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3AK/TIOMEHUE
no pesynbratam uccneaosaHua [1HK meroaom KAMHUUYECKOro ceKBeHMpPOBaHUA

Homep porosopa: [arta 3abopa matepmana:

MauuneHT: [ata noctynneHusa matepmana B nabopatopuio:
[aTta poxaeHus: Mon:

Bug 6uomarepuana: JlaTa roToBHOCTU UCCef0BaHUA:

Bupg nccnepoBaHuaA: 575 CKPUHUHT Ha HacneACTBEHHbIe 3aboneBaHMA "IKcnepTHbIN"
HanpaBuTtenbHblii guarHo3: O6cnen0BaHMe Ha HOCUTEIbCTBO U3BECTHbIX M BEPOATHO NaTOreHHbIX
BAapMaHTOB, aCCOLMMUPOBAHHbIX C MOHOT€HHbIMM 3a601€BaHUAMM.

NHOOPMALUA Ob HCCIIENJOBAHUU

CKpVHUHI Ha HacneacTBeHHble 3aboneBaHWsi — 3TO FEHETUYECKUM TECT, UCMONb3yeMbl AMs onpeneneHus,
SIBNSIETCA NN 300POBLIA YENOBEK HOCUTENEM PELIECCMBHOrO reHeTuyeckoro 3aboneBaHus. Llenb ckpuHuHra -
nomoyb 6yayLIMM poanTensm NOHATb PUCK poXaeHUsA pebeHka ¢ reHeTu4eckum 3aboneBaHuem.

[aHHbIN TecT BKMOYaeT BbiABEHNE paHee OonuncaHHbIX reTepo3nroTHbiX BapunaHTOB ayTOCOMHO-peLeCCUBHbIX
3abonesaHuin. B HEKOTOpPbIX Clydaax B TECT MOryT BKNKO4YaTbCA BapuaHTbl, HE ONUCaHHble paHee, HO nmMmerLne
3Ha4YMMbI€ NPU3HAKN NMNAaTOreHHOCTN, a TakKe BapuaHTbl, CBA3aHHble C ayTOCOMHO-AOMWUHAHTHbIMN 3aboneBaHnsMn
C NO3AHUM Ha4arnom.

B TecT BKMOYEH aHanm3 Yncna Konum ak30HoB reHa SMN1 cBsi3aHHOIo CO CNMHaNbHOWM MblLLEYHOW aTpodUen.

TecT He BKkMWYaeT BapuaHTbl CBA3aHHble C MynbTdakTopManbHbiMM  3aborneBaHusMW, BapuaHTbl B
MWTOXOHAPWUANbLHOM FreHoMe W onpeferneHve TaHAEMHbIX NMOBTOPOB. TecT He npedHasHaveH Ans onpeaerneHus
Bapuaumi ymucna konunm reHoB (CNV).B HekoTopbix cnydasx GuomMHdopMaTUyecknii aHanvm3 gaHHbIX No3BonseT
3anofo3puTb  HamuumMe CTPYKTYPHbIX MNepecTpoek (Mukpoaeneuvn u  Mukpogynnukauun). OOHapyxeHHble
nepecTporiku nognexart obsa3aTtensHOMY NOATBEPXKAEHUIO pedhepeHCHbIM METOA0M.

BapI/IaHTbI, O6Hapy)KeHHbIe B pe3ynbTaTte nccrieqoBaHud, He ABNAKTCA YCTaHOBJSIEHHbIM ANMArHo3oM, a MOryT ObITb
MCNoJNib30BaHbl B COBOKYMHOCTU C AOaHHbIMU OpYyrux na6opaTopr|x N WHCTPYMEeHTallbHbIX MEeTOOOB TOJIbKO
Bpa4YOM-reHETUKOM.

B HEKOTOpPbIX Cly4YadX HOCUTESNIbCTBO BapUWaHTOB peLeCCUBHbIX 3aboneBaHnin MoXeT MMeTb 3HaveHue aOns
poaACTBEHHUKOB NauneHTa.

|_|pl/l 06Hapy>KeHv|v| HOCUTENbCTBA KIMMHUYECKM 3HAYMMbIX BapuaHTOB B TeHaX, CBA3a@HHbIX C ayTOCOMHO-
peueccuBHbIMU 3aboneBaHusMN HeobxoamMmo obcreaoBaHue napTHepa C uesibio Noncka KInnMHU4YeCckn 3Ha4nMblX
BapnaHTOB B TEX Xe reHax.

Ona yTOYHEHMS 3HAYUMMOCTU OBHapYXXeHHbIX BapuvaHTOB, B TOM YMCINe pacyeTa pucka HacneacTBEHHOro
3aboneBaHus y pebeHka Heobxoarma KOHCyNbTaUms Bpaya-reHeTuka.

MUccnepnoBaHne BbINOMHAETCA Ha  BbICOKONMPOU3BOAMTENILHOM CUCTEME AN CEeKBEHMPOBaHUA
HYKnenHoBbIX kucnot NeHockaH 4000.

PeaucmpayuoHHbIl Homep ¢hedeparibHOU criyxbbi o Had30py 6 cghepe 30pasooxpaHeHusi: P3H 2025/24616.
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PE3Y/IbTATbl UCCTIEAOBAHUA

Bapl/IaHTbl, KJIaCCl/I(l)l/IIIHPOBaHHbIe pPaHee KaK NAaTOIrC¢HHbIC NJIH UMECIOIIUE 3SHAYUMbIC IPU3HAKH
NAaTOr¢HHOCTH

- 3“2‘;:“0

[Ipu3Haku NATOreHHOCTH U KOMMEHTAPUH

Cunapom

chr5:119452621G>A Terepos | 1opyi7ps | ENST000005 | o f5esn 0.Gly16Ser 135
HWTOTHBIN 10025

IIpusnaku namozennocmu eapuanma:

Heckobko KOMNbIOMEPHBIX AN20PUMMO8 NPedCKA3bl8arom namo2eHHoCb.

Bruanus eapuanma na GyHkyuio eena

Pacnonooicen 6 opaueii mouxe paoom ¢ Opyeumu namo2eHHbIMU 8APUAHINAM
Jpyzan ungpopmanyusa:

Tlpucymcmeyem 6 nonynsayuonnvix BJ[ 6 cemepozucommnom cocmosnuu (GNOMAD V2:0.000199930; GNOMAD
V3:0.000177410)

Knaccuguxayus ACMG: Likely Pathogenic.

Knaccugpurayuss CLINVAR: Pathogenic/Likely pathogenic (Likely pathogenic - 4, not provided - 1, Pathogenic - 21,
Uncertain significance - 1).

3(160.7188("-!”}1, aACCOUUUPOBAHHDbBIE C 2CCHOM:?

D-bifunctional protein deficiency (261515), AR
Perrault syndrome 1 (233400), AR

Jenenun 3x30H0B rena SMN1

OO0Hapy»xeHo 2 konuu 7-8 3x30HOB reHa SMN 1. HocuTenbCTBO CIIMHANIBHO MBIIIEYHON aTpO(HU HE BBISIBICHO
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http://omim.org/entry/261515
http://omim.org/entry/233400
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