YK [616-006.6:618.19]:612.6.052.4(575.2)

V3YYEHUE OCOBEHHOCTEV CTPYKTYPBI I 9KCIIPECCUU
TEHOB BRCA1 M BRCA2 ITPU PAKE MOJIOYHO JKEJTE3bI

K.b. Maxuesa, A.A. Andawes, b.b. Cynmanzasuesa, 3.K. Maxumbemos

M3yueHbl yacTtoTa 1 cnekTp myTtauun B reHax BRCA1n BRCA2. MNMonyyeHbl JaHHbIe O YacToTe 1 CNekTpe MyTauui
B reHe BRCA1, Heo6xoavMble AN BbIABNEHUA HAaCIeACTBEHHOW NPepacrnonoXeHHOCTU K PaKy MOJIOYHOW Xene-
3bl C LUenbto ero npodunaktuky. MpeactaBneH matepuarn, ykasblBalowmin Ha BO3MOXHOCTb 1 Lieflecoobpa3HOCTb
NPoBEeLEHNA CKPUHNHIOBbIX UccnefoBaHnii 605bHbIX PMXK B Kbiprbi3cTaHe.

Knrodegble c108a: HaCNeACTBEHHOCTb; Pak MOJIOYHOW xene3bl; MyTauuy B reHax BRCA1/BRCA2; nonmopdriam reHoB.

Ha 6a3e HayuHo-mccne10BaTeIbCKOTO HHCTHTYTA
MOJICKYJIIPHOM OHoioruu ¥ MeauuuHbl npu Harwmo-
HaJIbHOM LIEHTPE KapAUOJIOTHH U TePANTuy pu MUHUC-
TepcTBe 3apaBooxpaneHust Keipreisckoir PecyOnuku
BIIEPBBIE IPOBEIEHA TECT-CUCTEMA, TO3BOJISAIOLIAS BbI-
saeuth MyTtamn B reHax BRCA1 u BRCA2, accoun-
WPOBAaHHBIX C HACIEICTBEHHON (OpPMOI paka MOIOU-
HOM KeJIe3bl y KEHILNH KbIPrbI3cKol nomyisuuu. [Ipu
HaJIM4UU OJHOW U3 3TUX MYTalUUU B FE€TEPO3UTOTHOM
COCTOSHUU B T€HOME 4Y€JIOBEKa, PUCK Pa3BUTHUS paka
MOJIOYHOH KeJe3bl Y JKCHIIUH Ha MPOTKEHUU JKU3-
HU moBbrmaercs 10 60-80 %, paka SUYHUKOB — IO
40-60 % [1-7]. B ananm3 Ha OMOYMITEI BKJIFOYCHBI
8 MyTanuii, BRISIBICHHBIX paHee Ha Tepputopuu Poc-
cum [1, 2, 8]. Hacneacreennast opma paka MOJIOY-
HOM skene3bl coctaBisgeT 5—10 % Bcex cilyuaeB ITHX
3aboneBanuii [2, 5, 7, 9, 10, 12, 13]. MonekynspHo-
TEHETUYECKHI aHAJIW3 Ha HalIW4yhe MyTalMid B FeHax
BRCAl u BRCA2 MOXeT TMPOBOAMTHCS BCEM KEH-
IIMHAM, 3a00JIEBIIMM PAaKOM MOJIOYHOH KeJe3bl, Io-
CKOJIBKY 3TO MMEET 3HaueHHe JUIsS BbIOOpa CTpareruu
nedeHust (00bEMa XMPYPrUUECKOTO BMEIIATENILCTBA,
ornpezaesenust nporuosa) [12—15]. Taxke 3To Hccneno-
BaHME MTOKA3aHO TOT/a, KOT/la UMEIOTCS Cirydan 3a00-
neBaHust PMOK B cembe, Tak Kak MO3BOJISIET IPOBOIUTH
JOKIIMHUYECKYIO JUArHOCTHUKY. [IpH BBISBICHUH 3THX
MyTalUil y KIMHUYECKH 3I0POBBIX JKEHIIHUH BO3MOXK-

HO Ha3Ha4YeHHE MPO(UIAKTUICCKUX Mep (peryaspHoe
obcnenoBanue, MPOPUIAKTUYECKAS MAaKCTIKTOMHSI
U OBapUOIKTOMHS, TpueM Tamokcudena) [13-17].
OmnpeneneHne reHeTHYECKOTO MOJIMMOp(pH3Ma B TeHaX
BO3MOYKHO € TIOMOII[bIO CHCTEMBI OHOTpaHc(hOpMaIny.
AHanu3 ¢ UCTIONb30BAaHUEM 3TOTO OMOYHIIA TTO3BOJIET
OIICHUTHh I(PPEKTHBHOCTH PabOTH METabOTM3UPYIO-
me (epMEeHTATUBHOW CHCTEMbI OpraHu3ma. |eHbl
MOT'YT HaXOJUThCSl B PA3IMYHBIX aJUICJIbHBIX COCTOS-
HUSIX (BapHaHTax), KOTOPHIM COOTBETCTBYIOT OENIKH
C pasHOW (DYyHKIIMOHAJIBHOW AaKTUBHOCTBHIO. Kaskmpli
YeJIOBEK YHHKAJIEH MO HaOOpy ajuIeNIbHBIX BAPHAHTOB
TEHOB M, COOTBETCTBEHHO, HA0OPY (YHKIIHMOHAIBHO
AKTHBHBIX OCNMKOB. DTH pa3iuyus JIeKaT B OCHOBE
WHJMBHUYaJIbHBIX pPEaKluii OpraHM3Ma Ha BO3/ICH-
CTBHE BHEIITHEH CPEJIbI U UTPAIOT CYIIECTBEHHYIO POJIb
B ()OPMUPOBAHHH PA3ITNIHBIX ATOIOTHYECKUX COCTOS-
Hul. VIMEHHO HamM4mWe y dYelioBeKa HeOIarompusT-
HBIX aJUICJIbHBIX BAapUAHTOB T'CHOB JICKUT B OCHOBE
HACIICICTBEHHOM MPepacioIokKeHHOCTH YeJI0BeKa KO
MHOTUM 3a00JIEBAHUSIM, @ TaK)K€ K HEKOTOPBIM OHKO-
JornyecknuM 3abosneBaHusaM. TecT-cucTeMa Imo3BOJISIET
OIpEeAEINTh (PAPMAKOKMHETHYECKUH CTaTyC YeloBeKa,
T. €. €r0 CIOCOOHOCTH METa0OIM3UPOBATH HEKOTOPHIE
JIEKapCTBEHHbIE cpencTBa. Takol aHaJINM3 IO3BOJIUT
paszpaboTarb W BHEAPUTH KOMIUIEKC MpPOdUIaKTHUC-
CKUX Mep, HalpaBJIeHHBIX HA CHIKEHUE YPOBHS OH-
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KOJIOTUYECKUX 3a00JICBAHUHM B Pa3IMUHBIX TPYIIIAX
HaCEeJICHUs, CO3AaCT FeHETHYECKYI0 OCHOBY sl (hop-
MHPOBAHHS TPYTI PUCKA PA3BUTHSI 3TUX 3a00I€BaHUI.
Takoli aHanu3 Bak€H TaKXKe JJISI TOTO, YTOOBI CKOp-
PEeKTUPOBaTh (papMaKoTeparnuio 3a00JIeBaHUI B 3aBH-
CHUMOCTH OT WHJMBHIYaJIbHBIX OCOOCHHOCTEH MeTa-
Gonmusupyromeii cuctemMbl opranusMa. IloTeHnmansHO
aHaJIM3 MOXET OBITh IPOBEIICH BCEM JKEIAarommM 0e3
KaKHX-TH0O0 OTpaHUYICHUH.

Marepuaibl U MeToAbl. MarepuaaoM Hallero
uccleoBanust siBUIUCch 0opasibl JJHK GosbHBIX pakom
MOJIOUHOH >KeJe3bl, HaXOAUBILIUXCS Ha CTALlMOHAPHOM
JICYEHUU B OTAEIECHUU TMHEKOJIIOTMH U MaMMOJIOTHYe-
ckoro 1ieaTpa HIIO M3 KP. [lanHbple 0 Ka)I0W maIi-
€HTKe, COOpaHHBIE W3 BCEX BO3MOXKHBIX HCTOUYHHKOB,
3aHOCUJINCH B CIICIIMATIBHO pa3paboTaHHy0 Hamu (op-
Manu3oBaHHy0 kapty (PK), Ha ocHOBaHMH KOTOpOM
co3jaHa KoMITbloTepHasi 0aza maHHbIX. PK 3amonHs-
JlaChb MHJVBHYallbHO HA KaXIOrO MAaIMeHTa AJs MO-
CIIEYIOILIETO 3aHECCHUsI B TeHETHIECKHi peructp. Bos-
pacT mareHToK Kojebancs ot 28 et 1o 45.

PesyabTaThl M o0cy:kaenue. Hamu npu momo-
M OnodnnoB ObLIM UccienoBanbl oopasisl JJHK 20
6onpHBIX xeHIMH PMOK penponykTuBHOTO BO3pacTa
KBIPTBI3CKON MOMYITAUH. Y KaXJ10H OOIBHON NMeeTcst
OTATOLIEHHBIN ceMEeNHbIN aHamMHe3. B naHHO# rpymne
OonmbHBIX MyTauuil He BbIsABIEHO. Kak ObL1O oTMeue-
HO BBIlIE, HACJIEACTBEHHas (opma paka MOJIOYHOM
xkene3bl cocTaBisieT 5S—10 % Bcex cirydaeB 3THX 3a00-
JIeBaHU, MOITOMY JJIsl TOTO YTOOBI OOHAPYKUTH Ka-
KyI0-TH0O0 XapaKTEepHYI0 MYTaIMI0 HEOOXOIUMO IIpo-
IOKUTh Habop marmentok PMIK. TlomoxutensHbIe
pe3ynbTaThl 3TUX WCCIEJOBAaHMH JJalyT BOSMOXKHOCTh
MOBBICUTH 3()(DEeKTUBHOCTh PaHHEH JHArHOCTUKH, UH-
JUBHyaJM3alul CIeUU(pUIECKOro JIeYeHHs M, BO3-
MOYKHO, TIOBBIIICHHE BEDKUBAEMOCTH OOJIBHBIX.
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