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Kon, ‘ HanmeHoBaHWVe
D 1488 MonekynsipHoe kapuoTunupoBaHue abopTUBHOro MaTepuana «depTyc»
D 682 MonekynsipHoe KapuoTunupoBaHue abopTUBHOro matepuana «OntTuma»
D 1487 MonHoe cekBeHNpoBaHWe reHoMa abopTUBHOro Matepuana «depTyc»
Bua matepuana [ononHutenbHasa uHdopMaLmsa 06 uccnegoBaHumn obpasua
D rynosmHHas KpoBb D Tkann nnopa D Bbigenutb JHK 1 XpaHnTb [0 OKOHYaTENIbHOO PeLLeHns 3aKasumka
ﬁ BOpCHHbI XOpHOHa D MapachuHoBbIi 610K 0 npoBefeHun aHanusa (B TeyeHue 30 gHet)

D BbinonHUThL UccnegoBaHue Cpasy npu nocTtynseHnn 06pa3L|,a

fpyroe -

HasBaHwue HanpaBJialWero y4ypexneHmsa
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MonekynapHo-reHeTuYeckoe UccnegoBaHme BOPCUH XOPUOHa UM MaTepurana nnoaa rno3sBondeT onpenennTb YUCTIEHHbIe U CTPYKTYPHbIe aHoManmm
XPOMOCOM U ANArHOCTUPOBaTb CBA3aHHbIE C HUMW MPUYKMHbBI HEBbIHALLMBaHUA 6epeMeHHOCTU. DTO B CBOIO oYepeb AaeT BO3IMOXXHOCTb cenaTb MporHo3
ON9 cnenylowmnx 6epeMeHHoCTer, M36exkaTb OMACHbIX OCITOXKHEHWW (HampuMep, CBOEBPEMEHHO OAMAarHOCTMPOBATb My3bIPHbIM 3aHOC) M onpenenmTb
OCHOBaHWA A8 Ha3Ha4YeHUsA TeKapCTBEHHbIX NpenapaTos.

[eHeTnYeckoe nccnegoBaHme BOPCUH XOPMOHa BXOAUT B CTaHAAPT MeAMLMHCKOW MOMOLLLM B COOTBETCTBUM C MPMKA30M MUHMUCTEPCTBA 34paBOOXPaHEHMS
Poccuinckon Depepaunm oT 7 HoAabpsa 2012 N2 590H «O6 yTBepyOeHUN CTaHAapTa crneumani3npoBaHHoON MeguuUMHCKOM MOMOLLM MPY CaMOMNpPOMU3BOSTbHOM
npepbiBaHUKM BepeMeHHOCTU». (2.2. JTabopaTopHble MeTodbl nccnegoBaHma, A09.30.003. MccnegoBaHmMe BOPCUMH XOPMOHa reHeTudeckoe).

MonekynapHo-reHeTu4eckoe nccnenoBaHme nMeeT 6onee BbICOKYIO paspellatoLLyto CNOCOBHOCTb U He TpebyeT KyNbTUBMPOBAHWA KNETOK. TOUHbIN
pe3ynsTaT MOXET ObITb MOSyHeH 3a KOPOTKUIN CPOK.

MNMokasaHua K nccnepoBaHuio:
> 3aMepluas 6epeMeHHOCTb Ha PaHHKMX CPOKax (MoneKynsapHoe KapuoTunmnposaHne MepTyc/MonekyngpHoe KapuoTunmposaHue ONTMMa).
> MOBTOPHbIE 3MU304bl MOTepU 6epPeMeHHOCTN Maioro CPoKa (MOMeKyNapHoe KapuoTunmposaHne ONTUMa/cekBeHpoBaHMe reHoMa depTyc.

> 3aMepulas 6epeMeHHOCTb Ha MO3OHMX CPOKax/BHYTPUYTPOGHas rMbenb nioga (cekBeHMpoBaHue reHoma depTyc).

CpaBHeHuMe BO3MOYXHOCTEMN npeanaraeMbix MeToaoB
nccnenoBaHmMda BOpCH XopmnUoHa

MonekynsipHoe MonekynsipHoe
MonHoe cekBeHMpoOBaHMUe
KapuoTMnupoBaHue KapuoTunupoBaHue
reHoMa a6opTUBHOro
abopTuBHOro MaTepuana a6opTuUBHOro MaTepmana
MmaTepuana «Pepryc»
«DepTyCc» «OnTnuma»

BbisiBNeHme ToueuHbIX MyTaumi (SNP/SNV) - -

C6anaHCHMpOBaHHbIE XPOMOCOMHbIe aHOMaNnu - -

BapuaHTbl B MUTOXOHOPWaNbHOM FreHOMe =

KoHTaMunHauuga MaTepPUHCKNMU KNeTKaMun

AHeynnoungumn
+
no3BondeT onpenennTtb
p
Tpunnownpua _ npoucxoxxaeHme

Tpunaongmnn
N ANarHoCTmMpoBaTb

ny3bIPHbI 3aHOC)

YUacTKM «MoTepu» reTepo3mroTHOCTM "
1 OQHOPOAUTENBCKNE ANCOMUN -

MeHee 200kb

Mukpoaeneunmn/MmkpoaynanKaLmm = oT 200kb

SOKcnaHcUs TPUHYKNEeOTUAHbIX MOBTOPOB =

CeKBeHUpoOBaHMe SNP-XpOMOCOMHbIN CeKBeHUpoOBaHMe
MeTon HOBOIO MOKONEeHUs MWKPOMaTPUYHbIN HOBOrO MOKONEHWNSA
(NGS) aHanus (NGS)

JNydwee pelwieHue
ANS ANarHOCTUKM
XPOMOCOMHbIX
HapyLleHU npu

JeTeKkuuma Bcex
. . notepe 6epeMeHHOCTU
BbICTpbIV M AOCTYMHbIN BO3MOXXHbIX
/ caMonNpon3BONbHOM

TecT reHeTU4eCKnX NpmnymnH

BblKMgbiLle
CMNOHTaHHbIX a60pTOB
N MepTBOPOXKOEHUMN,

3aMeHsaLOLLee
KapuoTunuposaHue,
CGH, FISH

MpeunmyulecTBa MeToaa
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