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Homep rucronoruyeckero Gnoka: M23004200_001 Metoa uccnegosadus. Onpepenexue
CTPYKTYPHBIX BAPHAHTOB rEHOB METOAOM BbICOKONPOMIBOAMTENBHOMD CEKBEHWPOBaHWA

Cexsenuposarne BRCA- Marepuan: nepuiheprydeckan kpoee VMcohnenosaHne

1/BRCA-2 KoAupylowen vactn reqos BRCA1 u BRCAZ Metog
wconegosanma: KAPA HyperPlus Kit, KAPA HyperChoice
(Roche), lllumina MiSeq (lllumina)

3aknwodeHue

Mpu nccnegosanmu JHK, BbigeneHHon U3 niMdouMToB Nepudepu4eckon KPOBK, B reHe
BRCAZ (NM_000059.4) eisBneH BapUaHT HYKNEOTUOHOW NOCNeaoBaTENLHOCTH
chr13:32340037C>G (c.5682C>G, p.Tyr1894Ter, rs41293497) & reTepo3zuroTHon thopme.
Yacrora muropHoro annens: 0.00000399 (gnomAD_Exomes). FnyBuna npourenwa: 253.
DYHKUMOHANLHOE JHAYEHWE: NPUEOANT K HOPMUPOBAHMIO NPEXOEEPEMEHHOrD CTON-
KogoHa. KnuHuyeckoe 3HaYeHWe: BAPWaHT onucad B ba3zax gaHdbix VarSome w ClinVar kax
naroreHHbin. Pekomengauwn: 1. o4HaA KOHCYNETAUWA BpaYa-reHeTUKa; 2. NoATEe PXOeHWe
BLIABNEHHOro BAPUAHTA C NOMOLLEIOD CEKEEHWPOBAHUA no CaHrepy.
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