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MNon: XKen

BospacT: 33 roga

VH3: 999999999

[ata B3sTMa obpasua: 27.03.2025 07:00

[aTa noctynneHus obpasua: 27.03.2025 09:18

Bpau: 27.03.2025 13:26

[aTa neyaTtu pesynbTara: 04.06.2025

WccnepoBaHue PesynbTar KomMMeHTapwuii

Ok30M CKpPUHWUHI CM.KOMM PesynbTaT npunaraeTcs Ha oTAenbHOM b6raHke.
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ID nauueHTa B nabopatopuun ID cbIpbIX Aa@HHbIX ID INVITRO

N-7 (o] 999999999
MauneHT [aTta poxaeHus Mon Bpau, HasHauMBLIMI nccnegoBaHme
ol7[e] 00.00.0000 -
[aTa nonydeHus Bua maTtepmnana
00.00.0000 BeHO3Has KpoBb CKPUHUHT

[aTa Bblgaumn
00.00.0000

Pesynbtat 6MOMH(pOpMaTUUECKOro aHasin3da AaHHbIX
MNOJIHO3K30MHOro cekBeHuposaHma AAIHK

MaToreHHble reHeTU4YEeCKne BapmaHTbl He o6Hapy>xeHO
BepoATHO NaToreHHbleé reHeTU4YecKne BapuaHThbl He o6Hapy>xeHO
BapuaHTbl C HEM3BECTHbIM KJIMHUYECKUM 3HaUEeHUeM He o6Hapy>xeHO
KnuHnyeckn sHauMMbie BapuaHThl, He o6Hapy>«eHo

He CBAA3aHHbleé C OCHOBHbIM ANAQrHO30M

HocutenbcTtBo 3aboneBaHumn

leH AccounnpoBaHHoe N3meHeHne JHK (HG38) 3UroTHOCTb YacTtoTta Knaccudukaums
3abonesaHue (N3mMeHeHne 6enka) (Tvin (gnomAD
(OMIM) HacnenoBaHUA) v4.1.0)

FLG O6bIKHOBEHHbIN UXTNO3 1:9.152312605_152312608del [eTepo3urota 1.9% M3BecTHbIN
(146700) ENST00000368799.2: (JOMWHaHTHbINA, naToreHHbIN
MpeapacnonoXeHHOCTb K €.2282_2285del PeueccumBHbIN)
pasBUTUIO aTOMUYECKOro ENSP00000357789.1:
nepmatuTa (605803) p.Ser761CysfsTer36

O6HapyxeH paHee OMnuCaHHbI B NuTepaType BapuwaHT rs558269137 B retepo3vroTHOM COCTOSSHUM B 3k30He 3 M3 3 reHa FLG,
NPUBOASALLMIA K CABUTY PaMKKU cunTbiBaHus p.Ser761CysfsTer36, ¢ rmybuHon npouteHus 71X. MNMatoreHHble 6uannenbHble BapnaHTbl B
reHe FLG MoryT npuBoAuTb K pasBUTUIO ayTOCOMHO-AOMWHAHTHOI0/ayTOCOMHO-peLeCcCBHOro 3aboneBaHns 06bIKHOBEHHOMO MXTMO3a
(OMIM: 146700), a TakXe NpuUBOASAT K MpPeApacrnoslIoXXEeHHOCTM K Pa3BUTUKD ayTOCOMHO-AOMWMHAHTHOrO aTOMMYECKOro AepMaTtuTa
(OMIM: 605803). BbisBNEHHbIN BapuaHT 6bia1 onMcaH NaToreHHbIM Yy NauMeHTOB C COOTBETCTBYOWMM dheHOoTMNoM B cTaTbsix (PMIDs:
23947670, 27279822, 35092857 wn pp.). Ana storo BapuaHTa 6blla onmMcaHa HerosHas MNeHeTPaHTHOCTb M BapuabenbHas
akcnpeccus (PMID: 19681860).

BapuaHT BCTpedaeTcs B 6a3e AaHHbIX MONyAsSUMOHHbIX YacToT gnomAD v4.1.0 ¢ o4yeHb Bbicokon 4vacTtoTor (30618 yenosek, y 414
BapWaHT BbISIBIEH B FOMO3MIOTHOM COCTOSIHUKM), C 6ONbLIOK BEPOSATHOCTbIO MPUBOAUT K MoTepe (pyHKUMW COOTBETCTBYIOLLEN KOMUK
reHa. BapuaHT aHHOTMpPOBaH NaToreHHbIM/BEPOATHO naTtoreHHbIM B 6a3e aaHHbIX ClinVar (Variation ID: 16320) 30 nabopaTtopuamu,
BapWaHTOM C HEM3BECTHOWN K/IMHWMYECKOW 3Ha4ymMMocTblo 1 nabopaTtopueit.

BapunaHT BbISIBNEH B reTepo3vroTHOM COCTOSIHUM U HE MOXET MPUBOAUTL K PeLeccMBHOMY (PeHOTUNy npu OTCYTCTBMWM MATOrEHHbIX
BapWaHTOB BO BTOPOW KOMUW reHa.

BapunaHT BbISIBNEH TakXe y Cynpyru.

CNGA1 MUrMeHTHbIN peTUHUT 49 4:9.47937535G>A [eTepo3urota 0.17% MN3BecTHbIN
TMna ENST00000514170.7: (PeueccuBHbIN) NnaToreHHbIN
(613756) c.947C>T

ENSP00000426862.3:
p.Ser316Phe

O6HapyxeH paHee onuCaHHbIN B NMTepaType BapuwaHT rs62625014 B reTepo3vroTHOM COCTOSIHUM B 3k30He 11 m3 11 reHa CNGAI,
NPMBOASLLNIA K aMUHOKMCNOTHON 3ameHe p.Ser316Phe, ¢ rnybuHon npouteHns 196X. MaToreHHble 6uannenbHble BapuaHTbl B reHe
CNGA1 npuvBOAST K pasBUTUIO ayTOCOMHO-PELLECCUBHOMO MUIMEHTHOro petuHuta 49 tuna (OMIM: 613756). BbisBneHHbI BapuaHT
6b11 ONMCcaH NaToreHHbIM Y NaunMeHTOB C COOTBETCTBYOWMM dheHoTUnom B ctatbsax (PMIDs: 24265693, 25326637, 28981474 v ap.).
BapunaHT BCTpevaeTcs B 6ase AaHHbIX MOMYAAUMOHHbIX 4YacToT gnomAD v4.1.0 ¢ o4eHb BbICOKOM 4acTtoTon (2699 uenosek, y 2
BapWaHT BbIsIBIeH B MOMO3UIOTHOM COCTOSIHMMW), pacrnonaraetcs B nonykoHcepBatMBHOM cavite (GERP++), npeackasaH okasbiBaTb
naToreHHbl apdekT Ha H6enok KoMmnbtoTepHbiMM anroputmamMmn (CADD, DEOGEN2, FATHMM, SIFT, LRT, MetaSVM, MutationTaster,
PROVEAN) n He oka3sbiBaTb natoreHHoro addekta Ha 6enok KoMMnbioTepHbIMM anroputmamu (PrimateAl, Polyphen). BapwuaHT
AHHOTMPOBaH NaToOreHHbIM/BEPOATHO NaToreHHbIM B 6a3e aaHHbIx ClinVar (Variation ID: 16932) 22 nabopaTtopusmu.

1us3



ID nauueHTa B nabopatopuun ID cbIpbIX Aa@HHbIX ID INVITRO

N-7 c8 999999999

BapuaHT BbisiIBieH B reTepoO3MroTHOM COCTOSIHUM WM HE MOXET MPMBOAWUTb K YKa3aHHOMY (EHOTUMNY Mpu OTCYTCTBUM MaTOreHHbIX
BapuaHTOB BO BTOPON KOMWUW reHa.

CFTR BpoxaeHHoe ABYCTOpOHHee  7:9.117592219dup [eTepo3uroTta 0.0034% M3BeCcTHbIN
OTCyTCTBME ceMsaBblHOCAWMX ENST00000003084.11: (AOMUHaAHTHBIN, naToreHHbIN
npotokos (277180); c.2052dup PeueccuBHbIN)

MykoBucumngos (219700); ENSP00000003084.6:
MpeapacnonoXeHHOCTb K p.GIn685ThrfsTer4

pasBUTUIO HaCcNeaACTBEHHOTO
naHkpeaTtuta (167800)

O6HapyXeH paHee onucaHHbIN B nuTepaType BapuaHT rs121908746 B reTepo3uroTHOM COCTOSIHUM B 3k30He 14 u3 27 reHa CFITR,
NPUBOASLUNIA K CABUTY paMkn cumTbiBaHua p.GIn685ThrfsTer4, ¢ rnybuHov npouteHuns 171X. MaToreHHble BapuaHTbl B reHe CFTR
MOryT MPWUBOAUTL K PasBUTUIO ayTOCOMHO-peLeCcCUMBHbIX 3aboneBaHui: BPOXAEHHOE ABYCTOPOHHEee OTCYTCTBME CEMSABbIHOCSALLMX
npotokos (OMIM: 277180); mykosucunaos (OMIM: 219700), a Takxe NpuMBOAAT K NPeApacrnofOXeHHOCTU K Pa3BUTUIO ayTOCOMHO-
OOMMHAHTHOrO HacneacTBeHHoro naHkpeatnta (OMIM: 167800).

BbissBNeHHbI BapumaHT 6bl1 ONMMCaH MaTOreHHbIM Yy MauMeHTOB C COOTBETCTBYHOWMM @eHoTunoM B ctatbsax (PMIDs: 7525450,
9272157, 22020151, 23974870, 24586523 v ap.).

BapuaHT BcTpeyaeTcs B 6a3e AaHHbIX NONYASUMOHHbBIX YacToT gnomAD v4.1.0 ¢ OTHOCUTENbHO BbICOKOW YacTtoTon (55 HocuTenelt),
60nblWON BEpPOSATHOCTbIO MPUBOAWUT K MNoTepe (YHKLMM COOTBETCTBYIOLWEN KOMUM reHa. BapumaHT MHOrokpaTHO aHHOTMpOBaH
naToreHHbIM/BEpPOSATHO NaTOreHHbIM B 6a3e aaHHbix ClinVar (Variation ID: 35838).

BapuaHT BbisiBieH B reTepO3nroTHOM COCTOSIHUM U He MOXeT NPUBOAUTb K peLeCCMBHOMY (PeHOTMMY MpWU OTCYTCTBMM MATOrEeHHbIX
BapWaHTOB BO BTOPOWM KOMUW reHa.

GNE MwuonaTtnsa HoHaka 9:9.36217438G>A [eTepo3urota 0.0008% Oxxmnpaemblin
(605820) ENST00000642385.2: (PeueccmBHbIN) naToreHHbIN
c.2096C>T

ENSP00000494141.2:
p.Ser699Leu

O6HapyeH paHee OMMCaHHbIA B niMTepaType BapuaHT rs552758282 B retepo3nMroTHOM COCTOSSHMM B 3k30He 12 m3 12 reHa GNE,
NPUBOASALLNIA K @aMUHOKMCNOTHON 3aMeHe p.Ser699Leu, ¢ rnybuHon npouteHunss 103X. MaToreHHble 6buannenbHble BapuaHTbl B reHe
GNE MOryT npuMBoAUTb K Pa3BUTUIO ayTOCOMHO-peLeccmBHoOn Mmonatmn HoHaka (OMIM: 605820). BbisiBNneHHbI BapuaHT 6bia onucaH
naToreHHbIM y NaLMeHTOB C COOTBETCTBYOWMM heHoTMNoM B cTaTbsax (PMIDs: 23437777, 33250842).

BapunaHT BCcTpeyaeTca B 6a3e AaHHbIX MNOMNYASUMOHHBLIX 4YacToT gnomAD v4.1.0 ¢ OTHOCUMTENbHO HW3KOWM 4YacToToh (13 HocuTenen),
pacnonaraeTcsa B KOHcepBatMBHOM canTe (GERP++), npeackasaH okasbiBaTb MaToreHHbln 3ddekT Ha 6en0K KOMMbHTEepHbIMU
anroputmamm (CADD, DEOGEN2, FATHMM, SIFT, LRT, MetaSVM, MutationTaster, Polyphen) n He oka3sbiBaTb NaToreHHOro agdekTa
Ha 6enok KoMnblTepHbIMKM anroputmamn (PrimateAl, PROVEAN). BapvaHT aHHOTMPOBaH NaTOreHHbIM/BEPOATHO NaToreHHbIM B H6ase
AaHHbIx ClinVar (Variation ID: 632044) 1 nabopatopueii, BapMaHTOM C HEM3BECTHOM KJIMHMYECKOWM 3HAUYMMOCTbto 2 nabopaTopusiMu.
BapunaHT BbiiBN€H B reTepo3vuroTHOM COCTOSIHUM UM He MOXeT MPUBOAUTb K YKa3aHHOMY (deHOTUny npu OTCYTCTBMM MaTOreHHbIX
BapuMaHTOB BO BTOPOWM KOMUMU reHa.

WNT10A JkToAepManbHasa gucnnasmsa  2:9.218890289T>A [eTepo3urota 2.08% M3BecTHbIN
16 TMna ENST00000258411.8: (JOMWHaHTHbIA, naToreHHbIn
(o4OHTOOHUXOAEpManbHas C.682T>A PeueccuBHbIN)
ancnnasus) ENSP00000258411.3:

(257980); p.Phe228lle

CenekTnBHas areHesus
3y6oB 4 Tvna
(150400)

O6HapyXeH paHee OMUCaHHbIM B nuTepaTtype BapuaHT rs121908120 B reTepo3nroTHOM COCTOSIHMM B 3k30He 3 u3 4 reHa WNT10A,
NPUBOASLLNIA K aMUHOKUCIOTHOM 3aMeHe p.Phe228Ile, ¢ rnybuHon npouteHus 80X. lMaToreHHble H6uannenbHble BapuaHTbl B reHe
WNT10A w™MoOryT npuvBOAWTb K Pas3sBUTUIO ayTOCOMHO-peLecCUMBHbIX 3aboneBaHwui: 3KToAepManbHas Aaucnnasvs 16 Tuna
(opoHTOOHMXOAepManbHas aucnnasusa) (OMIM: 257980); cenektmBHas areHesus 3y6os 4 tvna (OMIM: 150400). BbisiBNeHHbIN
BapuaHT $IBNSETCS BapWaHTOM C MOHWMXXEHHOW MEHETPaHTHOCTbO M 6bl1 ONMMCaH MAaTOreHHbIM Y MaLMEHTOB C COOTBETCTBYHOLLUM
deHoTMnoM B cTtaTbsx (PMIDs: 19559398, 28976000, 30974434 u ap.).

BapunaHT BCcTpeuaeTcsa B 6a3e AaHHbIX NONYASLUMOHHBIX YacToT gnomAD v4.1.0 ¢ o4eHb BbicOKOW YacTtoTon (33427 HocuTenewn, y 449
yenoBeK BapWaHT BbIIBIeH B FOMO3MIOTHOM COCTOSIHWMMW), pacrofiaraeTcs B MOnyKoHcepBaTuBHOM canTe (GERP++), npeackasaH
OKasbiBaTb NaToreHHbin addekT Ha 6enok komnbioTepHbiMM anroputMamm (CADD, DEOGEN2, FATHMM, SIFT, LRT, MetaSVM,
MutationTaster, PROVEAN, Polyphen) n He oka3biBaTb natoreHHoro addekta Ha 6enoK KOMMNbIoTEPHbIMU anroputMamu (PrimateAl).
BapuaHT aHHOTMpOBaH NaTOreHHbIM/BEpOSATHO naToreHHbiM B 6ase paadHHbix ClinVar (Variation ID: 4462) 17 nabopaTtopuamu,
BapWaHTOM C HEM3BECTHOW K/IMHMYECKOW 3Ha4ymMMocTblo 1 nabopaTtopueit.

BapuaHT BbIsSIBIEH B reTepO3VrOTHOM COCTOSIHUM U HE MOXET MPUBOAWUTb K YKa3aHHOMY (eHOTUMNY Mpu OTCYTCTBMM MATOreHHbIX
BapuMaHTOB BO BTOPOWM KOMUM rexHa.

Y naumeHTa npoeegeH NOUCK NMNAaToOreHHbIX 1 BEPOATHO NATOMrEHHbIX BapUaHTOB B COOTBETCTBUN C UCXOAHbLIM HanpaBUTENBbHbIM
ANArHO30M, a TakKXe CXO0XUMun CbeHOTI/II'IVIHeCKVIMVI npusHakamu.

[ns HTepnpeTauuv pesysbTaToB UCCNeAoBaHMUs Heo6XoaMMa KOHCYbTalus Bpava-reHeTuKa.
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ID nauueHTa B nabopatopuun ID cbIpbIX Aa@HHbIX

N-7 c8

TexHnYecKkme XxapakKTepucTukm

Mpunbop:
MGISEQ-2000

Cuctema uenesoro oboralieHus:
Agilent SureSelect Human All Exon V8

rny6uHa NoKpbITUSA:
120X

DddekTmBHasA rMybuHa NOKpbITUS:
98X

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

MpoueHT uenesBbiX HYKIeoTMAOB C 3 dEKTUBHbLIM NOKPbITMEM >20X:
95.6%

TeopeTnyeckas 4yBCTBUTENIbHOCTb UCC/IeA0BaHMA:
0.971

PykoBoauTenb rpynnbl 6uoMHdopMaTyecKkoro aHanmsa

Bpauy-reHetuk

3aBeaytowmin nabopatopwuen

ID INVITRO
999999999
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