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

[aTta nony4yeHus Bua maTtepuana MpeanonoXuTenbHbl AnarHo3

18.08.2025 BeHo3Has KpoBb Snunencus reHepaan3oBaHHas.

[aTa Bblgaumn
25.09.2025

Pe3ynbTaTr 6MOMHC|)OpMaTM‘-IECKOrO 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.

KnuHuyecku 3HaunMbie BapuaHThbl,

He CBfAA3aHHbleé C OCHOBHbIM ANAQrHO30M He 06Hapy)|<eHo

Y naumeHTa npoBeAeH NOUCK NATOreHHbIX U BEPOSATHO NMaTOreHHbIX BApMAHTOB B COOTBETCTBUU C UCXOAHbLIM HanpaBUTENbHbIM
OMarHo3oM, a TakXe CXOXMMU HDEeHOTUNMYECKUMUM NMPU3HaKaMu.

[Ons nHTepnpetauum pesynbLTaTtoB UCCefoBaHUs HeobxoauMa KOHCY/NbTauua Bpada-reHeTuka.
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TexHn4YecKkme XxapaKTepucTtukm

Mpunbop:
Illumina Novaseq X Plus

CucteMa LeneBoro oboraileHus:
TruSeq DNA Nano 350bp

Fny6rHa NokpbITUSA:
38x

PyKOBOAMTENb FPynMnbl 6MOMHPOPMATUYECKOro aHanvsa

Bpau-reHeTunk

3aBeaytowmin nabopatopwuein
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