aObcaJlfoTHA aJHOJbKaBa YCIpPhIMAe MEABIIBIHCKYIO TIPMIHANOTII0 Ha abea3BIOX
I3ApKAYHBIX MOBAX, IITO Ja3Bajiie CBA0OJHA 1X BBIKAPBICTOYBAllb PaOOTHIKAMI aXOBbI
31apoys.
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Bacuabkesny M. M.', CaoneBny E. JL.', FopycroBuy O. Al
Kpacuunkas A. C.2
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I poonenckuti cocyoapcmeennviti Meouyurckuti ynueepcumem, I poono, benapyco
*I'poonenckas ynugepcumemckas kuunuka, I poono, Berapyce

AKTyaJbHOCTh. Pak mMonouHoil sxene3bl (PM2K) nunupyeT B cTpyKType KEHCKOM
onkomnaronoruu. Exxeronno B mupe peructpupyetcs nopsiaka 1 250 000 HoBbIX citydaes
PMIK, koropelii BcTpewaeTcs BO BCeX BO3pacTHbiXx rpymnmax. PMOK — 310
MHoOrogaktopHoe 3a00jeBaHHe, 0CO0OC '3HAUCHHE B PA3BUTHU KOTOPOTO UIpaeT
reHeTHu4eckass MpepacioyioKeHHOCTh. . HeoO0xonumMo  cepbe3HO  OTHOCUTBCS K
MAlUEHTKaM C OTATOIIEHHBIM CEMEWHBIM U JIMUHBIM OHKOAHAMHE30M.

Heab. M3yunth 0COOCHHOCTH. PENPOIYKTUBHON (PYHKIIMHM, THHEKOJIOTHYECKOU
NaTOJIOTUM, CEMEHHOTO aHaMHe3a, TeHEeTHUYECKOro cTaryca M JIpYyrux (pakTopoB pucka
Pa3BUTHS OIYXOJIHM Y )KEHUIMH ¢ KOCBEHHBIMU IIPU3HAaKaMU HacieacTseHHoro PMOK.

Metoanl ucciaeaoBanua. B uccienosanue Bxiarouensl 100 mamuentox ¢ PMXK u
KOCBEHHBIMH TPU3HAKAMHM HACJICJICTBEHHOro paka: Bo3pact jgo 50 ser (n=81) wim
Haymune OwnarepanpaHoro PMOK (n=19). YcioBuem BkiIrOYeHHs ObLIO O(OpMIICHHUE
nH)OPMHUPOBAHHOTO coryiacus. [IpoBeeHO aHKETUPOBAHHWE, AaHAIU3 CEMEHHOTO
aHamHe3a U MeJ. JokymeHTauuu, Beiienenue JJHK u3 BeHO3HON KpOBU, MOJIEKYISIPHO-
regetnucckoe TectupoBanue: [T1L[P-PB BRCAL na 5382insC u 4153delA u NGS renos
BRCA1 u BRCAZ2. IIllP-rectupoBanue mMaIMEHTOK MPOBOAMIOCH B HAy4YHO-
uccnenoparenbckor yactu [pI'MY. IloJHOr€HOMHOE CEKBEHUPOBAHUE BBIMOJIHEHO
B pamkax HUP mno rpanty BPOOU-POOU Ne M20P-400 «HoBble myTanuu B reHax
HACJIEICTBEHHOIO0 paka MOJIOYHOM >KeJe3bl M SIMYHUKOB Yy MalMeHTok B PecmyOnnke
benapyce» B HMMIL onkomorum wum IletpoBa H.H. B Canxt-IletepOypre.
[To pesynpTaTam NPOBEACHHBIX HMCCIEIOBAHUMN MAIMEHTKH pa3/ieNieHbl Ha 2 TPYIIbL:
B [IEPBYIO IPyIy BKIHOYEHBI 50 JKEHIUH ¢ HAJTMYMEM T€pPMUHAIBHBIX MyTalluii B T€HaX

65



BRCA1/2 (BRCA mut), Bo BTOpPyI - NAaIMCHTKH C KOCBEHHBIMH IpH3HAKaMHU
HacyieacteeHHOoro PMJK u renamu BRCA nukoro tuna (BRCA wit).

PesyabTrathl M ux o6Ocy:xkaenue. PMOK Obin guarHoctupoBan B | craguu
y 34 nanuenTok, Bo Il —y 45, B I1l —y 20 u B IV y 1 nanuentku. B rpynne BRCA mut
ObUTM TanMeHTKu B Bo3pacte oT 27 nmo 50 ner, cpennuit Bo3pact coctaBui 41 roj.
B rpynne BRCA wt — nanuentku ot 27 110 55 net, cpeanuii Bo3pacT coctaBui 41,6 ner.
Cpenn mnamueHTOK ¢ OwirepaibHbiM pakoMm MyTtanmu B TeHax BRCA 0Obuin
yCTaHOBIIeHHI B 15 ciydasx, yto coctaBuiio 30% ot rpynnsl BRCA mut. OtsiromenHbIit
CEeMCEHHBIM OHKOaHamHe3 mMmenn 86% maruentok rpynmnsl BRCA mut, Ho m B rpyiie
BRCA wt ux 6s110 68%. Ciyuan 3a6oneBanuss PMOK win paka SUMHUKOB BCTPEUATINCH
B 2 pa3a yaine cpeau Hocutenel mytaiuii B reHax BRCA (60%). V'14% manueHTOK M3
rpynel - BRCA  mut  cemelinbiii  aHamHe3 Obul  He  OTsromieH.» M3yuenue
PENPOIYKTUBHOTO aHaMHe3a B OOEWX TpyMIax He BBIIBWIO pa3mmunid. OTCyTCTBHE
OEpEeMEHHOCTU M POJOB UMEJIO MECTO TOJIbKO y 15% mnaumeHTok B KaKIOW U3 TPYIIIL.
Cpean ruHeKoJornyeckux 3a00JieBaHUM B aHaAMHE3€ MpeoOsiajajyd MaToJOTUU IIEUKU
MaTKd M BJIarajuiia BocHanuTeabHOoro renesa (66 wu :54%). JloOpokauecTBEHHBIC
npoaudepaTUBHBIC 3a00JICBaHUS OPTaHOB PEMPOAYKTUBHOM CHCTEMBI BCTPEUYATUCH
peaxko — Menee 10% B kaxmoil rpymme. OXupeHHE IOCTOBEPHO IMOBBIIMIAET PHUCK
pazsutusi PMOK, uro oTpaxkaercsa B pesyinbTataxX JHcCCIEIOBaHUS: B IEPBOM TpyIIe
U30BITOYHYI0 Maccy Tena mmeno 34% mnanueHTOK, oxupeHue 1 cremenu — 8%; Bo
BTOpPOM rpyrre u30bITouHass Macca Tena Obmuia ¥, 28% nanueHTok, oxupenue 1 ctenenu
y 16%, 2 u 3 crenenu — o 2% manueHTOK.

BoiBoabl. AHanu3 BAMSHUS U3BECTHHIX (hakTOpoB pucka passutus PMIK mokazai,
YTO B IPyNIlE MAIMEHTOK C KOCBEHHBIMU Npu3Hakamu HacieactBeHHoro PMX (Bospact
3a0oneBanus A0 50 jeT) Ux 3HAUUMOCTH orpanuueHa. OCHOBHBIM (PAKTOPOM pPHCKa
SIBJISIETCSI TEHETUYECKasd NMPEAPACIION0KEHHOCTh U OTSTOLICHHBIA CEMEWHBIN U JIMYHBIN
oHkoaHamHe3. MomoapiM marnuenTkaMm ¢ PMJK w remamm BRCA mukoro Tuma
HEOOXOAMMO TPOBEACHNUE -yITYOJIEHHOTO MOJIEKYJISIPHO-TEHETHYECKOTO TECTUPOBAHUS
Ha HAJIMYWE TTOJIMMOP(MH3MOB B IPYTHX I'€HaX, aCCOIMUPOBAHHBIX C pa3BuTHeM PMIK.
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