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MEJUITMHCKUAE AHAJIA3BL CUTUNAE -

®HO nannenra: TECT AHOHUM AHOHUM

Mox:  JKEHCKUI

Jara poxxnennsi: 04/06/1998 Moaubixer: 27 Pedepencuas rpynma:

3aka3zunk: OBPA3EIL] Nezaka3za: OBPA3EIL]
HccienoBanne ‘ PesyabTart ‘ EnuHunnbt PedepencHblii HHTepBaJI

TEHETUKA
buomarepunan: Beno3Has kpoBb Jara B3aTHs Onomartepuana: J[ata mocTynjeHus B J1a0OpPaTOPUIO:
04/06/2025 08:25 05/06/2025

A27.05.034.000.06 Ananusz kposu 014 blAsieHUs RPEOPACRONOHCEHHOCMU K HACIEOCNBEHHbIM 3A001e6aHUAM

CKpHHUHT Ha HacJleICTBEHHbIE 3a00ieBaHus "DKCIEPTHBIA"  €¢M. BJI0KEHHBIH
daiin*

*B ciryuyae, ecid NpUJI0:KeHHe He 0TOOpakaeTcsi — odpaTuTech Ha ropsiuyio JuHuio Cutuiad: 8-800-100-36-30 (3BoHOK GecrIaTHBIN)

Hcnoanntean: O6pazer O.b.
IMoanuck UCNOJHUTEJIA:

Jarta BbIIa4M pe3yabTaTa: 17/07/2025

IMeuatsn OpraHu3anvu

Baxno! ®opmar pesysbTara HCCIEIOBAHHSA MOKET OTIHYATECS B 3aBUCHMOCTH OT T1071a, BO3PAcTa U PErHOHA BBINONHEHHUS. Jmer Ne 1 u3 1
HWHTepnperaius pe3ynbTaToB He SBJIAETCS JUArHO30M, 3aKIII0UCHHE [0 Pe3y/IbTaTaM JaHHOTO HCCIIeI0BaHUs AT JIevaliuii Bpad.
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MEXHOYHAPOOHASA
CUTUNAb b CETh NABOPATORMHA

3AKNTKOYEHUE
no pesynbratam uccnegosaHua [IHK meroaom KAMHUYECKOro ceKBeHMpoBaHUA

Homep porosopa: [arta 3abopa matepmana:

MauuneHT: [ata noctynneHusa matepmana B nabopatopuio:
AaTa poxaeHusa: Mon:

Bua 6uomarepuana: Kposb EDTA JlaTa roToBHOCTU UCCneA0BaHUA:

Bua uccnepoBaHua: 575 CKPUHUHT Ha HacneacTBeHHble 3aboneBaHma "IKcnepTHbIN"
HanpaButenbHbIW AUarHos:

NHOOPMALIUA Ob UCCIIEAOBAHHUU

CKPUHUHI Ha HacneacTBeHHble 3aboneBaHWst — 3TO FEeHEeTUYECKUid TecT, WCMonb3yeMbld Ans onpeneneHus,
ABNSIETCA 1M 3[40POBbLIN YENIOBEK HOCUTENIEM PEeLLeCCUMBHOTO reHeTudeckoro 3abornesaHusi. Llenb ckpuHWHra -
nomoYb GyayLIMM PpoaMTENsIM NOHATb PUCK POXKAEHMS pebGeHKa ¢ reHeTu4eckum 3abosieBaHueMm.

[aHHbIN TecT BKIOYaEeT BbISBIEHNE paHee ONMUCaHHbIX reTepo3nroTHbIX BapMaHTOB ayTOCOMHO-peLeCCUBHbIX
3aboneBaHuin. B HEKOTOPbIX Cllydadax B TECT MOryT BKNMKOYaTbCA BapuaHTbl, HE ONUCaHHble paHee, HO nmMmerLwne
3Ha4YnMble NPU3HaKN NAaTOreHHOCTU, a Takke BapunaHTbl, CBA3aHHble C ayTOCOMHO-OO0OMNUHAHTHbIMA 3aboneBaHusiMu
C NO3AHUM Ha4varioMm.

B TecT BkMoYeH aHanma yncna Konum 3k30HoB reHa SMN1 cBsA3aHHOro Co CnMHanbHOWM MbILLEYHOW aTpouen.

TecT He BKMA4YaeT BapuaHTbl CBA3aHHble C MynbTdakTopManbHbiMKM  3aborneBaHusMW, BapuaHTbl B
MUTOXOHAPUANbHOM reHome U onpeferneHve TaHAEeMHbIX MOBTOPOB. TeCT He npegHasHayeH Ans onpegeneHuvs
Bapuaumi dmcna konui reHoB (CNV).B HekoTopbIx crnydasx OvoMHOpMaTUYECKMI aHanNu3 AaHHbIX No3BoNnsAeT
3anogo3puTb  HamuuMe CTPYKTYPHbIX MepecTpoek (Mukpogeneuunm w  mMukpoaynnukauun). OBHapyXeHHble
nepecTpoyikn nognexar obs3aTensHOMY NOATBEPXKAEHUIO pedhepeHCHbIM METOA0M.

BapI/IaHTbI, O6Hapy)KeHHbIe B pe3ynbTtate nccrnenoBaHund, He ABNnATCA YCTaHOBJIEHHbIM OVUAarHo30M, a MoryT ObITb
MCnosib30BaHbl B COBOKYMHOCTU C AOaHHbIMU OpPYyrux naGopaTopr|x N WHCTPYMEHTallbHbIX MEeTOOOB TOJIbKO
Bpa4YOM-reHeTUKOM.

B HEKOTOPbIX Cly4YadXx HOCUTENbCTBO BapUaHTOB peleCCUBHbIX 3aboneBaHnin MoXeT MMeTb 3HaveHue ans
poaACTBEHHUKOB NauuneHTa.

anI 06Hapy>Keva| HOCUTENbCTBA KIMMHUYECKM 3HAYMMbIX BapunaHTOB B TreHaX, CBA3a@HHbIX C ayTOCOMHO-
peueccnBHbIMU 3aboneBaHnsMn HeobxoamMmo obcrnenoBaHue napTtHepa C uesnblo Noncka KIMHMYeCkn 3Ha4nmMbIX
BapMaHTOB B TEX Xe reHax.

Ons YTOYHEeHNA 3Ha4YuMMOoCTU 06Hapy)KeHHbIX BapMaHTOB, B TOM 4uUcCle pacyeTa pUCKa HacneacTtBeHHOro
3aboneBaHusi Yy peGeHKa Heobxoamma KOHCYInbTauuna Bpava-reHeTuka.

UccnepoBaHne BbINONIHAETCA Ha  BbICOKONMPOU3BOAMTENIbHOM CUCTeMe AN CeKBEHMPOBaHUA
HYKNneuHoBbIX kucnot NeHockaH 4000.

PeaucmpauyuoHHbIl Homep ¢hedeparibHou cryxbbi no Had3opy 8 cohepe 30pasooxpaHeHus. P3H 2025/24616.

Ctp. 1uns 2.



PE3Y/IbTATbl UCCNNIEAOBAHUA

Bapuantsl, kiiaccupuuupoBaHHbIe paHee KaK MaTOreHHbIe WJIH HMeEIIHe 3HAYNMble MPU3HAKH
NATOreHHOCTH

-~

I[Ipu3Haku NATOreHHOCTH U KOMMEHTAPHH

Cunapom

PeneBaHTHBIX BapHaHTOB HE 0OHAPYKEHO

Jenenun 3x30H0B rena SMN1

OO6HapyxeHo 2 kormu 7-8 3x30H0B reHa SMN 1. HocuTenbcTBO CIMHAIBHOI MBIIIEYHON aTpoHU HE BBIIBICHO

Bpau-reHeTuk

YeTOaNYecky
I!ﬂ'ﬂ'!’p L] HHYeCkpii
a'liﬁnparﬂp”m?
Aarnocryy,,
Chrigag,
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