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HanmeHoBaHWe

E 682 MonekynsipHoe kapuoTunupoBaHue abopTUBHOIro Matepuana «OnTumar»

D 1487 lMonHoe cekBeHNpoBaHWe reHoMa abopTUBHOro Matepuana «depTyc»

I lonosnHUTENbHO HEO6XOAUMO NPEAOCTaBNIEHNE KPOBY MaTepu B Npobupke ¢ IATA (2-4 mn)

Bup matepuana LononuutenbHas nHdopmMaums 06 uccnegosaHum obpasuya
@ rynoBsuHHas KpoBb O TkaHu nnopa D Bbigenutb JHK 1 XxpaHUTb 40 OKOHYATENIbHOTO PeLleHNs 3aKasunka

O BOpCUHbI XOpHOHa O MapachnHoBbIN 610K 0 npoBefeHUn aHanu3aa (B TeyeHue 30 fHen)

D BbINOSHUTL UCCNefoBaHMe cpasy npu NocTymnneHnn obpasuya

Apyroe -

HasBaHwue HanpaBJialWero y4ypexneHmsa
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MonekynapHo-reHeTUYecKkoe UccnegoBaHme BOPCUH XOpPUOHa UM MaTepurana rnnona rno3sBondeT onpenennTb YUCIEHHbIE U CTPYKTYPHbIe aHoManmm
XPOMOCOM U ANArHOCTUPOBaTb CBA3aHHbIE C HUMW MPUYKMHbBI HEBbIHALLMBaHUA 6epeMeHHOCTU. DTO B CBOIO o4epeb A4aeT BO3IMOXHOCTb cAenaTb MporHos
ona cnegylowmx 6epeMeHHocTen, M3bexaTb OMaCHbIX OCIOKHEHU (HampyMep, CBOEBPEMEHHO AMArHOCTUPOBATb My3blPHbIN 3aHOC) U OMpenennTb
OCHOBaHWA A5 Ha3HaYeHUsA TeKapCTBEHHbIX NpenapaTos.

[eHeTn4Yeckoe nccnegoBaHme BOPCUH XOPMOHa BXOAUT B CTaHAAPT MeAMLMHCKOWM MOMOLLLM B COOTBETCTBUM C MPUKA30M MUHNCTEPCTBA 34paBOOXPaHeHNs
Poccuinckon Depepaunm oT 7 Hoabpsa 2012 N2 590H «O6 yTBepwaeHUM CTaHdapTa crneumanimsnpoBaHHOM MeanLMHCKOM MOMOLLM MPY CaMOMNpPOn3BOSIbHOM
npepbiBaHUN BepeMeHHOCTU». (2.2. JTabopaTopHble MeTofbl MccnegoBaHms, A09.30.003. MccneqoBaHe BOPCUH XOPWOHa reHeTrdyeckoe).

MoneKynapHo-reHeTuYeckoe 1ccrefoBaHme nMeeT 6oee BbICOKYO pa3pellatoLlyto CMoCOBHOCTb U He TpebyeT KyNbTUBUPOBAHUA KIeTOK. TOUHbIN
pe3ynbTaT MOXET BbITb MOMyYeH 33 KOPOTKMIN CPOK.
NMokasaHua K nccnenosaHuio:

> 3aMepluas 6epeMeHHOCTb Ha PaHHUX CPOKax (MoneKynsapHoe KapuoTunnposaHmne MepTyc/MonekynapHoe KapnuoTunmposaHme ONTuMa).

> MOBTOPHbIE 3MU304bl MOTePU GePeMEHHOCTN Maioro CPoKa (MOMeKyNapHoe KapuoTunrposaHmne ONTUMa/ceKkBeHpoBaHMe reHoMa depTyc.

> 3aMepuias 6epeMeHHOCTb Ha MO3OHMX CPOKax/BHYTPUYTPOGHas rMbenb nioaa (CekBeHMpoBaHWe reHoma depTyc).

CpaBHeHuMe BO3MO)XXHOCTEMN npeanaraemMbix MeTonoB
nccnenoBaHmMd BOpCH XopmnUoHa

MonekynsipHoe
MonHoe ceKBeHUpoOBaHUE
KapuoTunupoBaHue
reHoMa a6opTUBHOro
a6opTUBHOro MaTepuana
Mmatepuana «Pepryc»
«OnTuma»

BbisiBneHme ToueuHbIX MyTauui (SNP/SNV) -

C6anaHCHMpOBaHHbIE XPOMOCOMHbIE aHOMaNnu -

BapuaHTbl B MUTOXOHAPWAaNbHOM FreHOMe =

KoHTaMunHauuga MaTepPUHCKNMU KNeTKaMn

AHeynnoungmmn
+
no3BondeT onpeaennTb
p
Tpunnownauna npoucxoxxaeHme

Tpunaonann

N ANarHoCTMpoBaTb

ny3bIPHbI 3aHOC)

Y4acTKuM «MoTepu» reTepo3mroTHOCTH
1 ofHOpOAUTENbCKUE OUCOMUMU

Mukpoaeneunn/Mmukpoay nanKaumum oT 200kb MeHee 200kb

DKcnaHcUs TPUHYKNEeOTUAOHbIX MOBTOPOB =

B0O3MOXHOCTb NpoBeAeHNs aHanusa npu rubenm KneTok

SNP-XpOMOCOMHbIN CeKBeHUpoOBaHMe
MeTon MWKPOMaTPUYHbIN HOBOrO MOKONIEHWS
aHanus (NGS)

Nyywee pelieHue
AN ANarHOCTUKM
XPOMOCOMHbIX
HapyLleHun npu

JeTeKkuma Bcex
notepe 6epeMeHHOCTU

BO3MOXXHbIX

MpewnmyLecTBa MeToada / camonpounsBonbHOM
reHeTUYeCKUX NPUYMH
BblKMAbILLE
CMOHTaHHbIX aBopTOB
1 MEPTBOPOXKAEHNM,
3aMeHsoWee
KapuoTunmupoBaHue,

CGH, FISH
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