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OIIPEJTEJIEHVE MYTAIIIA TEHOB BRCA1 V1 BRCA2
KAK PAHHAA TVMATHOCTUKA PAKA MOTOYHOV YKE/TE3bI

K.b. Makuesa

PaCCManVIBBETCFl TeHAeHUMA poCTa 3a60n1eBaeMocCTu pPakom MOJIOYHOW Xene3bl U CMEPTHOCTN BO BCEM MUMpPeE.
OTMmeyeHo, 4To, HECMOTPA Ha PaHHIOK ANarHOCTUKY HOBOO6pa3OBaHVIVI N nx nevyeHme, CTaTUCTMKa OCTaeTCcA He-

yTelwnTeIbHON.
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THE DETERMINING GENE MUTATIONS BRCA1 AND BRCA2
AS THE EARLY DIAGNOSIS OF BREAST CANCER

K.B. Makieva

The tendency of growth of breast cancer morbidity and mortality around the world is considered. It is noted, that,
despite the early diagnosis of formation and their treatment, the statistics remains unfavourable.
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AKTYaJIbHOCTB. Y JKEHIIMH paKk MOJIOYHOH >Ke-
JIe3BI — caMast 9acTO BCTPEUAOIIAsiCs 37I0KadeCTBCHHAS
omyxonb. OHa sBISETCS BEOyIIed MPUUUHONW CMEPTH
skeHiyH [1]. [IpuarHaMu pa3BUTHS 3I0KaY€CTBEHHBIX
OITyXOJIeH SIBJISIIOTCS DK30TE€HHBIC M DHJOTeHHbIE (ak-
TOPBI, CPEAN KOTOPBIX KIIIOUEBYIO POJb UTPAIOT TEHETH-
geckue GakTopbl. [1o cOBpeMEeHHBIM TPECTaBICHHSM,
KaHIIEPOTCHE3 SIBISIETCS MHOTOATAMTHBIM TCHETHUYECCKH
KOHTPOIMPYEMBIM IPOIIECCOM, TPEACTABISIONIAM CO-
6011 MUKPOIBOJIIOIIUIO OTJCIBHBIX KIETOUHBIX KJIOHOB
B mpejiesiax omyxoiu. IIporpeccust omyxonu o0ycios-
JIMBAETCsI BOBHUKHOBEHUEM MYTAlLlMi B OTHOM WJIM He-
CKOJIBKUX T€HaX, (PYHKIMOHUPYIOMIUX KOOMEPaTHBHO,
1 0TOOPOM MYTAHTHBIX KJIIETOYHBIX KIIOHOB.

PacmmdpoBka reHomMa 4deloBeKa MOJIOXKHIA Ha-
4aJ0 HOBOMY HAIIPABICHUIO MOJIEKYISIPHONH MEIUITH-
HBl — MPEJUKTUBHOM MeTulMHEe, UMeoleil aABe Xa-
pakTepHble 0COOCHHOCTH: MHIMBUAYAJIbHBIA IMOAXO[
OONBHOMY ¥ TIpeNyTPEIUTENBHBIN Xapakrep. OCHOBY
MPEIUKTUBHOW METUIIMHBI COCTaBJISIIOT ~ OIpererie-
HUE TeHHOW ceTH 3aboieBaHus, HICHTUPHUKAIHIO
B HEl IEHTPAJIbHBIX I'€HOB U T€HOB-MOAM(DHUKATOPOB,
aHaJIM3 accoLMaluy MX MOIUMOP(U3MOB C KOHKpPET-
HBIM 3a0olieBaHHeM, pa3paboTKka Ha 3TOH OCHOBE
KOMIUTEKCA TPOQIIAKTHICCKAX MEPOTIPUATHN IS
KOHKPETHOTO TmarenTa [2]. AKTyadbHOCTh ITaHHOM
paboThl 3aKIOYaeTCsl B W3YYCHHWH PACIpPOCTPAHEH-
HOCTH, BO3MOXKHBIX NMPUYMH BO3HWKHOBEHHS W pas-
BUTHUS paKa MOJIOYHOMW JKeNe3bl, aHAJIN3e Pa3IMYHbIX

KJIMHUKO-ZITMaTHOCTHYECKUX W HHCTPYMEHTAIBHBIX
METOZIOB OOCIIEIOBAHMS IIPU MAaTOJOTHH MOJIOYHBIX
xene3. Bce 00pIIyIo akTyanbHOCTH TPHOOPETaLT mo-
HCK 6C3HOHaCTHBIX, HCUHBA3WBHBIX U COBPEMCEHHBIX
METO/IOB JAMAarHOCTHKHM paka MOJOYHOM >Kele3bl Ha
paHHUX CTaausX. Bce 3TO sBIsiETCS NMPUOPUTETHBIM
B ITAHUPOBAHMM pPabOTHl OHKOMAaMMOJIOTHYECKOH
ciyx051 B KP.

B crpykType oHKoOJIOTHYECKOH 3a0051eBaeéMOCTH
u cmeptHoct PMIK B Poccun 3aHmmaer 1-e mecto
[3]. OT0 m ompeaenIIo BEIOOP paka MOJIOYHOM IKeje-
3bI B Ka4€CTBE SKCIIEPUMEHTAIBHON MOJIENIN UCCIIEN0-
BaHMS MOIMMOpP(U3Ma TeHOB-CYIIPECCOPOB OITyXOJIEH.
B nacTosiiiee BpeMsi IMEIOTCSI MHOTOUHCIICHHBIE J10-
Ka3aTeJIbCTBa TOT0, YTO (PyHKIIMOHAIBHOE COCTOSHHE
reHoB BRCA1 u BRCA2 B pa3BuTHM paka MOJOYHOM
JKeNe3bl y KEHIIUH MMEET ONpeAessollee 3HaYeHUue
[4]. TTokazaHO, YTO BBICOKOIEHETPAHTHBIE MyTallUU
B OTHUX TCHaX B TETEPO3UTOTHOM COCTOSHHUH JIEXKaT
B OCHOBE 3HAYMUTEILHOW JOJIM CeMEHHBIX (hopMm paka.
CewmeiiHble (OpPMBI BO3HHKAIOT, KaK PAaBUIIO, C MEHb-
el 4acToToH, 4eM CHOpaguuecKue, ¥ M3y4eHbl OHH
JocrarodHo xoporo. Cnopaaudeckne (Gopmbl paka
MOJIOYHOH jkene3bl BcTpewatoTcst 6onee yem B 90 %
CJly4aeB COOTBETCTBYIOIINX 3a00JIEBaHNI M M3y4YCHBI
SBHO HEJOCTAaTOYHO. B 5TOH CBA3M OCHOBHas COLHU-
aJIbHO 3Ha4YMMasl polsieMa CBs3aHa C OTPEEIICHUEM
TeHETUYECKOI MPHUPOJIBI CIIOPAANYEcKuX (hOpM 3JI0Ka-
YEeCTBEHHBIX OMmyxojei, B uacTHocT PMK.

52 Becmnux KPCY. 2016. Tom 16. Ne 3



K.b. Maxuesa

H3BectHO Tarke, uyto 6enkn BRCA1 u BRCA2
SIBISIFOTCST JIEMEHTAMHU TIOJIMOEIIKOBBIX KOMILIEKCOB.
@QyHKIMOHAIBHAS AKTUBHOCTH ATUX ITOJHOEITKOBBIX
KOMIUIEKCOB 3aBHUCHUT HE TOJBKO OT aMHHOKHCIOT II0-
cnepoBarenpHocTeli 0enkoB BRCA1 m BRCA2, mHo
1 OT aMUHOKHUCJIOTHBIX MOCIIEeI0BAaTEIbHOCTEH IPyTrux
0EJIKOB 3THX KOMIUIEKCOB. B pe3ynbrare 0CHOBHBIMH
KaH/uAaTaMu 1pyu GOpPMHUPOBAHUN HAbOpa Hccierye-
MBIX TCHOB SIBIISIIOTCS TE€ TEHBI, MPOTYKTHI KOTOPBIX
¢dhopmupytot coBmectHO ¢ 6ekamu BRCA1 u BRCA2
HOJINOEIKOBBIE KOMIUIEKCHI.

B cpennem y skeHIIMHBI O3 HACIIEACTBEHHOH Te-
HeTu4ecKor anomanuu K 90 rogam »KU3HU PUCK pa3BU-
TSI paka rpyau coctasisier 12 %. B otnuune ot Hux,
y JKEHIIWH C HAJIMYMEM aHOMaJbHBIX TeHoB K 70 ro-
JlaM PUCK Pa3BUTHUS paKa rpyau cocTapisieT 85 %.

Kpome Toro, y KeHIIMH ¢ yKa3aHHOW aHOManuen
HMeeTcs M PUCK Pa3BUTUS paka SUYHUKOB [5]. DTOT
PHUCK B TEUEHHE BCEH *KM3HM COCTABIAET OKOMIO 55 %
y xeHIUH ¢ aHomanueii rena BRCA1 u 25 % — ¢ aHo-
Mmanuei rera BRCA2.

Jlist cpaBHEeHUs, Y JKCHIIMH 0e3 Takod aHoMa-
JIUM TEHOB PUCK Pa3BUTHUSA paKa IMYHUKOB COCTABISET
1,8 %. Kpome Toro, BaykHO OTMETHUTH, YTO MPHU HAJIU-
yuu aHomanuu reHoB BRCA1 u BRCA2 noBeimaercs
1 PUCK JPYTHX OHKOJOTHYECKHX 3a0oneBannii. OnHa-
KO PUCK BO3HMKHOBEHHsI APYTMX BHJIOB paka (Harpu-
Mmep, paxa xkoxku unn JKKT) mpu 3ToM HaMHOTO HMXKE,
YeM PHUCK pa3BUTHsI paka MOJIOYHOM yKeJe3bl WK paka
SIMYHUKOB.

B nopme renst BRCA1 u BRCA2 npenorspamia-
10T pa3BUTHE PaKa TPyAHN, IPOLYLIUPYS OCOObIH OENOK,
KOTOPBII KOHTPOJIMPYET HOPMAJIbHBIM POCT KIIETOK
MOJIOYHOM >kene3bl. Kak MBI yxke ckas3aiu, B KaXI0u
KJIETKE uesioBeKa (y JKeHIIUH M Yy MY)XYMH) UMeeTcs
2 xonuu TreHoB. VckiIroueHue COCTaBISAIOT JIMMIb 1O-
JIOBBIE KJICTKH (TaM T'eHBI JIWIIb B “OHOM Habope”).

Jo Tex mop, moka XoTs Okl OJHA W3 KOIHUH Te-
HOB B KJIETKaX MOJIOYHOM >kese3bl (DyHKIIMOHUPYET
HOPMAaJIbHO U MPOAYIHPYET YKa3aHHBIM BhINIE OCIOK,
PHUCK BO3HHKHOBEHHUS paka paBeH HyMI0 (MpU OTCYyT-
CTBHH JIpyTuX (haKTopoB, ecTecTBeHHO). OnHaKo, ec-
71 00e KOIUM I'eHOB B KJIETKAaX ITOJBEPraroTcsi MyTa-
nun (WM BO3HUKAET aHOMAJIWS), KJIeTKa OOJbllle He
MOXET MPOAYLHPOBaTh HEOOXOAUMBIN Uil KOHTPOIIS
ee pocta 6enok. B 3ToM ciydae KJIETKH MOJOYHOU
JKeJe3bl HAYMHAIOT OBICTPO M OECKOHTPOJBHO pas-
MHOXaThCsl. HexkoTopele U3 TakuX KJIETOK MOTYT Ipo-

HUKHYTb B 3/[0POBbIC TKaHH (TaK Ha3bIBaeMasl MHBA3US

B TKaHH).

Wrak, npuunHOi BceX BUIOB paka I'pyAu sBIs-
eTCsl aHOMAaJIUs TeHOB B KJIETKaX. AHOMAJHNH ke (MIH
MyTallM{) B 3TUX I'€HaX MOTYT HOCUTh WJIM Hacjen-
CTBEHHBIH Xapakrep (T. €. mepeaTbCs OT MaTepH), JIu-
60 OBITH MPHOOPETEHHBIMU:

»  HACIeOCMBeHHAs aHOMANUs 2eH08. Y HEKOTOPBIX
Jrozieil aHOMaJTHsI TEHOB MOYKET OBITh C POJKACHHUS.
OTa aHOMaJHS TepeaeTCsl UM OT POAUTEIICH;

»  npuobpemenHas aHoManus 2eHos. B IPYTUX CIy-
YasgX MyTalus TEHOB IMPOMCXOIUT 10 NPUYUHE
BO3JICHCTBHS Ha KIETKY pa3MuHbIX (PaKTOPOB —
paauanuy, MMTaHus, YPOBHS ITOJIOBBIX TOPMOHOB,
TOKCHUYECKHE JTNO0 HEU3BECTHBIE IPUIMHBI OKPY-
xkarorieit cpensl. [IpuoOpereHHas reHHast aHoMa-
JIUSL CUNUTAETCA MPUYMHON paka MOJIOYHOM xkee-
361 B 85-90 % cnyuaes.

W3ydyenne (axkTopoB  IPEAPacCHONOKEHHOCTH
K OHKOJIOTHYECKUM 3a00JI€BaHNEM, B OCHOBE KOTOPBIX
nexut nonumopdmm AHK, sBnsercs akryaapHOI 00-
JIACTBIO MCCIIEJOBAHUMN, MO3BOJISAIOLIEH CYLIECTBEHHO
pacummputh uncio nonumophHsix JHK-mapkepos,
HMMEIOIINX JUATHOCTUYECKOE 3HAUCHHUE.
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