4oro BoHa repebyBae TaM 6AU3BKO 4-5 [0,
pyxaro4duch 1o MaTku. Ha 6-1Ty o0y micas 3amnAifHEHHS 3aPOIOK yKe
IIPUKPIIAIOETECSI [0 CTIHKHM MaTKH, [O€ IPOAOBXKYETBCA MHOIO
PO3BUTOK.

Y aineraiTUHY 3a3BUYal IPOHUKAE AUIIIE OOVH CIIEPMAaTO30i1M.
Lle 3a0e3medy€eThCs TUM, 1110 KOAU CIIEPMAaTO30i pO3YHHSIE MeMOpaHy
XKIHOYOI TraMeTH, BOHa MHTTEBO pearye yTBOPEHHAM MIABHOL
00OAOHKH  3allAifHEHHsI, IIE€PEIIKO/ZKAI0YX  TaKUM  YHUHOM
IPOHUKHEHHIO IHINUX  CIEpPMAaTo30iAiB. 3  IIPOHUKHEHHAM
criepMaTo30ila OBOILIUT 3aBepLIye APYTHY MITOTHYHHI HOOIA 3
YTBOPEHHAM 3piA0i SUIEKAITUHU 1 [OgPYTOro IIOAOLIMTA, SKUU
AereHepye. dapa crepmaros3oina i SUIEKAITHHU IIEPETBOPIOIOTHCI
BIATIOBIAHO HA YOAOBIYHY 1 KIHOYUM IIPOHYKAEYCH, IKi PyXalOThCs
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Ha3yCTPId OAUH OOHOMY 1 3AMBAIOTHCS. PeynnAikKoBaHi MaTe€pPUHCHKI 1
0aTBKIBCHKi XpOMOCOMH YTBOPIOIOTE CITIAbHY MeTada3Hy IIAACTHHKY.
Yepe3 KiabKa TOAUH IIICAS 3allAlfHEHHI GHUIIEKAITHHA IIOYHUHAE
JIAUTHUCS IIASIXOM MIiTO3y, YTBOPIOIOYH HOBUM OpPraHi3M, AKUH Hece
TIOAOBUHY iHdopMallii Big Marepi ¥ MOAOBHUHY — Bim O6aTbKa.
BunankoBe 3AUTTA T€HETUYHO YHIKAABHUX FaAMET YTBOPIOE T€HETHUYIHO
VHIKaAbHY 3UTOTYy, 3 SIKOi PO3BUBAETHCS INEHETUYHO YHIKaABHUHI
opradiam. Ha [ crazmii po3BUTKYy 3apoaka (baacTyam) MoOXKe
BiZIOyBaTHUCh BiIOKPEMAEHHSI OAacTOMEpPiB OOWH Bil OMHOIO, IO
MIPU3BOAUTHL [0 PO3BUTKY MOHO3ZHIOTHHX (0OAHOAHIIEBHX)
OAM3HIOKIB, TEHOTHUIIU SKUX OTHAKOBI, TOMY MOHO3UTOTHI OAM3HIOKU
3aBXKIU CXOXI1 1 3aBKAU OMHI€L cTaTi.

Bimome HapomzKeHHsI ABOAHIIEBHX OAM3HIOKIB (AH3HTOTHHX).
Bouu po3BUBaIOTHCA 3 ABOX PI3HUX SUIIEKAITHUH, 110 3AIIALAHIOIOTHCS
ABoMa PIi3HUMU crepMaro3oigamMu. OCKIABKH CTaTeBi KAITHUHU BCl
FeHEeTUYHO VHiKaAbHi, TO ¥ MU3UTOTHI OAM3HIOKM OyAyTh TaKOX
F€HETUYHO yYHIKAaABPHUMH, TOMY III0 T€HOTHIIM B HUX pPi3HiI. BoHU
MOXKYTb OyTH sIK OfHi€l, Tak i pidHOi craTti. Po36i>3kHOCTi B 03HaKax y
AU3UTOTHUX OAM3HIOKIB 3yMOBA€HA I'€HOTHIIOM Ta BIIAUBOM YMOB
HaBKOAHUITHBOTO CEPEMOBHIINA, & Y MOHO3UTOTHUX OAU3HIOKIB — TiABKH
BIIAUBOM YMOB HaBKOAWIIIHHLOTO CEPEAOBUIIIA.

JIBiiiHi3 IBAIIOTECS B CBiTi 3 4acToTOI0 IpubAN3HO 1:90; Tpikini
— 1:8100, a gueTBepo DAuzHIOKIB 3 yacToToio 1:729000. IToMmiueHo,
III0 Yy TEMHOIIKIPOTO HaceAeHHd OAM3HIOKU HapOIXKYIOThCS
IPUOAM3HO B 25 pasiB dacrTillle, HiXK y €BPOIIEHIIiB.

rL

4. llopyiieHHY 3allAlfHEHHS Ta HOro HaCALOKHA

Ilepini mopyLIEHHS SKi CTOCYIOTBCH CTATE€BOIO PO3MHOKEHHI
MOXKYTh BUHUKHYTHU IIIe Ha CTadii Mero3y — yTBOPEHHSI CTaTEBUX
KAITUH. HalimommupeHinie 3 HUX HEPO3XOMKEHHS XPOMOCOM, IIPHU
AKOMY YTBOPIOIOTBCS TaMETH 13 3alBOI0, YM 3 BiACYTHBHOIO IIEBHOIO
xpoMocoMoro. | 11e B mOmaAblIOMY IIPU3BOAUTHL A0 YTBOPEHHI
HEKHUTTE3MATHOI 3UTOTH, ab0 3UTOTH 3 BPOKEHUMHU BagaMU UM
3aXBOPIOBAHHSIMU.

Ha 1mponiec 3amaimHeHHsa BIAMBae Oarato YHHHUKIB.
CrnepmMmaro30ing y cTaTeBUX MIAAXAX KIHKU 3aAHIIAETHCA PYXOMUM
nmoHan 4 pobu, ase 3OATHICTh OO0 3allAifHEHHS CIepMAaTOo30iIH
30epiratoTh AuIlle 10 24-48 romuH micast egakyAsitii. [1ig yac crareBoro
aKTy y IIIXBY KIiHKHU IOTPAIIAdI€E B CEPEOAHBOMY 3 MA CIIEPMHU, IO
MiCTHUTB 6AN3BbK0 350 MAH criepMaTo30ifiB. AKINO KiABKICTE iX magae
Huxk4e 3a 60 MaH Ha 1 Ma, 3alAlfHIOBaAbHA 34AaTHICTH CIIEpMU
3HUXKyeThbCcd. [lopynieHHd 3anaifHEHHS BUHUKAE IPU TATOAOTIIYHHX
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3MiHaxX MOP@OAOTii cIiepMaTo30imiB Ta 3axXBOPIOBaHHI CTaTEBUX
OpraHiB XKIHOK. 3alAifHEHHd NOPyLIyeTbcd 1 HOpum 3MiHI pH
CEepemOBHIIIA IIIXBU ;| Y KUCAOMY CEPENOBUIILI CIIEPMATO30iAH IITBUIKO
BTpa4arTh 34aTHICTb A0 PYyXy 1 CKAECKOIOTHCSI. ONTHUMAaAbHHUN 4ac,
IIPOTSITOM KOT0 SUIIEKAITHHA MOXKe OyTH 3amaiiHeHa, - 6AU3bK0 12-
24 roguH.

[TopyllieHHs 3allAiTHEHHS YacTO HNPU3BOAUTE A0 OE3TIAiIHOCTI.
[IpuumH 6e3naimHoOCTi OyBae mAeKiAbKa. SKINO HWoro AiKyBaHHS
TPAaAUILIMHUMHU  METOAaMU  IIPOTSITOM  POKY BUABASETHCH
HeeDEKTUBHHUM, HEOOXiMHO 3MIHIOBATH AIKAPCBKY TaKTUKY.
YHiBepcasbHUM i Hale(peKTHUBHIIINM i3 crocobiB ii momosaHHA €
EeKCTpaKopIiopasbHe 3anAimHeHHd sainekaiTuau (EKO) in vitro.

OBOLIUTHU OTPUMYIOTH IIASIXOM acCHipallii Imicass TOpPMOHAABHOL
CYIIEPOBYASIINi SE€YHUKIB abo I dYac AamapocKomii 49u
MiHinammapoToMii. OBOILIUT BMILYIOTh B KyABTYPAAbHE CEPELOBHUILIE 1
rIoMilnialoTh M0 iHKybatopa 3 Temieparyporo 37°C i1 5%
KoHIleHTpalieto CO2 B ra3oBoOMy CepenoBHUILI, Yepe3 4-6 XBUAUH
JooaroTh crepMy. HagBHICTH 3alAifHEHHS OBOIIMTIB 3a3BHYal
OoliHIOIOTh dYepe3 12-18 romuH,. KoAm 4YoaoOBiUHMHM 1 KIHOYUH
IIPOHYKAEOTH YiTKO Bi3yaai3yeThbcd. IIoTIM 3HroTy NEpPEeHOCATH Yy
CBiXKE KYABTYpPaAbHE CepeaoBHUIIE, M€ BimOyBaeTbCd MTOYATKOBUHI
PO3BUTOK eMOpioHiB. [Iprbanu3HO yepe3 48-72 roguHU 3a JOTIOMOTOIO
CIIEI[IaABHUX KaTeTePiB 3apPOJ0OK IMMEPEHOCATDh Y MATKy XKIHKU 4Yepe3
HEpPBIKaABHUM KaHaA, [€ 3apOJOK 1 pO3BUBAETHCA M0 HAPOIKEHHSI.

Jast Toro miob miABUNIMTH UMOBIpHICTH HACTAHHS BaTiTHOCTI,
3a3zBUYal epeHocdaThy MaTKy 2-3 eMOpioHHU. [liaTHOCTUKY BariTHOCTI
IPOBOAATE Uyepe3 12-14 mHiB ITicAsI IepeHeceHsI eMOpPioHiB 3a piBHEM
XOPIOHIYHOI'O TOHALOTPOIIIHY.

3amnaifHeHHST ~ MOXKHa IPOBOAUTU IIIASIXOM iH eKITii
criepmaro3oima B nurornaadMy oBoimTa ([KCI) 3a mgormomororo
CIIEI[IaABHOTO MIKPOCKOII4, OCHAIIIEHOTO MIKPOMAaHIIIyASITOPaMH, 3
BHUKOPHUCTAHHSAM CIIEI[iaAbHUX MIKPOIHCTPYMEHTIB.

Be3naigHicTh OedKUX KIHOK IIOB’d3aHa 3 THM, III0 B IXHIX
sSA€YHUKaX He Bin0yBaeThCs PicT POAIKYAIB i J03piBaHHS SHIIEKAITHH.
Y Takux BUIQAKaX SIUIEKAITHMHHU ONEPKYIOTh BiA 1HIIIOI 340POBOL
KIHKH.

TroTIOHOBUE AMM KpiM HIKOTHHY MicTUTh HOpubdausuHo 200
TOKCUYHUX PEYOBUH, IKiI HETATHBHO BIIAUBAIOTh Ha 3I0POBX.
[laailHHA TIOMITHO 3HHXKY€ IIOTEHIlif0. Y XKIHOK, $Ki IIaAdThb
HapO>KYIOThCH 0CAAOAEHi, 3 MaAOIO Macoo Tiaa AiTH. [JOCUTH 4acTo
CIIOCTEPIraloThCd aHOMaAil Ta 3aTpUMKa POCTY.

KL
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AAKOTOAB € IPUYUHOIO HAPOAKEHHS PO3YyMOBO HEITOBHOIHHUX
JITEeH Ta MOABH TAXKKHUX, a iHO/II HEBUAIKOBHUX XBOPOD.

[lim BIAMBOM HIKOTHHY Ta AAKOTOAI0 AWIIEKAITHUHU 3MiHIOIOTh
CBOIO (OPMY, BUTASI, CTPYKTYPY. HaltGiAbII YITKOIKYETBCH S0PO0 Ta
XPOMOCOMH.

CriepmaTo30igy TakKoxXK i BOAUBOM IIUX PEYOBUH 3MIHIOIOTh
dopMy, IOPYIIYETHCI IIPOIleC iX Mo3piBaHHS, B AEIKHNX BUIIaIKAX
BimOyBaeThCsI 3yITUHKA POCTY. Y CIIepMi 3’dBASIETHCA OaraTo He3piAux
dopM crepMaTo30iiB: HEPYXAUBHUX, 31 3MIiHEHOIO CTPYKTYPOIO
FOAOBKH, IIIUHUKU, XBOCTHUKA, & TAKOXK 3 YVIIKOIXKEHHSIM CTPYKTYPH
XPOMOCOM, I'€HIB, 31 3MIHEHOIO KIABKICTIO XPOMOCOM.

AAKOTOABHA IHTOKCHKAIlld IIPU3BOAUTH MO0 IIOPYILIEHHI
MEHCTPYaABHOI'O IIMKAY. Y YOAOBIKIB AAKOTOAI3M HIPHU3BOAUTH OO0
IMITOTEHIT].

Aexuia 5

Tema: AHOMAaAli pO3BUTKY. [I[pUYrHN Ta MEXaHI3MH iX
I10sIBU

Ilaan:
1. PO3BUTOK AIOAVMHU Ta KPUTHUYHI Iepioau
2. AHOMaAli pO3BUTKY
3. TepaToreHu
4. TlpodrinakTUKa TepaToreHe3y

1. Po3BUTOK AIOAWHU Ta KPUTHUYHI I1epiogn

PO3BUTOK AIOAWHU IIOYUHAETHCH 3 ITPOLIECY 3allAiIHEHHH, SKUU
BinOyBaeThCsl BHYTPIITHROYTPOOHO B opraHidami martepi. Ilpu 3auTTi
daep clIepMaro3oifa Ta AHUIEKAITUHU BiIHOBAIOETBCH MTUIIAOiTHA
KIABKICTB XPOMOCOM, 1, CaM€ BOHH 1 KEPYIOTh [TOJAABIITUM PO3BUTKOM.

PO3BHTOK OpraHiamy Ile CKAamHe, I00pe CKOOpAUHOBAaHE
IOEAHAHHS TaKUX IPOIECIB, SK PO3IMOOIA KAITHH, IXHA Mirpard,
B3aEMO/Iid, TeHHA PEryAdllid Ta audepeHilianida. byab-aKkuit BOAUB,
AKUHN MOPYLIYE IIi MPOLIECH MOXKE CIIPUYUHUTHU IPUPOIKEH1 Baau
po3BUTKY 3apoaka ([IBP), dakTuuyHo Mmaiizke IT0AOBHUHA BCIX 3apOIKIiB
He MJOXKUBAIOTh M0 HAPOMKEHHS. Y OIABIIOCTI 3 HHUX aHOMaAil
BUABASIOTBCS Ha AyXK€ paHHIX craaiax. 2KiHKa HaBiTh HE 3HAa€, 1110
BOHA BariTHa, TOMY LI0 TakKi 3apoAKH HE MOXKYTb IMIIAQHTYBaTHUCH,
VKPIMUTHUCS B CTIiHIII MAaTKH HAaCTIAbKU, 100 BariTHICTH cTasa
VCIIIIITHOIO, i BOHU CIIOHTAHHO abOpPTYIOTHCH.
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Maiizke 90% mnaomiB, abopToBaHUX OO MICIYHOrO BiKy, OyAu
anoMaabHUMU. [loHan 50% 3apoakKiB 3aKiHYYIOTH CBO€ iCHyBaHH4 Ha
HI3HIITNUX CTaAiIX PO3BUTKY.

Cy4dacHe BYE€HHS IIPO €TIOAOTII0 M IIaTOreHe3 Bal PO3BUTKY
3’IBUAOCS  Ha IPYHTI  YCIIiXiB emMb6pioaorii, MeHETHKH,
EeKCIIEPpUMEHTaABHOI TepaTroasorii. Ha koxuHy TtTucauy mngiterr 10
HapOXKYIOThCH 3 BagaMu Po3BUTKY. Lle medexkTu rydbu i TBepaoro
nigHeOiHHS (3asg4ya ryba, BoBYa IIallla), BiACYTHICTH KiHIIIBOK,
CIIMHHOMO3KOBiI TpUXKi, Trigponedaais, aHeHIledaaid, IIHUKAOIIId],
TAyXOTa, BIACYTHICTh ByX, KUCTE€M, CTOII, IOPOKHU CEPILISI, TPABHOIO
KaHAaAy, A€T€HBb TOLIIO.

Cepen nmepeHaTasbHUX CMePTeH (ToMepAd B yTPoOi MaTepi mifg
4ac BaTITHOCTI, ITIOAOTIB 1 HOBOHAPOIAIKEH1 [0 7-T0 AHA XKUTTH) Y 18%
BUIIQJIKIB PEECTPYIOTh Baau Po3BUTKY. 3a ganumu BOO3 gacrora
HIPUPOIKEHUX Bajl PO3BUTKY B OKpPEMUX KpaiHaxX CTAHOBUTH ITIOHA[,
16%. 3a pisHUMU JaHUMH, IPUPOIKEHI BaAH PO3BUTKY CTAHOBASITH
20% AuTa490i CMEPTHOCTI.

3a manumu 3BiTy MiHicTepcTBa OXOPOHU 3M0POB’SI, JUHaAMIKA
4acCTOTH PO3BUTKY MOiTel 3 HOPUPOAKEHHMH aHOMAaAiSIMH,
nedopMallisiMU Ta XpOMOCOMHOI0 IaToAoriero Ha 2004 pik craHoBHAA
22,9 Ha 1000 xxuBUX HOBOHAPOAXKEHUX, Ta 52,2 Ha 1000 KHUBUX IO
JOCSTAH BIKY 1 pik.

lle € OCHOBHOIO NPHUYUHOIO CMEPTI AITENM B pPaHHBOMY Billl
CMmepTHICTE Bim aHoMaaiit Ha YKpaini Ha 2005 pik craHoBuaa OAU3BKO
28,1 na 1000 HapomKEHUX JKUBUMU.

KpuTH4YHHN mepioa — Ile Yac POCTy OpraHy B yTBOPEHHS
crieniuPiYHUX A9 IIBOTO OpPTraHy CTPYKTYp . Pi3HiI opraHu MaroTh
KPUTHUYHI Hepioa B pi3HHUH 4Yac, Xoda HaMUOIABII KPUTHIHUM
IEPIOAOM TIIPAKTHUYHO [OAS BCIX OpraHiB € TIepIIud TPUMECTP
BariTHOCTI. PO3pi3HAIOTE 3aTaAbHi AASI OPTaHi3MYy IEPIOAN B PO3BUTKY
OKpPEMUX OpPraHiB.

3a ganumu I1.I'. CBeTAOBa, B eMOpioreHe3i AIOAUHU BUIIASIOTH
Takl KpUTUYHI IEPIOAN:

1. ImnnaHmauyis (6-7 moba micasa 3a4arTTs);

2. Ilnayermauyis (KiHeLb 2-T0 TUXKHS BaTiTHOCTI);

3. IlepuHamanwvHuil Iepion (I10AOTH).

KpiMm TOro BH3HAYEHO KPUTHUYHI IIEPIOAU PO3BUTKY OKPEMUX
OpraHiB y IIi3HIII TE€PMIHU BaTiTHOCTI.

Haitnebe3neuHimmmuM 1miono ¢opmyBaHHs [IBP ming BnanBoMm
€HIOT€HHUX TE€PATOT€HIB, Y TOMY YHCAl AIKAPChKHX IpenapariB, €
repion Bim 15-1 mo 60-i gobu rmicas 3agarTsa. OcoOAUBY yBary m1oa0
mpobAeMHU B3KUBAHHS AIKApPCHKUX IIperapaTiB y IIepiosi BariTHOCTI
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IIpUBEPHYyAa M0 cebe TaaimoMimHa Tparemis, 10 Bigbyaack y 70-x
PoOKax y KpaiHax 3axifHoi €BPOIIHN, KOAU AlKapl paayAN BaTiTHUM JAS
IIOAITIIIIEHHsT CTaHy BIXXUBaTH [Oy3Ke cAabKui TpaHKBiAizarop
TaaimoMin, SKUM BBaxkaBcd 0€3[IeYHUM CeOaTUBHUM 3aco00M.
[Iporsarom 10 pokiB moromy Hapomuaocs moHan 70 000 mitedt 3
PI3HUMHU aHOMaAigaMU. BusBuaocs, 110 TaaigoMig iIHAYKY€E Y BEAUKIN
KIABKCOTI IIOIBY CHHAPOMY IIPUPOAKEHUX aHOMaAil, 3a SKOTO AOBT1
KIiCTKH KiHIIIBOK ab0 BiZiCyTHi, abo ay>ke pi3Ko YKOPOUEHi, yepe3 10
HaraayIoTh IAIBII TIOA€HIB. [IoCHUTH OHi€] TabAETKM 11100 HApPOANAACh
AUTHUHA 3 yciMa YoTupboMa AedpOpMOBaHUMHU KiHIIBKaMu. Kpim
aedpopMoBaHuMM KiHIiBKamu. KpiMm nedopmoBaHUX KiHIIIBOK, Y
OiABIIOCTI miTel CIIOCTEepPiraAuCh IIOPOKU Ceplid, aeddopMOBaHi
KHIIIKY, BIZICYTHICTh BYIITHUX PAKOBUH, aHOMaAill iHmux opraxis. Caing
3a3HA4YUTH, 1110 TaAlJOMIiZ € TepaTOr€HHUM TIABKU B repion Big 34-i
a0 S0-i mobu micasg ocTaHHBOI MeHCcTpyalli (mpubausHo Bixg 20-i mo 36-
i mobu micag 3avaTTs).

¥Yci AikapcbKi 3acobH, sIKi CITPUYHHSIIOTH BiAXUAE€HHS Bill HOPMU
B PO3BUTKY IIAOZIA, MAalOTh IIPU3HAYATHCS AHUIIE B pa3i HerarHOi
rnnoTrpebu. BapTo mam’daTaTH, II0 HaBIiTh IIepeBipeHi AiKapcCchbKi
npenaparv B OiABIINIH  KOHIIEHTpPAIlil MOXKYTh CIIPUYUHHTH
MIOPYIIIEHHSsI peaai3allii reHeTU4YHoi iHdopMallii Tpyu HOPMaABHOMY
FeHOTHIII.

TakuM YMHOM, SKIIIO ITPOTATOM IIEPIIUX TPHOX MiCAIIB eMOpioH
riepebyBa€e IIii BOAUBOM INKIIAMBUX YHHHHKIB, TO iCHyY€E€ BeAHKA
HUMOBIpHICTBH TOTO, IO MAiZ Oyae 3 aHOMaAiIMU PO3BUTKY.

[TicAd TpeThOro Micsald BariTHOCTI MOMiIOHI BiAXHUAEHHS
3’IBASIIOTBCS B2K€ HE TaK 4acTO. AA€ B MHAOAY MOXKYTHh PO3BUHYTHCH
Pi3H1 3aXBOPIOBAHH4 1 po3Aaau (PyHKIIiH y2Ke cOOpMOBaHUX OpPraHiB.
BuBueHHSs KPUTHYHUX [1EPIoIiB eMbOpioreHe3y Ta BIIAUBY Te€paTOTeHIB
Ha TIAi CBim4yaTh PO HEOOXiAHICTh OXOPOHSTH 3/0POB’ MaTepi Ta
eMOpioHy, 0COOAHMBO B MEPIIi TPH MICSIli BaTiTHOCTI.

KL

2. AvHOMAaAil pO3BUTKY

BigkpuTTd B TI€HETHIl Ta BIOAKPUTTd Yy  BHUBYEHHI
HaBKOAMIITHBOTO CEPENOBUIIA, BUBYEHHS CYCIIABHOIO 300POBX,
CBim4yaTh, 110 Oifb-siKa aHoMaaid, (PyHKIiOHaanbHa abo opraHidyHa,
KOTpa MIPOSIBASIETHCA B IIE€Pi0 HOBOHAPOAKEHOCTI, Ta IPUYUHHU SKOL
3aKAQE€HI IIle B aHTeHaTaAbHHH (BHYTPIIIHBOYTPOOHUM) Iiepion,
MO3KHa I[I03HA4YUTH T€PMIHOM HPUPOIKEH] (BPOIKEH1) BaAU PO3BUTKY
(ITIBP a6o BBP).
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Bazu PpPoO3BHTKY — Ile IOPYyUIEHHs BHYTPIIIIHbOYTPOOHOIO
PO3BUTKY eMOPIOHY YU IAOAY, BIIXUAEHHS Bii HOpMaAbHOI Oy/10BU
opraHy abo IIiA0T0 OpraHizmy.

Po3pi3H410TE:

A) cnagkoBi aHOMAaAIi Ta BaAu PO3BUTKY, sIKi BUHHUKAU YHACAIOK
MYyTallili;

B) HecnmagkoBi, ssKi BUHUKAU yHAaCAJOK eMmOpioreHesy min
BIIAUBOM TEPATOTEHIB;

B) myabTudakTOpiasbHi, SKi BUHUKAIOTh YHACAILOK I1O€IHAHHS
[Oii eK30- Ta €HAOT€HHUX YUHHUKIB.

Bararo aHomMmaaili reHiB MoO3Ke OyTH 3yMOBAEHO SIK CITaJKOBHMU
4YHHHHUKAaMH, TaK 1 HeCnaAKOBUMU. Haripukaag, BoB4Ya mmailia, CAIloTa,
rayxota Toulo (dpeHokomii). Ile Mae 3Ha4YeHHA [OA9 IIPOTHO3Y
HaIllaIKiB.

Hatiaerii crymeHi Baz pPO3BUTKY Ha3WBalOTh aHOMaaAigaMu, a
HaWTSaXK4Yl, II0 CyYHOpPOBOIXKYIOTECA (POPMYyBaHHIM IIEBHOIO
30BHIIITHBOI'0 BUTAGLY — IIOTBOPHICTIO.

BaacTonarTisa—IopylLIeHHId PO3BUTKY IIALTHOIO SUIII 3 MOMEHTY
zagarTsd A0 15-1 mobu Horo po3BUTKY.

EMOpionarTisa— mmopyiieHHs po3BUTKY eMOpioHy 3 15-1 mobu o
3-T0 Micsa1s BHYTPIITHBOYTPOOHOTO PO3BUTKY.

PeHOmaTiA — TMOPYUIEHHS PO3BUTKY IAOAY 3 3-TO MicsIld
OHTOI€HE3y OO0 KIiHId BariTHOCTI.

Hayka npo nOpupomKeHI aHOMaaii PO3BUTKY HAa3UBAETbCI
TEepaToAOTi€ 0, a YUHHUKU CEPENOBUIIA, SIKi 30aTHI CIPUYNHIOBATH
IIOPYIIIEHHd  PO3BUTKY €MOpPiOHy YM  TIAOALY, Ha3uBalOTh
TepaToreHaMH.

rL

3. Teparorenu

¥Yci TepaToreHd HOMIAGIOTE Ha KAACH.

Ilepui KAaC — pEYOBUHH, IT1I0 CHPUYHUHIOIOTh MyTallii y maoaa:
10HI3yIO04a paaiallisd, peHTIe€H-IIPOMEHI 1 edKi AIKapChKi IIpernapary.
BoHU npu3BOAATE 0 PO3PUBY XPOMOCOM i 3MiHIOIOTH CTPYKTY Py JAHK,
HOPYILIYIOTH PO3XOIKEHHA XPOMOCOM B ITPOLIECI MITO3Y, 110 3yMOBAIOE
MO03ailiu3M, MOHO- abo ITOAICOMIIO y ITAOMA.

JApyrui kaac mpeacTaBAeHUH Bipycamu. HatibiabIl BUpaskeHy
TEPaATOTeHHY [0 MAalTh BipyCH KOPOBOI KPACHYXH, IPU YOMY YHUM
paHillle BipyC KpacHYXU ypazka€ BariTHY, TUM OIABIIINYM PU3UK, IO
IIOCTpazKaa€e 3apoAoK. BipyC A€rkKo MPOHUKAE KPi3b MAALIEHTAPHUMN
6ap’ep, PO3MHOXKYETHCA B KAITMHaX 3apoAKy U NpU3BOOUTH 0
TIXKKHX aHoMaaiti. XapakTepHo. 1o 3apogok 3HaAYHO YyTAUBIN 10
Bipycy, HixK opraHiam marepi. XBopoba maTepi Moxke OyTHu caabKOr0
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0e3 BUOUMHX KAIHIYHUX IIPOSBIB, a B IIAOAY 3’IBASIOTBECS Pi3HI
IIOPYILIEHHsI, OCOOAMBO SIKIII0O MaTH XBopiaa B IIE€pIIi ABa Micsari
BariTHOcTi. Eminemisas KpacHyxu B 1963-1965 pokax COpHUYNHHAL
cmepThb 20 000 nmaoaiB i HapoakeHH rTpudau3Ho 20 000 miteit B [1BP.

[HuToMeraaoBipyc 1 BipyC IIPOCTOrO T€PIIECY TaKOXK €
TepaToreHaMu. [HQiKyBaHHS paHHBOTO 3apoAKa IIUTOMETraA0OBIPYyCOM
Malizke 3aBXKAU aTasbHe, Ha IMMi3HIIINUX CTadiax, dK i B pasi
iH(piKyBaHHs BipyCOM KOPOBOi KpPacCHYXU, MOKE€ IIPU3BECTU 10
TAYXOTH, CAITIOTH, 3aTPUMKHU PO3YMOBOIO PO3BUTKY, llepedpasbHOro
mapasigy TOLIO.

CrABHI IaTOT€HHI BAACTUBOCTI MalOTh BipyCH Ipully (THILy A),
xBopobu BoTkiHa.

TpeTidi Kaac [OPEACTABASIOTH MOEdKi MIKpoopraHizaMu i
Haunpocriuri. Ile Tokcomaazma [l'onai - HaMnpocTini, 10
CIIPUYHUHIOIOTH 3aXBOPIOBAHHS TOKCOIIAA3MO3, TPEIIoHeMa — 30y IHHUK
cudpiaicy Ta maazMomdiyMm — 30yTHUK MaAdapii.

[HdekifiHI areHTH BIIAUBAIOThL 6€3110CcepeTHBO Ha IIAIL i MOXKYTH
IIPU3BECTU MO0 Horo 3arubeai, 3aTPUMKH BHYTPINIHLBOYTPOOHOrO
PO3BUTKY, TAYXOTH, CAIIOTH, MiKpolledaaii, rigporiedaaii, aHomaait
3y0iB Ta iHIIINX OPTraHiB, BiicTaBaHHA B PO3yMOBOMY PO3BUTKY TOLIIQ.

Tomy kiHKaM, SKi IEPEHECAH IIi 3aXBOPIOBaAHHS B IIepiof
BaTiTHOCTi, 0COOAMBO B II€PIIOMY TPHUMECTPI, Malizke 3aB3K/U PaIITh
IIepepUBaTH BaTiTHICTE.

YeTBEepTHH KAAC ITPEACTABASIOTH IEsKi AiIKapChKi ITpernapaTtH i
XIMI4HI CIIOAYKH. llepeaik XiMIYHUX TEpaTOr€HIB AyzKe AOBIUM, BIH
BKAOUae 0an3bko 800 pisHux pedoBuH. Cepen HUX PO3PI3HIIOTH
CHABHI i carabki. CHUABHI TepaToreHH HPU3BOASTH A0 aHOMAaaiél i B
TBapuH, i B atometi. Caabki TepaToreHU MOXKXYTb OyTH HPUYUHOIO
aHoOMaAill PO3BUTKY, aA€ BUABASIOTH Il aHOMAaAll He 3aBXK/IU, a AUIIIE
mig yac 306iry O6araTboxX HECHPUATAUBUX oOcTraBUH. CHABHUMU
TepaToreHaMU € HapPKOTHUKH 1 HIKOTHH, €Ki AIKapChKi IIpernaparu
(0coOAMBO IPOTUITYXAWMHHI 3aCO00U, TaAimoMid, HesTKU aHTHUOIOTHUKH —
TETPALIUKAIH, CTPENTOMIIIUH, CTaTe€Bl TOPMOHHU, CaAllluAaTH),
OTPYTOXIMIKaTH (repOilluam, XAOPOIIPEHH, TECTHUIIUAH, 1IHCEKTHUITUIN
TOIII0), & TAKOXK 3a0pyaAHEHHS JOBKIAAS.

[y>Ke CHABHUM T€pPaTOr€HOM € aAKOTOAb Ta HIKOTHH. AAKOTOABb
ypaskae XpPOMOCOMH CTAaTE€BHX KAITMH OaTbhKIiB i BIXXe TIABKHU IIe
BHU3Ha4Ya€ HAPOIKEHHS HETIOBHOIIIHHOI AUTHUHU. BiH A€TKO IPOHUKAE
3 KpPOBI MaTepi A0 KAITHUH IIAOALY, IOPYLIYIOYM IIPOLIECH peaaisarlii
crtankoBoi iHdopmaillii (biocuHTE3 6iAKYy). AAKOTOAB TaKOXK ypaxKye
KAITUHU TIAOMY, IOPYIIyE OOMIiH pPEedYoBUH i MiIABHICTHP HEPBOBOI,
€HOKPUHHOI Ta IHIINUX CUCTEM OPTaHi3My MaTepi Ta 3apoaka.
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Y XKIHOK, 9Ki 3A0BXKUBAIOTh AAKOTOAEM, YAaCTO HOPYIIYETHCS
IIPOILIEC OBYALIlil — AO3piBaHHA ¥ BUXIA dhllekaiTUHU. OTXKe, Taka
JKIHKa MOXK€E He 3aBariTHITHU B3araai. A0o ii BariTHICTE Maiizke 3aB3KIH
YCKAQIHEHa, 4acTo OyBaloTh BHUKHIHI, IepemdacHi ITtoAord. [iTm
TaKUX KIHOK 3’SIBAFIOTHCHA Ha CBIiT 3 KOMIIAEKCOM CITEIM(IYHUX Bal
(aakoroAbHU CHHAPOM): HU3bKa Maca Tiaa, Bau deperna i ooAuyyd,
BaoU PO3BUTKY KIHIIIBOK 1 BHYTPIIIHIX OpraHiB, MiKpoliedaaid,
Mikpo(TasbM, HU3BKUU A0D, CIIAIOIIIEHHSI IIOTHUAUIl, MaA€HBKUHU
cigaoromibHUH Hic, ByXa po3TallloBaHi HU3bKO, BEAUKHI POT, BOBYA
raiia, HeIpaBUAbHA 3aKAQIKA 3y0iB, HAAMipHUHN BOAOCSTHHUH ITOKPUB,
0CcoOAMBO Ha A00i, BaU PO3BUTKY CTATE€BUX OPraHiB TOIIO.

Y KIHOK, SIKi TaASITh, YaCTO HAPOZKYIOTHCS HEIOHOIIIEH] H 6iAbIIT
Api6bHi mitu. [lectunuam i opraHivyHi PEYOBUHU, L0 MICTATH PTYTh,
OpU3BOOATE [0 IOPYLIEHb HEBPOAOTIYHOIO XapakTepy,
CIIMHHOMO3KOBUX I'PUIK, YPAsKEHb TOAOBHOI'O MO3KY, CAIIOTH, TAYXOTH
Ta iHmwux [IBP. BigoMo 110 XiHiH COPUYUHIOE TAYXOTY. [edki iHImi
AIKapChKi IpenapaTd TaKOXK MOXKYTb 3yYMOBAIOBATH ITPUPOIAKEHI
a"HoMaaii 1 Kaairrrea.

OkpiM ITbOT0 iCHY€ KaacuiKallisd TepaToreHiB 3a [T0XOIKEHHSIM.

PizuuHi: 10HIZylO4a pafgiailid, PeHTreH-IIPOMEH1, COHSYHA
pamiallisg, BUCOKa Ta HU3bKa TeMIlepaTypu, aTMocdepHUI TUCK TOILIO.

OmpoMiHEeHHSI BariTHHUX ITifl 94ac MiaTHOCTHYHOIO OOCTEXKEHHS
MOK€E CIIPUYHUHIOBATU MiKpolleaaito, 3aTPUMKY POCTY # PO3BUTKY.
TepameBTHYHE 3aCTOCYBaHHA PAAiOaKTHBHUX IIperapaTriB Hin dac
BariTHOCTiI 3a0opoHeHO. loHi3yroua pagiamia rnepenyciM Bpazka
HEPBOBI KAITUHH MO3KYy IIAOAY, 3a4aTKH CTaTE€BHUX 3aA03 1 3aA03
BHYTPIIIHBOI CEKpellii. Aae paaiallid HaBiTh y KiHIlI BariTHOCT1 MOXKe
IIPU3BECTU 10 aHATOMIYHUX BaJl PO3BUTKY.

[H1Ti QizMYHI YUHHUKHY, 110 MOXKYTh CIIPUYHUHIOBATH aHOMaAii, -
I1e BCOKa TeMIlepaTypa Tiaa MaTepi, rpaBiTallilfiHi TepeBaHTaKeHHS],
BiOpaitii, rinmokcis (KucHeBe roaonyBaHH4). Hannpukaazn, aikapi Ilepy
IIOMITHAH, 1110 Y AIOAEN, 9K1 3KUBYTh Ha BUCOT1 300 MeTpiB HaL pIBHEM
MOpsd, BaAu CYAWHHOI CHUCTEMU TpPAlAdIOThCA Mailike B 4 pasu
4acTille, HiK y MENIKaHIIB piIBHUH. BitoMo0 TakoXK, 1110 B TpPCbKUX
MicrieBocTax Ha BUCOTi 3500-4200 meTpiB mpoAasirae Meska, BUILIE SKOi
HEMOXKAHBE PO3MHOKEHHSI CCaBIIiB. YIKIII0 TBAPHH 3 PIBHUH [TI0CEAUTH
Ha LI0 BHCOTY, TO B HUX IIPUIUHSIETHCA PO3MHOXKEHHH, IIPUIOMY
3apOJKY TMHYTH BHYTPIIIHBOYTPoOHO. Ha paHHIX cTamisX po3BUTKY
3apPOAKH Yy TAUBIIII 0 TIIOKCII — BariTHICTh 3aKiHYY€ThCSI BUKH/THEM.
Y mi3HilIl Iepiogd BAariTHOCTI TINMOKCId CIIPUYHHIOE aHOMAaAil
PO3BUTKY TOAOBHOTO MO3KY, III0 MOXE€ BHABASITUCSI PO3yMOBOIO
BiZICTaAICTIO.

KL
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Ximiumi: HIKOTUH, aAKOIOAb, HAPKOTHUKH, 3a0pyaHIOBadi
HaBKOAUIIHBOTO CEPENOBUINA, CIIOAYKHM  PTYTi, MECTHUIHIH,
repbinmau, ngedaki ¢apbu, HOpPoAyKTH I00yTOBOI Ximii, XapdoBi
JIOMIIIIKH TOIIIO.

BioaoriuHxi: Bipycu, MiKpoOu Ta iXHi TOKCHHU.
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4. TlpodpirnakTHKa TepaToreHe3y

HaliBaskAuBIiIIMMHU B poOOTI MEIUYHUX MPAaIliBHUKIB €
npodiraKTUKa aHOMaAil Ta IPUPOIKEHUX Bal, PO3BUTKY B AiTEH, 1110
BHUMAarac Big HUX BIAIIOBIAHUX 3HAHDb

OCHOBHi HaIpSIMKH B IPOPiAaKTHUIIl TEPATOTEHE3Y:

v'  Tlpomaraxma Ta popMyBaHHS 3I0POBOIO CIIOCOOY KUTTSI;

v' OcobauBYy yBary caim mnOpumiagaTu BaritHocti. CyBope
JOTPHUMAaHHSA Tiri€HU BaTiTHOCTI;

v OxopoHa M0BKIiAAd Bif 3a0pyAHEHHS Ta MiABUIIEHHS (OOHY
pasiartii;

v'  OxopoHa 1palli, OopoThba 3i IIKIZAUBUMH yMOBaMH
BUPOOHUIITBA,;

v'  BXUBaHHSA €KOAOTIYHO YHCTOI BOAM Ta Xap4dOBUX
IIPOAYKTIB;

v' Po3ymHe 3acTOCyBaHHS AiKiB;

v' OIlliHIOBaHHS i KOHTPOAb MYTAreHHOIO Ta TepPaTOreHHOro
epekTy AiKiB, 3acobiB 100yTOBOi Ximii, Xap4oBUX [100aBOK,
KOHCEPBAaHTIB TOIIIO;

v’ IIupoka Mepexka MeIUKO-TEHHETHYHOTO KOHCYABTYBAHHS
(MTK);

v'  TlpeHaTasbHa AiaTHOCTHKA;

v TlpodpinakTrka iHPEKIIIHHNX 3aXBOPIOBaHb Y BariTHUX;

v’ 30asaHcoBaHe xXapuyBaHHs, HAIXOMIXKEHHS MIOCTaTHBOI
KIABKOCT1 Makpo- Ta MiKPOEAEMEHTIB M0 OPTaHi3My AIOIUHU.

OnHi 3 OCHOBHHUX 3aB/aHb F'€HETHUKIB Ta MEAUYHUX IIPAIliBHUKIB
Ha yCiX piBHAX Taxi:

v’ 3anobiratu mil TEepPaTOreHHUX, MYyTareHHHUX,
KaHIIEPOTEHHUX YUHHUKIB Ha OPraHi3M AIOJUHU;

v BULABAATHU IPYIH PU3HUKY JIAS CBOEYACHOTO HATIPABAEHHS
no MI'K;

v TIpoBOOMTH IIIUPOKY PO3’SICHIOBaAbHY pPOOOTYy IIPO
HIKIJAUBICTD TIOTIOHOIIAAIHHS, 3AOB2KHWBaHHLI AAKOTOAEM,
HapKOTHUKaMU,;

v'  IlpomaryBaTu 3HaAHHSA 3 TE€HETHKHU, TEPATOAOTIi cepen
HaCEeA€HHH;
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v'  TlpomaryBatu Ta (popMyBaTH 3M0POBUM CIIOCIO KUTTH B

HaCeA€HH;
v' Camum OyTH HOCIEM 3I0POBOTO CITOCOOY KHUTTSI.
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Aexiia 6
Tema: MiHAUBICTBH Ta MyTallil Y AFOAUHU

[Taam:
1. IToHgaTT9 MIHAUBOCTI
2. ®eHoTHUIIOBA MIHAUBICTH
3. CnagkoBa MIiHAUBICTH
4. Tunu MmyTartit
S. [luHamiKa reHETUYHOI0 BaHTaXy AIOAUHU
6. YUHHUKHU MyTareHesy

1. TloHATTa MIHAMBOCTI

MiHAHBICTS II€ CYKYIIHICTH BIIMIHHOCTEHN 3a TI€I0 YU IHIIIOIO
03HaKOIO MK OpraHi3dMaMH, 1110 HaAeXXaTh 0 OAHIEI0 Ta Ti€0 camMoi
HONYALIlil Y¥ BULOY.

MiHAHMBICTE — II€e BAACTHBICTH JXKUBHUX OpPraHi3MiB HabOyBaTu
IIPOTATOM OHTOT€HE3y HOBUX MOP(Po-(pyHKITIOHAABHHUX BAACTUBOCTEN
Ta o3HaK. I[Iporpec B po3yMiHHI IPHUYUH TA AXKEPEA MIHAUBOCTI Y
AIOIVHU OYB MOCATHEHUY 3aBASKH PO3BUTKY MEAUYHOI Ta KAIHIYHOI
reHeTUKU. [OAOBHUM YHHHUKOM, SKUH BU3HA4Ya€E PO3BUTOK Oy Ib-IKO1
O3HaKM € came reHoTHUIl. HeoOXiHO OLIiIHUTH CTYIIiHb 060YMOBAEHOCTI
KIABKICHUX XapaKTE€PUCTHUK OpPraHi3My reHeTUYHHMHU BiIMiHHOCTSIMHU
Mi’K OCOOMHaMU 4YH MIHAMBICTIO III0 OOyMOBA€HA YHUHHUKAMU
cepemoBUIIA. /A KIABKICHOI OI[IHKH IIUX BIIAMBIB aM€pPHUKAaHCHKUHN
reHeTHK [[>K. Aa1l1 3arpornoHyBaB TEPMiH «CIaAKOBICTh». CIIaAKOBICTD
BimoOpazkae BHECOK I'€HETHYHUX YNHHUKIB B (PEHOTHUIIOBUM IIPOSB
KOXKHO1 KOHKPETHO1 03HaKH. [{el MOKa3HUK MOKe MaTH 3Ha4Y€HHH Bif{
O mo 1 (Big O mo 100%)).

3 MOTASIIy €BOAIOIII BHAY PO3PI3HAIOTH ABa TUITHU 0iOAOTIYHOI
MiHAUBOCTI — 2pynoey miniueicms (PI3HUIIO MiXK MOIIyAdIIiIMU Ta
pacamu) Ta iHOueidyanibHy MiHAUuSicms (PI3HUILIO MiXX 0COOMHaMU
B OAHIM momnyasailii). OgHa YacTHHAa MIHAMBOCTI IHPOSBASIETHCS Y
BUTASAl Bapiallili O3HaK, iHIIa BIIAUBAa€E Ha T€HETHUYHUN arapar.
Po3pisHsaioTs ¢heHomunoasy, abo Taky III0 He YCIIaIKOBYETHLCH, Ta
2eHomunoey — ClIagKoBy MiHAUBOCTI.
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2. deHOTUNIOBA MIHAUBICTH

3a d¢eHOTHIIOBOI MIHAMBOCTI CHaQAKOBUH Marepian He
3MIHIOETBCS. 3MIiHU TOPKAIOTHCH AUIIE TIABKHM O3HAK AIOAUHU Ta
BinOyBalOThCH ITiZl BIAMBOM YHMHHHUKIB OTOYYIOUYOIO CEpeIOBHUIIIA —
MENIKaHHsI Ha IIE€BHIHA TepUuTOopii, MI€TH, IHTEHCHUBHOCTI COHSIYHOL
panaiaii Ta iHmuX. JKIMo 3a CTyIEHEM IPOABY 1l 3MiHU HE BUXOAATh
3a MeXKi HOPMH, TO TaKi 3MiHH MalOTh Ha3By MOOUPIircauillHUX.

CrymniHp BapiloBaHHS O3HaKW I BIIAUBOM YHHHUKIB
HaBKOAUWIITHBOTO CEPENOBUIIA XapPaKTEPUIYETHCS HOPMOIO PEAKUiL.
Hopma peaxkiiii 00yMOBAIOE y SKHX MeKaxX MOzKe 3MiHIOBATHCh O3HAKA
i BIIAUBOM YMOB HaBKOAWIIHBLOTO CEPEIOBHUIIA 3a OMHOIO TOTO
caMmoro reHoTuny. Hopma peakiiii He OMHaKOBO AT PI3HUX O3HAK Ta
MOXKe OyTH HIMPOKOIO0 YU BY3HKOIO.

Bysbka HOpMa peaxiiil BAaCTHUBa A9 O3HaK (PEHOTUIIOBUU
IPOsIB HKHUX MPAKTUYHO HE 3MIHIOETHCS IIifl BIIAUBOM YMOB
HaBKOAUIIHLOIO cepenoBuilia. Hannpukaam, Koaip o4dei.

IMlupoxa HOpMAa peakilil — Ile MIUPIIUHA Aiaria3oH 3MiH ¥
BUIIaIKaX 3MiH YMHHUKIB. Harmpukaazm, KoAip IIKipH (mosgBa 3acMary),
Bara AIOAUHU, TOLIQ.

OmgHuM 3 mposgaBiB MoaudiikallifHoi MiHAMBOCTI € (peHoMeH
heHorxoniro6aHHsl, SIKUNU PO3BUBAETHCA IIi BIIAUBOM YHHHUKIB
HaBKOAUIIHBOTO CEPeAoBUIA. B nedKux BUMNaAKaX HABKOAUIITHE
CEPEAOBUIIIE TaK BIAUBAE Ha (PEHOTUII AIOAWHU, III0 BOHO Haraaye
[Iif0 TeHY, SIKOTO HAaCIIpaB/i ¥ TeHOMi OCOOMHU HEMaE.

Hampukaazn, rcuxidyHe BificTaBaHHA MOUTHHH MOXKe OyTu
BHUKAVUKAHO BIICYTHICTIO MOy B Al€Ti, a HE HAIBHICTh I'€HETUYHOIO
3aXBOPIOBAHH4.

3. ChnagkoBa MIHAUBICTB

SlBUIlle MiHAUBOCTI 3a0e3redyye B €BOAIOIIHHUX ITpollecax Mito
IIPUPOMHOTO Bimbopy, a TOMy TakKa MIHAMBICTH MOBHHHA OyTH
ycmaakoBaHa [OAS MOXKAWBOCTI PO3MOBCIO/ZKEHHSI (UM HaBIIaKHU
BHUIAACHHS) KOPUCHUX (IIKIIAWBHX) 3MIH Y IIOIIyASIISX.

Cnaodxoea, abo 2eHomunoed, MIHAUBICTHL IMOMIAIETHLCA HA
KiAbKa BHIB: T€HEpPaAaTHUBHY Ta COMAaTH4YHy, KOMOiHATHUBHy Ta
MyTaliliHy.

I'enepamuena zeHomunoea wmiHnueicms — 3MiHU B
CIIaAKOBOMY MaTepiaal raMmer.

ComamuuHa zeHOMUNOBA MIHIUBICMb—3MIHU B CIIaJKOBOMY
arrapaTi COMaTHYHUX (BEreTaTHUBHUX) KAITUH.

KombinamueHa miHnueicms BUHUKAE BHACAIIOK BUTIAIKOBOI
repekoMbiHallii asaeaei B TE€HOTUIII HAaIIaAKIiB, y IMOPIBHAHHI 3
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OaTpKiBCbKUMU reHOoTHUIIaMHU. CaMi reHU ITPH IIbOMY He 3MiHIOIOThCS.
[l MiHAMBICTHL 3a0€31edyeThCcd KiAbKOMAa MexXaHi3MaMU: ITPOIIECY
KPOCHUHTOBEPY IIPU YyTBOPEHHI raMeT, HE3aAeXXHUM PO3IMOLIAOM
XPOMOCOM B TaMETH IIPU MeHN03i, BUIaAKOBOIO 3yCTPIUYI0 OKPEMUX
raMeT. BoHa € TOAOBHUM [I3KEPEAOM T'€HETHUYHOIO Pi3HOMAHITTS.

IIpucrocyBaHHS OpPraHi3aMiB OO yMOB HaBKOAUIIIHBOIO
CepeaoBHILA, I1I0 ITOCTIHHO 3MiHIOIOTECH 3a0€e3Me4y€eThCS MY TAILliFHOIO
MiHAUBICTIO, iKa 00yMOBA€HA MYyTallisIMH.

Mymauisi — cTifiKka 3MiHa F€HETHUYHOTO MaTepiaay. IBuIle gaKe
BHUKAMKAE MyTallil Ma€ Ha3By My TalllifHOTO ITIpo1iecy . BoHu npuBoaaTh
10 BUHUKHEHHS HOBUX aAeAel, 1110 PopMy€ YMOBHU OAsT PEHOTUIIOBOIO
PI3HOMAHITTH AIOAUHU.

Mymauisi— e TpUupOoIHE SBUIIIE III0 3aKpinaeHo 7o0opoM. Taka
31aTHICTb OOyMOBA€HA CTPYKTYPOIO T'€HETUYHOIo Marepiasy Ta
OaraToeTarrtHiCTIO OCHOBHUX 0OioaoriuHuX mporeciB. Hapasi BueHi
BBaXKalOTh, 1110 KOXKHAa AIOJUHA OTPUMYE BiZl CBOiX 0aTHKIiB 2-3 HOBUX
myTailii. Po3pizHaoTh cnoxmaMHi Ta iHOYKoeaHi MyTallil
CnoHmaHHi (nNpupooHi) Mmymauii BUHUKAIOTh 0€3 BCTAHOBAEHOIO
JOOATKOBOTO BIAMBY Ha OpraHiaM 30BHINIHIX YHWHHUKIB.
IndyrxoeaHuil mymazeHe3 BUHHUKAE IIPU CIIPIMOBAHOMY BIIAUBI
30BHIIITHIX 400 BHYTPIITHIX YUHHUKIB. TakKi YUHHUKH MalOTh HAa3BY —
MymazeHuU.

MyTtareHHuti epeKT OyIb-sIKOTO BIIAMBY BUBYAlOTh Ha OCHOBI
€KCIIEPUMEHTAABHUX MOCAIIKEHb Ha TBapuHax. lIpore oTpumani
TaKUM YHHOM PE3YABTATH HE 3aBXKAU MOXKHAa IIOBHICTIO IEPEHOCUTU
Ha AIoAUHY. MyTareHHiCTh YMHHM KA MOXKHAa BU3HAYUTU [JOCAII2KYIOUHU
KIABKICTh HEBJAAUX BaTiTHOCTEM, CTATUCTUKY MEPTBOHAPOMKEHUX
OiTer, CTaTHUCTUKY MOUTHY0lI CMEPTHOCTi, YacTOTH Ta KiABKOCTI
CIIaJKOBHUX 3axXBOPIOBAHb Ta IIaTOAOTiM. Po3pi3HAI0TE ¢hisuuHi,
xXimiuHi Ta O6ionoz2iuHi MyTareHHI YUHHUKU (MymazeHu).

o @¢izuunux mymazeHie BIJHOCATH: I10HI3yIO4YE TraMma
BUIIPOMiHEHHS , pa/li0aKTHUBHE, Aa3epHeE, YAbTPadioAeTOBE Ta PEHTIEH
BUIIPOMIHEHHS, 3aHaATO BHCOKA YHM HH3bKa TeMIIepaTypH,
MEXaHIYHUM BIIAUB, 1, HABiTh, 3BYKOB1 XBHAI.

o ximiuHux mymazeHie HareXaTh: CUABHI OKHCHUKH Ta
BiIHOBHUKH, HiTpaTH, MECTUIHAH, HPOAYKTH MepepobKu HadTH,
TIOTIOHOBI BHPOOHU, OaraTo Xap4yoBUX MOMATKIB, AIKapChKi 3acobw,
OpraHiyHi pO3YMHHUKU. KETHAeMIHOBI CcHoAykKu Ta edipu
METHUACYAB(POHOBUX KHMCAOT MaIOTh HAUOIABIIINY MyTareHHUH e(peKT.
3MiHM CHagKOBUX CTPYKTYP TaKOXK MOXKYTh OyTH BUKAWKaHI
KHCAOTaMHU, CHUPTaMHU, COAIMHU, TUKATYHHUMHU CIIOAYKaMHU, BasKKUMU
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MeTasraMH. XiMi4HI MyTareHu MOXKyTh [TIOPYIIyBaTH IIO4IA KAITHH, a
TaKOXK BHUKAUKATH 3MIHY I'€HIB.

Bionoziunumu mymazeHamu € [OedKi Bipycu Ta Oakrepii,
IIPOAYKTH OOMiHy Ta aHTUIeHH OedKUX OakTepiii Ta MIapasuTiB.
MyTareHHi BAQCTUBOCTI TaKOXK MalOTh AesIKi BaKIIUHHU, CHPOBATKH Ta
TOPMOHU.

Ex30zeHHi mymazeHu — 1€ YUHHUKH HAaABKOAUIIIHBOIO
CEPEOBHIIA, III0 BUKAMKAIOTH 3MIHH y CIHaAKOBHUX CTPYKTypax.
Ex30reHHi YMHHUKU IMIPU3BOAATH [0 BUHUKHEHHS iHAYKOBaHUX
myTailii. KoxkHa AofirHa IPOTATOM XKHUTTS HiAIaAa€ i BIIAUB TaKHIX
YUHHUKIB, 8 TOMY iX JOCAIIKEHHS Ta Po3po0Ka METO/IiB 3aXHCTy Ta
npoTuaii € y QoKyci iHTepeciB 6ararbox MiXKHAPOIHUX OPTraHi3artii:
BcecBiTHsa opranizaiia 30epexkeHHda 3mopoB’a (BO3), MixxuapomHa
KOMICid 10 3axXUCTy Big paagiamii, HaykoBu# KOMITET 110 Aii aTOMHOL
paaiamii OOH Ta ixmmi.

[TpUYMHOI BHUHHUKHEHHS €HOO2EHHUX MYymauiili € OKpeMi
0COOAUBOCTI OCOOMHHU AOAUHM, ii QyHKIiIOHYBaHHda. OmgHUM 3
€HIOT€HHUX YMHHHKIB My Tallili € BiK AoauHU. llle 3maBHa BiioMo, 1110
YUM cTapllla MaTH TUM OiAbIlle pU3HUK HAPOAKEHHS XBOPOI AUTHUHU YU
OUTHUHHU 3 IaTOAOTIIMHU. Pe3yABTaTH HOCAIIXKEHB ITOKA3aAU 110 KOXKHA
S guTHHAa HapoaxKeHa MaTip’to BikoM 40 Ta cTapliie Ma€ XpOMOCOMHY
IaTOAOTIIO.

4. Tunwm mytami

MyTartiii 11e mmepiiia AaHKa IIaTOreHe3y CIIaKOBUX 3aXBOPIOBAHb
AIOAUHU. PO3pi3HAIOTH TPHU OCHOBHI THIIUM MYyTallill: 2eHHi,
XPOMOCOMHI Ta 2EHOMHI.

I'enHni mymauii — 11e MOAEKYASIPHi MyTallii, IKi He MOKAHUBO
Mo6aYnUTH y CBITAOBUY MiKpocKorl, 11e 3Minu JJHK aki mpu3BoadaTs 10
IIOIBU HOBUX aaneAed 1poro reHy. Ilpu cmagkoBHUX 3aXBOPIOBAHHAX
MyTalii MOXKyTb OyTH 4Yepe3 3aMiHy, BTpaTy, [IOABOEHHS OMHOTO YU
JAEKIABKOX HYKAE€OTHAIB. [Ipu 11bOMYy MOXKE€ 3MIiHIOBATUCH HE AHIIE
CTPYKTypa €K30HIB, asre ¥ IIOPYIIyBaTHCh PO0OOTa PETYyASITOPHOL
OIATHKH abo Micile BUpidaHHsS iHTpPoHy. [HOmi 3MiHa KOMOHIB
OPU3BOAUTDE A0 IIEPEAYACHOI IIOSIBU CTOMI-KOOHY.

FenHi myTailii mo pizHOMY BigoOpazkaroTbcsay peHoTHII. [Jeska
ix yacTHHa He BIAUBAac Ha (PYHKIIIOHAABHY 3[aTHICTB 0iAKiB i Taki
MyTallii BITHOCSTH 10 HEHTpasbHUX. 3 iHITIOr0 O0KY OAWH i TOM caMui
IFeH 4aCTO Mae€ KiAbKa PI3HUX BapiaHTIB MyTallil. [HoAl, He 3BasKaio4du
Ha 3MiHy HYKA€OTHIHOI [TIOCAITOBHOCTI, aMiHOKHUCAOTHUY CKAaL OiAKY
HE 3MIHIOETHCS Y€PE3 BUPOIKEHICTh TEHETUYHOTO KOy .
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[HI1i MyTalii BUKAMKAIOTh CHHTE3 AePEKTHOTO OiAKY, IKUH He
30aTHUN BUKOHYBaTH CBOIO (QYHKIIIO, 3MIiHIOIOTH KIiABKICTh
BinnoBigHuxX MPHK Ta 6iAKy, doopMyBaHHS HOBOTrO GiAKYy 3 iHIIIMMMU,
4aCTO NaTOTEHHUMU BAACTUBOCTSIMU.

lenHi wMyTalii o0 BHUHUKAIOTh Y AIOJUHU [IE€PBUHHO
PEECTPYIOTHCS MOBOAi pigKo (1 x 105-1010), 60 y KaiTHHAX PYHKITIOHYE
cucTeMa perapallii 3a J0IIOMOTro0 (pepMeHTATUBHOI CUCTEMH.

XpomocomHi mymauii— CTPYKTYPHI 3MiHU OKPEMHX XPOMOCOM.
XpOMOCOMHI MyTallii TOPKAOTHCA Bl AECATH OO COTHI XPOMOCOM.
[Tpu yboMy MoO3Ke BimOyTHCH 30iabIlIeHHT ab0 3MEHIIIeHHS KiAbKOCTI
ciagkoBoro Martepiaay. BincyTHicte abo HamAUNIOK OyAb-sIKMX
ningHok JIHK 3azBu4yail BaXXKO BiIOMBAaEThCAd Ha CTaHi 3I0POB’
aronuHHE. Taki wmyTalii MamTh Ha3By He30araHCOBaHUX. 3MiHA
CTPYKTYPH XPOMOCOM MOXKE€ CyIpPOBOIXKYBAaTUCh IIEPEMIIIIEHHAM Ta
He3BUYAWHUM MOEAHAHHAM MJIASHOK abo IlAMX XpomocoM. B
pe3yAbTaTi BUHUKAIOTh HOBI Ipynu 34deraeHHd. [lomibHiI MmyTarti
MOIKYTb HE BUKAUKATHU IIaTOAOTIYHUX 3MiH (DEHOTHILY, 1 TOA1 BOHU €
306araHCOBaHUMH. XPOMOCOMHI MyTallii 3yCTpidaroThCd YacTillle HiK
TE€HHI.

Po3pi3HAI0Th A€KiABKA BapiaHTIB XPOMOCOMHUX MYTAallili, ase
HafYacTIlIUMU €: OJeneuii (BTpara JYacTUHU OMIHIEl XPOMOCOMEH),
ineepcii (moBopor Ha 180 Oyap-9KOi MIASHKH XPOMOCOM),
mpaHcioxkayii (IepeHoC YacTUHH XPOMOCOMH, dYacTillle Ha
HETOMOAOTIYHY  XPOMOCOMH), Oymiikauist (IIOABOEHHHA 4
IIOMHOXKEHHS YaCTUHHU XPOMOCOMHU).

I'enomui mymauii — 11e CTPYKTYPHI 3MiHU OKPEMHUX XPOMOCOM
abo MAOIMHOCTI KAITUHU HpPU HE3MIiHHIM CTPYKTypi XPOMOCOMH.
OCHOBHUM MEXaHI3MOM € HEPO3XOMIKEHHS XPOMOCOM IIiff dYac
KAITUHHOTO ITOIAY IIPH YTBOPEHHI raMeT. Y pe3yAbTaTi BUHUKAE ITapa
raMeT B OAHIM 3 IKUX AB1 KOIIii OAHIET XpOMOCOMUY, HATOMICTB Y 1HIITIH
151 XpoMocoMma BiacyTHsi. [eHOMHI MmyTallii 3aBXK a1 He30araHCOBaHI.
BcranoBaeHo 110 0iag 20% BUIAAKIiB TEHOMHUX MyTallil 00yMoBAeHi
IOPYIIEHHSIM CIIEpMAaTOTeHEe3y.

I'enepamueHi mymauii 11e 3MiHH CIIQAKOBOTO MaTepiasy y
cTaTeBUX KAITHHAaX, SKi BinOyBaioTbCsa y II€piogu OBOTE€HE3y Ta
criepMmaroreHedy rnpu penaikarii /IHK Ta po3xoakeHHi XpOMOCOM ITif
yac mpoilecy Mmero3dy. B 11boMy BHUIIaAKy yTBOPIOIOTHCS OOHA YU
JEKIAbBKAa  aHOMAaAbHHUX rameT. B momaspmioMy  MOXKAUBE
yCIaAKyBaHH4 1€l MyTallli Y HU31[l IOKOAIHb.

Comamuuni mymauii 1le 3MiHH CIAAKOBOIO MaTepiasy y
COMaTUYHUX KAITUHaX. Taka MmyTailid nepeaacTbCsd TIABKH HaIllaIKaM
MYTaHTHOI KAITUHHU IIAIXOM MiT03y. B pe3yabTatiy opraniami AIoauHU
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BUHUKAIOTh KAITUHHI IOIIyASIIii 3 Pi3HUM I'€HOMOM. SKII0 MyTallis

BimOyBa€eThCs Ha paHHIX eTarax APoOAEHHSI 3UTOTH TO (POPMYETHCI
Mmo3aiyusm. Mo3ainu3m 11e JOBOAI PO3MOBCIO/ZKEHE SIBUIIIE.

5. [uHaMmika reHEeTHYHOT'O BaHTaXKy y AIOOAUHU

JlesKi 03HaKU Ta 3aXBOPIOBAHHS AIOAWHU yCIAAKOBYIOTHCS 3a
3akoHaMu MeHaeada. MyTartiii, 1Ki IPU3BOAITE A0 ITaTOAOTIYHHUX 3MiH
y OpraHi3aMi AIOAWHU MaroTh Pi3HY 3OaTHICTh A0 30epeKeHHS ¥
nonyadiigx. YacTuHa 3 HHX, $SKI BHKAHKAIOTh [Oy>K€ BakKKl
IIOPYILIEHHS 9YaCTO CyIIPOBOIXKYIOTHCSI BUCOKUM PIBHEM A€TaABHOCTI
e ITifl Yac BHYTPIIIHBOYTPOOHOI'O0 PO3BUTKY UM Y AUTIYUOMY BiIli.
[Hmo1i, 110 He BIAMBAIOTH CYTTEBO Ha IKUTTE3NATHICTH Ta HAa
PEPTHUABHICTE YCHAAKOBYIOTHCH Bill TIOKOAIHHA OO ITOKOAIHHSA
nocTiiHo. [ledki pelecuBHI aaeAl, SKi y TOMO3WIOTHOMY CTaHi
3a0e3MeuyIoTh IPOsiB BasKKUX 3aXBOPIOBAHb Y T€TE€PO3UTOTHOMY CTaHi
HaBIIaKW HAOAalOTh CBOIM HOCIIM IepeBar y BUXKHWBaHHI. Taki 3MiHH
CIIaIKOBOTO MaTepiaay TakKOX MOXKYTh PO3MOBCIOIXKYBaTUCh Y
HONMYASIIIX Ta YCIaIZKOBYBaTUCh HalllaIKaMU. 306iAb11IeHHS
KIABKOCTi OCOOHMH €Ki HeCyTh IOAiIOHI MyTallii BiOyBaeThbCcsa MOKHU
JyacToTa MYTYBaHHS HEe BPIBHOBAXKYETBCS ITPUPOAHUM JOOOPOM.
[ob6ip B TaKKX BUMIaAKaX CITPIMOBAHUH ITPOTHU OCOOUH ITATOAOTIIHUH
CTaH AKUX 00yMOBAEHHUH HAIBHICTIO aHOMAABHOIO N'eHOTHUITY. M eHIII
IIPHUCTOCOBaHi OCOOMHU, sIKi HECYTh 3MiHEHi FT€eHeTUYHI CTPYKTYPH Ta
JASL TKUX BipOTiIHICTB 3aTUHYTH BHACAIIOK ITPHUPOIHOTO0 1000PY BHUIIIA
CKAQJIAIOThL 2eHEMUUHUUL 8AHMAX NONYNAUIL.

PesyapTaTom fAii TEeHETUYHOTO BaHTaXy Y AIOOAUHU €
3banancoeanuli. nonimop@iam, nemanvHicme Ta 3HUNCEHHSL
30amHocmi 00 OimoHAPOOIEHHSL.

36anancoeanuit nonimopgiam QPOPMYEThCA HKIIO B
MIOIIYASIIIIi ATOZIeH € KiAbKa THUIIIB aAr€A€d OJHOTO INeHy 3a 4aCTOTHU
HaMOIABIII piaKicHOro 3 HUX He MeHNI HiXK 1%. I[loaimopdizm sakuit
dopMyBaBCsI  ITPOTATOM THUCAYOAITH 3abe3redye TIeHEeTHYHE
PI3HOMAHITTHA AIOJUHU.

AemansvHicms TIPOIBAAETBCA Y 3arubeai ramer, 3HUTIOT,
eMOpioHiB, mAoAiB Ta miter. Biaa 60% 3amAifHEHUX AHIIEKAITUH
TUHYTh Ha paHHIX cramigax apobaeHHsi, 15% 3apeecTpoBaHUX
BariTHOCTEHM 3aBEpLIyEThCS BHUKHAHEM, KoxHa S 3 1000
HOBOHAPOKEHUX AUTHHA I'MHE YEepe3 CIIaAKOBE 3axXBOPIOBaHHS. B
Halll YaCc FeHETUYHU N BaHTaxXK AIOZICHKO] ITOITYAS1Iii BKpaii BUCOKUH Ta
Ma€ TEHIEHILIO 10 30IABIIIEHHY.
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6. daxkTopu MyTareHe3y

IIpouec BimHOBAEHH4 CTPYKTYpPHU JAHK micaa myTariiiii ma€e Ha3By
penapauii. BUOIASIOTH TPH OCHOBHHX MeEXaHIi3MHU perapartii
dpomopearxmueayin, eKcyusiliHa Ta NOCMpPEenUKamueHa.

Pomopearxmueayis BiiOyBaeThCd 3a y4aCTi BUIUMOTO CBIiTAA.
CrieutiaaAbHUM (DEPMEHT ITiZl BIANBOM COHSTYHUX [IPOMEHIB PO3PUBAE
3B’3KU Y TUMIHOBUX AUMeEpax Ta BigHoBAIOE cTpyKTypy JHK.

Excuusituna penapauisi He 110Tpedye cBiTAa. [TPUHITUII I{HOTO
IIPOLIECY HoAdATaE y BHUpi3aHHI (ekcruiii) 3MmiHeHoi giagsHku [IHK.
Bupgaagerbcs TakoXK i YacTHHA PSAO0M PO3TallloBAHUX HYKACOTHUIIB.
3a marpuiero gpyroro aaHiora /JJHK BiTHOBAIOETHCA IBOAQHIIOTOBA
JHK. Tyt npaiftoe 11iaa HU3Ka CHeliaaAbHUX (PepMEHTIB.

Direct Reversal Base Excision Repair Nucleotide Excision Repair Non-Homologous
End Joining

N JI‘FI I I I
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] | |
AL T TIOIIOOOT

IHocmpennixamuena penapauist MOXAUBA y THUX BUIIQKAaX,
KoAu cTpyKrypa [HK He BiZHOBAIOETHCS IHIIMMH IIASIXaMH. AKIIO
IIOYHNHAETHCS PETrAiKallid 3MiHEHOI JIAAHKH, TO YTBOPIOETHCS TIABKH
onyH HopmaabHuU aa”HIpor JHK (Henmomkoxnenwii). [Hmmn
AQHITIOXKOK Oyne MaTtu po3puB y Micui wmyrtanii. Toxmi HoBHH
HopMaabHUU AaHIor [IHK crae marpuiiero aass BiZHOBAEHHS Ta
3aKpUTTH BiACYTHHOIO (pparMeHTy.

3axBoproBaHHS Ki II0B’d3aHi 3 perapalli€lo Ta HOPyILeHHIM ITif
qyac ii 3AIMCHEHHS 4aCTO CYIIPOBOIXKYETHCS IIATOAOTIEI0 HEPBOBOI
CHUCTEMH Ta HENOCTATHICTIO IMYHITETY.

Y 50-x pokax 20 cropiuug 6YAO BIIKPUTO HOBUM KAAC CIIOAYK —
aHnmumymazeHu. BoHu 6yan po3miaeHi Ha ABi TPYIIU B 3aA€KHOCTI
BiZ MicId Aii: 6HYMPUUWHBbOKAIMUHHI TA 3086HIUWHI.

BuympuwHbOKAIMUHHI aHmumymazeHu 3aXUIIAI0TH
HykKAaeoiabHI miagHku [IHK, yAOBAIOIOTH KHCHEBI paauKasu,
IIPUCKOPIOIOTH IIE€PEXiA MYTarcHiB B KAITHHU, K1 HE € MIIIEHHIO,
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IHAYKYIOTb MEXaHi3MHU [JeTOKCHKallii, 30iAbLIyIOTH TOYHICTh
penapaitii, mMiABUIIYIOTh €PEKTUBHICTE perapartii.

3o0eHiwHi 3aBaykalOTh I[IPOHUKHEHHIO B opra”iam abo
IIPUCKOPIOIOTh BUBEAEHHS MYTAareHiB, 3MiHIOIOTh BHYTPUKUIIIKOBY
daopy, TraabMYIOTh ab0 MOIEPEeIKYIOTh peakIilii HiITpyBaHHs,
HiATPUMYIOTH ITIEBHUU piBeHb pH B TKaHMHaxX Tiaa.

AHTUMYyTareHHi BAAQCTHBOCTI MaroTh OiAbIIl HiDK 25 BUIIB
PEYOBUH Ta CIIOAYK SIKi MICTATBHCA Y Xap4OBUX IPOAYKTAaX — BiTaMiHH,
daaBOHOIAM, MIKpPOEAEMEHTH, POCAMHHI Ta TBapPUHHI KHCAOTH,
KapOTHHOIAH, TOLIO.

rL

Aexuia 7
Tema: 'eHeTHnuyHa Hebe3reKa Ta reHETUYHUH Tarap

IIaaH:
1. MyrareHes Ta MmyTareHu
2. lenernyHa Hebe3IIeKa BHACAIOK 3a0pyAHEHHSI HABKOAHUIITHHOIO
CepeaoBHUIIIA
3. 'eHeTnyHUM TArap
4. Hacaigku aBapii Ha YopHOoOUABCEKIiH AEC

1. MyrareHes Ta MyTareHU

MyTareHu — 11e YUHHUKU (PI3UIHOTO, XiMi4YHOTO i 6i0AOTiYHOIO
IIOXOIKEHHS, 9Ki CIOPUYHUHAIOTh MyTallil. MyTareHu IiICUAIOIOTh
IHTEHCUBHICTh IPUPOAHOI MyTallii B JECATKHU 1 COTHI pa3siB.

Cr1iAbHI BAQCTHUBOCTI MyTareHiB:

1. YHiBepcaabHICTH (CIPUYUHIOIOTH MYyTallil ¥ BCIX >KHBUX
opraHizmax)

2. HecnpawmoBanicTs mii

3. BincyTHICTE HUKHBOIO IIOPOTY MYyTareHHOIro epeKTy.

MinimaabHa KiabKicTs [JJHK, 3m1aTHa 3MIHIOBATUCH 1 ITPU LIEOMY
3YMOBAIOBATH Iepe0y/I0By 03HAKU, HA3UBAETHCS MYTOHOM. MyTOH
BiAIIOBigae OAHIN mapi KoMIIAeMeHTapHuX HykaeoTuaiB IHK.

Baun3zpko 90% wmyTareHiB €  KaHIleporeHaMHu (34aTHi
CIIPUYUNHIOBATH 3A09KICHI IIYXAUHH).

MyTtarenu 6yBaroTh i3U4Hi, XiMidHi Ta 6i0AOTIYHI.

CynepmyTarenu (TepMiH BBiB [.A. PartormopT) — 11€ HaliCUABHIIIT
MyTareHu. BoHU COPUYUHIOIOTH OAUH 1 TOW cCaMHUM THUII MYyTAallii
(ermaeHaMiH, [ieTUACYAbQAT, HIiTPO30E€THUACEYOBUHA,
HITPO30METHACEYOBUHA, IIEPOKCU BOAHIO, iIITPUT TOILO).



IcHye pgan opradi3MiB, SKi IPOHUKAIOYU B OPraHi3M AIOAWHH,
craloTh mkepeaamMu ypaxeHHs [IHK cBoro xazdina. lle BipycH,
b6akTepii, HAUITPOCTIIIi Ta FeABMIHTH. Y CTABA€HO, 1110 B P/l BUIIAIKIB
JKUB1 BaKIIMHU 3 I[IPUTHIYEHOI BIPYAEHTHICTIO 3[4aTHi IHAYKyBaTH
MyTairii. MyTareHHi BAQCTUBOCTI MalOTh TOKCUHHU [J€IKHUX OPraHi3MiB,
0COOAUBO IIAICHABUX TI'pubiB, HeNaTOreHHi Bipycu, aHTHUOIOTHKH,
adpAOTOKCHHU, TOPMOHHU (IPUPOAHI Ta CUHTETHYHI).

KomyTarenu — Iie pe4OBHUHH, dKi He 3JaTHI1 O MyTareHHOi Aaii,
as€ BOHHM IIOCHAIOIOTH [iI0 MYTareHHUX 4YWHHUKIB. KoMmyTareHom
BBaXKaeThCsd KOpeiH, KU BIIAUBAE Ha CLIOHTAaHHUY Ta iHAyKOBaHWH
MyTareHes.

KomyTrareHHy [ilo0 MaioThb [OedKi (apMaKoAOTiyHi 3acobu
(HecTepoinHi, OpoTHU3alaAbHI  HOpenapath —  TEHNOKCHKAaM,
AOPHOKCHKaM; Beparamia, peHAUMIH TOII0), TOKCUHU T'€AbBMIHTIB,
[edKi PEedYoBUHU, SKi BUKOPHUCTOBYIOTh y XapdyoBUX nobaBKax,
KOCMETHUIli, MUHHHUX 3acobax TOIIO.

HagaBHICTE y cepemoBUIINI KOMYyTareHiB MOXKe MHiABUIIyBaTU
HeraTUBHI edeKTH QI3UYHUX, XIMIYHUX, AIKAPCBKUX Ta IHIIUX
MyTareHiB 3 AKUMU KOHTAKTY€E AIOIUHA.

AHTHMYyTareHH (AHCMYyTareHH) — PeYOBUHH, SIKi 3aXUIIAI0Th
T€HOM AIOJUHU Bif Ali MyTareHHUX YHHHUKIB, YUM 3HUKYIOTh YaCTOTy
MyTalii. BoHH HEUTPaAAI3yIOTE MyTareH 40 HOro peakllii 3 MOAEKYAOK
JHK a6o ycyBaroth ymkomxkeHs IHK, 1110 3ymMoBA€HI MyTareHoM.

Binomo nmoraz 500 CrioAyK, y SKUX JOBEAEHO aHTHUMYTAareHHUMN
BIIAUB. Hati0iAbIIly aHTUMyTareHHY [Jif0 MalOTh J-KapOTHUH, BiTaMiHU
C, E, A, moaipeHOABbHI aHTUOKCUJAHTH, SIKi MICTSITHCS B 3€A€HOMY 4ai,
TAIOTaMiH, CEpOTOHIH, PE3EPIIiH, TICTaMiH, TAIIIEPOA, IUCTHH, ITUCTEH
TOLLIO.

AHTHUMyTareHHi BAAQCTHBOCTI MAalTh CHPH, COAOOKHUMI
(boArapchbKuii) mepens, IeTpyLika, diacokagyaHHa Karlycra Ta iHIi, a,
TaKOXK, AesdKi Pi3UUYHI YUHHUKH, HAalIPUKAQL A€HHE CBIiTAO.

Jo yHiBEpCcaAbHUX aHTUMYTAr€HiB (0HAKOBO €(PEKTUBHI ITPOTU
aii pamiaiii Ta XiMiYHUX MyTareHiB) HaAeXKaTh IIUCTEIH, IIUCTaMiH,
CEPOTOHIH, AesdKi BiTaMiHH, iHTepdEepOoH, CIIEPMiH TOIIIO.

2. TenermuyHa  Hebe3meka BHAaCAIJOK 3a0pyAHEHHS
HaBKOAHWIITHBOTO CEPEAOBUINA

HaBkoAUIITHE CepemoBUIIE BKAIOYAE BEAWUYE3HY KIABKICTH
YUHHUKIB BiJl AKUX 3aA€KUTH AKICTh JKUTTH. [IAd TOro 1mod AroaMHA
Oyaa 310poBa cepeloBUIIIE TAKOK Ma€ Oy TH 3J0POBUM, KOM(POPTHHM,
BIAIIOBIAATHU CIIaAKOBUM KOHCTUTYIIHMHUM BAAQCTHUBOCTIM OpPraHizMy
B JaHUU KOHKPETHUH MOMEHT iCHYBaHHSI.
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Bucoxkuii piBeHb iHayCcTpiasizallii, HeobgymaHe i HepallioHaAbHe
BUKOPUCTAHHS MPUPOAHUX PECYPCiB, HEBUKOHAHHS IIpaBUA 3
OXOPOHU HAaBKOAMIITHLEOT'O CEPEAOBUIIIA, HU3bKUU PiIBEHb €EKOAOTTYHOI
OCBITH Ta KyAbTYPHU HaCEA€HHsI, €KOAOTIYHi KaTracTpodu,
BUKOPUCTAHHS HITpaTiB, II€CTUIUIIB, TePOUIIUIIB, HAaCAIIKU
BOEHHOTI'O KOH(MAIKTY TOIIO IPU3BOAATE A0 ITOTIPIIEHHS €KOAOTIYHOL
CUTYyallil B HaIlIi¥l KpaiHi Ta B [[IAOMY B CBiTi. YHACAIJOK IILOTO 3POCTae
3a0pyaAHEHHs TIOBITPsS, BOAM U TIPyHTY, CTaH SKOro B OaraTbox
perioHax  He3agoBIABHUN. HaBKOAWIIIHE  CcepemoBHUIIE  CTa€e
HeOe3IIeYHUM [IAS iICHYBaHHS AIOAHUHU. /{0 TOTO 3K ZKOPCTKICTB ILi€i
cuTyallii B YKpaiHi BxKe 6araTo poKiB MOTipIIEeHO Yepe3 KaTacTpody
Ha YopHobuabceKii AEC.

Hait6iap111e 32a0py AHIOIOTE aTMOChepPy Pi3Hi aepo30Ai Ta CITOAYKHU
xa0opy. CHOAYKHM XAOPY HaAXOAdATh B arMocdepy Bi XIMIYHHX
MiAIIPUEMCTB, II0 BHPOOASIOTH XAOPHY KHCAOTY, XAOPBMIiCHI
TIECTUIIH I, OPTraHiuyHi 0apBHUKH, TiAPOAIZHUMN CIIUPT, XAOPHE BaITHO,
cony. B armocdepi TpamagroTbCd SK AOMIIIIKU MOAEKYA XAOPY 1
IapaxAOPUAHOI KMUCAOTH. TOKCUYHICTE XAOPY BH3HAYAETHCS BUAOM
CIIOAYK Ta iXHBOIO KOHIIEHTPALIIEI0. Y METaAypPriiHi¥ IIPOMUCAOBOCTI
IIiZ Yac BUIAABKU YaBYHY i BHPOOA€HHsSI cTaai B armocdepy
IOTPANASIIOTh Pi3HI BaKKi ME€TaAu Ta OTPYMHI rasu.

Aepo3oai — 11e TBepai abo piaKi 4acTo4yKH, IO repedyBaroTh y
3aBUCAOMY CTaHl B MOBITPi. TBepal KOMIIOHEHTH a€pPO30AIB Y pddl
BUIIQOKIB 0OCOOAMBO HeOEe3IIeYHi [Ad OpraHiaMiB, a B AMOeH
CIIPUYUHIOIOTH ClIeIU(iUHI 3aXBOprOBaHHA. B arMocdepi aepo30AbHi
3a0pyaHeHHsI OyBalOTh Y BUTALAI AUMY, TYMaHy. 3Ha4YHa YacTHHA
aepO030AiB YTBOPIOETHCS B aTMoc(epi ITpU B3aEMO/I1i TBEPANX 1 PLOAKUX
JacToK abo 3 BoadHoio napor. CepenHiii po3Mip aepo30ABHHX
YaCTUHOK CTaHOBUTH 1-5 MKM. B armocdepy 3emai 1iopiuyHo
HaaXOoAUTh OAM3BKO 1 Ky0. KM ITHAOIIOAIOHMX YACTOYOK IITYYHOIO
OXO/MXKE€HHS. 3HaYHAa KIABKICTh TMAOBHUX YaCTOYOK YTBOPIOETHCS ITif
yac BUPOOHUYOI MiTIABHOCTI ArO/IeH.

OCHOBHUMHU [KeperaMH INTYYHHUX aepPO30ABHUX 3a0pyaHEHb
IIOBITPS € TEIIAOBI EAEKTPOCTAHILI], III0 CIIOKHUBAIOTH BYTIAAA BHUCOKOL
30ABHOCTi, 30arauyBaabHi (paOpUKU, MeTaAyprifiHi, IIeMeHTHi,
MAarHe3HUTOBI1 ¥ CaskKOB1 3aBOJH.

BiABIIICTE CIOAYK YPaHy, CBUHIIIO, KaIMil0, PTyTi, XpOMYy, Mij,
doTOopPy HOTPANIAFIOTE ¥ BOAY BHACAIIOK AIOJICHKOI AiSABHOCTI. Baxkki
METAaAU IIOTAMHAIOTHCS (PITOIMAAHKTOHOM, a IIOTIM IIE€PEAAIOTHCS 10
Xap4yOBUM AQHITIOTaM OiABIIT BUCOKOOPTaHi30BaHUM opraHizmam. Kpim
TOro A0 Hebe3nmeyHUX 3a0pyAHIOBadYiB BOMHOIO CepeaoBHUIIA
HareXKaTh HEOPTAHIYHI KUCAOTH ¥ OCHOBH, 1110 3YMOBAIOIOTH IITH POKUH

KL
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aiara3oH pH npomucaoBux cTokis (1,0-11,0), 3naTrHNX 3MiHI0BaTU pH
BOJHOTO cepenoBuIlia 10 5,0 abo Bute 8,0, Toxi 9K puba B IIPiCHIH i
MOPCBKIM BOZIi MOXKe iCHyBaTH TiABKHU B iHTepBaai pH 5,0-8,5. Cepen
OCHOBHHUX [KepeA 3abpyaHeHHs Tiapocdepu MiHepaAbHUMH
pedoBHUHaMU i 6IOTEHHUMU eAeMeHTaMU — HiAIIpUEMCTBA Xap4uoBOi
IIPOMUCAOBOCTI 1 CIABCBKE TOCHOAApPCTBO. 3i 3pONIYyBAaHUX 3€MEAb
IIIOPIYHO BUMUBAETHCA OAM3BKO 6 MAH T coaedi. Bigxoau, 1110 MiCTSTh
PTyTh, CBHUHEIb, Midb, AOKAAi30BaHI B OKPEMHX padioHaxX KOAO
OeperiB, a medka iX dYacTHHA BHHOCUTHCHA MAAEKO 3a MexXKi
TEePUTOPiaAPHUX BoA. J3abpyaHEHHS PTYTTI0O 3HAYHO 3HIDKYE
IIEPBUHHY IPOAYKINIO MOPCHKUX EKOCUCTEM, TPUAYIIYIOYH PO3BUTOK
dironmaankToHy. Bigxoam, 1m0 MicTdTh PTYTh, 3BUYAMHO
HaKOIINYYIOTHCA B JOHHUX BiAKAQaX 3aTOK.

[ToBiTpauui baceiH HaIlIOl Aep>KaBU 3abpyIHEHUN BUKUIAMHU,
110 MiCTSTH OeH3aripeH, CIpKOBOAeHb, (PEHOA, JIOKCH/I a30Ty, aMiak.
[IpuYnHOIO BiHECEHHS [TUX AOMIIIIOK 0 I'PYHH OCHOBHUX € BHUCOKA
TOKCUYHICTh, TpUBaai TepMiHU IepebyBaHHs B armocdepi, ILI0
3YMOBAIOE iX ITepeHeceHHs Ha BEeAWKi BificTaHi abo HaKOMHWYEHHS B
o0’ekTax cepenoBullia. CydyacHUM EKOAOTIYHUM cTaH YKpaiHH €
KPUTUYHUM.

3pocraroue 3a0pyTHEHHSI JOBKIAAS TIPU3BEAO 0 IiABUIIIEHHS
3axXBOPIOBAHOCTI HaceAeHHd. CMEpPTHICTh CTaaa IIepeBakarTu
HapOMAKyBaHICTh, 3HU3UAACh CE€pPEeOHd  TPHUBAAICTH  KUTTH.
3axBOpPIOBAHICTP 1 CMEPTHICTHP BiL CEPLEBO-CYAUHHHUX Ta
OHKOAOTIYHUX 3aXBOPIOBAHbB LIIOPIYHO 3pocTae Ha 1,8%, yCKAaTHEHHS
BariTHOCTI Ta 1oaoriB Ha 4,8%, XBOpoOU KPOBi Ta KPOBOTBOPHUX
oprauiB Ha 21,4%, ncuxiuyHi po3aangu Ha 8,4%.

Ocob6AnBO Hebe3MeYHOo IOTIPIIIeHHsI CTaHy 3J0pPOB’d IiTeH, Ta
ixupoi iHBanaigm3ailii. B YkpaiHi mopoky Hapomxkyerbcd no 13 000
OITEM 3 MPUPOMKEHHMMH BaJaMH PO3BUTKY Ta CHaIKOBUMH
raToAoTigMU. [eHeTHYHa naToAorisa cTabiAbHO IIocimae apyre micrie
cepen IIPUYUH OAUTSIY0I CMEPTHOCTI AiTE€H IIE€PIIOr0 POKY KUTTS.

3pocTa€ KiAbKICTh MITOXOH/APIaAbHUX 3aXBOPIOBAHb, 1110 ICTOTHO
BIIAMBAa€ HA 4aCTOTY HECIIOAIBAHOI CMEPTI AIOZIEN ¥ PI3HUX BIKOBHX
rpyrnax. 30iAbIy€E€ThCA TEHETUIHUY TATap. YIIKOAXKEHHS CII1aJKOBOIO
MaTepiany COMAaTHYHHX KAITHH MOXE IIPU3BECTH OO Pi3KOIO
HiABUNIEHHS 3aXBOPIOBAHOCTI, IIEPEIACHOI0 CTaPiHHS, OCAAOAEHHS
iMyHiTeTy. Yce 11e 3MeHIIye HapoaKyBaHIiCTh, Beae A0 6ioAoridyHOrO
perpecy, a yLUIKOAXKEHHS CIIaJKOBOI'O MaTepiaAy CHIaOKOBUX KAITHH
MOXK€ CIPUYHMHUTU IIOCTYIIOBE BUPOMAKEHHA 1 HaBiThL 3arubesb
OKPEMHUX IIOIIYASIIIIH AIOOEH.

KL




3. T'emermyHuul Tarap

l'eHeTHYHHH TArap — Il YacTUHaA CHaAKOBOi MiHAMBOCTI
IIOIIyAdIlli, SKa BH3HA4Ya€ II09BY OPraHi3MiB 31 3HUIXKEHUMHU
IIPUCTOCYBaABHUMHU O3HaKaMU. [lif TeHETUYHUM TATrapeM IIOIIYASIIIi
PO3YMIiIOTh HAKOIIMYEHHS MyTallill y T€HOMI HOIIYASIIIii (Arogeit), ki
HIPU3BOAATEH OO0 IPOABIB Pi3HUX (POPM CIIaIAKOBOI IIATOAOTII.

FeHeTHYHUM TATapP BKAIOYAE, 3 OTHOTO OOKY, ITATOAOTIYHI reHHi
MyTallii, ki OyAm ycnaakoBaHi Big 0aThKiB 1 HIpabaTbKiB,
cerperamiiHub TATap, SKII0 B XBOPOOAX NPOSIBASIIOTECS PEIIECHUBHI
abo HeaeTaabHI JOMIHAHTHI MyTallil I'eHiB.

3 inmoro 60Ky, II€BHY YaCTUHY TATapsl CTAHOBASTH HOBi I'eHi
MyTallili (YHaCAiZOK MYTareHHOI'O BIIAMBY  HAaBKOAHUIIIHBOIO
cepenoBuIlla). BoHN He BIiACTEXYIOTHCH Yy BUCXIIHUX ITOKOAIHHAX 1
CTAaHOBASTH MYTaUiHHHH FreHEeTHYHHH TArap.

3 mNAMHOM 4Yacy B MIOOYA4Illl HAKONWYYIOTBCHA IIKIJAWBI
PELIeCUBHI MyTallii, HOCIIMHU SIKUX € T€TE€PO3UTOTH.

3rigao 3 ganumu M.I1. [Jyb6iHiHa, YacToTa CIIOHTAHHUX M'eHHUX
MyTalliii ycTaHOBA€HA ¥ Mexkax 10-19© Ha reHoM Ha IIOKOAIHHA. Y
reHoMi ArouHU icHye 6An3bKo 35 000 reHiB. Po3paxyHKH CBig4aTh,
110 npubansHoy 10% aroget BHHUKAIOTh HOBI MyTallil i/ BIIAUBOM
YUHHUKIB HABKOAUIIIHBOTO CEpPEeNOBHUIIIA.

Be3ymoBHO, yacToTa myTallii 6yne 3Ha4HO GiABIIIOI0 B yMOBax
AHTPOIIOTEeHHOro 3ab0pyaHEHHd HaBKOAWIITHBOTO CEPEIOBHUIIA, IO
Ipu3Bene 10 30iAbIIIEHHS B AIOACHKIH ITOMYASIIl KiAbKOCTI BHITAIKIB
CIIaAKOBUX aHOMaAlll Ta 3axXBOPIOBaHb, IICUXIYHUX BIAXHUAEHB,
OHKOAOTIYHHUX 3aXBOPIOBAHb.

KoxxHa ArogmHa € HocieM gk MiHiMyM 10-12 mpuxoBaHHX
MyTalil, MKIOAUBUX OAd 300poB’d. B minomy, 3a A. KHyacoHowMm,
KOoe(iIliEHT MOCTHATaABHOIO N€HETHYHOIO Tdarapsg craHoBUTH 0,2,
ToOTO y 20% 4YAeHIB IIOOyAsIlii iCHy€e BipOTiAHICTH PO3BUTKY
CIIaAKOBHUX 3aXBOPIOBAHb.

FemeruuyHUu#l Tdarap CHpPUYHUHAE O€3MHAIHICTH 1 CIIOHTaHHI
BUKHUIHI Ta MEPTBOHAPOIXKEHHS, IPUPOMXKEHI BagW PO3BUTKY,
PO3yMOBY BiZicTanicTh. BiH BH3HaYae PU3UK TE€MOAITHYIHOI XBOPOOH
HOBOHAPOIKEHUX, IIPOAB HECYMICHOCTI MaTepi 1 IMAOAY 3a HHU3KOIO
aHTUTEHIB.

THUCK aHTpPONOreHHUX YHHHHKIB CEPedoBHUIIA, 3MIHU B
MIKpPOCBiTI OakTepiti 1 BipyCiB 3yMOBAIOIOTH ITOUIKOI>KEHHS
FeHOTHUIIHUX CTPYKTYp. HakonmudeHHs IXx B yMoBax 3HUKEHHI MOii
IIPUPOAHOT0 N060PY, 10 BiAOyBaeThC B IOEAHAHHI 3 T€HETUYHUMU
IIEPETBOPEHHAMH B IIONYAdIigX, CIOPUYHUHIOE  3HUXKEHHS
aJanTaliiHuX MOXKAWUBOCTEH, IIPUCKOpPEHE CTapiHHYd, IIaHAEMIii,
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IIOPYIIEHHS BiATBOPEHHH IIOMYALIIIN. YCe 11e 3yMOBAIOE OO PyHTOBaHI
XBUAIOBAHHSI, OCKIABKH, 3T1JHO 3 KOHIIEIIIII€I0 TEHETUYHOTO Tarap4d .
Meaepa, iCHy€e BiTHOCHO BHCOKa HeOe3ITeKa BUPOIKEHHSI AFOITUHH SIK

BULY.
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4.  Hacaigku aBapii Ha HopHoOuABCKitt AEC

Y 1986 porui Ha YopuoOuawrchkitt AEC crasacs Hatibiabilia
danepHa karacrpoda  cydacHocrti. Bsaraai  YopHoOuABCHKA
KaracTpoda gasa 3pO3yMiTH CBIiTy, IO d/epHa €eHepreTuka, skKa
BUMINAA 3-TI10 KOHTPOAIO HE Ma€ KOPAOHIB.

Y 30Hi CHABHOTO paialiffHOro 3a0pyAHEHHS [TOTPAITUAY 3HAYHI
TepuTopii Binopyci, Pocii Ta Ykpainu. Pagianitina xmapa DO PUAACE
Ha teputTopil lBerii, ®inaaraii, Himeauunu, YropumHH, [Taaii,
FOrocaamnii, IIBeriniapii, Ppanuii Ta iHIMUX AepxkaB. Craam
HEIIPUOATHUMH [Ad BUKOPHUCTAHHA Ha 0OaraTo pPOKIiB BeAWYE3Hi
TEepPUTOPIi.

Odpittitino Bu3HaHi 3a0pyAHEHI TepUuTOPii cKAamaroTh 23% I1Ao1L
Binopyci, 10% — Ykpainu Ta 1,5% — Pocii, 11e moran 150 000 km?2.

[lo3a, omepzkaHa Bim HOPOAYKTIB XapdyyBaHHs, MHUTHOI BOIY,
KHCHIO, SKUU BAUXAIOTh, TaK 3BaHAa «BHYTPINIHA 103a», 3HU3UAACH B
IOPIBHSIHHI 13 30BHIIITHBOIO 03010, 1 TEIIEP CTAHOBUTH BEAUKY YaCTKY
3arasabHOI 03U, OTPUMAaHOI HACEAEHHSM PaMoOHIB, 110 ITOCTPaKIaAU
BHacAIoK aBapii Ha HAEC.

BesnocepenHbo Ha IUX TEPUTOPISIX HPOKUBAE MOHAL 6 MAH
Arofer. B YkpaiHi mig BOAMB HACAIKIB aBapii MOTPAaIuAO 3araAoM
6iapmI HixK 8,4 MAH ocib, y ToMy 4YUCAi IOHaA 2 MAH aiTedl. ABapia
CEPHMO3HO IMO3HAYUAACh Ha 3M0POBT HACEA€HHd, a TaKOXK Ha IXHIN
IICUXIIi. ¥ GIABIIIOCTI ATOZEH, 1110 MENIKAIOTh Ha 3apakeHil TepuTopii,
cchopmyBaBcd MacoBUM crnenudiyHUM 1 CTIHKUHE colliaaAbHO-
PamIOEKOAOTIYHHUM CTpec. YK HacCADOK Y A€ BUHUKAIOTH
crieririgHi IICUXO0AOTIYHI PO3AaiN JOBTOCTPOKOBOI XPOHIYHOI ii.

[Ticaa aBapii cpopMyBaBCcs KOMIIAEKC HMATOT€HHUX YHMHHUKIB
(pamianifiHUM BIIAUB, IICUXOAOTIYHU M CTPEC, €BaKyallid, IEPECEACHHS,
IIOOAABII COIIIAaABHO-€KOHOMIYHI 3M1HH Ta 1H.), 9KUY IO3HAYUBCA Ha
CTaHi 3I0POB’ HaceAeHHd. Hallypa3AuBIIIO0 YaCTUHOK HAaCEA€HHS
BUSBUAUCH [ITH 1 MIIAITKY — HAUYYTTEBIIIA 0 BIIAUBY €KOAOTIYHIX
4YUHHUKIB BiKOBa Trpymna. YCI pOKH IicAd aBapii Big3Hadaerbcd
3pOCTaHHSI  3araAbHOi  3aXBOPIOBAHOCTI  OIT€M,  IMOIIHUPEHHS
COMaTUYHUX 3axXBOpPIOBaHb (0COOAMBO  HEPBOBOI  CHUCTEMH,
€eHIOKPUHHOI, TPaBHOI, AUXAABHOI 1 CEpPIEBO-CYJAUHHOI CHUCTEM,
IIyXAUHHUX 3aXBOPIOBaHb, IIATOAOTii HIMTONOAIOHOI 3aA03H,
iMmyHOmedinuTy). CHocTepiraloTbCd pPO3AaoM IICHUXIKHU, IIaM sTi,



3HUKEHHSI VCITIITHOCTI IIKOASPIiB. 30IABIIYETHCS KiABKICTH OiTEH-
IHBaAiQiB, MOIT€eHM 3 IIPUPOAKEHUMHU aHOMAaAlIMH PO3BUTKY 1
plOKiCHUMU (popMaMU I'€HETUYHHUX aHOMaAil.

JiTH 3 rpynIu PU3UKY CTAIOTh HOCIIMU KPHU30BOi IICUX0AOTI! 1, 9K
HACAIZIOK, BiATBOPIOBATHMYTh KpPH30B1I BIAHOCMHU B COILIyMi.
HeanekBaTHe cTaBA€HHY 0aTbhKiB, a TaKOXK OAM3BKOTO OTOYEHHS —
IIEaroriB, AlKkapiB — CHpHL€ IIIABUIIECHOMY PIBHIO TPHUBOKHOCTI U
3HUIKEHHSI CAMOOIIIHKHU, HITIAICTUYHUM HAaCTPOSIM CEPE MOAOLI.

IMOBiIpHICTP 3axXBOpPIOBAHHSA Ha pPakK KpPOBI BHACAILOK
OIIPOMiHIOBaHHS eMOPiOHAa, IAOIA ITIE B YTPOOi MaTepi B 4 pa3u BUIIA,
HI3K IPU TAKOMY CaMOMY PiBH1 OTPOMIHIOBAHHSI MOAOAOTO YOAOBIKA Y
Bii 11-24 poxkis.

Ocob6AMBY TPUBOTY BUKAMKAE IOPYIIEHHS PENPOayKTHBHOL
dyHKLIi (THMYacoBO ab0 MOCTiiHA CTEPUABHICTH 3KiHOK i 0CODAMBO
YOAOBIKIB (PEPTUABHOIO BiKy), TOPMOHAABHOTO AucbasaHc y AiBYar,
3HUKEHHS HapOI>KyBaHOCTI, 30iAbIITEHHS CMEPTHOCTI, B T.4. JHUTIYOI,
0COOAUBO Yepe3 IMPUPOKEHI Baau PO3BUTKY, 3MEHIIIEHHS KiAbKOCTi
pare3gaTHOrO HAaCEAEHHd .

Pe3yAbTaTH MOCAIKEHDb CBimYaTh PO ABOpPa30oBe 30iAbIIIEHHS
HIBUAKOCTI MyTalliii cepen omnpoMiHeHHMx poauH. Ha Ykpaini
3adikCcoBaHa peKOpPAHA B CBiTi KiABKICTB ITATOAOTIH cepes; HEMOBAST:
15-20 BunaakiB Ha KoxkHi 100 miTed.

[TopyllleHHS TeHeTUYHOro arapary Hece B cobi IOTEHIMHY
Hebe3TIeKy 3A0SKiICHUX YIITKO/IPKEHb i ITepeaBaHHs HalllaIKaM Pi3HUX
aHoMaaii. lle HacaMmmepen A€MKO3M, IIyXAWHU, F€HHI MyTallll, SKi
BUSBASIOTBCS Y BUTASAL CHOHTAHHUX BUKUOHIB, PO3yMOBOI
BizmcTaaocCTi, miaABUINIEHOI CMEPTHOCTI ITAOa, HEMOBAST, 30iABITIEHHST
4aCTOTHU BPOMIKEHUX Bal PO3BUTKY.

Aexiia 8
Tema: MeToau MeIUYHOI r€e HETUKU

[Taam:
1. KAlHIKO-TeHeaAOTIYHUH METO/I
2. ANabopaTopHi MEAUKO-TEeHETUYHI METOIU

1. KaiHiko-reHeaAOTIYHUHM METO.

Kninixo-zeHeano2iuHuil memoo € TOAOBHUM BaxKEAEM Y
MEOUYHIN reHeTHIll. BIABIITICTE A1arH031iB CIIaIKOBOI IIATOAOTII MOXKHA
BCTAQHOBUTHU caMe 3a I0IIOMOT0I0 IIOT0 METOAY aHaAi3y. BiH Bumarae
IIOBHOTO Ta yBaXXHOTO OOCTEXEHHSI XBOPOTO, IlIAECIIPIMOBAHOIO
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30upaHHa aHaMHe3y (Ipo PEenpoAyKILMHY (PYHKIIII0O Ta HagBHICTh
AHAAOTIYHUX YPasKEHb CEPEed YAEHIB dA€PHOI POAVMHU Ta pPIdOy
IIOKOAIHb 3a MAaTEpPHUHCBHKOIO M 06aThKIBCBKOIO AiHIIMH), a TaKOXK
KAIHIYHOTIO OOCTEeXKEeHHS Ta iHTEPB'IOBAHHS YCiX MOXKAWBUX JIAS ITHOTO
ponuyiB mmpobaHaa.

PonoBin Mmae 6yTH BUBUYEHUM 3a BEPTUKAAAIO (BiJ [IOKOAIHHS 10
IIOKOAIHHS) Ta 3a TOPU3OHTAAAIO (B ME€XKaxX OKPEMHUX ITOKOAIHB).

Ha ocHOBi Menn4YHOIo BUCHOBKY BHUMAaAbOBYETHCH (PEHOTUI
nnpobaHga 3a 0COOAMBOIO CXEMOIO, IO BiAPI3HAETHCS Bia 3aITUCIiB B
icropii xBopoOu, 3poOAEHHX AlKapaAMHU He TeHeTuKaMu. Omnwuc
PEHOTHUITY TIOYNHAETHCS 3 OLIIHKU ITOBEOIHKHU, (PI3SUYHOIO PO3BUTKY
(3picT, Maca Tiaa), KOHTAKTHOCTI XBOPOTro, MOTO IICUXIYHOTO CTaHy Ta
PO3yMOBOI'O PO3BUTKY 3aA€XKHO Bif BiKy. [laal Alkap Ma€ 3BEPHYTH
yBary Ta BiAMITHTH OCOOAMBOCTI 30BHIIITHOCTI mpobaHma: ¢opma
yeperna, piCT BOAOCCH, MOro CTPyKTypa i po3MilieHHd; popMa Ta
po3TallyBaHHsS BYIIIHHX PAKOBUH (HACiYKM Ha MO4YIli Byxa), OpiB,
OYHUX IIIAMH Ta BIACTAHb MK HUMH.

Tpeba onnucaru popmy aoba, Hoca, pOTOBOI IIAUHU, Ty0, I3UKa,
HHUKHBOI Ta BEPXHBOI IIEAEIl; HasBHICTb, KiABKICTh, OCOOAMBOCTI
dopMmu i pocry 3yb6iB; TBepae HigHEOIHHH, NIAMHU TyOowm Ta (4H)
nimHe6iHHsa; dopMy Ta pPo3MipH MmIHi, TPYAHOI KAITKH, XpedTa.
HeoOxigHO TaKOX AeTaAbHO OOCTEXXHUTH BEPXHI Ta HUXKHI KiHITIBKH,
onucaTH ix popmy, KiABKICTBh ITaABIIB, AepMaTOrAipigHi 0COOAMBOCTI
(puCYHKH) DOAOHEH Ta MimOILIB, IIO3UIIll JOAOHEH, MTiIOIIB.

Came ToMy yBara Alkaps TIIPUOIAGETBCSI CTaHy IIKIPU:
BiAMidaeThCd il €AaCTUYHICTD (UM HAaBIaKH), PICT BOAOCCS, BOAOTICTb,
HirMeHTAallid, HagdBHICTh aTUIIOBUX CKAQJI0K, BUCUIIaHHY.

MOKAMBICTH BCTAQHOBUTH TOYHHUM AdiarHO3 BEAUKOIO MIipOIO
3aA€XKUTH Bi TOro, HACKIABKM IIOBHO BHUSBAE€HI MiKpOaHOMaAi
PO3BUTKY, Ha dKi AlKapi 3a3BUYal He 3BEPTAIOTh HAAEXKHOI yBaru.

JloCAiI2KEHHST CTaHy BHYTPINIHIX OpPraHiB TpPagulifHUMHA
METOAaMU IaAbllallii, MIEepPKyCii Ta ayCKyAbTallli 3aBepIIyIOTh KAIHIYHE
obcrexkeHHS IIpobaHma. 3 aHaMHe3y IIPUHIIUIIOBOTO 3HA4YEHHS
HaOyBaIOTh BiOMOCTI ITpo I1epebir BariTHOCT, CTPOK IT0AOTIB, Maca Ta
3piCT OWUTHHU IPU HAPOMXKEHHI, aKyIIepPChKO-ITHEKOAOTIYHUMN
aHaMHe€3 MaTepl Ta POAUHU.

OnuryBaHH4 i KAIHIiYHE 00CTeKeHHS SKoMora 6iAbII0i KiABKOCTI
poaunyiB mpobaH1a Ma€ Ha MeTi BUSIBA€HHSI HOCIiB TaTOAOTIYHUX I'€HiB
dK PEUEeCUBHUX, TaK 1 JOMIHAHTHHX, BTIM 1 34E€NA€HHUX 31 CTATTIO.
PeriecuBHiI aneAl KAIHIYHO ITPOSIBAGIOTHECH TIABKU B TOMO3UTOTHOMY
cTaHi (Mae 3Ha4YeHHs CIIOPiAHEHICTh 6aThKiB), JOMIiHAHTHI — SK B
TOMO3UTOTHOMY, TaK i B T€T€PO3UTOTHOMY HabODPi.

KL
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Pazom 3 THM HagBHICTHR Ta CTYHNIHb BHUPA3HOCTI KAIHIYHOI
CUMIITOMATHKH 3aA€XKHUTH Bl IMNEHETPAHTHOCTI Ta €KCIPECHUBHOCTI
IIEBHOIO I'eHa.

ITenempanmmuicmes — gacToTa adbo UMOBIpHICTE TPOABY Oy 1b-
AKOr0 [OMIHAaHTHOIO T€Ha, BOHA II03HAYAEThCd IIPOLIEHTHUM
BiHOIIIEHHSIM KiABKOCTi 0Ci0, y SKUX I'€H IPOSIBASIETHCS Y (DEHOTHUILI,
IO BCIX HOCIIB IILOTO r'eHAa.

ExcnpecueHicmsb—CTYIIiHb (0EHOTHUIIOBOTO ITPOSIBY M'eHa, Mipa
CHAM T€Ha, 1110 BU3HAYAETHCS CTYIIEHEM PO3BUTKY O3HAKU.

N MEeOUYHIN FeHETHUIIl TEepPMIiH «€KCITPECUBHICTb»
BUKOPHUCTOBYETHCSI CTOCOBHO ITOBHOTHU BUSIBA€HHS CUHIPOMY, a HE
TIABKH II€BHOTO CHUMIITOMYy, 60 camMe CHHAPOM, a HE CHMIITOM €
HacAimkoM opfHiel MmyTtamii (Ipu MeHaeArorodux XBopobax). Hacrto
€KCIIPECHBHICTb MOHOI€HHOI'O CHHIAPOMY 3aA€XKUTH Big crarti
nnpobaHa. PeayabTaToM KAIHIKO-T€HEaAOTiYHOT0 O0CTEesKEeHHS POIMHI
€ 3anuc (PEeHOTHUILy, POAOBiA, BU3HAUEHHd THUIIY yCHIaAKyBaHH
HaToAOTii Ta momepenHidt giarHo3. Ilinm 4ac ckaamaHHS POOOBOLY
BUKOPHUCTOBYIOThCSI rpadidyHi CUMBOAHU. Y POIOBO/Ii (TfeHEaAOTIYHOMY
JepeBi) TIOKOAIHHS  II03HAYaIOThCSI  PUMCBKUMU  IHdpPaMHU,
TIOYMHAIOYH 3 IOKOAIHHS 1TpobaHaa (0), a KosKHa AIOAMHA B OTHOMY
TIOKOAIHHI — apabChKUMU ITUPPaMHU.

Ocoba (mpobanm), IO 3BEpHyAacCd M0 AiKapsi, BigMidaeTbcd
crpiakoro. TakuM YHMHOM, KOKHA ocoba 3 oOCTeKeHOi POAUHHU Mae€
CBill HOMep, IO BiAOMBAE HOTO MiCIle ¥ POIOBO/II.

IlicaAs BcTaHOBAEHHS Ha | erari momepenHbBOTO AiarHO3y (Ha
OCHOBi KAIHIKO-T€HEaAOTiYHOI'0 aHaaily) HeoOXiTHO IIPOBECTH
audpepeHIiifioBaHy [OiarHOCTHUKY 3 IIOHIOHMMU 3a  KAIHIKOO
CUHAPOMAaMH, T€EHOKOIIIIMU Ta (PEHOKOITIIMH ITi€i ITaTOoAOTIi, 3 METOI0
Bepudikaitii miarHody. I[Ipu 1bOMy HIIMPOKO 3aCTOCOBYIOTHCS
KOHCYABbTAIii BiAIIOBiAHUX CIIEIlIaAICTIB: odTasnbMOAOra,
HEBPOIIATOAOTa, IICUXiaTpa, KapaioAora, opToreaa Ta 1HIINUX, CKAAL
AKUX BHU3HAYAETHCA B KOXHOMY OKPEMOMY BHUIIAAKY. TakoMy
npobaHAy Ta YAe€HaM POAHMHU MIPU3HAYAIOThCA AabopaTopHi Ta
arrapaTypHi JOCAIIKEeHHSI: peHTTeHorpadis yeperia, KiHI[iBOK, Xpebra
(BCTaHOBAEHHS  KICTKOBOIO  BIKY, BHUSIBACHHA  aHOMaail),
VABTPa3BYKOBE [OCAIIZKEHHS, 3araAbHl aHaai3u KpoBi 1 cedi,
yHKIIOHAARHE Ta AabopaTopHE OOCTEKEHHS CePIIEBO-CYIMHHOI,
TpaBHOI, MOUXaAbHOI, IMYHHOI, €HAOKPHHHOI, CE4YO-CTaTe€BOi Ta
IIEHTPAABHO-HEPBOBOi cucTeM. | 3HOBY 3K 00CAT Ta KOMIIAEKC ITHX
obCcTeXkeHb Yy KOXHOMY BUIQAKY IPYHTYEThCA Ha KOHKPETHUX
rimore3ax IIOAO0 MAiarHo3y, HAadBHOCTI — BIACYTHOCTI 3MiH, IIIO
XapakKTEPHI OAd Higo3proBaHoi nartoaorii. i mii ckaanyTs I eran



MEOUKO-TEHETUYHOro  obcTexkeHHd. Y  OesIKHUX  BUMIAIKaxX
BUPIIIAABHUM MO3Ke OyTH Pe3yAbTAaT aHaAildy eHIOKPUHHOIO CTATYCY
XBOPOTO, B IHIIUX — IMYHHOIO CTaTyCy 4YHU TICTOAOTIYHOIO

JIOCAII>KEeHHs OiOTICIHHOrO MaTepiaay.

BcranoBuTHu AgiarHO3 B pOAUWHAX, IO PaHiIle MaAW BUIIAIKU
OUTSY0i CMEPTHOCTI iCTOTHO JOIIOMOXKYTH IIPOTOKOAU PO3TUHY.

BiAbIIiCTE CIAAKOBUX CHHAPOMIB 3YCTPIYAETHCH B IOIIYASII
ayxxe pinko (1x103 — 1x106), Tomy nast Bepudikallii giarHo3y CAif
OPIBHIOBATU KOHKPETHUMN BUIIQNOK, 3 ONHCAHUMH B AiTepaTrypi
(araacu, wmoHorpadii, KaTaaoru, KOMII'IOTE€PHI OiarHOCTUYHI
nporpaMu, Hanpukaan, «Possum»). Y pasi cnaakoBOi HIaTOAOTI
TOYHICTB AlarHO3y BU3HAYAE HE TIABKH TAKTHKY AIKyBaHHS XBOPOIO,
IIPOTHO3 HOTO XKUTTH Ta Iepediry XBopobH, ase ¥ yCITIIITHICTD MeIHUKO-
F€HETUYHOI0 KOHCYABTYBAaHHA 9K  XBOporo (dpopmyBaHHHA
afarITUBHOIO CepenoBUIA, BUOiIp Hpoduecii, ITOAPYKHBOI IapH,
IIPOTHO3 MOITOHAPOIXKEHHS), TaK 1 YA€HIB HOro poAWHU — BYaCHE
BUSBAEHHSI ypaXkK€HUX IHAWBIAYyMiB, HpeHaTaAbHa JiarHOCTHKA,
podiraKTHUYHE AIKyBaHHS, ITPEKOHIIEM i Ha ITpodisaKTHUKA, CTYIIIHb
PHU3UKY HApPOKEHHS XBOPUX MIiTEMH.

BuiieBuKAaeHe M03BOASIE 3POOUTH BHCHOBOK: IiaTHOCTHUKA
CIIaIKOBOI IIaTOAOTIi, YCHIIIHICTE II AIKyBaHHY Ta IIOINEPENKEHHS
3aA€XKUTh MEepPeaycCiM Bil KOMIIETEHTHOCTI, OCBIYEHOCTi AlKaps,
BOAOMIHHSI TE€HETHYHHUM MHCACHHSM OIABIIIOI0 MipOIo, HiXX Bif
HasgBHOCTI JOPOroi armapaTypHu, PEaKTUBIB, CIIEliaai30BaHUX YCTAHOB
TOLLIO.

2. NabGopaTopHi MeAUKO-T€eHEeTUYHi MEeTOaH

AabopamopHi meduro-zeHemuuni memoou OOCTeKeHHs
MAalOTh BHCOKY YYTAHBICTBH, III0 J03BOASE€ OAHO3HAYHO BU3HA4YUTU
[iarHO3, XapaKTep Ta AOKaai3allilo CcIagkoBoOro mnedekTy Ha pPiBHI
IPOAYKTY I'eHa, MyTallil B I'eHi, XpOMOCOMi, T€HOMi.

i meroom He3aMiHHI IPU MAacCOBUX CKPHHIHTAx IaTOAOTI],
peHaTaAbHINA IHBa3WBHIA  OiarHOCTHIL, BUSIBAEHHI HOCIS
IIaTOAOTIYHOTO aAeAsd, BCTAHOBAEHHI OaTbKIBCTBa, MOKAIHIUHIM
JIIarHOCTHII ITaTOAOTI].

IumozeHemuuHUulU memoo BHUKOPHUCTOBYETHCS NS
JOCAIIZKEHHI KIABKOCTI Ta 9KOCT1 CTPYKTYPHU XPOMOCOM, BUSIBACHHH
XPOMOCOMHOI IIaTOAOTil, Mo3aillu3Ma, BCTAQHOBAEHHA HOCIIB
30aAaHCOBaHOI XPOMOCOMHOI aHOMAaAil. /10 pi3HOBUIIB ITHOTO METOIY
BimHOCATL Pi3HI crocobu mudepeHiliioBaHoro dapOyBaHHs
XPOMOCOM, 3 BUKOPHCTAHHAM AIOMIHICHEHTHUX Ta PaaiOaKTHBHHUX
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MapKepiB, MOAEKYASIPHO IHUTOTE€HETHYHI MeToAu (ribpmausaliis in
situ, FISH-meton ToI1110).

3aBagKU 3aCTOCYyBaHHIO IILOTO METOAY Bce OiAbIlle ITaTOAOTIH
PO3BUTKY AIOAWHHU IIEPEMIIIYEThCA 3 KaTeropii He3HaHUX,
CIIOPaAUYHUX XBOPOO 40 TPyIIH XPOMOCOMHUX Ta yCIIaJKOBaHUX.

CneuianvHi 6ioximiuHi mMemoou CKepoBaHi Ha BUSIBACHHS
cnenu@iYHUX HOPOAYKTIB HOpyLIeHOi PoOOTH TeHiB — BIABHHX
aMiHOKUCAOT, AIMTiiB, TAIKOIIPOTEINiB, BYyTA€BOIIB, PEPMEHTIB Ta iX
iHTiIOITOPIB, XMOHUX MeTab0AITIB B KPOBI, cedi, TKAHUHAX Ta KAITUHAX
OpraHiaMy, AaMHIOTHYHIM pPiAWHI, XOpPIOHI TONIO, a TaKOX
MiHEepaAbHOTO aucbaraHCy.

JepmamoznichiuHuil memoo TIOASITaE Y BUBUYEHHI MAAIOHKIB 3
IrpeOiHIlIB, AiHiH Ta CKAQIOK INKIPYU HA IOAOHSIX Ta IIiJ0IIIBax, a TAKOXK
Ha JOAOHEBUX ITOBEPXHSIX ITAABIIIB.

[HxuM MeTOLOM JOCKOHAAO BOAOJIIOTH A€SIKl SICHOBUALL, BIIIYHHU,
IUTaHHU, aA€ TIOKH III0 BiH MaAO BiIOMHU AlKapsiM.

Pazom 3 TuM opgHO4YacHe (pOpMyBaHHS PHUCYHKIB Ha MIKipi
BKa3aHUX YaCTHH TiAa Ta PO3BUTOK MO3KY B eMOpioHaAbHOMY IIepioi
Ja€ MiacTaBU BBaxXKaTH, 10 AepMaToTAipiyHUM MeToa Mae 3HauHi
IIOTEHIIIHI MOKAMBOCTI, 9Ki III€ Y€KAIOTh HA IIINPOKE 3aCTOCyBaHHS
B MEAWYHIN MPaKTHIII.

Mixpobionoziuni memoou 3aCTOCOBYIOTBCS A BUSIBACHHS
IIPOAYKTIB MeTabO0AI3My B MaTepiaai Bill XBOPUX LIASIXOM pPeecTparri
30aTHOCTI [0 PO3MHOXKEHHsI B IX IIPUCYTHOCTI 3aA€KHUX
MIKpPOOPTaHi3MiB (ayKCcoTpodiB), K Yy BUNIAAKY (PEHIAKETOHYPii.

MonerxynapHo-zeHemuuHi mMemoou MQO3BOASIOTH TOCTaBUTU
[1arHO3 HOCIHCTBA IIEBHOTO AA€AIO (B TOMY YHCAl MyTaHTHOTI'O) Ha piBHI
KonoBoro noMeHy B /IHK, HaBiTh 3a BiACYTHOCT1 ITPOAYKTY €KCITpeCii
reHa, BHW3HAQYUTHU TIOMO3UIOTHHUM YHM TETEPO3UTOTHUM CTaH
ocraHHbOro. CyTTIO IIUX METO/IB € BHUKOPHUCTAHHA CIIEIIU(idHOCTI
poboTu oepMeHTIB, 110 PO3Pi3ar0Th HYKAETHOBI KHCAOTH, ITPUHIIUAILY
KOMIIAEMEHTAPHOCTI HYKA€OTHUIHUX II0CAIJOBHOCTEMN Ta BUOIPKOBOIO
PO3MHOXKEHH4 (peraikaitisi, amIiaidikallisa) ABOAAHIIOTOBUX JIATHOK
[JHK, 3patHOCTi 3a0yn0OoBYyBaTH BiACYyTHi MIASHKH IUX CTPYKTYP B
yMoOBax MPOOipKH, a He KAITHHU YU opraHizmy. CaMme Ha BKa3aHy
TPYIly IIOKAQOAIOTHCS CIOMAIiBaHHS IIOJA0 BUPIIIEHHS I1pobAeM
IpeHaTaAbHOI, OOIMIIAQHTAIIMHOI 1 HaBiTh MTPEKOHIIEHIIMHOL
[iaTHOCTHUKHU, BCTAHOBAEHHS OaThKiBCTBA ab0 0COOU 3A0YMHIIS TOILIO.
i criertndivuHi, yHiBEPCaAbHI METOAY MOXKYTh BUKOPHUCTOBYBATHUCH B
IIPaKTHUIlI OXOPOHU 3J0POB'sI, 32 YMOBHU IOCTATHHOTO (DiHAHCYBAaHHSI.
€OMHUM HEJOAIKOM MOAEKYAIPHO-TEHETHYHUX METO/IIB € T€, 1110 BOHU
Ay3Ke TOPOro KOUITYIOTh.
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Y 1napuHax T€HETHUKH AIOAWHU Ta MEOWYHOI TI'€HETUKHU
BHUKOPHCTOBYIOTECH TaKOXK IIONYALIliHI, BapialliiiHO-CTaTHUCTHUYHI
METOIN, METO NOCAIPKEeHb Ha OAM3HIOKAX, IKi Jal0Th MOXKAWBICTD
BUBYATH POAb CIIQJKOBOCTI Ta CEPEIOBUINA y PO3BUTKY XBOPOOH,
PO3IIOBCIO/I2KEHHI CIIaJKOBOI IIATOAOTI Ta HOCIMCTBa MaTOAOTTYHUX
aneAlB B KOHKpPETHIM IIONyAdIlii, BCTAHOBAIOBATHU 3HAYEHHH
CErperamiifHoro BaHTaXy 1 MyTalliilHOTO THUCKY.

Aekuisa 9

Tema: Kaacudikaliia criagKoBUX XBOpob

IIaam:
1. Knacudikartlia crrazikoBUX XBOPoO
2. OcoBGAMBOCTI KAIHIKY CIIaAKOBUX XBOPOO
3. BpoaxeHi Baau po3BUTKY Ta MIKpoaHOMaAil PO3BUTKY

1. Kaacudikaitiss cmaakoBUX XBOpob

Bimomo nmonam 10 THC. CriaKOBHX 03HAaK 1 ITATOAOTIH, oHaK ix
KIABKICTh IIOCTIMHO 3pocTa€. [JOCAIMHUKU BUSABALIOTH BCE HOBI,
paHinie HeBiAOMi, CIaAKOBiI XBOpoOH. Y Mex)ax yiKe BIiZOMHUX
CUHIPOMIB BHOKPEMAIOIOTH PIi3HI 3a MEXaHi3MOM BHWHHUKHEHHS
narosorigyHi dopmu. Lle crocyerbca TakuxX HeiHPEKIIIHHNX
3aXBOPIOBaHb, IK aT€POCKAEPO3, TillepToHIYHAa XBopoba, bpoHxiaabHA
acTMa, BHpPa3Ka IIIAYHKY, 3AO0SKICHI HOBOYTBOPEHHH, IIcOopias,
IICUXIYHUX Ta Oararbox iHIIHUX maroaorii. CydacHi MeTomu
T€eHETHUYHOI0 aHAaAI3y 0IIOMAaramThb CEpe] 3aXBOPIOBAHb, 3YMOBAECHHUX
CIIAIKOBOIO CXHABHICTIO, BH3Ha4YaTH MOHOTIeHHi (opMH, TOOTO
aHoMaaii, CmpuYHuHeHi MyTalli€ro ogHoro reHa. [locrasa HeOOXimMHICTD
CTBOPEHHS pallioHaAbHOI Kaacu@ikallii crmiaikoBUX ITaTOAOTIH.

[Tepmri kKaacudikallii CIagkKoOBUX 3aXBOPIOBaHb CIIHPAAUCT
II€EpEBAaXKHO Ha KAiIHIYHiI (0OHCOBi) 0COOAMBOCTI II€BHUX TPyl
I1aTOAOTiH. BHoKpeMaroBaAu, HalTpUKAA, CIIIIKOBI XBOPOOU CKEAETY,
0OMiHY pPEYOBUH, HIAYHKOBO-KHUIIIKOBOTO TPakTy ToLIo. OCKIABKH
ONHIEI0 3 OCOOAMBOCTEU CIIAIKOBOTO 3aXBOPIOBAHHA € YPasKeHHS
baraTbox OpraHiB i CUCTEM, BUKOPUCTAHHS KAIHIYHOTO ITiIXOAY HE 1a€
3MOTHY YHUKHYTH IIOMHUAOK Y Kaacudikariii. Harrpukaan, ayTocoMHO-
JOMIHAQHTHUN CHUHAPOM «pyKa-cepile» (cuHApoM XoaTa-Opawma)
3aA€KHO Bi ITPOBIIHOT0 KAIHIYHOTO CUMIITOMY MOXKHAa J1arHOCTYBaTH
K IIPOMEHEBY KOCOPYKICTh (medeKT IMpoMeHeBOi KiCTKH), a OTIKe,
3TiIHO 3 KAIHIYHOI0 KaacuiKalli€lo 3apaxyBaTH [0 I'PYITU «yPasKeHHs
ckeaeTar. OmHaK B IHIIIOTO XBOPOTO 3 IAEHTHYHOIO MYTALI€I0
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(HarIpuKAaz, y OpaTa OIMCcaHOro IalliEHTa) IPOBIIHUM y KAIHIUHIH
KapTHUHI 3aXBOPIOBAHHS MO3Ke OyTH YpaskeHHS Ceplld 3a MiHiMaAbHOL
aHoMaAii KiCTKOBOI CUCTEMH (Y BUTASI1 HE3HAYHOT'O HEJOPO3BUHEHHS
BEAWKOTIO0 IMaAblisd). ToMy I1e¥ XBOPHUM HOTpPAIIALE Y TPYILY CIIaIKOBUX
3aXBOPIOBAHb «yPaKE€HHA CEPLIEBO-CYAUHHOI CUCTEMUD.

HatiparioHaabHININM y KaacHUiKaIllil CHagKOBUX I1aTOAOTIHM
BUSIBUBCS Te€HEeTHYHUM Iiaxizm. OCHOBOIO TakKoi Kaacudikalli e
FeHETUYH1 BIiAMIHHOCTI, HaIpPHUKA3L BHUA MyTaHTHHUX KAITHH
(comatnyHi ym crareBi) abo THUII yCHaAKyBaHHA (ayTOCOMHO-
JOMIHAHTHHM, ayTOCOMHO-PEILIECUBHUH Ta 1H.).

Hartenep icHye KinbKa Kaacu@ikalliii CriafkKoBUX XBOPOO.

Hamnpukaan, ocHoBor Kaacudikailii akaaemika H. I1. BoukoBa
(Hap. 1931) craB KpuTepii CIIiBBIAHOIIIEHHSI N'€HETUYHUX YUHHUKIB
Ta YUHHUKIB CepeOBUIIA Y BHUHUKHEHHIi, Iepebiry Ta Hacaigkax
3aXBOPIOBaHb, 3a IKUM BiH BUOKPEMUB YOTHUPU IPYIIHU XBOPOO.

1. BaacHe cmazmkoBi XBOpoOH (MOHOTE€HHiI Ta XPOMOCOMHI),
IPUYNHOIO SKUX € MyTallii. iX IPodBU HE 3aA€3KaTh BiJl CEPENOBUILIA,
TOOTO XBOpoba abo €, abo Hi. [o miei rpynmu XBopoO HareXKarTh,
HaITpUKAQ, YHUCA€HHI BpPOKEHi IOpylIeHHS OOMiHY pedyoBUH
(peHiankeTOHYpisI, TrasrakKTO3eMisl, MYKOIIOAicaxapuao3H) i CHHTE3Y
CTPYKTYPHHX OiAKIiB (XBopobOa MapdaHa, HEIIOBHUH OCTEOTreHe3),
CIIQKOBi IIOPYIIIEHHS TPAHCIIOPTHUX O0iAKIiB (reMmoraobiHomaTii,
xBopoba Becrdaasa — Biabcona — KoHOBaaoBa), XpoOMOCOMHi XBOPOOH
(cuugpowm dayna, cuaapoM lllepemieBcbkoro — TepHepa) TOLIO.

2. CnamkxoBi XxBopoOH, 3yMoOBA€Hi MyTamicro, aKa
NIPOABHTHCA AHIIE y pa3i Aii Ha opraHizm cneuudivyHoOro aaa
MYTaHTHOIO reHa YHHHHKA 30BHIIIHLOrO cepemoBHuia. [Jo 11i€i
TPy HaAeXXaTh TakKi XBOPobOH, SIK IediHKoBa mopdipist, peakiiii Ha
[esIKi AIKU (HaIlIpUKAa, TPpUBaAa 3yIIHMHKA JUXaHHS) Ta €EKOT€HETHUYHI
aHoMaall, III0 BHHHKAHM Yy IIPOILIECI €BOAIOLIli BHACAILOK BIIAHUBY
cepenoBUIlla, paBi3M — IYYOK BOAOCCHA Ha IIOIIE€PEKOBO-KPHZKOBIM
JIASTHITI HIKIPH).

3. XBOopoOH, BHHHKHEHHSI SAKHX ICTOTHOIO MipolO
BH3HA4YAIOTh YHHHHKH cepenoBuina. BoHH 00'€1HYIOTH OiABIIICTD
IIOUINPEHUX 3aXBOPIOBAHb, 0COOAMBO B 0Ci0 3PiA0OT0 Ta ITOXUAOTO BiKY.
Haiiyacrimme 1 3 HaWBaxX4YuUM IIepebiroMm IIi 3axXBOPIOBAHHSA
PO3BUBAIOTHECS Y CXUABHHUX 10 HUX AIOJI€H, HAIIPUKAA[ TIIEPTOHId,
OHKOAOTIYHI i IICUXiYHi XBOPOOU.

Mix Apyroro i TPETHOI IPylIaMU HEMAaE YiTKOI0 PO3MEKyBaHH4,
ix yacro 00'€AHYIOTH y TPYILy XBOPOO 31 CIIagKOBOIO CXHABHICTIO,
PO3PI3HAIOYY MOHOT€HHY YU IOAITEHHY IIPUPOLY.
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4. XBOpOOH, 3yYMOBA€Hi BHHSTKOBO YHHHHKAMH
30BHIIIHBOTO CepemoBHINA (TpaBMHU, OIIIKH, BiAMOPOXKEHH,
ocobauBO Hebe3dmeuHi iHdekIli Ta iH.). OmHaK ocobAMBOCTI iX
repebiry, epeKTUBHICTL Teparlrii, CIeKTpP YCKAaAHEHb, HIBUAKICTH
O4y>KaHHS, KOMIIEHCATOPHI peakIilii opraHiaMy, HaCAIIKHA
3aXBOPIOBAHHY TOII0 BU3HAYAIOTHCSI T€HETUYHUMHU YUHHUKAaMU.

Y cy4dacHiI KAIHIYHIM T€HETHUIl AJUHU IIOCAYTOBYIOTHCS
KAacu@ikalli€ro, 10 I'PYHTYEThCA Ha XapaKTEePHHUX BiAMIiHHOCTIX
IIEPBUHHOTO ITATOT€HETUYHOr0 MeXaHi3My BHHUKHEHHS XBOpob. 3a
UM KPUTEPIEM yCIO CIIaAKOBY ITAQTOAOTIIO MOXKHA ITIOJIAUTH HA II'9Th
TPYII:

1) renni xBOpoOH, 3yMOBAE€HI T€HHUMHU MyTallisMu. BoHU
IEPENAIOThCA Bl IIOKOAIHHYA OO0 IOKOAIHHY 1 yCHaAKOBYIOTHCHI 3a
3aKoHaMu MeHaeAs;

2) XpoMOCOMHi XBOPOOH, CITPUYHHEHI IIOPYIIIEHHIM CTPYKTYPH
Ta KiABKOCTi XpOMOCOM;

3) =xBOpoOH, 3yMOBAE€Hi CHaAKOBOIO CXHABHICTIO
(MHOMHHHMMH YHHHHKaMH). BOHM BUHHUKaIOTh HA OCHOB1 IIEBHOI
FeHETUYHOI KOHCTUTYIIi (CIIaZKOBOi CXUABHOCTI) Ta HasIBHOCTI
BIAMIOBIAHUX YUHHHUKIB 30BHIIIIHBOI'O CEPEIOBHUILIA;

4) reHeTH4YHi aHOMaAii, SKi 3'IBAAIOTBCA YHAaCAiZAOK
MyTaliH y COMATHYHHX KAITHHaX (FreHETHYHi COMATH4YHi
xBopoOu). /o HUX HaAeX)aTh MOEedKi MYXAUHH, Baal PO3BUTKY,
ayTOIMyHHI 3axXBOPIOBAHHA (HEPO3IIi3HABAHHS IMyHHOIO CHCTEMOIO
OpPraHi3My BAAQCHHUX KAITHH);

5) XBOpOOH reHEeTHYHOI HECYMIiCHOCTi MaTepi Ta maoay.
BoHU po3BUBAaIOTHCI BHACAIOK IMYHOAOTIYHOI peakillii OopraHisMy
MaTepi Ha aHTUTEHU [IAOLY.

CkaamHICTP Ta PI3HOMAHITHICTE META0OAIYHUX IIPOIIECIB,
YHCAEHHICTh (PEPMEHTIB Ta HENOBHOTA HAYKOBHUX AJAHUX IIPO ixX
dyHKIIii B opraHi3amMi AIOAWHU BCe IIIe HE OAIOTh 3MOTH CTBOPUTHU
IiAICHY KAacu@iKallito CrlaIkOBUX 3aXBOPIOBAHb.
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TepMiH «cUHOpPOM» Y KAIHIYHINA T€HETHUIIl 4aCTO BUKOPHUCTOBYIOTH
dK CHHOHIM caoBa «eopobar. MoxHa ckazaTtu «xBopoba [layHav,
«xBopoba Ilaray» i «cupgpom [dayHa», «cuHapom Ilaray». Ilo
BiTHOIIEHHIO /10 AESIKUX CIIaJIKOBUX 3aXBOPIOBAHb CAOBO «CHHIPOM»
BHUKOPHUCTOBY€ETHCS qacTilre: CUHIPOMHU KaatindearbTepa,
[MlepeureBcrKkoro — Tepuepa, Pacceaa — CiabBepa, KopHeaii-ne-Aanre
Ta iH. OOYMOBAEHO IIe THUM, IO 3a3HA4eHi HO30AOTIYHi opMu
crioyaTKy OyAU OIlMcCaHi 9K CHHIAPOMU, eTioAoTid iX He Oyaa Bimoma.
Ha To#fi 4Yac, KOAM BCTAHOBHAM €TIOAOTIIO, HAa3BU CTaAHu
3araAbHOIIPUNWHATHUMH.
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2.  OcobAMBOCTI KAIHIKY CITQIKOBUX XBOPOO

JAs1 CTIaiKOBOI ITaTOAOTII XapakKTepHi Taki ocobAauBOCTI.

1. Cimennui xapakTep 3axBoproBaHHa. BomHoYac HasBHICTh
3aXBOPIOBAHH4 TIABKU B OTHOTO YA€HA CIM 1 HE BUKAIOYAE CIIaKOBOIO
XapakTepy 3axXBOPIOBAHHSI, OCKIABKU 0aThbKH XBOPOTO MOTAU OyTHU
3JOPOBUMU T'€TEPO3UTOTHUMHU HOCIIMHU PEIIECUBHOTO IIaTOAOTIYHOIO
reHa. /JloMiHaHTHI MOHOT€HHI 3aXBOPIOBAHHS 1 XpOMOCOMHIi XBOpPOOU
JaCcTO BUHUKAIOTH IK HOBI MyTallil y AiTe#l 3M0poBUX OATHKIB.

2. XpoHiYHHH, NPOrpeAi€cHTHHH, pEIIHAUBYIOYHH epeoir.
[TaToAOTIYHUM IP€HOTHII Ai€ IIOCTINHO, IIUM OSICHIOETHCHA XPOHIYHUNU
penuauByOUNi repedir CriagKoBUX 3aXBOPIOBaHb. [IporpenieHTHMM
repebir (3 BIKOM cTaH XBOPOIO OOTAXKYETHCH) XapaKTEPHUH OAs
CIIaAKOBUX IOPYyILIeHb OOMiHy pe4YOBUH, O0OCOOAMBO XBOPOO
HaKOIIUYEHHd, IIPU SIKHUX y KAITHHAX HAKONWYYIOTbCS BEAUKI
MOAEKYAH.

3. BpoaixeHHH XapaKTep 3aXBOPIOBAHHA XapaKTepPHHH OAA
OaraThox, aAe He OAA BCiX CIIaZAKOBHX 3aXBOPIOBaHb. BiALIIICTE
XPOMOCOMHUX XBOPOO i 6AM3BKO 25 % MOHOT€HHUX BUSIBASIOTHCH 3
MOMEHTY HapOIKE€HH4H. PernrTa — B pi3HOMY Billi (Bix KIABKOX OHIB 10
cTapedoro BiKy). 3 iHIIoro 60Ky, He BCi BPOIKEHi 3aXBOPIOBAHHSI i
Ball PO3BUTKY HaAe€XKaTh OO0 CHAJKOBUX (AAKOTOABHUN CHHIPOM
rAoma, miaberudyHa embOpioderomaris Ta iHIN, COPHYHUHEHI i€
TepaTOreHHUX PaKTOopPiB).

4. Baay4yeHHsI B IIaTOAOTIiYHHH Nnpoluec 6araTbox OpraHie
abo HaBITE CHCTEM OpPraHiB I03BOASIE€ IIPHUIIYCKATH CIIIKOBY
IIaTOAOTIIO. Lle osICHIOETHCA TAEHOTPOITHOIO JI€I0 T€HIB (ITACHOTPOIIIA
— BIIAMUB OZIHOT'O T'eHa Ha popMyBaHHA O6araTbox 03HAaK).

5. HaaBHicTh cnenupivyHHX CHMIITOMIB CIIaZIKOBHX XBOpPOO
XapakTepHa He [IAd BCiX 3aXBOPIOBaHb, aA€ BOHU BasKAUBI, OCKIABKU
JO3BOASIIOTH CBO€YACHO [OiarHOCTYBaTU CHAAKOBY II&TOAOTIIO.
[Ipukaagu: MunIagyui 3amnax cedi Ta notTy npu QeHiAKeTOHYpii; Imaad,
10 Haraaye€ HABKAHHSA KOIIEHATH, IIPU XPOMOCOMHINM IIaTOAOTI
«CHHAPOMI1 KOTSY0Tr0 KPUKY» Ta iH.

6. Pe3HCTEHTHICTH 10 HAHNOINHPEHIIIIHX MEeTOAiB Teparii.
CroromHi po3pobA€HO MeTOoOM AIKyBaHHS MOEIKUX CIaIKOBHX
3axXBOPIOBaHb, aA€ BOHH AyXK€ BIIPI3HAIOTHCS Bil METOAIB AIKyBaHHH
HOIIUPEHUX HECIIaAKOBUX 3aXBOPIOBAHb.
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3. BpomxkeHi Bagu pO3BUTKY 1 MIKpOQHOMAaAIl PpO3BUTKY
Oragnm XBOpPOro 3 IIiAO3POI0 Ha CIaAKOBY IIATOAOTIIO

CIIPAMOBAaHUI Ha BHUSIBAEHHA O3HaK aAu3MopdoreHesly. BoHu e

CKAQJOBOIO YaCTUHOIO 0araThoxX CIaKOBUX XBOPOO i 3yCTpidaroThbes

OpakKTUYHO II0 BCiX cucreMax. Ha mnopyuieHHsa MopdoreHesy i

eMmbpioHaabHOTO AU(EpPeHIliIoBaHHA BKa3yIOTh BPOKEHI Bagu i

MiKpoaHoOMaaii pO3BUTKY.

Bpommxeni Banu po3BuTky (BBP)— critiki MopdoaoTiuHi 3MiHU
opra"ny abo BCBHOTO OpPraHidMy, II0 BHUXOASTH 32 MEKi HOPMAaABHOI
Bapiallii iXHboli OymoBH, HOPyHIVIOTE (YHKIII0O oprany i (abo)
CIIPUYUHIOIOTb KOCMETU4YHi  gnedekTu. BoHu BUHUKAIOTH
BHYTPIIIHLOYTPOOHO abo (Habararo pialne) IricAd HapPOMKEHHS
AUTHUHU BHACAIOK IOPYIIEHHS IOAAaABIIOT0 POPMYyBaHHSI OpraHiB
(HarrpukAazm, Bamgu 3y0iB). CHHOHIMaMU TEPMIHY «BpPOoOXKeHi 8aou
po38umMKy» B MEAUYIHIHN AIT€pPaTyPi € «@POO0IKEHI AHOMANLD, «@POONEHL
8aodw» 1 «8a0U PO3BUMKY.

[as1 Ha3BU Bag PO3BUTKY BUKOPUCTOBYIOTH TaKi TEPMiHU.

Arenesiss — IIOBHA BPOAKEHA BIACYTHICTh OpraHy.

Amnaaszis — BpOXKEHA BIACYTHICTH OpTaHy 3 HasBHICTIO HOIO
CYAWHHOI HI2KKHU.

ATpesis—IOBHA BiACYTHICTh KaHaAy ad0 IIPUPOIHOTO OTBOPY.

Bpommxena  rimorpodia -  3MEHIIEHHd Macu  Tiaa
HOBOHapokeHoro abo 1aoga. [lo BigHOIIIEHHIO [0 OiTeH CTapIIoro
BIKy [OAd TIO3HAQYEHHS 3MEHIIIEHUX PO3MIpPIB TiAa 3aCTOCOBYIOTH
TEPMIiH «HaHI3M» (KAPAUKOBICTh, MIKPOCOMid).

I'eTepoToIllisa — HAABHICTh KAITUH, TKAHUH a00 IIAMX MiASTHOK
opraHy B iHIIIOMY OpraHi abo B iHIIIUX 30HAaX, fie iXx OyTU He IIOBUHHO.

I'inepTpodisa (rinepnaasis) — 30iabIlIeHHAI BifHOCHOI Macu abo
PO3Mipy OpraHy 3a paxyHOK 30iAbIIIeHHS KiAbKOCTI (rirepriaasisi) abo
o0’emy (rinmepTpodist) KAITUH.

'imomaa3zis — HEZOPO3BUHEHHS OpPraHy, III0 BUSIBAIETHCSI
aedinToM Mmacu abo po3MipiB (MEHIIE Hi3K Ha IBi CUTMU ITOPiBHSIHO
3 CepenHIMU MOKa3HUKaMHU OAS JAHOIO BiKy). TepMiH «BpoasKeHa
ririornaasis» iHOAl 3aCTOCOBYETHCH I1I0 BIIHOMIIEHHIO 4O MaCH BCHOIO
TiAra SK CUHOHIM TEPMiHY «BPOAKEHA TIlOTPOqisi».

JducxpoHnia — TIIOPYIIEeHHsS TeMIIiB (IPHUCKOpeHHd abo
VIIOBIABHEHHS) PO3BUTKY.

InBepcia — 3BOPOTHE (A3€pKaabHE) pO3TalllyBaHHSA OpPTraHy.

Maxpocomisa (riranTu3M) — 30iABIIIEHHI PO3MipiB TiAa.

IMopymenHs Aobyaamii — 306iAbllleHHs abo 3MeHIIeHHs
KIABKOCTI YaCTOK A€Te€Hi abo ITe4iHKU.
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Oairo- — 3MeHIIEHHd KiABKOCTi opraHiB ab0 4YacTHH opraHa
(oAirOmAKTHAIS — BiACYTHICTH OMHOTO ab0 KiABKOX ITAABIIIB, OAITOTipia
— BiACYTHICTh OKPEMUX 3BUBUH I'OAOBHOI'O MO3KY).

Ilarm — Hepo3mireHi opHoaAMIleBi OAM3HsATA («CiaMChKi
OAM3HSTa»): TOpakomarun — 3’€AHaHI B MIAGHII TPYMHOI KAITKH,
KpaHiolaru — B MIAGHIII TOAOBH, iIIIiOIIaru — B JIASTHIII KPUXKIB.

ITaxi- — 30iAblIIEHHS opraHa abo HMoro 4YacTUHMU (axiripia —

CTOBULIEHHS 3BUBUHU IOAOBHOTO MO3KY, IaxXiOHiXid — CTOBILEHHS
HIITiB).

IlepcucryBanua — 30epeKeHHS eMOPIOHAABHUX CTPYKTYP, SKi
B HOPMI 3HHUKAIOTh [0 II€BHOIO IIEPIOAYy PO3BUTKY (epCcHUCTyIo4a
apTepiaspHa IIpoToKa). OgHa 3 hopM HEPCUCTYBAHHA — HE3APOIIIEHHSI
(mn3padpiga) emOpioHaabHOI NIAMHH (OUAMHH Xxpedta, TyowH,
minHeOiHHS).

IToai- — HagBHICTH [OOOATKOBUX OpraHiB (HOAITAKTHAIA,
TIOAICTIAEHId).

Cun- — npedikc, 10 03HAYA€E HEPO3OIAEHHS (CHHIAKTHUAIST —
HEPO3MIACHHSI IIaABIIiB).

Crenos — 3By3KE€HHd KaHaAy ab0 IIPUPOLHOTO OTBOPY.

IToanBoeHHs oprany (IIOABOEHHA MaTKH, AyTH aOpTH 1 T. iH.).

ExTOmnisa — 3MillleHHsT opraHy, ToOTO po3TalllyBaHHSd HOro B
HE3BUYHOMY MICIi (po3TalllyBaHHS Ceplisd 3a MeXKaMUu TIPyaHOL
KAITKH).

MikpoaHoMaaii PO3BHTKY (MAP), abo CTHI'MH
nu3zemMbpiorenezy— MopoAOTiUHI 3MiHU OpraHa, Ki He IMTOPYIIYIOTh
1ioro oyHKILiIO i HEe € KOCMEeTHUYHUM Ae(PeKTOoM, TOOTO He ToTPebyIoTh
MEANYHOI KOPEKIIi.

MAP MozkHa pPO3OIAUTH Ha TPU T'PYIIH:

1. AHTpONmOMETPHYHI (BHMiprOBaAbHi) — O0O3HaKH, 4Ki
BU3HAYaAIOTHCA abCOAIOTHUM ab0 BiJHOCHUM YHCAOBUM 3HAUYEHHAM
(Maca Tiaa, 3pict, 00Big TOAOBU, CHiIBBiAHOIIIEHHS IT0340BXKHBOTO i
IIOIIEPEYHOr0 Po3MipiB deperna Ta iH.). Lli maHi ITOPIBHIOIOTHCS 3
HOPMAaAbHUM PO3IIOAIAOM BKa3aHUX PO3MIPIB y HOIIYASII].

2. AApTepHaTHBHI—03HaKH, 9Kiabo €, ado iX HeMae (rmamicoMu,
dictyan Ta iH.). [Jedki 3 HUX 3yCTPIi4aroThCd TIABKHU IIPU II€BHUX
CIIaAKOBUX CUHAPOMAaX (HallpUKAal, BEPTUKAAbHI HACIYKHU HAa MOYII
Byxa npu cuHapoMi bekBita — BinemanHa).

3. OmucoBi — 3MIHM HOPMaAbHHX O3HaK, OO0 AKUX BaXKO
3aCTOCYyBaTHU KIABKICHI METOOU OOCAIMKEHHd (3MiHa OpPOTOBiHHS
HIKipH, CTPYKTYPHU BOAOCCS Ta iH.).

Kiapkicte MAP y 3mopoBux AiTeit KoauBaeThbcs Bim O mo 6.
Haitgyacrimne 3ycTpigyaioTbCd Taki: €IIiKaHT, BUCOKe IIinAHeOiHHd,
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Ipupocaa MoOYKa ByXa, IAOCKE IepeHiccs, AedopMallis BYIIHUX
PaKOBUH, KAMHOOAKTHAIS MI3UHIIIB Ta iH.

[Ipy coagkoBHUX 3aXBOPIOBAHHAX KIABKICTh MIKPOaHOMAaAIM
30iABIIYETBCH abo cCIriocTepiraerbcd ix crnerudiyHe IMO€THAHHS.
Ockiabku MAP — 116 TOKa3HUKH IIOPYIIEHHS MopdoreHely u
eMOpioHaABHOTO AU ePEHITIFOBaHHS ,, 10 BUHUKAIOTh SIK ITil BIIAUBOM
reHeTUYHUX PaKTOPiB, TaK i PaKTOPiB HABKOAUIITHHOT'O CEPENOBUILIA,
B KOMIIAEKCI 3 IHIIIUMU CUMIITOMaMH BOHHU JO3BOAIIOTH TPABUABHO
[1arHOCTYBAaTH CIIaAKOBY TaTOAOTIIO. [Ipu BUpIillIEHH]I IUTAHHS, YU €
BUSABACHA MIKPOAHOMAaAls O03HAKOI0 CIaAKOBOIO 3axXBOPIOBAaHHS,
HeobOXiHO BpaxoByBAaTH HAIIOHAABHICTD i peHOTHUII 6aThKIB AUTHUHU.

Aexuia 10

Tema: [[pryrHM MOHOT€HHUX 3aXBOPIOBAHB Ta CIAAKOBI
3aXBOPIOBAHHS KPOBi

Ilaam:
1. IIpyynHU MOHOT€HHUX 3aXBOPIOBaHb
2. CTpyKTypa CIaAKOBUX 3aXBOPIOBAHb KPOBI

1. IIpuyrHU MOHOT€HHHUX 3aXBOPIOBAHb

HuHi icHye Tpu TUIHU Kaacudgikallii MOHOTEHHUX 3aXBOPIOBaHb:

1. TenernyHa Kaacudikallid BpaxoBy€ THUIIHN yCHaOKyBaHHS:
ayTOCOMHO-IOMIHaHTHI, ayTOCOMHO-PELIECUBHI, X-349€eraeHi
JOMiHaHTHI, X-34€IA€H] PelleCuBHIi, Y-349€EIAEHI.

2. KainiuyHa Kaacudgikalliss BpaxoBye, sKUH oprad abo cucrema
opraHiB ymkoazkeHi. Hampukaaa: cmagkoBi 3aXBOPIOBAHHS OIIOPHO-
PYXOBOi CUCTEMH, 3aXBOPIOBaHHS KPOBIi TOIIO.

3. IlaroremernuyHa Kaacudikallidi BpaxOBy€ T'OAOBHY
IaTOreHeTHYHY AaHKy. Hampukaaz: BpoazkeHa Baga PO3BUTKY,
depmeHTOIIaTisA, KOMOIHOBaHUH CTaH.

IIppyrHa reHHUX 3axBOPIOBaHb — IOPYIIEHHA (MyTallid)
XiMig4HOI CTPYKTypu TeHa. Tomy Ii XBopobUM HAaA3UBAIOTH IIE
MOAEKYAAPHUMH.

FenHi MyTalii MOXYTb 3’dBASITUCH B CTPYKTYPHUX (OiABIIICTH
3aXBOPIOBAHb) 1 PETYAITOPHUX I€HaX.

BiABIITICTE T€HHUX 3aXBOPIOBaHb IIPU3BOAUTDL [0 IIOPYIIIEHHS
oOMiHy pedoBUH (MeTaboaizMy). IlocAimoBHICTE IaToreHe3y IUX
3aXBOPIOBaHb BiA0OYyBaEThCSI 3a CXEMOIO TIeH-depMeHT-0ioXiMiuHa
peaxilisi-o3HaKa 3axXBOpoBaHHA. MyTallid reHa CHOPUYHUHSE Taki
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HAaCAIIKN: 3MIiHIOETBCA ab0 3HUKAE (PEPMEHT, YHACAIIOK IIHOT0 HE
BinOyBa€eThCs ITIEBHA MeTaboAidHA peaKIlid, 10 IPU3BOAUTE A0 3MiHH
abo mopylIeHHS PO3BUTKY OKPEMHX O3HAK OpraHiaMmy. 3arasbHa
cxeMa MeTabOAIYHOTO MIPOIIEeCY BUTALAIAE TaK:

CrpykTypHUH reH A MicTUTB iHOpMallifo ITPo 0iAOK-(pepMeHT
1A, AKUH IIEPETBOPIOBATHUME PEYOBUHY A Ha Pe4OBUHY B. [Iag Toro
o6 pedyoBmHa B meperBopuaack Ha pedoBuHY C HeoOXimHuid
depmenT 2B, iHdopMmarltiro mpo skui 3akaaneHo B reHi B. BinnmoBigHo,
1106 cyoctpart C mepeTBOPUBCS Ha KiHIIEBUH ITPOAYKT MeTabOAITHOrO
AaHIrora [, morpidben doepmenT C, iHpopMAallisa TPo SKUH MiCTUThCA
B CTPpyKTypHOMY reHi 3C.

PeqyoBUHU “

depMeHTH 1A 2B 30

Crpywtypui T IO OO0
e 1G4 2Gs 3G,

Created in BioRender.com bivo

Myrtamia Oyab-sKOoro 3 TeHIiB CIOPHUYHHIOE iHaKTUBALLIO
BignoBigHOTO (hbepmeHTy, mepepuBac (OAOKye) Xim MeTabOAIYHUX
peak1iti. OTke, B opraHi3Mi BiiOyBaeThCst HAKOITUYUEHHS ITPOMBKHUX
(HEIOOKMCHEHNX) MNPOAYKTIB MeTaboAisMy, sKi # CHPUYUHIOIOTH
IaTOAOTIYHHU M IpoI1leC. [HIINI HaCAIIOK MyTallii reHa IIOASITa€ B TOMY,
o B pa3i Oaokamu MeTabOAIYHOrO INAIXYy B OpradHiaMmi He
BinOyBa€eThCsI CHHTE3 PedoBUHHU [, 1 1 AediliuT TakKoXK CIIPUIHHSIE
3aXBOPIOBAHH4.

Po3rassHEMO 11e Ha HPUKAQI METaO0OAIYHOTO AQHIora OOMIHy
aMiHOKHCAOTH (peHiraraHiHY.
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Y HopMmi deHirnasaHIH PO3IIETIAIOETHECS 3a CXEMOIO II0IAHOIO
HHUK4Ye. Y pasi 0roKamu Ha cTafdii A 3’aBAIETHCS TEHHE 3aXBOPIOBAHHS
deHiAKeTOHYpid, g 4Yac sKoi B KpoBi Oyae HaKOIITUYyBaTUCH
cdenirnananin. Moro Bwmicr Moxke mocararu 0,012108 i HaBiTh
0,024216 mpu Hopwmi 0,006054. Y pas3i Gaokagu Ha crangii B
HaKOIIUYYEThCSI OKCU(EHIATIIpyBaT (rUApoKcUu(eHiAnipyBaT), Ha
craznii C — ToMOreHTHU3UMHOBA KU CAOTA, 1110 CIIPUYHUHIOE aAKaIITOHYPIO.
Y paszi 6aokamu Ha cramii D po3dBUBaeThCcd KPETUHU3M, Ha crafii E
JODA HEe MOKE TEPETBOPIOBATHCSI HA IITMEHT MEAAQHIH — Y IIbOMY pasi
PO3BUBAETHCS aALDOIHI3M.

I CxeMa MeTaboniamy eHinanaHiHy T oo
00 m\kﬁf‘:l:%‘}r(caoﬂ;.
OH — oH —> 1 _~ T 0 “"\5 (oor)
7 omg N
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KoxkHa reHHa MyTallids 3yMOBAIOE 3MiHY aKTHUBHOCTI abo
BiacyTHicTh 6Oiaka. Bim 1nepBHHHONO aHOMAaAbHOIO ITPOAYKTY
IIOYMHAETHCS ITOPYIIEHUM AQHIIOT OiOXIMIYHMX peaklliii, aKuM i
IIPU3BOAUTH OO0 KAIHIYHUX HPOSBIB XBopoOu. Ha Tai mopyiieHHs
0OMiHYy pe4OBUH PO3TrOPTAIOTHCS BCi ITATOAOTIYHI peakilii, CHMIITOMH,
cunapomu. OKpiM Toro, Ha BiAMiHY Big HaOyTHX 3aXBOPIOBaHb, IIifl
4yac CHaAKOBHUX 3aXBOPIOBAHb E€TIOAOTIYHUN YUHHUK (IPUYUHA —
QYyHKIITIOHYBaHHS MYTaHTHOTO TeHy) i€ mocriiiHo. I uyepe3 11e
CIIaKOBi 3axXBOpPIOBaHHS II€PEBaKHO TPUBAIOTL Oe3lepepBHO i
IIPOTPECYIOTh.

CIIpU4MHIOIOTE  CHQOKOBI  3aXBOPIOBAHHA  I1ATOAOTIYHA
CIIaAKOBICTh Bim O0aThHKIB Ta mossBa HOBUX MYTAaIliid.

Hattuacrimie xBopi 31 CHaAKOBUMHU IATOAOTIAMU HAPOAKYIOTECI
Yy (PEHOTHIIOBO XIOPOBUX OATHKIB, SIKi € IeTE€PO3UTOTHUMH HOCIIMU
[IaTOAOTIYHOI'O I'eHY.

THPOKCHH
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IMOBipHicCThP IIPOABY XBOPOOM [ABOX TIe€TEPO3UTOTHUX HOCIIB
IIaTOAOTIYHOTO TeHY 3POCTaE B pasdi OAM3BLKOCIIOPIIHEHUX IIAIOOIB.
Came ToMy Taki IIAIOOM HebaskaHi, a B [AedKHUX KpaiHax HaBiTh
3a00pPOHEHI 3aKOHOM.

CragmkoBa IIaTOAOTIS BHULABASETHCSI B PpidHOMY Bili. Bararto
3axXBOPIOBAHb Ta Bal PO3BUTKY 3’IBAFIOTHECA B eMOpiOHaABHUM
Iepiof, 1HII — B IIOCTHATAABHUM, YacCTillle Y AUTHUHCTBI, are€ HEPLIKO
B 3piAOMY i HaBiTh IIOXUAOMY Billi.

BiabpmIoCcTi CragKOBUX 3axXBOPIOBaHb HIpHUTaMaHHI MHOIKUHHI
OPYIIEHHS CKEAETA, IICUXIKH, HEPBOBOI CUCTEMH, HaAMIpHAa KAIHIIHA
BapiabeAbHICTh Bim AErKHX MO0 TSIXKKUX CTYIIEHIB, 3HUIKEHHS
reHepaTuBHOI PyHKIIil, BUCOKA CMEPTHICTB.

[HTEeAEKT y pa3i ayTOCOMHUX CHHAPOMIB ITOPYIIYETHCS YacTillle,
HI)K 3a yMOB CHHIAPOMIB, CIOPUYUHEHHX AaHOMAaAiIMH CTaTeBHX
XPOMOCOM.

3axBOpIOBaHHS HE AIKYIOTh aHTHOAKTepPiaabHOIO Teparli€lo.

3axBopOBaHHA CHPUYUHEHI IIOPYLUIEHHSM TI€HETHYHOIO
armapary — Ii€ TOAOBHA NpHYMHA BUKUOHIB, MEPTBOHAPORKEHB,
3HUKEHHS JKXKUTTE3ZMATHOCTI Ta JUTAY0I CMEPTHOCTI

2. CrpykTypa CIagKOBUX 3aXBOPIOBaHb KPOBi

3a nanumu BOO3 Ha 3eMHil Kyal HaaldyeTbcea noHan 100 maH
oci0b 3 aHoMaaigIMu OyZoBU remMoraobiny, 6am3bpko 300 Tucay — i3
OepillUTOM TAIOKO030-6-dhocdaT-aAurigporeHa3u €pUTPOLUTIB. Y
CTPYKTypl TI€MAaTOAOTIYHOI IIaTOAOTII cepen AITEH  CIIagKOBi
3axXBOPIOBAHHY IIOCIOAIOTh Ilepline Mmicie. [IpukaagaMu CriagkKOBHX
3aXBOPIOBAHb KPOBi1 € TilloallAaCTH4YHI Ta TIe€MOAITHYHI aHeMii,

CIIaJIKOB1 HOPYLIEHHS CUHTE3Y reMOTAODIHY, CIIaJIKOBI
TpoMbo1tuTomneHii Tomro. Cepen HUX:

. FemoaiTnyHa xXBOopoba HOBOHAPOMKEHUX, CIIPUYHHEHA
HECYMICHICTIO KPOBi MaTepi ¥ 1Aoaa;

o 3axBoOproBaHHs, 3yMOBAEHI gedinuToM (epMeHTHUX
CHCTEM E€PUTPOILIUTIB (CIaAKOB1 epUTpoOIIaTii);

o CniagkoBuit MikpocdepoiiuTo3 (POAMHHA Te€MOAITHUYHA
a"neMmia MiunkoBcbekoro-Illoddapa);

. Femoraobinomnarii (ceprioronmiOHO-KAITMHHA ~ aHeMid,

Tasracemiss, TIMIPUPOMAKEHA TriIoraacTuYHa aHeMia Palimonna-
Baekdena, anemia PaHIII0HI);

o CriagkoBa MaToAOTId AEMKOIUTIB (HeHTpodiromeHii,
AEWKO3HU TOIIIO);
o CriagkoBi 3aXBoproBaHHs 0O0MiHYy OyAKYB KPOBIi (CITaaKOBi

iMmyHOAeIIMTHI CTaHU, aHAABOYMiHeMisI, KoaryAornarisi);
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o CniankoBuit aeiituT pakTopiB 3ropTaHHd KPOBI.

IIpuKAaIOM CIIaIKOBOTO 3aXBOPIOBAHHS KPOBI, IK€ 349€IIAEHE 31
crarTio, € reModiaigd. KaiHiuHO remodpinaiss MoOke BUABAATUCH II0-
PI3HOMY BiJ HE3HAYHHX KPOBOBHAHWBIB A0 CHUABHUX KpoBoTed. lle
MOXKHAa [IOSICHUTH PI3SHUMH MYy TalliIMH OLHOTO I'eHa, 9Ki IPU3BOAITD
[0 neiuTy pisHUX (PaKTOpiB 3ropTaHHS KPOBI.

Po3pizusaiore remodiairo A, B 1 C, gki XapakKTepHU3yIOThCI
BIACYTHICTIO B IIAa3Mi KpPOBi1 XBOPHUX PI3HUX aHTUTeMOQIABHUX
TAOOYAIHIB.

3asexxHO Bim nedinuTy QakToOpiB 3ropTaHHsS BUIIASIIOTH
remodoiaito A, grKa 3ymoBaeHa gedinuroM VII  dakTopy -
aHTUTEMO(IAbHOTO TA0OyAiIHY, reModinito B, 3ymoBaeHy mediniToMm
dakTopy IX Ta remodiairo C — gedinut XI dpakTopy. Hacrora 3 SKOO
TPANIASIOTECH 3axXBOpPIOBaHHS B cepegHbomy 1 @ 5000
HOBOHAPOIKEHUX XAOMYUKIB. ['eModiaiss A TpamaseTbcd B S pasiB
qacriure.

[lopanenHsa HaBiTH IOAPANHMHH abo yaap MOXYTb CTaTu
IIPUYHNHOIO CHABHHX 30BHIIITHIX 200 BHYTPIIITHIX KPpOBOTeY, IKi JOCUTH
4acTO 3aKIHYYIOThCHd CMEPTIO. 3axXBOPIOBAHHS PO3MI3HAETHCSH, SK
IIpaBUAO, Ha 2-3 POILli KUTTH, KOAU AUTHHA IOYUHAE XOAUTH. [aa
3aXBOPIOBAHHA XapaKTepHUM TreMaTOMHUH THII  KPOBOTEY.
[lepeBazkaroTh KPOBOBUAUBHU V BEAUKI CyrAOOHM KiHIIIBOK (dacrtile
KPOBOTEUI ITi/T Yac TpaBM, BUAAAEHHS 3y0iB, XipypridyHUX BTPYyYaHb).
3a HagBHOCTI reModiaiil perleCUBHUN I'eH A€XKUTH Y HETOMOAOTIUHIN
OiAgHII X XPOMOCOMHU, TOMY Ha TreMoiAifo dYacTillle XBOPilOTb
YOAOBIKH, a MEPEnaroTh ii KIHKH. 3aXBOPIOBAaHHS IIEPENAETHCI Bif
Aioa 00 OHyKa 4epes3 Maiizke 340pOBY AOYKY-HOCI.

Femodinis € KAACUYHUM HPUKAAZIOM X-349EIAEHOTO PEIIECUBHOIO
AaHOMAaABHOTO Te€Hy, 10 (PEHOTHUIIOBO HPOABAIETHCS II€PEBAXKHO Y
YOAOBIKIB.

Jkio 3m0poBa KiHKa BUHAE 3aMiDK 3a XBOPOTro Ha remModiaito
YOAOBiKa, TO BCi OiTH TaKoOro IA00y OyayTh 30POBi, IPOTE BCi
AiByaTa OyayTh HOCIIMHU MYTaHTHOIO I'eHy. Y IIAI00i J0YO0K-HOCIB
MYTaHTHOIO I'eHa 3 3[J0POBHUM YOAOBIKOM B APYTroMy HOKOAIHHI 50%
CUHIB MOXKYTb OYTH XBOPUMHU Ha reModiairo.

XBopa Ha remMoijito AIBUYMHKA MOXKE HapPOAUTHCHL B IHIAIOOI
XBOPOTO YOAOBIKAa Ta KiHKH-HOCISI MyTaHTHOTO I'eHa. AA€ TaKi IIIAI00U
Malizke He TPamnAsioThcd. BimoMo Auille KiAbKa BUIIAAKIB reMoiaii y
XKiHOK. ['emodinia B KiHOK OyBa€e ITOPiBHAHO PioKO i ToMy, IIO
repeBakKHO BinOyBaeThbcd eaiMiHallia eMOpioHIiB KiHO4YOI craTi 3
oboMa MyTaHTHHUMH 3a IITUM IeHOM X XPOMOCOMAaMH.




|

<“\‘v~
4
Y

OCHOBH MEJHYHOI TEHETHKH %< il

HesBaskarouu Ha Te, III0 B KOXKHOMY ITOKOAIHHi BimOyBaeThcd
BificifoBaHHsSI TeHy Tremodiaii, dYacrora HOro B TMONYASLii He
3MEHIYEThCs. Lle rmosacHIoe mosgsBa HOBUX MyTallid.

AiKyBaHHSA XBOPUX Ha reMO@iAil0 ITPOBOAATE IIAIXOM 3aMiCHOL
Teparlii — BBEIEHHSIM CYIIABHOI JOHOPCHKOI KpoBi abo ii okpeMux
KOMITIOHEHTIB. [IpodrinakTrKa reMmodiail moasira€ y BUSIBA€HHI JK1HOK-
HOCiiIB Ta iHdopMyBaHHI IiX TIIPO MOXKAUBICTE BUHHUKHEHHS
3axXBOPIOBAHHY y iXHIX AITEH.

rL

Aexuia 11

Tema: MoHOreHHi 3aXBOPIOBaHHS

Ilaan:
1. AyTOCOMHO-PEILIECHUBHI 3aXBOPIOBAaHHS
2. AyTOCOMHO-AOMIHaHTHI 3aXBOPIOBAaHHI

1. AyTOCOMHO-pPEIlECUBHI 3aXBOPIOBAHHA

Enszumonarii (bepmenTonarii) — xBopoOu oOMiHY pedOBHH,
3yMOBA€Hi aedekraMu (PepMeHTIB — Ile HadbiapIl momrupeHa i
BHBYEHA Ipylla MOAEKYASIPHUX (MOHOT€HHHUX) 3aXBOPIOBAHb.

BaraTo cnagkoBHUX (pepMeHTOonaTi¥ 3aKiHIyIOTHCSI ACTaAbHO ab0
TAXKKOIO PO3yMOBOIO i (Pi3MYHOIO iHBaAigu3alli€lo, 110 II0B’3aHO
HacaMmIepen 3 TPYAHOIIAMH B MOIarHOCTHII M HEZOCKOHAAICTIO
HIpopiAaKTHUKU Ta AIKyBaHHS.

Cepen 3axBoploBaHb, IIOB’SI3aHUX 3 IOPYLIEHHAM OOMIHY
PEYOBUH, HaMbIiABIIly  TPyHy  CTAHOBAATH  3aXBOPIOBaHHS
aMiHOKUCAOTHOTO 00MiHYy. Bimomo 6An3bpK0 60 TaKUX 3aXBOPIOBaHb.
Maiizke BC1 BOHHU YCIIaIKOBYIOTHCH 38 ay TOCOMHO-PEIECUBHUM THIIOM.

Kainika anomaaiit oOMiHy aMiHOKHCAOT Pi3HOMAHITHA, are Mae
pPa CIIIABHUX PHUC:

1. Y HOBOHaAPOMAKEHUX 3J0POBUMN BUTASI, aA€ PAHHI O3HAKHU
OPOABASIIOTHCA B IIE€PILI TOAWHU Ta HEPIIi AHI ITiCAd HAPOMKEHHH;

2. CuabHe OAIOBaHHSI,

3. Malixxe BCi BOHH YyCHaOKOBYIOTBCH 3a ayTOCOMHO-
PElleCHBHUM THUIIOM, TOMY XBOpa [AUTHHA HAPOMIXKYETHCI Y
EeHOTHUIIOBO 3J0POBUX O0ATBHKIB, SIKi € HOCIAMU MYTaHTHUX T'€HiB;

4. [iTH BiACTaAIOTh y IICUXOMOTOPHOMY PO3BUTKY,;

S. Y GIiABIIOCTiI XBOPHUX CIIOCTEPIraeThCsl TermaToMeraais;

6. He3BuuHHI 3amax IOTY, CEYi.

Penisrkeronypia (PKY)- HalllloUINpEHIIIa CEpes ayTOCOMHO-
PELIECUBHUX 3aXBOPIOBaHb. HacToTa i BUHUKHEHHS B CBITI Bapilo€e
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Big 1: 2000 oo 1: 25000. Cepenusa yacrora B €Bporrti 1: 7800, a B AP
KpuMm - 1: 5000 - 1: 6000. Yrepite onucaB eHIAKETOHYpIiIo B AmoHil
Ta PiHagamii Aikap . Peaainr (1934 pik). [loman 1% aroxent
CAOB’IHCBKOI'O TIIOXO/KE€HHS € HOCIIMH MyTaHTHoro reHy. lle
3aXBOPIOBAHHA Malizke He TPalAdeThCd CEpPel €BpeiB-alllkeHasi Ta
HErpiB.

D EeHIAKETOHYPIA — 3aXBOPIOBAHHY, 3YMOBAECHE IIPUPOAKEHUM
nedpekToM peHiraAaHIHTIAPOKCHUAA3U, BHACAIIOK YOTO aMiHOKHCAOTA
deHirnanaHiH He MOXKe IIPOUTH MPOIEC IIEPETBOPEHHS B THUPO3UH,
THPOKCHUH, MEAAHIH Ta aapeHasiH. PeHirnaraHIH HAKOIIUYYETHCS B
plOAMHaxX OpraHisMy, B {KHUX YTBOPIOIOTECA KETOKUCAOTU. BoHU
HaKOIINYYIOThECH B OpPraHi3Miil CTalOTh TOKCUYHUMU NPOAYKTAMU JAST
HEPBOBOI CUCTEMH, OCOOAUBO OAS KAITHH MO3KY Ta HOTO KOPH. YCe 11e
CIIPUYUHIOE 3aTPUMKy PO3BUTKY TI'OAOBHOIO MO3Ky, a TaKOX
PYHUHYBAaHHS HOr0 KAITHH. Y AUTUHU PO3BUBAETHCS TAXKKUWMI CTYIIIHD
PO3yYMOBOi BiZICTaAOCTi.

HenmocraTok THPO3UHY HIPU3BOAUTE A0 3MEHIIIEHHS YTBOPEHHI
aJpeHaAlHy Ta MeEAaHiHy, TOMY B pa3l TakKoro 3axXBOPIOBAHHS
CIIOCTEPIraeThCd AEIIIrMEHTAIlid BOAOCCH, pavaAyKKU. Y atoneit 3 PKY
CBiTAQ IIIKipa, CBIiTA€ BOAOCCSI, OAAKUTHI o04Yi. 3axXBOoproBaHHSA
PO3BUBAETHCA MOBIABHO ¥ TizicTyIHO. [irHocTuka PKY — mpoBeneHHs
TecTy 'aTpiB moaoBoromy 6y AMHKY . €IMHM IaTOT€HETHYHUM i JOCUTD
ycroitnHuM MmetonoM aikyBanHA PKY e gieroreparisa. B xapyoBomy
pallioHi XBOPHUX Pi3KO OOMEXKYIOTH (peHinaraHiH, IO HAIXOOUTH 3
ixer. [JUTHHY NEepPeBOAATh HA MEHIO BEreTapiaHChbKOTO THILy Ta
IIOAEHHE BXXHWBAHHS  CIHEI[ilaAbHOrO  0iAKOBOIo  Timpoaizary,
3baraueHoro Ha THUPO3UH, TpUNTOdaH, MiHEPAABHI COAl Ta BiTaMiHH,
XKUpPH Ta ByraeBoau. OnHak peHirnaraHIH HaAeXKUTh 10 He3aMiHHUX
aMiHOKHCAOTI Ma€ HaAXOAUTH B OPraHi3M AIOAWHU Y TaKil KiAbKOCTI,
dKa HeoOXigHa JIAd TTOPIBHAHO HOPMAABHOTO PO3BUTKY AUTHUHU.

AaxanTonypisa. lle 3axBoproBaHHA TaKOXK BUHHUKAE BHACAIZIOK
MyTallil reHa, 1110 IPU3BOAUTE N0 HOPYLIEHHS 0OMiHYy aMiHOKHUCAOTH
deninananiny. Ilpu 1boMy B  Opra”iaMi HaAKONHUYYETHCH
okcudeHiaripyBat. OCKiABKU BHACAZIOK MyTallii reHa B B opranizmi
BiACyTHIM pepMEHT OKCcHaa3a TOMOTE€HTHU3UHOBOI KMCAOTH, TO BOHA
aTKOXK HAaKONHWYYyeThbCd B  Opradidmi, II0 IIPU3BOAUTH [Oa
3axXBOPIOBAHHA Ha aAKaIITOHYPIlo.

AakanrTonypito onnucaB K. Bpenekep y 1859 potiii, ase 6ioxiMivHO
pocaimuB 1 BuB4YUB H. Teppom y 1908 poui. AakanToHypid
YCIIQOKOBYETBCSI TIABKH 3a ayTOCOMHO-PELIECUBHUM THIIOM, TOMY
BOHA TPAIASETHCHA B OKPEMHUX POANHAX. 3aXBOPIOBAHHS BUSIBAIETHCH
XPOHIYHUM apTPITOM YHACAIIOK BimKAaaHHA B Cyraobax, Xpsalax Ta
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CIIOAYYHHUX TKAQHWHAaX MEAaHIHOIAHUX pedyoBUH. [ToTiM 1i pedoBUHH
3a6apBAIOIOTHCS B KOAIp OXpH (0XpPOHO3). 3abapBAeHHS HaAOyBaroOTh
TaKOXK €HJ0KapI, BEAUKI CYAUHU, HUPKU, A€T€H1. AAKAIITOHYPis MOXKeE
CYIIPOBO/IXKYBAaTUCh XBOpPOOaMHU Cepllsd i CyAUH, aTepPOCKAEPO30M,
HHUPKOBOKAaM HOIO XBOPOOOIO. [oMOreHTU3MHOBA  KHCAOTA
HaKOIIUYYEThCS B OpraHidaMi ¥ YacTKOBO BUBOOUTHECS 3 CEYEI0.
NIKyIOTBH aAKaIITOHYPil0 BEAUKHMHU 103aMH aCKOPOiHOBOI KMCAOTH, I110
3HAQYHO IIOM 9KIITy€ CUMIITOMH 3aXBOPIOBAHHSI.

Myxkogicuumos, abo hibpos KicTo3HHH — OHE i3 CITaKOBUX
3aXBOPIOBaHb, MA€ MOHOT€HHY ITPUPOLY Ta ayTOCOMHO-PEeCUBHUN
TUI YCIIaAKyBaHHsS. YIIepllle 1€ 3aXBOPIOBaHHS onucaB PaHIIOHI Y
1936 porui. HacToTa XBOpHUX HA MYKOBICIIMA03 B YKpaiHi Ta B €Bpori
1 : 2 000, cepena uerpiB 1 : 7 000, a cepem mHOpeacTaBHUKIB
MOHTOAOIIHOI pacH Iie 3axXBOPIOBAHHYA 3yCTPIYaeThC 3 4aCTOTOHO 1 :
30 000 nHoBOHapomXkeHUX. HallmoImupeHINIow HOro mMpPUYUHOK €
MYyTallis (OeAellisl) reHa, aKa IPU3BOAUTE A0 ITOPYIIEHHS TPaHCIIOPTY
ioHiB Cl i Na*.

[IaToreHes IrpyHTYETHCA Ha TIOPYIIEHHI IPOBIAHOCTI 10HIB XAOPY
MeMObOpaHaMU KAITHUH erriTeairo. Lle, B CBOIO 4epry, CIpUYUHIOE 3MiHYy
i3UKO-XIMIYHHUX BAACTHUBOCTEH CAU3Y EHIOKPUHHUX 3aA03 i
IIPU3BOAUTH 10 YTBOPEHHS T'yCTOIO, B’SI3KOTO CEKPETy, OOTyparti,
3aCTiMHUX IBUIL, QiOPO3y i CKAEPO3Yy B PI3HUX OpraHax i TKaHHWHAaxX
OpraHisMy AUTUHU. 3a IIUX YMOB Pi3K0 MOPYILIYETHCH COALOBUH 0OMiH
YVHaCAIIOK HaAMIPHOIO TIIOTOBUOIA€HHS 4Ye€pe3  HiABUIIEHHSI
KOHIIEHTPALlli HATPIiIO Ta XAOPY B IIOTI, HIrTIX, BOAOCCI.

Po3pi3Hsi0Th Tpu dopMu MyKoBicieno3y: 80% maroTh 3MilliaHy
(reremeBO-KUIIKOBY) popmy, 15% MaroTh pecHipaToOpHY (AETeHEBY)
dopmy i aumre 5% BUIAAKIB cKagamae KUIKoBa opma. OCHOBHe
3aBOAaHHS B AIKyBaHHI XBOPHUX IIOALATAE B OUUIIIEH] AUXAaAbHHUX IIIASIXIB
Bim cekpery i 3arobiraHHi pPo3BUTKY iHQeKIi#. [asa AiKyBaHHS
MYKOBICIle1o3y 0Oa3ucHa Teparid BHKOPUCTOBYE MYKOAITHKH,
HaHKpeaTHU4Hi QepMeHTH, aHTubakTepiasnbHi Hpenapatu, ADPK,
MIO3UIIIHHUN ApeHaxX 3 MacaxkeM, MeTaboAidHy Teparrito. Y pasi
KHUIIKOBOI  (OpMH  3MaxXBOPIOBAHHA  AlKyBaHHS  ITPOBOAATH
depMeHTHUMU IIpenaparaMiu. [IpakTudHO BCi XBOpi moTpebyroThb
Xap40BO1 KOPEKIIii.

IIporHO3 y pa3l MYKOBICOIHMIOO3Y MOOCHUTH HECHPATANUBUH.
OcraHHIMH pOKaMH MYKOBICIIU03 3aKiHUYETHCSI A€TaAnbHO y S50%
BUNIaAKIB. [lpakTM4YHO BCI mOiTH, XBOpPI HAa MYKOBICIIEN03, €
iHBanigamu. KoxkHa apyra AUTHHA HE JOXKHWBAE [0 IIKIABHOTO BIKY,
IPOTE 3apa3 BXE€ BAAETHCH ITPOAOBKUTH TE€PMIH KUTTH XBOPHUX
HaBiTh 10 30 pPOKiB.



lasaxToszemisa. lle MOCHTH pimKicHe 3axBoproBaHHH. Moro
gactora 1: 30000 - 1: 180 000. TasakTo3zemisa IIOB’I3aHa 3
HEIIEPEHOCUMICTIO HOBOHAPOIKEHUM I'PyJHOTO MoAOKa. BHacaizmok
MyTallii TIeHa B [OUTHHHU CIOCTEpPIraeTbCd  HEIOCTATHICTD
depMeHTy3amiTHOTO B OOMiHI MOAOYHOIO IIYKPY TraAaKTO3HU, IO
3YMOBAIOE HAKOIIHMYEHHS HAJIMIPHOI KIABKOCTI ranakTo30-1-ocdary
Ta IHIIUX IPOAYKTIB HETIOBHOTO PO3KAQLY AAKTO3H, K1 € TOKCHIHUMH
A opraHiaMy. AIKyIOTh TrasakKTO3eMilo CIielliaabHOmo, 0e3
raanakTO3HOIO, JIETOIO.

Ileaaxiss. MoHOreHHe CHaAKOBE  3aXBOPIOBaHHS, IIIO
Tpanasgerbced 3 yactoToro 1: 3 000. BoHo noB’d3aHe 3 AedpopMalli€ro
depMeHTIB, SIKi PO3UIETAIOIOTH TAIaIMH — YacTUHY OiAKa TAIOTEHY,
AKUU BXOOUTH OO0 CKAAQAy BCiX 3€pHOBHUX. AIKyBaHHS — CII€I[laAbHA
nieTa 6e3 TAIOTEHY.

XBopoba I'onre (rArokoLEepeOPO3HHH AinTio3). Lle MoOHOreHHE
3aXBOPIOBAHHSA IIOB’d3aHe 3 TIIOPYLIEHHSIM AilliTHOTO OOMiHY.
[lepeTBOpEHHS OTHOTO AilliAy Ha iHINHH BiiOyBaeThCs 3a JOTIOMOTOIO
depMeHTIB, MOPYILEHHS CTPYKTYPHU Oy Ab-IKOT0 (pepMEHTY BHACAIIOK
MYyTalliii IpU3BOAUTE 40 HAKOIINYEHHS B KAITHHAX IIEBHUX AIITIAIB. Y
pas3i HasgBHOCTI OO 3aXBOPIOBAHHS B KAITUHAX TOAOBHOT'O MO3KY 1
BHYTPIIIHIX OpraHax HaKOIIUYYETHCH TAIOKOLEpeOpo3u (CIioAyKa
1epamMiny 3 raroko3010). Po3mizHaoTh Tpu POPMH XBOPOOU: TOCTPY,
HiATOCTPY 1 XPOHIYHY.

Y pa3zi rocTpoi popMHu CUMIITOMHU 3aXBOPIOBAHHS 3’IBASIIOTHCS B
nepuri 2-3 Mdi XUTTIYOMY II€Ille MICIle IIOCiOIarOTh HEBPOAOTIYHI
HOpYIIEeHHs. Y [OiTell CIOCTeEpiraeTbCsad M’sI30Ba  PUTIAHICTE,
HOPYIIEHHS 30PY, KOCOOKICTh, YTPYAHEHHI KOBTAHHS, CIIa3M T'OPTaHi,
IICUXiYHa [Aerpanallid, OCTEeOlIopo3 KIiCTOK, AedopMallid CTEroH 3a
Tunom koabO EpaeHracrepa. Hacrti mepeaoMH KiCTOK. 3MeHIIIEHHS
KiCTKOBOT'O MO3KYy CHPHYHHIOE TIIIOXPOMHY aHEeMilo, TpoMOOIIEHito,
abo CyImpoOBOIXKYVIOTBCI HOCOBUMMU Ta IHIIUMU KpPOBOTEUYAMHU.
KapanHasnbHUMH O3HakKaMHM € IIOMiTHe 30iAbIlIeHHS IEeYiHKU Ta
ceane3iHKU. MOXKAMBI OpPOHXONMHEBMOHIii BHAaCAILOK acmiparii. Ha
OYHOMY [Hi 3’IBASETHCA BHUIIHEBO-YE€pPBOHA IAsMa. AiKyBaHHA
(ropMoOHaAbBHA Tepariisg, OIIPOMIHEHHS CEA€3IHKH, CIIA€HEKTOMisl) He
3aBXK AU €ePEKTUBHE, ITPOTE IHOA1 AITH MOKYTh JOXKUTHU 00 6-12 poKiB.
9k mpaBHAO, CMEPTH HACTa€ BHACAIAOK AUXAABHHUX PO3AaOiB Ha
IIEPIIOMY POl JKUTTS.

Y pasi miaroctpoi popMHU TaKOXK IEpeBakKarTh HEBPOAOTIYHI
CUMIITOMHU: 3MIHIOETBCHI IIOBEAIHKA, CIOCTEPIratoTbCd CyA0MH,
MO304YKOBi 3MiHH, HEIOYMCTBO, 30IiABIIYETHCHA IKUBIT BHACAIIOK
rermaToCA€HOMeTaAll, 3’IBAFIOTBCS OiAb Y KICTKaxX, I1aTOAOTIYHI
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IIEPEAOMHU, aCEIITUYHHUN HEKPO3 CTEerHa, aHeMis, TPOMOOIHUTOIIEHIs.
[IpossBASETBCS aHOMAaABHA ITirMeH TaIlid oOANY Y4, IITH1, TOMIAOK, OyBae
OCTEO0IIOPO3. YCi i CUMIITOMH B IIiATOCTPIii popMi BUPazKeH1 M FKIIIE,
HIK y T'OCTPIH.

Y pasdi xpoHiIUYHOi POPMHU VIIKOMIKYIOTBCH AHWIIIE BHYTPIIIHI
opraHu, 6e3 3aAy4eHHSsI O IIPOIleCy TOAOBHOTO MO3KY, 6€3 3aTPHUMKH
PO3yMOBOTrO pO3BUTKY. [IpogBageThCa y HiAAITKIB ab0 B JOPOCAOMY
Billi. [IporHo3 B 11bOMY pa3zi BITHOCHO CIIPUATAUBHUMN.

XBopoba Tea-Caxca. lle MoHOreHHe 3aXBOPIOBaHs, OgHA 3
dopM amMaBpPOTHUYHOI iAioTii (paHHA, OuUTda4da). XapaKTepU3yeTbCsd
KAIHIYHO HIPOTPECYIOYNM 3HUKEHHAM F'OCTPOTH 30PY, IIPOTPECYIOYOI0
JErpafalli€ro 1HTEAEKTY, CyAoMaMHu Ta IHIIMMUA HEBPOAOTIYHUMU
cuHapoMaMu. O3HaKM 3axXxBOPIOBaAHHS 3’dBASIOTHCSI y Bili 4-6
MiCSI1iB, BOHO IIIBUKO IIPOTPECYE, 1 dyepe3 1,5-2 poku Bim modaTky
3axXBOPIOBaHHA AUTHHA momupae. [lepBuHHNY OioxXiMiuyHUM nedekr —
3HUIKEHHS AaKTHUBHOCTI dpykTO30-1-
docdaraspgosazurekcozaMiHigasu A. EdekTuBHOI Tepamii HeMae.
AiKyBaHHSI CUMIITOMaTHU4YHE.

rL

2. AyTOCOMHO-IOMIHAHTHI 3aXBOPIOBAHHA

lle 3axBOpIOBaHH4, III0 BUKAMKAHI JOMIHAHTHUMHU MY TalliIMH B
ayrocomax. [IpuHaiiMHI ogmMH 3 OaThKIB XBOPOi AUTHUHH TaKOXK
XBOPHUM. 3axBOpPIOBAHHA TpPANAdETbCI B KOXHOMY IIOKOAIHHI
ITaTOAOTIYHUNM T€H IIPOABAIETBCI K B TOMO3HWIOTHOMY, TakK 1 B
reTepo3UrOTHOMY CTaHi. Y TOMO3UTOT Iiepebir 3axXBOPIOBaHHS
TAXKYUU.

CnaaxoBi 3aXBOpPIOBAHHSA M’SI30BOI'0 i HEPBOBO-M’A30BOr0
anaparty. [Iporpecytodi Mm’sa30Bi guctTpodii, abo mionarii, 3’ aBASIIOTHCS
yepe3 TeHeTUYHi MopyIlleHHd caMUuX M’s13iB. OiHe 3 HalliMOBipHIIITHX
TIOSICHEHb Ili€i aHoMaaii — Teopisd INeHHOTO YIIKOIXKEHHs MeMOpaH
M’S30BHUX KAITHH, YHACAIJOK dYOTO0 KAITHHU HE YTPUMYIOTH B
UTONAa3Mi PpepMEHTH Ta aMiHOKUCAOTU HEOOXiTHI 1A CUHTE3Y 0iaKa
(v miogibpraax).

3a HagBHOCTI TaKUX 3axXBOPIOBAHb M’{I3U IIOCTYIIOBO
aTpodyIOThCd, Y HUX 3HUKAIOTh PEGAEKCIi.

Po3pi3HSAIOTh AeKiAbKA KAIHIYHUX (POPM CIAAKOBUX M ’SI30BHX
XBOpPO0O: Ta3zoBo-IIA€YOBA (foHaIbKa), Epba-Pora (3’aBaserbcd y Billi
10-20 pokiB), nceBaorinepTpodigyHa Mionartid roieHHa (3’ aBASIETBCS
y Billi 4-6 POKiB), YHACAIDOK SIKOi TMHEPTPOPYIOTHCI AUTKOBI M 93U
(ycmamKOBYy€eTBhCH 349enAeHe 3 X-XPOMOCOMOIO).
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MioTonia TomcoHa — mOpPyILIEeHHI PyXiB. A 3aXBOprOBaHHS

XapakKTEePHO, IO ITiICAST CKOPOYEHHS M 93iB iX po3caabAeHHS 3HAYHO
YTPYAHEHO BHACAIAOK IMOPYIIEHHI CUHTE3Yy all€TUAXOAIHY.

rL

MioTounia OmneHHHredma — TOAOBHUM CHMIITOM — TOCTpPa
TirmoToHiss M’93iB  0e3 arpodii. Po3BUBaeTbcs omapady IIicad
HapPOKEHHS.

MiacTeHis — HEPBOBO-M SI30B€ 3aXBOpPIOBaHHS.

XapakTepu3yeTbCsd  M’SI30BOI0  CAADOKICTIO i i IBUIIIEHOIO
CTOMAIOBaHICTIO.

CriagkoBO-A€TEHEPATUBHI 3aXBOPIOBAHHA HEPBOBOiI CHUCTEMU:
xoped 'eHTIHITOHa, MO304YKOBa aTOKCIid TOIIO.

CriamkoBi 3aXBOPIOBaHHS OIIOPHO-PYXOBOTO ariapary.

IMosimaxTHAis. CTyIIiHb BUPAKEHICTb O3HAKH MOXKE BapitoBaTh
BiJl HAIBHOCTI1 6 ITAABIIIB Ha OAHIN KIHIIIBKH, 10 HAIBHOCTI 6 ITaABIB
Ha BCIX KIHIIIBKAaX.

Xonapoaucrpodia (axoOHApPONMAACTHYHA KapAHKOBICTB) —
3arasbHE 3axXBOPIOBAHHS KICTKOBOI CHUCTEMH: MOPYIIEHHHI POCTY
erridpizapHUX XPAIIB TPYOUIaCTUX KiCTOK, AedpopMallisd OCHOBHU Uepera
i HocoBOi KicTKu. llg maToaAoris IIPU3BOAUTE MO0 (QPOPMYyBaHHS
HEITPOITOPIIIHO KOPOTKHUX KiHIIIBOK 382 HOPMaABHHUX PO3MipiB TyAyda
¥ HEIPOIOPIIIMHO BEAUKOI TOAOBU. B okpeMux BHUIIagKaxX roAoBa i
TyAyO0 MOXKYTb OyTH HOpMaabHUMH. KicTKH CTalOThb TOBCTUMH Ta
4aCTO BUKPEBACHI.

[HOIMM [OpUKAQOOM CHAQAKOBUX 3aXBOPIOBaHb, 34 SIKHX
BPaXKa€ThCd OIOPHO-PYXOBHUM amapar € octTeorenes. Picr
TPyOYacTHX KICTOK y [OBXKHHY 3a PaxXyHOK emiizapHUX XpAIlB
3aAUIIIAETHCA HOPMAaAbHUM, a B TOBIIMHY 3a PaxyHOK HEPIOCTY i
KiCTKOBOTO MO3KYy — pi3ko obMmesxkeHudl. KicTkKu TOHKIi, ¥ HaBiTb
HEe3Ha4dHi TpaBMHU NOpHU3BOAATE MO0 TIiepeaoMmiB. Hepgocrathe
BiIKAQOaHHS coAel Y KICTKOBiM TKaHWHI HPHU3BOAUTH OO0 TOTO, IO
KICTKM CTalOTh M’IKUMHU, i Ile COPUYHNHIOE BUKPUBAEHS KiHIIIBOK,
0COOAUBO HIT.

OnopHO-pyXoBHIl  amapar  ypaXaeTbCcd Y b6araTbox
3axXBOPIOBAHHSX, 1 OAHOYACHO 3 HUX YParKaloThCd U 1HIIII OpraHu Ta
CHUCTEMH.

Xouapoauctpodiss ¥ He3aKiHYEeHHUM OCTEOoreHe3 HaAeXKaTh [0
3axXBOPIOBaHb, K1 ypazKaloTh II€PEBa*KHO OIIOPHO-PYXOBHU M artapar, a
He 1HIIi opraHu. KpiMm mepeaideHHX HaldacTille TpanAdoThCd Taki
3axBOplOBaHHs: xXBopoba Ilepreca, abo HOHAIIBKUM acenTHIHUH
HEKpPO3 T'OAOBKHU CTETrHOBOI KiCTKH; xBopoba Keaepa I; acernrTuaHuit
HEeKpPO03 YOBHOIIOAIOHOI KicTKH; XxBopoba Keaepa II, abo ocTreoxoHapo3
TOAOBKH IPYTOi ITAeCHEBOI KicTKH; XBopoba Kinbeka, abo acernTHaHuiA
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HEKPO3 KiCTKHU 3arr’sicTka; xBopoba Ocryna-IllaarTepa; mpuporeHa
KAUIIIOHOTICTh; HNPHUPOAXKEHUN BHBIX CTE€rHa; MIPUPOOKEHA
KPHUBOIIINL; IIAOCKOCTOIIICTH TOLIIO.

Aekuia 12

Tema: XpOMOCOMHI Ta IIOAIT€HHI 3aXBOPIOBAHHS

IIaan:
1. XpoMOCOMHI 3aXBOPIOBaHHS
2. MyabTH(AaKTOPHI (ITOAIT€HHI) 3aXBOPIOBAHHS

1. XpoMOCOMHIi 3axXBOPIOBAHHA

Cepen cmagkKoOBHUX IIATOAOTIM XPOMOCOMHI 3axXBOPHOBaHHS
(cuHApPOMH) CTAaHOBASTE Maiixke 25%. Taki XBopobU MOKYTH OyTH
COIPUYHMHEHI XPOMOCOMHHMM MYTalliIMH, S$Ki HOPHU3BOAITb [0
TIOPYIIIEHHSI CTPYKTYPU XPOMOCOM (XpOMOCOMHI) abo KiAbKOCTi
XpoMocoM  (PeHOMHi). XpoOMOCOMHAa IIaTOAOTiIS  31e0iABIIIOro
HEBHAIKOBHA. BoHa MpU3BOAUTE M0 TIXKKHUX KAIHIYHUX MHOXKHWHHHX
ypaKeHb, TaKUX, 9K IPHUPOIKEHI BaAHU PO3BUTKY PI3HUX OPraHiB i
cucTeM, O0e3NAifHICTh, HEBUHOIIYBAaHHS BariTHOCTI, pPO3yMoBa
BiZICTaAICTh, BUCOKUH BIICOTOK CMEPTHOCTI.

KaiHiyHa KapTHHa pPI3HUX XPOMOCOMHUX 3aXBOPIOBAaHb:
3aTpUMKa IICHUXIYHOrO Ta (PI3UYHOI0 PO3BUTKY, YEPEIIHO-AUIIEBA
aucMmopdisi, Baau ceplid, YIIKOIXKEHHS CEY0BOi, CTaTeBOi i HEPBOBOL
CHCTEM, TOMY XPOMOCOMHI 3aXBOPIOBAaHHS HA3UBAIOTh CUHPOMAaMHU.
Pi3Hi dopMU ClTaAKOBUX CHHAPOMIB PO3Pi3HAIOTH TOAOBHHUM YHHOM 3a
TUM, K ITOEMHYIOTHCH ITPUPOKEHI Baiy, a He OKpeMi criertudigHi
Baau. 3HaUYHA YaCTUHA XPOMOCOMHUX 3aXBOPIOBAaHb EAIMIHYETHCS HA
pPaHHIX cTagisax eMOpioreHesy.

ETioaoria 0AuU3BK0 55% MHUMOBIABHMX BUKUIHIB II0B’d3aHa 3
XPOMOCOMHHUMHU aHOMaAigaMu. [l0 HaApPOMKEHHS MOOXOOUTH AUIIE
JacTHHA IIUX 3axBoproBaHb. OgHaAK YacToTa HaBITh 1€l YaCTHUHU
JOCHUTBH BUCOKA: oqHa AUuTHHA Ha 150 HapoaKEeHUX Ma€E XPOMOCOMHI
3axBOpOBaHHA. B ycbomy CBiTi 25% ADKOK y AlKapHAX 3aliHATI
XBOpUMHU 3 XPOMOCOMHUMH  3aXBOPIOBAaHHSIMU. Hacrora
XPOMOCOMHUX aHOMaAil cepe MEPTBOHAPOIZKEHUX CTAHOBUTD 6-7%.
XPOMOCOMHIi 3aXBOpPIOBaHHd 3a3BU4Ual He yCIIaAKOBYIOTHCsI, TOOTO He
TIepeIaloThCs Bifl XBOpUX 0aThKiB miTsaM. KapioTunu 6aThKiB TaKUX
XBOPUX 3a3BUYadl HOPMaAbHi. AHOMAaAil XpoMOCOM 3’IBASIOTHCS B
CTaTeBUX KAITMHAX 3a MNEeBHUX mnopyuieHs mig 4ac [ Ta Il momiais
Meto3y. | 9KI10 yIIIKOoAKeHa KAITHHA OpaTUMe y4acTh Y 3aTlAiTHEeHHI,
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TO AUTHUHA Oyae xBopoio. TakuM YHHOM, OIABIIICTH XPOMOCOMHIX
3axXBOPIOBaHb € HACAIIKOM MyTalliil B CTaT€BUX KAITHHAaxX 6aThKiB ab0
Ha IIePUINX CTadigX APOOAEHHS 3UTOTHU.

MyTaiiii B raMmeTax Npu3BOASATH 10 PO3BUTKY IIOBHUX QOPM, a
MyTallii, 1110 3’dBUAMCH Ha pPaHHIX CTaIisdX PO3BUTKY eMOpioHy
(ocobamBO Ha crazmii ApoOA€HHH 3UTOTH), YTBOPIOIOTH MO3aidHUM
opradiaM. Mo3zaiuyHi (opMu XPOMOCOMHUX 3aXBOPIOBaHbL MAalOTh
AETIIIUH Tepeobir.

XPpOMOCOMHI 3aXBOPIOBaHHS MAlOTh 3araAbHI KAIHIUHI ITPOSABHU:

- YepenHo-AULILOBI AucMopdii

- BpomkeHi Baau po3BUTKY BHYTPIIIIHIX OpPraHiB

- IlopylIeHHA POCTY ¥ PO3BUTKY

- 3aTpruMKa IICUXOMOTOPHOIO PO3BUTKY

- [TopyuieHHs OyHKIIIH HEPBOBOI Ta €EHAOKPUHHOI CUCTEM

AHowmaaii, 110 HOB’d3aHi 3 MHOPYILIEHHAM ayTOCOM, MaloThb
TAXXKYUK mepebir, HIXK aHoMaail moB’d3aHi 3i cTaTreBUMHU
xpoMocoMaMu. lle BUSIBASIETbCS HacaMIIEPEN Y TOMY, 110 IHTEAEKT y
TaKNX XBOPUX YPaKy€EThCId 3HAUYHO OiAbIllle i TOB’I3yIOTH 3 Pi3HOIO
F€HETUYHOIO aKTHBHICTIO XpoMocoM. CrTaTeBi XpPOMOCOMHU HECYTh
MEHIIIE TeHiB, a ogHa 3 X XpOMOCOM y KIHOK H€ aKTHUBHA.

B ocHOBYy kaacudikailii XpoMOCOMHHUX 3aXBOPIOBaHb ITOKAQIEHO
TPU YUHHUKA:

- Tun reHOMHOI a00 XpPOMOCOMHOI My Tallii

- [HOAUBiAyaAbHICTH 3MiHEHOI ab0 J04aHOI XPOMOCOMHU

- [TogsBa myTallii B 3apoAKOBHX KAITHHaxX abo Ha paHHIX
cTagisax eMOpPiOHAABHOTO PO3BUTKY

9K nOpuKAaag XPOMOCOMHHMX 3axXBOPIOBaHb, IIOB’I3aHUX 31
3MiHaAMH¥ CTPYKTYPU XPOMOCOM, MOXKHa HABECTHU OEAEIII0 — CHHIPOM
Sp — yTpara kKopoTkoro raeda (P) 5-i xpomocomu, abo cuHApOM
KOTSYO0Tr0 KPUKY (IUTIYU M IAQY CXOXKHH Ha MYPKOTIHHS KOTa). Takuii
KPUK TIOSICHIOETHCA HE aHOMAaAi€lo TOAOCOBOIO arapary, a
VIIKO/KEHHAM IIEHTPAaAbHOI HEPBOBOI cucTeMHU. HaliTunosinn gas
IHOTO CUHAPOMY O3HaKU: CIelU(IYHUMN TAad, HU3bKa Maca Tira B
HOBOHAPOKEHOI0, BiicTaBaHHs B POCTi, MiKpolledaaisi, po3ymoBa
BiZicTaAiCTh, M’130Ba IIIOTOHIS, ITMOYAETIOiIOHE 00ANYYsT , MiKPOTHATIS
(MaaeHBKa IIeA€Tia, HU3BbKO poO3TallloBaHi i amedopmMoBaHi Byxa),
TIIEPTEAOPU3M, IIOIIEPEYHT MOOAOHHA CKAQKa, CHHOAKTHUAIS,
KAHIIIOHOTICTh, CKOAIO3, 4acTi T'PUXKi, Baau Cepld, HUPOK, AyIKe
HH3bKa OIIIPHICTh Opra”iaMy IiH(QEeKIiHHUM 3aXBOPIOBAHHSIM,
YVHACAIIOK YOTro TaKi XBOpPi MAOCUTHL PaHO IIOMHUPAIOTh. Y BCIX
00OB’I3KOBO IIPOCTEXYETHCS PO3yMoBa Biacraaicts. Yacrora
natoaorii 1 : 50 000 HOBOHAPOMZKEHUX, 110 HAPOAUANUCH JKUBUMH.

KL
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TpamnasroTbcs ¥ iHIII XPOMOCOMHI abepairii 3a THIIOM IIOIIAIB,
30KpeMa cuHapoMu 4p i 13q (yrpara mOBroro rnaeda) Ta iHIIL.
MiHiMaAbHI O3HaKuU CHHApPOMY 4p: oairopeHisa, KOMIIAEKC
IIPUPOMKEHUX Bal 00AMYYA i cKeaeTa, MiKpolledaanisa. Y Tarux
XBOPUX BY3bKi OYHI MLIAWMHU, 3HAYHO BHCTyla€ IepeHiccd,
TiIIEPTEAOPHU3M, aHOMAaABHI BYIITHI PAKOBUHHU, KOPOTKA IIHsI, CKOALO3,
aedopmailiss KiCTOK Ta3a 3 IEHTPaAaAbHUM BUBUXOM CTE€THa, MOBTi
naablll. JiTH HapOMKYIOTHCH 3 HU3BKOIO MacoIo TiAa.

o mepMoraipiyHUX 3MiH HasekaTh: HAOAHIIIOK 3aBHUTKIB Ha
aABIIX BEPXHIX KIHIIBOK, AWCTAaAbBHUM aKCiaAbHUH TPUPAOLYC,
BHUCOKUH rpebeHeBUMN paxyHOK.

MinimaabHi o03Hakum cuHApoMy 13q (cupgpoMm Opbeai):
Mikpoliedanisg, 3HAYHO BHCTYIIA€E BEpPXHd  IIEAera, IITO3,
MiKpopTasbM, peTHHOOAACTOMA, TirlornaAasid [ masblisg KHUCTi.

[TocTifiHi O3HaKMH: BpPOMXKEHA IIpeHaTasbHa Trinorpodid i
IIoJaAbllIa 3aTPUMKAa POCTY Ta IICUXOMOTOPHOIO PO3BUTKY; YEPEITHO-
auleBi aucmopdii, gedpopMoOBaHi Byxa, 3HAYHO BUCTYIIAE IIIEAEIIA,
MiKpodTasbM, KOCOOKIiCTh, KaTapakTa, KOpOoTKa I, KAUIITOHOTICTh
TOILIO.

TpamnassioTbCsd CUHAPOMHU MOOBIOTO Ta KOPOTKOTO IAeda 18-i
XPOMOCOMM, AEAELLisI JOBTOTO Itaeda 21-i Xpomocomu Ta iHI hopMu
XpoMOCOMHUX MyTailliti. Tpeba 3a3HaAYUTH, III0 XPOMOCOMHI
nnepeOynoBU, dKi BigbyBaloTbCd Yy  ayTocoMax YyHaCAiIoK
KPOCHUHIOBEPY, MOXKAUBI JIasT 000X cTraTed, a nepedyI0BU CTaTeBUX
XpPOMOCOM OyBaroTh AUIIIE y KiHOK (OCKIABKH KOH’IOTYIOTH ITiff 4ac
Metio3y auilie X-xpoMmocoMH). IcCHyIoTh ¥ iHIIi XpoMocoMHi abepariii:
TpaHcAoKallii, inBepcii. Tpancaokallii MoxKyTh 6yTHU 30araHCOBaHUMU
i He36arnaHCOBAaHUMU; OCTAHHI CIPUYHUHSIOTH IIQTOAOTIYHI CTaHHU.

30araHCOBaHi TpaHCAOKAIlil (PEeHOTUIIOBO HE BUSBASIOTHCH.
[TpukaamoM He3baraHCOBAHOI TPAHCAOKAILIl € TPAaHCAOKAITIMHU M TUIT
xBopobu [layHa, daruii Tpanasgerbcsa y 4% BUNaAKiB. €IUHUM
METOAOM  [OiarHOCTYBaHHS  XPOMOCOMHHUX  3aXBOpPIOBaHb €
LIUATOT€eHETUYHUM METO.

XpOMOCOMHI 3aXBOPIOBaHHSA IIOB’d3aHi 31 3MiHOI0 KiABKOCTI
XpPOMOCOM, MalOTh Ha3BY T€HOMHUX 3aXBOPIOBaHb. BOHU 3’dBASIIOTHCI
AK HACAIIOK IIOPYIIEHHS PO3XOMAKEHHS MOMOAOTIYHUX XPOMOCOM Y
rporieci I i Il moxiaiB metiosy. dBuIle KpaTHOro 30iAbIIIEHHS KiABKOCTI
XPOMOCOM y T€HOMIi HAa3UBAaIOTh IOAINAOIAIEI0. [loainmaoigu AroaquHU
TUHYTh Ha paHHIX CcTagigx eMOpioHaABHOIO PO3BUTKY. SBHIIE
HEKPaATHUX 3MiH KIABKOCTI XpPOMOCOM Ha3WBaIOTh I€TEPOIIAOIIIEI0
(aaeymaoimis).

KL
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TFereponiaoifiss moke OyTH ABOX THUIIIB: MOHOCOMisI (3MEHIIEHHS
KiABKOCTi XpoMocoM Ha 1, 2, ... (211-1,2, ...) i ToaicoMis — 30iAbIIIEHHST
xpomocoMm Ha 1, 2, ... (2o+1,2, ...). HatiTaxxuyuli nepebir maroTb
MoHocoMii. BBaxkaroThb, mio 0aAu3bkKo 20% BHUIIQAKIB MOHOCOMIi
3aKiHYYIOThCS AETAABHO IIIe B MIEPIIi JHi eMOpPioHAaABHOTO PO3BUTKY.
BoHU TaK0OK CIPUYUHIOIOTH 3aTH0eAb 3apoAKa Ha Mi33HIIIUX CTaIigxX
(MEMOBOABHI BUKHHI). TpanagioTbCcd XBOpl Ha MOHOCOMId 1 cepern
HapoIXKE€HUX, Hamuraan cuHapoMm llepineBcbkoro-TepHepa.
XpoMoCOMHiI aHoMaaili € npuyuHOio 45-50%  MHOXUHHUX
IIPUPOIKEHUX Basl PO3BUTKY, 50% ITPUYHH ITEPBUHHOI O€3I1AITHOCTI,
6am3bpK0 40% BUIAAKIB rAUOOKOI pO3YMOBOI BiJCTAAOCTI.

KL

2. MyabTugakTopHi (IOAITEHHI) 3aXBOPIOBAHHS

Jo 11i€l rpynmu HasekaTh OIABINICTh CIIAAKOBUX 3aXBOPIOBAHb,
IIPUYHNHOIO IKUX € MyTallil KiAbKOX YU 0araThoxX reHiB. [Jo Toro x
MyTallii He IPU3BOAATE 4O BUAUMOI ITIATOAOTI], a AHUIIIE 3YMOBAIOIOTH
CXUABHICTE A0 Hei. IIlo0 119 CXHUABHICTH PO3BHAACH Yy IIATOAOTIIO
oTpibeH ITyCKOBHUH MOMEHT — Mid Ha OpraHi3M MeBHUX YUHHUKIB
cepegoBHIIA. Y TE€HE3l IIMX 3aXBOPIOBAHb — B3a€EMO/Id CHAIKOBUX
YUHHUKIB 1 cepenoBUIlla. CXUABHICTE BUSBASIETHCA B 3MiHI HOPMH
peaxilii opraHisMy Ha [Aif0 YUHHHUKIB HABKOAUIIIHBOTO CEPEAOBHUIIA.

Tak, y XBOpUX Ha I[yKpoBUH miabeT 3MiHeHa HOpMa Ha Taki
3BHUYalHI Xap4oBi pPEYOBUHU, K KpPOoxXMaab, IyKop. Lli pedoBuHHU
CTAalOTh HaA3BUYAWHUM YUHHHUKOM 1 MHOPU3BOAATH MO0 TSIXKKUX
IIOPYLIEHb BYTA€BOIHOI'O OOMIHY.

Y Aroged XBOpUX Ha IIapaMioTOHII0, 3MIHEHA HOpMa peakllii Ha
xonon, Temmneparypa 10-120 C CIpUYMUHIOE Y HUX TOHIYHI CyIOMH.
CXUABHICTB 10 HIrMEHTHOI KCEPOAEPMH 3yMOBAEHA HATIYTAUBICTIO 10
YABTpPadioreTOBUX ITPOMEHIB.

Y THX, XTO CTpaKOa€e Ha aAepriiiHi 3aXBOPIOBaHHS, 3MiHEHaA
HOpPMa pPeaklilii Ha Pi3HI PEYOBUHU (AA€Pre€HH), 10 IIPU3BOAUTH OO
asepriiHux peaxkiii. Ll peakiiii MOXyTh BUSIBAATHCA BHUCHUIIAMU,
cBepbOexkeM, HAOPSKOM, KalllIAeM, 3a/UIIIKOI0, OpPOHXOCIIa3MaMH,
HarragaMu OpoHxiaabHOI acTMu, Habpakamu KBinke ToIro. /1o 1tiel
IPyIIH 3aXBOPIOBaHb HaaeXkaTh: OpoHXiaabHa acTMa, TillepTeH3id,
BUPa3KoBa XBopoba MIAYHKA i ABaHAMIIATUIIAAO] KUIIIKU, aTOIIIYHUH
JEPMAaTUT, €K3e€Ma, €CKyAUTHUBHUU aiaTe3, HEUPOAEPMIT, IyKPOBUU
aiaber, mum3odpeHisas. HuHi MyabTU(aKTOpiasbHI 3aXBOPIOBaHHS
CTaHOBAATBL 92% ycCixX 3araAbHUX IIAQTOAOTIN AIOAUHHU.

[ToAireHHO yCITamKOBYIOThCS ¥ mesaKi gizioaoriyHi ocobAMBOCTI
OpraHi3My: Po3yMOBi 34i0HOCTi, TPUBAAICTb KUTTs, CXUABHICTH 10
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iH(ekIliTHNX 3aXBOpIOBaHb TOLIO. Lle moBeaeHo baraTbMa aBTOpaMH
Ha OCHOBi OAM3HIOKOBOI'O METOMY.

[Ipukaamyu MyAbTHU(AKTOPIAABPHUX 3aXBOPIOBaHb (3aXBOPIOBaHb
31 ClIaAKOBOIO CXUABHICTIO):

- XBopobU  CeplEeBO-CyAUHHOI CHCTEMH: TillepTeH3id,
pPEBMAaTHU3M, aTe€POCKAEPO3, 0bAiTepyounil eHaapTepiiT

- [TcuxiyHi 3aXBOpIOBaHHS: N30 PEeHid, CEHIAbHI ITICUX03U
(meski dopmu), MaHiaKaAbHO-IeTIPECUBHUU IICUXO03,
HenudepeHIlitioBaHa oairodppeHiga

- HepBoBi xBopoOU: emiaercis (aesgki QopMH), TapKiHCOHI3M,
MiacCTeHis, MIrpeHb, CHPUHIOMIEAIT

- 3axBOpPIOBaHHS OPraHiB TPaABAEHHS: BUPa3KoBa XBOPo0a,
U PO3 MEYiHKU (HesaKi PopMH), XPOHIYHUHN KOAIT

- [TopyuienHsa  oOMiHy PEYOBUH  Ta €HIOKPUHHI
3axXBOPIOBaHHS: TIIofarpa, I[yKpoBUH miaber (meski dopMmu),
TOKCUYHUH i By3A0BHI 300, 300 ['armimoTe, mikcenema (nesiki popmm),
cuHapoM Inienka-Kymrinra

- AHoMmaaii poO3BUTKY: aHeHIledaaid, CIHHHOMO3KOBA
rpuzka, rigporedaaiss, IpUPOAKEHNN BUBIX CcTerHa, KiHChbKa CTOIIAa,
KAUIIOHOTICTh, HE3POINEeHHd TIyOM 1 mmimHeOiHHS, TPHUPOIsKEeHUH
IIiIAOPOCTEHO03, IIPUPOIZKEH]I Baau ceplld, xBopoba lipiinpyHra

- 3axBoproBaHHA OpraHiB auxaHHdd: emdilzeMa AereHb,
ITHEBMOCKAEPO3, OpoHXiaabHA acTMa

- 3axBOpIOBaHHA CEYOCTATEBOI CHUCTEMU: POLUHHUN
HePUT, ITOAIKICTO3 HUPOK

- [IIkipHi 3aXBOPIOBAHH4: IICOpia3, €K3€MU, HEUPOAEPMITH

- O4yHi Ta BYIIHI 3aXBOPIOBAaHHS: TAayKoOMa, 3A0SIKiCHA
MioIlisd, KOCOOKICTh, OTOCKAEPO3

- YpaxkeHHd CKeAeTa: CKOAIO3H, AHKIAO3UBHHU
CIIOHAUAOAPTPUT

- 3axBoproBaHHA KpPOBi: IIEpPHIIlioO3HA aHeMid, XBopoba
Bepabroga, cipaBKHS MOAIITUTEMIT

[ag 3axBOpPIOBaHb 31 CIIaAKOBOIO CXUABHICTIO XapaKTEpPHI BCi
O3HAaKU MOAIT€HHOTO YCHaAKyBaHHS:

- HYuM MEHIIIE TPAIASIETHCSI 3aXBOPIOBAHHS B ITOILYASIITIL, TUM
BUILIUH PU3UK A POANYIB XBOPOTO

- YuM CHABHIIlIE BUPaKEHE 3aXBOPIOBAHHA ¥ XBOPOTO, TUM
BUIIMU PU3UK JAS MO0 poaudiB

- Pusuk pgag poandiB XBoporo Oyze BUIIMM, SKIIO I
KPOBHUMN poanuYd



- JKIO Pi3HUIE B YACTOTiI 3aXBOPIOBAHHS 3aA€XKHUTH Bif
cTaTi, TO PU3HUK A POANYIB Oy/ie BUIIUM y TOMY pasi, KOAU XBOPHHM
HaA€XXUTh OO0 CTaTi, 110 YPasKaeThCs MEHIIIE.

XapakTepHi 03HAKU MYABTH(AKTOPIaAbHUX 3aXBOPIOBAHL:!

- BeAankuii HoAiMop@izMm KAIHIYHUX doopm Ta
IHAUBIAYaAPHUX MIPOABIB — Bifl CYOKAIHIYHUX 10 TAXKKOTO IIepediry

- Bucoka yactora B ITOMYASILii

- HeBiAnmoBiAHICTE yCIaAKyBaHHs 3akKoHaM MeHaeas

- Pi3HUK BIK XBOpPUX

- CTymiHb PH3UKY [OAS POAUYIB XBOPOIO 3aAE€KHUTH Bif
JaCTOTH 3aXBOPIOBAHHS B IIOMYASIIIi i 3pocTae 3 TAXKKICTIO rtepebiry.
Yum OAMZKYE CTYITIHB CIIOPITHEHOCTI 3 XBOPUM POANYIB, TMM bOiabIIia
WUMOBIPHICTE HAPOIAKEHHS Y HUX XBOPOi AUTUHU

- Y reTepo3uroTHOMY CTaH1 PELECUBHUM IATOAOTIYHUM I'eH
HE IIPOSABASIETHCSI, aA€ MOXKE IIPOABUTHUCS 38 HECHIPUSITAUBUX YMOB
KUTTS.

MyabTHudakTopiasbHi 3aXBOPIOBAHHY TI€I0 YU I1HIIIOIO MipOIO
3aAeXkaTh Bii YMOB CepenoBHIIA. 3MIHIOIOYH III YMOBHU, MOXKHa
3art00irTU PO3BUTKY CITIAIKOBOI CXHUABHOCTI B IIaQTOAOTIIO, IO A€
3MOTY 3HQYHO 3MIHUTH ITIPOAB TAKHX 3aXBOPIOBAHb Ta YCIIIIITHO BECTH
HIPpoPiAaKTUKY OKPEMUX MYABTU(PAKTOPiaAbBHUX 3aXBOPIOBaHb. | YuM
OIABIIIMY BIIAMB CEPEIOBUINA, TUM A€TIIE 11e 3POOUTH.

Aexuia 13

Tema: /liarHOCTHKA CIIaJKOBUX XBOPOO

Ilaam:

CUHIOPOMOAOTIUHUY aHaai3
[lnToreHeTHUYHI METOIH

Meron KapioTHUIIyBaHHH
MoAEKYyAIPHO-IIUTOT€HETUYHI METOAU
MoaeKyASTpHO-T€EHETHUYHI METOOUN
Meron nepmaroraiciku

BioxiMmiuHi meToaH

Nk L=

Mo CIIelliaAbHUX reHeTUYHUX METO/IIB HaAEXKaTh:
CHUHIOPOMOAOTITYHUN aHaaiz, reHeaAOTIdYHUH, ITUTOTE€HETHYHI,
MOAEKYASIPHO-TeHeTHYHi, O0ioxiMiuHi i AepmaToraidiyHi MeToau.
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1. CuHAOPOMOAOTIYHHUU aHaAi3

Cunapomoaoriuuui aHaai3 (lIoprpeTHa AiarHoCTHKA)

CUHIOPOMOAOTIUHUN aHaai3 — 1€ aHaaid (PeHOTHUIIy XBOPOTO
(MiKpoaHOMaAiii, Baag PO3BUTKY Ta IHIINUX CHMIITOMIB) 3 METOIO
BUSIBA€HHSI CTIMKOIO IIOEAHAHHS O3HAK [IAd BCTAHOBAEHHS J1aTrHO3Y.
[Ipu anHaaizi (peHOTUIy XBOPOTO OCOOAUWBY yBary 3BEpPTalOTh Ha
MiKpoaHoMaaii 1 Bamu pPo3BUTKY. MikpoaHoMaaii (o 6) MOXKyTb
3yCcTpidaTuca y 340POBUX AIOEH, are OAd XBOPHUX 31 CHAAKOBOIO
IIaTOAOTIEI0 XapaKTepHa IX 0iAbIlla KIABKICTE 1 crierudigre
noenHaHHs. CHUHAPOMOAOTIYHUM aHaai3 (PEeHOTUILy XBOPOTO €
OCHOBHHUM J[IAS MOiarHOCTHKH HAMOIABII ITONIMPEHUX MOHOTE€HHUX
XBOpPoO 1 CHHAOPOMIB, IO BUABAGIOTBCH BagaMU PO3BUTKY, —
axoHApoIIAa3ii, CHHApoMy Ariepa, CHHAPOMY PpaH4deCKETT] Ta IHIITHX.
CUHOPOMOAOTIYHHUM aHaal3 — BaXAWBUUH OOINOMIKHHU METOO B
[iaTHOCTHUIII CIaAKOBHX XBOPOO CIIOAYYHOI TKAHUHU (CHHIPOMHU
Mapdana, Eaepca-/laHao), nedkux xXBopob HaKONMUYeHHS («rpybe
o0AMYYS» ¥ XBOPUX 3 MYKoOIoaicaxapuao3oM Ta iHmux CXO). et
METO/l € MOIOMIXXKHHUM B MJiarHOCTHIII XPOMOCOMHHX XBOPO00. [as
YTOYHEHHI [1arHO3y CIIaIKOBOI I1aTOAOTII LI POKO
BUKOPHUCTOBYIOTHCSI aTAACU CIIQIKOBUX CUHIPOMIB.

BukopucTaHHsa KOMITIOTEPHHUX MIarHOCTUYHUX IporpaMm i 6as
JaHUX.

€ pi3H1 AlarHOCTUYHI IPOorpaMu (IepeBakHO, KOMEPIIIMHI), 9Kl
MOXKHa 3HaTu y Mepexi IHTepHer. OpHicro 3 HaMKpalmx
AaHTAOMOBHUX BBaxKaeThbcda nporpama "Possum" (The London Date
Bases), gKa MICTUTB OIIUCH CIIaJKOBUX 3aXBOPIOBAHL 3 [IOPTPETAMHU
xBopux. CrHeniaabHi KOMII'IOTEPHI [OiarHOCTUYHI IIporpamu
BUKOPHCTOBYIOTBCSH [AS aHaai3y pPe3yAbTaTiB IIUTOTCHETHYHHX 1
MOAEKYASIPHO-TEHETUYHUX MOOCAIKEHBb, IIpE€HATaAbHOI M1arHOCTHUKU
(aHaai3 pe3yApTaTiB 0i0XiMIYHOIO i YABTPA3BYKOBOrO CKPUHIHTY i
PO3paxyHKy IHAWBIAYaABHOTO T€HETHUYHOTO pPu3ukKy). Y CIIA
CTBOPEHUM 1 IIIOAHS IIOIIOBHIOETHECH E€AEKTPOHHUHU KaTaAorl' T'€HIB 1
MOHOTeHHUX xBopob6 B. Mak-Kriocugka «On-line Mendelian
Inheritance in Man — OMIM» http://www.ncbi.nlm.nih.gov/omim

2. [{uTOoreHeTUYHI METOIU

IluToreHeru4yni meToau 6a3yrOThCSI Ha BUBYEHHI KapioTHUITY
AFOJUHU, OO0 HUX HaAeXaThb:

1)  KapioTHUIIyBaHHS,

2)  MOAEKyASdPHO-IIUTOT€HETHUYHI MeTOo!;

3) BHU3HAYEHHS CTATE€BOI0 XPOMAaTHUHY.


http://www.ncbi.nlm.nih.gov/omim
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[TokazaHHS OO0 IIUTOr€HETUYHOI JIarTHOCTUKHU:

1. [limo3dpa Ha XPOMOCOMHY XBOpoOy 3a KAiHIYHOIO
CUMIITOMAaTHUKOIO (OAS HNiATBEPAKEHHS AiarHO3Y).

2. ity 3 MHOXXHWHHHUMU IIPUPOAKEHUMHU BaJaMU PO3BUTKY 1
ixHi OaThKU.

3. Hitu i3 3aTPUMKOIO IICUXOMOTOPHOIO PO3BUTKY 1 IxXHI
6aThKH.

4,  [litTu 13 3aTPUMKOIO 1 aHOMaAiIMU CTaTE€BOr'O PO3BUTKY.

S. Ilogpy>kHinapH, y AKUX CIIOCTEPIracThCs HEBUHOIIYBAaHHS
BariTHOCTiI (0iAbIlle MOBOX CHOOHTAHHHX abopTiB) abo  iHmori
PENPOAYKTHUBHI BTPaTH.

6. TlompykHi napu 3 OOTSIKEHUM aHaMHE30M
(MepTBOHAPOAKEHHS, HAIBHICTb AUTHUHU 3 IPUPOIKEHUMHU BajlaMH
PO3BUTKY ab0 XPOMOCOMHOI0 XBOPO00O0IO, BUSIBA€HHSI XPOMOCOMHOI
IIaTOAOTIl Y YA€HIB CiMi).

7. Be3naigHi HOAPYKHI napu abo IOPYIIEHHS
PENPOAYKTUBHUX (PYHKIIIHM y 3KiHOK a00 YOAOBIKiB.

8. JoHopu cTaTeBUX KAITHH, SKi 3BEPHYAUCSI B IIEHTP
IITYYHOI'O 3aIlAlJHEHHS.

9. Aetiko3 (maga audepeHIliaAbHOI [JiarHOCTHUKH, OIIHKHA
e(peKTUBHOCTI AIKyBaHH4 i IIPOTHO3Y I1epebiry).

10. Oruinka MyTareHHHUX BIIAUBIB (paziaiiitHux abo XiMidyHUX).

3. MeTron KapioTUIIyBaHHH

Memood rkapiomunyeaHHsi [03BOASE BUBYUTHU KapioTHI B
I[iAOMY (TOOTO KiABKICTH i CTPYKTYPY XPOMOCOM). XPOMOCOMH AIOIMTHU
BHUBYAIOTh Ha CTaisgax MeTadasu i npomeradasu MiTo3y.

1) BuBuyeHHd mMemagasHUX XPOMOCOM (IIperapat Mmae Ha3By
«MeTadazHa [MAaCTUHKa»). [IAs JiarHOCTUKHU OIABIIIOCTi XpOMOCOMHUX
XBOpoO Merada3Hi IIAAQCTUHKH BUTOTOBASGIOTHh 3  AIMOITUTIB
nnepudepuvHOoi KpoBi. [IpuaaTHi Takok pidpodaracTH NIKipH, KAITHHH
YepBOHOI'O KICTKOBOTO MO3Ky. [lag mpeHaTaAbHOI AiaTHOCTUKU
KyYABTUBYIOTh KAITUHU aMHIOTHUYHOI pPiAWMHH, BOPCHH XOPIOHA,
TIAQIIEHTH, eMOpioOHaAbHI TKAHWHH.

Merada3Hi mAaCTUHKHU 3 AIM@OIIUTIB HepudepudHoi KpoBi
(BUKOPHCTOBYIOTh BEHO3HY KPOB OZE€P3KYIOTh TaKUM 4YuHOM. KpoB (1-
2 M4A) BMILyIOTP B CII€L[laAbHE JKHUBHABHE CEPENOBUIIE 3
diToreMarrAloTHHIHOM (akit CIIPUYUHIOE IMYHOAOTT4HY
TpaHcopMallirto AeMKOIUTIB 1 ixHIM momia) B TepMoctaTr Ha 48-72
roa. 3a 2—-3 rox A0 KiHIII KyABTHBYBaHHS JOOAIOTh KOAXIIIUH, SIKiH
PYMHY€E BEPETEHO IIOMAiAy 1 3yIIHUHSIE HOMIA KAITUHH Ha CTamaii
Metadasu. [loTiM KAITHHH OOpPOOASIOTH TIHOTOHIYHUM PO3YHHOM
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XAOPUAY KaAito abo UTpaTy HATPIo i KAITUHHY CyClIeH3it0 (DiKCYIOTh
1 HaHOCATB Ha IpeaAMETHE CKAO. [Ipu BucuxaHHi pikcaTopa KAITUHH i
XPOMOCOMHM MIITHO IIPUKPINAGIOTECI OO0 CcKaa. lIpemnapar
3a0apBAIOIOTE  dAepHUMH  OapBHHKamu. [lpu  pymuHHOMy
3abapBA€HHI  IIpenapar 3a0apBAIOIOTH  a3yp-€03MHOM  3a
PomanoBchKkUM-IiM3€e; IIPHU IILOMY BCi XpPOMOCOMU 3a0apBAIOIOTHCH
PIBHOMIPHO 3a BCi€I0 MOBXKUHOIO. PyTuHHE 3a0apBAEHHS 10O3BOASIE
HigpaxyBaTH KIABKICTH XPOMOCOM, PO3MNOMIAMTH IX IIO rpymnax i
BUSBHUTU rpybi XpoMocomHi abepartii. [Iag meTasbHOI XapaKTEPUCTUKHI
abeparlii BUKOPHCTOBYIOTBCS Pi3HI criocobu oughepeHuiaibHo20
dapbyBanHs: G-, R-, Q-, C- 3abapBAeHHS.

1.  Hai#tbiapmr mIMpokKo BUKOPHUCTOBYIOTH G-3abapBAeHHS (Bif
adnra. Giemsa stain). XpomocomMu mepen 3a0apBA€HHSM 3a
PomanoBchrkuM-I'iM3e  3a3maserinb  oOpoOASIOTH  IIpOoTea3aMu
(rpunicuHOM). XpOMOCOMHU ITicAd 3a0apBAE€HHSI CTAIOTh CMyTaCTUMU: B
HHUX YePryIOThCSI TEMHI 1 CBiTAl CMyTH. 3BaXKaloTh, 110 TeMHi cMyTH (G-
CMyTH) — [OIAdHKH TeTepoxXpoMaTHHy, a cBitai (R-cmyru) —
eyXpoMaTuHy. 3a3zBuyal B rariAoifHoMy Habopi MOXKHA HAAIYUTH 10
400 cerMeHTIB, KOXKHHUH CET'MEHT MICTHUTh OAM3BKO 8 MAH II. H.
Po3pobaeHO QoOpMy TIPEeACTaBACHHS CTHAI30BAHOIO i1eaAbHOTO
KapiloTHUIly 3 TUIIOBHM PHCYHKOM CMYT III0 Ma€ Ha3BY «imiorpamar.

2. R-zabapmBaeHH4 (Bim aHra. reverse banding — 3BopoTHE
3abapBaeHHH). PUCYHOK CMyT 30€epiraeThbcsi, ane iX KOAIp 3MiHIOETHCS
Ha IIPOTHUAEKHUMN MOpPiBHAHO 3 G-3a0apBAEHHSAM.

3. Q-3abapBAeHHS (Bim aHTA. quinacrine — KBiHaKpUH — OUH
i3 dayopeclieHTHUX OapBHUKIB) — ICTOPUYHO TMEPIIUH METO/,
po3pobaenuit Kacnepconom (Caspersson, 1968). Ilpu nromy Meromni
XPOMOCOMH IIicAsT  3a0apBA€HHd BHUBYAaOTh 34 JOIIOMOIOIO
AIOMIHECIIEHTHOTO MIiKPOCKOIIA.

4, C-zabapBaeHHd (Big aHrA. constitutive heterochromatin —
KOHCTHUTYTHBHHU reTepoxpomMaTyH). [IpenapaTu oOpoOAIIOTH AyTaMH,
a otiM 3abapBArOiOTh 3a PomanoBchkuM- [im3ze. [Ipu nibomy mobpe
3a0apBAIOIOTBCS IIEHTPOMEPH BCIX XpPOMOCOM, [OOBTe Iiaede Y-
XPOMOCOMHU Ta iHIII JIATHKH, O0arati Ha reTepoXpoMaTHH.

Y 1971 p. Ha [lapusbkiti KoHQepeHIlii OyA0 TTOPIBHSIHO AaH],
ollep3KaHi IIpU PI3HUX MeToAax AU(EpPeHIliaAbHOro 3a0apBAEHHS.
BugasBuaocd, 110 BCl METOAU BUSBALIOTh Y NPUHIIUIIL OAHI 1 T1 cami
CTPYKTYPH, ase KOXKEH 3 HHX CHeUU@IYHUH I[oA0 II€BHUX
XPOMOCOMHUX CETMEHTIB.

2) BuBueHHd npomemadgpasHux XpoMocoM (audpepeHIliaabHe
3abapBAE€HHSI 3 BUCOKOIO PO3MIIABHOIO 37aTHicTio). [IpomeradasHi
XpPOMOCOMH [OOBIIi, HIXK XpoMocoMH Ha craznii meradasu. [Ipu




audepeHItiaaAbHOMY 3abapBA€HHI ITpoMeTadasHUX XPOMOCOM MOXKHA
po3ragHyTH Big 550 mo 850 cermenTtiB. [Ipu IBOMY CErMEHTH,
CIIOCTEpEKYyBaHi B MeTada3zHUX XPOMOCOMax, MOKHA HiAPO3qIAUTH
Ha cybcermeHTu. llefi MeToa BHUKOPUCTOBYIOTH [IAS iaTHOCTHUKU
MiKpOdeAellii, MiKpOayAiKallil i CKAQIHHUX XPOMOCOMHUX abepartiii.

4. MoAeKyAIPHO-IIUTOTEHETUYHI METOAU

MonexynapHo-yumozeHemuuHi memoou IOEAHYIOTH
TPaOULiMHI HUTOTEHETUYHI METOAUKHU 3 MOAEKYAIdPHO-TEHETUIHUMU
TexHoAoriaMu. OCHOBHHUM € MeTo (PAIOOPECIIEHTHOI ribpuau3artii in
situ (FISH-memo0). MeTonuka MicTUTh ribpuamniaitito in situ (robto
Ha IPeaIMETHOMY CKAi) 3a0apBA€HUX (PAYOPECIIEHTHUMU OapBHHUKAMH
JHK-30HmiB 3 MeTadazHUMH ab0 iHTepda3HUMU XPOMOCOMAaMH. 30H
— e OiAdHKa omgHOoAaHIIOXKKOBOi /IHK, koMmMmaeMmMeHTapHa HIEBHIN
OiA9HIIIT TeHa abo XpoMocoMHU. 30HAAMHU MOXKYTH CAYKUTU
nocaimoBHocTi JHK, BuOiaAeHI 3 TeHOMYy INTYYHHM YHHOM,
CHHTE30BaHi a00 KAOHOBaHI 3a AOIIOMOI0I0 DaKTepiaabHUX IMAA3MIL
abo iHmuMu crnocobamu. [lag FISH-merony 30HAM MITATH 6Gi0THHOM
ab0 AUTOKCHUTEHIHOM, 0 SKHX IIOTIM ITPUENHYIOTBECI PAYOPECITEHTHI
OapBHUKH.

Metoa MICTHUTH Takxi eTaru:

1. FoTyroTk mpemnapar meradaszHux, nmpomeradazHux abo
iHTEepda3HUX XPOMOCOM.
2. Ilpemapat o6pobAgiOTH Ayramu. [1pu 11bOMYy BigOyBa€eThCs

nenarypaitis JTHK, To6To po3puBatoThCs BOAHEBI 3B’43KH MiXK IBOMA
AaHItoramu /1HK.

3. Ha ckao kamarots [AHK-30HAM. 30HOU 3’€AHYETBHCS 3
KOMIIAEM EHTAPHUMHU IIOCALTOBHOCTSIMU JHK XPOMOCOM.
BinbyBaeThcsa Tak 3BaHa ridpuauiailis — 3’€HaHHS 3a ITPUHITUIIOM
KOMIIAEMEH-TAPHOCTI HYKA€IHOBUX KHCAOT, BHUIIACHUX 13 PI3HUX
mxepea: [IHK mamienra i JIHK 3o0Haa.

[Ipenmapar BimMUBalOTh Bifl HAOAUIIKY 30HOA, 0OPOOASIOTH
dayopecieHTHUMU OapBHUKAMH (IKi ITPUEAHYIOTHCA 40 0ioTHHY abo
JUTOKCUTEHIHY): poaaMiH ma€e dYepBOHE CBITiHHA, QAI0OpecCIeiH
130TiOIlaHAaT — 3€A€HE CBITIHHS

4, [IpemapatT BUBYAIOTH i AFOMIHECIIEHTHUM MIKPOCKOIIOM.
[irngHKHU XpoMocoM, fe Bimbyasacd riOpuausalrisa i ge 3HaXoOaThbCs
30HU, JAIOTh BUIE3a3HA4YE€HE CBITIHHA.

Y KAIHIYHIFM T€HETHUIl METOH BUKOPHUCTOBYIOTH A IIIBHUIKOIL
[iarHOCTHUKHU XPOMOCOMHHUX XBOPO0O, ITOB’I3aHUX 31 3MiHOI0 KiABKOCTI
XpOMOCOM B iHTepda3HUX dApax, a TaKOoXK [OAS [JiarHOCTUKHU
MIKpOAEA€Iif, MIKpOAyIAIKaIii 1 CKAaQ@HUX  XPOMOCOMHHX
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riepebymoB. Po3pobaeHO pi3HI THUOHM 30HAIB: OO0 IIEBHOIO AOKYCY
XPOMOCOMH, OO TEAOMEPIB, OO0 PI3HUX AOKYCIiB OAHI€l 1 Tiei K
XPOMOCOMH, A0 IIEHTPOMEPIB ITIEBHUX XpoMocoM. Tak, CHHTE30BaHO
3oHOU A0 LeHtpoMmepiB 13, 18, 21, X 1 Y xpomocom. Ix
BUKOPHUCTOBYIOTH JIAS IITBUIKOI ITPeHATAABHOI MIarHOCTUKN HaMOIABIIT
PO3MOBCIOI2KEHUX XPOMOCOMHUX CHUHAPOMIB B iIHTepa3HUX KAITHHAX
BOPCHH XOpioHa abo aMHIOTHYHOI PiAUHH.

BusHaueHHs1 cmameeoz0 XpomamuHy — eKCIIPEeC-MeTO/I, 1110
JIO3BOASIE BUBHAUYUTHU KiABKICTh CTATE€BUX XPOMOCOM, aAe IMOTpedye
OOAABIIIOTO KAPIOTHUIIYBAHHSA AAS IMIATBEPAKEHHS OlarHO3y.

‘(<?b

EdeKTHBHICTD Pi3HHX IIHTOI€HETHYHHX METOAIB Yy
AiarHOCTHILIL XpPOMOCOMHOI IIaTOAOTIi1

BigcoTok XxpoMOCOMHO]1
I1aTOAOTII, SKUH MOXKe OyTHU
. . BUABACHUMU 3
OCHOBHI IIUTOT€HETHYHI ME€TOoU ,
BUKOPHUCTAHHSIM [IaHOi
METOOUKU
KapioTunyBaHHS 3 pyTUHHUM 30 %
3ab0apBAEHHAM
Metoau nudepeHIliaaAbHOTO 3a0apBACHHS 60 %
MeTagazHUX XPOMOCOM
Metonu mocaimzkeHHs rTpoMeTadaszHux
XpoMocoM (audpepeHIliarbHE 75 o
3ab0apBAEHHS 3 BUCOKOK PO3IiABHOIO
30AaTHICTIO)
MoAeKyAIPHO-IITUTOTEHETUYHI METOAU lo 95-99 %
(FISH-meTon)

X-cmameeuil xpomamut (Tiablig Bappa). OgHa i3 X-xpoMmocoM
KiHOK IHaKTUBYETBCA 1 cripaaidyerbca Ha 16-19-ty  moly
eMOpioHaABHOTO PO3BUTKY, a [Apyra 3aAUIIaceTbCcs aKTHUBHOIO.
CripaasizoBaHa X-XpoMocoMa IOMiTHA B SApPax COMaTUYHUX KAITHH Y
BUTASII TeMHOI, mobpe 3abapBaeHOI Trpyaku. B emnireaiaabHHX
KAITMHaxX (i3 CAHW30BOI IIIOKH) TPyAKH CTaATEBOTO XPOMAaTHHY
PO3TAIlIOBYIOThCA Iifl AEePHOI0 MeMOpaHOm. Y 3KIiHOK cTaTeBHUM
XpoMaTUH 3HaXoAaTh OiabIlie SK ¥ 20 % KAITHH, y YOAOBIKIB — B HOpPMi
BiaCcyTHiN. Y HEUTPO(IABHUX A€MKOITNTAaX TiAbld Bappa maroThs Buf
bapabaHHUX MAAUYOK, sIKi B HOPMi yV 3KiHOK BHUABAAIOTECA B 1-2 %
AEUKOIIUTIB, a Yy YOAOBiKiB BiCyTHI.
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Meron BUKOPUCTOBYIOTD:

— Al eKCIIPEec-AiarHOCTUKU XPOMOCOMHHUX XBOPOO, ITOB’SI3aHUX i3
3MIHOIO KIABKOCTI1 X-XPOMOCOM;

— SIK €KCIIPEC-METO/, AIarHOCTUKHU CTaTi HpUu repMmadpoauTHU3Mi;

— V CyOOBiM MEOUIIUHI OAsI BU3HAYEHHSI CTATE€BOI ITPUHAAEKHOCTI
dparMeHTiB Tpymna AIoaAuHU (Tiablig Bappa mobpe 36epiraroThbcd B
XPALIOBIY TKaHUWHI).

Y-cmameeuii xpomamuHr — 1€ iHTEHCUBHO (PAYOPECITifoIoda
MIASTHKA JOBIOTO IlAeda Y-XpPOMOCOMH B iHTepda3HUX aapax. Moro
MOXKHA BH3HAYUTH B OyKaabHOMYy 3CKpiOKy, aAedKommTax
nnepudepudHoi KpoBi. [Ipemapar 3a0apBAIOIOTHL (PAYOPECIHEHTHUM
OapBHUKOM akKpUuXiH-irmpuToM. [1ig AfoMiHEeCIIEHTHUM MiKPOCKOIIOM Y-
XPOMAaTHUH BUSIBASIETHCH B I/IP1 KAITUHU SK SICKpaBa [IAdMa J1aMeTPOM
0,3-1,0 MKM. ¥ 940AOBIKIB B HOpPMioaHa rpyaka Y- xpomaTtuny. Merozn
BUKOPHUCTOBYETBCS OASI €KCIIPEC-AiarHOCTHU CHUHAPOMY IoaAicoMii Y.

S. MoAekyASTpHO-T€EHETUYHI MEeTOAU

MoOAEKYyAIPHO-T€HEeTHYHIi METOOH (meTOoZH AHK-
nmiarmocTuxu) lle BeanKa 1 pi3HOMAaHITHA TpyHa METOIIB,
IIpU3Ha4Ye€Ha OAS BHABACHHSA Bapiallii y CTPYKTYPl AOCAIIXKYyBaHOL
miangaku JIHK ITokazauug no [JIHK-agiarHoCcTHUKHY:

1. IlinTBepA>K€HHS KAIHIYHOTO [OlarHO3y MOHOI€HHOIO
3axXBOPIOBAHHS Ta YTOYHEHHI THUILy MyTallii.

2. [IpecumMnToMaTU4YHAa AIaTHOCTUKA — KOAU KAIHIYH1 O3HaKU
3axXBOPIOBaHHSA 3 ITi3HIM Ae6I0TOM Bi[ACYTHI.

3. BugaBAeHHA TeTE€pO3UTOTHUX HOCIIB MyTallll y BHIIagKax
ayTOCOMHO-pPELleCUBHUX abo  34uenAeHux 3  X-XPOMOCOMOIO
3axXBOPIOBaHb

4, [IpeHaTaAsbHa AiarHOCTUKA MOHOT€HHHUX XBOPOO.

5. JliarHOCTHUKA IpeiMIIAaHTallilHa.

6. BuasaenHuga reHeTU4YHO1 CXUABLHOCTI 0
MYABTU(AKTOpPiaAbHUX 3aXBOPIOBAHb.

7. [nenTudpikamii ocobm (reHOMHa MOAaKTHAOCKOIIH) i

BCTAaHOBAEHHS CHOPIAHEHHS B CYOBIM MEOUIIHHI.

8. JliarTHOCTH KA OHKOAOTIYHUX 3aXBOPIOBaHb.

9. Y KAiHIYHINA QapMakOT€HETHUIl A BU3HAYEHHS TUILY
MeTab0AI3MY AIKapChKHUX ITperapaTiB.

10. HdiarHOocTHKA iHQEKIIINHNUX 3aXBOPIOBaHb (BUsiBA€HHsI JJTHK
abo PHK 36ynHuKa

11. [Jasa BuU3HaA4YEHHS CTIiHKOCTI 30yAHUKIB iHQEKIIHHUX
3aXBOPIOBaHb 10 aHTHUOIOTUKIB. PopMyBaHHsI CTiHKOCTi ITOB’d3aHe 3
MyTalliiMU [I€BHUX T'€HiB, sKi MOXKHAa iAeHTU(IKyBaTH.
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12. Y mepcrnekTuBi — AAS CTBOPEHHS M€HETHUYHOIO IIacropra
OyIb-sIKOi AFOUHU.

JAsT MOAEKYyASIpPHO-TEHETUYHOI AIarHOCTUKH BUKOPUCTOBYIOTH
OyIb-sIKi SAPOBMIiCHI KAITUHH.

— JIad [OiaTHOCTHKHM CIaOKOBOIO 3aXBOPIOBaHHA 4YacTillle
6epyTh KPOB (AEUKOITUTH), pifillle 3MUBH 3 IOPOKHUHU POTAa, BOAOCSIHI
doAiKyAH.

—  [ag mpeHaTaAbHOI JiaTHOCTHUKU IIPOBOAATEH XOPIOIIEHTES
(oTpuMaHHA BOPCHUHYACTOI OOOAOHKHU — XOPiOHA), MAAIl€HTOIIEHTE3
(oTpuMaHH4 TKAHWHU IIAALIEHTH), aMHIOIIEHTE3 (OTPUMaHHA KAITHH 3
aMHIOTHUYHOI PIAYHH), KOPAOLIEHTE3 (OTPUMAaHH4L IIYIIOBUHHOI KPOBI).

— [aa pmoiMIIA@HTAINIMHOI AiarHOCTHKH — OaacToMep abo
IOAPHE TIABIIE.

— Y cymoBi#t MemuIuHI aas igeHTHuddiKalii ocoon — 0yab-sKi
TKaHUHU (IA9MU KPOBI, IIKipa, CII€pMa TOIO), AAd BCTAHOBAECHHS
CIIOPiAHEHHS 3a JOIIOMOTOI0 METOMIB JaKTHUAOCKOIIii — KPOB.

—  JAg giarHOCTUKUY iH(EKITIHHUX 3aXBOPIOBAHb — 3CKPiOKYU 3
MIiXBH, ypeTpH, OpOHXOAETEHEBI 3MHUBHU, CUPOBATKY KPOBi, KYABTYpPH
30y IHUKIB.

—  [IAsg 0iarTHOCTHUKHU OHKOAOTIYHUX 3aXBOPIOBAHb — Y€PBOHUMU
KICTKOBUM MO30K TOIIIO.

— A miaTHOCTHKH MITOXOH/IPiaABHHUX XBOPOO OCHOBHUM
mxepeaoM [JHK € Oiorrratr m’sa3iB.

Emanu dHK-diazHocmuxu 3 6UKOPUCMAHHSM
nonimepas3Hoi naHyro20601 pearxuyii (IIAP).

MeTton 6yao po3pobaero B 1983 p. K. Mioaaicom (CIIIA); 3a #ioro
Po3pobKy B 1993 p. tiomy 6yao npucymakeHo HobeaiBCbKy Ipemito B
raay3i 6iosorii i MmeguIuHU. BUuaiasgioTh Taki eranu: euoiieHHs /JHK
(MeTomaMu Ai3HCYy KAITUH 3 TIOJAABIIIUM OYHUIIEHHSAM Bin 0iAKOBHUX
KOMIIOHEHTIB) Ta BAACHE NOJMepasHy JIAHUK208Y peaKuyiro, sKa
103BOAsIE BUDOIPKOBO aMIIAipiKyBaTH (baraToKpaTHO peaylAiKyBarh)
HeobOxinHy niagauky JJHK B MmiabiioHU pas.

HeobximHoIO yMOBOIO mOad IipoBeneHHA I[IAP € 3HaHH4A
HYKA€OTHIHOI TocaimoBHOCTI Aiaduku JITHK, ockiabku crerimdpiuauit
BUOIp Iliel MIATHKH 3MiHCHIOETHCH IIIASIXOM TiOpUAM3allii MaTpPUYHOL
JAHK 3 aBoMa HITYYHO  CHHTE30BaHHWMU  IIpaiiMepamMu
(oairoryKA€OTUAHI TTOocAimoBHOCTI [JHK rKommaemeHTapHi 3’-KiHIIEM
aM11AipiKoBaHOI AIASHKHY Ha 3MICTOBIH i aHTH3MicTOBIY HUTKax /[IHK);
BiAcTaHb MDK OpaliMepaMyd BHU3HA4Ya€ OOBXKUHY CHHTE30BaHUX
dparmenTiB [JJHK. Mo cyri, metron ITAP iMmiTye mpupomHuii mmporiec
penynaikaiii JIHK. o ckaagy peaxiriiiHoro po3dyuHy BBoadaTh [JHK
ob6CcTeXKyBaHOI AIOVHY, YOTUPU BUAU HyKaeoTuaiB [IHK, a Takox
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TepmocTabianbHy [HK-1mmoaimepasy (Tag-mmoanmepasy), sika 36epirae
CBOIO aKTHUBHICTH IIPH BHCOKIH TeMmeparypi (omTuMym poboTu —
72°C.). ®epmeHT OyA0 BHUOiAeHO 3 Oakrepit rapsumx mxepea (T.
aquaticus).

[IpoBeneHHS peakllii 3MiNMCHIOETHCS IIMKAIYHO B CIIEIiaAbHIM
OydepHi#l cymilli 3 IeEBHUMHU KOHIIEHTPAIlIIMHU i0HIB Kaailo, XAODY,
MarHito i TouHuM 3HadeHHaMm pH. Lluka mae mpu ¢gpasu:

1. Henarypaiia (cymimr HarpiBaroTh o 90-95°C). [AHK
IIEPEBOAUTHCS B OJJTHOHUTKOBY hOpMY.

2. lopuauszaiiga (CyMiml oxXOoAOmXKYIOTH 1m0 45-60°C),
npaiMepu 3’€THYIOTBCI 3 KOMIIAEMEH- TapHUMU giasHKamu JHK.

3. CuHres (cyMmilll 3HOB HarpiBatoTh 110 72°C): TepMmocTabirbHa
JHK-mmoaimepasa cuHTe3ye nodipHiii aa”igor J[HK Big wmiciga
ribpuauianii npatimepa y Hampami 3-5’. [lpu mnpomy mnpatimep
BKAIOYAETHCH 0 CKAQAQy HMIOMHO CUHTE30BaHOI MIASHKH HYKAETHOBOL
KHUCAOTHU. ¥Y IIOJAABIIINX ITUKAAX IIIOMHO CUHTE30BaHi MoAekyAu [JHK
CTalO0Th, Y CBOIO YEPTry, MATPHULIEIO JASI aHAAOTIYHOIO CUHTE3Y HOBUX
KOITIM.

CyMill cTaBASTBH YV CHEIliaAbHUU IIpHAad — TEPMOLIMKAEP, abo
aMmraiigkaTop. Y HBOMY aBTOMaTUYHO BimOyBaeTbcs 3MiHaA
TeMIlepaTyp, HEOOXiAHUX OAs peakilii. YKo ysaBUTHU co0bi, III0 B
peaxiliiiHiii cyMinri 3Haxonuaacsa onHa Moaekyaa [IHK 3 miagHKOLO,
Ky HEO0OXiTHO PeAYTIAIKYBaTH, TO ITiCAT IIEPIIOTO IIUKAY OAEPKYIOTh
2 MOAEKYAH, ITIICAd APYroro mUKAy — 4 Toio. KiabKiCTh BKa3aHNX
nukaiB B [IAP cranoButhk 3a3Bu4ai Big 25 go 30. Y pesyabTarti
KiabKicTh Korritt /IHK 30iabIIyeTbcs B MiABHOHU pa3iB.

AHanis odeprcanux pesynoemamie. PparMeHTH 3 HOPMAABHOIO
1 MyYTaHTHOIO IIOCAIJOBHOCTSIMU MOXKYTh BIApI3HATHCA 3a
€AeKTPOPOPETUYHOIO PYXAUBICTIO, TOMY YacTO IIPOBOAUTHCS
erekTpodopes  ammaipikoBaHux GparMeHTiB v  reai.  [aga
imerTudikarii amnaidikoBaHux @parMeHTiB MOXKYTh OyTH
BUKOPUCTaHI Memoou ceK8eHYy8aHHsl, a TaKOXK Mmemoo ajleslb-
cneyugpiuHUX ONi20HYK1eomuoig, AKUH TPYHTYETHCS Ha Tibpuau3artii
am1iaidpikoBaHux pparmenTiB [IHK 3 Mid€eHUMU OAITOHYKAEOTHUIAMH,
KOMIIA€EMEHTAaPHUMH HOPMaAbHiH abo MmyTaHTHi# mocaigoBHocTi [IHK.
[IpukaamoM Takoro nigxony € 3acrocyBaHHda [JHK-uumis.

Moaudikauii ITAP:

MynemunnexcHa (mynemunpatimepHa) IIAP — TpyHTY€EThCSI Ha
ogHOYaCHiM ammaijikailii B oOAHIM peaklilii KIABKOX €K30HiB
J[IOCAII>KYBaHOTO T'eHa abo KiAbKOX oparMeHTIiB pPi3HUX TI'eHiB, III0
JT03BOASIE TIPOBOAUTU EKCITPEC-CKPUHIHT HAaMOIABIIT YaCTHUX My Tallill B
reHi abo BUSIBASITH BOAHOYAC MyTallil B Pi3HUX IeHaxX.
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Aneno-cneyugiuHa  amnaigikayis — ~ TPYHTYEThCAd  Ha
BUKOPHCTAHHI PI3HUX IIpaliMepiB, OOAUH 3 9KUX KOMIIAEMEHTApPHUMI
HOPMAaABbHIN, a Apyrud — myTaHTHiN nocainoBHocTi [IHK. B pe3yabTari
TaKOl peakllii B PO34HHi1 CHHTE3yeThcd ABa pi3HOBU AU [IAP-tipoaykTiB
—HOPMAaAbHI 1 MyTaHTHIi, III0 PO3PI3HSIIOTHCHA 3a CBOEIO JOBXKHUHOIO.

Memoo caiim-cnpsimosaHoi moougpikauii amnaigpikoearoi /[HK —
TPYHTYEThCA Ha BUKopuc- TaHHI B [IAP cnenudiunoro mismatch-
npairiMepa, BIAMIHHOTO Bil MATPUYHOI IIOCAITIOBHOCTI HA 1 HYKAEOTHUL,
B pe3yabTaTi BKAIOUEHHS TaKOTO IIpaiMepa A0 CKAaIy MYTaHTHOIO
IIAP- mipoaykTy B HBOMY yTBOPIOETHCH LITYYHO CTBOPEHHUMN CauT
PECTPHUKILL OAS OMHIET 3 PECTPUKTA3, 10 H03BoAde nmpoBectHu [IHK-
J1arHOCTHUKY 34 AOIIOMOTOI0 PECTPUKIIIMHOIO aHaAi3y.

[cHyIOTE crtoco6u poBeneHHs [TAP, sKi T03BOAIIOTE BUBYATH HE
TiabKU [IHK, aane 1 PHK. Ile BaxkauBo nipu gocaiazxkenHi PHK-BMmicHux
BipyciB (perpoBipycHu, 3okpeMa BIA, Bipyc renarutry C, rpuny A
TOIII0.), a TAKOXK IPHU aHaai3l eKCIIpecii pi3HUX I'€eHiB B OpraHi3Mi.
[TomibHI MeToAUKU 3a3BUYall BKAIOYAIOTH ABa e€Talld: 3BOPOTHY
Tpauckpumitimo i [IAP ma marpuii ogepzxkaunoi IHK.

IIAP y peanvHomyuaci. Lleth metTon He moTpedye eaeKTpodopesy
MIPOAYKTIB aMIIAidpikallii B arapodHoMy abo ImoAiakpuAaMiZHOMY TeAil.
Peectpaitiss HagBHOCTi ab0 BiZICyTHOCTI ITPOAYKTIB aMIIAidiKallii Moxke
3OifiICHIOBATHUCH MOBOMa MHIAIXaMH: peecTpalli€lo ¢AI0OpecIIeHITii
IIPOAYKTIiB aMIAidikallii abo 3a xapakTepoM TeMIIEPATyPHUX KPHUBHUX
eTarry BillaAy, sIKi 3aAeKaTh Biy HagBHOCTI a00 BiZICyTHOCTI ITIYKaHOi
JHK-minteni. 3acrocyBann4a IIAP y peaabHOMY 4aci JO03BOAI€ 3HAYHO
320MIJUTH Yac 1 CKOPHUCTATHCH IIepeBaraMy «3aKpHUTOI CUCTEMID,
OCKIABKH He IOTPiOHO BiAKpHUBaTH IPOOiIpKHU 3 PeaKIliii HOI0 CyMIIIIIITIO
(3ar1obiraHHSa MOXKAMBOCTI KOHTaMiHallii ycTaTKyBaHHA i MaTepiaaiB
NpOoAyKTaMHu aMIaijikallii i BHHUKHEHHS XHUOHOIIO3UTHUBHUX
pesyabTatriB. Meron real-time PCR 0cob6AMBO mepCIeKTUBHUM ITPU
[iaTHOCTUIII BipyCHHX i OakTepiaabHUX iH(EKILH.

IIpami i Henpami meToau NHK-niarHOCTHKH:

1) IIpsama JHK-giarHocTHKa riependadace BUIBACHHS My Tallii
B JOCAIIZKyBaHOMY I'eHi; 1A Hel HeoOXiTHO TOYHO 3HATHU CTPYKTYPY
reHa (a00 KOHKPETHOI MIATHKY TeHa 3 MYTalli€lo).

2) Henpsima [1arHOCTHKA BUKOPUCTOBYETHCH Ipu
3aXBOPIOBaHHSIX, KOAU I'eH KapTOoBaHUM, are OyqoBa reHa, xapakTep
MyTaliii B HbOMY HenocTaTHbO 3’sicoBaHi. CyTk HenpsmMmoi [JHK-
J1arHOCTUKHU IIOASITAE B aHaAl31l yCIIaAKyBaHHS Y XBOPUX 1 3J0POBUX
YAEHIB CiM 1 ITOAIMOP(PHUX FreHETUYHUX MapKepPiB, 34EelIA€HUX 3 TEHOM
XBOpOOU (TOOTO sAKi po3TalloBaHi y CYCiAHIX AOKycaxX B XpPOMOCOMI i
YCIIaAKOBYIOTHCS 3UEIMIAEHO — 3a 3aKOHOM Moprana). B akocTi Taknx
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MapKepiB MOXKYTb OyTH CaliTU PECTPHKILI OAS TEBHUX PECTPUKTA3,
noAiMopdi3M MiHIiCATEAITHUX 1 MIKPOCATEAITHUX ITOCAIJOBHOCTEH.

rL

6. Meron nepMmatoraidiku

MeTon mepmatoraicdhiks 3aCHOBaHUYM Ha BUBYEHHI PUCYHKA
IIKIpU Ha IIaAblgX, JOAOHSX 1 MimolnBax. BUBYeHHS y30piB Ha
HOAYyIIeYKaX IMaAbI[IB HA3UBAETHCI JAKTUAOCKOIII€I0, HA JOAOHAX —
IIAaABMOCKOIII€I0, Ha ITiA0IIBaxX — IIAQHTOCKOIIi€r0. Oras 3ruHaAbBHUX
CKAQIOK ITPOBOAATH HE030poeHUM OKOM. [lamiagpHi AiHii B rpyaHOMY
Billi JOCAIIZKYIOTH 32 OTIOMOTOIO 3- a0 S-KpaTHOI AyTTH. Y Meaud-Hil
FeHETHUILI METOL BUKOPUCTOBYETHCH AK IOITOMIDKHUM OAS A1aTHOCTUKH
XPOMOCOMHUX XBOPOO.

OcobauBocTi amepmaroraidiru npH XPOMOCOMHHX
XBOpoOax:

1)  YorupunasblieBa IIOIIEPEYHA JOAOHHA CKAQKA.

2)  Kiabka ayr Ha maablsgIX pPyK.

3) PamiaapHi rmeTai Ha 1, 4 abo S5 maAbIIX KHCTI.

4)  [AucrasbHUM OCBOBUM TpuUpamliyc, 30iablIeHHs KyTa atd.
5) Aninazis mignmasblieBUX TPUPAIIYCiB.

6) [TommepeuyHa 3ruHaABRHA OOpPO3HA HAa ITiAOIIIBI.

7)  HdyroBuil y30p Ha moai | maabiig miziomsHy.

7. BioxiMI9YHI MeTOIH

O0’ekraMu 6ioXiMi9HOI HiarHOCTHKH (IIEPEBaKHO CIIAIKOBHX
XBOPOO 0OMiHYy pe4OBUH) MOXKYTE OyTH ceua, IIiT, IAa3Mai cupoBaTKa
KPOBI, KpPOB BHUCyIlIEHa  Ha xpoMarorpagiduaomy  abo
PUABPTPOBaABHOMY IIallepi, CIMHHOMO3KOBa piAWHA, aMHIOTHYHA
pionHa, KyAbTypa KAITHH. JKINo crenudivHuil gedpeKT pepMeHTy
IPU3BOAUTH M0 HAKOITUYEHHS METa0O0AITIB 3 HU3BKOIO MOAEKYASTPHOIO
MAacOl 1 BHCOKOIO IIPOHUKHICTIO, BOHU MOXYTh BHUXOOUTU B
MIZKKAITHHHHUE ITPOCTip. HHU3BbKOMOAEKYASIPHI METabOoOAITH MOXKYTH
OyTu ineHTH(]IKOBaHI B TAa3Mi KPOBi a00 cedi 3a IOTIOMOTOI0 Pi3HUX
METOMUK: iHTi0ilia pocTy O6akTepii, TOHKOIIapoBa XxpoMaTtorpadis,
razoBa xpomartrorpadid, piiuHHa xpoMarorpadisi, CIEeKTPOMeEeTpid
TOLLIO.

JKIO MeTaboAITH MalOTh BEAUKY MOAEKYASPHY Macy, BOHH
HaKOIMUYYIOTHCH B KAITHHAX, IIPUBOASYHU 00 30iAbIIIEHHS OPTaHOIIIB i
IIOABU BaKyoAel. 3axBOoproBaHHS, IIOB’sI3aHi 3 MOPYILIEHHSIM
KaTaboaizMy  KPYIIHHUX  MOAEKYA,  [JiaTHOCTYIOTBCH  IIIAIXOM
BU3HAUYEHHsI aKTUBHOCTI PePMEHTIB B TKaHUHaX ab0 KAITUHAaX.
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[MpuHIIMOH OioXiMiYHOI  OiarHOCTHUKHU IPYHTYIOTBCA Ha
rnaroreHesi gepmeHTonartii. Bounn MoxyTh OyTH CIIpgMOBaHi Ha
BU3HAYEHHS:

1) HaaMipHOi KIABKOCTI pPEYOBHHHU, MeTaboAi3M gKoOi
IIOPYILIEHUH;

2) aHOMaAbHUX MeTaboAiTiB B KPOBI i cedi;

3) AedilUTy HOpMaAbHUX MeTabO0AITIB;

4)  aKTUBHOCTI (pepPMEHTY, III0 BiAIIOBiTa€ 3a MeTabOAIHUM
IIASIX.

[udepeHitianbHa AiarHOCTUKA (pepMeHToIlaTiii 3a KAIHIYHOIO
KapTHHOI, OCOOAMBO y HOBOHAPOIKEHUX 1 OiTed PaHHBOIO BIiKY,
YTPYAHEHA, OCKIABKH CXOXY KAIHIYHY KapTHHY MOXKYTb MaTH Pi3Hi
depmenTomnaTii. [le 06yMoBHAO HEOOXiMHICTE CTBOPEHHS CIIEIliaAbHUX
TECT-IIporpam.

BioxiMi4YHYy AiaTHOCTHKY, 9K IIPAaBUAO, IPOBOASTE B ABa €TaIlU:
1) mnepBUHHA OlarHOCTHKA (CKPUHIHT); 2) yTOYHEHHS OiarHOo3y.

CKpUHIHT MOXKe OYTH CEAeKTUBHUM abo MacCOBHUM.

CenexmusHuUll 610XIMIUHUT CKPUHIH2 TTPOBOAUTHCS CEPEN TPYII
OiTeH 1 JOPOCAMX 3 KAIHIYHUMHU O3HAKaMHU CIIQAKOBOIO AedeKTy
06MiHYy pedoBHH. MneTbcsa mpo «IIpociloBaHHS» KOHTUHTEHTIB [IiTei
abo mopocAuX, cepen AKX MOXKHAa 3 BUCOKOIO BipOTiAHICTIO YeKaTH
XBOPHUX i3 CIaAKOBUMH XBOpobaMu oOMiHY.

IlokazaHHS OAST CEAEKTHBHOTIO CKPUHIHTY:

1)  3IIPy gire¥t paHHBOTO BiKy, PO3yMOBAa BiZICTaAICTh y AiTeH
CTapILOro BiKY;

2)  HEBPOAOTIUHi MOPYIIEHHS (CyZOMH, 3HUKEHHS M S930BOI0
TOHYCY, CIIaCTU4YHI Tapesu);

3) [OUCIeNcUu4YHi SBUIA, HEMNEPEHOCHUMICTh  OKPEMHUX
OPOAYKTIB 1 AIKIB;

4)  mopyuieHHs Pi3UYHOI0 PO3BUTKY AiTeH (3aTPUMKa MacH Ta
pocty, nedopmailis KiCTOK T.);

5)  iHmI cuMmnTomu dpepMeHTOIATIH (KaTapakTa, IOPYILeHHs
CAYXY, 30pY, CHeIIMPIUHUM KOAIp i1 3am1ax cedi, IIKipHi ITPOsSBU TOILIO).

Y CceAeKTHBHUX IIporpaMax MOXyTb BUKOPHCTOBYBaTHUCS AKICHI
1 HammiBKIABKICHI MeToau, MaTepiaa — ceda abo KpoB. [Ipu migo3pi Ha
HasIBHICTh CIIQAKOBOI ITATOAOTii OOMiHYy PEYOBUH y IEPIILYy Yepry
OPOBOAUTHCA CEYOBHM CKpPHUHIHT. [Iad CEY0OBOrO CKPUHIHLY
BUKOPHUCTOBYIOTh 15- 20 MpPOoCTUX SKICHUX PEaKIlii, IKi OXOIIAIIOTh
MaKCHUMaAbHO IITUPOKUMN Kpyr MeTraboaiuHux aedpekriB. Lli peaxirii
CIIPSIMOBaHiI Ha BUSBAEHHS MeTabOAITIB, I1I0 XapaKTEPHi A I1iA01
TPyIIN 3aXBOPIOBaHb.
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IIpuKAaAH NIPOCTHX AKICHHX €KCIIpec-TeCTiB, IO
BHKOPHCTOBYIOTH IASI CEHOBOr'O CKPHHiHTYy

Tect 3axBOpIOBaHHA Koaip ceui
deHIAKETOHY IS

TeMHO-3eA€eHUH

[Tpob6a deainra AAKanToHypisa ..
3eaeHUH, IBUAKO
(rect 3 FeCl3) XBopoba KAEHOBOTO 2 . :
3HUKarw4duii Koaip xaki
cupony

Lykp. miaber, raikoreHo3s I,
III, IV Tumy, xBopoba

KA€HOBOTO CHPOII
[Tpoba Aeraast Ha PoILy;

N MiTOXOHIPiaAbHI XBOPOOH, YepBOHUIM KOAIP
KETOHOBI TiAa
HHOPY-
IIIeHHsI OOMiHY OpraHigYHHUX
KHCAOT
Tect Ha deHIAKETOHYPId,
KETOKHCAOTHU xBOpoba KoBTUl KOAIp
3 2.4- KA€HOBOI'O CHPOILY, pi3HOI

OUHUTPOPEHIA- TICTUOAUHEMIS, 1IHT€HCUBHOCTI

TiApasvuHOM [TpaH3UTOPHA TUPO3UAYPIs
LykpoBuii giaber,
BPOIKEHA HEIIe-

oo6a PEHOCHUMICTh AQKTO3HU Ta Koaip Bapiroe Bif
BCHE,ZLI/IKTa dpyKTO3U, IIUCTUHO3, 3€A€HOTO 10
raaakTO3€eMid, HUPKOBa OpPaHZKEBOTO
TAIOKO3YPisi, CHHIPOM
DaHKOHI
1aHia- . . .
Hilfl:lponpyc— I'omonucTunypid, 3eAeHUN KOAIp
CHIHIH TecT [IUCTUHYPI4, P13HO1
Bpanzma rinepaMoHieMisa 1IHT€HCUBHOCTI
. Tupo3nHO3
Tect MianaoHa (HA P . .
DIABTDYE raAaKTO3€EMid, YepBOHO-OpaHXKEBUH
Harepi) ' IIUCTUHO3, XBopoba KOAIp
P XapTHyna

Crilike IypIiypoBe
KiAblle Ha OAAKUTHOMY

doHi

Tect Beppi (Ha Jleqgaki TUIIHU

q)IABpr.B' MYKOIIOAICaxapH103iB
rarnepi)

[Ipu mimo3pi Ha MNOpPYIIEHHsS II€BHOI AaHKU MeTaboaisMy
IIPOBOAUTLCA  [AiaTHOCTHKa 34  [AOIOMOIOI0  TOHKOIIIapOBOI
xpoMmarorpadii aMiHOKHCAOT, AilTiZIiB, BYyTA€BOMIB, Ta OAirOCaxapUaiB;
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KIABKICHE BHU3HA4YE€HHA T'AIKO3aMIHOTAIKAHIB Ta CE€4Y0BOI KHUCAOTH B
cedi.

B pani BUNAAKIB AAd CKPUHIHTY MOOCAIKYIOTH KpoOB. Takx,
METOMOM eAEKTPO(OoPe3y BUSIBASIIOTHCA NePEKTH 0OMiHY I'eMOTAODIHY
(remoraobiHomarii); mpuU IiMO3pi H MITOXOHAPiaAbHI XBOpPOOH
BHU3HAYaIOTh BMICT [IipyBaTy 1 AaKTaT; TOHKOIIIapoBa XpoMaTorpadis
aMIHOKHCAOT BUKOPHUCTOBYETBHCSI OASI AIATHOCTHUKH aMiHOAIUaypid.

KinnieBu#i eran 6ioxiMidyHOi [OiarHOCTUKU — 1le TOYHA
BepuUdikaltis 3axBOpPIOBaHHA.  [laga YTOYHEHHS  [larHOo3y
BUKOPHCTOBYIOTH KiABKICHI BUCOKOTEXHOAOTIYHI MeTOaU 6ioXiMiqHOI
[iaTHOCTUKU. Tak, IOAs BUSABAEHHS CIIAQIKOBUX ITIOPYIIEHL OOMIHY
OpradHigyHUuX KHCAOT, JKUPHUX KHCAOT, aMiHOKHUCAOT,
MIiTOXOHAPIaABHUX XBOPOO BHKOPUCTOBYIOTH METOOM Ta30BOl
xpomartorpadii 1 MacC-CIIEKTPOMETPIi; AL BU3HA4YEHHI
aMIHOKHCAOTHOIO CHEKTPYy KpOBI 1 cedi - aMiHOKHCAOTHHUU
aMiHOaHaai3aTop; KIABKICHA piguHHaA Xpomarorpadida -— [Oad
[iaTHOCTUKU XBOpPoO 0OMiHY OpraHidYHUX KUCAOT, aMiHOKUCAOT,
MiTOXOHApPiaAbHUX  XBOpPOO, TMOPYIIEHHd IIUKAY  CE4YOBUHU,
KOAOPUMETPUIHUHU METOO — [OAS BU3HA4YEHHS PIBHS OPOTOBOI
KHCAOTH B Ce€dYi, [Ad [JiaTHOCTUKU IIOPYIIEeHHS OOMiHYy CE4YOBOi
KHUCAOTH, [Ad [JIarHOCTUKHU PLAy XBOpPoO KOPUCHUMH €
xXpomaTtorpadid Ha i0OHO-OOMIHHHX CMOAaX, METO Ta30-PiauHHOI
xpomarorpadii Ta  iHIIL.  AKTHBHICTB  (QepMeHTy  MOXKe
OOCAIMKYBaTUCh B KyABTYpPi KAITUH  (Ail30cOMHiI  xBopoOwH,
MYKOIIoAicaxapuao3).

[ag miaTBepOKEHHS AlarHO3y MOTYTh BUKOPHCTOBYBATHCH HE
TIABKU OiOXiMigHI MeTomu, ase ¥ IIHUTOXIMIUHI, MOAEKYASPHO-
reHeTUYHi MeToaM, OioIicid TKaHUH Ta OpraHiB 3 II0JaAbIINM
JOCAII>KEHHAM TICTOAOTHMYHUX IIperapatriB IIif CBiTAOBHM abo
€AEKTPOHHUM MIiKPOCKOIIOM TOLIQ.

Macoeuii cKpuHiH2z — 16 MacoBe OOCTeXeHHS BCiX
HOBOHAPOMKEHUX 3 METOI0 PAHHBOIO BHUABACHHA Ha MOKAIHIYHIN
cramii  3axBOPIOBaHHS, [Ad  SKOIO  PO3pPO0AEHO  METOoau
IpopirnaKTUYHOrO AIKyBaHHS. PaHHE AiKyBaHHS 3ar100ira€ po3BUTKY
KAIHIYHUX O3HaK XBopobu. OCHOBHI BUMOTU [0 CKPHHIHTOBHX
IporpaM AASI MacOBOT'O HEOHATAABHOT'O CKPUHIHTY:

1. Bucoka gacroTa 3axBOPIOBaHHS B HOIIyAsHii. OCKIABKU
4yacToTa HEeBHUX CIIQAKOBUX XBOPOO OOMiHY Bapiloe y Pi3HUX
IOIIyASIIIX, IIE€PEAIK 3aXBOPIOBAHb MOXKE€ BIAPIZHATUCH y PI3ZHUX
KpaiHaxX Ta eTHIYHUX I'pylax. ¥ OIABIIIOCTI BUIIAKIB CKPUHYIOTHCH
3axXBOPIOBAHHS, 110 3yCTPIYarOThCH B IOIyAsIIi 3 yacToToro 1:10 000
1 gyacrinie (IHOAl — MEHIII OIIUPEHH] 3aXBOPIOBAHHSI).
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2.  3axBoproBaHHA 06€3 CBOEYACHOTO AIKyBaHHS ITPU3BOIUTH
10 TSIXKKHUX MOPYIIEHb 3/I0POB’s, PaHHBOI iHBaAigu3allii.

3. [ToBUHHI iCHyBaTH CII0COOU ITPOiAaKTUYHOTO AIKyBaHHS.

4.  Meroau AiarHOCTHUKHU MalOTh OyTH BHCOKOYYTAUBUMH (HE
JaBaTu XNOHOHETraTUBHUX Pe3yAbTAaTIB), criernPiYHIMHA

(mommyckaeThbCcd HEBEAUKUH BiZICOTOK XMUOHOIIO3UTUBHUX PE3YABTATIB),
€KOHOMIYHUMMU; O0iOAOTIYHUN MaTepias A AIarHOCTHUKHU Mae OyTHu
JOCTYITHUM. ¥ OIABIIIOCTi ITporpaM MOCAIKYIOTh KPOB.

5.  Tun ycrmagkyBaHHS XBopoOu Ta ii maToreHe3 ITOBUHHI OyTH
YiTKO 3’sICOBaHi, [OAS POAWHHU MOXKAWUBE MEIUKO-TeHETUJIHE
KOHCYABTYBaHHS.

6. Burparu  Ha CKpPUHIHT-IIPOTPaMH  HE IIOBWHHI
IIEPEBUIIyBaTH BUTPAT Ha AlKyBaHHA U yTPHUMaHHA XBOPHUX, SKi
CTaAU iHBaAljaMU BHACAIOK JAHOTO 3aXBOPIOBAHHL.

[Iporpama 060B’I3KOBO MIiCTHUTH TaKi eTarru:

1) B3gTTSI OIOAOTIYHOTO MAaTepiaAy OAsS MJOCAIMKEHHS y BCiX
HOBOHApPOMKEHUX 1 JocTaBKa MarTepianAy B  AIarHOCTHUYHY
AabopaTopito;

2) AabopaTopHa IIpociBarodya miarHOCTHKA; 3) yTO4YHIOoHYa
[larHOCTHKA BCIX BUIQAKIB 3 IIO3UTHUBHHUMHU pPe3yAbTaTaMH IIPU
pPOCiIOBaHHi; 4) AIKyBaHHS XBOPHUX 1 iXHS [OuUcHaHcepu3alid 3
KOHTPOAEM 34 XOAOM  AIKyBaHHS; O) MEOUKO-TEHETHUYHE
KOHCYABTYBaHHS CiM 1.

[IporpaMu MacoBOTO CKPHUHIHTY Ha CIIQIKOBiI XBOPOOH, IO
Hiagat0ThCs npodiraKTUIHOMY AIKyBaHHIO, MOXKYTb
3arpoBaKyBaTUCS TIABKH y MeXKax Jep3KaBHOI abo perioHaAbHOL
CHCTEMH OXOPOHU 30POB’d. YKpaiHi IPOBOAUTHCSI MaCOBUM CKPUHIHT
HOBOHAPOMKEHUX Ha (EHIAKETOHYpPilo. 3 ypaxyBaHHSM 4YacCTOTH,
e(peKTUBHOCTI IPOPIAaKTUIHOTO AIKyBaHHS, €KOHOMI4HOI
3HAQYYIIIOCTI IIaTOAOTII BIIPOBAIKYETHCS IIPOBEAEHHSA MaCOBOTIO
HEOHATaABHOI'O CKPHUHIHTY BPO/IXKEHOTO TIIIOTHPEO3Y.

Aeknuisa 14

Tema: [IpodirnaKTHKa Ta AIKyBaHHS CIIaIKOBUX XBOPOO

Ilaan:
1. [lepBuHHAa ITpodirAaKTHUKA
2. BropunHa npodgisrakTuKa
3. [eHETUYHUN MOHITOPHUHT HOIYASIIiH
4. MenuKo-reHeTUYHE KOHCYAbTYBaHHH
S. [IpekoH1enItiiiHa TpodiraKTUKA
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6. IIpeHaTasbHa OiarHOCTHKA
7. IaBa3iiiHl MeToau AlarHOCTHUKHU

OcraHHIMH pPOKaMHU y 3B’3Ky 3 PO3IIU(PPOBKOIO T'€HOMY
AFOJUHU, BUBYEHHSM IaTOM€HE3y CIIaJKOBUX 3aXBOPIOBAHbB 3 IBUAACS
MOXKAUBICTE iX AiKyBaHHs. [IpoTe 6iAbIIiCTE CIIaJKOBUX 3aXBOPIOBAHb
3aAHUIAI0THCS PaTaAbHUMHU, CIIPUYHUHIOIOUH TSXKKY iHBaAiIu3allio Ta
paHHIO CMePTh XBOpUX. Tomy mpodiAaKTHUII CIIaAKOBOI ITaTOAOTI
BiIIa€ThCI CHOTOAHI IIepeBara sik 3a HIMPOTOI0 MOXKAUBOCTEH, TaK 13
€KOHOMIYHUX MipKyBaHb. [IpodirakTuU4Hi 3axonu BUABASIOTHCA
3HA4YHO [CIIEBIINMHU 34 AIKyBaAbHI.

KoxxHa AOAuHAa € HOCIEM PELECHUBHUX IATOAOTIYHUX T€HIB.
Jkmio BpaxyBaTH, IO 3araAbHa KIABKICTh PI3HUX MOHOTE€HHHX
3aXBOPIOBaHb CTAaHOBUTHL 0AU3BKO 4000 HO30AOTIYHUX OAHHHUIIb,
BUSIBASIETHCH, 1110 B CEPEAHBOMY KOXKHAa AIOINHA € HOCIEM MyTaHTHUX
aneAiB ITPUOAU3HO JiecsaTU TeHiB. Habip nmux reHiB pizHUH y Pi3HUX
ArOZIEH, KpiM poaudiB. BpaxoByiodi 110 y AIOAWHU 4aCTO BUHUKAIOTH
HOBI MyTallii Ta IIPUYUHOI BPOMKEHOI IIaTOAOTii MOXYTh OyTHU
TepaToreHHi PakTopH, B IIIAOMY 3araAbHOTIONYASIITIHH UM I'eH e THIHWH
PU3UK [Ad 340POBUX OaThKiB- HEPOAWYIB Yy OITHUMAaALHOMY
OITOPOAHOMY Billi OIIHIOETBCI B 5,5 %; Lel pHU3UK ICTOTHO
MiABUIIYETHCS 3 BIKOM 0aTBhKiB, ITPH OAM3BKOCIIOPiIAHEHHUX IIIAI00AX, ¥
CiM7, sKa BxXK€ Ma€ XBOPY AUTHHY TOIIO.

INepeunna npoginarxmurxa - 3axXoou, CIOPAMOBaHI Ha
3arobiraHHg 3auammioXBOPOi AUTHUHU; 6MOPUHHA npodginarxmuixa
— 3axX0aM, CIIPsIMOBAaHi Ha 3arobiraHHs HapoO KeHHI0 XBOPOi JUTHHU
abo oopMyBaHHIO ITATOAOTIYHOTO (PEHOTUITY.

1. TlepBuHHa npodirakKTHUKA
OCHOBHi HaIpAMH IIEePBHHHOI nNpodisakTHKH:

1. OxopoHa HaBKOAWIIHBOIO CEPEAOBHINA  (XKOPCTKUU
KOHTPOAb MyTareHiB 1 T€paTOreHiB).

2. BropoBamkeHHS IIporpaMy T€HETHYHOTO MOHITOPHHLY
IIOITYASIITI].

3. [InaHyBaHHSA OITOHAPOAXKEHHS:

»  BUOIip onrTUMaAbHOIO BiKY (21-35 pokiB aag xKiHok i 21-40
POKIB A9 YOAOBIKIB);

> BiZIMOBa BiA OITOHAPOMXKEHHS y pa3i BUCOKOTO PU3UKY
CIIaKOBOI ITATOAOTI;

> BimMoBa Bifi OAM3BKOCITOPITHEHUX ITIAIODIB.
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4, Menuko-reHeTH4He KOHCYABTYBaHHA CIMEM, SKi MaroTh
XBOPY MOUTUHY (peTpocreKTuBHe) abo [0 OiTOHApPOIZKEeHHH
(IpoCIEKTUBHE).

S. [IpekoHIienititina npodisakTHKAa CIIaIKOBUX XBOPOO:

> CTBOPEHHHd ONTHMaAbHUX yMOB [Ad TaMETOI€HE3Y
(3mopoBUi CIIOCIO KUTTS);

> BXXKUBaHHY IIOAIBiTaMiHIB 3 MiKpoeaAeMeHTaMu (Hof,
MapraHellb, IIUHK Ta iH.);

> B3XXUBaHH4 (poaieBoi K-THU 110 400 MKT HIOAHS (3HUKYETHCS
JacToTa Ball HEPBOBOI TPyOKU);

> B €EHAEMIYHUX palioHaxX HAaCU4Y€HHS IPOAYKTIB Xap4yBaHHS
HMOMI0M;

> Ha TEPUTOPIIX, 3a0pyaH. pamioHyKAiZaMU, 3aCTOCOBYETHCH
CIielliaAbHa pagio3axrcHa JieTa.

6. BropoBaazkeHHSI METOAIB A1arHOCTUKU CIIaAKOBOI ITaTOAOTI
B CUCTEMY CY4YaCHHUX PENPOAYKTHUBHUX TEXHOAOTIMH.

2.  BropunHa mpodisrakTHKa

OCHOBHi HaIpAMH BTOPHHHOI nNpodirakTHKH:

1. [IpeHaTanbHa AilarTHOCTHKA.

2. [lepepBaHHA BAariTHOCTI y BHUHIAAKY, KOAHU Y IIAOIA

J1arHOCTOBAHO CIIaJAKOBY IIATOAOTIIO, III0 IIPU3BOAUTH OO0 THAXKKOI
iHBaaimu3allii, paHHbOI CMEPTi i He iCHye e(EKTUBHUX METOMIB

AIKyBaHHS.

3. AIKyBaHHA [€IKHUX CIaAKOBUX 3aXBOPIOBaHb 1 Baf
PO3BUTKY y IIAOJA B IIEPIOJ BariTHOCTI.

4, MacoBuUM  CKpPUHIHT HOBOHApPOMIXKEHUX 3 METOIO

[1arHOCTUKU B IOKAIHIYHIN CcTadii CIaAKOBUX 3aXBOPIOBAaHD, JAS SKHX
pPo3pobAeHO MeToau ITPOodPiAaKTUYHOIO AIKyBaHHS (peHIAKEeTOHYpis,
rinoTupeos Ta iH.). [IpodirakKTHUHE AIKYyBaHHSI XBOPHUX.

S. BuaBaeHH4 FeTEPO3UTOTHUX  HOCIIB PELlECUBHUX
MyTaHTHUX I'€HiB.
6. Bu3HadeHHd I'eHIB CIHaIKOBHUX 3aXBOPIOBAHBb, III0 ITIi3HO

BUSIBASIIOTBCS, T€HIB CXHUABHOCTI [0 MYABTU(AKTOPiaAbHUX
3aXBOPIOBAHEG 1 ITpodinaKTHUKA IIi€l ITaTOAOTIi y HOCIiB T'€HiB.

1. Y 1nepcrnekTHBI — CTBOPEHHS TE€HETHYHOIO IIacropra
HOBOHAPOIKEHUX.
3. [eHeTHYHUN MOHITOPHUHT IIOIYAIIIN

l'eHeTHYHHH MOHITOPHHT IIONYASILIl BKAIOYAE aHaAI3 pPiBHA
3a0pyAHEHOCTi HAaBKOAHUIITHBOI'O CEPENOBUIIIA MyTareHaMH, a TaKoxK



CHCTEMAaTH4YHE CTEXEHHsS 3a AUHaMiKOI0 dYacCTOTH 1 CIeKTpa
CIIQIKOBOI ITaTOAOTII; MOxKe 3A4iiCHIOBATHCA KiABKOMAa CIIOCODaMH.

1.  AHaai3 4aCTOTH TaK 3BaHUX «CTOPOXKOBUX (PEHOTHUIIIB» Y
HOBOHAPOMKEHUX (Ta ¥ y MEPTBOHAPO/MKEHUX). K CTOPOKOBI
dEHOTUIIN MOXKYTh BUKOPUCTOBYBATHCH:

v aBTOCOMHO-IOMiHAaHTHI abo X-34ellAeHi 3aXBOPIOBAaHHS,
4Kl AIarHOCTYIOTBCS 3 MiHIMaAbHU-MH IHOMHAKaMH, maroTb 100 %
IIEHEeTPAHTHICTh Ta OAHOPIAHY EKCIIPECHUBHICTh (aXOHIPOIIAA3is,
cUHIApPOM Ariepa, eKTPOaaKTHAIA, HedppobracToMa, peTuHoOAaCTOMA
Ta iH.) HapomkeHHs XBOPOI AUTHUHHU Y 30POBUX 0aThKIB CBITYUTE ITPO
MyTailito de novo;

v'  i30ABOBaHi MyAbTH(PAKTOPiaAbHI BPOIZKEHI BaaH PO3BUTKY
(ameHIlepaniss, COMHHOMO3KOBA TpHU¥XKa, IlAnHaA Tybu 1i/abo
nimHebiHHS, peayKIiMHI Bagu KIiHIIIBOK, aTpes3id crpaBoxoay H
aHyca), pO3BUTOK IKUX 3yMOBAECHUN reHETUYHUMU (paKTOpaMHU i Ji€I0
doakTOpPiB CEPEAOBUIIA;

v’ MHOXWHHI BPOIK€EHi Ball PO3BUTKY,

v'  cunapom [layHa O6iabire HixkK y 90 % BUIIAOKIiB €
pe3yAbTaTOM HOBOI MYyTallii, TOMy BiH MOXe OyTH IHIUKATOPOM
MyTareHHOro BIIAUBY HaBKOAMIITHBOTO cepenoBuiia. [IpoBoauTbes

a”Haald YacTOTH M IHIINX XPOMOCOMHHX cuHApoMiB — Ilaray,
EnBapaca, «<KOTA490TO KPUKY».
2. 3ailicHeHHd MacoBOTO CKPUHIHTY CIIaAKOBUX XBOPOO —

deHiIAKeTOHYPil, TIIIOTUPEO3Y Ta

1H.

3. Ll TOreHeTUYHU CKPUHIHT HOBOHApPO/3KEHUX B
€KOAOTIYHO HECIIPUSITAUBHUX patioHaxX —

OLIIHIOETBCH YacToTa XPOMOCOMHOI abepaitii B aAiMdoriurax
nnepudepUIHOi KPOBi.

4.  AHaai3 KapT peecTpallii 6€3nAiTHUX MIAI06iB, CITTOHTaHHUX
abopTiB, aHaaily (EeHOTUIy IIA0Ja 3a MOAaHUMHU YABTPaA3BYKOBOIO
JOOCAIIPKEHHS Ta 1HII1 JOKYMEHTH.

4. MenuKo-TeHETUYHE KOHCYABTYBAaHHSI

IlokazaHHSI 40 MEAHKO-T€HETHYHOr'0o KOHCYAbTYBaHHS
(3rimHO 3 Hakazom MO3 Ykpainu Ne 641 /84):

1.  Bik BariTHOi 10 18 poOKiB, a Takoxk 35 PoKiB i Oiablre. Bik
qyoaoBiKa 40 POKiB i OiabIlie.

2. HagBHiCTP y OOHOrO 3 TIOAPYXKKA XPOMOCOMHOI
riepe0ya10oBU abo Baau PO3BUTKY.

3. HagBHicTh B aHaMHe3i miTe# 31 ciaAKOBUMU XBopobamMu
0o0MiHYy; MOB’d3aHUMM 3i CTaTTIO; BPOKEHOIO TilIOIIAA3i€I0 KOPHU
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HaIHUPKOBUX, BPOMKEHUMH i30AbOBAaHUMH ab0 MHOXKUHHUMH
BaJaMHd PO3BUTKY, XPOMOCOMHHMH XBOpoOaMHu, PO3yMOBOIO
BI1ZICTaAICTIO, MEPTBOHAPOIZKEHHSAM.

iy
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4, HasBHICTE BUIllE3a3HAYEHOI IIATOAOTII cepes] POAUYIB.

S. KpoBHOCIIOpimHEHUH 111A100.

6. 3BUYHE HEBUHOIIYBaHHA BAariTHOCTI HEBCTAHOBAEHOIO
reHe3y.

7. HecripugaTauBI BOAMBU Yy pPaHHI TEePMIHM BariTHOCTI

(3axBOpIOBaHHS, AIarHOCTUYHI ab0 AlKyBaabHI HNPOIEAYyPH, IIPUHOM
MeIUKaMEHTIB).

8.  YckaamHeHU nepebir BariTHOCTI (3arpo3a rnmepepruBaHH4 3
pPaHHBOIO TEPMiHY, dKa He IIAgaeTbcd Teparii, OararoBoand i
MAaAOBOJJIS).

9. [laToaoria 1iAO#A, BHUSBAEHA IIPH YABTPA3BYKOBOMY
JOCAIIKEHHI.

10. 3miHa NOKa3HUKIB CKPUHIHTOBUX (akTopiB: PAPP-A
aabda-(eTornpoTeiny, XOPIOHIYHOTO TOHAOTPOIIIHY, ECTPIOAY.

11. HagBHICTB y TOAPYKKS INKIIANBUX (PaKTOPIB, OB I3aHUX
i3 mpodeciero.

12. TlepBuHHAa aMme€HOpPEs, MOPYLIEHHS MEHCTPYAABHOIO ITUKAY
HEBCTAHOBAEHOTIO I'€HE3Y.

13. CiM’a 3 HEIIAIIHICTIO.

OcHOBHIi 3aBIaHHA I'€HETUYHOI'O KOHCYABTYBaHHSI !

> BCTAHOBAEHHS TOYHOIO [iaTHO3y CIIaJKOBOi XBOPOOH;

> BU3HAYEHHS THUIIY yCIIaAKyBaHHsS 3aXBOPIOBAHHA B IIiH
POAVHI;

> OL[IHKA PU3UKY PELUIUBY 3aXBOPIOBAHH4 Y Il pOAUHI;

> BHU3HAYEHHd  HaledEeKTHUBHIIIONO0  IIPOdIAaAKTUIHOIO
criocoby;

> IIOACHEHHI THUM, XTO 3BEPHYBCH, BaKAUBICTB

3ibpaHoi Ta mpoaHaaizoBaHOi iHGoOpMaIllii, TIe€HETHYHOIO
IIPOTHO3Y Ta METOAIB NPOdiAaKTHUKHU.

ITepwiuii eman TEeHETUYHOIO KOHCYABTYBaHHSI IIOASITAE Yy
3’iCyBaHHI [OiarHO3y CHaAKOBOTO 3aXBOPIOBAHHS 3a [AOIIOMOIOIO
FeHETUYHUX METOAIB Ta BHU3HAYEHHI THIy YCIaAKyBaHHS
3axXBOPIOBAHHYA y LM poauHi. [ad yTO4YHEHHS OlarHO3y MOXKHa
BHUKOPHCTOBYBaTH  CHHAPOMHY  [AlarHOCTUKY, IF€HEaAOTI4HY,
IIUTOTEHETUYHy, CIelliaabHy Oioximiuny Ta Meromu JHK-
JIarHOCTUKU. JleTaAbHHUM pPOMOBiA [O03BOAIE 3HAWUTHU TE€HOTHUIIHN
POAUYIB.

Jlpyzuii eman— po3paxyHoK 2eHemuuHozo pusuxy. Bigmpasuoro
TOYKOIO € poaoBim pomuHu. ([dasa OaraTodakTOpHUX 3aXBOPIOBaHb



FreHEeTUYHUH PU3UK PO3PaxXOBYETHCS 3a CHELiaAbHUMH TaOAULAMU
€MIIIPUYHOI0 TEHETUYHOTO PU3UKY. [IAsd pOAUUIB MEPHIOTO CTYIIEHS
(cubcu i miTy) Horo MoOXKHa OOYHCAUTH 9K KBaApaTHUH KOPiHb
YaCTOTH IIOMYALIii, AAST POANYIB APYroro CTyIEeHd PU3UK JOPIBHIOE
q3/4, Ae q — 3axXBOPIOBAHICTB y mnonyadirii. OgHaK IIi po3paxyHKH
JOCUTH Tpy0i.)

Tpemiii eman — OYIHKA 2eHEMUUHO020 PUSUKY. FIKIIIO PHU3HUK
HapOMKEHHdA XBOPOrO CTAaHOBUTH MO0 5%, BiH HHU3BKUH, 1
BUHOIIIYBaHHS AUTHHU B 1[ill pOANHI HE Ma€ ITPOTUIIOKa3aHb. PU3UK
Bixm 6 1o 20% BBaxKa€eThCS CeEPeAHIM. Y IIbOMY BUIIAAKYy PEKOM EH AL
IIIOZI0 BUHOIIIYBaHHA AUTHUHU 3aAe€XkaTh HE TIABKM Bifl CTyneHd
PU3HUKY, aA€ TaAKOXK Bi TAXKOCTI Ta COLIIaABHHUX HACAIOKIB IIHOIO
3axXBOPIOBAHHS Ta Bi/l MOKAHUBOCTI IIPEeHATAABHOI J1aTHOCTUKH. JKITIO
FeHETUYHUMN pu3uK nepeBulilye 20%, BIH — BHCOKHM; TOMY, AKIIO
METOAN IIPEHATAABHOI [MIAarHOCTHUKHM TakKoOi IIaTOAOTIi BIACYTHI,
IIOOAABIIIL ITIOAOTH B IIiMi POAHHI HE PEKOMEHIYIOTHCH.

Jemeepmuil 3aKAIOYHUM eman — BUCHOBOK ITPO TE€HETUYHE
KOHCYABTYBaHHS Ta Hopaau 6arbKaM. BoHU CTOCYIOTBHCS ITPOTHO3Y
3J0POBOr0 IIOTOMCTBA 1 MOIKAUBOCTI AITOHAPOMKEHHS. BHCHOBKHU
reHEeTUKa MaloTh PEKOMEHIAIMHUN xapakTep. PimeHHa 1Ipo
HapPOMKEHHA OAUTHHU 3aAHUINIAETHCS 3a MOAPYXKKAM. [€eHETUK Mae
CIIpaBy HE€ AHIIIE 3 MEOUYHUMHU ITpobAeMaMHu, a ¥ 3 MOpPaAbHO-
eTUYHUMU IIpobaeMamMu. Y Oyab-sKit pOANHI HAPOIKEHHS JUTUHHU 31
CITaIKOBUM 3aXBOPIOBAHHSIM a00 BPO/ZKEHUMHU BaJlaMU PO3BUTKY €
IICUXOAOTIYHOIO TpaBMolo. [lapa BimuyBae IpOBUHY 3a T€, 1110 CTAAOCH;
KOMIIAEKC HEIIOBHOIIIHHOCTI. ¥ OedKHNX BUIIQAKAaxX I10CTac ITHUTaHHL
npo 30epexxkeHHda ciM'i. BBaxkaioTh, III0 Ha MEIUKO-TE€HETHYHY
KOHCYABTAIII0 [OIIIABHO HAaNpPaBASTH IIOAPYIKIKS HE pPaHillle HDK
yepe3d 3—6 Mic ImicAsg BCTAHOBAEHHS diarHO3y CIIQIKOBOI XBOpoOH,
OCKIABKU B 1Ie¥ Tepios BiAOyBa€eThCd anariTallid A0 CUTYyAallil, 110
ckaanacsg. Po3sMoBa MK T€HETHKOM 1 IIapOl0 MOXKE AOIIOMOTTH iM
alarTyBaTHUCS 00 CUTYyallii, 3HITU IOYyTTS IPOBUHU i, TAaKUM YU HOM,
HiATOTYBaTHUCHT A0 MOMAABIINX .

5. [TpekoHIIemNITitiHA TpodiraKTHKA

Ilpexonneniiiina npodisaxTHKa  CIIQAKOBUX  XBOPOD
CKAQIa€eThCd 3 4 erarliB:

1. Menouko-reHeTHUYHE KOHCYAbTYBaHHH, OOCTEeKEHHS CiM 1.

2. [IpeBeHTHBHa caHallid Ta YCYHEHHd IIOTEHIIIMHUX
MyTareHiB i TepaToreHiB. [Ipy BHIBAEHHI IIATOAOTII IPOBOIUTHCS
AIKyBaHHS XPOHIYHUX 3aXBOpPIOBaHb y MaMbyTHiX O0aTbKiB. Y pasi
HoTpebu IIPOBOAUTHCA IMyHiZallid OpoTH KpacHyxu. HeobOxigHa
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crierliaabHa ITiITOTOBKA [0 BaTiTHOCTI XKIHOK i3 (DEHIAKETOHYPIEIO i
reTepO3UTrOTHUX HOCIIB IIbOTO perlecuBHOro reHa. Ob6om OaTbkaMm
IIPU3HAYAEThCS pallioHaAbHE XapuyyBaHH4.

3. CuHXpoHi3allid PENPOAYKTHUBHHUX IIPOLIECIB ([IAaHYyBaTH
3a4aTTd Ha AITHBO-OCIHHIM 1epion).

4. Benenna BariTHux. [lieToTepariio Ta BiTaMiHOTeEparliio
HeoOXiJHO TIIPOMOBXKYyBaTu mn0 12 TUXK BariTHOCTI (mepiof
opraHoreHe3y 1 ricroreHe3y). B mepiog BariTHOCTI HOPOBOAATH
IIpeHaTaAbHY OIarHOCTHUKY CIIAQAKOBHUX 3aXBOPIOBAHb 1 BPOMKEHUX
BaJl PO3BUTKY.

BukopucraHHd NOPEKOHUEHNIINHOI ITPO(IiAaKTUKU [JO3BOASIE
ITTIMTH 10 MIAQHYBAHHS CiMT 3 T€HETHYHOI TOYKHU 30py. i mmpoke
BITPOBAI3KE€HHSI CITPUSATHUME ITOAITIIIIEHHIO 3/I0POB S SIK Cy4aCHOI0, TaK
i MalOyTHBOTO TIOKOAIHHA 1 30epeskeHHI0 INeHO(MOHIY HAaCEAEHHS
Ykpainu.
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6. [IpeHaTasrbHa AiarHOCTHUKA

Y Ham dYac ICHy€ peasbHa MOXKAUBICTh IIpPeHaATAaABHOL
miarHocTHEH OIABIIIOCTI MOHOTEHHUX 1 XPOMOCOMHUX 3aXBOPIOBaHb
Ta BPOJAKEHUX BaJ PO3BUTKY. JKIII0 BUKOPHUCTOBYETHCS ITPEHaTaAbHA
[iaTHOCTHUKA, BUPIIIIEHHS TeHETUYHHUX ITpodAeM HernoTpibHe. Y 11bomy
BUIIQJIKY He IepeadadaeThCcd HapOoZKEeHHS XBOPO1 AUTUHU, OCKIABKH
3axXBOPIOBAHHS AIaTHOCTYETHCA y IIAOAA

IIpenaranbna giarnocTuka

ViibTpasBykoBi (HeiHBa3HBHI) BioxjMiuHi. HBA3HBHI,
CenexTsHi. CKpHHMIOBI. . CKpl[llilll'OBi. C%mui.
ITo mipi neoOxiuocti. | 9-11 TixkHiB. Anba-(perorporein (3 16-22 Trikni). Xopion6ioncis (9-11 TrxkHiB).
16-21 THxkHiB, XopioHIYHHIT rOHAZ0TPOITIH. Tnauenrobioncis (14-22 THkHiB).
30-34 TuKkus. Ectpion AwmuiouenTes (15-22 TikHIB).

Kopnouente3s (17-26 ThikHis).

Bioncist wikipn (14-16 TrxkHis).
Bioncis M’ 51318 (18-22 THikHs).
®erockonis (18-22 THxkns).

Baau po3sutky rioja. Kapiorunysanus (Xpomocomui aGepauii).
Mapkepy XpoMOCOMHOT NATONON T, MoJieKyIspHO-TeHETHYHE J10CIIUKEHHS
(MOHOreHHa 1aToJoris).

O6cTexenns HOBOHAPOKCHHX

CKpHHIHIOBI. CenleKTHBHI.
MDeHIKeTOHYpist. MykoBicum103.
Bpo,vkennit rinotipeos. AJIpeHO-TeHITAIbHUIT CHHIPOM.

["anaktozemis.



Ynempaseyxoee docnioxncenusi. OCHOBHA 3a/ada IIE€PIIIOTo
[nocaizkeHHd (9-11 THxK) — migATBEPANUTH, 110 AL XKUBU M, BUMIPHUBIITA
JacToTy cepleburts; Haibiapllle TOYHO BH3HAYUTH TEPMIH
BariTHOCTi, BHUMIPUBIIN KYyHNOPUKOBO-TIM'SSHHUM PO3Mip IIAOLY;
BHU3HAYUTU TOBIIMHY KOMIPIIEBOIO IIPOCTOPY. JKIO 3Ha4Y€HH4 I[HOI0
rmapaMerpa BHILE BHU3HAYEHUX, PHU3HUK XPOMOCOMHHUX XBOPOD
(curngpomy J[layHa TomIio) pi3kKo 3pocrae. llle oamH Mapkep
XPOMOCOMHOI ITATOAOTIi — BiACYTHICTH HOCOBOI KICTKH B IIE€PIIIOMY
TpuMecTpi. OCHOBHa 3azada Apyroro ckpuHiHrooro Y3/ (16-21
THUXK) — BUSIBAEHHS BaJ PO3BUTKY IAOAY ¥ O3HAK YCKAQIHEHOIO
repebiry BariTHOCTi, MapKepiB XpPOMOCOMHUX XBOPO0 (Ha IIbOMY eTarti
ix yke 6iap11 20). [Tpu Tperbomy Y3/1 (30-34 THK) OL[IHIOIOTHCH TEMIIH
POCTy mAoA4y 1 HMOTO0 HPOIOPIlii, IPOBOAUTHCS OIIHKA KIABKOCTIL
HaBKOAOIIAITHUX BOJ, 1 CTaHy ITAAQLIEHTH.

Hait6iapmr 4gacTi o3HaKu xpomocomHoi namosoeii nnooa -
PO3IIHUPEHHSA KOMIipIIEBOTO IIPOCTOPY, BiACYTHICTh HOCOBOi KiCTKH,
Mikpoliedaanisa, aHoMaail 3aJHBOI YePEITHOI AMKHU, aHOMaAbHiI (hopMHU
yeperia, IIaTOAOTIS 00AWYYs, TIIaTOAOTIS IIYIIOBUHU, 3aTpPUMKA
PO3BUTKY IAOZIA, BEHTPHUKYAOMETAAIs, TIIEPEXOTEHHUN KHUIIIEYHUK,
aHoMaald KHCTeH Ta CTOIH, KICTO3Ha TirpoMa InHui, aHOMaAbHa
KIABKICTh aMHIOTHYHOI PIAWHHU.

BioximiuHuil cikpuHiH2. [3 caMUX paHHIX TEPMiHIB BarirHOCTi
deTo-TIAalleHTaPHU N KOMIIAEKC TTOYHMHAE BUPOOAITH CrielTuiuHi [ast
BaTiTHOCTI PEYOBHHU, IO IIONaAal0Th y KpPOB Marepi. Anvga-
gemonpomein (APII) - OGiaok, coerudiyHUN [OAd  TIAOLY.
Konnentpaitis APIl migBUNIyeTbCS NOPH BIOAKPUTUX AedeKTax
HEPBOBOI TPyOKHU, TepaToMax, oM(aAOIleA€, TaCTPOIIN3HCI, areHe3ii
HUPOK, OOCTPYKTHUBHUX ypPask€HHAX CEYOBUBITHUX IAGXIB, aTpesii
12- maaoi KUIIKY, AiadpparMasbHil IpUXKi TOMI0. 3HUKYETHCSI BMICT
A®PII B KpoBi ITpU XPOMOCOMHUX abepallidx y I1Aoaa, 0COOANBO IIPU
cusapomi [layHa. [linBuinenHa kouneHTpauii APII npu BigcyTHOCTI
BPOIKEHUX BaJ] PO3BUTKY BKa3y€ Ha PU3UK YCKAQIHEHDb BariTHOCTI:
HEIOHOIIIyBaHHs, 3aTPUMKa pocTy abo  3arubesb  IIAOLY,
BiAllapyBaHHS NAalleHTH. XOpioHiuHUuil 2o0HadomponiH (XI) -
TAIKOTIPOTEIH, 1110 ITPOAYKYETBCA CHHIIUTIOTpOodobAaCcTOM i morragace B
MaTepPUHCHKUU KPOBOTIK He3abapoM ITiCAs iMIAaHTAIlil TTAOLOBOIO
AU B CTiHKY MaTKU. X[ pi3Ko 36iApIIyeThCS ITpU cCUHApoMi [layHa y
rmaoma. OnTUuMaAbHUM TEPMiH IAda OioxXiMigyHOro CKpuHIiHTY 16-20
TUXKIEHD.
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7. IHBa3ifiHi MeToaU MIarHOCTUKHU

InBasifiHi MeTOAH [OO3BOAIIOTH OJIEPKYBATH KAITHHU i
TKaHWHU TTAOAY Ta IIPOBiI30PHUX OPraHiB (XopioHa, maaleHTH). 3abip
MaTepiasy IIPoOBOAUTHCA TPaHCabIOMiHAABHO (Uepe3 YepeBHY CTiHKY)
i KOHTPOAEM YABTPAa3BYKY. IHBa3iiHi MeTOoAU HiAPO3dIAIIOTh Ha:

> xopioHbionciro — OTPUMAaHHS KAITHH, III0 (POPMYIOTH
IIAALIEHTY (TepMiH BariTH. 9-11 TuxXK.);

> niaueHmobionciro - OTPUMAaHHS KAITUH IIAQIIEHTU
(repmin BariTHOCTI 14-22 THXKHIB); TKAHUHH XOPioHa ab0 IIAAIIEHTHU
BUKOPUCTOBYIOTh A IIUTOTE€HETUYHOI AiarHOCTUKU ab0 BUIIASIOTH
JHK nass MOAEKYyAIPHO-TEHETUYHOTO MOCAIIXKEHHS;

> amHioueHmes — IIYHKIlS HaABKOAOIIAIMHOTO Mixypa 3
3a60pOoM HEBEAMKOi KIABKOCTI HAaBKOAOIIAIAHUX BOX (TepMiH
BariTHOCTI 15-22 THUXKHIB); Yy PiAWHI MOXKHa BU3HAYUTU KIABKICTb
ADII, a TaKOK aKTUBHICTB AeIKUX (PEPMEHTIB; KAITUHU IPUAATHI OAT
nuToreHeTn4Hoi abo [JJHK-miarHoCTHUKY;

> Kxopoouenmes — 3abip KPoBi 3 IyIoBUHU maomy (17-26
THUXKHIB); KpPOB [OOCAIMKYIOTH 3a [OJOIIOMOIOI0 IIUTOT€HETUYHUX,
MOAEKYASIPHO-TEHETUYHUX 1 0iOXiMIYHHUX METOMiB, BUKOPHUCTOBYIOTh
JIAST JIIarHOCTUKH reMAaTOAOTIYHUX CIIaIKOBUX XBOPOD
(remoraobinomarii, koaryaomarii, TpomOoIIHTONIEHI]]),
iMyHOe(piUTIB, BHYTPIIIHBOYTPOOHUX iH(EKIliH, iMyHOAOTIYHOI
HECyMiCHOCTiI MaTepi Ta I1Ao4a, BHYTPIIIHbOYTPOOHOI reHoTepartii;

> 6ionciro wripu (14-16 Tux.), 6ionciro m’saizie (18-22
THUXK.) — BHCOKHMU pPHU3UK HAPOMAKEHHS AUTHUHU 31 CHaAKOBUMH
3aXBOPIOBAHHAM IIKIpU (iXTiO3HU, E€HigepMOAi3H), 3 M '930BOIO
aucrpodiiero [romieHHa. Marepiaa BHUBYaAlOTh 3a JOIOMOIOIO
MUTOAOTIYHUX, IIUTOXIMIYHUX, IMYHO(MAIOOPECIIEHTHUX METOMIB.

PU3UK ycKaalHEHb BaTiTHOCTI (llepepuBaHHA BariTHOCTiI abo
3arubeAb TIAOAYy) IIicad XopioHOiomcii i TIaAalleHTolleHTe3a He
IIEPEBUIIyE€ IIONYAdI[IMHUN PHU3UK IIEepEepHBaHHA BAariTHOCTI B
IIEPIIOMY TPUMECTPi — 1%; micag aMHIOIIEHTE3y PU3UK III€ MEHIIIE,
6am3bK0 0,2%; IpU KOPAOIIEHTE31 PU3UK YCKAQIHEHD 3POCTaE a0 2—
3%.

Iloka3aHHSIMH OASI NPOBEAEHHSA iHBa3iHHOI MpeHaTaABHOL
OiarHOCTHKH €:

1) Bik BariTHOi 7o 18 Ta micag 35 pOKIB (BUCOKHMU PU3UK
HapOIKE€HHA OUTUHU 3 CUHApP. [layHa;

2) HagBHICTP B aHaMHE31 B IIONEPEAHBOI AUTHHU (miTeti)
XPOMOCOMHUX XBOP0OO a00 MHOXKMHHHUX BPOIAXKEHUX Bal PO3BUTKY;

3) yABTPA3BYKOBI MapKepHu XPOMOCOMHHX XBOPOO y IIAOIA;



4)  30asaHCcOBaHa XPOMOCOMHA IepedyaoBa B KOro-HeOyab 3
0aTbKiB;

5) BUCOKHMH pPHU3UK HAPO/KEHHA AUTHUHU 3 MOHO2EHHOH
x80poboro 3a pe3yAbTaTaMu MEIUKO- T€HETHYHOI'0 KOHCYAbTYBaHHS
abo T1pociBaroYuX IIpPOoTpaM, BHUABAEHHS 2emepo3u20mHo20 HOCIUL-
cmea, 4dKI0 TI'eH 3axXxBOPIOBAHHA KapTOBaHUM 1 MOKAMBA
MOAEKYASIPHO-TEHEeTHYHAa AiarHOCTHUKA;

6) yTOYHEeHHd [iarHO3y BpPOMAXKEHUX Bal  PO3BUTKY
(HampuKAaz, [OAS YTOYHEHHS [AiarHO3y Bagu HEPBOBOi TpPyOKuU
IPOBOAUTHCA  aMHIOIIeHTe3 3 NOJaAbIIUM  BU3HAYEHHAM
KoHIleHTpalii ADPIl B amHIOTHUYHIN pionHI);

7)  miarHocTHKAa iHQEKIi 1maoga, iIMyHOAOTIYHOI HeCyMiCHOCTI
MaTepi Ta IAo4a;

8) 3acrocyBaHHS 3KiHKOI0 ab0 ii 10A0BiIKOM (papMaKOAOTIUHHX
IIperapaTiB IUTOCTATHYHOI il a00 OITPOMiHEHHS O/THOTO 3 IO APYHIKSI
HEe3a10BTI0 10 HAaCTaHHS BaTiTHOCTI (HiABUIIEHN Y PU3HUK XPOMOCOMHOIL
I1aTOAOTI]).

HaiibiabIlle MDIMPOKO iHBazifiHa MIpeHaTasbHa [IiaTHOCTUKA
BUKOPUCTOBYETHECH A BUKAIOUEHHS XPOMOCOMHHX XBOPOO IIAOY
(RapioTUIIyBaHHS KAITHH XOPiOHY/IIAalleHTH,/ aMHIOIUTIiB abo
AIMOIINTIB IIYTIOBUHHOI KPOBi IIA0/1a), 110 J03BOASE, ITPAKTUYIHO, ¥
98,6% BUNAOKIB BUIBUTH XPOMOCOMHI aHOMaaii B maody i
CKOpPEryBaTHU IOMAAABbIIIE BEAEHHS BaTITHOCTI.
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