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180011 leHeTnyeckoe wuccnepgoBaHme «PakK MOJIOYHOWN XKene3bl U AWNYHUKOB,
nccnepgosaHue mytauuin B reHax BRCA1 n BRCA2.

MpumepHo 5-10% Bcex cnyyaeB paka MOJIOUHOW »Kene3bl N paka ANYHUKOB ABMAIOTCA HacNeACTBEHHbIMMU,
NX Pa3BUTME MOXKET OblTb CBA3AHO C MyTauuamm B reHax BRCAT 1 BRCA2.

Y XEHLMH C repMUHanbHbIMUA MyTaUunAMK OOHOrO 13 annener reHos BRCA1/2 puck pa3ButnA B TEUEHME XM3HW PaKa
MOMOYHOW Xene3bl COCTaBnAeT 85% (3TOT PUCK HECKOMbKO BapbMPyeT B 3aBUCMMOCTI OT MECTOMONOXKEHUA W/ UNKW T1UMa
MyTaumm). Ina onyxonemn AandyHmKa Takom puUck coctasndaet — 50%. Y HocuTenen BpOXAeHHbIX MyTaumi reHos BRCA1/2
TaK»Ke MOBbILEHA BEPOATHOCTb PA3BUTUA OMYyXONeN TONCTOW KULWKK 1 MPEACTATENbHOW Xenesbl.

B reHeTUYeCKOM MCCNEAOBaHUMN HYXKAAIOTCA NaLeHTbl, B IMYHOM UM CEMENHOM aHaMmHese
KOTOPbIX NPUCYTCTBYET:

+ JINarHOCTMPOBAHHbIN Pak MONTOYHOW Xene3bl B Bo3pacTe Ao 50 net
¢ [1epBMYHO MHOXECTBEHHbIV Pak MOMIOYHOW Xese3bl C MyNbTULIEHTPNYECKUM NOPaKEHNEM.

+ Pak obenx MONOUHbIX xene3 (MepPBUUHBIA CUHXPOHHbIN 1 METAXPOHHbIN PaK, MeTacTaTMyeckoe NopaxeHve
KOHTpanatepanbHOM MOTOYHOW »Kenesbl).

« CoueTaHne paka MOMIOYHOW Xefesbl U AVYHKKA.
+ Hannuve BbiABNEHHbIX MyTaumi B reHax BRCA y Gnmxaniimx poacTBEHHNKOB.
+ Pak rpynHowm xenesbl y My>KUnH.

+ [IMarHOCTMPOBAHHbIV TPUXKAbl HEFATUBHBIN PaK rpyau: peLientopsl 3cTporera ER (-), peuenTopsl nporectepoHa PR(-),
YYBCTBUTENBHOCTb K repuenTuHy: her2neu ().

+  JTHMYECKOe NPONCXOXKAEHME (alKeHa3w).
Yto o3HauyaeT BbiABNeHne myTauui B reHax BRCA1 n/unn BRCA2.

« Y 0bcneayemMoro MeeTCA NMOBbIWEHHbIV PUCK PAa3BUTNA HEKOTOPbIX BUAOB PakKa.
+ BHumaHume! Hannuve Mytaumm He 03HauyaeT 006A3aTeNbHOMO PasBUTHA 3aboneBaHNA.
« Kaxapih pebeHok obcnenyemoro nveeT 50% BepOATHOCTb YHacneaoBaTb MyTaumio B reHax BRCAT unm BRCA2.

- PopHble 6paTha 1 cecTpbl 06CeAYEMOrO C BbICOKOW CTEMEeHbI0 BEPOATHOCTM MOTYT ObITb HOCUTENAMM MyTaLMM B FeHax
BRCAT unu BRCA2.

B paHHOW naHenu nccnepytotca nonnmMmop¢Hble BapuaHTbl cnegytowmx reHoB: BRCA1 (185delAG, 300T>G
(C61G), 2080delA ,4153delA, 5382insC) n BRCA2 (6174delT).

leHbl BRCAT 1 BRCA2 koampytoT 6enku, CnocobcTByiolme ycTpaHeHuio nospexaernii AHK 1 nopaepaHmio ctabub-
HOCTW reHoma. MyTauumm 3TX reHOB NMPUBOAAT K XPOMOCOMHOW HECTAabMIbHOCTU 1 310KaYeCTBEHHOM TpaHChopMaLm
KNETOK MOTOYHOW Xene3bl, ANYHMKOB U APYTMX OPraHOoB.

O6w e pekomeHAaLUN Npy BbiiBAeHUN MyTauuii B reHax BRCA1 unu BRCA2:

1. YCTpaHeHvie Apyrix He3aBUCUMbIX GaKTOPOB pUCKa (KypeHve, MoHK3MpYIoLLee M3NyYeHne, eMCTBNE KaHLEPOreHOoB).

2. [eHeTnYeckoe 0bCneaoBaHMe Ha BblsiBeHWe NONMMOPOU3IMOB B reHax, CBA3aHHbIX C GONATHBIM LIMKIOM
(reHeTnyeckre nedekTbl depmMeHTOB GONATHOIO LIMKIa MOTYT JONONHUTENIBHO YBENNYMBATL PUCK KaHLieporeHesa.)

3. ObcnenoBaHvie B3POCIIbIX AeTel 1 BNN3KMX POACTBEHHMKOB Ha HOCUTENBCTBO MyTaLMi AaHHbIX FEHOB.

4. KoHCynbTaLma OHKOMOra 1 Bpada-reHeTvKa.
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3aKa3aTb [OMNOJIHUTENbHO Ycnyry «3ak/loyeHne Bpayva-reHeTuka K ycnyre «Pak mMonouyHon »kenesbl
" AnYHUKoB» (kog 181011). www.cmd-online.ru




