Nexkuma 11

[MpeaumnnaHTayuMoOHHaA
reHeTUYeckKad AnarHocTuka
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MeToanka AnarHOCTUKWU
HacrneacTBEeHHbLIX 3aboneBaHu B
pamMKax nporpaMmmbil
3KCTpaKopnopanbHOro
onnoporBopeHus (IKO)
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[Mloka3aHuga Y3 MOHUTOPUHrA

M3mepeHue AnaMeTpa donnukyna

2

M3MEPEHME TONWMHB! CH3MCTOH
obONOYKH MATKH
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ONNoAoTEOpPEHHaA AByxXKNeTo4YHBIA YeThlpexkneToYHbIA BocbMHUKNETOYHbBIM
AHUEKNETK aMbpHroH amMbpHoH ambpHoH

3a BpeMAl MHKybauum aMmOpnNOH YerioBeka
NpakTU4YeCKU He yBenM4YMBaeTCA B pa3mepe
(nepBble 4 gHA ero pasmep 0,1 mm, Ha 5 aeHb
0,15-0,2 MM), HO KONMUYECTBO KIEeTOK, ero
COCTaBNAKOLUX, Bo3pacTaeT MHorokpaTtHo (1 gaeHb
— 1 knetka; 2 aeHb — 4 KkneTku; 3 geHb — 8
knetok; 4 aeHb — ot 10 po 20 kneTok, 5 geHb —
ot 40 no 200 KneToK).







ONMUCAHUE NPOLUEANYPHI MA

CtaHpapTtHas npoueaypa 9KO oo atana
NYHKUUN AULEKNETOK;

CtaHpapTHble 3aMmOpuonorn4yeckume
npoueaypbl N0 06paboTke ANLEKNETOK,
cnepMbl, NPOBEAEHUIO MUKPOMaHUNYNALWUN;

JIlabopaTtopHasa npoueaypa omoncumn
aMbpunoHa Ha 3 geHb KynbTuBMpoBaHus (c
NMOMOLLbIO MeXaHN4YeCKOro, XMMMU4ecKoro unm
nasepHoro metopga), a 3atem domkcauus
bnacTtomepa;
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eHeTM4Yyeckaa agnarHocTuka 3aMKCUMPOBaAHHbIX
OnacTomepoB M nonyvyeHue pe3ynbLTaToB
ANArHOCTUKU K 5 AHIO KyNLTUBUPOBaAHUSA
3MOpPUOHOB;

[MepeHOC B NONOCTb MaTKU IMOPUOHOB Oe3
reHeTn4yeckmnx pedeKtoB Ha 5 AeHb
KyNnbTUBMPOBaAHUA Ha cTaguu bnactoumcTbl;

CtaHaapTHbIe npoueaypbl KOPMOKOHCepBaLun
nocrie nepeHoca 3aMOPMNOHOB;

CtaHaapTHasa npoueaypa AUarHOCTUKM
OepeMeHHOCTU NPUMEPHO Yepe3 ABe Heaenu
nocre nepeHoca aMOpPUOHOB.
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Ilpe tUMIIAHTAIHOHHAS
reHeTHYECKAas JHATHOCTHKA

" [lpemuMmIuianTaMOHHASI TEHETHUECKAsl IUArHOCTHUKA
(II'1) npexcraBisieT cOOOM TUATHOCTUKY
XPOMOCOMHBIX U TE€HETHUECKUX HAPYIIEHUN SMOpPHOHA
IO €ro Mepecajikyi MaTepH.

® [II'/1 no3BoJSIeT BBISIBUTH SMOPHOHBI, Y KOTOPBIX
OTCYTCTBYIOT XpPOMOCOMHbBIE U T€HETHUYECKHUE
myTanuu. Ee nensio sgBisieTcs: ooecrieueHme
3[I0POBOI0 MOTOMCTBA U IpeAyIpEeXICHHE TIepeIauu
OIpeIeJIEHHBIX MATOJOTHH.




[peanMnaaHTaLOHHAaA reHeTnYyecKas
ANArHOCTUKA

*CyTb MeTOANKN 3aK/1HoYaeTcs B
npoBegeHnn reHeTun4YeckKoro
TecTupoBaHusA aMOPUOHOB A0
nepeHoca nx B NMOJIOCTb MaTKu
XeHLWUHbI. TecTpoBaHue
Nno3BoJiAeT onpeaenuntb, Kakue ns
SMOPUNOHOB, "TEHETUUECKHN
340pPOBbI", a Kakue cogepxar
noBpexaeHHble reHbl. Ansa
nepeHoca B MaTtKy matepu
oTOMparTCA TONILKO "3a0poBbIe”
3MOPUOHLI, HE UMEIOLLNE FEeHOB,
nepegaroLmnx HacneacrtBeHHbIe

aaAN AR AUl IACG RIS €




® JII']l npoBOgUTCS B XO4€ CTAHJAPTHOIO LUKJIA
9KCTpakopropajbHOro oriogorsopenus. [1pu I1I']]
13 SMOpPHOHA U3BJIEKAIOT OJIHY WJIM JBE KJIETKH, a
3aTeM POBOASIT UX FTEHETUUECKUH aHaJIU3 METOI0M
FISH (fluorescent in situ hybridization) Ha
AHEYIUIOU WU, TPAHCIIOKAIUU U APYTrHUe CTPYKTYPHBIE
NaTOJIOTUU. [Ipyrov TUM JUArHOCTUKH -
nosumepasHag uennast peakuus (ILP), kotopas
pUMEHSIETCS ISl JUAarHOCTUKY MOHOTE€HHBIX
za0osieBanuu. [P npoxoguT B 11Ba sTamna:

® ]) buoricusa sMOpHUoHa U pukcaius djacTomepa;
® ?) reHeTuyeckasi qUarHoCTUKA.



















[TPEUMYIIECTBA npeaumIuiaHTauuOHHOM
OAATHOCTHKH:

Bb100p U niepeHoc B MaTKy TOJIbKO TEX SMOPHUOHOB, KOTOPBIE
HE UMEIOT XPOMOCOMHBIX ITaTOJIOTHH

CHuxeHue PHCKa POKIOCHHUA p€6CHKa C OIIPCACICHHBIMHA
I'CHCTHUYC CKHUMH HGCpeKTaNIH

CHUXEeHHE pUCKa HEBBIHAIIUBAHUS (IIPUMEPHO B 2 pasa)
CHuxeHre pUcKa MHOTOILIOAUS (TIPUMEPHO B 2 pasa)
Y BemueHue niaHca Ha yCIICHIHYI0 UMIUIAHTALMIO (IIPUMEPHO Ha

10%)

Y BesinueHre MIaHCOB HA OJIArONOJIyUYHOE POXKICHHUE pEOCHKA
(mpumepHo Ha 15-20%)







OIMMCAHHE ITPOLELY PbI I1I'[1;:

CranpgaprHas npouenypa KO o srana nyHKUUH SHIEKIETOK;

CranpgapTHble SMOpHOIOTHYECKHE MPOLIeAYPhl 10 00paboTKe ANLEKIETOK,
CIIEPMbI, TIPOBEICHHI0 MUK POMAHUITY JISILIAH;

JlabopaTopHasi npouegypa duoricuu sMOproHa Ha 3 [1eHb
KYyJIbTHBUPOBAHHS (C MOMOLIBI0 MEXAHUYECKOT 0, XMMHUECKOTO HIIH
Jla3epHOro MeTo/a), a 3ateM (pukcaius djactomepa;

['eHeTHUecKkass AUarHOCTHKA 3a(pUKCHPOBAHHBIX DJIACTOMEPOB M MOJIy YEHHE
pe3yJIbTaTOB JHATHOCTUKHM K S5 JHIO KYJIbTUBUPOBAHHSI SMOPHOHOB;

[lepeHoc B m0JIoCTh MATKH SMOPUOHOB O3 reHeTHUECKUX JedeKTOB Ha 5
JieHb KYJIbTHBUPOBAHHUS HA CTAHH OJIaCTOLMCTHI;

CrangapTHsle [pOLEAYPbl KPHOKOHCEPBALMH [T0C]IE [epeHoca SMOPHOHOB;

CrangapTHasi npoueaypa JHarHOCTHKH OepeMeHHOCTH MPUMEpPHO Yepes
JBEe HeJleJy rocie repeHoca sMOpHOHOB.










HopmanbHbIN SMOPUOH MYXXCKOIro nona
(xpomocombl N213,18, n 21 HaxooaTca B
KJ1IeTKe NonapHo, U No oaHou xpomocome X u
Y)




oM daBapaca. lnoag myxckoro nona

Xpomocoma Ne 18 npucyTcTBYET B KNEeTKe B TpeX
aKk3emMnnsapax




FISH cnepmbl (Xpomocombl 13




[Toka3zaHua ona npoBeaeHuUs
npeammMnaaHTaulMOHHOU ANArHOCTUKU

Bo3pacT XeHwWwuHbI cTapwe 34 net
Bo3pacTt MyX4umnHbl ctapwe 39 net

HocutenbCcTBO XPOMOCOMHbIX NepecTpoek,

TpaHCnoKaumun, MUHBePCUnN N pgpyrnx
XPOMOCOMHbIX U FeHEeTUYECKUX NaToNorumn

[MpuBbLIYHOE HEeBbIHALLUBaHUEe 6epeMeHHOCTH
(bonee 2 BbikUAbILWLEN)

HeypauHblie nonbiTku AKO B aHamHe3e (bonee
ABYX)
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MpenmyuiecTBa NnpeaumMniaaHTauUMOHHON
ONArHOCTUKU

BbiIOOp 1 nepeHOC B MaTKy TONMbLKO Tex
3MOPUOHOB, KOTOPbIE HE UMEKT XPOMOCOMHbIX
naTonorun.

CHMXeHune pucka poxaeHus pebeHka c
onpeaenieHHbIMN reHeTU4YeCKUMU aechekrtamu.
CHWXXeHMne pUcKa HeBblHawmMBaHuA (NpUumMmepHoO B 2
pasa).

CHuXeHue pucka mHoronnogaus (npnmepHo B 2
pasa).

YBenuyeHuve WwaHca Ha yCcrneLwHyo UMNiaHTauuio
(npumepHo Ha 10%).

YBenun4yeHue WWAHCOB Ha brnaronony4Hoe
poxaeHue pebeHka (npumepHo Ha 15-20%).
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Puck npu nposeaeHnun HQGQMMHHaHTaQMOHHOﬁ
OUNarHOCTUKu

Puck cnyyanHoro noBpexageHusi amopuoHa (<1%)
OwuobouyHasa guarHoctuka (oo 10%).

3,5% BepoATHOCTU TOro, YTO IMOPUOH C
naronorven 6yget AMarHOCTUPOBAH Kak
HOPMaribHbIW.

10% BepoOATHOCTU TOro, YTO 340POBLIN IMOPUOH
OoypeT oMarHOCTUpPOBaH KaK 3aMOPUOH C
naTtoriormemn.

OTmMeHa nepeHoca aMOPMOHOB M3-3a TOro, 4YTO MO
pe3ynbratam [’ BO Bcex ambpuoHax dyaeTt
obHapyxeHa naTtonorusa (go 20%)
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