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BBenenne. Pak Mmomounoii xene3sl (PMIK) — 3110-
KaueCTBEHHAs OITyXO0J]b, KOTOPas BO3HUKAET MPH PaKo-
BOM TIEPEPOKACHUH HOPMAIIBHBIX KJIETOK MOJIOYHOM
sxkenessl (MXK). B cTpykType oHKOOrn4eckoit 3aboe-
BAaEMOCTH HaOMIOAAETCS TEHACHIHMS K 3HAYUTCIEHOMY
yBennueHuto ciaydaes PMOK u cocrasiser 32 % Bcex
MEPBUYHO BBISBICHHBIX CIIy4yacB paka y >KCHIIWH.
B crpykType oHKOIOTMUYECKOH 3a00jeBacMOCTH Ha-
cenenus Keiprerzcrana PMOK 3aHMMaeT TpeTbe MecTo
(8,5 %) mocme paxa xemynka (13,6 %) u paka Jerko-
ro (12,1 %). Ilo pernonam Keiprezcrana 3aboneBae-
MoOCTh BapuadeibHa B npenenax ot 14,2 wa 100 000
HaceneHus B Uyiickoit obmactu 1o 1,8 — B baTkeHCKOi.
ITpumedarensHO, 4TO B I. buiikeke 3Ta mudpa cocras-
aseT 22,0. B cTpykType cMEpTHOCTH OT 3110Ka4eCTBEH-
HBIX HOBOOOpa3oBaHuii PMIK Taroke 3aHUMaeT TpeThe
Mecto (4,1 %) mociie paka jkenylka M paka JIETKUX
(11 m 7,7 % coorBercrBeHHo). B Poccun u crpanax
3amaga PMOK 3aHmMaeT mepBoe MecTo Mo 3aboneBae-
MOCTH 3JI0Ka4eCTBEHHBIMH HOBOOOPA30BaHUSIMHU Cpe-
1 sxeHIuH (19,8 % ot o0mie cTpyKTyphl 3a0o0eBae-
MOCTH Y POCCHHCKHX >KCHIIWH) U SBIISETCS OCHOBHOM
MPUYHHOI CMEPTHOCTH OT 37I0KAYECTBEHHBIX HOBOOO-
pasoBanuii. [lo HEKOTOPBIM JTaHHBIM, OH Pa3BHUBACTCS
B TeueHHe XM3HA Y 12,6 % (T. €. OHOI U3 BOCHMH) )KEH-
uwH [1]. Kymynsatusssiii puck passutus PMXK y sxen-
uwH K 80-u rogam npudmmkaeres k 10 %. B 5-10 %
ciayyaeB PMOK HOocuT ceMelHbIH Xapakrep, a cpeau
MOJIOABIX KEHIIMH (10 35 JeT) HacIeACTBEHHBIN pak
MmostouHoit kene3sl (HPMIK) BcTpeuaercst eme ware
[2]. 3a mepuox ¢ 1983 mo 2003 1. B Poccuu mpupoct
mokasarens cmepTHocTH oT PMIK cocraBun 51 %.
Cawmble BBICOKHE IMOKa3zaTenu 3aboieBaemoctn PMIK
ormeueHs! B CankT-IleTepOypre m Mockse. 3a mepuon
¢ 1980 mo 2000 r. 3aboneBaemocts PMJK B Poccun
noBeicunack noutu Ha 70 % [3]. B aTuX ycnoBusx
CTaHOBUTCSI Bce Oojee OIpaBlaHHBIM HOHUCK (hakTo-
POB, OKa3BIBAIOIIMX BIIMSHHE Ha POCT 3a00ieBaecMoc-

. Cpenn Takux (hakTOpoB BCe OObIIece BHUMAHUE
MIPUBJICKAIOT TEHETUYECKUE, CPEeld KOTOPBIX 0coboe
Mecto 3aHuMaroT rensl PMOK. HenaBHue uccnenoBa-
HuUsl nokaszaiu, 4to B Poccun Ha 1000 yenoBek npu-
XOJATCS KaK MHHMMYM 6 YeJIOBEK — HOCHUTEJEH My-
taruii. Cpeau OonmpHBIX PMOK Gosee 30 uenoBek Ha
1000 — HOcuTENEH TaKUX MyTaLUM.

Takum 00pa3om, OCHOBHBIE YCHIIUSI YICHBIX BCe-
TO MHpa HalpaBJICHBI CETOMHS Ha CO3JMaHue dPQek-
TUBHBIX HEWHBA3WBHBIX METOAOB PaHHEH NHarHOCTHU-
ku PMJK, 4T0 Mo3BONIMT B AasbHEHIIIEM BBIOpATh OI-
TUMAJIbHYIO CTPATECTHIO JICUCHHS TAIIMCHTA.

Ienpro HACTOAIIETO HWCCIEAOBAHUS SBUIOCH H3-
YYEHHE COBPEMEHHOTO COCTOSTHUS TIPOOIeMbl HACIE/-
CTBCHHOCTH W Pa3IMYHBIX TCHCTHYCCKUX AHOMAIHIA
TIPH paKe MOJOYHOM JKeJIe3bl TI0 TaHHBIM JIUTePaTyPHI.

PesyabTarhl ucciaenoBanms. [Ipu nzydyenun co-
BPEMEHHBIX JIUTCPATyPHBIX HUCTOYHUKOB (caiThl WH-
TepHeTa, 0a3bl UCTOYHHUKOB Mo Men-JlaiiH, 6ubmmo-
Tekn KoxpeliHa, MEIMIIMHCKHUX >KypHAJOB, HAyYHBIX
U TIOMYJISPHBIX CTaTeil) OBUIM MOTYYCHBI CIICTYIOIIHEC
PE3yIbTaTHL.

Cemetinoe Hakorienne PMIK, oTHocsmerocs
K HanboJee pacrpoCTpaHCHHBIM OHKOJIOTHYCCKUM 3a-
OoneBanusiM, Obl1O 3ameuyeHno Oosee 100 ymer Haszan.
OHna peanusyercs uyepe3 ayTOCOMHO-JIOMHHAHTHBIN
tun Haciegosanus [4]. C 1980 r. uzyueHue reHeTu-
4ecKoil mpenpacnonokeHHOocTH K PMOK OpuTO Orpa-
HUYEHO OMUCAaHUEM OOJBIIMX CeMel, B KOTOPHIX, MO
MEHbIEH Mepe, 0JJHa KEHIIHA B KaXKIOM MOKOJIECHUI
crpagana PMXX. B 1982 . B. Anpbano u coaBTo-
PBI BBIACIUIN OCOOYIO HO30JOTHYECKYIO STUHUILY —
HPMX, B pamkax KOTOPOro BO3MOYKHO CYIII€CTBOBa-
HUE pa3IHYHBIX TEHETHYECKU AEeTePMEHHPOBAHHBIX
dbopM U cuHIPOMOB. ['eH OMyXOJCBOU CympeccHu
BRCAI 6pu1 obnapyxeH B 1994 1. B 17-if xpomo-
come (17g21), a BRC2 — B TOM ke TOAY B JJIUHHOM
miede 13-t xpomocombr (13q12) [5-8]. OcHoBHOI
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MIPUYHNHOMN 3TOro (PeHOMEHa, KakK I0JIararoT, sIBISIETCS

Hapyuenue mnpouecca penapauuu JIHK, Bo3HuMKaro-

niee Mpu 3aMeHe TeHa CyNnpeccopa, T.€. JUKOTo IreHa

BRCA1, na ero mytanTHble Bapuantsl [9, 10]. Ucxons

n3 MexayHaponHou 6a3pl maHHBIX o PMOK (Breast

Cancer Information Core — BIC) Ha naHHBI MOMEHT

HaiineHo cBbime 1200 pa3snUYHBIX TE€PMUHAIIBHBIX

myTtanuii reHa BRCAI n oxono 1400 mytanuii B reHe

BRCA2. N3 vux, 57 % mytanuii B rene BRCAI n 63 %

MmyTaiuii B rene BRCA2 Obuin 3a)MKCUPOBAHBI B €11~

HUYHBIX CIy4YasX B OTAENBHBIX Momyssinusx. Camble

pacnpocTpaHeHHbIE THUIBI MyTallUid — 3TO JAeJIeLUU

WM UHCEPIHUH OAHOTO WM HECKOIBKUX OCHOBAHUM,

HOHCEHC-MYTAallMd WIA MYTAallud B KOAWpYOLeH 00-

JIaCTU I'eHa, a TAaK)Ke€ MyTallUM B calTax CIUlaiicuHra,

B pe3y/nbTaTe KOTOPBIX MOJHOCTBIO MM YaCTHYHO BbI-

1a/1a10T SK30HBI WIN MPOUCXOIUT BCTaBKA HHTPOHHOM

MOCJIeI0BATeIbHOCTH. JlaHHBIE MyTallMd TPUBOAST

K TPEKACBPEMEHHOMY 3aBEPIICHUIO TPAHCISIINHU U,

KakK CJIEACTBHE, K YKOPaYMBAaHMIO UTMHBI OEIKOBOTO

IPOAYKTa IreHa. JIaHHBIM MIPOAYKT MOXKET COXPAHATH

CBOIO AKTMBHOCTb YaCTHYHO, JTHOO OBITH IOJHOCTBHIO

HeakTuBHBIM. HO naske gacTH4Has MOTeps aKTUBHOC-

TH OeJIKa MOXKET HPUBOIUTH K TOTEPE ero criocoOHO-

CTH BBINIOJNHATH Ba)XKHBbIC (YHKIWUHU B KieTke. [Ipuo-

msurensHo 70 % myrtammit B reHe BRCAI u 90 %

myTauuii B reHe BRCA2, oOHapyXEHHBIX B CEMBSIX
¢ PMX w/mmn pakom simunukoB (PS), umeroT Bblme-

OITMCAHHYIO TIPUPOLY.

B pannux paborax B. Bunbsmc u [l. Angepcon
(1984) na wmarepmane 200 nmarckux poOIOCIOBHBIX
C TIOMOIIBIO CETPEralliOHHOT0, KOPPEISIHOHHOTO
U KOMIIOHEHTHOTO aHAJIN30B YCTAHOBWJIH, YTO Hau-
Ooiee mpueMIIeMOW Moenblo HacienoBaHus PMIK
B CEMbAX SIBISIETCS] MOJEIb ayTOCOMHO-JOMHHAHTHO-
ro reHa ¢ BO3pacT3aBUCUMOM NIEHETPAHTHOCThIO. [Ipu
stom HPMXX umeer crenyromiye xapakTepHbIE KIU-
HUYECKHE OCOOCHHOCTH:

»  HaJM4Me B CEMbE OJIHOW MM OoJiee POJCTBEHHUI]
I-II crenenu poactsa, crpagatroumx PMXK;

» panHuii Bo3pacT MaHu(pecTanuu 3aboNeBaHUS
(mo 4045 ner);

»  JIByXCTOPOHHEE MOPaKCHHE MOJIOYHBIX KeJie3;

»  NEepBUYHYIO MHOKECTBEHHOCTH HOBOOOPa30BaHHUH

y npobaHa W/MiM ero poACTBEHHHUKOB (IOpake-

HHE JIPyTHX OPraHoB, TOMUMO MOJIOUHBIX XKeJe3);

ciayyau BO3HMKHOBeHH PMOK mo my»kckoi nu-

HUH;

»  cungpombel HPMXK u HPMXK/PS, 80 % wu3 xo-
TOPBIX ACCOLMHPOBAHbI C MyTalUsIMH B T€HAX
BRCAI1/BRCA2.

Cemeninoiii PMJK. B cembsix Onmxaiimme pof-
CTBeHHHUITH 3abomeBaioT PMJK B momomom Bo3pacte
(mo 50 net). CteneHs pucka 3a00JeTh PAKOM ITHX JIO-

Y

KaJIM3aIiid TaKKe OMPEJeIsieTCs] YUCIIOM 3a00IIeBIITNX
POZACTBEHHHUI] PA3INIHON CTETIEHH POJICTBA;

Jlo 90-95 % Bcex ciyuaeB PMIK siBrsitores cro-
panuueckumu, ot 5 1o 10 % — 3TO HacieaCTBEHHBIN
paK, BBI3BAaHHBIM HACIEAyEeMBIMH MYTAIMsIMH B IIe-
HEHTpaHTHBIX reHax. [Ipeanonaratot, uto okono 54 %
cemeiHbIX ciaydaeB PMOK o0yciioBineHbl MyTanusiMu
eIle He N3yYeHHBIX TeHOB [2, 8].

CymiecTByeT 3HAYUTENBHOE YHCIO OHKOT€HOB
U TEHOB-CYNPECCOPOB, KOTOPHIE BOBIEUYEHBI B IATO-
TeHE3 U IPOrPECCUI0 OIyXOJEH MOJIOUHOM IKeJle3bl.
OTH reHbl MOTYT OBITh Pa3zieiieHbl Ha HECKOJIbKO Ka-
TEropuil B 3aBUCUMOCTH OT TOT0, y4acTBYIOT JIU OHU
B 00pa30BaHMM CIIOHTaHHBIX JINOO K€ T'€HETHUECKH
OOYCIIOBJIEHHBIX OIYXOJICH, a Tak)Ke B 3aBHCUMOCTH
OT BBINOJTHSIEMBIX B KJICTKE (DYHKIHUH.

B mepByto ouepenb 3TO BBICOKONIEHETPAHTHBIC
re"bl-cynipeccopl — BRCAI w BRCA2, wmytanuu
B KOTOPBIX BCTPEYAIOTCS MPUOIM3UTEIBHO B 5 % Bcex
cirygyaeB PMX u B 80 % cemeifnpix ciyuasx PMOK
(50 % ceMelHBIX CllydaeB CBSI3aHBI C MYTAlUSIMH
BreHe BRCAI n 30 % — ¢ myrauusimu B rene BRCA2).
3a 80-90 % cmyuaes [IM3H (couetanne PMX u PA)
oTBeuaroT MyTanuu B rene BRCAI u 3a 14 % — B rene
BRCA2.

HuskoneHeHTpanTHbIe TeHBI, Takue kKak CHEK?,
PTEN, P53, ATM, FANC, NBSI u np., OTBeualoT 3a
1-5 % cny4aeB pa3BUTUSI HHAMBHUIYAIbHON U ceMeil-
HOM CUHIPOMaJIbHON NaTOJIOTHH.

IIpenmnonaraercs cymecTBOBaHHUE €lle, MO Kpai-
Hell Mepe, 0JHOr0 Ma)KOPHOIO T'eHa MPeIpacnoa0KeH-
"HocT K PMJK. OmHAKO ITONBITKY BEIAEIUTE THIIOTETH-
yeckuilt reH “BRCA3”, 00ycOBIMBAIOMINI BBICOKHIA
puck passutus PMIK, moka ocrarorcsi Oe3yCHeIrHbI-
mu. Kpome 3T10rO0, mMOMMMOp(HBIE BapHAHTHI T'EHOB
OTIPENIeNIAIOT TMPENPACIONOKEHHOCTh K Pa3IUYHBIM
MyJIBTH(AKTOPHAIBHEIM  3a00JI€BaHMSAM, HArpuMmep,
OHKOJIOTHYECKUM. B 3TOM CMBICIIE OIHOW M3 XOPOIIO
HU3Y4YECHHBIX MOJECJIEH TaKUMX AaccoLUaluil SBISETCS
CBSI3b MyTallMii B BHICOKONICHEHTPAHTHBIX T€HAX-CYII-
peccopax BRCAI u BRCA2 c passutmem HPMXK
u paxa suuaukoB (PS). Panee nposenenHsle uccieno-
BaHMS TTOKa3aJIH, YTO U3 BCEX CIyYaeB BOZHUKHOBEHUS
PMIK u PA ot 5 10 10 % sBIsITOTCST HACJIEACTBEHHBI-
MU, 85 % 13 KOTOPBIX 00YCIIOBJIEHBI MyTaLlUsIMU B Te-
Hax BRCAI n BRCA2. HU3KONEHEHTPAHTHBIE T'E€HBI,
takue kak PTEN, P53, ATM, CHEK?2, FANC, NBSI,
OTBEYAIOT 3a PA3BUTUE UHIUBUIYAIbHOU U CEMEUHOM
CHHJIPOMaJIbHOM matonoruu B 1-15 % cimyuaes.

CoxpaHseT CBOIO aKTyalbHOCTH IpoliieMa paH-
Hell IMarHOCTHKH, TPOPHIAKTUKH 1 CBOEBPEMEHHOTO
JICYCHHUS OHKOJIOTHUYECKUX 3aboieBanuii. Bee Goib-
IIe JKCHIIMH PEMpPOAYKTUBHOTO BO3pacTa cTpaja-
0T OHKOJIOTHYECKUMU 3a00JIEBaHUSIMU U HYKJIAIOTCSI
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B TPOBEACHUH XHUPYPTUYECKOTO JICUCHHS, JIydeBOH
U XUMHOTepanuu. Bee 3To oTpuIaTeIbHO CKa3bIBACTCS
Ha UX CIIOCOOHOCTH K JIETOPOXKICHUIO. PaHHee BbIsB-
nenre PMOK no3BossieT COXpaHUTh MOJIOUHYIO JKENe3y
C MMHUMAaJIbHBIM PHUCKOM pPEIUIBa 3a00JI€BaHUs, T. €.
BECTH MOJHOLEHHYIO JKU3HBb [11].

[To mueHmio psima aBTOpOB, y OonbHBIX PMIK,
nmeromux Myrtanuio BRCAI cropagudecKuMu CIry-
yasmu [12—14], oueHb BaKHO BepUPHUUIMPOBATH Ha-
CJIC/ICTBEHHYIO MPUPOAY 3a00JIeBaHMsI HA dTare I0C-
TaHOBKH JHMArfHo3a. JTO MO3BOJHT BHIOpATh aJeKBaT-
HYIO IJUarHOCTUYECKYIO M JICYEOHYIO TAKTUKY, UCXOS
13 IIPOrHO3UPOBAHMUS BO3MOXKHBIX 0COOCHHOCTEH KIIU-
HUYECKOTO TEUEHHUS.

[IpodunakTiuka HACIEICTBEHHBIX OHKOJIOTHYE-
CKMX 3a00JIeBaHMH CBOAUTCS K MEPOIPHUSTHIM KIIHU-
HHYECKOTO M TEHETHYIECKOTO CKPHHUHTA CPEAU KPOB-
HBIX pOJCTBeHHUKOB [15]. 3a pyOe:xoM BO MHOrMX
KJIIMHUKAX K 30pOBBIM HocuTeNsiM MyTauuil BRCAI
1 BRCA2 v ’KeHIIWHAM C BBICOKHM CEMEHHBIM PHCKOM
MPUMEHSIETCSl TaKTHKa TPEBEHTHBHBIX MAaCTIKTOMHI
1 oBapuodKTOMHUH. Takke BaKHBI MPOPHUIAKTHICCKUC
KypChl XUMHOTEPAINH, TTIO00OPaHHON C y4eTOM MyTa-
uun BRCAI niu BRCA2, Tak Kak psiioM HCCleaoBa-
HUH J0Ka3aHa pa3indHas YyBCTBHTEIBHOCTh K XMMHO-
npenaparaM y OOJIbHBIX B 3aBUCHMOCTH OT JIOKAJIN3a-
1y Mytanuu [16-18].

Jns mposenenust xumuonpogpunaktukn PMIK
y Hocuteneit BRCA-mytanuii ObIT anipoOUpPOBaH UITH
HaXOAMJICS Ha CTaJIMU anpoOanuu Helblid psij mperna-
paros [19]. B nagane 70-Xx TT. mpouuioro Beka Oblia
pa3paboTaHa KOHIENINSI XUMHONPOPUIAKTHKH C UC-
M0JIb30BaHUEM TaMOKcH(eHa, KoTopasi 0a3upoBaiach
Ha pe3yJbraTax dKCIepUMEHTaNbHBIX padoT. Ilo3n-
Hee ObUIO JOKa3aHO CHMIKEHHE PHUCKA Pa3BUTHS KOH-
TpanarepanbHoro PMXX (sctporen — perentop mosu-
TuBHOTO) Ha 50 % Tpu npouIakTHIEeCKON Tepanuu
tamokcudenom [19, 20]. Xummonpodumakruka naH-
HOTO Mperapara yMEHbIINIA PUCK BO3HUKHOBEHHS
PMXX y nocureneit BRCA2 na 62 %, Torna Kak y mna-
ueHToB ¢ mytanueit BRCAI nmogo6HOrO 2 dexra HE
oOHapyxeHo. Bo3amoxHo, BRCA I-HOCUTEISAM Cley-
€T MIPOBOANTH XUMHOIIPO(PHIIAKTHKY ¢ O0JIee paHHETO
BO3pacTa [21, 22].

PerpocniexTuBHbBIN aHanu3 OTHANEHHBIX PE3YJib-
TaTOB JIByCTOPOHHEH MPEBEHTHBHON MAaCTIKTOMHUH T10-
Ka3aJ BEICOKYIO 3(p(peKTHBHOCTH TaHHOTO METOa MPO-
¢unaktukn passutusit PMXK y Hocuteneit mytaumii
BRCAI n BRCA2 n XeHIIHH C BBICOKHM CEMEHHBIM
PHCKOM — yMEHBIIEHHE PHCKa 3a00JICBaHMS TOXOANIO
B psge uccnenaoBanuit 10 90 % [23-26]. OgHako mna-
IIUEHTHI JOJDKHBI OBITH IPETYITPEKICHBI O BO3MOKHOM
Pa3BUTHUU APYTOW MATOJOTUH, CBA3AHHOM C KAaCTpaLlU-
OHHBIM CHHJIPOMOM (MHAYLIMPOBAaHHON MEHOIAy30ii).

[Mpodunakruka pennanoB PMIXK nHaumnaercs
C IUTAaHUPOBAHUSI JICYEOHON TAKTHKM C yIETOM BBISB-
JICHHBIX MyTaluil: Oojee TIIATeIbHOE UCCICAOBAHUE
KOHTpaJlaTepalbHOH MOJIOYHOH jKelne3bl, Ooiee pajiu-
KaJIbHOE OINEPaTHBHOE BMEIIATEIBCTBO BBUAY OOIb-
1Iel arpecCUBHOCTH CEMEWHBIX CIy4yaeB y HEMAloro
YHciIa TAUEHTOB, MOAOOP XUMHOTEPANNU C YyYETOM
BEPOSATHOHM YyBCTBUTEILHOCTH B 3aBHCUMOCTH OT BbI-
sABIeHHbIX BRCA-MmyTanuii. ¥ 370pOBBIX HOcHUTenei
9TO TMO3BOJIUT MOAOOPATh TaKTUKY IHPOBEACHHS KIIH-
HUYECKOTO MOHUTOPHHTA 32 COCTOSHHEM 37J0POBbS
1 NpoQUIAKTHKY OHKO03a0O0JIEBaHUM, KOTOpas MOXET
3aKJII0YAThCsl B MPOBEACHUH MPO(MIAKTHUECKUX OC-
MOTPOB HE pexe 2-X pa3 B Tof, NPOPIIaKTHISCKUX
XUPYpPrU4eCKrUX BMEIIATELCTBAX U XUMHONPOpHIIaK-
tuke [11].

Takum 00pa3oM, pe3yasTaThl JIeUeHHs OOIBHBIX
PMJK B KbIprei3cTane oCTaroTCsl HEyTEIINTEIbHBIMU.
VY 3HauMTENHHON YacTH OOJNBHBIX, HECMOTPSI Ha MPO-
BOAIMMOE KOMOMHHPOBAHHOE M KOMIUIEKCHOE JICUCHHE,
BO3HUKAIOT OTAAJIEHHBIE METacTa3bl, MPUBOIAIINE
K rudenn manueHToB. [losTomy B Hacrosimiee Bpems
Han0OoJsee 3HaYNMO PAaHHEE BISBICHHUE HACIIEICTBEHHO-
TO paKa MOJIOYHOM JKeNe3bl U MPEeIPaKOBBIX COCTOSHUIA,
YTO TIO3BOJISIET ITOBBICUTH PE3YJIBTATHBHOCTD JICUCHHS.
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