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®UNO naumeHTa:

AaTta poxaeHus:

Mon:

Howmep 3asaBku:

Buomatepuan: nepudepunyeckas KpoBb

Aata noctynaeHus 6romatepuana:

BHYTpeHHWI HOMep:

HazHaueHHbI TecT/NpoduAb: CKPUHUHT HAa HACAEACTBEHHbIe 3aboAeBaHus, 4 MyTauun (MyKOBUCLIMAO3, ClIMHAAbHANA
MblLLIEYHas aMUOTPOPUS, HEMPOCEHCOPHAs TyroyxocTb 1 A Tvna)

JaTa BblpauK:

PE3YAbTAT NCCAEAOBAHUSA:

PesynbTaTbl MCCAEAOBAHMA Ha HaAMuMe naToreHHbiXx BapuaHToB p.Pheb508del u dele2,3 (del21kb) B reHe CFTR wu
natoreHHoro Bapuarta ¢.35delG B reHe GJB2, noAyyeHHble METOAOM dparMeHTHOro aHaAm3a:

leH PesyAbTat uccaepOBaHUA PesyabTaT
CFTR p.Phe508del (rs113993960) HE BbIABAEH
CFTR dele2,3 (del21kb) HE BbIABAEH
GJB2 ¢.35delG (rs80338939) He BbIIBAEH

Pe3yabTaTbl MCCAEAOBAHUA KOAMUECTBA KOMWI 3K30HOB 7 -8 reHoB SMIN1 1 SMN2, noaydyeHHble MeTopoMm MLPA:

leH KoAnuecTBO KOMui ak3oHa 7 KoAnuecTBO KOMUM 3K30Ha 8
SMIN1 2 2
SMN2 2 2

BHumaHune!ll Haanume 2-x konmii ak3oHa 7 reHa SMN1 siBasieTcsi HOpMoH. OAHaKO, B PEAKMX CAydasix, npu
Haauyuu 2-x Konui 3k30Ha 7 reHa SMIN1 cyliecTByer BEPOSTHOCTb, 4To 06e konuu reHa SMN1 Haxoasitcs Ha
0AHOM XpoMocoMe. AT KOPPEKTHOM MHTEpPpeTaLmm AaHHbIX HEOOX0AMMa KOHCYAbTaLMs Bpadya-reHeTuka.

reH SMN2 aBasietcsi nceBaoreHom reHa SMN1. KoamuecTBo Konui ak30HoB 7-8 reHa SMIN2 BAUSIET Ha TAXECTb
3aboneBaHuss CMA B cayuyae ero Haanuusi. ToUHasi KOAMYECTBEHHAS OLIEHKA KOAMYECTBa KOMUI 3K30HOB 7-8
reHa SMN2  BaxHa AN OMPEAEAEHMS  BO3MOXHOCTM  A€YEHMS  MaumeHToB,  nopaxeHHbIX CMA,
npenaparom Spinraza (nusinersen).
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