MpodunakTUKa paka Mo/IOYHOM Kenesbl B MOI040M
BO3pacre

[oueHT Kadeppbl akywepcTBa u ruHekonorun FplfMY, kaHaupaTt mea. Hayk EneHa CaBoHeBuu B
pamKax pecnyb6JMKAHCKOW HAy4yHO-MPAKTUYECKOU KOHPEpeHLMU C MeXAYHAPOAHbIM ydacTuem
«'MHekonorva paHHero penpoaykTUBHOro nepuopga. CospemeHHble HanpaBAeHUA» nogenunnacb
onbiTom cneuyuanuctos F(prMY B nsyueHnMn 0cobeHHOCTEN PA3BUTUA PaKa MOJIOYHOM Kenesbl (PMXK).

Pel'lpo,ﬂ,yKTMBHblﬁ dHaMHe3: 3Ha4eHne
EneHa CaBoHeBMuY:

Puck pa3sutua nHBasmMBHOro PMM 3aBUCUT OT BO3PACTa MKEHLUMHbI U Y MOSIOAbIX AEBYLUEK MU3EPHbIN, HO
B LLe/IOM B TeyeHue Ku3Hn —12,3 %, To ecTb 1 cnyyal Ha 8 KeHwMH. 3aboneBaHue pa3BMBaeTCA
O/NTeNbHOe BPeMS, NHaYMHaTb MPOPUNAKTUKY HEODXOAMMO KaK MOXKHO paHbLUe.

MonouHan Kenesa (M), NoAcHsAeT 3KCNepT, rOPMOHASIbHO-3aBUCUMbIA OpraH, ¢GyHKLMIO KOTOpPOro
peryanpyrot kak MMHMMym 15 ropmoHos. B npouecce nsHu xKeHwmHbl MXK npetepneBaeT UsmeHeHuUs,
obycnoBneHHbIe. CMEHOM ¢a3 MEeHCTpyasbHOro LUWMKNa, OepeMeHHOCTblo, pPoAamM, NaKTauuen,
BO3PACTHbIMWU UHBOOTUBHbBIMW NPOLLECCAMM.

MaTtonorva BIMX MoXeT pa3BMBaTbCA KaKk Ha GOHe ropMOHabHOM HeA0CTaTOYHOCTH, TaK U B pesyanbTaTte
AWTENIbHOM BHEWHEN CTUMYAALMM (NPUeM ropMOHaNbHbIX NpenapaTos).

Ctpyktypa MX BO MHOrom onpegenserca penpoayKTMBHbIM aHamHe30M. K MoMeHTy poxaeHua MXK y
0EBOYKN He pasBuTbl, HAYMHAIOT AaKTUBHO pa3BMBaTbCA B Bo3pacte 12-16 net. lNonHoe passuTue
[O0CTUIaeTCAa TONBbKO Y KEHLMHbI B PENPOAYKTMBHOM Mepuoae nocne nepsbix pogos. Prsmonormyeckue
npoueccol B8 MK, nponcxogaiume npyu 6epemMeHHOCTM U NaKTaLmMuK, 06ecneynBatoT ee 3penyto 401b4YaTyro

CTPYKTYpY.



CornacHo AaHHbIM amepUKaHCKKX yueHbix J. Russo, |. Russo (1996), asontouma agonek M nponcxoaut B
npouecce ee pocrta u pas3sutuaA. Jonbkn 1-ro Tuna Hambonee Husko guddepeHLMpoBaHbl (B cocTas
JONbKN BXOAUT OKoM0 11 NpoTOKOB) U, Kak NpaBuao, npeactasineHbl B MM HepoxaBLlLMX KeHLWuH. Mog,
BO34EMCTBMEM FOPMOHANIbHOM CTUMYNALNN NPOUCXOAMUT 3BONOLMA A0NEK 1-r0 TMNa B AONbKKU 2-T0 TUNa,
cocToswme ns 47 npoToKoB, U B AajbHelwemM B A0/bKM 3-ro Tuna us 81 npotoKa. [Jonbku 4-ro tmna
coctasnsaoT MX Bo Bpema nakTaumm u cogepat 6onee 120 npoToKoB.

Mpun oTCyTCTBUM GEpPeMEeHHOCTM M nepuogda Naktaumm MM ya3BMMA M MMEeT JIOKYCbl C BbICOKMM
npoavdepaTUBHbIM NOTEHLNANOM, B KOTOPbIX M HauMHAeT GOpMMPOBATLCS NATONOMMYECKMIA MpoLecc.
Takum obpasom, 1 bepeMeHHOCTb, U NaKTauna — 3To HeobxoaMMble, 3aNpPorpaMMUPOBaHHbIE MPUPOAOH
ycnosua dopmupoBaHna MMXK, o yem 0COBEHHO Ba)KHO TFOBOPUTb C MOAPOCTKAMWU WM MOJOALIMU
AeBYLWKaMMU.

EneHa CaBoHeBMY:

Passutne PMMK cBA3aHO He CTO/NIbKO C yBe/MYEeHMEM WAN YMEHbLUEHUEeM KOHUEHTPaLuu. OTAeNbHbIX
FTOPMOHOB B KPOBW, CKOJIbKO C HapyLUeHWEeM PUTMA WX BblgeNeHNA, U3MEHEHNAMU UX COOTHOLIEHNA B
opraHusme. 3TM AUCTOPMOHa/IbHble PacCTPOMCTBA, KaK NPaBUAO, He3aMETHbI AJIA KEHLUHbI, HO MOTyT
COXpPaHATbCA roaaMu.

EcAun roBopuTb 0 MOIOAbIX MaUMEHTKax, OHU NOMNaAaloT B Tak Ha3blBaeMOE OTKPbITOE 3CTPOreHHOe OKHO
ele A0 MOMEHTA CTaHOB/IEHUA OBYNATOPHOrO MEHCTPYaNbHOMO LMKAA, MOTOMY YTO AaXKe Y MaeasbHO
310pOBOI AEBYLUKM M3HAYanbHO cyllecTsyeT AncbanaHc mexkay 3cTporeHamu UM nporectepoHom. Mpu
3TOM €C/I1 3CTPOreHbl CAMOCTOATE/IbHO BbI3bIBAOT NMPOANGEPALMIO MPOTOKOB U COEAMHUTEIbHOW TKaHK
MM, To nporectepoH obecneunMBaeT KesnesucTylo TpaHcHOPMaAUMIO a/fbBeos TO/bKO MPU YC/A0BUM
[0CTaTOYHOrO YPOBHA 3CTPOreHOoB.

EneHa CaBoHeBWY NpuBOAUT ONyb1MKoBaHHbIe B 1997 roay AaHHble Ucc/ef0BaHNA LWBENLAPCKUX YYEHbIX
C. Goehring n A. Morabia, B xoie KOTOPOro Msy4asacb 4actoTta pa3sButua pubpoageHom n ¢rnbposHo-
KMCTO3HbIX 3abos1eBaHuMii B MK B 3aBUCMMOCTU OT. BO3pacTa.

Muk BbisBneHnMa B MM ¢ubpoaaeHoMm, KOTOpble GOPMUPYIOTCA, MO MHEHWUIO UCCNedoBaTenen, B
pesynbTate M36bITOYHOrO 3CTPOreHHOro | BAUAHMA (Aeduunt nporectepoHa AM60 MOBbIWEHHASA
YyBCTBUTE/IbHOCTb TKaHEN K acTporeHam), npmxoautca Ha 20—24 roga. PrbpPoO3HO-KMCTO3HAA NaToiorua
MMEEeT, BEPOATHO, WHOW XapaKTep. pasBUTUA M peannsyeTca ropasfAo no3Ke: NUK 3abonesaHuA
NPMXoAMTCA Ha nepumeHonaysy. Takum 06pa3om, yXKe C MOMEHTa MnoAsaeHUs meHapxe B MM moxer
dopmmMpoBaTbCA NATONOrMYEEKMIA MpoLEece, M HeobxoaMMmo 06paLlaTb Ha 3TO BHMMaHMeE.

Pak: HoBasa TeopwuA

KaHueporeHe3s MMeeT AAUTENbHYIO NpekavHudeckyto ¢asy. B nccneposanmm, onybamkosaHHom B The
New England Journal of ‘Medicine, W. Black ¢ Konnerammu npoaemoHCTPUPOBanM, YTO NpuU CpesHei
3abonesaemocty PMM cpegm xeHWmH B Bo3pacte 40-50 net uytb 6onee 1 % Ha BckpbITM PMHK in situ
6b1n1 06HapyKeH Y39 % nauumeHToK. CnenoBaTeNibHO, A/ INTE/IbHOE TeYEHNE AOKANHUYECKON CTaguu aaet
BO3MOXHOCTb B/IMATb HA TOT AONTUIA NYTb TPAHCPOPMALLMK, KOTOPLIA NPOXOAMT KNeTKa OT HOPMasibHOM
[0 paKoBOA.

EneHa CaBoHeBMu:

TpagMUMOHHOE MpeacTaBNeHME O pPaKe 3aK/loyaeTcd B TOM, YTO HOPMAa/bHble K/AETKM Nocine cepum
onpeaeneHHbIX MyTaumMit HauMHaOT 6ECKOHTPO/IbHO PasMHOXKaTbCA. B pesynbTaTe obpasyeTca onyxosb,
OTZe/IbHble K/NETKM KOTOPOM MOTYT MUTPUPOBATL B ApYyrMe opraHbl U MHOXWUTLCA, 06pasys MeTacTasbl.
OfHaKo nocnegHue UccieoBaHMA NOKa3biBaoT, YTO HAa CAMOM Ae/e PaKOBbIM MyTaLMAM NPesLecTByoT
3NUreHeTUYeCcKne U3MEeHEHUS B HOPMAJIbHbIX KAeTKax. MyTauum — 3To USMEHEHMWS B FeHETUYECKOM KoAe,



KOTOPblE MOTYT MEHATb CTPOEHME CUHTE3UPYEMbIX B KAeTKe 6enKoB. dnureHeTuyecknme UameHeHua
MEHAIOT aKTUBHOCTb Te€X UM UHbIX FreHOB. B HEKOTOPbIX C/yYasX TakMe U3MEHEHUA B perynauuu moryt
NPUBOAMTL K COKpaLLEHWIO CUHTE3a 6eKoB, MPEenATCTBYIOWMX pPasBUTUIO paKka, M, Haobopor,
CTUMYNNPOBaTb PaboTy reHoB, NOBbLILWAIOLLMX BEPOATHOCTb €0 BO3HUKHOBEHMA.

B HacToALWee Bpemsa pa3BUTUE PaKka MOMKHO PacCMaTpMBaTb KaK TpexcTaauniHbli npouecc. Ha 1-m aTane
BO3HMKAIOT 3MMUreHeTMYeckMe U3MEHEHUA B KJETKaxX TKaHW, NpMBOAALLME K HEHOPMA/IbHOM perynsaumm
KNETOK W 3aMyCKalolme UX pakosyto TpaHcpopmaumio. Pocta onyxoivM Ha 3TOM 3Tane He NPOUCXOAMT,
o4HaKo dopmMmupytoTca noaxodsawme ycnosusa. Ha 2-m aTane B 3NMreHeTUYECKM M3MEHEHHbIX K/1eTKax
NPOMCXOAAT MyTaLMK, KOTOpPbIe 0BbIYHO CYMTALOTCA HavaloM Pa3BUTUA paka. Ha 3-m atane dopmupyetca
reHeTM4yecKas u anureHeTMyeckaa HecTabuabHOCTb, KOTOPan BEAET K POCTY U 3BOIOLMM OMYXO/N.

MHorvMe cBOMCTBa OMYX0AM, BKAOYAsA ee CNoCOBHOCTb K MEeTacTasMpOoBaHWMIO, HacieayoTcA OT NepBbix
KNETOK, KOTOopble MNOABEPrIMCb PakoBolk TpaHchopmauuu. Mpuyem 3TM CBOMCTBA HeobA3aTeNbHO
CBA3aHbl C MyTaUMAMM, TO €CTb U3MEHEHWAMW FeHOB, @ MOrYT OblTb BbI3BaHbl 3MUFEHETUYECKUMMU
HapyLeHMAMM. B cBA3M C STUM MMeeM reTeporeHHy0 3/10Ka4eCTBEHHYIO OMyX0J/ib, KOTOPasa AO-pPasHOMY
6yLeT pearnpoBaTb Ha OHO U TO }Ke NeYeHune.

OHKO/MIOMM LUYTAT, YTO POXAEHUE MKEeHWMHOM yxke HeceT puck PMMK. Ha 100 ciyyaeB AaHHOro
3a6071€BaHMA Y }KEHLUMH NPUXOAUTCA TONIbKO 1 CyyYal y My¥KUYMH.

PMX: ponb mytaumm B reHax

Hanbonee 3Haunmble dakTopbl pucKka passmutusa PMHK (NCCN, 2018):
YKEHCKu non;

BO3pacT;

cemeliHbli aHamHe3 — PMXK B monofom Bo3pacTe;

paHHee MeHapxe W No34HAA MeHonaysa;

Nno34HuIM BO3pacT NepBbIX POAOB;

A/nTenbHas MeHonay3a/ibHaAa ropmoHasbHan

Tepanus;

Jly4eBan TepanuAa rpyaHOM KAETKW B @aHaMHese;
[06poKayecTBeHHble NpoandepaTnsHble 3abonesaHna MXK;
NoBblLLEHHaA MaMMorpaduryeckas NIOTHOCTb;
reHeTMyeckme mytauum B reHax BRCA1/2.

EneHa CaBoHeBUY:

CambIiM 3HAYUMbIM d)aKTOpOM PUCKa ABNAETCA reHeThdyeCKaa npenpacnosioeHHOCTb — Hajaun4yume
onpeaeneHHbIX repMnHaNbHbIX (3apop,b|u.|eBb|x) MYTaLl,VIVI B reHaXx, aCCounmpoBaHHbIX C Pa3BUTUEM pPaKa,
KOTOpble B ceMbe MOTYT NepenaBaTbCA N3 MOKO/EHUA B MOKOJIEHNE KaK MO YKEHCKOM, TaK 1 no MYH(CKOVI
NTNHUN.

KnnHunyeckune npmsHaKM HacneaCcTBeHHOro cemenHoro PMIK:
PMX nnu pak amuyHunkos (PA) y 6aunxKaniinmx KpoBHbIX POACTBEHHUKOB;

MoJI0Zl0V Bo3pacT 3abonesaHus (8o 45 neT) y poacTBEHHMKOB;



cnyyam bunatepanbHOro paka B CEMbE;
NepBUYHO-MHOXECTBEHHbIe OMYX0AU Y KPOBHbIX POACTBEHHUKOB;
PMMX y MyKUmH.

EneHa CaBoHeBUuY:

leHeTUYecKan NpeapacnonoxXeHHocTb K PMIK cTana npegmeTom akTUBHbIX UccaesoBaHui okono 30 net
Hasag, Korga B 1994 rogy 6bina ycraHoBeHa ponb reHoB BRCA1 1 BRCA2 B pa3BMTUM ONYX01W. ITOT ONbIT
No3BONAET CerogHA WHade B3MAHYTb Ha npobnemy npodWMAaKTUKM paka, B  YaCTHOCTU
rMHeKonormyeckoro. O6WMn NonyAAuMOHHbIM puck PMX coctasnsaet 12 %.

Mpw Hannumm mytaumnm B reHe BRCAL oH nosblwaeTca ao 50-80 %, npu nonomKe B reHe BRCA2 —g0 40—
70 %. Puck passutna PMX y HocuTenelr mytauum TaK:Ke acCcouMMpOBaH C Bo3pacTtom, 3aboneBaHue
AmnarHoctupytotr 8 6onee monoaom Bospacte. HauMHATb aKTMBHO cneguTb Heobxoammo yxe 3a. 20-
NETHUMWU OeBYLIKAMM, B CEMbAX KOTOPbIX €CTb aKKyMyAsAUWA C/Ay4aeB HacneACTBEHHOronpaka. nnbo
noATBepPKAEeHHAA 3HAYMMaAA repMUHaNbHAA MyTaLumMA B O4HOM U3 reHOB.

JnarHoctuka n Tepanua
TaKTUKa aKywepa-rmHeKoora npu BbiABAeHUM natonorum MXK:

KEHLLMHbI C BbIABNEHHbIMU KUCTO3HbIMW U Y3/10BbIMU M3MeHeHUAMU MK HanpaBaAstoTCA B
OHKoAMcnaHcep anA sepndrKaLmm AmarHosa;

MOKa3aHWA/NPOTUBOMOKAa3aHNUA K MPUMEHEHMNIO MHBA3UBHbIX-METOA0B AMarHOCTUKM YCTaHaBANBAKOTCA
OHKOJ/I0rOM;

Nnoc/ie UCKNOYEHMA 3/10KaYeCTBEHHbIX HOBOOOPA30BAHMIM KEHLUMHBI C ,06pOKayYecTBEHHbIMMU
3abonesaHnamu MK Habatogalo0TCA Y akyLepa-rMHEKO/I0Fa;

nocse o6cnef0BaHUA U Ie4EHUA 04aroBblXx 06pa3oBaHMI aKkyLIepP-TMHEKONOT SO/KEH UMETb
3aKntoveHne/pekomeHaaumMm mammonora/oHKoNora;

aKyLlep-rMHEKOI0T Ha3HavyaeT Tepanuio fMHEKONIOFMYECKMX 3a601eBaHN TO/IbKO NaLMEHTKaM C
andodysHon popmoint mactonatuu. Mpk ouaroeoit Gopme — TOJIbKO NOC/IE KOHCYAbTaLMW Y OHKOOra-
MaMMOora.

EneHa CaBoHeBUu:

MeaukameHTo3Haa Tepanua natonorum MK y Monoapix MeHWMH A0XKHA ObiTb HanpaB/ieHa Ha
NPUYMHHbIE haKTopsl, TOrAa 3TO byAeT MMeTb CMbICA. JledeHne A0NKHO BbITb AANTENbHBIM, 6E30MacHbIM,
MOXKeT BbITb KOMMAJIEKCHbIM.

K meTogam 63308011 Tepanum OTHOCATCA KOPPEKLMA ANETbl U HopManu3auma oyHKunm KT, npaBunbHbIiA
BbIOOp BOIOCTraNbTepa, ceaaTUBHas Tepanusa, MUKporoaTepanus.

EneHa CaBoHeBMu:

MpK HasHaYeHMM rOPMOHAbHOM TePanMM BayKeH UHANBUAYaANbHbIA NOAX04, OCOBEHHO Y HepOXKaBLIMX
KEeHWMH. Ecnv mbl nogTBepKaaem rmnodyHKLMIO KeNTOro Tena W CBA3bIBAEM C 3TUM LMK/ANYECKYHO
MacToauMHuio, O0OOCHOBAHO TpaHCAEpPMasbHOE MNPUMEHEHWE TrecTareHoB, KOTOpoe MpPUBOAUT K
YMEHbLIEHNIO  MPOHMLAEMOCTM  KanWANAPOB M MHTEHCUBHOCTM  LMKAMYECKOro  OTeka
COeAMHUTENIbHOTKAHHOM  CTPOMbI M, COOTBETCTBEHHO, MPUHOCUT objeryeHne B  TeYeHue
npegMeHcTpyanbHOro cuHapoma. MNpu runepnpoNakTUHEMMM HA3HAYalOTCA arOHMCTbl AOMNamMWHa, Npu
noBbllleHHOM ypoBHe TTI — npenapaTtbl 1€BOTUPOKCUHA HATPUA.



K meTofam HEropmoHasbHOM TepanuuM OTHOCATCA MOYEroHHble CpeacTsa, ¢UTO-, BUTaMMHOTEpPANUA,
romeonatua (npenapatbl Ha OCHOBe BUTeKca cBAauweHHoro), HMNBC Bo 2-t0 ¢asy uMKna, a TaKxKe
WHAONKAapbMHON — yHMBEpPCanbHbIA KOPPEKTOP MATO/IOrMYECKUX TUMEPNAACTUYECKMX MPOLECcCOB B
TKaHAX MXK.

MepsunyHaa npodpunaktuka PMIK B rpynne monoabix KeHwmH 6asnpyercs:
Ha CTPaTUPUKALUM MOAOABIX MKEHLLMH NO CTENEHWN PUCKa;

30X (paumoHanbHOe NUTaHKe, KoOPPEKLMA NCUXO3IMOLMOHAbHOIO COCToAHKSA, 6opbba ¢
rmnoavHamueit);

HenosgHux poaax;
NO/IHOLLEHHOM ANUTENIbHOM FPYAHOM BCKapM/MBaHUU;

npeaynpexaeHnn abopTos;

nedyeHun aobpoKavectBeHHON ancnnasmm MK 1 rmHeKonornyecknx 3abonesaHuii;
NleYeHnn 3HAOKPUHONOrMYecKux 3aboneBaHnin U 6oesHel neyeHu;
MeANKAaMEHTO3HOM KOPPEKLMN N NoAAepKKe B rpyrne BbICOKOro puUcKa.

BTopuuHas npodunaktmka PMXK srkntoyaer:

c 18 net — camoobcnegoBaHne MK 1 MHCTPYMEHTaNbHYIO AMArHOCTUKY (NepuoamMyHOCTb onpeaenseTcs
Hannumem/oTcyTcTBuEM GaKTOPOB PUCKA Pa3BUTUA paKka M natonormmn MHK);

PaHHIOK ANarHocTuky PMIXK.
CobcTBEHHble UccneoBaHUsA
EneHa CaBoHeBMY:

Mbl ¢ Konneramm ms TpFMY akTMBHO wu3ydaem npobnemy HacneACTBEHHOTO paka Y JKEHWMUH B
pogHeHcKkom pernoHe 6onee 10 neT. BbigBNSATb NALMEHTOK C reHETMYECKOWN NPeapacnonoXeHHOCTbIO
Ham TrMoMmoraeT Tak Ha3biBaeMbl »3OPEKT OCHOBATeNA: HaAMuME [AOMUHUPYIOWMX MyTauuin B
onpeaeneHHoOM rpynne HaceneHma Ha onpeaeneHHbIX TEPPUTOPUAX.

Mbl npoBenu nccnegosaHue 8 FPOAHEHCKOM PEFMOHE M NPULLAN K BbIBOAY, YTO HA MNEPBOM 3Tane Ham
[0CTaTOYHO onpeaensTe BceroAMb 2 myTaumumn B reHe BRCAL, 4TO cyLLecTBEHHO YNPOLLAET ANArHOCTUKY.
370 npoctble MNUP-TecTbl, 4OCTYNHbIE B 60/1bWIMHCTBE NabopaTopuin benapycu. bnarogaps reHeTMdeckomy
TECTMPOBAHMIO MOM}KEM '@KTUBHO BbIABAATL HOCUMTENEN MYyTaUMI — 340POBbIX KEHLWMH — W aKTUBHO
3aHUMaATbCA B 3TOM rpynne NnpodunakTMKon oHKo3aboneBaHUM.

Ecnm Ha 1-m atane myTauumn He oBHapy)KeHbl, UCNob3yem pacwmpeHHbli MLUP-Tect. Mpn oTcyTcTBUM
MyTaUMu U.Nope3ynbTaTaM 2-ro 3Tana NokasaHo NoJIHoreHomHoe cekBeHuposaHue (NGS) reHos BRCAL,
BRCA2 u gpyrux. Tonbko nocne NGS moxem 6biTb YBEPEHbI B OTCYTCTBUN FrepPMUHANbHbIX MyTauui B
nccneanyembix reHax.

Cneumanuctol TpIfMY npu noaaep:kke benopycckoro pecnybnmkaHckoro ¢poHaa dyHAAMEHTasNbHbIX
nccnefoBaHU, COBMECTHO C KoJlleraMy M3 HayyHoW 1abopatopum MOAEKyAsapHOW OHKonornn Orey
«HaunoHaNbHbLIN MEOULMHCKMIA UCCNefoBaTEeNbCKUMIA LEHTP OHKosorm umeHn H. H. Metposa»
MwuH3apaBa Poccum ob6cnenosanm 128 naumMeHTOK C KOCBEHHbIMU NPU3HAKaMKU HacneacTBeHHOro PMK.



Mo pesynbtatam ayx [ILIP-TecToB Ha repmuHanbHyto myTtaumio (5382insC mn 4153delA BRCA1)
obHapyXKeHo 26 myTauuii (20 %), T. e. Kaxkablii 5-11 cnyyait PMK 6611 HacheaCcTBEHHO 06YCNOBAEH U UMEN
myTaumto-ocHoBatena B reHe BRCAL. lNocne NosIHOreHOMHOro ceKBeHupoBaHua 122 obpasyos AHK
BblsiB/IEHO ele 14 6onee peaKmMx 3HaUMMBbIX MyTaLMn. ITO CBUAETENbCTBYET O TOM, YTO Kaxabli 3-i PMMK
B PETMOHE MMEET HaCNeACTBEHHDIM XapaKTep M NOTEHLMANbHO NPeaoTBPATUM.

EneHa CaBoHeBMu:

Ewe BarkHee reHeTUMYecKoe TECTMPOBaHME ANA MpeaynperKAeHUA NepBUYHO-MHOMKECTBEHHbIX GOpMm
paka. Mbl obcnegoann 40 naymeHTok ¢ PMXK u PA. Ha nepBom 3Tane obHapyKeHbl 23 myTauuu-
ocHoBaTend, no pesynbtatam NGS — euwe 10 peakmx mytaumin. To ectb 82,5 % KEHLWMH C NEepBUYHO-
MHOKecTBeHHbIM PMM ©n PA umeloT HacneaCTBEHHbIM xapakTep 3abosieBaHua, 06yCcNOBAEHHbIN
HanuuMemM repmuHanbHbIX MyTauuii B reHax BRCA1/2.

TakKe cneumannctol FpIfMY nonbITaAnUCb OLEHUTb PACMNPOCTPAHEHHOCTb MYTALMU-OCHOBATENS Cpeau
HOBOPOXAEHHbIX B poAHEHCKOM pernoHe. B pesynbtate mccnegosaHua 853 ob6pa3LioB mynoBUHHON
KpoBM (MasibyMKOB M [OEBOYEK) YCTAaHOBAEHO, YTO npakTndeckn 1 us 100 HoBopOXAeHHbIX (0,94 %
0b6cneoBaHHbIX) UMEET FreHETUUYECKYIO NPEeAPaCcnoNOXEHHOCTb K Pa3BUTUIO paKa.

EneHa CaBoHeBMuY:

HakonneHHble 651arofapas MONEKYNSPHO-TEHETUYECKMM UCCNEAOBAHUAM Hay4Hble W  KAMHUYECKME
[JaHHblE O PO/IM TEHHbIX MYyTauMiA B Pa3BMTUM OHKOMATONOIMWM MO3BOAAIOT FOBOPUTb O TOM, YTO
appeKTUBHaAA NPOdUNAKTMKA paKa peasibHa Y Kaxk4oro 2-ro naumeHTa. Kakue mepbl Npodunaktmkm PMK
Mbl  MOMEM  NpegioXuTb  MOAOAbIM  MAUMEHTKAM . €. HAcNeACTBEHHOM  reHeTU4YecKoi
npeapacnonoXKeHHOCTbIO? B NepByto ouepenb NpaBuibHOE PENPOAYKTMBHOE NoBeAeHNe (paHHMeE poabl),
rPaMOTHYH FOPMOHA/IbHYIO KOHTPALLENLUIO.

TaK, HeKoTopble PaboTbl MOKa3bIBAKOT, YTO UCMO/1b30BAHWE OPaA/IbHOM KOHTPALLENUMM A0 Neproaa nepsoi
NaKTaUMM NpU HaaNYMM repMmmHanbHoON mytaumm B reHax BRCA1/2 B8 2 n 6onee pa3 nosblwaeT PUCK
peanusaunmn PMMK. MauMeHTOK C repmuHanbHOM myTalmen B reHax BRCA1/2 HyXHO HauenusaTb Ha
OCMOTpP M Nanbnaumto MK Kak MUHMMYM pa3 B 6=12 Mecsues, HaunHasa ¢ 25 net. MNpu HeobxoAMMOCTH
pekomeHaytotca Y3U, MPT MK 1 mammorpadua. M3 npeBeHTUBHbIX MePONPUATUIN MOXKHO 06CYanTDb C
KEHLWMHOM BO3MOXHOCTb BbINOMHEHUA BUAaTepasbHOM  MACTIKTOMMU. Bo3pacT  BbINOHEHUS
OnepaTMBHOIO BMeELUATENbCTBA 3aBUCUT OT. PENpPOAYKTUBHbLIX MAaHOB WU OT TOro, B KakoM BO3pacTe
3abonen 6amKaiwnin poacTBeHHMK. Kak npasuio, puck passutua PMMK Bo3pacTaeT 3a 5 fieT go Bo3pacTta
pa3BuTUA 3abos1eBaHNA y banKalLLEro poACTBEHHMKA.

[NVHHbBIA NyTb, KOTOPbIA NPOXOAMT KAETKa OT HOPMa/ibHOM A0 OMYXOJEBOM, MOXKET bbiTb 3ameaneH
CBOEBPEMEHHOI MeAMKaMeHTO3HOM npodunaktukon. Okono 10 neT c 3TON Lenblo MUCNosb3yeTca
POCCUICKMIA NpenapaT, KOTOpbli MNO3MLMOHUPYETCA KaK MNpPOTMBOOMYXO/EBOE HEropMoHas/bHOe
6e3onacHoe gna ANUTENbHOrO NPUMEHEHNA CPEACTBO M COCTOMUT U3 3 OCHOBHbIX KOMMOHEHTOB — MHAO0-
3-Kapbu1HO/Ia, IMUraNIoKaTeXMH-3-rafaTa U MUHEPaAbHOTO NPeMMKCa.

PenpoayktneHble/3HA0KPUHHbIE GpaKTOPbI PUCKa

Bcex monoapix KeHwmH, cumtaet EneHa CaBoHeBumY, HeO6X0ﬂ,VIMO MHd)OpN\MpOBaTb o peaanof/'l
BO3MOXHOCTU CYyLLLECTBEHHO CHU3UTb BEPOATHOCTb pa3BmuTna PMIXK.

MpoBeaeH meTaaHanms 117 asnnuaemmonormiecknx UccnefoBaHuim, KOTOPbIN NOKasan:
YTO KaKkApble poAbl CHUMKAIOT PUCK pa3BuTua PMHXK Ha 7 % gaxke npu OTCyTCTBMM NaKTaLuK;
paHHuMe poabl (80 20 neT) CHUXKaKT pUcK passuta PMXK Ha 50 %;

rpyaHoe BCKapmM/IMBaHue B TeYeHMe rofa CHUXKaeT puck pas3sutna PMXK Ha 4,3 %.



B psase nccnenoBaHMiA NPOLEMOHCTPUPOBAHO, YTO XKEHLWMHbI C HAPYLUEHUAMM MEHCTPYA/IbHOTO LUKAA B
Bo3pacTe 25—-29 net umeroT NOYTU B 2 pasa Bbiwe puck PMIK B nepu- n noctmeHonayse. 3T0 CBA3aHO C
AMcbanaHCcoM ropMOHOB, K KOTOPOMY MPU OTCYTCTBMM PaHHUX pogoB MK oyeHb YyBCTBUTENbHA.

Kpome TOro, AeBYLWKM AOMXKHbI 3HATb, YTO NpepbiBaHWE NepBoi BepemMeHHOCTU KpaliHe HeraTMBHO
B/IMAET Ha CTPYKTYpy MM 1 npoBoumpyeT pasBuTUE NATONOTUYECKUX U3MEHEHWN.

EneHa CaBoHeBMY:

YTo npoucxoauT, Korga Mosiofdas AeBywKa aenaet abopt? [pepbiBaloTca aKTUMBHbIE MPOLECCH
npoandepauun  anNUTeAns,  Hadaswmeca B 1-m  TpumecTpe.  HapyweHue  npoueccos
MOpPGOPYHKUMOHANbHON AnddepeHUNPOBKA NPUBOAUT MNO34HEE K PasBUTMIO FMNEepniacTUYecKux
NpoL,Eeccos.

daKTOpbl PUCKa, CBA3aHHbIE C NaTonornen MK

[ns TepmuMHONOrMYecKkoro 0603HaYeHns mactonatm ncnonobsyetca 6onee 30 cuHoHMMOB. BIMKB gaHHanA
natonorus, nosicHaet EneHa CaBoHeBMY, 0603HayaeTcs Kak Ao0b6poKayecTBeHHad aucnnasva MHK.
Tele/IHbI «Mactanrma» n «mMmactogmHuma» MmHorme cCYMTaktoT CMHOHWMMaMK, HO NO. CYTU UUKAnNYecKoe
HarpybaHne MX c 60s1eBbIM CUHAPOMOM Pa3/IMYHOM CTEMneHu, CBA3AHHOE C MPeAMEeHCTPyasibHbIM
CUMHOPOMOM, — 3TO MacTogMHUA. OCHOBHble MNPUYMHBI — HEAOCTAaTOYMHOCTb MPOFecTepoHa WU
NOBbILLIEHHAA YYBCTBUTE/IbHOCTb PELLENTOPOB KENEe3UCTOM TKAaHM K 3CTPOreHaM.

Mactanrma — 3710 6ose3HeHHoCcTb MK, cBA3aHHAA C OTEUYHOCTbIO (NepeHanpasKeHuem) TKaHel n He
CBA3aHHaA C MEHCTPYya/ZibHbIM LUWUKIOM. MNmeHHOo UMKAn4YecKkaa MacCtoaunHuA ABnAeTcA KANMHUYEeCKUM
MapKepoM MOBLILEHHOTO pUCcKa pasButna PMMK, Kak 1 AIMTeNbHOE MCNONb30BaHME MeHOMNay3anbHOM
ropMOHa/IbHOM Tepanuu, No3TOMy HeobX0AMMO CBOEBPEMEHHO KOPPEKTMPOBaTh AaHHYIO NaToO/I0rMIO.

EneHa CaBoHeBUu:

Y 5-6 % eHwuH BCTpevarTca BblgeneHua u3/ MK, Monoabie AOKTOpPa AO/MKHbI 3HATb, YTO ANA
MacTOMaTUM XapaKTepHa M3MEHYMBOCTb LBETA BbIAENEHUN 33 CYET Pa3ANYHbIX MOPDONOrNMYECKUX
M3MEHEHMA B TKaHM Kenesbl. [lpu /4 BblAeNEHUAX CEpPO3HOro, CEepO3HO-FemMOoppParnyecKkoro,
remopparMyeckoro xapakrtepa HeobxoAMMO B35iTb MA30K A1 LWUTONOMMYECKOro WUCCNefOoBaHUA WU
HanpaBWUTb NAUMEHTKY K OHKonory: [opmoHanbHoe obcnegoBaHME MOKasaHO MpW  HapyLleHUsax
MEHCTPYaNbHOIrO LUMKAA W KAMHUYECKUX FPU3HAKax 3aboseBaHU LMTOBUMAHON Kenesbl C Lesblo
YTOMHEHWA ANAarHo3a U onpeaeneHnsa meToda Tepanuu.

AHKenunka CasyeHKo, «MB».



