y‘{I/ITBIBaH, JaCTOTY BCTPCHACMOCTH Pa3JIMUHBIX T'MCTOTUIIOB onyxoneﬁ SAUYHUKOB
U HUX CBA3b C HaJII/I‘-II/ICM/OTCYTCTBI/ICM H&CJ’ICI[CTBCHHOﬁ npcaApacIioja0KCHHOCTH,
OIIpcAcicHa KaTCropus IKCHIOWMH, KOTOPBIM B IIOCIICOIICPAIIMOHHOM IICPHUOJIC
palMoHaIbHO TMPOBOAWTH TeHeTHueckoe oOciemnoBanue. OoOs3arensHoe JIHK-
TCCTUPOBAHUC JTOJDKHO CTAaTb HEOTHhEMJIEMOM YacThI0 KOMILIEKCHOTO 06CJ16I[0BaHI/I}I
JKEHIIINH CO 3JI0KAaY€CTBCHHBIM HOBOO6pa30BaHI/ICM SAAYHUKOB OJIs1  OIIPCACJTICHUA
FEHETUYECKOM  MPEIpacloiOKEHHOCTH, pPHUCKAa  Pa3BUTHUS  HOBBIX  OMYXOJIEH,
WHIUBUAYIN3AlMN JIEYCOHBIX TOAXOJ0B M Pa3pabOTKU MPUHITUIIOB NPOPUIAKTHKH
paka y KpOBHBIX POJCTBEHHUKOB IIPU BBISABICHUU Y HUX AHAJOTMYHOW MyTaluu B FEHE
BRCAL.

BoiBoabl. Ilpemmaraemerii momxon k auarHoctuke BRCAlfacconnmupoBaHHOTO
paka SIMYHUKOB IIeJecCO00pa3HO HauyMHATh C ompexaeicHus wMyTanuid 5382insC u
4153delA rema BRCAIl B mocjcomnepalioOHHOM TEPUOAC 1y MAIMEHTOK C
OIIPCACIICHHBIMU THUCTOJOTMYCCKMMU THUIIAMHU pPadKa SIWYIHUKOB, 4YTO II03BOJIACT C
BBICOKOH CTCIICHBIO 3(I)(I)CKTI/IBHOCTI/I Ipu MHUHUMAJIBHBIX . «3aTpaTax BbBISIBUTDH
TCHCTUYCCKU-ACTCPMHUHHUPOBAHHBIC CclIydan 3JIOKAYCCTBCHHBIX HOBOO6pa3OBaHHﬁ,
CHU3UTb 4YaCTOTy HICPBHUYHO-MHOKCCTBCHHBIX onyxoneﬁ U YCTAaHOBUTb CCMbH C
BBICOKHM OHKOJIOTHYCCKUM PHCKOM.
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OIITUMHU3ALIMA COBPEMEHHBIX [1I0AX0/10B B AMATHOCTHUKE
HACJIEACTBEHHOI'O PAKA ANYHUKOB

Casonesuuy E.J1.1, T'apeauk T.M.?, 2)Kao6uu M.B.1, Cmenypo T./1.3, lllyavea A.B.1

I'podHeHcKull 2ocydapcmeeHHblll MeOUYUHCKUlU yHUgepcumem?,
Y3 «I'podHeHckas 061acmHast KAUHUYECKas 601bHUYa»?,
HHcmumym 6uoxumuu 6uoso2uvecku akmugHbslx coeduHenuli HAH Beaapycu?

AKTyabHOCTb. VHTEpEC K M3YyYECHHIO 3JIOKAYECTBEHHBIX OIyXOJEH SMYHHKOB
CBS3aH C HEYKJIOHHBIM pPOCTOM 3a00J€Ba€MOCTH U BBICOKOW JIE€TaIbHOCTHIO. B
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NOCJIEAHUE TOJbI MO TAHHBIM HAI[MOHAJIBLHOTO KaHIIEP-PETUCTPa 3a00JI€BAEMOCTh PAKOM
auuyHuKoB B benmapycu konebnercs ot 17 go 20 ciywaes na 100 000 xeHCKOTro
HaceneHus. JletanbHOCTh OONBHBIX PAKOM SHMYHUKOB HA TIEPBOM TOAYy TOCIe
YCTAHOBJICHUS JuarHo3a pocturaet 35%.

Ocobasi poilb B pa3BUTHUM paka SUYHUKOB B HACTOSINEEC BpEeMs OTBOAMUTCA
reHeTuueckuM (QaxtopaM. ['eHeTHdeckas MPeApacloOKeHHOCTh K PaKy SUYHHUKOB
cTaja MpeaIMeTOM aKTUBHBIX HCCieAoBaHUM, korja B 90-e¢ rogpt XX Beka Ha JJIMHHOM
wiede 17-ii xpomocombl Obu1 OTKpHIT TeH BRCAL [1]. Myramuun B reae=BRCAL
HACJIEAYIOTCS 10 ayTOCOMHO-JIOMHHAHTHOMY THIy C HEMOJHOW TEHETPAHTHOCTHIO U
ACCOLIMUPYIOTCS C OYEHb BHICOKUM PUCKOM Pa3BUTHUS paKa SUYHUKOB MnpaKa MOJIOYHON
xkene3bl. CTaHOBUTCS OYEBHIHBIM, YTO TEHETHUYECKH OOYCIIOBICHHBIE, (DOPMBI paka
SUYHUKA OTJIMYHBI IO STHUOJIOTHH, KJIMHMYECKOW KapTuHe, (akKropam HpOTHO3a U
TpeOyIOT HHIUBUIYaJbHOTO JMArHOCTMYECKOro M JeudeOHoro nonaxona. Hayunble
UCCIIEIOBAHMS, IIPOBEICHHBIE HaMU U B psaae crpad Bocrounoi Espomsl,
JEMOHCTPUPYIOT, UTO CPEN MECTHOTO HacelieHUs Hanbojiee pacHpOCTpaHeHa MyTallus
5382insC B 20-m sx30ne rena BRCAL: B benapycu ona Bexpeuaerces ¢ yactotoit 60%, B
JlatBum - 58,6%, B Ilosbiie — 51% [2,3,4]. I1lo gaHHBIM POCEUNCKUX YUEHBIX MYyTallHs
5382insC cocraBiser 70-90% Bcex wmytanuii | tena BRCAl y manueHrok,
MIPOXKUBAIOIIUX B Pa3IMUHBIX pernoHax PoccunfS]- MyTtanuu, KOTOpble BCTPEYarOTCs B
OTJENbHBIX MOMYJSALMIX C BBICOKOW YAaCTOTOM, M3BECTHbI KaK OCHOBOIMOJArarollue,
«Ma)XOpHBIE» UM MyTalluu ocHoBaTelsd. B-HacTosimee BpeMs B benapycu npakTUKyeTcs
Harpasienue Ha BRCA-TecTtupoBanue 110 KOCBEHHBIM KIMHUYECKUM XapaKTePUCTUKAM
CeMEWHOro paka (MOJOION BO3PACT ZHayanma 3a00JIeBaHUs, CEMEHHBIM aHaMHE3,
NEePBUYHO-MHOKECTBEHHBIA XapakTep 3JO0KAaYeCTBEHHOTO Ipoliecca). Takoi mMmoaxon
TpeOyeT KOpPEeKIMU, TaKk Kak MHorue HocurtenbHUIBl BRCA-myTanuii 3a0oneBarmr B
nepuMeHonay3e Ju00 He HMEIOT OTATOIIEHHOTO ceMeiiHoro anamue3a. [logoOHas
0COOCHHOCTh OOBSICHSIETCS ©ECCUMIITOMHON Tepefaueid MyTaluy M0 MYXCKOM JTHUHHH,
HEMOJHOW TEeHEeTpaHTHOCThI0. JlJIi BO3MOXKHOCTH IIMPOKOTO HCIOJIb30BAHUSA B
KIMHUYECKOW TPAKTHKE . aKTyalbHa pa3paboTKa palMOHANbHBIX TMOAXOAOB K
MOJIEKYJISIPHO-TEHETUYECKON JMArHOCTUKE HACJIEICTBEHHOM MperpacrooKEHHOCTH K
Pa3BUTHUIO 3JIOKAYECTBEHHBIX OIyXOJeH OMpeNeNeHHbIX JOKaIu3aluid. 3HAYUMOCTb
BbIsiBIeHU. MyTaunii B reHe BRCAI1 o0OycrnoBineHa AByMsi OCHOBHBIMH acCHEKTaMU:
HEOOXOUMOCTHIO MOIU(BUKAIIMY JICUEOHBIX MEPONPHUATHI (KaK XUPYPrUUECKHX, TaK U
TEPANEBTHUYECKNX) ISl JKEHIIMH C HACJEJICTBEHHBIMH (OpMaMH paka SUYHUKOB H
BOBMO’KHOCTBHIO MJICHTU(PUKAIIMKM AHAJIOTMYHONW MYyTallu y 370POBBIX POJCTBEHHUKOB
HaIAEHTKH.

Hean. C nenpio pa3paboTKH ONTHMANBHBIX MOIX0J0B K auarHoctuke BRCAL-
ACCOIMMPOBAHHOTO paka SUYHUKOB TIPOBEICHO KJIMHUYECKOE, MOJEKYJISIPHO-
reHetTuyeckoe uccienoanne 406 manueHTOK ¢ BHepBbie BbIsABICHHbIM B 2008-2018
rojax 3JI0KauYeCTBEHHbIM HOBOOOpPA30BaHMEM SHMYHUKOB. YCIOBHEM BKIIIOUEHHUS B
uccienoBaHue ObUIO IPOBECHUE XUPYPTUUECKOT0 JI€UEHUs], HAIMYUE THCTOJIOTMYECKOM
BepuUKallUM JUArHo3a, a Takke UWHGOPMUPOBAHHOE COTJacHe >KEHIUHBI Ha
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npoBenenre JIHK-tecTupoBaHusi W 3amojiHEHWE OPUTHMHAIBHOW aHKEThI-ONMPOCHUKA,
BKJIFOYAaBUIEH BONPOCHI O CEMEMHOM OHKOJIOTUYECKOM aHaMHE3€, COCTABE CEMbU U JIP.

Metoasl uccienoBanus. BoisiBienus nomuMmopdHbix MapkepoB rena BRCAIL
OCHOBAHO Ha aJlJIeNTb-CHEIU(UUECKON TOJTMMEPa3HON IIEMHON peaKIuu ¢ IPUMEHEHUEM
MHTEPKAJUTMPYIOLIETO0 KPACUTENsl, Pe3yJbTaTbl KOTOPOW PETUCTPUPYIOTCS B PEATbHOM
BpeMeHH. JlaHHas MeTOAMKa BBISBICHHS MyTalldid OCHOBaHA Ha CIOCOOHOCTH K
HEKOBAJICHTHOMY CBSI3bIBaHHUIO (uryopeciupytonux coequHenuii ¢ JIHK, npusosinemy
K 3HAYUTEJIbHOMY YCHJICHHUIO (hIyOpPECIEHIIUN.

Pe3syabTarsl u ux odcy:xaenHue. [1o pe3ynbrataMm MOJIEKYJISIPHO-TEHETHUECKOTO
uccienoBaHus oOpaslia BEeHO3HON KPOBU Ha HAIMYUE TPEX «MaKOPHbBIX», sl BOCTOYHO-
CJIaBSIHCKOT'O HacelieHus MyTaiuil y 47 u3 406 nmanueHToK BhisBiacHA MyTalns 5382insC
B rene BRCAL1 (11,6 %), y 30 — myranust 4153delA (7,4%), y 4-myzarus 300T>G (1%).
Ha BTopom stane Obuta mpoBenena gononunutenbHas JJHK-nuarnoctuka 90 sxeHmuH ¢
KOCBEHHBIMHM TpPHU3HAKaMU HACIEACTBEHHOW MPEApPACHONIOKEHHOCTH (paHHUN BO3pacT
3a00yieBaHMsI, TMEPBUYHO-MHOXKECTBEHHBIC  OIMYyXOJIW; OTSATQUICHHBIH  CEMEWHBIH
anBaMHe3) Ha myTamuu 1806C>T, 185delAG, 3819del5, 3875del4, 5370C>T, 794delT B
rene BRCAI. Tonbko y Tpex >KEHIIMH MOJITBEPXK/IEHO HaJIM4YMe MOJOMKH B TEHE
BRCAI1. VYcranosneno, uto B 92% cnyyaeB cpeaM WIALMEHTOK C PaKOM SUYHHUKOB
umeroT Mecto e myTaruu B rene BRCAL - 5382insC (56%) u 4153del A (36%).

Knunnueckuii aHanu3 ucciaenyeMon Tpylnbl HAHMEHTOK MPEACTaBIeH B TaOJHIIE.
Pesynbratel  uccnepoBaHusi  00pabOTaHbl ' HAa  MEPCOHAIBHOM  KOMIIBIOTEpE
C  HCIOJBb30BAaHMEM  CTAHJAPTHBIX ‘KOMIIBIOTEPHBIX  mporpamMMm.  OTATOLICHHBINA
CEMEHHBIN/MNYHBIA aHAMHE3, PAHHUK BO3PACT 3a00JieBaHNsI HEOOXOIMMO paccMaTpUBaTh
KaK OCHOBHbIE MapKepbl HAOW4Msi  HACICJICTBEHHOM MPEIpACIONIOKEHHOCTH U
nopexieHnii B reHe BRCAIL. OaHako, Kak MOKa3bIBalOT HAIM JIAHHBIC, MCIIOJIb30BaHUE
TOJILKO JTHUX KPUTEpUEB OTOOPa MO3BOJISIET BBIIBUTH Bcero 17% HocuTenel MyTaluu B
reie BRCAl cpenu mnamueHTOK C OMyXOJbl0 SUYHUKOB. AHAIM3 KIMHHUYECKHUX,
AHAMHECTUYECKHX  H( _maroMopdojormueckux  gaHHBIX 406  MaluMeHToK  Co
3710Ka4€CTBEHHBIMILHOBOOOPA30BaHUSIMU STMUHUKOB MOKa3all, yTo MyTtaimu B reHe BRCA1L
ACCOLIMUPYIOTCS  C 'CEPO3HOM, CBETIOKIECTOUHOU, TyOyIsipHON U HeauddepeHITupOBaHHON
KapuuHOMOM « (Tabmwmia). [lpu s3ToM cpemum KEHUIMH C  HOBOOOPa30BaHHUSMU
HESIUTENNAIBHOTO =~ TeHe3a, IMOrpaHUYHbIMH U BBICOKOAM(QEepeHIIMPOBAaHHBIMU
AMUTEIMATEHBIMI OMYXOJISIMA MBI HE OOHapy:XwWiu HU onHou myTanuu B rene BRCAL.
VY4uThIBas, YaCTOTYy BCTPEUYAEMOCTH PA3IMYHBIX T'MCTOTUIIOB OIYyXOJIEH SMYHUKOB M HX
CBSI3b' C HAJIMYUEM/OTCYTCTBUEM HACJIEJCTBEHHON MPEIPacIiONOKEHHOCTH, OIpe/IesieHa
KaTEropHs KEHILIWH, KOTOPbIM B MOCIEONEPALMOHHOM MEPUOJIE PALMOHATIBLHO MPOBOJIUTh
reHernyeckoe obcnenoBanue. OOszarenbHoe JIHK-tectupoBanume JOMKHO — CTaTh
HEOTHEMJIEMOM YaCThIO KOMILIEKCHOTO OOCIEI0BaHUSl >KEHIUH CO 3JI0KAUYECTBEHHBIM
HOBOOOpa30BaHUEM SIMYHUKOB I ONPEICNICHUS] T€HETUYECKON IPEIpacIioyioKeHHOCTH,
pHCKa Pa3BUTHUS HOBBIX OIyXOJel, MHIUBHyaTU3aLUH JIEYEOHbIX MTOJIX0I0B U Pa3paboTKU
NPUHIUIOB MPOPUIAKTUKH paka y KPOBHBIX POJCTBEHHUKOB IPU BBISBICHUM Y HUX
aHayornyHou mytarnuu B Tene BRCAL.
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Tabmuma. — Myrtanun 5382insC u 4153delA B rene BRCAI npu 31m0KaueCcTBEHHBIX

HOBOO6paSOBaHI/I$IX SAUYHHUKOB

YacroTa BRCAL — acconnupoBaHHBIN paK SUYHUKOB
KonTuarent B 0011 5382insC | 4153delA Penxue Yacrora }
(TpyTIITBI) MAIIMEHTOK rpymme n (%) n (%) MYTaIlW# | B KOHKPETHOM
n (%) n (%) | rpymme n (%)
406 0 30 7 84
0 y 0 y 0 [} 0
Beero 100%) | 47 A% 1 7 a00) | (17w 20,6 %
PanHuit Bo3pact BbisiBieHus PS5 95 11 7 2 20
(<45) (23%) (2,7%) (1,7%) (0,5%) (21%)
OTSATOIICHHBINM CEMEHHBII aHaMHE3 65 13 15 2 30
o PS/PMX B 1 nmunuu (16%) (3,2%) (3,7%) (0,5%) (46%)
otaroucments covetmt anes | L2 ' ° ! 14
oot /PA%K A (3%) (1,7%) (1,5%) #170,25%) (100%)
PMOK 25 8 4 1 13
B JINYHOM aHaMHE3e (6%) (1,9%) (1%) (0,25%) (52%)
e e o | 20 | 2 L@ | s | g
(60%) (5,4%) (3%) (0,7%) (15%)
3IMHUSX POJCTBA
Onyxoynu SMYHUKOB 15 i i i i
HESHUTETHATBHOTO TeHEe3a (4%)
292 3 26 6 77
Cepo3Hast aJieHOKapIHHOMA (72%) 42 (10,3%) (6,4%) (1,5%) (26%)
TyOynsipHas aneHoKapLuuHOMA L 3 L - 4
YOYyJIApHa aIeHOKapH 25%) | (0,7%) (0,25%) (40%)
CBeTJIOKJIETOYHBIN paK 8 (2%) - 1 (0,25%) |1 (0,25%) 2 (25%)
MyYIHHO3HBIN paK 29 (7%) - 1 (0,25%) - 1 (3%)
JHIOMETPHOUIHBIN pak 22 (5%) - - - -
HenuddepennmpoBaH-HbIi pak 8 3 - - 3
UOEpEHIp p (2%) (0,7%) (38%)
[TorpaHuyHbBIC OMYXONH 18 (4%) - - - -
41
[udbdepentmpoBka omyxonu Gl (10%) - - - -
72 7 6 13
Iudbdepeniuporka omyxonn G2 (18%) (1,7%) (1,5%) - (18%)
187 33 24 7 64
Jnddepenimposka omyxonu G3 (46%) (8%) (6%) (1,7%) (34%)
Iubdepentmponka onyxonu (G) 82 3 1 i 4
HE yCTaHOBJICHA (20%) (0,7%) (0,25%) (5%)
Tect Ha myTanmu 5382insC u bes sarpar
[Ipennaraemas rpyrmnma naiueHToB, 300 Ha MOMCK 66
4153delA BRCA1 B /0
MO/IeKAaIast 00CIeI0BAHUIO (74%) Hepuoe peKnX (22%)
MyTanun
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BoiBoabl. Ilpemnaraemeiii monxon k auarHoctuke BRCAl-acconmnpoBanHOTO
paka SMYHUKOB IIeJiecO00pa3HO Ha4yMHATHL C omnpeneneHus mytaruid 5382insC wu
4153delA rtema BRCAI B mocieomepalldOHHOM IEPHOAC Yy IAIUEHTOK C
OIIPCACICHHBIMU THCTOJOTMYCCKUMU THIIAMH pPaKa SWYHUKOB, 4YTO IIO3BOJISICT C
BBICOKOH CTCIICHBIO B(I)(I)CKTI/IBHOCTI/I npu MUHHUMAJIBHBIX  3aTpaTax BbBISIBUTDH
TCHCTUYCCKU-ACTCPMHUHHUPOBAHHBIC Cclydan 3JIOKAYCCTBCHHBIX HOBOO6pa3OBaHI/II71,
CHU3UTb YaCTOTYy NICPBHUYHO-MHOKCCTBCHHBLIX OHYXOJIGI\/'I n YyCTaHOBHUTbL CEMBbH C
BBICOKHMM OHKOJIOTHYCCKHUM PHUCKOM.
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METO/J AHAJIN3A CIIEKTPA KAPAUOUHTEPBAJIOTPAMM C IIOMOLIbIO
YCPEAHEHHOH OHEHKH CMEIHAHHOTI'O MOMEHTA TPETBEI'O IIOPAZIKA

Cakosuu T.H.

YO «I'podHeHckull 20¢ydapcmeerHblll MeduyuHckutl YHU8epcumemny»

AxTyanbHOCcTh. CHEKTpalIbHBIN aHATU3 BCEr/la COXPAHSET CBOKO aKTyalbHOCTH,
IIOCKOJIBKY TTO3BOJIIET PabOTaTh C JIFOOBIM BHJIOM JAHHBIX, UMCIOIIUX MTEPHOINUECKYFO
cTpykTypy [1].AMeauunna He SBISCTCS UCKIOYCHUEM M IIUPOKO MPUMEHSET METOJIbI
CICKTPaJbHOLO aHadW3a IPH HCCICIOBAHUN JIAHHBIX, HMCIONIMX JHHAMHYCCKYFO
3THOJOTHEO ] IpOBEICHBI MHOTOUUCIICHHBIC HCCIICIOBAHKS B OOJIACTH KapAHOJIOTHH, T10
BBISIBIICHUIO BOJTH Pa3IMYHON IJIMHHBI B KapIUOWHTEPBAJIOrpaMMax, Uii 0OOCHOBaHUS
UPUYKH WX CYIICCTBOBAHUS U BOSHUKHOBEHU [2].

Iesn. [lanHOE McceoBaHNE HAMPABICHO Ha pa3pabOTKy HOBOTO METO/a aHaJIH3a
CTIEKTPAIBHBIX XapaKTEePUCTUK TUHAMUYICCKAX BPEMEHHBIX psiioB. CBOWCTBA MOMEHTOB
BBICIITUX TTOPSIIKOB BBISBISITh TIEPUOJIBI HCCIICTYEMbBIX BPEMEHHBIX PSIOB — W3BECTHBI,
HO B CHJIy CBOCH MPOCTPAHCTBCHHON pealln3allii, TSKEIO MOIJAI0TCS aHAIU3Y,
MIOCKOJIBKY TPHUXOJIUTCS aHAJIM3MPOBATh MHOTOYHUCIICHHBIC TUIOCKOCTHBIC CCUCHUS
MIOCTPOCHHBIX OlEeHOK. OmnwuieM MeToJ aHamM3a NEePUOJUYECKUX COCTaBISIONINX
KapJIMOMHTEPBAIIOTPAMM C TOMOIIBIO CKOHCTPYUPOBAHHOW YCPEIHEHHOW OIEHKH
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