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CKPUHMHI Ha HacnencTBeHHble 3aboneBaHuA nepen 6epemMeHHocTbIO (reHbl GJB2, SMN1, PAH, CFTR)

Mokasarenb

PesynbTaTt

Ped. 3Ha4yeHusn

HocutenbctBo 5q-cnnMHanbHOM MblLLEYHOM
aTpoduun (konuyecTtso konuii reHos SMN1,
SMN2)

He obHapyxeHO HocUTENbCTBa Aeneuun
reHa SMN1. Konui reHa SMN1 -2 ,
konuii reHa SMN2 -1 .

He obHapyxeHO HocuTenbCTBa Aeneuun
reHa SMN1. Konuin rena SMN1 - 2, konuin
reHa SMN2 - 0-4

HocuTtenbcTBO HAacCNeACTBEHHOWM TYroyxoCcTu
(pacnpocTpaHeHHble MaToreHHble BapuaHThbl B
reHe GJB2, peneuun n gynnukaumm reHoB
GJB2, GJB3, GJB6)

He obHapyxeHO HocuTenbCTBa
pacrnpoCTpaHEHHbIX MATOreHHbIX
BapuaHToB B reHe reHe GJB2, a Takke
HOCUTENbCTBA Aeneunii u aynnukawui
reHoB GJB2, GJB3, GJB6

He obHapyxeHO HocUTenbCTBA
pacnpoCcTpaHeHHbIX NATOreHHbIX
BapuaHToB BreHe GJB2, a Takke

HoCUTenbCTBa AeneLnin n gynnvkauui
reHoB GJB2, GJB3, GJB6

HocutensctBo CFTR-accounmpoBaHHbIX
3aboneBaHui

(pacnpocTpaHeHHble NaTOreHHbIe BapuaHTbl B
reHe CFTR (mykoBucUMA03, HacneaCcTBEHHbIE
naHkKpeaTuT, My>xckoe 6ecnnoauve))

He obHapyxeHo HocuTenbCcTBa
pacnpoCcTpaHeHHbIX NAaTOreHHbIX
BapuaHToB reHe CFTR

He obHapyxeHO HocuTenbCcTBa
pacnpocTpaHeHHbIX NAaTOrEHHbIX
BapuaHToB B reHe CFTR

HocutenbcTBo heHUNKeTOHYpUn (MaToreHHbIe
BapvaHTbl p.Arg408Trp n p.Arg261GIn B reHe
PAH)

He o6HapyxeHo HocuTenbCTBa
pacnpoCTpaHEHHbIX MATOreHHbIX
BapuaHToB p.Arg408Trp u p.Arg261GIn
B reHe PAH

He obHapyxeHo HocuTenbCTBa
pancnpocTpaHeHHbIX NaTOreHHbIX
BapuaHToB p.Arg408Trp 1 p.Arg261Gin B
reHe PAH

[eHeTn4eckoe 3aknoyveHne

He o6HapyxeHo HocuTenbCTBa
pacnpocTpaHeHHbIX NAaTOreHHbIX
BapuaHToB B reHax GJB2, CFTR, PAH,
SMN1

He oGHapyeHo HocuTenbCTBa
pacnpocTpaHeHHbIX MATOreHHbIX
BapuaHToB B reHax GJB2, CFTR, PAH,
SMN1

[laTa BbINOMHEHMA UCCNEeAOBaHNUSA:

Nuuensus JenaptameHTa 3gpasooxpaHeHus N° N1041-01137-77/00363245

PesynbTatsl ogobpun:

Oosepue naumeHToB. BbiGop Bpayen.
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