Kopneesa M.A., Ceménux H.A.
UMMYHOTHCTOXUMHNYECKHN AHAJIN3 SKCITPECCHUHU BEJIKA BRCA1
B THBA3MBHOM PAKE MOJIOYHOM KEJIE3bI TAIIMEHTOB MO.JIOJIOTO
BO3PACTA
Hayunuwiit pykoeooumens: Kano. meo. nayk, ooy. Paoyesa C.H.
Llenmp mopgonoeuueckux ucciedo8anuii
Hayuonanvnas axademus nayx benapycu, e. Munck

AkTyaabHoOcTh. Pax Mmomounoit xene3sl (PMJXX) B Momomom Bospacte (mo 50 ner)
XapaKTepU3yeTcsl arpeCCUBHBIM T€YEHUEM M HeOmaronpusTHbIM nporHo3oMm. benok BRCAI wurpaer
KIIOUEBYIO pOJIb B penapauuu JBylenodeuHbix paspsiBoB JIHK u nonnepxkaHuu TeHOMHOMN
crabmibHOCTH. CHM)KEHHE WM yTpaTa €ro SACpHON SKCIPECCHH acCOIMMPOBAaHA C pa3BUTHEM
cnopaguueckux Gopm PMIK, onmnako xapakrep pacmpeneneHus Oellka B OIyXOJEBBIX KJIETKAX Y
MOJIO/IBIX TAIIUEHTOK OCTAETCsl MAJION3Y4EHHBIM. | '€TepOoreHHOCTh JIOKaIU3aluy SKCIIPECCUN MapKepa
BRCAI1 (sapo/muroruiazma) MOXET UMETh Pa3InIHOE OMOJIOTHIECKOE 3HAUCHUE, OTpaXkast HAPYIICHUS
MPOIIECCOB BHYTPUKIIETOYHOTO TPAHCHIOPTA U (PYHKLIMOHAIBHON aKTUBHOCTH O€JKa.

Heas: npoBectu ummyHorucroxumuueckyio (MI'X) onenky skcrpeccun 6enxa BRCAL B
TKaHU MOJIOYHOH KeJie3bl y MallMeHTOK ¢ BepupHUIMpoBaHHBIM nHBa3uBHEIM PMIK B Bo3pacte 1o 50
JeT.

Martepunansl U MeToabl. B nccienoBanue BKIoYeHoO 76 manueHToB B Bo3pacte oT 32 no 50
JIeT, CpEeAHUI BO3pacT HAa MOMEHT IIOCTAHOBKM uarHo3a cocraBui 41,4+0,5 rona. UI'X uccnenosanue
NPOBEJICHO HA pENPE3eHTATHUBHBIX MapaUHOBBIX cpe3ax C HCIOJB30BAHUEM MMOJUKIOHAIBHBIX
antuten k BRCA1 (Elabscience), B pabodem pasBenenun 1:100. AHanu3upoBaay JOKAIU3AIUIO
SKCIpeccHH (sAepHast, IHUTOIUIa3MaTHUYecKasi, KOMOMHHpOBaHHas). Mopdomerpuueckas OLEHKa
BKJIIOYAJa MOJYKOJNYECTBEHHBIN aHAIN3: HHTEHCUBHOCTh OKpamuBaHus oT 0 1o 3 (oTpuuarenpHas,
cnabas, yMEepeHHas!, CUJIbHAsA) M MPOLIEHT MOJIOKUTENbHBIX KIIeTOK (1: <25%, 2: 25-50%, 3: 51-75%,
4: >75%). PaccunteiBasiu MMMyHopeakTuBHbIM nHAekc (MPW) kxak nmpousBeneHHE INPOLIEHTa Ha
MHTEeHCUBHOCTh (Auana3zoH 0-12). Memuana WPU, paBnas 4, mpuHsiTa 3a MOPOrOBOE 3HAYCHHE
I0JIOKUTEIBHOM SIIEPHOM SKCIIPECCUU. 3HAUEHUS HUXKE 4 pacLieHUBaJIM KaK CHI)KEHHYI0 SKCIIPECCHIO,
BbIIIE 4 — KaK CHJIbHYIO PEaKIIHIO.

PesyabraTsl u ux oocyxaenue. MI'X-3xcnpeccus BRCA1 B onyxossix MOJIOYHOM Ke€I€3bl Y
MOJIOIBIX TALIMEHTOK HOCHWJIAa TreTeporeHHelid xapaktep. B 25 (33,0%) ciywasx BblsiBIEHA
UCKITIOYUTENILHO  simepHas oJkcmpeccus, B 47 (61,8%) — KoMOWMHUpOBaHHAs  sIIEPHO-
muToruiazmMatudeckas. IlomHas moTepst saepHON sKcnpeccuu HaOmojganack B 4erbipex (5,2%)
obpasnax Cumxennas skcnpeccus (MPM<4) — B 29 (38,1%), cunbHOE sIepHOE OKpaIlBaHHUE
(UPU>4) BwisiBneno B 43 (56,6%) ciyuasx. IIpy 3TOM TOCTOBEpHBIX B3aUMOCBS3E€H C KIMHUKO-
MOp(OJIOTHUECKUM TTapameTpam (pa3mep OIyXOJid, CTENEHb 3JI0Ka4eCTBEHHOCTH, METacTa3upOBaHUE
B pEruoHapHble JTUMQOY3/Ibl) B TpyHHax CcO CHH)KEHHOW/OTPHUIATEIBHOM M CHUJIBHOHN sIepHOM
JKCIIpeccHeid BBISIBICHO He Obu10 (p>0,05 M1t KaXkIoro mapameTpa).

OTcyTCTBHE KOPpENALMU C MPOTHOCTUYECKUMHU (DaKTOpaMH MOXET yKasbIBaTb Ha TO, YTO
n3MeHeHne skcrnpeccud BRCA1 y MoonpIX MalMEHTOK SIBISETCS HE3aBUCHMBIM OHOJOTHYECKUM
cOOBITHEM, TPEOYIOUIMM JAJbHEHIIEr0 MOJEKYJISIPHO-TEHETUYECKOTO MOATBEepKIeHHs. Bricokas
yacToTa KOMOMHHMPOBAHHOM SJEpHO-LIMTOILIa3MaTHUYeCKOM skcnpeccun (61,8%) ykasbiBaeT Ha
HapyIIEeHUs] BHYTPUKIECTOYHOTO TPAHCIOPTAa WJIM JETPAJaLMI0 Oelika, YTO MOMKET CHIDKATh €ro
(YHKIMOHATIBLHYIO aKTUBHOCTH JTaKE TIPU COXPAHEHUU SIIEPHOTO CUTHATIA.

BeiBoabl. immyHorucroxnmudeckas sxcnpeccuss BRCA1 npu PMIK y maunenTok Mosnoznoro
BO3pacTa HOCHT TeTepOreHHbIH Xapakrep. OTCYTCTBHE CBSI3M C KIMHHUKO-MOP(OIOTHUECKUMHU
napaMeTpamMH JIUKTYyeT He0OXOAUMMOCTb JaJIbHEHIIIEro N3yueHHs MPOTHOCTHUECKOW POJIH Pa3IHUHBIX
natTepHoB 3kcnpeccun BRCA, Bkitodast OLIEHKY €ro HUTOIIa3MaTHYeCKON JTOKATN3alHH.

HccnenoBanue BbIIIOJHEHO B pamKkax npoekta bPODOU M23PHDOM-062.
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