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Accoumn NMpOBaHHOE saboneBaHue

MyKoBUCLMNAO3

DeHNNKETOHYPUSA

lacneAcTBeHHaA
HeCMHAPOMasibHasA
TYroyXocCThb

CunHapoMm CMmuta-JSlemnun-
Onuua

bone3sHb BUNbCOHA-
KoHOBanoBa

CuHapoM [NeHapeaa

[[anakTozeMus,
BapuaHT AdyapTe

bone3Hb [oLWwe

BpoxaeHHoe HapyLlleHue
rMUKO3UNUpoBaHua, Tun Ia

KiHM4eckas
3HAaUYMMOCTb BapuWaHTa

NameHeHne AHK

(MameHeHne Benka) Nokanunsauuna (hg38)

Baw cTaTyc

[1aTOreHHbIX 1 BEePOSTHO NAaTOr€HHbIX BAPUAHTOB B MEHE He 0bHAapYIKEeHO

[1aTOreHHbIX v BEePOSTHO MNaToOr€HHbIX BapuaHTOB B reHEe He 0bHAapYIKEeHO

c.35delG chrl3:20189546 NaTOreHHbIN

p.Glyl2fs

HOCUTENDb

y S aa— ¥

[1aTOreHHbBIX 1 BEPOSSTHO MNaToOreHHbIX BaAPUAHTOB B IeHEe HEe 0bHapy>XeHO

[laTOreHHbIX 1 BEPOSTHO raToreHHbIX BAPUAHTOB B MeHE HE ODHAapyXXeHo

A -

[1aTOreHHbBIX M BEPOSTHO NATOreHHbIX BAPDUAHTOB B MeHEe He 0BHAapYIXeHO

c.-119_-116
delGTCA

c.940A>C
p.Asn314Asp

chr9:34646576- naToreHHbIN™

34646579

HOCUTENDb

chr9:34649445 NnaToreHHbIN™ HOCUTENb

[1aTOreHHbIX 1 BEPOSTHO NaTOr€HHbIX BAPUAHTOB B IreHE He 0BHAapYIKeHO

[1aTOreHHbIX 1 BEPOSTHO MNaToOre€HHbIX BapuaHTOB B reHEe HEe 0OHAapyIKeHOo

bonesHb HMMaHa-l1TukKa,
™Mn A/B

CuHApoM Ywepa, TN 2A

bone3Hb [NloMne

AYTOCOMHO-peLeCCUBHbIN
NOJINKUCTO3 Noyek

Mykononucaxapmnaos, tmn 1

(Cunapom Nypnep)

CunHapoM LlenbBerepa

BonesHb Kpabbe

[1aTOreHHbIX ¥ BEPOSTHO ratoreHHbIX BAPUAHTOB B NeHE HE 0DHapyXXeHO

[1aTOreHHbIX M BEPOSTHO MNAaTOr€HHbIX BAPUAHTOB B reHe HEe 0BHAap YXeHOo

[1aTOreHHbIX 1 BEPOSTHO MNAaTOreHHbIX BaAPUAHTOB B reHe He 0OHAapYIKeHOo

[1aTOreHHbBIX 1 BEPOSTHO MNaTOreHHbIX BaAPpUAHTOB B reHe He 0OHAapyXKeHOo

[1aTOreHHbIX M BEPOSTHO MNaToOr€HHbIX BapUAaHTOB B reHe He 0OHAapyIKeHOo

[1aTOreHHbIX 1 BEPOSTHO MNaToOreHHbIX BapUaHTOB B reHEe HEe 0bHAapYIKEeHO

[1aTOreHHbIX ¥ BEPDOSTHO raTtoreHHbIX BAPUAHTOB B reHE HE OBHAapyIXXeHo
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NameHeHne [QHK Nokannsauns (hg3s) KnnHMueckas Bal cTaTyc

AccounmnpoBaHHoe 3aboneBaHue
(M3meHeHWe benka) 3HAYMMOCTb BapWaHTa

bonesHb Teda-Cakca [laTorerHHbiX n BEePOSTHO MNartoreHHbIX BaApuaHTOB B reHe He 0bHapyKeHo

HeaoCTaTOUYHOCTDL [1aTOreHHbIX n BEPDOSTHO MaTtOre€HHbIX BapuaHTOB B reHe He 0BHAapyXeHo
bMoTUHKNAA3LI

MEFV [Mepnoanyeckas 6onesHb c.2084A>G chrl6:3243403 BEpOATHO HOCUTENb
NM_000243.3 P.Lys695Arg NaToOreHHbIN

FAH TuposnHemuda, Tun 1 [laTorerHbixX n BEPOSTHO MNartoreHHbiX BapuaHTOB B reHe He 0bHapyKeHo

MeTaxpoMaTUyecKas [1aToOreHHbIX 1 BEPDOSITHO raTtor€HHbIX BAPUAaHTOB B reHe HE OBHapyIXeHo
nenkoancTpopus

NeduunT cpeaHeueno4Ye4yHom
aunn-KoA aernaporeHassl [1aToreHHbIX u BEePOSATHO NMaToOreHHbIX BaAPUAHTOB B reHe He 0OHAapyXeHOo
XUPHBbIX KUCNOT

* BapuaHTtbl ¢.940A>G 1 ¢.-119 -116delGTCA reHa GALT onucaHbl B UUC-NOSIOXEHUN (B COCTaBe KOMMMAEKCHOro annena) Kak
BapuaHT AdyapTe 2. [lobpokadvecTBeHHasa popmMa ranakroseMmmn yapTe BO3MOXHa NpU codeTaHUU KoMMNNeKcHoro annena c.940A>G -
c.-119 -116delGTCA reHa GALT ¢ ApyrMM naToreHHbIM BapUaHTOM B TpaHC NOAOXKeHUH.

Ana nHTepnpeTaunumn pesynbTaToB UCCAeJoBaHUA HeobxoaMMa KOHCyNbTaunsa Bpada-reHeTuka.

Pe3synbTaT MyJIbTUMJIEKCHOU aMnaindpukaumm nurmposaHHbix 3oHaos (MLPA)

Jokyc [lonyJyeHHble AaHHble

[en SMN1 sk30HBI /-8 OBHapy»XeHo 2 Konuu

na nHTepnpeTaunn pesynbTaToB UccineagoBaHUA HeobxoanMa KOHCVJ/IbTAdUWUA Bpada-reHeTuKa.

TEXHUYECKME XAPAKTEPUCTUKW

[Mprbopbl:

SeqStudio, F-Genetics

Habop ana nposegeHus MLPA:
SALSA MPLA

Cuctema LeneBoro D6DFELLI,EHMFIZ

naHenb Anga cosgaHuna TapretHon AHK 6unbnuotekn AmpliSeq

METOAUKA

NccnepnosaHue nposoauTca MetoaaMu NGS m MLPA (ana reHa SMN1). NeHomHaa [HK Bblaendetca uU3 nepudepuyeckon KpoBMW.
[TogrotoBka obpasua ana MLPA npoBoaAUTCA € noMolwbio Habopa SALSA MPLA ¢ nocneaywwuMMm npoBeaeHUeM KanWAASAPHOro
aneKkTpodopeza Ha npubope SeqStudio. Moarotoeka AHK 6ubnmnotekn ana nposeaeHus NGS ocylecTBndeTcqd ¢ UCNOJSIb30BaHUEM
naHenn AmpliSeq, Aanee Ha cucteMme «F-Genetics». TapreTHoe ceKBeHUpoBaHWe Mo TexHonorun Ion AmpliSeq vcnonb3syeTca Ans
aHanunsa Kkoaupyowmux nocnegosatenbHocTen 22 reHoB: CFTR, PAH, GIB2, DHCR7, ATP7, SLC26A4, GALT, GBA, PMM2, SMPD1, USHZ2A,
GAA, PKHD1, IDUA, PEX1, GALC, HEXA, BTID, MEFV, FAH, ARSA, ACADM.
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