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®NO naumneHTa JOTa POXAEHWS NALMEHTA
Cpok 6epeMeHHOCTH KoHTakTHbIM TenedoH E-mail [aTta 3aéopa marepuana
OnarHos

D 682 MonekynsipHoe KApUOTUMMPOBAHME ABOPTUBHOIO MATEPMAna «OnNTumMa»

D 1868 MonekynsipHoe KApUOTUMUPOBAHME ABOPTUBHONO MATEPUANA «ONTUMA PACLUMPEHHDIN»

D 1487 [onHoe cekBEHNPOBAHME FEHOMA AB0PTUBHOIO MaTepUana «PepTyc»

Bugbl MaTepuana [ononHutenbHas uidopmauus 06 nccnegoBaHum obpasua

O TKaHU nAoaa 0024 BblgeneHue n coxparerve OHK gns nposeperus

O nyl'lOBMHHOﬂ KpPOBb
[arbHeNLWero UCcnenoBaHmns

O BopcuHbl XopyroHa
D BbINONHWUTE MCCnegoBaHME CPA3y Npu NOCTYMEHNN 06pa3LA

Apyroe

Ha3BaHue HanpaBnsiowero yupexneHus
®.1.0 Bpava lopon

E-mail Bpaua Ten. Bpaua

Hata: Moponucek Bpaya:



MonekynspHO-reHeTMYeckoe UCCneLoBaHNE BOPCUH XOPMOHA UMM MATEPUANA MIOAA NMO3BOSSET ONPENeNUTb YNCIEHHbBIE U CTRYKTYPHbIE AHOMANNM
XPOMOCOM WM ANArHOCTUPOBATh CBA3CHHbBIE C HUMU MPUYNHBI HEBLIHALLMBAHUS 6€PEMEHHOCTU. DTO B CBOKO OYepeb AT BO3MOXHOCTL COeNATh
NPOrHO3 A8 CrieayoLmMx 6epeMeHHOCTEN, U3GEXATL OMACHBIX OCIOXHEHMU (HanpKUMep, CBOEBPEMEHHO AMArHOCTUPOBATD My3blPHbBIA 3AHOC) 1
onpenenuTb OCHOBAHMS A1 HO3HAYEHWS NTeKAPCTBEHHbBIX MPENapaTOB.

[eHeTnyeckoe NCccnenoBaHME BOPCUH XOPUOHA BXOAUT B CTAHAOPT MEAMLIMHCKOM MOMOLLM B COOTBETCTBMM C MPUKA30OM MUHNCTEPCTBA 340ABOOXPA -
HeHuns Poccuickon ®epepaumm ot 7 Hosbps 2012 N S590H «O6 yTBepXAeHUN CTAHAAPTA CNeunanM3npOBAHHON MEAULIMHCKON MOMOLLM NPK
COMOMPOU3BOSIbHOM MPepbIBAHUM 6epeMeHHOCTU. (2.2, JTaéopaTtopHble MeToabl MccnenosaHms, A09.30.003. MccnenoBaHme BOPCUH XOPMOHA
reHeTuyeckoe).

MonekyngpHO-reHeTMYecKoe UCCnedoBaHMe UMEeET 605iee BbICOKYIO PA3PeLLatoLLyO CMTIOCOBHOCTL M HE TPeBYeT KYNbTUBUPOBAHUS KIETOK. TOUHbIN
PE3YNLTAT MOXET 6bITb MOMyYeH 30 KOPOTKMM CPOK.

MokasaHus K uccnepoBaHUIO:

*  3aMepLUas 6ePEeMEHHOCTb HO PAHHUX CPOKAX (MOeKynsapHoe KApUoTUIMpoBaHMe MepTyc/MonekynapHoe KAapoTUnmMposaHme Ontmma).
e [OBTOPHbIE 3MM30AbI NMOTEPH 6EPEMEHHOCTM MASIOTO CPOKA (MOMEKYapHOE KaPUOTUMMPOBAHME ONTUMA/CeKBEeHMPOBAHME reHoMa depTyc.

e 3aMepLias 6epPeMEeHHOCTb HA MO3AHUX CPOKAX/BHYTPUYTPOGHAS rMéernb Mioad (CekeeHnpoBaHme reHoma depTyc).

CpaBHeHue BO3MO)XXHOCTEM npeaglaraemMbixXx MeToaoB
ncecrnenosaHmd BOpCUH XOpUOHa

MonekynsipHoe
MonHoe cekBeHUpoBaHue
KapuoTunuposaHue OonTtuma
- reHoMa abopTUBHOro
a6opTUBHOIro «PacLuMpeHHbIN»

MaTepuana «PepTyc»
MaTepuana «OnTuma» P PTY

YacTble MyTaLmm,
cBfA3aHHble ¢ 13

MOHOIMreHHbIMKN
BbisiBNeHmne ToueuHbIx MyTaumim (SNP/SNV) 3a6oneBaHNaAMM

C6a}'IaHCVIpOBaHHbIe XPOMOCOMHbIe aHOManuu
BapuaHTbl B MUTOXOHAPWANIbHOM reHOMe
KoHTaMUHaumnsa MaTePUHCKUMU KNeTKaMun

AHeynnoungmmn

(no3BonseT onpenennTb (mo3BonseT onpenennTb
Tpunnouans npoucxoxaeHue rnpoucxoxaeHue +
TpUnaonanun TpUnAIoOUAUN
M ONArHOCTUPOBaTb 1 ONArHoCTUPOBaTb
Mny3blPHbIM 3aHOC) ny3blPHbIM 3aHOC)

Y4acTKuM «NoTepu» reTepo3mMroTHOCTM " +
1 oQHOPOAMUTENbCKME AUCOMUM
Mukpogeneumm/MmMKpoaynanKaumm oT 200kb oT 200kb MeHee 200kb

OKcnaHcua TPUHYKNEeOTUOHbIX MOBTOPOB =

FOMONHOCTE NPOBEASHIAA BHan3a MY ruoen neTox i

SNP-XpOMOCOMHbIN SNP-XpOMOCOMHbIN CeKBeHUpoBaHUe
MeTon MWUKPOMaTPUYHbIN MUKPOMaTPUYHbIN HOBOIO MOKONEHNS
aHanus aHanus (NGS)

INyulwee pelweHne
0719 ANarHOCTUKMU
XPOMOCOMHbIX

. OnpepengaeT Bce
HapyLleHu npu

XPOMOCOMHbIe HeTekuusa Bcex
notepe GepemeHHOCTM CUHOPOMbI BO3MOXHbIX
MpenmyulectBa MeToda / caMonpoun3BofibHOM P
n13 sBnpoos reHeTUYeCKUX NPUYUH
BblKMAbILLIE .
MOHOreHHOM CMOHTaHHbIX aBOPTOB
N MEpPTBOPOXKAEHUM,
naTtanoruu
3aMeHsaoLee
KapuoTUnmMpoBaHue,
CGH, FISH
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