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POCCUINCKAST EOEPALINSA (19)

RU
(15) fara pernctpaumn: 20.09.2022

1 433243 s

Y vkno 19-07

(21) Homep 3asBku: 2022502425

SEJEPAJTIbHAA CITYXKBA
MO UHTEMNEKTYANbHOM COBCTBEHHOCTU

(22) fata nogaym 3asnBku: 08.06.2022

(24) Oata, c KOTOPON UCHUCHSIETCS CPOK
nencteus natenTa: 08.06.2022

(45) Oara ny6nukauum: 20.09.2022 Bron. Ne 10

(12 cBEOQEHMA O NATEHTE HA NMPOMbILLUIEHHbIV OBPA3EL,

Mpuoputet(bl):
(22) Oarta nogaum 3asiBku: 08.06.2022

(73) MaTteHToOGRNanaTens(n):
depepanbHoe rocygapcTBeHHoe GroaxeTHoe
yupexaeHue «<HaumoHanbHbIN MeAULIMHCKUIA
uccrnenoBaTenbCKUM LIEeHTP Tepanun u
npodunakTuyeckom MmeauumHbl» MuHuUcTepcTBa
3apaBooxpaHeHusi Poccuiickon ®eaepauum (RU)

(72) AsTop(bl):

MewkoB Anekcen HukonaeBuy (RU);
Kucenesa AHHa ButanseBHa (RU);
CotHukoBa EBreHnsa AHgpeeBHa (RU);
EpwoBa AnekcaHgpa UropesHa (RU);
XapukoBa AHacTtacus AnekcaHgpoBHa (RU);
PameHckuin Bacunui EBreHbeBuy (RU);
KyueHko Bnagumup Anekcangposud (RU);
OpanknHa OkcaHa MuxannosHa (RU)

Anpec Ans nepenucku:

101000, MockBa, MeTpoBepurckuin nepeynok, a. 10,
cTp. 3, YueBaTkuHou H.B.

(54) CXEMA ANIFTOPUTMA OLIEHKWU FTETEPO3UIOTHOINO HOCUTENIbCTBA BAPUAHTOB HYKNEOTUOHOW
NOCNEAOOBATEJIbHOCTU FrEHOB CFTR, PAH, GJB2, SERPINA1 NPU NPOrHO3UPOBAHNN PUCKA PA3BUTUA
AYTOCOMHO-PELIECCUBHbIX 3ABONEBAHUA: MYKOBUCLIMAO3, PEHUNKETOHYPUSA, HEUPOCEHCOPHAS

TYITOYXOCTb U AE®ULIUT AlTb®A-AHTUTPUNCUHA

(55) Cxema anropmTma OLEHKM reTepO3UroTHOTO HOCMTENBCTBA BAapMaHTOB HYKNeoTMAHOW nocrefoBaTensHocTy reHoB CFTR,
PAH, GJB2, SERPINA1 npv nporHo3npoBaHumn pycka pa3BuTusa ayTOCOMHO-PELIECCUBHBIX 3ab0neBaHuii: MyKoBUCLMAO03,
(PEHUNKETOHYPUS, HEMPOCEHCOPHAs TYroyXoCTb U AedUUMT anbda-aHTUTpUncrHa
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CxeMa aJropuTMa OLEHKH TIE€TePO3MIOTHOI0 HOCHUTEJbCTBA BAPHAHTOB HYKJIEOTHIHOH
nociaegosarensnocta renos CFTR, PAH, GJB2, SERPINAI npu nporHo3HpoBaHHH PHCKA
Pa3’BHTHS AYTOCOMHO-PELIeCCHBHBIX 3a00JIeBAHHI: MYKOBHCIHUA03, (eHUJIKETOHYPHS,
HEHPOCEHCOPHAS TYTOYX0CTh H Ae(PHUIHT AJIb(Pa-aHTUTPUIICHHA

BEiieneHne reroMuoi JIHK w3 200 MER saMopokeHHONH KpoBH C '3,[[TA

ww.si -~ 'f' -‘-’

onpenenenne konnentparny JIHK va cnektpodiotomerpe

i =0 -

HpDEEJIE}I‘HE TEHETHYMECKOH JTHATHOCTHEH METOIOM CEKBGHH“PDBHHHI
cleaymero nokonenus (NGS)

—
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BRIMOIHCHHS TAPTIeTHOTO oDOTACHHA O AOR-KOTHPYHOHY (DParMcHTOR ICHOR
CFTR, PAH GJB2, SERPINAL

BEIABISHHE HATH'IHA o KpaiiHeii Mepe onnoro BHIT w3 30 BHITL,
BCTpeualonuxc B nonyiaiuy Heanosckoi ofnactu
w SONE

TIpOBEICHHE ' % ECTECTREHHOE 3a9aTHE H

SKCTPAKOPIOPATEHOTO t paHHAS NPEHATATEHAL
OILIONOTBOPEHHA 03 5y JHArHOCTHEA
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