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MauneHTt [aTta poxaeHuns Mon Bpauy, HasHauMBLLMIA nccneaoBaHue
11.11.1991 XKeHckui -

[aTta nony4yeHus Bua maTtepuana MpeanonoXuTenbHbl AnarHo3
18.08.2025 BeHo3Has KpoBb

onunencus reHepasim3oBaHHas. CKpVIHI/IHF Ha HOCUTENIbCTBO MATOrM€HHbIX U BEPOATHO
[aTa Bblgauun NaTOr€HHbIX BApMaHTOB.

25.09.2025

Pe3ynbTaTr 6MOMHC|JOpMaTM‘-IECKOFO dHaJ/iIn3a AaHHbIX
MOJIHOreHOMHOro cekBeHmposaHuma [HK

MaToreHHble reHeTUYECKUEe BapuaHTbl He o6Hapy>xeHO

BepoATHO NaTOreHHble reHeTuYecKkne BapmuaHThbl He o6Hapy>xeHO

BapuaHTbl C HEU3BECTHbIM KJIMHMYECKUM 3HAUYEeHUEM He o6Hapy>keHoO

CTpYyKTypHble reHeTUYeCKne BapuaHThbl

[Mo3uunsa B reHome AccouumpoBaHHoe 3aTpoHyTble Yumcno konun  Knaccmudukaums
(HG38) 3abonesaHune MopbuaHbIE reHbl

7:80661541-84769263 [deneunsa 7q21.11 CD36, HGF, CACNA2D1, BapuaHT ¢ Hen3BeCTHbIM
PCLO, SEMA3A KINHUYECKMUM 3HaYeHneM

MonyyeHbl faHHble B MOMb3Yy HanWuMsa MNPOTSHXKEHHOW Aeneuun ydacTka XpoOMOcOoMbl 7 C rpaHuuamm 80661541-84769263 u
pa3MepoM npumepHo 4,1 Mb, koTopas 3axBaTbiBaeT ob6nacTb 16 reHoB, 5 M3 KOTOpbIX SABNASKOTCS MOPO6UAHLIMU. MaToreHHble
CTPYKTYPHblE BapuaHTbl B 3TOM pernoHe MoryT npueBoauTb K Aeneumn 7q21.11. B nutepaType onucaHa aeneumsi C NoxXoxXumu
rpaHuLaMnu B CeMbe Yy MauMeHTOB C BapuwabenbHbIMKM HapyLWeHWsMW pasBUTUS HEPBHOW cucTeMbl M 3nunencuen (PMID:
25074461).

CTpYKTYypHbl€ BapuaHTbl C NMOXOXWMW KOOPAMHATaMM He BCTpeyatoTcs B 6a3e AaHHbIX MOMNYNASUMOHHBIX YacTtoT gnomAD v4.1.0.
BbigBneHHbIN BapuaHT TpebyeT o653aTenbHOr0 YCTaHOBAIEHWS TOYHbIX FPaHWUL, U MOATBEPXAEHWS reHoTuna pedepeHCHbIM
MeToAOM. NS yTOYHEHMS NaTOreHHOCTM BapuaHTa peKoMeHAYyeTCs NMpoBepKa ero de novo craTyca.

KnnHunyecku 3Haummbie BapmaHTbl,
He CBA3aHHbIeé C OCHOBHbIM ANAQrHO30M
HocutenbCcTBO peLeccuBHbIX 3abosieBaHUM

leH AccounmpoBaHHoe N3meHeHne JHK (HG38) 3UroTHOCTb YacTtoTa Knaccudmkaums
3abonesaHue (MN3mMeHeHne 6enka) (Tvn (gnomAD v4.1.0)
(OMIM) HacnefoBaHMUs)

He o6Hapy>xeHO

SpuTponoaTmyeckas 18:9.57571588A>G [eTepo3uroTa 6.7128% MN3BeCTHbIN
npotonopdupusa, Tvn 1 ENST00000585494.5: (PeueccuBHbIN) naToreHHbIn
(177000) c.330T>C

ENSP00000465243.1:

p.Gly110=

O6HapyxeH paHee OMUCaHHbIN B NUTEpaType BapuwaHT rs2272783 B retepo3mMroTHOM COCTOSIHUM B 3k30He 4 u3 11 reHa FECH,
NPUBOASLLMIA K CUHOHUMUYHOM 3ameHe p.Gly1l10=, c rnybuHoi npouTteHns 64X. MNaToreHHble 6uannenbHble BapuaHTbl B reHe FECH
NPUBOAAT K ayTOCOMHO-PeELLeCCMBHOM 3pUTPONO3TUYEcKor npoTtonopdupun, Tvna 1 (177000). BbigBneHHbIn BapuaHT 6bl1 onucaH
MaToreHHbIM Yy MauueHTOB C cooTBeTCcTBYHOWMM deHoTunoM B cTaTbsax (PMIDs: 40604827, 35414164 w pap.). Ons BbisiBJIEHHOrO
BapuMaHTa oOnucaHa HenosnHas mneHeTpaHTHoCTb deHoTuna (PMIDs: 26280465). BbiiBNEHHbI BapuwaHT, BEPOSTHO, SABASETCH
rMNOMOPMHBIM M MOXET MPUBOAUTL K yKa3aHHOMY (eHOTMMNY B KOMMNAayHA reTepo3vroTHOM COCTOSISHUWM C APYrMMUM NATOreHHbIMU
BapuaHTamu (PMIDs: 16385445, 32873934, 36898083 u ap.).

BapunaHT BCcTpeyaeTcs B 6a3e AaHHbIX NONYNAUMOHHbBIX YacToT gnomAD v4.1.0 ¢ o4yeHb BbicOko YacTtoTor (y 91094 yenosek BapuaHT
npeacTtaBfieH B reTepo3mMroTHOM COCTOSiHMMK, Yy 8620 — B roMO3MroTHOM). BapnaHT aHHOTUPOBaH NaToreHHbIM/BEPOATHO NATOreHHbIM B
6ase gaHHbix ClinVar 19 nabopatopusimm, BapMaHTOM C HEU3BECTHOM KJ/IMHMYECKOW 3HaummocTbio 1 nabopatopuen (Variation ID:
562).

BapunaHT BbISIBNEH B retepo3vroOTHOM COCTOSIHUM WU HE MOXEeT MNPMBOAMTb K YKa3aHHOMY (eHOTMNy npu OTCYTCTBMW MaTOreHHbIX
BapuMaHTOB BO BTOPOWM KOMUM rexHa.
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Y naumeHTa npoeegeH NOUCK MNAaTOreHHbIX N BEPOATHO NATOMEHHbIX BApUAaHTOB B COOTBETCTBUUN C UCXOAHbLIM HanNnpaBUTENbHbIM
ANArHO30M, a TaKXe CXOXUMU CbeHOTVII'IVILIeCKVIMM Npn3HakaMu.

[na nHTepnpeTaunu pesynbTaToB UCCeA0BaHUSA Heobxoanma KOHCy/NbTauua Bpavya-reHeTuka.

TexHnyecKkme XxapakKTepucTukm

Mpubop:
Illumina Novaseq X Plus

CucteMa ueneBoro oboralleHus:
TruSeq DNA Nano 350bp

Fny6buHa nokpbITUA:
38x

PyKOBOAMTENb FPynMnbl 6MONHPOPMATUYECKOro aHanvsa

Bpau-reHeTunk

3aBeaytowmin nabopatopwuein
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