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MeTonom MaccoBore MAPALIRILHOTO CeXBenMponania ma npubope Muming MiSeqDx nporeaen
anans 2 rewos BRCAD w BRCAZ Temm BRUALZ onwocaics w FPYNNE  FEHOB-CYNPCCCOpOE,
BORICHEHHBIN B NPOUSEE FOMONOri o penapanin dsymimesu pazpeieos JHEK. Hanmne snmmdeck
FHBUHMMEIX MyTamsi B redax BRCAS wan BRCAZ seineacy notepio dovaxumy GEAROR, KODHPYEMEIX
STHMM PEHEME, B PEIVIRTATE MErO MAPYIIACTCH OCHOBHOH MOXANMIN Perapalin SRyUenoae e
pasprisos JHK,
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B 10 wesoste rena BRCAT suanaena geneuna NM_007204.4:0. 29907 29 10del TAAA, npusoasimas &
CABMIY PAMEH CCEITRIBAHMA B ICTCPOIRrOTHOM cocTonms (rnyfmea nokpeiros rossi x4 1 1Y) Mannesi sapuasr
FC GITHCAN B MERGIYHAPOINGIT Ba3e nanumx no vyramss HGMD, Bugsnesisii sapuasm aysaeoriion
NOCACIOBRTEILHOCTI He JAPErHCcTPRpORaN B KonTponbiisx Buboprax gromAD (The Genome Aggregation
Danabase, w201

Cormacno kpurepias ACMG, Dasii BApHANT HYKICOTIIHON MOCRCAORATENRIOCTH ARIHCTCH BCPORTHO
maroreiHsM. Maroremuee papoanTel b rede BROCAT BRPHBOIAT K BMCOROMY PHCKY PRIBHTIEN POKD MOMSHON

weaeant (PMA) w anumnkos (PH) (OMIM 604370, ayrocompo-mommnaimieil v pacienosanim). Heobxommo
CONCCTARIEH HE ETHITIEG-PEHETHYCCKHY RakmEls, PeroMeiiyeres Koney st apae-renernss. Heofxoanso
EEOZI TREPOEZICHIE BRIABICHHBIX HIMEHCHHIT MCTOI0M CCEBCH HPOBAHIA nDC:m‘:pgr.

TEXHHYECKHE CREJEHHA O NPOBEJTEHHOM HOCCAETOBAHHKA

Hi:nnmy:uuﬁ npidiop Numina MisegDX
JmHa npeaTeHii 2*151 o
" Beero npowteniii 554300
Cpeanes mospeTse 3236x
Omn target 3%
Panitoaepaeo e 93%
HGKpHITHIA

MeTon ve nozBoIReT BHMABIATE WHCEPIIH W Iencium mmHoi Sonee [ mo., MyTaume B METPOHHEIX
OONACTHX (3 MCRILMMERHEM KAHOHMSCCKMY CAITOR CILUICIHE ), BAPIQIHH AL G0ETOPOR (B TOM
SHCTIE FRCTAHCHN TPHIACTOR), A TARME MYTALHN B TCHAX, ¥ KOTOPLX B TEHOME CYIIECTaYET GIHIRN 1
NOCHEAORATENLHOCTI  Napanor  (NCEBIOVeH), JNg ONpeilefsing  unc-, TPane- NOOMHEeHHA  Hap
PETEPOIHEOTHIIX MYTALMI, @ TAKKE W18 OUEHKH YPOBHA METIIHPOBANNS, BLIABICHHA XPOMOCOMHEIX
HEPCCTPOCE, BOTHINIOIINH,
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