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OTyeT 0 MOoJIeKYNAPHO-reHeTU4YecKoMm uccneposanmum iHK
MeTOoAO0M K/INHUYECKOro CEKBeHUpPOoBaHUA

TEST TEST

[aTa poxxageHns:

Mon: eHCKMI

Bun brvomatepuana: Kposb

Bupg nccnepoarus: MNManens «feHeTUYECKasA NpeApacnoIoEeHHOCTb K paKy MOJIOYHOM XXenesbl n
AAUYHUKOB - Pa3BEPHYTbIN»

NHdopmayus 06 nccnegoBaHum:

TecT HOCUT MHAMBUAYANbHbI XapaKTep, BCE BbIABAEHHblE OCOOEHHOCTY 1 NPEA0CTABNEHHbIE PEKOMEH/1a-
LM NePCOHNMULIMPOBAaHSI, TaK Kak OCHOBaHbI Ha 13yYeHnn obpa3sua Baweit yHukanbHom AHK.
ViccnepoBaHme nposeaeHo MetofoM RT-PCR Ha obopyaosaHmm CFX-96 (Bio-Rad). lMoaTeepxaeHo MeToaoM
cekBeHmpoBaHus no CaHrepy Ha aHanuzatope 3500 Applied Biosystems.

3BeHO naToreHesa FeHbl
MpoTenH paHHero Havana paxkaMmoao4HoOM xenesbl 1 BRCA1
MpoTenH paHHero Ha4ana paka MONOYHOM xenesbl 2 BRCA2
KrHasa 2 KOHTPONbHOW TOYKY CHEK2
MpoTerH paHHero Havyafa paka MONoYHOM enesbl 1 BRCA1

OnucaHue reHoB:

MyTaunn B reHe BRCAL obycnasnvBatoT npnmepHo 40% cnyvaeB HaCNeACTBEHHOIO paka rpyan 1 paka
npeacTatenbHon xenesbl, bonee 80% cnyvYaeB HaCNEeACTBEHHOMO paka rpyamn 1 SUYHUKOB. benok, Koau-
pyeMblid reHoM BRCAT, cnocobCTBYET KNeTOYHOMY OTBETY Ha nospexaeHne [AHK - urpaet BaxKHy ponb
B npolLlecce perapaluum (BocctaHoBneHus) AIHK nocne eé nospexaeHns. MoxeT paboTaTb Kak perynatop
TPaHCKpUNUMK. PerynnpyeT HyKneaumto LeHTPOMepHbIX Tpybouek. Heobxoanm Ans HopManbHOro npoTe-
KaHWS UMK KNeTOYHOro aenerns oT dasbl G2 4o M1TO3a. Y4acTBYeT B 3aMyCKe MexaH3ma ONOKMPOBKM
AeNeHNs KNeTOK NOCNe NMOHU3MPYHOLWLEro 0bnydeHns kak B S, Tak 1 B G2 ha3e KNeToYHOoro umnkna. MHrmbun-
PYET CUHTE3 NNNNAOB NYTEM CBS3bIBAHWUS C HEAKTUBHOM (HOCHOPUNMPOBAHHOM NOCNEA0BATENBHOCTbIO
ACACA 1 npenoTepalleHus eé necochopenrposaHme.

HacnencteeHHble MyTaumm B reHax BRCAL 1 BRCA2 NprBOAAT K BO3PACTAOLLEMY B TEYEHUU KU3HN PUCKY
Pa3BUTMS paKa rpyan, paka auyHrKa nam paka npoctatsl. Oba 3T1X reHa MMelT OTHOWeHMe K obecne-
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YEHMIO CTabUNbHOCTI reHOMa, a TOYHeE - UrpatoT POsb B MEXaHW3Me rOMONOrMYHON PEKOMOUHaLMUK NPK
penapauuu (BoccTaHoBNeHWM) aByxuenoveyHom AHK.

feH CHEK2 koavpyeT 6enoK, KoTOopbIin SBASETCS PEryNaToOpoOM KOHTPObHOW TOYKM KNEeTOYHOrO LKA U
npeanonaraembiM Cynpeccopom onyxonu. OH COAEPKNT IOMEH B3aMMOAeNCTBMS benKka, CBS3aHHbIV C BU-
NOYHOW rONOBKOW, HEODXOAMMBIV A9 aKTMBaLMM B OTBET Ha nospexaerve AHK, 1 bbicTpo hochopuavpy-
eTCsl B OTBET Ha penfunKaumnoHHble 610ku 1 nospexaerve IHK. Kpome Toro, 3T0T benok B3anMoaencTeyet
¢ BRCAL n bocopunnpyet ero, no3sonss BRCAL BoCCTaHaBAMBATb BbKMBAEMOCTb NOCE MOBPEXAEHNS
AHK. MyTaumm B 3TOM reHe bbinu CBA3aHbl C CUHAPOMOM /Tn-PpayMeHm, BbICOKONPOHMKAIOLLIM CEMEHbIM
(heHOTUNOM paka, 0bbIYHO CBSA3aHHbLIM C HAaC1eACTBeHHbIMN MyTaumsmu B TP53. Kpome Toro, cymTaeTcs,
4TO MyTalUMu B 3TOM reHe NpuaatoT NPeapacnoNoXeHHOCTb K CAapKOMaM, paKy MOMOYHOM Xenesbl 1 Onyxo-
NAM rOfIOBHOIO MO3ra.

Mony4yeHHble reHOTUMbI:

leH FeHoTUN Puck

BRCA1 Ins/Ins CpeaHenonynsuMoHHbIl
BRCA1 Del/Del CpeaHenonynsimoHHbIl
BRCA1 Cys/Cys CpeaHenonynsimoHHbI i
BRCA1 Ins/Ins CpefHenonyAsaUMUOHHbIV
BRCA2 Ins/Ins CpefHenonyNaUMOHHbIN
CHEK2 G/G CpefHenonyNaUMOHHbIV
CHEK2 Ins/Ins CpefHenonynauyoHHbIM
BRCA1 G/G CpenHenonynauMoHHbI
BRCA1 G/G CpefHenonynauoHHbIM
BRCA1 AJA CpefHenonynauoHHbI

3aknueHue:

MaToreHHble BapuaHThl HyKNeoTuaHOW nocnenosatenbHocTv reHoB BRCAL, BRCA2, CHEK2 He BbIIBNEHbI.

V. 0. 3aBegytoLLero nabopatopuei, 3aBapuH B. B.
Bpay — NabopaTopHbIN FeHETHK, K.M.H.

PekomMmeHpaLum:
ObpaTuTeCh K CBOEMY NlevallieMy Bpayy Ans noabopa onTuManbHbIX MPOMUAaKTUYECKMX MEPONPUSTUIA.
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Jlutepartypa:

1. NCCN Guidelines: Breast Cancer Version: 4.2023.




