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HacnencrBennbie aedextbl renoB BRCA1 u
BRCA2 - pgocroBepHbIii (pakTOp pHCKAa pa3BH-
THS PAJAa OHKOJOTHMYECKHX 3a00JIeBaHMII Kak
Y KEHIIUH, TAK M y MYX4uH. B 0030pe 0000-
1eHbl pexoMenganuu EBponeiickoro odmecrsa
MeauiuHckoi onkonornu (European Society
for Medical Oncology, ESMO), Hanuonanb-
Hoii oHkojgorudeckoii cerm CIIHA (National
Comprehensive Cancer Network, NCCN) wu
ApPYruX NpogecCHOHATBHBIX CO00LIECTB B OT-
HOLLIEHUM MNoKa3aHuil Aas nposenenuss BRCA-
TECTHPOBAHMSI, Mep 1O PpaHHEH JIUATHOCTHKE
HOBOOOpa30BaHMii, a Takke NPOPUIAKTHIECKHX
MEpONPHSATUIH, HATIPABJEHHBIX HA YMeHbIIeHUe
pHUCKa Ppa3BUTHA 3J10KaAYeCTBEHHBIX OMYyXoJiei
Yy Hocureneil maroreHHbIx ajuieneii BRCA1/2.
Oocyxnarres mnpodiaemsl agantanun BRCA-
AUATHOCTUKM K YCJIOBMSIM Haulell CTpaHbI.

KuaroueBble cioBa: HacjieACTBEHHbIE MYTa-
uun, BRCA1/2, npopunakruka

BBenenune

Nnentndukamms reaoB BRCA1 u BRCA2 cra-
Ja OOHMM M3 HamOollee 3HAYMMBIX MPAKTHUECKUX
JNOCTKEHUHA MONeKymsipHoit oHkomornn. BRCALI
u BRCA2 4BIAIOTCS «KIACCMYECKUMU» AHTUOH-
KOTeHaMHM, CyIpeccopHas (YHKIHMS KOTOPBIX 3a-
KJIFOYAETCSl B MOIACPNKAHUU LEIOCTHOCTH T€HOMa
u perymsiuun npoiudepauun [4, 28, 52, 71]. [pu
nHaktuBanmu TeHoB BRCA1 m BRCA2 napyma-
eTcs CHnocoOHOCTh BOCCTAHOBJICHHS JIBYHHUTEBBIX
paspeiBoB JIHK — 3T0 siBnsieTcss KIIFOUEBBIM COOBI-
THEM B Pa3BUTHH XPOMOCOMHOH HECTaOWIHHOCTH
U OlpenensieT BBICOKYIO CTEleHb 3JI0KaueCTBEH-
Hoctu BRCA-accouunpoBanHbix omyxoneid. Ha-
CJIEZICTBEHHBIE T€TEPO3UTOTHBIE MyTallMM B TeHax
BRCA1 u BRCA2 accounmpoBaHbl C pa3BUTHEM
HE TOJBKO KapIuHOM Mono4yHoH kene3bl (PMXK) u
sugHUKOB (PS) (Tabmn. 1), HO Taxke ¢ MOBBIIEHHBIM
PUCKOM HEKOTOPBIX APYyTrux omyxonei. buamnens-
Hbele nHakTHBHpYyronmx mytaiuu BRCA2 (apyroe

Ha3zBaHue reHa — FANCDI1) npuBoasST K BO3HHK-
HOBEHHUIO TsDKEJeHIero 3abolieBaHus — aHEeMHHU
@®anxonn (moarun FA-DI1), xapaxtepusyromeiics,
B YaCTHOCTH, DPAa3BUTUEM pa3IMYHBIX COIMIHBIX
OMyXOJe H OCTPOro MHEIOMAHOTO Jeiko3a [5,
54]. CriexTp WHAKTUBUPYIOIMIMX MyTalWii B TeHaX
BRCAI u BRCA2 ornuyaercs OTpOMHBIM pa3HO-
o0pa3ueM — K HacTOslIeMy MOMEHTY UX MepeYcHb
coctasiseT 6onee 3500 amnemett [72]. [omymsmm-
oHHas yactoTta ngedekroB B reHax BRCA1/2 koie-
omercss B mpemenax ot 1:50 x 1:1000, 3aBucst ot
cneun(UKN M3y4aeMON MHOMYISALUM WU «IITyOHHBDY
HAHK-tectuposanus [7, 15, 30, 41, 72].

Ta6nuua 1. Puck paseutus 3a6oneBaHUs y HOCUTEJIbHUL,
myTtauum B reHax BRCA1 n BRCA2 [1, 17, 22, 33]

Hosoo6pasosaHue

BRCA1 (kymynsi-
TUBHbI puck K 70
rogam)

BRCA2 (kymynsi-
TUBHbIN puck K 70
rogam)

Pak MOnoyHown
xenesbl

60-70%

50%

Pak anyHuka

40-50%

20-25%

Iloxa3anus kK MPOBCACHUI0 T'€CHETUYECCKOI'0
TECTUPOBAHUSA

BRCA1/2-TecTrpoBanue MpaKTHYECKA BCETAa Ha-
YHHAETCSA C OHKOJIOTMUYECKHX MAIMCHTOK (WM Tallu-
€HTOB), y KOTOPBIX IOJ03PEBACTCSI HACIICACTBEHHBIN
pak. 3M0poBbIe JIOAM OOCIIEAYIOTCS TOJBKO B TOM
ClIy4ae, €CIM Y MX POICTBEHHHUKOB YK€ OOHapyxxe-
HBI MyTaIlid B YIIOMSHYTHIX TreHax. VckimodeHue u3
3TOr0 TpPaBUJIa MOXET OBbITh TOJBKO B OTHOIICHUH
WHAWBHUIYYMOB C OUY€HbL BBIPAKCHHBIMH ITpH3HAKA-
MU CEMEUHOTO OHKOJIOTMYECKOrO aHaMHE3a, KOTOPhIE
MOJTHOCTHI0 YTPATWJIM JOCTYIl K OHOJIIOTHYECKOMY
Marepuasy CBOMX 3a00JEBIIMX POICTBEHHUKOB.
BRCA-gnarsoctuka B OTHOIICHWH JIETeH HE Ipak-
THUKYEeTCSI, TOT TECT NMPUHITO Ha3HAYaTh KaK MHHU-
MyM TI0 Mepe JOCTIXCHMS JEBYIIKOW WM FOHOIICH
18-netnero Bo3pacra [1, 2, 49, 51, 52, 54, 55].

CylecTByeT HECKOIBKO MIKal —ONpeIeieHHs
BEPOATHOCTH OOHApYXXEHUS MyTallMii B TeHax
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BRCA1/2, ocHOBaHHBIX Ha JAHHBIX O CEMEHHOM
aHaMHe3e, Bo3pacTe Haudana 3a0o0JeBaHUs, MOp-
(onoruyeckoM THIIE OMYyXOJIH M T.J. 3a pyOexxoM
4acTO MCIOJB3YIOTCS Takue alropuTMbl kak On-
tario Family History Assessment Tool, Manchester
Scoring System, Referral Screening Tool, Pedigree
Assessment Tool, FHS-7 u 1.1. B TOM miu MHOM
BUJI€ 3TU aJITOPUTMBI YUHUTHIBAIOT Pl KIMHUYECKUX
KpUTEpreB 3a00J€BaHMs, aCCOLMUPOBAHHBIX C Ha-
mnuneM myTtauud BRCA1/2, mpuuém, B Oombrieit
CTETeHH, TU TNPHU3HAKK OTPadOTaHBl MMEHHO I
PMJK. OHHM BKIHOYAOT OTHOCHUTEIBHO MOJIOOOU
BO3pacT Ha MOMEHT Haudana 3aboneBaHus (o 50
JeT), HaJIW4Me IEePBUYHO-MHOXKECTBEHHOIO pakKa
(OunarepanbHOCT W/WIH  MYIBTULIEHTPHUYHOCTB),
IIPUCYTCTBHE CEMEHHOI0 aHaMHE3a B OTHOIICHWUU
BRCA-acconuupoBaHHbIX OITyXosiedl (BKIIOUas Ko-
JMYECTBO MOJOOHBIX CIy4aeB B CEMbE M XapakTep
3a00J1€BaHMs y POICTBEHHUKOB), TPHXKIbI-HETATHB-
Heii Gpenotun PMX u t.a. [20, 46, 58]. BonbHbiM
PA npaktukyercs HasHauenue JIHK-tectupoBanus
BHE 3aBHCHMOCTH OT BO3pacTa Hadaja 3a00JieBaHHUs
WA CEMEWHON HCTOPHH, TaK KaK BEPOSTHOCTH 00-
Hapyxenusi myrauuun BRCA1/2 paxe y cimydaiiHo
NOA0OpaHHBIX MAlMEHTOK C ATUM JUArHO30M JI0-
cruraet 15% [22, 63]. Caexyer mog4epKkHyTh, 4TO
B OoTHOIIEHUHN ocHOBHBIX BRCA-acconumpoBaHHbBIX
omyxoneit — PMXX u PS — abGcomoTHO Hempuemie-
MO IOJIaraThCsl TOJIBKO HAa HAJIMYKME WIN OTCYTCTBUE
CEMEHWHOro aHaMHe3a. BeposTHOCTh KIMHUYECKOTO
nposieinenus: nedexroB BRCA1/2 HecomocraBuMo
HIDKE Y MYXUYUH TI0 CPaBHEHMIO C >KEHIIMHAMH,
[O3TOMY Ilepefada MyTaluid B AaHHBIX I'€HaxX IO
OTILOBCKOH JIMHUM MOXKET MPOHMCXOAMNTH 0€3 KaKhX-
mbo ¢eHoTunmueckux npossiaeHuit [3]. Kpurepuun
K nposeneHnio BRCA-TecTpoBaHus B OTHOILIEHUH
MAIEHTOB C MEHEEe TUITNYHBIMH PAa3HOBUIHOCTIMHU
BRCA-accouuupoBaHHBIX PakoB — OIyXOJeH Ke-
JyZKa, TOMKEIYyIOYHOM >Kene3bl, MpoCTarel U T.nI.
— pa3paboTaHbl HECKOIBKO MEHEee 4ETKO IO CpaB-
Henuto ¢ PMX u P4

Jna pemenuss Bompoca O II€€CO00pa3sHOCTH
BRCA-aMarHocTUKH UCKIIOUUTENBHO BaXXHO MOHU-
MaThb IEeNbI PsJI OYEeHb CYIIECTBEHHBIX HIOAHCOB.

Bo-nepBbIX, yNOMSIHYTbIE BBILIE JOCTATOYHO
KOMITJIEKCHBIE ~aJTOPUTMBl OLIEHKH BEPOSTHOCTH
OoOHapy)XeHUs] TEHETHYECKOro Ae(eKTa OTpa)karoT
CIIOKHOCTb M JIOPOTOBU3HY MPOLEAYPHl IOJHOTO
tectupoBanus craryca reHoB BRCA1 u BRCA2,
B YAaCTHOCTH, HEOOXOOUMOCTb CEKBEHHPOBAHHUS
MOJTHOW KOOMpYIOUIeH MOCIeN0BaTeIbHOCTH 000UX
T€HOB, a TAaK)KE BBIIOJIHEHMs aHaJIM3a MX KPYIHBIX
nepecTpoek. B umpaeane, mpu NpUHATHN KIUHHYeE-
ckoro pemenusi o HampasineHnn Ha BRCA-tect
CIIEAyeT YYHUTHIBaThb HE TOJBKO BEPOSTHOCTH Haii-
TH MYTAIMIO, HO U KIMHUYECKYI0O MOTHBAIUIO JUIS
nopobHoro Ttecra. KoHeuHO, eciau HpUCYTCTBYIOT
SIBHbIE (DEHOTUIMYECKUE TPU3HAKK HACIEICTBEH-

HOTo paka (CeMeWHBIH OHKOJIOTMYECKUH aHaMHes,
MOJIOJIO BO3pacT Ha MOMEHT Hadaja 3aboyieBaHus,
HaJIM4Ue NEePBUYHO-MHO)KECTBEHHBIX OIyXOJeH WU
T.J.), — a B CIy4yae MOMYUYEHUs «IIOJOKUTEITbHOTOY»
pesynsrara BRCA-Tecta MOXXeT M3MEHUTHCA CTpa-
TErusi JICYCHUS OIYyXONM W/WIM BCTaThb BONPOC O
JHK-tectupoBaHuu pPOACTBEHHUKOB, — IMOJHOLCH-
Hoe mccienoBanne reHoB BRCA1/2 mpexacrasisiert-
Csl KpaiilHe Ba)KHBIM. YBBI, B pe€aJIbHOW KJIMHUYECKOU
MIPaKTUKE MPUXOIUTCS CTAIKUBATHCS C CUTYaLUSIMU,
OTIPaBABIBAIOIIMMHU OMPENENIEHHYI0 MaCCHBHOCTH B
OTHOIIIEHUU TEHETHYECKOro OOCIIEOBaHUs: HaIpH-
Mep, €CIH Yy MAlMeHTKH WM MalldeHTa HeT KpOB-
HBIX POJICTBEHHHKOB, & BCE BO3MOXKHOCTH JUISI Jie-
YeHHs YXKE HCUEPIIaHbl, TO T0Jb3a OT BBITOJHEHMS
BRCA-tecTa sBisercs BechbMa YCIOBHOM.
Bo-Bropeix, B koHTekcTe BRCA-muarnoctuxu
CJIeIyeT OCTAaHOBUTHCS HAa JTHUYECKUX AaCIMEKTax
— o0CyXIleHHe ITON NeNUKAaTHOW MpOOIeMbl B JIFO-
00i1 MHOTOHAIIMOHAJILHOM CTpaHE MOXKET OKa3aThCs
BeCbMa 3aTpyaHUTETbHBIM. HecMoTps Ha KoMIuiekc-
HOCTh uctopuu Poccuiickoit umnepun u CoBeTcko-
ro Coroza, crnaBsiHe, mpoxuBaromye B EBpasun ot
[onbmn go JanehHero Bocrtoka, coxpanunu yau-
BUTENBbHYIO TEHETUYECKYI0 TOMOT€HHOCTh. MIMEeHHO
MO3TOMY JKCIIPECC-TECTUPOBAHUE MYTalliii B TeHE
BRCA1 y pycckux, ykpauHleB, OeJ0OpycoB H IO-
JITKOB MOYKET OTPAaHWYMBATHCS BCETO HECKOJIBKUMHU
npocteiMu T1L{P-TecTamu, koTopele MOKphIBaroT 70-
90% Bcex myrtanuii B renax BRCA1/2. TTonoOHbIit
e TTOIXO]] PaBOMEPEH emIE ISl OHOM STHUIECKOM
TpyNIbl — €BpEeeB EBPONEWCKOro MPOHCXOKICHHS
(Amkenasn). Ilomydaercs, 9To KPUTEPUH BKIIOYEC-
HUSl TIOJOOHBIX TNarMeHToB B mporpammbl BRCA-
TECTUPOBAHUS MOTYT OBITH BECbMa PAaCIINPEHHBIMH,
TaK Kak 3aTpaThl Ha 3KCIIPECC-aHAIN3 OTHOCHUTEIHHO
HeBenuku. OHAKO, €CIIH IKCIPECC-TECT HE BBISBUI
MYTalnl0, TO PacCMOTPEHHE BOIMPOCa O IIEIECOO-
Opasnoctu nonHoro BRCA-tectupoBanus tpebyer
KpaiiHe B3BEHIEHHOTO MNOoAXOoAa (CM. MpPEebIayIIie
ab3amer). IlomMuMoO 3TOrO, SKCHIpecc-TECTUPOBAHUE
abCONOTHO HElenecoo0pasHo Uil WHAWBHIYYMOB,
KOTOpBIE HE SIBJISIOTCS CIaBsIHAMH WA €BPESMU, —
JUISL HUX TIpUEMIIEMO O00CYKJaTh TOJBKO BOIMPOC O
nmonHoM aHanm3e reHoB BRCA1 u BRCA2.
B-Tperpux, HEecMOTps Ha CXOJCTBO Ha3BaHUM
n ¢yskmmii, BRCA1 u BRCA2 — pasHbie reHsl,
pasiuyaronifecss Mo CHEKTPYy acCOIMHPOBAHHBIX
omyxoneil. Myrauun B rene BRCA1 mpenpacmona-
Tar0T MPEUMYIIECTBEHHO K HOBOOOPA30BaHUAM MO-
JIOUHOW JKE€JIEe3bl, AMYHHUKOB W Kelyaka. Myrtauuu
B reie BRCA2 xapakrepusyrorcsi 6oiee MHpOKHM
CIIEKTPOM OpPraHHBIX MOPaXEHHH — K INEepPEeUrCIICH-
HBIM BBIIIE OMYXOJISIM CIIeAyeT AOOAaBUTH PaK MOM-
KEITyJTOYHOM JKENe3bl, paK MOJIIOYHON (TPYIHOM) XxKe-
JIe3bl y MY>KYMH U pak mpoctarbl. COOTBETCTBEHHO,
MPUMEHUTENIFHO K Halleld CTpaHe, €ClId MBI pac-
CMaTpHBaeM 11eJIeCO00Pa3HOCTh TEHETHUECKOTO 00-
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clieI0BaHusl OOJIBHOTO, HAPUMEDP, PAKOM TOKEIY-
JIOYHOW KENe3bl, TO NaKe B CIydae CIABSHCKOTO
MIPOUCXOXKJICHUS TMAalMEeHTa SKCIPEeCcC-AUarHoCTUKa
TTOBTOPSIFOIIAXCS MYTAIlMA TIOYTH HaBEPHSKA OKa-
JKETCS MallOpe3yJIbTaTUBHOM — CHIEKTpP CIIaBIHCKUX
MyTanui BKJIodaeT Toiapko awienu reHa BRCAL, a
TECTUPOBAHME KIFOYEBOTO B ATOM KOHTEKCTE IreHa —
BRCA2 — tpebyer monnoro JIHK-ananusza.
B-4eTBEPTHIX, CTAaHOBHUTCS BCe Ooiee HEMpHEM-
JIEMbIM UTHOPHUPOBATH MOSBJICHUE HOBBIX T'€HOB Ha-
ciencTBeHHoro paka [61, 62]. Hampumep, myTamnuu
B rene PALB2 accouuupoBaHbl CO 3HAUUTEIbHBIM
MOBBIIICHUEM PHCKA KapPIIMHOM MOJIOYHOM U IOJIKe-
myaouHoi xenessl [11]. B Poccun 3aMeTHbI BKIaza
B 3a0oneBaeMocTh PMIK BHOCAT Tarxke MyTaluu B
rerax CHEK2, NBS1 u BLM [13, 16, 31, 59, 60].

PaHHsiA QHATHOCTHKA paKa y 310pPOBBIX
HHAUBUIYYMOB, ABJSIONIUXCS HOCHUTEJISIMH
myTanuii B renax BRCA1 u BRCA2

HawnbGomee 4€tko copMmymmpoBaHEl peKOMEHIA-
muu 1o panueid nuarnoctuke PMK. Camoo6Gcneno-
BaHHE MOJIOYHBIX JK€JIe3 HOCHUTEIHHHUIIAM MYTAIHH
PEKOMEHIOBAaHO HadWHATh C 18-1eTHero Bo3pacra,
IIPY ATOM ONTUMAaJbHBIA MHTEPBAJ ISl TAKOW MpO-
uenypel cocrapusier 6—8 mecsueB. C 25 jer [20,
25] nnu panee (pemraercsd MHAUBUAYAJIBHO B 3aBU-
CHMOCTH OT BO3pacTa caMOW MOJOAOW 3a00JeBIICH
POACTBEHHUIIBI [6]) Kaxkable 6-12 MecsIeB MpoBoO-
JIAT KIMHUYECKoe 00CeIoBaHNE MOJIOYHBIX Kejes,
€XETOlHO — MaMMOoTrpaduio MM MarHUTHO-PE30-
HaHCHYI0 ToMorpaduro (MPT) [6, 20, 49]. B cBszu
C TeM, YTO y MOJIOJBIX JKEHIIIWH MOJIOYHBIE JKEJIe3blI
XapaKTepU3YIOTCA KaK “peHTTeHONIOTMYECKH ILIOT-
Hble”, 3((EeKTUBHOCTh MaMMOrpaduu CHIDKAeTCH,
MOATOMY B Bo3pacTe OoT 25 no 29 ner mpeamourte-
Hue otmaercs exeromHoit MPT [46]; momycTumo
MPOBEACHNE YIBTpa3BykoBoro uccienaoBanus (Y3UN)
MOJIOYHBIX kene3 [65], Tabm. 2.

CxpuHUHTOBOE 00CIIe0BaHNE JJISI UCKITFOUCHHS
P pexomengoBano HauuHath ¢ 30-35-n€THEr0 BO3-
pacta wim Ha 5-10 ;eT paHblie Bo3pacta, B KOTO-
poM PS Okl amarHocTMpOBaH y camMol MOJIOHOM
poncTBeHHUIBI. [lepeueHs mporenyp BKIIOYaeT
THHEKOJIOTHYECKH  OCMOTp, TpaHCBarmHAIBLHOE
VY31 ¢ [omiepoBCKUM KapTUPOBAaHUEM, OMpese-
neHne ypoBHS oHkomapkepa CA-125 [6, 12, 46].
[IpumeyarenbHO, YTO fake MUCIHUILIMHUPOBAHHOE
BBITIOJTHEHHWE BCEX MEPEUYHUCICHHBIX MEPOTPUSTHIA
HE CONPOBOXKIAETCS OCTATOYHON BEPOSTHOCTHIO
cBoeBpeMeHHoro BbisiBiieHHs P. Iloaromy Hocu-
tenpHUIaM MyTaruii B reHax BRCA1 mw BRCA2
Mpeajgaraercs, N0 Mepe AOCTYNHOCTH, Y4YacTHE B
AKCIICPUMEHTAIBHBIX CKPUHUHTOBBIX IpOrpaMmax
[46].

MyX4uuHaMm, Yy KOTOPbIX OOHAPYKEHO HOCHUTEIb-
ctBo myrtanuu B reHax BRCA1/2, pekoMmeHmoBaHO

Ta6bnuua 2. PekoMmeHaauum no NpoBefAEeHUI0 CKPUHUHIOBOro
oGcnepoBaHus HocuTenei mytaumii BRCA1/2
[12, 20, 35, 46, 65]

Mpouenypa BospacTt
KeHWwuHbI

CamoobcnenoBaHe MOMOYHBIX

xenes c 18 net
KnuHnyeckoe obcnenosaHve

MONOYHbIX Xene3 C 25 net
ExerogoHaa MPT monouHbix xenes | 25-70 net

ExerogHas mammorpadus c 30-35 pgo 75 net

TpaHcBarnHanbHoe Y3WU nccne-

nosaHune n Ca-125 kaxaple 6-12 | c 30 net
MecsiLeB

My>XX4uHbI

CamoobcnegoBaHMe MOJTOYHbIX

Xenes c 35 net
ExerogHoe knnHu4eckoe obcne- G 35 ner

AOBaHME MOJIOYHbIX Xene3

c 40 net (pewaetcs

Mammorpadus MHOMBNAOYASIBHO)

ExerogHbIi CKPUHWHI paka npeg-

cTaTesNIbHOWN Xenesabl C 40 net

KeHWwuHbl n MY>XHUHbI

Bo3pacTt onpepensetcs
VHAVBUAOYaNbHO Ha OCHOBa-
HUWN CEMEWNHON UCTOPUKN

CKPVIHVHT paka noaxenyaoqHol
Xenesbl U MenaHoMbl

CKPUHWHI KOJIOPEKTANbHOro paka

y HocuTeneii mytaumn BRCA1 C 40 net

MIPOBE/ICHNE €XETOAHOTO KIMHUYECKOro 00cienoBa-
HUSI MOJIOYHBIX XkeJe3 ¢ 35-metHero Bospacta. O0-
Cy)Xaaercsi poib exerogHoi mammorpadpun. C 40
JIET PEKOMEHIOBAHO BBIIIOJHEHHE CKPUHHUHTOBOTO
o0cieIoBaHus TIPEICTaTeNILHON Keme3nl [46].

[TomrMO 3TOrO, HOCHUTENBHUIIAM U HOCHTEISIM
mytammu B TeHax BRCA1/2 mpennaraercst mpose-
JICHHEe JIepMaToJIOTHUECKOro M odranpMonoruyec-
KOTO OCMOTPOB C IEJbI0 HCKIIOYEHUS MEJIaHOMBI,
a TaKKe CKPUHUHT paka MOHKETyJOYHOU Kele3bl
[46].

Crnengyer mpoOKOMMEHTHUPOBATh, YTO CYIIECTBYIO-
e pekoMeHnanuu (tabn. 2) He yYWUTHIBAIOT He-
koTopyto pasHuny B cnekrpax BRCAI- u BRCA2-
aCCOLMHUPOBAaHHBIX OMyXoyie. B uyactHOCTH, B TO
BpeMs KaK MpUYacTHOCTh MyTaruii B reHe BRCA?2
K YBEIMYCHHUIO PUCKA KapLIMHOM IIPOCTATHI, MOIXKeE-
JYIIOYHOMN KeJe3bl, MOJIOYHON KeJe3bl Y MY>KIUH He
BBI3bIBAET HUKAKUX COMHEHHM, POJIb Je(EeKTOB TeHa
BRCAI1 B naroreHese 3tux 3a0oieBaHUN OCTa&Tcs
MeHee sicHoit [14, 57]. Ilomumo 3TOTO, MEPOIPH-
SITUSL TIO paHHEH AMArHOCTUKE paka y HOCUTENeH
BRCA-myTamnuii coBepmieHHO WTHOPHPYIOT MOBBI-
IICHHBIN PUCK paKa >KeNyJaKa Y MOJOOHBIX WHUBH-
nyyMoB. OTbBIT Hamie paboThl, a TakkKe HEKOTOPhIE
OITyOJIMKOBaHHBIE MICCIIEOBAHMS YKA3hIBAIOT HA He-
COMHEHHYIO IPHUHAJICKHOCTh OIYXOJIeH JKelTyaKa K
criekTpy BRCA -acconumpoBaHHBIX KapIuHOM. Tem
HE MEHee, OCTaéTcsl HE B MOJHOW Mepe MOHSTHBIM,
KaKoBa CTENEHb YBEIMYEHHS 3TOTO PHCKA U KaKOB
ONTHMAJBHBIN aNTOPUTM OOCIIENOBAHHS IKEITyIKa
st BRCA-rereposuror [42].
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XumuonpoduiaakTuka pa3sBuTus 3a001eBaHUA
Y HOcHTesdell MyTanHuu

Cuuraercs, 4To MpUMEHEHHE KOMOMHUPOBAHHBIX
MEPOPaTBHBIX KOHTPAIIETITHBOB HECKOJIBKO CHHYKAET
BEPOSATHOCTh pa3BuThA cropaaudeckoro 1 BRCA-
accoruupoBanHoro P [24, 44]. Tak, mera-aHanus
18 wWccnmenoBaHUN «CITy4all-KOHTPOJIB» W PETPO-
CIEKTUBHBIX KOTOPTHBIX HCCIICIOBAHUH, BKIIOYHB-
mmii B o0mel ciaoxHocTH 2855 cimywaes PMXK u
1503 cayuyas PS5, acconMMpOBaHHBIX C HOCHUTENb-
crBoM Mytammii BRCA1/2, BBISIBUII 3HaYHUTENHLHOE
CHIDKEHME pucka pa3Butus PS y nmanHoi kareropuu
narueHTok (otHomreHue puckos 0.50; 95% nosepwu-
tenbHBIN uHTEpBan 0.33-0.75) [29]. CoBpemeHHBIE
KOMOWHHUPOBAaHHBIE TEPOPaJIbHbIE KOHTPALECNTHUBEI,
MO-BUMMOMY, HE MOBBIIIAIOT pHUCK pa3BuTus PMIK
y JkeHIIWH ¢ MmyTtanueil B reHax BRCA1/2 [41].

Uro KacaeTcs HCHOJB30BAaHUS CEIEKTHUBHBIX
MOIYJSTOPOB  PELENTOpPOB 3CTporeHoB (selec-
tive estrogen receptor modulators, SERM) s
npodunaktukd PMX y HocurenbHUl, MyTanui
BRCA1/2, To B HacTosiliee BpeMs yOenWTEIbHBIE
JJaHHBIE TIOJTYYEHBI TOJIBKO B OTHOIIEHWH CHIMKeE-
HUSl PUCKa Pa3BUTHs KOHTPalIaTepalbHOM OITyXoin
[IpU Ha3HAYEHUHM TaMOKCH(EHa B albIOBAHTHOM pe-
xume [48]. Pesynprarel KIMHUYECKHUX HCIBITAHUI
TaMoOKcu(eHa sl IePBUYHON NMPO(UIAKTUKU Kap-
IIMHOM MOJIOYHOH >KeJe3bl IOKa elle HOCAT Mpo-
THUBOPEUYUBHIM Xxapaktep. B uccienoBanuu Breast
Cancer Prevention Trial of the National Surgical
Adjuvant Breast and Bowel Project tamoxcuden
MIPOIEMOHCTPUPOBAT 3PPEKTUBHOCTH TOIBKO Y HO-
curensuull mytanmii BRCA2, no ne BRCA1 [68].
[lo manubpIM [64], Ha3HaYeHHWE TamMOKcH(]eHa Bce-
Taky TO3BOJSET JOCTUYh YMEPEHHOTO CHHKEHUS
pucka PMX (ma 13%) y HOCcuTensHUI] AedeKTOB
BRCAIL. Dto ke uccienoBaHue MOATBEPAUIO He-
I10X0M 3¢ deKkT MpoPUIaKTUISCKOrO0 Ha3HAYCHHS
TaMoKcudeHa s HocutensbHUI MmyTaruii BRCA2
(camxenue pucka Ha 27%), 4TO B OIpEEIIEHHOM
CMbIC/IE OJIM3KO HMTOraM HemaBHeH, 00O0OIMBIIEH
COOCTBEHHBIC U MpeAblAyIIne HaOIroneHus, pado-
Te (CHIDKEHHE PUCKA Pa3BUTH KOHTPIATEPATLHOTO
PMK npu HocutenscTBe MyTanuu reHa BRCA1 Ha
53%, a mpu HOocutenscTBe MyTaruiit BRCA2 — Ha
61%) [70]. Ot pe3ynprarsl, BO-NEPBBIX, 1OCTATOY-
HO XOpOLIO COMIACYIOTCS C JaHHBIMH O OWOJIOTH-
geckux ocobeHHOCTIX BRCA2-acconmmmpoBaHHBIX
KapIMHOM, KaK MPaBWIIO, MPUHAUICKAIIUX K JIIO-
MHHAJbHOMY  (3CTPOT€HPENENTOP-II03UTHBHOMY)
TUly. BO-BTOpBIX, YTO HE MEHEe CYILIECTBEHHO,
TOJBKO YTO NpHUBeAeHHas WHpOpMalHs UMeeT He-
MTOCPEACTBEHHOE OTHOIIIEHHE K Oosee o0mel mpoo-
JeMe TOPMOHAJIBHOTO O0ecledyeHUs] FeHEeTHYeCKOn
MIPENPACTIONIOKEHHOCTH K 3JI0Ka4eCTBEHHBIM HOBO-
00pa3oBaHUsIM M Mepax MO BOCIPENATCTBOBAHUIO
eMmy. OrpaHMYMBasICh JHIIb KPAaTKOW HOTAIMEd H

MHHHEMYMOM JTepatypsl [9, 10, 27, 32, 43, 53,
69, 70], 3mech, IpexIe BCEro, CIEIyeT HAIOM-
HUTH O TOM, YTO, KaK TIOKa3aHO JOCTATOYHO JABHO,
vHopmanbHbi BRCA1 (BRCAl-wt) (B oTimume,
no OombmMHCTBY AaHHBIX, oT BRCA2) monasmus-
€T TPAHCKPHUIIIHNOHHYIO aKTHBHOCTH ICTPOTECHHBIX
penenTopoB-aibda, B TO BpeMs KaK MyTaHTHBIH
BRCA1 (BRCAIl-mut) He uMeeT mogoOHBIX (QyHK-
WA U, COOTBETCTBEHHO, HE MOXKET KOHTPOJIUPOBAThH
AKTUBAIIMIO 3HAYUTEIBHOTO YHUCJIA 3CTPOreH-3aBU-
CHMBIX TeHOB. [Ipm 3TOM BO3HHKAIOT OTpEICICH-
HbI€ TPOTHBOPEUUS MEXAY IMOJAOOHBIMU 3aKITFOUe-
HUSMHM U IPUCYLIEH 3HAYUTEIBHON YAaCTH CIy4aeB
PMX y nocutensHun, BRCAl-mut HaknoHHOCTH
K 3CTPOreHPEIENTOP-HETaTUBHOCTH, PAaBHO KakK H
K MIPUHAICKHOCTH K TPYIINE TPUKABI-HETAaTHBHBIX
HOBOOOpAa30BaHUH C SBHO BBIPAYKCHHBIM 0a3aJIbHO-
KJICTOYHBIM KOMITOHEHTOM. TeM He MeHee, HEeKo-
TOpBIE aBTOPBI, OOCYXAas MPOUCXOKIEHHUE HOBO-
o0Opa3oBaHMii MOJIOYHON JKeJie3bl Y HOCHUTEIIBHHMIL
mytanuii BRCA1, oTMedaroT poilb He 0a3albHBIX,
a JIOMUHAJIBHBIX TPEIIICCTBEHHUKOB, B TO BpEeMs
KaK JApYyTHE HCCIEAOBATENN, 3aHUMABIIHECS H3Y-
YeHHEM 3CcTporeHpenentop-no3utuBHbix BRCAI1-
aCCOLIMUPOBAHHBIX OMYXOJIEM MOJIOYHOM KEJe3bl,
YKa3bIBaIOT Ha 0oJiee MOKUIONH BO3PACT MAIIHEHTOK
U Ha crneuupuKy Moppo- U UMMyHO(EHOTHIA Ta-
KHX KapIMHOM, YHCIIO KOTOPBIX AOXOOUT A0 TPETH
OT BCEr0 MaccHuBa CIIy4acs.

Kpome TOro, y HOCHUTENbHHULI MyTalUd TeHA
BRCA1 orMeueHbl MOBBIICHHAS 3KCKpeLUs psiaa
ACTPOTCHHBIX (Ppakiuii ¢ MOYOH (OTYACTH CBA3aH-
Has ¢ OoJiee MOJIOABIM BO3PAacTOM OOJBHBIX), 00-
Jiee BBICOKUH YPOBEHb SCTPAaMONia M IMPOTECTEPO-
Ha B KpoBH, OOBINasl TUIOTHOCTh KOCTHOW TKaHH,
BBICOKAasi DKCIIPECCHS apoMmarasbl M 3CTpOreH-4-
THAPOKCHIA3El  (Karaau3aTopa oO0pa3oBaHUS Me-
TaDOJIMTOB A3CTPOTEHOB C TEHOTOKCHYECKHM Jeii-
ctBueM) B Tkanu PMIK, a taxke Koppemsus
mexnay comepkanmeM MPHK BRCA1 B omyxome-
BOM TKaHW M YYBCTBUTEIBHOCTHIO K WHTHOMTOpaM
apomara3pl. Hapsmy ¢ ycHICHHBIM BBEIBEICHHUEM
ACTpOHA HW 3cTpamuona, y OombHBIX PMXK — HO-
curenpaull BRCA1-mut BbIfBiIeHAa TEHIECHIUA K

MOBBIIIEHHOW  3KCKpeuuud  16a-TUuJIpOKCUICTPOHA
U 2-TUIpPOKCHUACTpoHa, a mnoBpexnaenue JHK,
OTIOCPEOBAaHHOE JICTPOTEHHBIMH METa0OIUTaMH,

ycunuBaercad npu uHaktuBanuu BRCA1-wt. Xors
HocutenbHuIaM BRCA1/2-mut, kak mnpaBwio, He
CBOMCTBEHHbI M30BITOYHAsI Macca Tea, WHCYIH-
HOPE3UCTEHTHOCTh U THUIEPIIMKEMHUS, B OIMYXOJISX
MOJIOYHOHM JKeJe3bl Y 3THUX JKCHIIMH HMEETCs W3-
obrrounas skcnpeccusi MPHK nHCcynuHOMmogo6HOTO
takropa pocta-1. C apyroii cTOpOHBI, aKTUBHO 00-
CY)KIAIOTCsl 0COOCHHOCTH COCTOSIHHSL OBApPHaIbHOTO
pesepBa y TakuX OONBHBIX (YTO OIICHUBACTCA, B
YaCTHOCTH, IO YPOBHIO B KPOBM IENTHUIOB — aHTH-
MIOJUIEpOBa TOpMOHa 1 HHruOuHa B), a oTMeuaeMsIit
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MPOTEKTHBHBIA 3(P(EKT AIUTENHHOTO BCKapMIIMBa-
HUS TIOTOMCTBAa TIPU HOCHTENBCTBE KaK MYTaIlHid
BRCAL1, tak 1 BRCA2 (tabn. 3), craBuT BOmpoc
0 BO3MOXKHOW «HEOPJMHAPHOW» POJU MPOJIaKTHHA B
BRCA-acconnnpoBaHHOM KaHIIEpOTEHE3E.

IMomumo ocobeHHOCTell TeHeTndeckoro Qona,
PUCK pa3BUTHS 3JI0KaY€CTBEHHOTO HOBOOOpa3oBa-
HUSl MOTYT MOJIU(DUIIUPOBATh U HEKOTOPBIC JPYTHE
XapaKTepUCTUKHU, CONPSDKEHHBIE C METUIIMHCKIM
aHAMHE30M M PEMPOAYKTUBHBIM CTaTycoM. B Taoi.
3 mpencraBiieHbl OCHOBHBIE (DaKTOPHI TAKOTO oA,
OKa3bIBAMOIIUE BIHUSHUAE HA BEPOSTHOCTh PA3BUTHS
KapIIMHOM MOJIOYHOW >KeNie3bl U SIMYHUKOB y HO-
cutensHul MyTauuid B reHax BRCA1 u BRCA2.

Takum o0Opa3oM, podIeMy XUMUONPO(DUIAKTH-
ku BRCA1/2-acconmmupoBaHHBIX KapIHOM (Iaxe
MpU HAJIWYUU CBEACHUW, NPUBOAUMBIX B CIEOYIO-
1IeM pasziesie, TMOCBSIIEHHOM, B YaCTHOCTH, MPOQH-
JIAKTUYECKOW CaNBIIMHTOOBAPHMOIKTOMUM) HET OCHO-
BaHUN — OpHU BCEW 3HAUMMOCTH 3TOTO — CBOJUTH
JUIIb K OTPaHUYEHHIO ICTPOTEHHOTO CHUTHAJA, YTO
SIBISIETCSI CTUMYJIOM K PACIIMPEHHUIO CIHCKa WC-
MOJIB3YEMBIX B JJAHHOM OTHOIIICHWUW TOIXOJOB.

IIpopuaakTuyeckue onepannu

HawnbGomee ocTpeIM acrieKTOM IpoOJIeMbI HACIe -
CTBEHHOTO paka MOJIOYHOM KeJlle3bl U SUYHHUKA SIBIIS-
€TCsl BOIPOC O JOMMYCTHUMOCTH U IIETIECO00Pa3ZHOCTH
npodunakTudeckux onepauui. Crnemyer momuep-
KHYTb, 4TO Ja)K€ caMble CKpPYIyJIE3HbIE MepOINpHs-
T 1o panHeil nuarHoctuke PMOK u PS He marot
HU TapaHTUU BBISBJICHHS OIyXONW HAa paHHEH cTa-
IIUU, HU, TeM Oojee, TapaHTHUH MPEIOTBPAIIECHUS]
JISTAILHOTO HMCXOJia OT ATHX 3a0oneBaHuil. IMeHHO
MO3TOMY TPO(UITAKTUYECKUE OTepalii Ha MOJIOY-
HOW JKene3e M SUYHUKAX BXOIAIT B PEKOMEHIAIUH
BEIYIIUX OHKOJOTMYECKHX MPO(ecCHOHANBHBIX CO-
oomects (ESMO, ASCO, NCCN) 1 muipoko mpak-
THUKYIOTCS B Pa3BUTHIX CTpPaHax Mupa. BeimonHeHue
PO IITAKTHIESCKUX OTepaliil TeHCTBUTEIHHO TPH-
BOIIUT K 3HAYUTEIHHOMY CHMKCHHUIO PUCKA Pa3BU-
THS 3JI0KaY€CTBCHHBIX HOBOOOpazoBanuit [20].

3MOpOBBIM HOCHTENFHUIIAM MYTAIlMii B TEHaxX
BRCA1/2 pexomenmyercst npouiakTaueckas Ou-
JarepaibHasi MAacTIKTOMHS, TIIpelyCMaTPHUBAIOIIAs
MaKCUMAIIbHO TIOJIHOE YNAJCHHE TKaHU-MHIICHH
M yCTaHOBKY MOAKoXkHOro mmrutanta [20, 35, 49].
OnTUMaNbHBIM TIEPUOIOM Ul TIPOBEICHUS JIaH-
HOTO XHPYPTHYECKOTO BMEIIATEIbCTBA CUUTACTCS
Bo3pacT 35-40 yieT; olHaKO, CPOK OIepalud MOXKET
OBITb CKOPPEKTHPOBaH C y4YeTOM BO3pacTa caMoi
MoJiooi 3aboryeBmiedt poacTBeHHHUIBI [17-19, 39].
PyTrHHAss OuWOICHS CUTHAJBHBIX JTUMQPATHYECKUX
Y3JI0B B XOJI¢ YIOMSHYTBIX XHPYPTHUYECKHX BMeE-
LIaTeNbCTB He pekoMmeHnayercs [20].

Tem >xeHIMHAM, KOTOpbIe yxke 3abonenu PMXK,
PEKOMEHIOBAHO BBITIOJHEHHE KOHTpaaTepaTbHON

Ta6nuua 3. PakTopbl — MOAUGUKATOPbI PUCKa PAa3BUTUS
3aboneBaHus y Hocuteneii mytaumii BRCA1/2 [20, 49]

dakTop pucka

HocutenbHuubl
MyTaLuMn B reHe
BRCA1

HocuTtenbHuupbl
MyTauuu B reHe
BRCA2

MeHapxe B Bo3pacte <
11 net

MoBbIwaeT puck
PMX, He BnusieT
Ha puck PHA

MoBbIwaeT puck
PMX, He BnuseT
Ha puck PHA

lMepBble poabl B BO3-
pacte < 30 net

CHuxaeT puck
PMX, He BnusieT
Ha puck PHA

MoBblwaeT puck
PMX, He BnuseTt
Ha puck PH

Hannune popos B

aHamHese (ona PMX) CHinxaet puck

CHuxaeT puck

Hanwnune ponos B
aHamHese (onsa PA)

BeposiTHO, noBbI-

CHuxaeT puck waeT puck

Mcnonb3oBaHre KomM6u-
HMPOBaHHbLIX Nepopasib-
HbIX KOHTPaLENTMBOB

CHuxaeT puck CHuxaeT puck

Kopmnenue rpyabto >
12 mecsaueB n PMX

MpOTEKTUBHBIN

addekT

He o6napaet
NPOTEKTUBHLIM
addekTom

MpOTEKTUBHBIN

addekT

He o6napaet
NPOTEKTUBHLIM
addekTom

Kopmnenue rpyaobio >
12 mecsues n P4

JNlyyeBas Harpyska npu
npoBeAeHNn MaMMO-
rpadum n pmck PMX

He noBbiwaeTt
pucK

He nosbiwaeTt
puck

npodmIakTHIeckoit MactakTomun [20, 26, 35, 37].
B cpenneMm, BpeMeHHONH WMHTEpBal MEXAY IEPBBIM
u BropbiM PMIK cocraBiser okoso 5 JIET, a CTENeHb
pucka pa3BuTHs KoHTpaiarepanbHoro PMIK ompe-
nensiercs kak npumepHo 30% B Teuenue 10 er,
i oxono 3% B rox [38—40]. KontpanarepamsHas
MAacCTIKTOMHSI CHMKAET PUCK CMEPTH OT KapIMTHOM
MOJIOYHOM >KeJe3bl MouTH B JBa pasa [39].

[Ipn BeIMOTHEHHHM TPOPUIAKTHIECKON Callb-
MTUHTOOBAaPHOAKTOMHUH MOTEHIIHAIBHO IMPECIeayIOT-
csi nBe 1end. Bo-mepBhIX, M3 OpraHu3Ma >KeHIIH-
HBl yJanseTcsd OopraH, B KOTOpOM KpaiiHE BelHKa
BEpOSTHOCTh BO3HHMKHOBEHHSA paka — UMEHHO 3TO
SIBIISIETCS. OCHOBHOM 1I€TIbI0 MONOOHBIX ONepaunui.
Bo-BTOpHIX, yaaleHue SUYHUKOB, OCOOCHHO /0 Ha-
CTYIUICHHST MEHOTAy3bl, MPHUBOAUT K CHIDKCHHIO
KOHLIEHTPALMU TOJOBBIX TOPMOHOB — HMEHHO 3THM
3 pexToM MPUHATO OOBICHATH YMCHBIICHHE PHCKA
He tonbko PS, o m PMX mocne momoOHONM Ma-
HUMYJSIIAWA. B X0€ MPOCTIEeKTHBHBIX HAOMIONEHU
YCTaHOBJICHO, YTO €CJIH CaLITMHTOOBAPHOIKTOMHUS
BbIMOJIHEHA B Bo3pacte a0 40 netr, To puck PMXK
y HocurenabHul MyTauun BRCAI1 cHuxaercs Ha
56%, a y nocurensHul mytanuu BRCA2 — Ha
46%, mpmuéM TpOTEeKTUBHBIN 3(dexr coxpanser-
Cs Ha MpOTsDKEHUM 15 ner mocie 3Toil mpornexypsl
[19].

Paszymeercs, onTUMalbHBIA BO3PaCTHOW HH-
TepBaJl I BBIIOJIHEHHS XUPYPrHYECKHUX BMellla-
TENBCTB OOCYXTaeTcss WHIWBUAYATbHO C KaxIoi
HOCHUTEIBHUIIEH. YCTaHOBJIEHO, YTO PUCK Pa3BUTHL
PS nmpu manmunm mytanmu BRCA1 3Haummo Bo3-
pacTaer B KOHIIE 3-TO WM Hadane 4-To JecsTH-
JIeTUS JKU3HH, a CPeau HOCHUTENbHUI[ MyTalluH B
reie BRCA2 — npubnm3utensHo Ha 10 JreT mosxe.
Hocurensnunam mytamuiit BRCA1 pexomenmyer-
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¢l MPOQUIAKTHYECKAs] CATBIIMHTOOBAPHOIKTOMUS
IOCJie OCYLIECTBICHUS! PENPOAYKTHBHOTO IUIAHA,
ontuMaibHO B 35 zet [20, 25, 66]. Ilpu Hammuun
myTarud B TeHe BRCA2 BreImonmHeHHe MpoQuTak-
TUYECKOH CaJIbIIMHIOOBAapPHUOSKTOMHH BO3MOXHO Ha
5-10 ner mo3xe [66]. Bo Bpems npodumakTiHaeckoi
OunarepanbHONW CaJbIIMHIOOBAPUOIKTOMHUH  PEKO-
MEHJIOBaHO MPOBOJHUTH CMBIBBI C OPIOIIUHEI B CBS3U
C PHCKOM IEPCUCTEHIMH OKKYJIBTHOrO paxa. Kpar-
KOCpPOYHAsi 3aMECTHUTeNIbHasi MEHoIlay3anbHas Top-
MOHOTEpAIHS MMOCIIe XUPYPIrHUECKUX BMEIIATEIbCTB
HE IMPUBOJUT K MOBBIIICHUIO pUucKa pa3Butus PMXK
y HOCUTENbHMII MyTanuid [51, 66]. B memom, Ouna-
TepanbHas MPOQHUIAKTHYECKAs CaJbIIMHIOOBapUIK-
TOMHUSI TPUBOIUT K cHkeHuto Ha 70-90% pucka
cmepta ot PA m Ha 37-56% — OT KapmuHOM MO-
nmouHou xenesbl [11, 18, 19, 33, 50, 66].

IlpoBoamIIOCH HECKOJIBKO HUCCJIEAOBaHUM 11O
oueHke pucka passutusi PA mocne nurupoBanun
MaTo4HbIX TpyO. IIpoTeKTHBHOE BO3ACHCTBHE 3TOU
MaHUIMYJISAIUN TIPOAEMOHCTPHUPOBAHO IOCTATOYHO
JOCTOBEPHO, XOTSI MPUYMHBI TOXOOHOTO 3(derra
ocTaroTcst HeBbIICHEHHBIMH [9, 45]. Ilo maHHBIM
psiia UCCIIEAOBaHUH, JIMTUPOBAHUE MATOYHBIX TPYO
10 CBOEMY 3alUTHOMY d((GEKTy B OTHOIICHUH PH-
cka Pi comoctaBuMo ¢ mpuMeHEHHEM KOMOWHHPO-
BaHHBIX MEPOPATBHBIX KOHTPALENTUBOB [8, 36, 45,
56].

VY HocutensHun MyTanuiit BRCA1/2 noctoBepHO
BBIIIIE PUCK PAa3BUTHUSL CEPO3HBIX KapIMHOM 3HIOME-
TpHsA, B TO BpeMsl KaK 4acTOTa APYTUX T'MCTOJIOTH-
YECKHUX Pa3sHOBHUIHOCTEH 3TOrO paka HaXOJUTCS Ha
MOTYJSIIIHOHHOM YPOBHE. DTO 00CTOATEIHCTBO MO-
KET OKa3aTh BIMSHHE Ha JajJbHEHIIYI0 pa3paldoTKy
UICONOTUN TPOUIAKTHISCKUX oreparuit [55].

Crnenyer ynmoMmsiHyTb, YTO B MEOULMHCKOM JIH-
Teparype ONHCaHbl CAMHUYHBIC CIy4adh Pa3BUTHUS
PMIK, P{ um nepBHUYHOro NEPUTOHEATBHOTO paka
nocse Npo(UITaKTHIECKUX ONEepaiii — 3TO CBSI3aHO
C TEXHHYECKOIl HEBO3MOXHOCTBIO IIOJIHOTO yAaje-
HUS TKaHeW-muineHei [49, 66].

B nameli crpane npoOGiieMa npodUITakTHIECKUX
ornepauuii 00CykIaeTcs 3HaYUTENbHO MEHbIIE, YeM
3a pybexom. [lo kpaiiHeli Mepe, OT4acTH, 3TO CBS-
3aHO C HEJOCTaTKOM JOKYMEHTOB, PEIIaMEHTUPY-
IOIMX TMOAOOHBIE BMemarenbcTBa. CrienyeT mpo-
KOMMEHTHPOBaTh, YTO OTECUYECTBCHHAs MEIHIUHA,
B LEJIOM, JAOIYCKAaeT BBINOJHEHUE NPO(UIAKTH-
YECKMX OIEpPaTUBHBIX BMEIIATEILCTB: HaIpUMeED,
CilydyailHO OOHapy>KeHHbIE KaMHHU B JKEIYHOM IIy-
3bIpe, Oyay4yd BBISIBICHHBIMA B XOA€ HpoQHiIak-
TUYECKOTO YJIBTPa3BYKOBOIO HCCIEIOBAaHUS, MO-
TYT MOCIYXHTh OCHOBAaHHMEM JUIs OMNEpPalH Jaxe
IpU OTCYTCTBHM B aHAMHE3€ 3MH30I0B OOTyparuu
KETUeBBIBOMAIINX IyTed. OmnepaTuBHBIE BMeIla-
TEJILCTBA 10 U3MEHEHHIO (POPMBI MOJIOYHBIX JKele3
HIMPOKO MPAKTUKYIOTCS] KIMHUKAMH KOCMETHYECKON
XUPYPTUH — pa3yMeeTcsi, NOA0OHbBIE MEPONIPHUITHS

HEJNlb3s TPUPABHUBATH K NMPOMUIAKTUIECKAM Mac-
TOKTOMHSAM, HO, B IIE€JIOM, OHH JEMOHCTPHUPYIOT
OIPEIENEHHYI0 TOJIEPAHTHOCTh MEJULIUMHCKOIO CO-
o0ImecTBa W IMMPOKOH OOIIECTBEHHOCTH K OIllepa-
UM Ha YCJIOBHO 3J0POBBIX OpraHax. TOHalIbHOCTb
00CYXJIeHHUs TPOOIEMbI IPOPHUIAKTHIECKHX OTepa-
WP 3HAYUTENBHO W3MEHHWIIACH TOCIIE W3BECTHOTO
MOCTYIKa AMEPUKAHCKOW KWHOAKTPHUCHI AHYKEITHHBI
Jkonu, kotopas HE TONBKO IyONMHYHO OOBSIBHIIA
O TPUCYTCTBUH B CBOEM TEHOTUIIE MYTHUPOBAHHO-
ro rera BRCA1, HO W mpuaana mUpOKOW OTJacke
CBOE peIleHHe IOJBEPTHYTHCS W MAaCTIKTOMUU, U
OBAapUOKTOMUHU.

3akjaoueHue

OcHOBHas TeNb BBISIBICHUS HACIEICTBEHHBIX
OITyXOJIEBBIX CHHJPOMOB — WJICHTHU(UKAIUSI MY-
TaluMi y 3[0pOBBIX POJCTBEHHHKOB TMAIEeHTa, a
TaK)Ke OpTraHW3allvsl KOMIUIEKCa MEPONpPHUATHH, Ha-
MIpaBJIEHHBIX HA TNPEeNyNpexXJIeHNe Pa3BUTHS OHKO-
Jorudeckoro 3aboneBaHus. BaxkHOW KIMHUYECKO#H
MPOOJIEMON  SIBIIICTCS  pacueT WHAMBHIYaTbHBIX
PHUCKOB pa3BHUTHS 3a00JI€BaHUS B 3aBHCUMOCTH OT
Bo3pacTta. [lo-BuIuMOMy, peIIarIlyi poilbh B MO-
TUKaUY TEHETPAaHTHOCTH MYTAlid WIPAIOT HE
TONBKO (DaKTOPHI BHEIIHEH Cpeibl, HO TaKkKe 0CO-
OCHHOCTH T€HETHYECKOTO M, BO3MOXXHO, TOPMOHAIb-
Horo (hoHA MHAMBHUAYyMa. HocuTenn MyTtanwii B re-
Hax BRCA1/2 TpeOyroT MHHAMBHIYAIBHOTO MOAX0AA
K CKPHHUHTY H BBIOOpY MeToJa NpOQHUIAKTHKH,
KOTOpBIE 3aBHUCIT OT YPOBHSA pHCKa 3a0oieBaHUs,
MIPOrHO3HPYEMOI0 0 pe3yabTaTaM MeIUKO-TeHETH-
YeCKOTO KOHCYJIBTHPOBAHMUSL.

Paboma noodeporcana epanmom PHD 14-25-00111
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Presence of BRCA1 and BRCA2 in healthy
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BRCA1 and BRCA2 germ-line mutations are associated in
increased cancer risk both in women and in men. This article
summarizes clinical recommendation of European Society for
Medical Oncology (ESMO), National Comprehensive Cancer
Network (NCCN) and other professional societies regarding
inclusion criteria for BRCA-testing, diagnostic activities aimed
to detect early cancers in BRCA1/2 mutation carriers as well
as approaches to prevention of BRCA-driven cancers. The
adjustment of existing clinical recommendations to health care
realities in Russian Federation is discussed
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