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PE3IOME

LleAb MCCAEAOBAHMUA. BbisiBUTL COMPAXKEHME MEXKAY HOCHUTEALCTBOM MyTALIMIM reHOB BRCA /2 1 IMCTOAOTMYECKMM TUIMOM PAKQA SMYHUKOB, O TAKXXe
MOPOBUAHBIM OXMPEHUEM KAK OAKTOPOM PHCKA.

MaTepuaabl u MeToAbl. B iccaeaoBaHme BKAOYEHbI 635 OOABHbBIX C IMUTEAMAAbHBIM MHBA3MBHBIM PAKOM SMYHUKOB. AHOAM3MPOBAAM PE3YABTATbI
MCTOAOTMYECKOrO MCCAEAOBAHMS ONEPALIMOHHbBIX OBPA3LLOB, POCT U BEC. AAS BbISBAEHMS MyTaLmM B reHax BRCAT 1 BRCA2 nccaeAoBaAM
AMMDOLMTEI BEHO3HOM MNEPUODEPMHECKOM KPOBU M TKAHL 3AOKAYECTBEHHOM OMYXOAM, MOAYYEHHOM Npm onepaumm. OrnpeAeAIAU MOAUMOPCOHIMbI
reHoB BRCA1 11 BRCA2 o 8 TOYKAM METOAOM MOAMMEPA3HOM LLEMHOM PEAKLMM B PEAABHOM BPEMEHM.

Pe3yAbTaThl. [epMMHAAbHBIE MyTaLMM reHOB BRCA1/2 B KpOBM BbisBAEHBI B 13,5 %. B mOArpynnax NaLMEeHTOB C HOCUTEALCTBOM MyTaLmi reHoB BRCAT
1 BRCA2 B NpeobACAQIOLLIEM YUCAE CAYHAEB BCTPEYAAAQCH CEPO3HASN KAPLIMHOMA SMYHMKOB (86,7 1 81,8 % COOTBETCTBEHHO). [1pU reHeTMYyeCkom
MCCAEAOBAHMM PAKOBbIX KAETOK OMepaLMOHHbIX 06pa3L.oB MyTaumm reHoB BRCA T 1 BRCA2 BbisBA€HbI B 21,9 %. Y 53 XKEHLLMH MyTALMM M3yHAEMbIX
reHOB OBHAPY>KEHbI TOALKO B OMYXOAEBOM TKAHM, HO HE B KPDOBM, YTO MO3BOAMAO OTHECTM MX K COMATHMYECKMM. YaCTOTA MOPOUAHOTO OXKMPEHMS
CPeAM NALMEHTOB CO CMTOHTAHHbIMM MyTaumamm (20,75 %) BbiLe (p=0,05), 4em y XKeHLLMH C rePMMUHAABHBIMM MyTaumamm reHos BRCA1/2 (8,1 %).
BbiBoAbI. [epMmmHAAbHBIE MyTaumm reHoB BRCAT 1 BRCA2 scTpeyatotcs B 13,5% v conpsxkeHbl C pa3BUTUEM CEPO3HON KAPLMHOMBI SMYHUKOB.
MopbuaHoe oXMpeHue BbICTynaeT oaKTOPOM PHUCKA CMIOHTAHHbIX MYTALMI PENAPALMOHHbIX FeHOB.

KAIOYEBLIE CAOBA: paK SM4HMKOB, MOPOMAHOE OXMPEHUE, MYTALIMM F€HOB, TMCTOAOTMYECKMI TUM OMYyXOAM, GOAKTOPbI PUCKA.
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SUMMARY

Purpose of the study. To identify the association between the carriage of BRCA1/2 gene mutations and the histological type of ovarian cancer,
as well as morbid obesity as a risk factor.

Materials and methods. The study included 635 patients with epithelial invasive ovarian cancer. The results of histological examination of surgical
specimens, height and weight were analyzed. To identify mutations in the BRCAT and BRCA2 genes, lymphocytes of venous peripheral blood
and malignant tumor tissue obtained during surgery were examined. Polymorphisms of the BRCA1 and BRCA2 genes were determined at 8
points using real-time polymerase chain reaction.

Results. Germinal mutations of the BRCA1/2 genes in the blood were detected in 13,5%. In the subgroups of patients carrying mutations of the
BRCAT and BRCA2 genes, serous ovarian carcinoma was encountered in the predominant number of cases (86,7 and 81,8 % respectively). Genetic
analysis of cancer cells from surgical specimens revealed mutations in the BRCAT and BRCA2 genesin 21,9 %. In 53 women, mutations in the studied
genes were detected only in the tumor tissue, but notin the blood, which allowed them to be classified as somatic. The incidence of morbid obesity
among patients with spontaneous mutations (20,75 %) is higher (p=0,05) than in women with germline mutations in the BRCA1/2 genes (8,1%).
Conclusions. Germline mutations in the BRCA1 and BRCA2 genes occur in 13,5% and are associated with the development of serous ovarian
carcinoma. Morbid obesity is a risk factor for spontaneous mutations in repair genes.
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KCHIIMH B OOILEH MOMyYJISIUY pUCK pa3BuThs paka suyHnkoB ~ BRCA2 — ot 17 o 21 % [2]. B psine 3apyOexHBIX CTpaH npu
cocrasisieT MeHee ueM 2 %. [Ipu oOHapyxenun mytanmii  oOHapyxennu Myrtanui B reHax BRCA1 u BRCA2, a Taxke

B renax BRCA1 u BRCA2 puck paka SUYHHKOB BO3pPacTaeT co-  JUHAMHYHOM HOBBILIIEHUU CHIBOPOTOUHOM KOHIIEHTPALUH OHKO-
orBercTBeHHO Ha 40 1 20 % [1]. [lo apyrum orieHkam, cpeiHU  MapKepoB, HATMYNH (PAKTOPOB PUCKA B Ka4eCTBE IIPEBEHTUBHBIX
PHCK Pa3BUTHS paKa SUUYHUKOB AJIsl HOCUTENEH MyTaluii FTeHa ~ Mep PEeKOMEHyeTCs XUpyprudueckas IByCTOPOHHSS CalbIIHTO-
BRCALI B Teuenue sxu3HU cocTaBisieT oT 45 10 50%, a s reHa  OBapHAKTOMUS JUIs CHUMKEHUS PUCKA PA3BUTHS paKa IMYHUKOB [3].
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I'enst BRCA1 1 BRCA2 oTHOCSTCS K penapaniioHHbIM
U UIPAIoOT KIIIOYEBYIO POJIb OMyXOJEBbIX cynpeccopoB [4]. BRCA-
Je(UIUTHBIC KIETKU BBUY COOTBETCTBYIONINX MyTallli U Ha-
KOIJIEHHs OIIMOOK periapaiy OTINYaloTcsl TeHeTHYECKOH He-
CTaOMIIBHOCTBIO, COOSIMU KJICTOYHOTO IIMKJIA, HAPYIICHUSIMU
1 bepeHIMPOBKY U Npoirdepanny KIEToK, allonTo3a, 4To
BEJIET K OIyxoJieBoi TpaHchopmaruu. [Ipu repMUHAIBHBIX
MyTalusx noppesxaaercs ogaa u3 konuit BRCA1/2, nmpu atom
B KJIETKE OCTAeTCs BTOpast HHTaKTHas konus. Ecnu u 31a konus
MOZIBEPraeTcsl MHAKTUBALMHU 110 IPUYMHE COMAaTUUECKON MyTa-
LIUH, TO BO3HUKAET HEKOHTPOIMPYEMBI pocT kieTok [5]. Beuny
3HAYUMOCTHU KaK FepMUHAIIBHBIX, TAK U COMAaTHYECKHX MyTaLlUuH
reHoB craryc BRCA1/2 nydine onpeznensrts kak B o0pasnax KpoBH,
TaK U B TKAaHU OIyXOJIH.

®axkT, yTo y xeHmuH ¢ Mmytauusimu BRCA1/2 gacro pas-
BUBAETCS BHICOKOIM((PEpEHIIMPOBAHHAsI CEPO3HAs KapLiTHOMa
SIMYHUKOB, U3BECTEH [6], @ B OTHOILIEHUU APYTUX TUCTOJIOTHYE-
CKHX TUIIOB PaKa IMYHUKOB MOJHAS SICHOCTb OTCYTCTBYET BBULY
peKoi BCTpeuaeMOCTH MATONIOTHH. B CBS3H ¢ 3TMM HAKOIUIEHHBIIN
OIBIT HAYYHBIX MEAULMHCKUX LIEHTPOB OHKOJIOTHH B OTHOLIIEHUH
JKEHIIUH C PEIKUMU T'UCTOTUIIAMHU OITyXOJIEBOTO TIOPAXKEHUS
SIMYHUKOB MOXKET BHECTH SICHOCTD B JIaHHYIO IIpOOJIeMy.

HecMmoTpst Ha BBICOKMI PUCK paKa SUYHUKOB IIPU MYTALUAX
B reHax BRCA1 u BRCA2, Bo3MOXkHO€ ITPOSIBIEHIE HETIONHOM
MEHETPAHTHOCTH MPEAINOIaraeT 3Ha4YuMOCTb BIMSHUS M UHBIX
npenrkTopoB. K daxropam, oBBIIIaIOMMM PUCK Pa3BUTHS paka
SIMYHUKOB JJIs1 HACEJICHUS B LIEJIOM, OTHOCATCS SHAOMETPUO3,
OXHMpEHHUE, KypeHue, MaJIONO/IBIKHBINH 00pa3 KU3HH, a K 3a-
IIUTHBIM (paKTOpaM — poibl, IIPUEM OpPATBHBIX KOHTPALIEIITHBOB
[7]. CyiecTByeT Majio JaHHBIX O TOM, PA3IMYAIOTCS JIU MO-
JuuLpyemble hakTopsl pucka y Hocureneid myTtaimit BRCA
1/2 m'y Tex, KTo He sBJsieTcs HocuTeeM. B GoipmmHCTBE Hc-
CJIeJIOBAaHMI OCHOBHOE BHUMAaHHUE YESIETCs PEIPOTyKTUBHBIM
WJIM TOPMOHAJIBHBIM (hakTopaM pHckKa [8], mpu 3ToM HHTEpec
K U3MEHsIeMBIM (akTopam o0pasa xu3Hu Mail. OHaKO UMEHHO
Moauunrpyemble GpakTophl prUcKa, B TOM YUCIIE OXXHPEHUE,
TIOMOTaIOT CHU3UTB PUCK Pa3BUTHsI IPOTHO3UPYEMOT0 3a001e-
BaHMA U BO3JEHCTBOBATh HA YACTOTY €r0 Pa3BUTHS.

B cBsI31 C BBIIIEN3II0KEHHBIM, 1eJIBI0 PAG0THI OBUIO BbI-
SIBUTh CONPSKEHUE MEXKTy HOCUTEILCTBOM MYTallUil T€HOB
BRCA1/2 11 ruCTONOTMYECKUM THIIOM paka SHYHUKOB, & TAKKe
MOPOUTHBIM OXKHMPEHUEM KaK (aKTOpPOM pHUCKa.

Marepuajibl M1 MeTOAbI

B nccienoBanve BKIIIOYEHBI 635 OONBHBIX C SMUTETHAIb-
HBIM WHBa3UBHBIM PAKOM SIMYHUKOB, MOTYYaBLIUX JICUCHHE
B ®I'BY «HanmoHaIbHBIN MEIUIIMHCKUH HCCIIEI0BATEIbCKIIA
LIeHTp oHKosoruw» Munsapasa Poccuu ¢ 2010 mo 2025 .
JuzaiiH uccienoBaHus — paHIOMU3UPOBAHHOE CPABHUTEIBHOE.

Kpurepuu BriIIOUeHUS MALUEHTOK: UHBA3UBHBIN 2MUTeE-
JIMAJIbHBINA paK SIMYHUKOB, MOATBEP>KACHHBIN MPU THCTONO-
TUYECKOM HCCIIEOBAaHUH OIYXO0JIEBOM TKAHU ONEePAlMOHHBIX
00pasIoB; TCHETHYECKOEC TECTUPOBAHNE HA MYTAI[UH T'CHOB
BRCA 1/2 numdonuToB BEeHO3HOI KPOBU U PAKOBBIX KIIETOK
OTICPANMOHHBIX 00pa3NoB TKaHW. KpUTepuu UCKITIOYCHHUS :
OHKOJIOTUYECKHUE 3a00JICBaHNS MHOU JIOKATA3AIUH, OTCYTCTBUC
WHGOPMHUPOBAHHOTO COTIIACHSI MAIICHTOK.

Jly1s mpoBeieHHst HCCIIeIOBaHMS MTOJTyUYeHO 0100peHue
kxomuTteTa 1o stuke PI'BY « HMUL onkonorum» Munzapasa
Poccun. Bee nanyeHTky U3yYHIIM M ITOJNNCAIIH ITMCbMEHHOE
MH(POPMHUPOBAHHOE COMIACHE Ha UCIIOJIb30BAaHUE UX PE3YiIb-
TaroB 00CIieI0BaHNs B Hay4HOH pabore.

Pe3ynbprarsl rHCTOIOTHYECKOTO UCCIE0BAHNUS ONepaliy-
OHHBIX 00pa3IOB, POCT ¥ BEC NALIMEHTOK HA MOMEHT BKJIIOYE-
HUSI B MCCIIEIOBAHKE [UIsl OTIPE/IeIICHUS] HHJIEKCAa MacChl Tejla
YTOUHSIIM TI0 UCTOPHSM OoJie3HH mannueHTok. Kpurepuem
MOPOHIHOTO OXXHUPEHHUSI CYUTAIIN MTOBBIIICHUE MHJIEKCA MacChl
tena 6onee 40 kr/m? [9]. Oxupenue, BKIIIOUYast MOPOUIHOE,
SIBJISIETCSI U3BECTHBIM OHKOTHHEKOJIOTHYECKUM (HhaKTOpOM
pucka [10]. B memom mo rpyrime MOpOUIHOE OKUPEHHE OBLIO
BbIsABIEHO Y 96 (15,1 %) manueHToK.

Bo3spact 6onbHBIX Koe0acs ot 34 1o 75 nert, B cpeaHeM
cocTtaBuB 55,6+2,3 roxa. Ilo pe3ynsraraM ructojioruue-
CKOTO MCCJIEZIOBaHUS OJIOKOB M3 OIyXOJEBOW TKAHHU YHCIIO
OOJBHBIX C CEPO3HON KapIUHOMOW SMYHUKOB COCTaBHIIO
358 OOJNBHBIX, SHIOMETPUOUTHBIM PAKOM SHYHUKOB — 143,
CBETJIOKJICTOUYHBIM PAaKOM SUYHHUKOB — 72, MyILIUHO3HBIM pa-
KOM SIMYHHUKOB — 47, CMEIIaHHBIE SITUTEIHAIBHBIE OITYXOIH
SIMYHHUKOB BBISBIICHBI y 15 yenoBek. Pacnpenenenne 601bpHBIX
10 CTaJANSAM paka SUYHUKOB ObUIO cienyromum: [1A — 61
(9,6 %), IIB — 119 (18,7 %), 11A1-185 (29,1 %), [1IA2-144
(22,7%), IB — 112 (17,6 %), IV — 14 (2,2%). Y 519 (81,7 %)
OOJIBHBIX YCTAHOBJIEHA BBICOKAs! CTEIIEHb 3JI0KAY€CTBEHHOCTH
OITyXOJIEBBIX KJIETOK, ay 116 (18,3 %) Huskas.

Juist BeisiBinenus mytauuid B renax BRCAI v BRCA2
Hccie0BaIu TUMQOIUTH BEHO3HOW nepudepriecKkoi
KPOBH U TKaHb 3JI0KaU€CTBEHHOW OITyXOJIH, OJyYeHHON
npu onepauui. Ilpu npoBeneHnN reHETUYECKOTO UCCIIe-
JIOBaHUSI KPOBH BBISIBIISIIIN TePMUHANIBHEIC (HacleayeMble)
MyTalllH, a B 00pas3nax OIyXoJIeBOW TKaHU ONpPEACIIsIIN
COMaTHYECKUE MyTallMH, BOSHUKIINE HENOCPEACTBEHHO
B PaKOBBIX KIIETKaX.

B pa6ore onpenemnsun monuMopdusmsl reHoB BRCA |
u BRCA2 1o 8 ToukaM, XapaKTEpHbIM JUIsl CIaBSIHCKOM ATHUYE-
ckoit rpymmbel: BRCA1: 185 delAG; BRCAL: 3819 del GTAAA,;
BRCAL: 3875 del GTCT; BRCA 1: 4153 delA; BRCA 1: 5382
insC; BRCA 1: 300 T>G; BRCA 1: 2080 del A; BRCA 2: 6174
del T [11, 12]. ITpu 3Tom ucnons3oBanu merox I1L[P B peans-
HOM BpeMeHHU 1 Habopsl pearenToB «OHkol enetnka BRCA»
(«IHK-rexnonorus», Poccust). Meroauky ocyliecTBisuin
Ha [1I]P-ananusarope Light Cycler 480 (Roche, ®panmus)
C MCIONIB30BaHUEM HHTEpKaIupymomero kpacurens EvaGreen.
Bce ¢parMeHTsI ¢ oTIIMUMEM OT HOPMaJIN30BaHHON KPUBOH
IUTaBJICHHS MICHTH(HUIMPOBAIN Ha TEHETHYECKOM aHaIN3aTope
GenomeLab GeXP (Beckman Coulter, CIIIA) meTonom cexse-
HupoBaHus o CaHrepy.

VY 53 GOJBHBIX C COMaTHYECKUMH MYTaIlUSIMH JJOTIOJTHH-
TEJIFHO B 00pa3ax KPOBU OCYIIECTBISIIIN IIOMCK TepMHHAIIb-
HBIX MyTalli METOJIOM CEKBEHUPOBAHMS HOBOTO ITOKOJICHHMS
(Next-Generation Sequencing, NGS). lanHblit MeTOx 110-
3BOJISIET UACHTU(UINPOBATH MAKCUMAJILHOE KOJINYECTBO
TeHETHYECKUX 1e(DEeKTOB.

CrarucTnyeckuil aHaJIu3 pe3ysIbTaTOB UCCIIEI0OBAHUS
npoBoauau ¢ npumenenueM nporpammsl STATISTICA 12.0
(StatSoft, CILIA).
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Pe3ysbTarhl 1 00cyKaeHHE
I'epMuHanbHBIE MyTAllUK T€HOB
BRCA1/2 no uroram ucciieJoBaHus

Tabamua 1

YacToTa repMMHAAbHBIX MyTaLmii reHoB BRCA1/2 no MToram MCCA€AOBAHMA KPOBH y GBOAbHbIX

PAKOM AUYHUKOB C YH€TOM FTMCTOAOIrM4€CKOro TMna onyxoAm

KpoBH ObUTH BBIsSIBIIEHBI Y 13,5 % (n=86) HOC"TQAZ;E':’, H°C“Tej‘;;'2f2 Her
MmyTauum MmyTauuu HOCUTEAbCTBA
13 635 NaUEHTOB C AIUTEIUAIBHBIM fcroTun PR Ll e
WHBA3UBHBIM PAKOM SUYHUKOB. YacToTa — % — % — %
HaclieayeMbIX MyTaruii renHoB BRCA1/2 CeposHbit P4 (n=358) 65 86.7 9 81.8 284 517
Y KCHIIMH C paKOM SIMYHHUKOB CTATUCTHYC- SHAOMETPUOMAHBIN P9 (N=143) 5 6.7 1 9.1 137 25,0
CKH SHATMMO 3aBHCC/IA OT IHCTONOTHHC- CBeTAOKAETONHbI P (n=72) 2 27 0 00 70 128
ckoro tuna oryxom (p<0,0001) (maén. 1).
(=0, )( ) MyLMHO3HbIN PS (n=47) 1 1.3 0 0,0 46 8,4
B noarpymnmax GOJIbHBIX C HOCH-
TeNLCTBOM MyTanuii renos BRCA1 CMe“"GHH";ifH”MTOe;T::"]b;b'e OTYXOAM 2 27 ] 9,1 12 22
n BRCA2 B npeobnanaromem aucie
Bcero 75 100,0 11 100,0 549 1000
CIydaeB BCTpeYaaach CEpO3Has Kapiu-
HoMa suIHHUKOB (86,7 u 81,8 % coorBeT- P UL
cTBeHHO). Kak u3BecTHO, cepo3Has Kap-
Tabamua 2

LIMTHOMA SIBIISIETCS BENYIEH B CTPYKType
OITyXOJICBBIX 3a00JI€BaHUH IMYHUKOB

Cpenu nanyeHToK ¢ Cepo3HOM Kapiy-
HOMO#H SIMYHNUKOB T€PMUHAIIBHBIC MYTalH
renoB BRCA1/2 seisBisiuce B 20,7 %
(n=74), npu PHIOMETPUOUIHOM paKe
B 4,2% (n=6), CBETIIOKJIIETOYHOM paKe
B 2,8 % (n=2), MmynmHO3HOM pake B 2,1 %
(n=1) 1 B ciry4ae cMEUIaHHBIX AIUTENH-
aIBHEIX ommyxoneit B 20% (n=3) (puc. 1).

[Ipy reHeTHYECKOM HCCIIEIOBAaHUT
PaKOBBIX KJIETOK OIEpallMOHHBIX 00pa3-
noB mytauuu reHoB BRCA1 u BRCA2
ObUTH BBISIBIICHB! Y 139 manmeHTok, 4To
cocraBmwio 21,9 %. V 53 xeHIUUH My-
TaIMM U3y4aeMbIX TeHOB ObUIM OOHAPY>KEHBI TOJIBKO B OITy-
XOJIEBOM TKaHH, HO HE B KPOBH, YTO ITO3BOJIMIIO OTHECTH HX
K comarnueckuM. Yactora oOHapy>KeHUsI MyTallli TeHOB
BRCA1/2 B onyxoneBbix kieTkax (21,9 %) Obuia cTatuctu-
yecku 3HaunMo BeIe (p=0,0001), uem B xpoBu (13,5 %).

Janee y OGONBHBIX PaKOM SIMYHUKOB ONPEACIISUIA YacTo-
Ty MOPOMIHOTO OXKMPEHHS C YIETOM HOCUTEIIbCTBA TE€HOB
BRCA1/2 v THCTOIOTHYECKOTO THIIA OIyX0onu (mabi. 2).

¥V 53 nanueHTOK CO CHOHTAHHBIMU MYTAal[UsIMH T€HOB
BRCA1/2 mopOuHOE 0kupeHne Bcrpedasnoch y 11 sxeHmuH,
yTo coctaBmwio 20,75 %. Yactora MOpOUIHOTO OXKUPEHUS
Cpeny MaueHToK CO CIOHTaHHBIMH MyTanusamu (20,75 %)
Ob11a Beime (p=0,05), 4em y KEHIIHWH ¢ TepMUHAIbLHBIMA
myTtanusmu reioB BRCA1/2 (8,1 %).

Cpeaun 11 GONBHBIX CO CHIOHTAHHBIMH MYTalUsIMH
H3y4aeMbIX I'€HOB 1 MOPOHMIHBIM oxxuperneM y 2 (18,2 %)
MAIMEeHTOK OTMEYAJIach CEpO3Hast KapLHOMa STMYHHUKOB, y 5
(45,5 %) — sanmomerpronHbIi, y 1 (9,1 %) cBETIIOKICTOUHBIH
ny 3 (27,2) MyunHO3HBIH pak SMYHUKOB. Pacnipenenenue
MAIUEHTOK C PAKOM SIMYHUKOB M MOPOUIHBIM O)KHPECHHEM
B 3aBUCHMOCTH OT 'MCTOJIOTHYECKOTO THIIa OITyXOJIei He Xa-
PaKTEpH30BAIOCH CTATHCTUYECKON 3HAYMMOCTBIO OTIHYHMH,
BEPOSITHO, BBy MaJIOTO YKcia OOJBHBIX B MOJArPYIIax
(p=0,22) (puc. 2). OnHaxo obpamian Ha ceOst BHUMaHuE (axT
TTOBBIIICHHUS JOJIM OOJNBHBIX CO CHIOHTAHHBIMH MYTalMsIMUA
Ha (hoHEe MOPOUIHOTO OXKMPEHUS IPHU SHJOMETPHOUTHOM
1 MYIIMHO3HOM paKe STMYHHKOB.

McToTMN onyxoAn

CeposHbiit P4

CBETAOKAETOYHbIN PY

MyumHO3HbBIM PA

CMmeLLaHHble

Bcero

DOHAOMETPUOMAHBIM P4

SMNUTEANAAbHBIE OMYXOAU

YacTtoTa MOPGMAHOI'O OXHUpeHUusa 'y 60AbHbIX PAKOM AIUHYHUKOB C YH4€TOM HOCUTEAbCTBA reHoB

BRCA1/2 1 ruCTOAOrM4ECKOro TUNA OMYyXOAHU

HocuteabcTBO FT€PMUHAAbHbBIX

NauneHTkn MyTaumi reHoB BRCA1/2
n (%) C MOPGUAHBIM  y NALMEHTOK C MOPGUAHBIM p
OXHUpEeHUeM, oXupeHuem, abe. (%)
abce. (%)
ecTb HeT

358 (100,0) 73 (20,4) 4(1,1) 69 (19.3) <0,001
143 (100,0) 12 (8,4) 1(0.7) 11(7.7) 0,003
72 (100,0) 4(5,6) 0(0) 4(5,6) 0,043
47 (100,0) 5(10,6) 1(2.1) 4(8,5) 0,170
15 (100,0) 2(13.3) 1(67) 1(6.7) 1.0
635 (100,0) 96 (15,1) 7(1.1) 89 (14,0) <0,001

CrenoBaTenbHO, IPU FEPMHUHAIBHBIX MyTalUAX pemna-
PalOHHBIX TEHOB MOPOMIHOE O’KMPEHHUE HE SIBIISIIOCH CO-
MyTCTBYIOUIUM ()aKTOPOM, CIIOCOOCTBYIOIINM Pa3BUTHIO
3JIOKaYECTBEHHOI'O IOPa)KEHHUsI INYHUKOB. B padote no-
Ka3aHO CONpsKEHUE MEXAY HacledyeMbIMH MyTallUsIMU
reroB BRCA1/2 u cepo3Hoii kapiumHOMO# simaHUKOB. Kak
HU3BECTHO, CEPO3HBIN paK SUUYHUKOB ABISETCS OCHOBHOM
MIPUYHUHOM CMEPTH OOJIBHBIX C OIIYXOJIEBBIM MTOPAKCHUEM

25

20.7 p<0,001
! 20
20
15
S
10
5 4,2
2,8 2.1
: H =
Cep PA 3Hp PA Ce PA Myu PA Cmew

PucyHok 1. YaCTOTA repMMHAAbHBIX MyTaLLMIA TeHOoB BRCAT1/2 y GOAbHbIX
PAKOM FUYHUKOB B 30BUCHUMOCTH OT TMCTOAOTMHECKOTO THUMA OMYXOAM.

Mormedanme: PA—pak am4HMKoB; Cep — CePO3HbIM; DHA — SHAOMETPUOMAHBIN;
CB — CBETAOKAETOMHbIM; MyLL — MYLIMHO3HBIN; CMELL — CMELLIAHHbBIE OMYXOAM.
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PucyHok 2. HaCTOTG MOPOUAHOTO OXMPEHMS Y BOAbHBIX POKOM ANYHM-
KOB HO OOHE rEPMUHAABHBIX M COMATUHECKMX MyTaLMM reHoB BRCAT
1 BRCA2 C y4€TOM M’MCTOAOTHMHECKOTO TUMA OMYXOAM

Mormedanme: PA—pak amiHMKoB; Cep — CePO3HbIM; DHA — SHAOMETPUOUAHBIM;
CB — CBETAOKAETONHbIM; MyLL — MYLIMHO3HBIN; CMELL — CMELLIAHHbBIE OMYXOAM.

sInYHUKOB. Clle10BaTeNbHO, BBISIBICHUE HOCUTENEH naTo-
TEeHHBIX MYTAalHi CpelH KEHIUH CII0COOCTBYET (POPMH-
POBAaHUIO KOHTUHIEHTA JIUI] [/l IPOBEAECHUS AKTUBHOIO
PaHHETO BBIABIECHHS BOSMOXKHON OHKOJIOTMUECKON MaTOIOIUU
SIMIHUKOB. MopOuIHOE OXKUpPEHHE OBLIIO aCCOLMUPOBAHO
co cnoHTaHHeIiMu MyTanusmu renoB BRCA1 u BRCA2.
H3menenue ob6pasa xKU3HU, CIIOCOOCTBYIOIIEE CHUKEHUIO
Beca Tela, SBISETCS Mepoi MPOQHIIAKTUKY CIOHTaHHBIX
MyTaluil pernapanuoHHBIX T€HOB.

BuiBoabl

1. Y GOJNBHBIX pakoM SIMYHUKOB I'€pMHHAJIBHBIC MyTalllN
renoB BRCA1 u BRCA2 Bcrpeuatorest B 13,5 % u co-
MIPSDKEHBI C Pa3BUTHEM CEPO3HOM KapIIMHOMBI SIMYHHUKOB.

2. Yacrora MOPOHIHOTO O)KUPEHHMS IIPH CIIOHTAHHBIX MyTalld-
six reHoB BRCA1 u BRCA?2 BbI1nie, 4eM npu repMUHAIIBHBIX
myTamsx (20,75 mporus 8,1 %, p=0,05), yro no3Bosnser
pacueHuBaTh MOPOUIHOE OXKUPEHNE KaK (hakTop pHCKa
CHOHTaHHBIX MyTallMi penapanuoHHbIX TCHOB.
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