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180011 N’eHeTUYecKoe uccnegoBaHue «PakK MOJIOYHOM Xene3bl
N AUNYHUKOB, UCCrieagoBaHUe MyTauMM B reHax
BRCAl1 u BRCA2»

MpumMmepHoO 5-10% Bcex criydaeB pakKa MOJIOYHOM Xene3bl U paKa AMYHUKOB €BNAIOTCSH
HacneacTBeHHbIMU, VX PAa3BUTUE MOXKET ObliTb CBA3aHO C MyTaumMamMm B reHax BRCAT n BRCA2.

Y Y>KEHLLUMH C repMUHanbHbIMW MyTaLMAMKM OOHOMO U3 annenen reHos BRCAI/2 puck pasBuTus
B TEeUEHME YXM3HU pPaka MOSIOYHOM yene3bl cocTaBnaeT 6onee 60 % (3TOT PUCK HECKONbKO Ba-
PbUpPYET B 3aBUCUMOCTI OT MECTOMONOXKEHUS /UK TUna MyTaumn). g onyxonem sudHmnKa
TaKoOW pUCK cocTaBnqaeT — 39-58% ona BRCAI 1 13-29% onda BRCA2. Y HocuTenem BpOXOeHHbIX
MyTaLuM reHoB BRCAI/2 TakyKe MoBbllleHa BEePOSTHOCTb PasBUTUA OMyxoren npeacraTteibHom
»wenesbl (~5%) n npocTtaTthl (7-26% ona BRCAL, 19-61% ona BRCA?2).

B reHeTU4YeCKOM UccregoBaHUM HYyXOalTCHd nauneHTbl, B IMHMHOM UJTUN ceMeMnHOM
aHaMHe3e KOTOPbIX NMPUCYTCTBYEeT.

« [MarHOCTMPOBAHHbIM PakK MOSTOYHOM »efe3bl B BO3pacTe 0o 50 net

« [NepBUYHO MHOXKECTBEHHbIM PaK MOMOYHOWM YKeNe3bl C MyIbTULEHTPUYECKMM MOPaXKEHMEM.

« Pak oberx MOMOYHbIX ene3 (MepBMYHbBIN CUHXPOHHbBIN M METaxPOHHbLIM pakK, MeTacTaTnye-
CKOE MoparkeHWe KOHTPpanatepanbHOM MOTOYHOM XKee3bl).

« CouyeTaHMe paka MOTOYHOM »enesbl U anYHMKa.

« Hanuume BbigBNEHHbIX MyTauui B reHax BRCA y 6AM»KanLLnX POACTBEHHMKOB.

«  PaK rpygHowm »kenesbl y My>K4mH.

«  [marHOCTMPOBAHHbIN TPUMXKAbLI HEMATVBHbLIM PaK rpyau: peLenTopbl acTporeHa ER (<), peuen-
TOopbl NporectepoHa PR(-), 4yBCTBUTENBHOCTbL K repLenTuHy: her2neu (-).

+  DTHMYECKOE MPOUCXOXKOEHME (aLUKEHA3M).

YTo o3HauaeT BbiiBNIeHne MyTauuim B reHax BRCAIT n/unmn BRCA2.

« Y obcnegyemMoro nMeeTcs NoBblLLEHHbIV PUCK Pa3BUTUA HEKOTOPbLIX BUOOB paka.

+ BHUMaHuMe! Hanunume myTaumm He o3Ha4vaeT 006a3aTe/IbHOro Pa3BUTUA 3aboneBaHMA.

+ Kaxkabin pebeHok obcnegyemMoro nMmeeT 50% BepOoaTHOCTb yHac/1eooBaTb MyTalMIo B reHax
BRCAI nnmn BRCA2.

+ PopaHble 6paTba U cecTpbl 06CcneayeMoro ¢ BbICOKOW CTeMeHbio BEPOATHOCTU MOTyYT OblTh HO-
cuTenamMm mytaumnm B reHax BRCAT nnm BRCAZ.

B ﬂaHHOVI naHesnn nccrienyroTcd nOﬂVIMOpd)HbIe BapwmaHTbl CciieayloLlnx reHoB:
BRCAI (185delAG, 300T>G (C61G), 2080delA ,4153delA, 5382insC) u BRCA2 (6174delT).

lfreHbl BRCAT 1 BRCA2 kooupytoT 6enku, cnocobCTBYOLLME YCTPaHeHMo noppexaeHmnn OHK
M Nogaep>KaHU CTabUNbHOCTM reHoMa. MyTal MK 3TUX FEHOB MPUBOAAT K XPOMOCOMHOM He-
CTabUNbHOCTM M 3/T0KAYECTBEHHOM TpaHChOpPMaLMM KNETOK MOTOYHOM »ene3bl, ANYHUKOB U
OPYTr1xX OpraHoB.

O6wume pekoMeHgaUun Npu BbigBeHMU MyTauum B reHax BRCAl1 unmn BRCA2:

1. YcTpaHeHMe Opyrmx He3aBUCKMbIX GaKTOPOB pPUCKa (KypeHMe, MOHU3MpPpYoLLLIEe U3NTyYeHMe,
OEeNCTBME KaHLEPOreHOoB).

2. leHeTnueckoe obcnegoBaHWe Ha BbigBAeHMe MONMMOPDM3IMOB B reHax, CBA3aHHbIX C ponaT-
HbIM LIMKNIOM (reHeTunuyecKne gedekTbl GepMeHToB GONaTHOro LMKAa MOryT AOMNONHUTENBHO
YBENMYMBATb PUCK KaHLeporeHesa.)

3. ObcnenoBaHMe B3pOCbIX AeTen 1 6/1M3KMX POACTBEHHMKOB Ha HOCUTENBbCTBO MyTaLMM AaH-
HbIX FEHOB.

4., KOHcyﬂbTaI_LI/IQ OHKOJ10INa 1 Bpada-reHeTrKa.



