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ID nauueHTa B nabopatopuun ID cobipbix aaHHbIX ID INVITRO

N-2 o5 999999999

MauueHT
XXX

[NaTta poxaeHuns Mon
OO0.MM.ITTT

Bpay, HasHauMBLIKWIA UccnenoBaHue
XKeHckum -

[aTa nony4deHus
OO0.MM.ITTT

Bua maTtepuana MpeanonoXnTenbHbIN AMarHo3

BeHo3Hasa KpoBb CKPUHUHI

[aTa Bblgaumn
O40.MM.ITTT

Pesynbrtat 6MOMH(POpPMATUUYECKOro aHasim3a AaHHbIX
MOJIHO3K30MHOIro cekseHmposaHusa AAHK
MaToreHHble reHETUYECKMNE BapUaHTbI He o6Hapy>xeHO

BepoATHO NaToreHHble reHeTuYecKkne BapmaHThbl He o6Hapy>xeHO

BapuaHTbl C HeU3BEeCTHbIM KJIMHUYECKUM 3HAYEeHUEM He o6Hapy>xeHO

HocuTenbCcTBO peueccuBHbIX 3aboneBaHunii

leH AccounmpoBaHHoe N3meHeHne OHK (HG38)  3urotHocTb YacTtoTa Knaccudpukaums
3abonesaHune (M3MeHeHMe b6enka) (Tvin (gnomAD
(OMIM) HacnenoBaHUA) v4.1.0)

CHEK2 CuHapom 22:9.28725099A>G [eTepo3uroTta 0.2762% M3BeCcTHbIN

NpeapacnosioXXeHHOCTU K
paky MOSIOYHOM Xenesbl,
npocraTtbl 1

KOJIOPEKTaNIbHOMY paKy,

ENST00000404276.6:
c.470T>C
ENSP0O0000385747.1:
p.Ile157Thr

(AOMWHaHTHbIN)

naToreHHbIN

T™™n 4 (609265)

Ob6HapyeH paHee OMWCaHHbIN B NMTepaType BapuaHT rs17879961 B reTepo3nMroTHOM COCTOSIHUM B 3k30He 4 u3 15 reHa CHEK2,
NPUBOASALLNIA K aMUHOKMCNOTHOW 3ameHe p.llel57Thr, ¢ rnybuHon npouTeHus 202X. [atoreHHble BapwaHTbl B reHe CHEK2
NPUBOAAT K PasBUTUIO ayTOCOMHO-AOMWMHAHTHOrO CUHAPOMA MNpPEeApPacrOfIOXEHHOCTM K paKy MOMOYHOM Xenesbl, NpocTaTtbl U
KONOpeKTanbHOMY paky, Tun 4 (609265). BbisBneHHbIA BapuaHT 6bll1 ONMCaH NATOreHHbIM Yy MAaUMEHTOB C COOTBETCTBYHOLLMM
deHoTMnoM B cTatbax [PMID: 22799331, 27716369, 15492928 w pap.]. Ons BbiIBNEHHOr0 BapuaHTa OMuWCaHa HuU3Kas
neHeTpaHTHoCcTb [PMID: 36315097, 36136322, 22419737].

BapunaHT BCcTpeyaeTcsa B 6a3e AaHHbIX MNONYASUMOHHBLIX YacToT gnomAD v4.1.0 ¢ o4eHb BblCOKOM YacToTon (4384 HocuTens, y 37
YenoBeK BapwaHT NpeacTaBfieH B rOMO3MIOTHOM COCTOSIHMM), pacrnonaraeTcs B KoHcepBaTuBHOM canTe (GERP++), npeackasaH
OKa3blBaTb MaTOreHHbI 3ddeKkT Ha 6enok KoMmnbloTepHbiMM anroputMamm (CADD, FATHMM, MetaSVM, MutationTaster) un He
OKa3blBaTb NatoreHHoro addekta Ha 6enok KomnbloTepHbiMM anroputMamm (DEOGEN2, LRT, PrimateAl, PROVEAN). BapuaHT
aHHOTMPOBAH NaTOreHHbIM/BEPOATHO naToreHHbIM B 6a3ze AaHHbix ClinVar 22 nabopatopusaMun, BapuaHTOM C HEW3BECTHOMN
KNWHMYeCKoM 3HauumocTbio 8 nabopatopusamm (Variation ID: 5591).

TNFRSF13B 17:9.16948873A>G
ENST00000261652.7:
c.310T>C
ENSP00000261652.2:
p.Cys104Arg

O6wunit BapmabenbHbii
MMMyHOoAedUuMT, TUn 2
(240500)

0.5441% M3BeCTHbIN

naToreHHbIN

[eTepo3urota
(AOoMUHaHTHBIN,
PeueccuBHbIl)

O6HapyXeH paHee OnucCaHHbIA B nuTepaType BapuaHT rs34557412 B retepo3vroTHOM COCTOSHMM B 3k30He 3 M3 5 reHa
TNFRSF13B, npuBoasiLLMin K aMMHOKNCNOTHOM 3aMeHe p.Cys104Arg, c rnybuHon npoyteHus 244X. MNaToreHHble BapuaHTbl B reHe
TNFRSF13B npueBoaAT K passuTUIo 2yTOCOMHO-AOMMHAHTHOr0/ayTOCOMHO-PeLLeCCUBHOIO obwero BapuabenbHoro
nMMyHogeduumTta, TMn 2 (240500).

BbisiBNeHHbIVi BapuaHT 6bi1 onucaH B reTepo3vroTHOM, FOMO3MIOTHOM W KOMMNAYHA-reTepo3uUroTHOM COCTOSIHUM Yy MAUMEHTOB C
COOTBETCTBYHOLWMM deHoTMNOM B cTaTbsax [PMID: 16007087, 17392797, 27123465 wn pap.]. Ona COCTOSHWIA, CBA3AHHbIX C
naToreHHbIMM BapuaHTamMu B reHe TNFRSF13B, onucaHa BapuabenbHOCTb W HenosHas neHeTpaHTHocTb [PMID: 18981294,
32067110 v ap.].

BapunaHT BcTpeyaeTcs B 6a3e gaHHbIX NONYASUMOHHbBIX YacToT gnomAD v4.1.0 ¢ oyeHb BbICOKOW YactoTon (8719 HocuTenen, y
32 yenoBek BapuvaHT npeacTaBsieH B FOMO3MIOTHOM COCTOSIHMW), pacnofiaraeTca B MOslykoHcepBaTuBHOM caiite (GERP++),
npeackasaH okasbiBaTb NaToreHHbl addekT Ha 6enok kKomnbioTepHbiMK anroputmamm (CADD, DEOGEN2, FATHMM, SIFT, LRT,
MetaSVM, MutationTaster, PROVEAN, Polyphen) 1 He oka3biBaTb natoreHHoro acddekta Ha 6e10K KOMMNbIOTEPHLIMU anropuTMamMm
(PrimateAl). Bap1aHT aHHOTUMPOBAH NaTOreHHbIM/BEPOSATHO NaToreHHbIM B 6a3e gaHHbIx ClinVar 26 nabopatopunsiMm, BapMaHTOM C
HEN3BECTHOM KJIMHWYECKOM 3Ha4yMMOCTbio 3 nabopaTopuaMn, BeposiTHO fobpokadecTBeHHbIM 2 nabopatopusmu (Variation ID:
5302).
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®DyYHKUMOHaNbHbIM aHanu3 BbiSiBUI, YTO aMUHOKMCIOTHasA 3amMeHa p.Cys104Arg BnuvseT Ha yHKUMIO NpoaykTa reHa TNFRSF13B -
TACI [PMID: 21419480, 23237420, 24051380].

BapuaHT BbisIBIEH B reTepO3MroTHOM COCTOSIHUM U HE MOXET NPUBOAUTbL K PELLECCUBHOMY (PEHOTUMY NMpU OTCYTCTBUM NATOrEHHbIX
BapuvaHTOB BO BTOPOW KOMUU reHa.

VWF BonesHb doH 12:9.6034812C>T [eTepo3uroTa 0.4956% MN3BecTHbIN
BunnebpaHaa, Tvn 2N ENST00000261405.10: (PeueccuBHbIN) naToreHHbIN
(613554) Cc.2561G>A
ENSP00000261405.5:
p.Arg854GIn

O6Hapy>XeH paHee OnuCaHHbIA B nuTepaType BapuaHT rs41276738 B reTepo3nroTHOM COCTOSIHUM B 3k30He 20 u3 52 reHa VWF,
NPUBOASLUMIA K @MUHOKUCNOTHOM 3ameHe p.Arg854GIn, c rnybuHoli npoyteHus 79X. MaToreHHble 6uannenbHble BapnaHTbl B reHe
VWF npuBoAsiT K pa3BUTUIO ayTOCOMHO-peLeccMBHo 6onesHn ¢oH BunnebpaHaa, Tmn 2N (613554). BbisiBfieHHbI BapuaHT 6bin
OMNucaH NaToreHHbIM y NauueHToB C COOTBETCTBYOWMM deHOTMNOM B cTaTbax [PMID: 29115006, 35452508, 38992343 u ap.].
BapunaHT BcTpeyaeTcs B 6a3e gaHHbIX NONYASAUMOHHbBIX YacToT gnomAD v4.1.0 ¢ o4eHb BbICOKOW YactoTon (7948 HocuTenen, y
26 yenosek BapuaHT nMpeacTaBfeH B TOMO3MIOTHOM COCTOSIHUMKW), pacrnonaraetcs B KoHcepBaTuBHOM cavte (GERP++),
rnpeackasaH oKasbiBaTb MaToOreHHbIM 3ddekT Ha 6enok kKoMmnbtoTepHbiMM anroputMamm (CADD, DEOGEN2, MutationTaster,
PROVEAN, Polyphen) 1 He oka3sbiBaTb naToreHHoro addekta Ha 6enok KoMnbiloTepHbiMKM anroputmamu (FATHMM, SIFT, LRT,
MetaSVM, PrimateAl). BapuaHT aHHOTMpPOBaH MaTOreHHbIM/BEPOSITHO MaTOreHHbIM B 6a3e paHHbix ClinVar 46 nabopaTtopusimmn
(Variation ID: 296).

BapunaHT BbiSiBNEH B reTepo3uroTHOM COCTOSIHUM U HE MOXET MPUBOANTb K yKa3aHHOMY (heHOTMMY Mpu OTCYTCTBUW MATOrMEHHbIX
BapWaHTOB BO BTOPOWN KOMUW reHa.

PKLR BpoxaeHHas 1:9.155291918G>A [eTepo3urota 0.2954% MN3BecTHbIN
HecdepouuTapHas ENST00000342741.6: (PeueccunBHbIN) naToreHHbIN
remonuTuyeckas aHemusi, ¢.1456C>T
™R 2, gepuumt ENSP00000339933.4:

nupyBaTknHa3sbl (266200) p.Arg486Trp

O6HapyeH paHee OMUCaHHbINA B iMTepaType BapuaHT rs116100695 B reTepo3mroTHOM COCTOSIHUM B 3k30He 10 m3 11 reHa PKLR,
NPUBOASALLNIA K @aMUHOKUCNOTHON 3aMeHe p.Arg486Trp, ¢ rnybuHon npoyteHuns 64X. MNaTtoreHHble 6uannenbHble BapnaHTbl B reHe
PKLR npuvBOAAT K PpasBUTUIO ayTOCOMHO-PELECCMBHOW BPOXAEHHON HecdepouuTapHOW reMONUTUYECKOW aHeMun, Tun 2,
aedununta nupysaTknHasbl (266200). BbisBneHHbI BapuaHT 6bl1 OMMCaAH MNATOreHHbIM Yy MAUWMEHTOB C COOTBETCTBYHOLLUM
deHoTMnoM B cTaTbsax [PMID: 33631127, 34093240, 18759866 v ap.].

BapuaHT BCcTpeyaeTcsa B 6a3e AaHHbIX MNONYASUMOHHBLIX YacToT gnomAD v4.1.0 ¢ o4eHb BbICOKOM YactoTon (4750 HocuTenen, y 8
yenoBek BapuaHT npeAcTaBfieH B TOMO3WIOTHOM COCTOSIHMM), pacnofiaraeTcsa B MOAyKoHcepBaTMBHOM cavite (GERP++),
rnpeackasaH OKasblBaTb MaToreHHbln 3ddekT Ha 6enok komnbioTeEpHbIMM anroputmamm (CADD, DEOGEN2, FATHMM, SIFT, LRT,
MetaSVM, MutationTaster, PROVEAN, Polyphen) n He oka3biBaTb natoreHHoro addekrta Ha 6e10K KOMMNbIOTEPHBIMW anropMTMamMu
(PrimateAl). BapnaHT aHHOTMpOBaH MaTOreHHbIM/BEpPOSATHO naTtoreHHbiM B 6a3e gaHHbix ClinVar 26 nabopaTtopuamn (Variation
ID: 1513).

BapunaHT BbiSiBNEeH B reTepo3nroTHOM COCTOSIHUM U HE MOXET MPUBOAUTbL K YKa3aHHOMY (heHOTUMY Mpu OTCYTCTBUW MATOrEHHbIX
BapuMaHTOB BO BTOPOWM KOMUMU reHa.

FSIP2 HapyweHue 2:9.185802099G>T [eTepo3urota 0.0007% Oxunpaemblin
cnepmatoreHesa, Tun 34  ENST00000424728.6: (PeueccuBHbIN) naToreHHbIN
(618153) c.12793G>T

ENSP00000401306.1:
p.Gly4265Ter

Ob6HapyxeH paHee He OMWCaHHbIA B NuTepaType BapuaHT rs1319985955 B reTepo3nroTHOM COCTOSIHMM B 3K30He 17 n3 23 reHa
FSIP2, npuBOAAWNIA K NpuobpeTeHnio CTOM-KOAOHA U NMpexAaeBpeMeHHON TepMuHauumn TpaHcnaumn p.Gly4265Ter, ¢ rnybuHomn
npoyteHns 141X. MaToreHHble O6uannenbHble BapuaHTbl B reHe FSIP2 npuBoaAT K pasBUTMIO ayTOCOMHO-pEeLeCcCUBHOMO
HapyleHus cnepMartoreHesa, Tun 34 (618153).

BapunaHT BcTpedaeTcs B 6ase AaHHbIX MOMYASUMOHHbIX 4YactoT gnomAD v4.1.0 c OTHOCUTENbHO HW3KOW 4yactoTon (10
HocuTenen), ¢ 60MblWON BEPOSTHOCTBIO NPUMBOAMUT K noTepe MYHKLMM COOTBETCTBYHOLLEN KOMUK reHa.

BapuvaHT BbISiBNeH B reTepo3vroTHOM COCTOSIHUM M HE MOXET MPUBOAUTb K yKasaHHOMY (PeHOTMNYy Mpu OTCYTCTBMM NATOreHHbIX
BapWaHTOB BO BTOPOW KOMUW reHa.

Y naumeHTa npoBeAeH NOMUCK NaTOreHHbIX N BEPOSATHO MAaTOreHHbIX BApMaHTOB B COOTBETCTBMU C UCXOAHbBIM HaMpaBuUTENbHbIM
ANArHO30M, a TaKXe CXO0XUMU dJEHOTMI'IVILIECKMMM Nnpn3HakaMu.

ans UHTEPNPETALUNN PE3YNbTATOB NCCNeaoBaHNA Heobxoauma KOHCyNnbTauuga Bpada-reHeTuka.
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TexHUnYecKkme XxapakKTepucTukm

Mpubop:
MGISEQ-2000

Cucrema uenesoro oborauieHus:
Agilent SureSelect Human All Exon V8

FnybuHa nokpbITUA:
147X

DddekTMBHasa rnybuHa NOKpbITUS:
118X

MpoueHT LenesBbiX HYKIeoTMAOB C 3 dEKTUBHbLIM NOKpbITMEM >10X:
96.5%

MpoueHT LenesBbiX HYKN1eoTMA0B C 3 dEKTUBHbLIM NOKpbITMEM >20X:
95.8%

TeopeTnyeckas 4yBCTBUTENIbHOCTb UCC/IeA0BaHMA:
0.971

PykoBOAMTENb FPynmnbl 6MOMHPOPMaTUUECKOro aHanusa

Bpau-reHeTunk

3aBeaytowmin nabopatopwuei
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ID nauueHTa B nabopatopuun ID cbipbix gaHHbIX ID INVITRO

XXX
N-3 06 999999999
MauneHTt [NaTta poxaeHuns Mon Bpau, HasHauuMBLWMIA nccnegoBaHme
XXX O0.MM.TTTT My>kckoMn -
[aTa nony4yeHus Bua maTtepuana MpeanonoXuTenbHbln AMarHo3
aa.MM.ITrr BeHo3Hasa KpoBb CKPUHUHI
[aTa Bblgaumn
O0.MM.TTTT
Pesynbrat 6MOMH(POPpMaATUUYECKOro aHasim3a AaHHbIX
MOJIHO3K30MHOro cekseHmposaHusa AAHK
MaToreHHble reHeTUYECKUEe BapuaHTbl He o6Hapy>xeHO
BeposATHO NaToreHHble reHeTU4YecKue BapmaHTbl He o6Hapy>xeHO
BapuaHTbl C HeU3BEeCTHbIM KJIMHUYECKUM 3HAYEeHUEM He o6Hapy>xeHO
HocutenbcTBO peuneccuBHbIX 3abosieBaHUi
leH AccounmpoBaHHoe N3meHeHne OHK (HG38) 3UroTHOCTb YacTtoTta Knaccudukaums
3abonesaHune (N3mMeHeHue 6enka) (Tvin (gnomAD
(OMIM) HacnefoBaHUs) v4.1.0)

CYP4Vv2 Kpuctannuueckasa 4:9.186201149_186201165delinsGC FeTepo3uroTa 0.0089% N3BeCTHbIN
KOpPHeopeTUHanbHas ENST00000378802.5: (PeueccuBHbIN) naToreHHbIN
anctpodusa buettn ¢.802-8_810delinsGC

(210370) -

O6HapyeH paHee OMUCaHHbIM B nnTepaType BapuaHT rs207482233 B retepo3mMroTHOM COCTOSHMM B 3K30He 7 u3 11 reHa CYP4V2,
NPUBOASALLNIA K Pa3pyLUEHMIO aKLLEeNTOPHOro canTa CniancuHra u nsmMeHeHunto B MHTpoHe ¢.802-8_810delinsGC, ¢ rnybuHoi npoyTeHus
41X. NaToreHHble 6uannenbHble BapuaHTbl B reHe CYP4V2 npuBOAAT K Pa3BUTUIO ayTOCOMHO-PELeCCMBHOM KPUCTaNIMUYECKON
KOpHeopeTuHanbHon anctpodum buettn (210370). BbissBNeHHbIN BapyaHT 6bl1 ONMCaH NaToreHHbIM Y NaunMeHTOB C COOTBETCTBYOLWNM
deHoTMnomM B ctaTbsax (PMID: 29641573, 26865810, 26085992 un ap.).

BapuaHT BcTpeuvaeTcs B 6ase AaHHbIX NMOMNYASUMOHHBIX YactoT gnomAD v4.1.0 ¢ BbicOkon yactoTton (144 HocuTenen), c 6onbLuon
BEpPOSATHOCTbIO MPMBOAWUT K MOoTepe (PYHKUMW COOTBETCTBYIOLLEN KOMUM reHa. BapwaHT aHHOTMpPOBAH MaToreHHbIM B 6ase AaHHbIX
ClinVar 13 nabopatopusmu (Variation ID: 39271).

BapuaHT BbiSIBIEH B reTepo3MroTHOM COCTOSIHUM U HE MOXeT MPMBOAUTL K YKa3aHHOMY (eHOTMNy Npu OTCYTCTBMW MNATOreHHbIX
BapWaHTOB BO BTOPOW KOMUW reHa.

FECH SpuTtponoaTuyeckas 18:9.57571588A>G FeTepo3uroTa 6.7128% MN3BeCTHbIN
npotonopdupus, Tun ENST00000262093.11: (PeueccuBHbIN) NaToreHHbIN
1 (177000) c.315-48T7>C

Ob6HapyxeH paHee OMUCaHHbLIN B NMTepaType BapuaHT rs2272783 B retepo3vroTHOM COCTOSSHUM B MHTpoHe 3 m3 10 reHa FECH,
NPUBOASALLNIA K U3MEHEHUIO B MHTPOHe €.315-48T>C, c rnybuHol npouteHms 25X. MNMaTtoreHHble 6uannensHble BapuaHTbl B reHe FECH
NPUBOAAT K PasBUTUIO ayTOCOMHO-PELLEeCCUBHOW 3pUTPONoaTUYeckon npotonopdupum, Tun 1 (177000). BbisiBNeHHbIN BapuaHT 6bin
OMMCaH MaToreHHbIM Yy MNauUMEHTOB C COOTBETCTBYWMM deHoTunoM B craTbax (PMID: 31304091, 23364466, 26280465 wn ap.).
BbiSiBNEHHbIN BapnaHT, BEPOSATHO, SABASETCS TMNOMOPMHbLIM U MOXET NPUBOANTL K yKaszaHHOMY eHOTUNY B KOMMNayHA reTepo3nroTHOM
COCTOSIHUM C APYrMMW naToreHHbIiMyn BapuaHTammn (PMID: 16385445, 23364466, 30594473 v ap.).

BapuaHT BcTpeuaeTcs B 6a3e AaHHbIX NONyAsUMOHHbIX YacToT gnomAD v4.1.0 ¢ oyeHb BbicOkol yactoToi (108334 HocuTens, B TOM
yncne 8620 B roMO3MrOTHOM COCTOSIHWMM). BapwaHT aHHOTMpPOBAH MaTOreHHbIM/BEPOATHO naToreHHbiM B 6a3e aaHHbIX ClinVar 17
nabopaTtopusiMm, BapMaHTOM C HEU3BECTHOW KJIMHMYECKOM 3HauMMocTbio 3 nabopatopusimu (Variation ID: 562).

BapunaHT BbIsSIBIeH B reTepo3uroTHOM COCTOSIHUM U He MOXET MPUBOAUTbL K YKa3aHHOMY (peHOTUny npu OTCYTCTBMW MaTOreHHbIX
BapuMaHTOB BO BTOPOWM KOMUM rexHa.

Y naumeHTa npoeegeH NOUCK NMNAaToOreHHbIX U BEPOATHO NATONre€HHbIX BapUaHTOB B COOTBETCTBUUN C UCXOAHbLIM HanpaBUTENbHbIM
ANArHO30M, a TakKXe CXO0XUMun CbeHOTI/II'IVIHeCKVIMVI npusHakamu.

[ns HTepnpeTauuu pesysbTaToB UCCNeAoBaHUs Heo6XoaMMa KOHCYbTalusl Bpava-reHeTuKa.
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about:blank

TexHUnYecKkme XxapakKTepucTukmu

Mpubop:
MGISEQ-2000

Cucrema uenesoro oborauieHus:
Agilent SureSelect Human All Exon V8

FnybuHa nokpbITUA:
147X

SddekTmBHasA rMybmnHa NoOKpbITUS:
118X

MpoueHT LenesBbiX HYKIeoTMAOB C 3 dEKTUBHbLIM NOKpbITMEM >10X:
96.5%

MpoueHT LenesBbiX HYKI1eoTMA0B C 3 dEKTUBHbLIM NOKpbITUEM >20X:
95.8%

TeopeTnyeckas 4yBCTBUTENIbHOCTb UCC/IeA0BaHMA:
0.971

PykoBoauTens rpynnbl 6uonHdpopMaTUyeckoro aHanmsa

Bpauy-reHeTuk

3aBeaytowmin nabopatopwuei

5un3 10



ID nauueHTa B flabopatopumn ID cbipbix AaHHbIX  ID INVITRO

N-2 05 999999999
MauuneHTt [Hata poxaeHnsa Mon Bpay, HasHa4yaBLUMI uccnenoBaHne
XXX 00.00.0000 K -
,ElaTa nonyyeHuna Matepuana BMD. MaTepuana
BeHo3Has KpoBb
OOOOOOOO p Bl/l,Cl nccnenosaHua
BbisiBNeHMe noTtepb WM yABOEHWUI MPOTSXEHHbIX y4yacTkoB AHK B 22
[aTa Bblaun nokycax reHoe SMN1, SMN2, ydacTBylowmMx B naToreHese 3abonesaHnsa ans
00.00.0000 NoATBEPXAEHWUS AMarHo3a «CnuHasabHas MbllleyHas aTpodus»

MeTtoa nccneposaHmsa
MynbTunNeKcHas aMnanduKaums NMrMpoBaHHbIX 30HA0B (MLPA)

Pe3ynbTaT
JNokyc MonyyeHHble AaHHblE
reH SMN1 obHapyxeHa 1 konus
5K30HbI 7-8
reH SMN2 06Hapy»xeHo 2 Konuu
35K30HbI 7-8

[Ons vnHTepnpetauum pesynbTaTtoB UCCefoBaHUs HeobxoauMa KOHCY/NbTauua Bpada-reHeTuka.

TEXHUYECKUE XAPAKTEPUCTUKUN

Mpubop:
SeqgStudio

Mcnonb3yetca Habop SALSA MLPA P021 gna anarHoctmkmn SMA

MoaroToBka 06pasuoB K aHann3y nNponssoaunnack ¢ noMolbio Habopos P021 SALSA MLPA SMA
(cMecb 30HAOB), ANSA AeTeKUUM MyTauMi Npu CIWHANbHON MbllWEeYHOW aTpodum

B coctaB Habopa BXOAST 30HAbI ANS AeTeKLUN:

[OMONOrnyHbIX yyactkos reHoB SMN1 n SMN2 3k30H0B 1-8

3K30HOB 7 1 8 reHa SMN1

9K30HOB 7 1 8 reHa SMN2

Bpau nabopaTopHblii reHeTuK

XXX
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about:blank

ID nauueHTa B nabopatopuun ID cbipbix AaHHbIX ID INVITRO

N-3 056 999999999
MaumneHTt [fata poxaeHus MNon Bpau, Ha3HavaBWWi nccnesoBaHne
XXX 00.00.0000 M -
,ElaTa nonyyeHuna Matepuana BVID, MaTepuana
BeHo3Has KpoBb
00000000 p Bua nccnepoBaHus
BbisiBneHve notepb MM yABOEHUI NPOTAXEHHbIX yyacTkos [HK B 22
[aTa Bblgaumn nokycax reHos SMN1, SMN2, ydacTByloWMX B NnaToreHese 3aboneBaHnsa ans
00.00.0000 NOATBEPXAEHUS AMarHo3a «CnuHasbHas MbilleyHas atpodpus»

MeTtoa nccneposaHmsa
MynbTunnekcHas aMnanduKaums NMrMpoBaHHbIX 30HA0B (MLPA)

PesynbTaT
JNokyc MonyyeHHble AaHHble
reH SMN1 obHapyxeHa 1 Konus
SK30HbI 7-8
reH SMN2 0b6Hapy»xeHo 2 Konuu
SK30HbI 7-8

[Ona nHTepnpeTaumu pe3ynbTaToB UCCeA0BaHUS Heobxoauma KOHCY/NbTauua Bpavya-reHeTuka.

TEXHUYECKUE XAPAKTEPUCTUKUN

Mpubop:
SeqStudio

Mcnonb3yetcsa Habop SALSA MLPA P021 gns guarHoctukm SMA

MoaroToBka 06pasuoB K aHann3y nNponssoaunnack ¢ noMowbio Habopos P021 SALSA MLPA SMA
(cMecb 30HAOB), AN AeTEeKUUM MyTauMi NMpU CIUHANbHON MbllWeYHOW aTpodum

B coctaB Habopa BXOAST 30HAbI ANA AeTeKUUn:

[OMONOrnyHbIX yyactkos reHos SMN1 u SMN2 3k30H0B 1-8

3K30HOB 7 1 8 reHa SMN1

3K30HOB 7 U 8 reHa SMN2

Bpay nabopaTopHbIii reHeTnK

XXX
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3AKJIKOMEHMUE
no pesynbTaTaM MONEKY/IAPHO-TeHeTHYeCKOoro MccaefoBaHMA:
MyKOBMCUMAO03: pacluMpeHHbIH NOMCK YacTbiX MyTauuid B reHe CFTR (30 wr.)

NauwueHT: Jara 3abopa marepuana: [lata nocTynneHUAa martepuana
Dara poxpenua: Mon: B nabopaTtopwuio:
Bupbuomarepuana: JlaTta roTOBHOCTH MCCNEN0BaAHWAL

Pesynbratel [lHK-aHanu3a
TpanckpunTt: NM_000492.3

$.U.0. CFTR (30 myTauuid)

He BbIABNEHO

3aknwueHWe: MeTogamu annenb-cneundudHon MLPA w NOAP nposegeHo

HMccnejoBaHMe DﬁpEBLLE ﬂHH C Uenbi NoMCcKa Hanbonee YacToix npy MyKOBHMCLUKMO03E NaTOréHHblx BapHMaHTOE B reHe

CFTR: €.54-5940_273+10250del21kb (CFTRdele2,3), c.1521_1523delCTT (F508del), c.2051_2052delAAinsG (2183AA>G),
c.1545_1546delTA (1677delTA), c.2012delT (2143delT), c.2052dupA (2184insA), ¢.262_263delTT (394delTT), c.3691delT
(3821delT), c.413_415dupTAC (L138ins), c.1624G>T (G542X), c.3846G>A (W1282X), ¢.3909C>G (N1303K), c.1000C>T
(R334W), €.3718-2477C>T (c.3717+12191C>T; 3849+10kbC>T), c.472_473insA (604insA), c.3816_3817delGT (3944delGT),
€.3587C>G (S1196X), C.489+1G>T (621+1G>T), c.274G>A (E92K), ¢.3140-26A>G (3272-26A>G), c.3883delA (4015delA),

c.3891dup (4022insT), c.3844T>C (W1282R), c.2657+5G>A (2789+5G>A), c.3140-16T>A (3272-16T>A), c.1397C>G

(S466X), C.1766+1G>A (1898+1G>A), c.2988+1G>A (3120+1G>A), c.1040G>C (R347P), ¢.2834C>T (S945L).

YHa3aHHbIX NATOTEHHbIX BAPMAHTOB HEe OEHBPY)HEHU, YTO HE MCKNKYaeT HOCUTENLCTBE OdHHOIO 3abonesaHwmA.

Bpau-reHeTunk

3aseaytowuii nabopatopueit
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3AKJIOMEHUE
no pesynbTaTaM MONEKY/IAPHO-TeHeTHYeCKOoro MccaefoBaHMA:
MyKOBMCUMA03: pacluMpeHHbIH NOMCK YacTbIX MyTauuid B reHe CFTR (30 wr.)

NauwueHT: [Aara 3abopa matepuana: [lata nocTynAeHUA MaTepuana
Oara poxpenna: Mon: 8 nabopaTtopwuio:
Bupbuomarepuana: JlaTta roTOBHOCTH MCCNEN0BaAHWAL

Pesynbratel [lHK-aHanu3a
TpanckpunTt: NM_000492.3

®.U.0. CFTR (30 myTauui)

He BbIABNEHO

3aknueHWe: MeTogamu annenb-cneundudHon MLPA w NOAP nposeageHo
wccnegoeaHue obpasua AHK ¢ uenbio noucKa Hanbonee YacTelx NPW MYKOBWUCLMAD3E NaTOreHHbIX BAPMaHTOB B reHe
CFTR: c.54-5940_273+10250del21kb (CFTRdele2,3), c.1521_1523delCTT (F508del), c.2051_2052delAAinsG (2183AA>G),
c.1545_1546delTA (1677delTA), c.2012delT (2143delT), c.2052dupA (2184insA), c.262_263delTT (394delTT), c.3691delT
(3821delT), c.413_415dupTAC (L138ins), c.1624G>T (G542X), c.3846G>A (W1282X), c.3909C>G (N1303K), c.1000C>T
(R334W), c.3718-2477C>T (€.3717+12191C>T; 3849+10kbC>T), c.472_473insA (604insA), c.3816_3817delGT (3944delGT),
€.3587C>G (S1196X), c.489+1G>T (621+1G>T), c.274G>A (E92K), c.3140-26A>G (3272-26A>G), c.3883delA (4015delA),
c.3891dup (4022insT), c.3844T>C (W1282R), c.2657+5G>A (2789+5G>A), c.3140-16T>A (3272-16T>A), c.1397C>G
(5466X), c.1766+1G>A (1898+1G>A), c.2988+1G>A (3120+1G>A), c.1040G>C (R347P), c.2834C>T (5945L).

YHa3aHHbIX NATOTEHHbIX BAPMAHTOB HEe UEHBDY)HEHU, YTO HE MCKNKYaeT HOCUTEeNbLCTBE AdHHOIo 3abonesaHwmA.

Bpauy-reHetuk

3aseaytowuii nabopatopueit
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MauneHT [aTa poxaeHus Mon Bpau, Ha3HaunBLLIMIA nccneaoBaHue
XXX aa.MM.ITTrr XeHckuin -

Pe3ynbTat MONeKynapHoO-reHeTu4ecKoro uccneaoBaHus
«CuHApOM NOMKOM X XpOMOCOMbI: onpeaeneHune yucna CGG nosTopos»

Meroa uccneposanma: Amnandukaumsa (NUP) u soisenenune uucna nosropos CGG B 5'-HeTpaHcnupyemon obnacru
reHa FMR1

N? Obpasua
3aknwueHue:

O6HapyxeHbl ABa HOPManbHbIX annens B uccnegyemon obnacru reHa FMR1 ¢
konuyectsoMm CGG nosTtopos 30+1 u 40+1.

KommenTapui: [laHHoe uccneaoBaHme He UCKNIDYAeT BO3ZHUKHOBEHME CUHAPOMA NOMKOI X XpOMOCOMbI BCheaCTBuMe
MyTaummn(i) 8 rese FMR1
Pe3ynsrar MONEKYNAPHO-TeHETUYECKOro aHann3a MoXeT GbiThb BEPHO MHTEPNPETUPOBAH TONbKO

Bpauom.

Bpau-reHeTunk

3aseaytowuii nabopatopueit

10 u3 10



