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BbLISAIBJIEHHBIE BAPHAHTBI

FOCYOAPCTEEHHOE BIOIMETHOE YYPEHEHWE 3APABOOXPAHEHWA NOPOAA MOCKBEI
«MOCKOBCKMIA KNMHMYECKMA HAYSHO-NPAKTHYECKWMA LEEHTP MMEHW A.C. TOTMHOBA
AENAPTAMEHTA 3/IPARQOXPAHEHMA MOPOIA MOCKBbIs (IBY3 MHEHL MMEHW A.C. NOTHHOBA 130M)
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HHTEPHPETALIHNSA

B 18 oksone rema BRCAI (NM_007294.4) Buiswicn sapuairt  HykieorsaHoi

NOSICA0BATCILHOTTH

rereposuroTHodl opme.
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JICIIA:

(GnomAD_exome).

DYHEUHOHAALIOE SHAYCHHE: NPHBOIMT K 3aMmcie tpuirtodana na umcrewn n 1718

TIOTOMRC TN,

chrl 7:43063372C>A

fic onpedenena ® Dazax

(c.5154G>T, p.Trpl718Cys,

rs8§0357239) n

NOMYIAINHOHHEIX  4ACTOT

Kanuaecxoe siauenne: narorennsii BapanT cormacio kpurepusam ACMG (PPS, PP3,
P51, PM2, PM1), B Gase paannbix ClinVar onvucae kak 18T0rennsiii sapuanT.
Knunuveckas KapTuma: NSTOFCHHME TEPMHHATLHLIC BAPHAHTH B rewe BRCAI w

FETCPOIHIOTHOR (OPME HRNIOTEH HPHMHHONH CHHAPOMA CEMCHNOTO paka MONOUIOH Henen 1
snannkos (Breast-ovarian cancer, familial, 1; OMIM#604370), dasxtopom prcka pazaitus paxa
nopkenyaouHoi  wenesk  (Pancreatic cancer, susceptibility to, 4; OMIM#614320), a »

IOMOSHTO TGN

(nRa  onMBakOELIX

HATONCHHBIX  BADHANTA B

reHe)  HIH KOMIAYHIL

FETCPOINTOTHON (B PAATHIMOUMXCA TATOICHNBIX BAPHANTA B PASHAIX ALICIX IeHa) hopMe

PeayiinTarsl MaHHOro HOCICA0RIHIE MOTYT GLITh MRARILTRHO IITEPIPETHPORIINT TITLKG BPEHOM-TENETHROM,

MOCYAAPCTEEHHOE BIOJMETHOE YYPEWAEHWE 3[PABOOXPAHEHMA NOPOAA MOCKBESI

@ :m'_fﬂ «MOCKOBCKMA KAMHWYECKHA HAYMHO-NPAKTHMHECKMIA LLEEHTP MMEHM A.C. NOTMHOBA
HEY- Bk eI

AENAPTAMEHTA 3PABOOXPAHEHHA MOPOAA MOCKBbIs {TBY3 MHHL| MMEHMK A.C. NOTHHOBA A3M)

UPHBOAAT K anemuyd Daukonn, rPpynna KOMIUIEMEHTAIHE S — KIHEHYMCCKN W ICHETHHECKN
rereporcHuoMy  3aloneBaHinio ©  AYTOCOMMO-DCHCCCHBUBLIM  THIOM  HACHCHOBAINI,
XUPAKTCPHIYIOIICTOCHE AHOMATHEMH PAIBHTHA BHYTPEHIHX OPraHos, paniel HeIoCTaroNHOCTHIO
KOCTHOIO MO3Id M NPEAPAcnoNomedHocThi0 K omyxonam (Fanconi anemia, complementation
group §; OMIM#617883),



