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OueHka pacnpoctpaHeHHocTH BRCA-
aCCoOLUMMPOBAHHOI0 pPaka MOJIOYHOW Xenes3bl
B MOCKBe B paMKax 0a/lecoBCKOro noaxona

BrickoBaTbix A.B.!

AKkTyanbHOCTb. B Poccun pak monoyHonm »kene-
3bl (PMPK) Ha NPOTAXEHNM MHOTUX NIET COXPAHAET
nepBoe MecTO B CTPYKType OHKOJIOTMYeCKMX 3a-
6oneBaHVN CPean XeHWKWH 1 cocTaBnseT 21% ot
o6LLero yncna BnepBble BbIAB/EHHbIX CJTy4YaeB 3J10-
KauyeCTBEHHbIX onyxoneln. [laHHble iMTepaTypbl Mo
pacnpocTpaHeHHocTn  BRCA-accoummpoBaHHOro
PMX pa3sHOpofHbl, YTO MOXeT ObiTb CBA3aHO
C 0COGEeHHOCTAMN PEKBEHTUCTCKUX METOAOB
cTaTucTmyeckoro aHanusa. Lenb - oueHutb pac-
npocTpaHeHHOCTb BRCA-accouumnpoBaHHoro PMK
1 BEPOATHOCTb BO3HWMKHOBEHWUA CMOPaAMYECcKOro
PMX 'y »eHwmnH MOCKOBCKOro permoHa ¢ Ucnosb-
30BaHMem 6allecoBckoro nopxopa. Martepman
n metoppl. [lo pesynbTatam MomMcka MCTOYHUKOB
B 6a3e pgaHHbIx E-library.ru B mepuop c AHBaps
2010 no mapT 2019 r. 0TO6pPaHbl 13 OpUrMHaNbHbIX
nccnefoBaTenbcknx pabot u 8 ob63opoB nutepa-
Typbl, cofepaliMx [aHHble UccnefoBaHUN Ha-
cnepctBeHHoro PMXK Ha tepputopumn Poccninckon
Oepepauyuy, Pecnybnukn Benapycb u YKpaunHbl.
OueHKa pacnpoCcTpaHeHHOCTVM MyTauui B reHax
BRCA, ocHOBaHHas Ha nNpvMeHeHUN 6aliecoBCKOro

noaxopa v GopMyIbl TOIHON BEPOATHOCTU A1 He-
COBMECTHbIX COBbITUIA, MPOBefeHa C UCMOb30Ba-
HVeM JaHHbIX OJHOW PaboTbl — MONEKYNAPHO-TreHe-
TUYEeCKOro TecTmpoBaHua 3826 naumeHTok ¢ PMMK
MockoBcKoro pervoHa B Bo3pacTte ot 22 go 90 net
(®OrbY «PHLIPP» MuH3ppaBa Poccun). M3 Bcex npo-
BeAeHHbIX B Poccuun nccnefoBaHnin OHO COAEPXKNUT
Hanbonee 06beMHYI0 BbIOOPKY, OXBaTbIBAET Mpak-
TMYECKM BeCb BO3PAaCTHOW AManasoH, aBTOpamu
NoApo6HO onmncaH An3aiH UCCIeA0BaHNA, yKa3aHbl
MeTop ANArHOCTUKM U CMEKTP aHann3npyembix My-
Tauun. Pesynbratbl. PacnpoctpaHeHHocTb BRCAT-
accoynmnpoBaHHoro PMX cpeau »eHWwmnH MocCKBbl
cocTaBnfeT okono 0,037%. OblenonynALMOHHan
pacnpocTpaHeHHOCTb Haubosnee 4YacTo BCTpeva-
owmxca myTaumn reHa BRCAT (myTtaumm 5382insC,
185delAG, 300T>G, 2080delA, 3819delGTAAA,
4153delA) coctaBnaeT okono 0,05% cpean >KeH-
cKoro HaceneHusi MOCKBbI 1, COOTBETCTBEHHO,
okono 0,1% cpenun Bcero HaceneHus. BepoAaTHocTb
BO3HMKHOBEHUA cnopaganyeckoro PMX B eHcKonm
nonynAauMm MockBbl 6€3 Kakux-Tmbo FreHHbIX Ao-
MUHaHTHbIX MyTaLuWIn, accoumMmpoBaHHbIx ¢ PMK,

cocTaBnaeT okono 1%. 3aknioueHme. [1na aHanu3a
pacnpocTpaHeHHOCTN MyTauui B reHax BRCAT/2
B poccuiAckon monynAuumn 6onbHbix PMXK Brnep-
Bble NprMeHeH 6GalecoBcKuin meTopa. MNonyyeHHble
[aHHble XOpOLIO COMNacyloTCA C  aHanoOrMyHbI-
MU MoKa3aTenamu no benropoackoi obnactu
n Cnbrpckomy permoHy Poccun, fpopgHeHcKom 06-
nactu Pecny6nuku benapycb.

KnioueBble cnoBa: pak MOJIOYHOW »ene3bl, Ha-
CNeACTBEHHbI pak MonoyHom »xenesbl, BRCAI,
BRCA2, meTop bawneca, poccuinckasa nonynayma

Ana yntupoBaHmsa: BuckosaTbix AB. OueHKa pac-
npoctpaHeHHocT BRCA-accouymmpoBaHHOro paka
MOMIOYHOW Kene3bl B MOCKBe B pamkax 6anecos-
CKOro nofxoAa. AnibMaHax KIMHNYeCKON MeguUMHbI.
2019;47(8):691-701. doi: 10.18786/2072-0505-2019-
47-077.

Moctynuna 09.03.2019; gopaboTtaHa 12.12.2019;
npuHATa K nybnvkaumy 18.12.2019; onybnmkoBaHa
OHnamH 27.12.2019

ak MorouHoi xerne3sl (PMJK) Ha npoTspkeHun

MHOT¥IX JIET COXPaHsAeT NepBOE MECTO B CTPYK-

Type OHKOJIOIMYEeCKMX 3a00JIeBaHMIT Cpenn

keHIuH. B Poccun B 2017 1. Ha ero oo mpu-
xommnock 21,1% ot 061ero 4ncia BIepBble BBLIBIEH-
HBIX CJIy4aeB 3/I0Ka4eCTBEHHBIX HOBOOOpasoBaHwil. 3a
nocnenure 10 ret (¢ 2007 mo 2017 r.) mpupoct 3a60-
nesaemoct PMDK cpemn >xeHmmH coctaBun 33,38%.
B cTpyKkType cMepTHOCTY >KEHIIMH OT OHKOJIOTMYECKMX
3abomneBaHmit yaenbHbI Bec PMOK Hamnbormbimmit u co-
crasstet 16,4% (2017) [1].

C momeHTa OTKpbITIA TeHa BRCAI 11 COOTBETCTBY-
IOILIETO eMy 6erka Hanborblilee BHIMAaHIe HayqHOTO CO-
0611[ecTBa 1 K/IVHUIVICTOB YAe/IIeTCS HACIEACTBEHHOMY
BRCA-acconympoBanHoMy paky. C OJHOI CTOpOHBDI,
OH CBfI3aH C IVIOXMM IIPOTHO30M /I JKM3HY, PaHHUM
MaHU(pecTNpOBaHMEM, KOHTpPA/IaTepaIbHbBIM PaKOM
MOJIOYHOJ! JKeIe3bl ¥ PAKOM ANYHMKOB, a C IPYTON —
PaHHSAA €ro AMarHOCTVIKA U POQIIAKTYIKA I03BOLAIOT
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CYILLECTBEHHO YBEMYUTD BLDKMBAEMOCTD TaKMX Ialy-
eHTOB O71arofiapsi IPaBWIBHOMY BBIOOPY TaKTUKM JIe-
4yeHns1 (BIUIOTH /10 MPODUIAKTUYECKO MaCTIKTOMUM
u oBapyakToMun) [2, 3]. B cTpykType HacmencTBeHHOro
PMIK uacrora BRCAI- u BRCA2-acconuypoBaHHOTO
PMDK, o ogHuM gaHHBIM, cocTaBiseT 45 n 35% coot-
BETCTBEHHO [4-6], ITO IpyTUM — BapblpyeT B IIpefeax
25-30% [2, 7]. B 1enom Ha JOJTIO HACTIEACTBEHHOTO PaKa
cpeny nanyenTok ¢ PMOK npuxopmtest 5-10% (2,4, 8,9].
OpHako, 0 MHEHNIO OT/E/bHBIX aBTOPOB, 3TOT IT0Ka3a-
TeJIb MOXKeT ffocTurathb 25% [10]. AHanmM3 HaHHBIX peru-
crpa SEER mnoxkasarn, uro B CIIA (mrater Kamipopuus
u Jhxopmxust) cpenu 6ombabix PMOK crapure 20 et
pacnpocTpaHeHHOCTb MyTanuii B reHe BRCAI cocraB-
nstet 3,2% u BRCA2 - 3,1% [11]. ViccnenoBanmue, mpo-
BefleHHOe B BemkoOpuranuy, BKIouuBLIee 2733 XeH-
HIMHBI B Bo3pacTe oT 18 o 40 neT ¢ guarnosom PMIK,
BBIABMIIO 7,35% IAMeHTOK ¢ MyTauysamy B TeHe BRCA 1
u 5,01% - B rene BRCA2 [12]. B poccuiickoit xoropre
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Tabnuua 1. O630pHble CTaTb MO PACMPOCTPAHEHHOCTV My TaLmi B reHax BRCA B Poccun’

WccnepoBanune PacnpocTtpaHeHHOCTb MyTauuii cpean O6wenonynAauMoHHasn MeHeTpaHTHOCTb MyTaLmin
>KeHLWMH ¢ PMXK, % pacnpocTpaHeHHOCTb MyTaLuii cpeamn (KymynaTuBHbIn puck PMXK), %
>KEeHLWWH, %

BRCAT BRCA2 BRCAT BRCA2 BRCAT1 BRCA2
OmwnTpues B.H. n coasr. [16] 5-10" <17 80-85"
NmanuTos E.H. [17] 2-4 0,1 85-90 65-95
Nantnes C.A. v coasT. [18] 20-50" 0,1 85 86
Jio6ueHko J1.H. n coasr. [2] 30™ 0,125-0,1" 57-65 45-49
MapokoHHas A.A. [19] 56-87"
MoptHon C.M. 1 coasr. [3] 2" 80-85 80-95
Cemertein K.A., Maknmbetos 3.K. [10] 1-7 1-3 0,125-0,1" 50-80 50-85

Cemurnasos B.Q. n coasr. [20]

<5"

PM> — pak MOIOUHOW Xene3sbl
"B 0630pHbIX paboTax NpMBOAATCA COOCTBEHHbIE JaHHbIE aBTOPOB

" [laHHble OTHOCATCA K 060MM reHam

nanmeHTok ¢ PMOK B Bospacre ot 20 fo 40 ner (n="74)
repMuHajbHble MyTauyy reHa BRCAI oOGHapyskeHb
B 17,5% cnyuaeB [13]. B o63opHoit crarbe E.S. Santos
U coaBT. [14] coobmiaercss, 4YTo MyTauMu B TeHAX
BRCA1/2 Bcrpevatorcst B 10% cmy4yaeB AMarHOCTMpPO-
Banzoro PMJX, rpy 5ToM 60/IBIIMHCTBO TaKVIX [TALVEH-
TOK MIMEIOT OTATOIIeHHbI aHamHe3 1o PMDOK. Passutue
3a007IeBaHIsT MOXKET OBITH CBSI3AHO C PA3/INIHBIMU Me-
XaHM3MaMU, BbI3bIBAIOIIVIMI JePEry/IALVIO IKCIIPECCUN
TaHHBIX T€HOB, B TOM YIIC/Ie C M3MEHEHUAMY B HEKOIV-
pytorux obmactsax BRCA.

Pa3HOpPOHOCTD J[AHHBIX O PacCIpPOCTPAHEHHOCT
PMJK B 1enoM U HaclefCTBEeHHbIX (OPM B YacCTHO-
CTM OCTaB/sIET OTKPBITBIM BOIPOC O METOJO/IOTUN
OLIEHKV SINJIEMIOJIOTMYECKMX IIOKasaTesneil. Bmecre
C TeM 3HaHMe VCTMHHOM pPaclpOCTPAaHEHHOCTM 3a-
6oneBaHMsI B KOHKPETHOM peryvoHe MMeeT 3HadeHue
I paHHelt auarHoctuky u npodumaktuku BRCA-
acconymposanHoro PMDK. Merop Baiteca (1763) yxe
JONTMe TOAbI IPVIMEHAETC LA aHa/lIu3a CTaTUCTIYe-
ckyx maHHBIX. OH yCTaHaB/IMBaeT MPABIU/IA, IO KOTO-
PBIM IIPOMCXOANT IpeobpasoBaHie B IpoLecce HabMo-
meHys. Viges sToro MeTofia 3aK/II0YAETCS B IIepeXofie OT
AIPUOPHBIX 3HAHWII (TOYHee, He3HAHMII) K alloCTepH-
OPHBIM C y4eTOM Hab/ofjaeMblIx siB/IeHuiL. B crarbe [15]
HOAPOGHO pacCMaTpPUBAIOTCA IMpeuMylecTBa 6aiiecoB-
CKoro monxopa u mpobnema dambcrduKanMy TaHHBIX
Ha OCHOBe 0o7Iee MOIY/IAPHOrO PPEKBEHTUCTCKOTO Me-
Toma. B HacTosIIelT paboTe MbI pelIi OLEHUTD pac-
npocTpaeHHOCTb  BRCA-accormmposanHoro PMOK
1 BEPOSITHOCTb BO3HUKHOBEHM: criopajdeckoro PMOK
y KeHIIMH MOCKOBCKOTO PEervoHa C VICIIOIb30BaHNEM
6artecOBCKOro MOAXOA.
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MaTepman 1N MeToabl

MarepuanoM HacTosmiell paboTbl HOCTYXWINM JjaH-
Hble MCC/IEJOBAHNI IO OIpPENENIeHNI0 MyTaluil B Te-
Hax BRCA Ha teppuropun Poccuiickoit @enepanun,
Benapycu u Ykpaunsl. Ha mepBom sTarme 6bUT mpes-
IPUHAT IONCK MCTOYHUKOB — CTaTell, OyO/IMKOBaH-
HBIX B 6ase gaHHBIX E-library.ru, cogeprkaimyx pesynp-
TaThbl TAKUX UCCIIEIOBAHNI.

MeToamka oT6opa UCTOYHUKOB UCCNEA0BAHMS
B 6ase pannbix E-library.ru aBropom nposesieH cucre-
MaTUYeCKMII TOMUCK MCTOYHMKOB, OIYOIMKOBAHHBIX
B nepuop ¢ auBaps 2010 mo mapr 2019 r., ¢ ucnonpso-
BaHUEM CJIeAYIOIINX KITIOYEBbIX CIOB: «PaK MOIOYHOI
Kere3bl» / “breast cancer”, «HaCTIeICTBEHHBIIT PaK MO-
7I04HOI1 >Kemesbl» / “hereditary breast cancer”, “BRCAI”
n “BRCA2”, «reHeTHYeCKOE VCCIIENOBAHME TIPU PaKe
MOJIOUHOJ >Kene3bl» / “genetic  research in breast
cancer’, «pacrpoctpaneHHOCTb BRCA paxa MOIOYHOIT
xKernesbl» / “prevalence of BRCA breast cancer”, «<mertop
Baiteca» / “Bayes method” [Ina anamisa oToOpaHbI
8 0630pOB /IMTEPATYPBI C JAHHBIMM COOCTBEHHBIX VC-
CTemoBaHuUit aBTOpoB (Tabm. 1) u 13 crareii ¢ pesyb-
TaTaMl OPUIVHAJIbHBIX VCCIIC[IOBAHMII HACIEeNCTBEH-
Horo PMJK na Tepputopun Poccuiickoit ®@epepariuny,
Pecniy6rmmku Benapych u Ykpansst (tadn. 2). Kpome
TePPUTOPUATIBHOTO IIPU3HAKA IPY 0TOOPE OPUTUHAIIb-
HBIX pabOT YYUTHIBAINCH PasMephbl AHAIM3UPYEMOIL
BBIOOPKM M TIPUHIMIIBI ee (GOPMUPOBAHMsA, BO3PACT
JKEHII[UH, CIIEKTP aHA/IM3MPYEMbIX MY TAI[Vil I METOMBI
VX BBIAB/ICHMA.

Vccenenosanue [9], mpoBenennoe B PI'BY «PHIIPP»
Mumnsppasa Poccun ¢ 2010 mo 2016 I. KO/IEKTMBOM

OpI/IFI/IHaJ'IbeIe CTaTbW
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7MabopaTopuM MOJIEKY/IAPHOJ OMONOIMYN M IUTOTeHe-
THKM cpefn manueHToK ¢ PMJK MockoBckoro pern-
OHa, sBJIAETCA Hambonee OOMIMPHBIM, CONEPXKNUT HaM-
6oree 06'beMHYI0 BBIOOPKY (3826 marmenTtok ¢ PMIK),
OXBaTbIBAET IIPaKTUYECKY BECh BO3PACTHOI [IMAIIa30H,
aBTOpaMy MOAPOOHO OIMCAH [AMU3AlH MCCIENOBAHUS,
YKasaHbl MeTOJ, IMaTHOCTUKY ¥ CHEKTp aHanusupye-
MBIX MYTalii, KpUTepUM BKTIOUEHNs ¥ HEBK/IIOUEHMA
JKEHIIH B obcmenoBanne. bonee o6beMHbIe MCCIeno-
BaHuA MyTaumit B reHax BRCA Ha Tepputopun Poccun
aBTOPY He U3BeCTHBL. TakuM 06pa3om, B OCHOBY HACTO-
AIIETO MCCIeTOBAHMs OJI0XKEHDI JaHHbIe PaboThI [9].

baiecoBckas Mofesb

I[TpoBeneHHast HAMU Ha OCHOBAHMUY TAHHBIX PaboOThI [9]
OlleHKa PacIpOCTPaHEHHOCTU MyTalmii B reHax BRCA
OCHOBBIBAETCs Ha IPUMeHeHNN 6alieCOBCKOTO MOfXO-
fa 11 GOPMYIIBL [IOTTHOI BEPOSITHOCTH J/Is HECOBMECT-
HBIX cOObITHII [33, 34].

B nyxe Teopun Barieca o onbITa, KOTOPBIN B JaH-
HOM crydae ectb oOHapyxxeHre PMOK (cobeitie A),
BbIABUTaeTCA pAf runores H;, H,, ...., H,, HecoBmecT-
HBIX 1 00Pa3yIOLMX MOHYI0 TPYIILY, TO eCTh CyMMa
UX BEPOATHOCTEN €CThb BEPOSTHOCTH [JOCTOBEPHOTO
cobbITyst 1 paBHa 1. BeposiTHOCTM IMIIoTe3 O OMBITA
(«anpropHBle BEPOATHOCTU») OINPENEIEHbl ¥ UMEOT
KOHKpETHBIE 3HAYEHVIST:

M =
=
=
T

P(H,), P(H,), ...., P(H,);

ITocne mpoBefieHMsA ONbITA PacCMaTPUBAIOTCA
«aIlOCTepMOPHbIE» BEPOATHOCTY TUIIOTE3 IPU YCIIO-
BUII, 9TO COOBITIE TIPOU3OIILIO:

P, )P(4] 1))

() 1,

P(H, | 4)=
rae P(A | Hi) — YC/IOBHAsI BEPOATHOCTD COOBITUA A TIpU
YCIOBUM BBIITOTHEHNA TUIIOTE3bI H,.

Dopmysna MOMHOI BEPOATHOCTY UMEET BUJL:

n
P(4)= Y P(A|H;)P(H;) ),
i=l
I7ie 1 — 9VCTIO AIPMOPHBIX TUIIOTE3.

Pacnpepienim Bce )KeHCKOe HaceleHye Ha YeTbIpe
TPYIIIBI B 3aBUCUMOCTY OT Ha/IM4MsA MYTaHTHBIX Te-
HOB ¥ PacCMOTPUM CJIeAYIOlIVe allpYOPHbIe TUIIOTe-
3bl (HECOBMECTHBIE COOBITHA):

H,={BRCAI} - y >KeHIUHBI MIMeeTCs HaC/IeNCTBEH-
Has MyTanus B reie BRCAI,
H,={BRCA2} - y >KeHIUHBI MIMeeTCA HaC/IeNCTBEH-
Has MyTaius B reHe BRCA2,
H,={MyTanum B ApyIVX reHax} — MMeIOTCA IpyTue
IDOMVHAHTHbBIE HAac/lIe[CTBEHHble MyTalluM B TeHaX,
acconuMpoBaHHbIX ¢ PMIK,

H,={ner MyTanuit} - He MMeeTCs Kakux-mbo fo-
MUHAHTHBIX MYTalMil B TeHAX, aCCOLMMPOBAHHBIX
c PMX.

O6bennuenne cobertnit H, i=1, 2, 3, 4 npencras-
7s1eT co0O0I OCTOBEPHOE COOBITIE, ITO HE BHI3BIBAET
comuennit. HecoBmecTHOCTh cobbiTUit H, i=1, 2, 3, 4
HOATBEPXKIAeTcs pesynbraramu padorsl [35], B Ko-
TOpOIl pu 06cIenoBanmy 193 >KEHIIMH ¢ AMarHo30M
U KIMHIYeCKVMY IIPU3HAKaMU HaceicTBeHHoro PMOK
Hanbosee YyBCTBUTEIBHBIM METOLOM BBICOKOIPO-
usBopuTenbHOrO cekBeHrpoBanus (Next Generation
Sequencing — NGS) obnapyxeno 13 myrtaumit B BRCAI
u 14 — B BRCA2. Ilpy 3TOM HaIIeHTOK C MyTalVsAMM
B JIBYX TeHaX OHOBPEMEHHO OOHApY>keHO He OblyIo.
AHalorn4HbIe Pe3y/IbTaThI Oy 4eHbl B padoTe [36] mpn
o6cnenosanuy MerogoM NGS 66 mammentok ¢ PMOK.
XOTsI 9TO U He UCK/TI0YaeT HAMMINUA TaKMX MAI[EHTOB,
HO BBIJLy MaJIOCTH X BO3MOYKHOTO KO/IMYECTBA I103BO-
JIAeT IPUHATh MX OTCYTCTBME, PV 3TOM HOTydeHHbIe
pe3ynbTaTel OyAyT He CIWIBHO OTINYATbCA OT MCTYH-
HOVI KapTuHbL. Hamdme Mmytanuil B Jpyrux reHax npu
MyTauuu B cemerictse BRCA, IO-BUIIMOMY, TakoKe He
CIIOCOOHO CYIIECTBEHHO M3MEHUTDb IIONy4eHHble pe-
3y/IBTAThI BCIEACTBIE /MO0 VX 3HAYNTEBHO MEHBIIEN
IIEHEeTPAHTHOCTI MO0 PERKOIl BCTPeIaeMOCTH COI/Iac-
HO COBPeMeHHBIM IpeficTaBneHysiM [37, 38]. YunrbiBas
BBIIIEN3/IOKEHHOE, K IAHHOI MO IpUMEeHUMa Te-
opust Barteca. IToypoGHBIt pacdeT HaH B IPUIOXKEHNUN.

Pe3ynbratbl

Pesynbrarhl pacueToB /i pucka BosHuMKHOBeHV:A PMOK
75% 1pyu Hanmuuy MyTanuii B reHax BRCA nipuBefieHbI
B Tab7. 3.

Pacnpocrpanennoctb MyTanuii B rene BRCAI
(myTatmm  5382insC, 185delAG, 300T>G, 2080delA,
3819delGTAAA, 4153delA) B >KeHCKOV HOIY/ALUY
Mocksp! coctaBuna okono 0,049%. B Tpetbio rpymmy,
BK/TIOYAONIYIO JKEHIVH C Pas3IMYHBIMM MYTALVAMI,
cesa3anHbiMU ¢ PMDK, HO He B renax BRCA, BoIm OKO-
70 1,4%. B paMKax JaHHOI MOJEIN OIPENETeHO, ITO
0KO01mo 98,5% >KeHCKOro HaceyleH1s MOCKBBI He IMEIOT
B FeHOMe KaKVX-mbo MyTanuit, mpuBopsaimmx k PVOK.
Cpennuii puck BosHukHoBeHM:A PMJK B TpeTbeii rpym-
e — oKoJ1o 4,9%, Torga Kak BepOsITHOCTb BO3HMKHOBE-
HuA cnopagydeckoro PMDK B o61welt momyssinmy xeH-
LIVH COCTaB/sAET OKOMO 1%.

BepositHocTp 06Hapy>kenmst mytaumit (5382insC,
185delAG,  300T>G, 2080delA, 3819delGTAAA,
4153delA) B rene BRCA I MeTO[IOM TIONMMEPA3HOIT 1€
HOJT peakumi B pexxuime peabHoro Bpemenn (ITLIP real
time) y malMeHTKM ¢ yCTaHOB/IEHHBIM AvtarHosoM PMDK
paBHa 3,45%. Uncro >XeHIVH ¢ MyTalMAMU B T€HAX, ac-
cormpoBaHHbIX ¢ PMUK, Ho He B BRCA, cpeay KOHTUH-
TeHTa C yCTaHOB/IeHHBIM inarHosoM PMJK cocrasrser

Buckosameix A.B. OueHKa pacnpocTtpaHeHHoCcT BRCA-accoLmmMpoBaHHOMO paka MOMIOYHOM xene3bl B8 MOCKBe B pamkax 6alieCoBCKOro Moaxoaa 693
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Ta6bnuua 2. OpurvHanbHble UCCNefoBaHWA No NOWCKY MyTaLmi B reHax BRCA B pOCCHICKOM, 6ENOPYCCKON 1 YKPAaNHCKOM MONynaLmax

WccneposaHne O6cnefyemblit KOHTUHTEHT
(TeppuTOpUA, KONNYECTBO

YYaCTHMKOB, BO3pacT)

MeTO,El nccnefoBaHuA, aHanusnpyemMmble MyTaummn PaCI'IpOCTpaHeHHOCTb MyTaLl,I/IIZ Cpenn anIMel-IaHVIe

KEHLWWH ¢ PMXK, %

BRCAT BRCA2

MUP real time, BRCA1 (185delAG, 5382insC),
BRCA2 (6174delT)

ApwcToBa .K. 3,2 (5382insC) 0

1 coasT. [21]

Benropopackas obnactb
PO, 217 »eHwuH ¢ PMX,
cpeaHuii BospacT

41,2 ropa
bateHeBa E.WN. Mockga, PO, 1091 xeHwwmHa TLUP real time, BRCAT (185delAG, 4153delA, 5382insC, 5,7 (5382insC - 6174delT - 0,2% HeotobpaHHas
1 coaBT. [22] c PMX, Bo3pacT He ykasaH  38719delGTAAA, 3875delGTCT, Cys61Gly, 2080delA, 4,0%) BbIGOPKa EHLMNH

2963del10, 3747insA), BRCA2 (6174delT, 1528delAAAA, c PMXK, Bo3pacT He

9318delAAAA) yKasaH
Boromonosa O.A.  lOXHbI degepanbHbin MLP real time, BRCAT (185delAG, 4153delA, 5382insC, 12 (5382insC), MauneHTKn
1 coasT. [23] okpyr PO, 133 nayuneHTKM 300T>G, 2080delA), BRCA2 (6174delT) 2,2 (300T>G) C KNVHUYECKUMU
c PMX, ot 24 o 79 net npusHakamm
HacnefCcTBEHHOTO
PMX
Kpyk T.B.n coaBT.  YepHoBuLKas 06nacTb, MLP real time, BRCAT1 (185delAG, 5382insC) 2,7
[24] YKpauHa, 74 »eHLMHbI
¢ PMX, Bo3pacT He yKasaH
Kpbinos A.1O. lpopHeHcKas obnacTb, PB, MUP real time, MyTaunmn He ykasaHbl 3,8
1 CoaBT. [25] 449 XeHLWmH ¢ PMXK,
54,8+11,7 ropa
Kypcrak UL.A. lpopHeHcKasa obnacTb, MUP real time, BRCAT (5382insC, 4145delA) 5,37 (5382insC) KeHWwmnHbI
1 coaBT. [26] PB, 149 60nbHbIXx PMX, C KITMHUYECKMHN
BO3pACT He yKa3aH npu3Hakamu PMXK
HacepkunHa T.B. LleHTpanbHas Poccusa, «He3poBas» mynbTunnekcHaa MLUP B aBa 3Tana, 7 0,5
" coaBT. [27] 412 XeHWmH ¢ PMX, BRCAT1 (185delAG, 300T>G, 4153delA, 4158A>G,
oT 24 po 79 net 5382insC), BRCA2 (695insC, 6174delT)
Mappavnosa C.A. KabappauHo-bankapus, PO,  MUP real time, BRCAT (5382insC, 4154delC, 185delAG, 4,5 (5382insC),
1 coaBT. [28] 200 »eHWwuH c PMX, Cys61Gly) 0,5 (4154delC)

Maenosuny A.B.
1 coasT. [29]

CunuH A.E. n coaBT.
[30]

CHurupesa IL1.
1 coasT. [9]

YacosHukosa O.b.
v coasBT. [31]

YeppbiHuea H.B.
1 coasT. [32]

o1 25 no 79 net

[Tomenbckana obnactb, P,

100 60nbHbIX PMX,
25-50 net

[omenbckas obnactb, PB,

667 60MbHbIX PMX,
BO3pPACT He yKa3aH

MockBa, PO, 3826 »eHLWmH

c PMX, ot 22 no 90 net

Cnbupckmin permoH, PO,

595 »eHwuH ¢ PMXK,
ot 18 net po 81 ropa

CrbrpcKkunin permoH, PO,

1281 xeHwmHa c PMX
(765: cpepHMin BO3pacT

49,6 rofia, CNaBAHCKOro

npoucxoxgaeHus; 516:
cpeaHuii Bo3pacT
51,5 ropa, U3 HUX

319 - cnaBaAHKM 1 197 —

npeacTaBUTENbHULbI

MOHTOJTIONAHbIX 3THOCOB)

MUP real time, BRCAT (185delAG, 5382insC, 2274insA,
4153delA), BRCA2 (6174delT)

MUP real time, BRCAT (5382insC, 185delAG,
300T>G, 4153delA, 2274insA, 3819del5, 3875del4),
BRCA2 (6174delT)

MUP real time, BRCAT (185delAG, 4153delA, 5382insC,
3819delGTAAA, 3875delGTCT, 300T>G, 2080delA),
BRCA2 (6174delT)

MUP real time, BRCAT (5382insC, 185delAG, 4153delA,
2963del10, 3819del5, 3875del4), BRCA2 (9318delAAAA,
1528delAAAA, S1099X)

MNUP real time, BRCA1 (5382insC, 185delAG, 4153delAG,
T300G), BRCA2 (6174delT)

4+1,9 (5382insC);
1 (4153delA)

1 (6174delT)

7,9

1,85 (5382insC),
0,17 (185delAG)

3,5 (5382insC)
cpeamn 765;
6,0 (5382insC)
cpepn
319 cnaBAHOK

2274insA, 3819del5,
3875del4 — HeT,
5382insC - 80%

5382insC - 2,5%

MeHeTpaHTHOCTb
80-90%

Y npeacraBuTenbHUL,
MOHTOIOMAHbIX
3THOCOB MyTaLun
5382insC He
06HapyxeHo

MLP real time - nonnmepasHas LenHasa peakLuusa B pexumMe peanbHoro Bpemeru, Pb — Pecnybnuka benapycb, PMX — pak monouHoii xenesbl, PO — Poccuiickasa Oepepaums

" [laHHble OTHOCATCA K 060MM reHam
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Ta6nuua 3. [laHHble 0 pacnpOCTPaHEHHOCTI paka MOIOYHON »ene3bl B MocKkBe 1 pucke ero BO3HMKHOBEHWA CPEAN KEeHLMH MO rpynnam, nony4eHHble Ha OCHOBe

6alecoBcKoro nNoaxoaa

XapakTepucTuka PacnpepneneHue eHcKoro HaceneHyA B 3aBUCUMOCTM OT HaNMYMA MyTaLuiA, acCOLMMPOBaHHbIX ¢ PMX, %
MyTaumu B reHe BRCA1 MyTaumu B reHe BRCA2 MyTaLu1n B IPYrrX reHax HeT MyTauuin
ANprOpHble rnoTesbi P(H,) P(H,) P(H,) P(H,)

BepOﬂTHOCTb BO3HUKHOBeHMA PMMX Y *KeHLWMWHbI B 3aBUCMMOCTN OT Hannyna MmyTtalmm B reHoOMe no rpynnam, %

YC0BHaA BEPOATHOCTH P(AIH,)

75

P(AIH,)
75

P(A|H,) P(A|H,)

BepoATHOCTb OGHAPYXKEeHVA MyTaLMy B TeHOME Y XXeHLMHbI C yCTaHOBMIEHHbIM ArarHo3om PMXK no rpynnam, %

BepoATHOCTM anocTepropHbix runotes  P(H,|A) P(H,|A) P(H,|A) P(H,A)
3,45 0 _
MonynAunoHHasa pacnpocTpaHeHHocTb PMXK B MockBe He3aBrcrMo oT atnonoruu, P(A), % 1,069
[lona HacnepcTBeHHOro paka B nonynaumm, % 10
P(A|H;)/P(A|H,) 5

PacnpocTpanernHocTb BRCAT-accounmposaHHoro PMXK, %

PMX - pak MONoOYHO »enesbl
McxopHble AaHHble ANA NOCTPOEHNA Mofeni 13 paboTsi [9]
[laHHble 13 APYruX UCTOYHMKOB, paboT

¥ lanHble, nonyyeHHble B paMKax 3Toil Moaenit

6,55%. Okomo 90% >xenuuH ¢ guarnosom PMOK He nme-
10T KaKMX-mMO0 MyTaluil B TeHaX, aCCOLMMPOBAHHBIX
¢ PMJK.

Pacnipocrpanennocts  BRCAI-accouympoBaHHOTO
PMIX cpemn xeHckoro HaceneHys1 MOCKBBI COCTAB/IAET
okorno 0,037%.

O6c¢yxpeHune

Hamm panHBle O pAcHpOCTPAaHEHHOCTV —MYyTaluii
B BRCA1 cpeny KOTOpTBI XKeHIVH ¢ imarHo3oM PMOK Ha
Tepputopuu MockoBcKoro pernona — 3,45% — xopomio
COIIACYIOTCSI C AHAJIOTMYHBIMY JAHHBIMIL, TIO/TyYEeHHbI-
M1 Ha Tepputopun benropozckoro (3,2%), Cubnpckoro
(3,5%) permonoB Poccum, IpopHeHckoil obmacTn
Pecry6muku Benapycn (3,8%) [21, 25, 32]. Heckombko
MeHblIINe 3HaYeHNst B Benropopckoit obmactu momyde-
HBI, BUIVIMO, 13-32 MEHBIIIETO CIIEKTPA aHA/IM3UPYEMbIX
MyTauuit. 3aMmeTuM, 4to B pabote [9] metomom ITIIP real
time ompepnenamce cnepyromue Mmytamym: 8 BRCAI -
5382insC, 185delAG, 300T>G, 2080delA, 3819del GTAAA,
4153delA, 8 BRCA2 - 6174delT. VI3BecTHO, 4TO CIIEKTp
myTait B reHax BRCAI umeeT Tak Ha3bIBaeMbIil 3¢-
(beKT OCHOBaTeIsI I MOYKET PA3/INIATHCS B 3aBUCHMOCTH
OT Pachl, HAIMOHA/IBHON NPVHAIIEKHOCTU U PErMOoHa
[22]. B uccnegoBanusax (cm. Tabm. 2) 6pII0 MOKAa3aHO,
YTO JyIS TIpefCTaBUTeNIell BOCTOYHOCIABIHCKIX Hapo-
moB 1o 70-90% myrtaumit B reHe BRCAI mpuxopurcs
Ha MyTaiyo 5382insC [2, 23]. C ofHOI CTOPOHBI, 9TO

obrerdaer OBICTPbI IIOMCK MyTaumii B reHe BRCAI
U TI03BOJIAET IIPOBECTY aHA/IN3 PACIIPOCTPAHEHHOCTH
MYTalMii, HO C JIPYTOil CTOPOHBI — MOYKET IIPUBOJUTD
K GO/IBIIIOMY KOMUYECTBY JIOXKHOOTPUILIATE/IbHBIX pe-
3ynbraToB. Myrtauuu B reHe BRCA2 yHVKa/IbHBI (32 MC-
kmodeHneM 6174delT), He nmeroT a¢pdexra ocHOBaTENIS
1 6071e€ CTIOKHBI 1151 OIIPEJIeTIeH IS 1 AHA/IN33, KaK IIpa-
BUJIO, BBIABJIAIOTCS B pe3y/IbTaTe YITyOIeHHOTO TeHeTH-
YeCKOro MCCIefoBanyst, Hanpumep, metogom NGS [22].

OO61enony/IAIVOHHAsA  PACIIPOCTPAHEHHOCTb My-
taumit reHoB BRCA coctapmsier okomo 0,05% cpenn
YKEHCKOTO HacesieHns: MOCKBBI 11, COOTBETCTBEHHO, OKO-
7110 0,1% cpeqy BCcero Hace/ieHus, 4YTO COOTBETCTBYET JlaH-
HBIM HEKOTOPBIX 0030pHBIX IyOmKauuit (cM. Tabm. 1)
[17, 37]. CnenyeT OTMETUTDH, YTO B HAIlleM MCCIENOBa-
HUY Ipy CKpyHUHTe raryeTok ¢ PMOK metogom ITITP
real time JOJIs XKEHIIVMH C MyTAlMsAMY B TeHaX, aCCOLIU-
nposanHbIX ¢ PMUK, Ho He B BRCA, 0OKa3amach IpaKkTu-
YecKM BJjBOe BbIllle, YeM B IPYIIIe C MyTalMAMM B TeHe
BRCAI. 910 CBA3aHO C OTCYTCTBMEM BBIILEYIIOMSHY-
Toro a¢dekra ocHoBaressi B BRCA2, a Taxoke ¢ BOBJIe-
yeHneM B aTuonorno PMOK myranuit B renax RADSI,
TP53, STKII\LKBI, PTEN, CHEK2 u pnip. B TpeTbio
TPYIIy BXOIAT M IALMEHTKY C PasIUIHBIMU OpaH-
HbIMU cuHApoMamyt: JIunda, JIu — Opaymenu u ap. [2,
10, 19]. Jannas rpymma GOJbHBIX IIPECTAB/IACT HAU-
6ompIINMIT VHTepeC KaK C HayYHOJ TOYKY 3PeHVs, TaK
U C K/IMHIYECKOI1, IOCKOJIbKY B Hee BOLIIN MALMeHTKN
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C MyTallMsAMU B Pa3/MYHBIX TeHaX C Pa3HOJ IIeHEeTPaHT-
HOCTBIO, BK/IIOYas pefiKiie MyTaIi BbICOKOIIEHETPaHT-
HbIX TeHOB BRCA.

ITo mepe BHefpeHMs B PYTMHHYIO IPAKTMKY YyB-
CTBUTENIBHBIX METONOB [IMATHOCTUKY, B YacCTHOCTU
NGS, nosBonsonmx uAeHTUOUIMPOBATh OOMIbIIEe
YIICTIO MYTALNI, B TOM YNC/Ie TeHeTMYeCKIX BapUaHTOB
C HUBKOI JaCTOTOI MYTAHTHOTO aJlIefisl, OYAYT paciin-
PATbCA U TIepBasi, ¥ BTOpas IPYIIIbI OOIbHBIX (SKEHIIN-
HBI C HACe[CTBEHHbIMY MyTalyaAMu B reHax BRCAI
1 BRCA2) [35, 36]. OmqHaKo cerofiHsi, KOrja B OCHOBHOM
MCIIONIb3YIOTCSl Py TMHHBIE METOMbI VICC/IEOBAHMS 1 BbI-
SIBJIEHIST Hanbo/Iee PacIpOCTPAHEHHbIX MYTALMIL, TO-
BOPUTD O TOM, 4TO /07 HOCUTENEl MyTaHTHbIX T€HOB
BRCAI n BRCA2 B nony/issnum coCTaBasgeT MeHee 5%,
HECKOJIbKO TIpexkaeBpeMeHHO [20]. IIpu orenke pac-
IIPOCTPAHEHHOCTY MyTaHTHbIX TeHoB BRCA cnepmyer
YIUTBIBATh M HOCUTEIbCTBO T€HOB MYJKCKON YacCTbIO
HacesleHV:A. Y MY>KUMH IIpY HalM4my MyTaluii B TeHax
BRCA manudectnposanne PMJK HacTynaer B cpeHeM
Ha 10 71eT I03Ke 11 IPOTEKAeT TOpasfio arpecCuBHee, YeM
y XKeHIIuH [2, 39].

AJIbTepHATUBO CK/IafbIBAIOLIEIICs CUTYyallly, CBS-
3aHHOM C TPYGHOCTBIO B BbBIABJIEHUM BCEX MYyTaLii
B reHax BRCAI u BRCA2, mMoryT OBITb IOUCKK ApY-
IMX MapKepoB, aCCOLMMPOBAHHBIX C HAC/IEICTBEHHBIM
PMDK. Otxppitie B nepsom pecatmnerun XXI Beka
mrkpo-PHK, Tax HasbIBaeMBIX IJI0OA/IbHBIX IIEPEKIIIO-
JaTesieli TeHOMa, PealusyIoIX MHOXXECTBEHHbIE Me-
Tabo/IyecKye Iy Tn 1 06pasoBaHye 6EKOBBIX IIPOAYK-
TOB, JIJa€T HEKOTOpbIE TIePCIIEeKTUBbI J/IS JVIaTHOCTVKI
oHKoornyeckort maronornu [40]. ObHapyxeH1e rep-
MVH/IbHBIX MyTanmii TP53 TakKe MOYKeT 3HAYNTE/TbHO
TIOBBICUTD BBIAB/IAEMOCTb HACTIEACTBEHHOIO paKa B OT-
cyrcrBre Mytamyt BRCAI [19].

baitecoBcknit MeTOZ TO3BOIM/I HAM IIPOBECTY aHA-
JIN3 pacIpOCTPaHEeHHOCTU MyTauuii B reHax BRCA1/2
B TomynAnuy manyeHTok ¢ PMJK Ha Teppuropum
MockoBckoro pernona. Kak Iokasamy pe3ybTaThbl
IIOVICKA PYCCKOSI3BIYHBIX IMYO/MMKALWIT B 6a3e JaHHbIX
E-library.ru, panee 6aitecoBCKuII IIOAXON, A/ aHAMN3a
PacIpoCTPaHEHHOCTM MYTaliuii B TeHaX, aCCOLMIPO-
BaHHBIX ¢ PMJK, He mpumensanca. HecMoTpsa Ha TO
YTO B TeYEHIIE TIOC/IENHNX AeCATUIETII OalleCOBCKIIT
aHa/IM3 OCTABAJICSA OFHOI U3 Haubomee AMHAMUYHO
Pa3BMBAONIMXCS 06/1acTell CTATUCTUKY, B MEIUIIMH-
CKIX WCCNIeNOBAaHNMAX WM TIONb3YIOTCA HEOXOTHO,
CYnTasg TaKoi IOAXOf «CYOBEKTMBHBIM» ¥ OTHABasd
IIpefIIoYTeHNe TPaJULJMOHHBIM (PPeKBEHTUCTCKUM
MeTopaMm. Ilocregnnme, cTporo roBops, MMeIT CMbICT
TONBKO TIPU CTPEM/IEHNM KOIMYECTBA M3MepeHM
K 6eCKOHEYHOCTH. Penpe3eHTaTMBHOCTD aHANU3UPY-
eMoJ1 BBIOOPKH, CIO>KHOCTb BbIOOpa HY/IEBOII THIIO-
Te3bl — OCHOBOIIO/IATAIOMI/E€ MOMEHTHI, KOTOPBIM He
BCerja yfendeTcs JO/DKHOe BHUMaHMe. BMmecTte ¢ TeM
U IpuMeHeHMe 0ajieCOBCKOrO MOAXOfa OrPaHNYEHO,
IIOCKOJIbKY He BCerfia YAaeTCst palMOHaIbHO chopMy-
JMPOBATDh ANPMOPHBIE IMIIOTE3bl, KOTOPbIE JIO/KHBI
OBITb He3aBMCUMBI U B CyMMe 0OpasoBBIBATH JJOCTO-
BepHOe COObITHE.

3aknioueHune

Jna aHanmmM3a pacrpOCTPaHEHHOCTM MyTalMii B Te-
Hax BRCA1/2 B pocCcuitckoil HOMy/stmy OGOMbHBIX
PMJK Hamm BrepBble IpuMeHeH 6ajieCOBCKIUIT METOZ.
CoracHO TIOMy4YeHHBIM [IaHHBIM, PACIIPOCTPaHEH-
Hoctb BRCAI-accoummpoBanHoro PMUK cocrasnser
okonno 0,037% cpemy >KeHCKOro HaceneHus MOCKBBL
BeposATHOCTD BO3HMKHOBeHMs criopagyudeckoro PMOK
B MockBe paBHa npu6m3utensHo 1%. @

Ipunoxcenue

bailecoBckaa mogenb ANnA oLEeHKN paka MOSIOYHOW »ene3bl B nonynAauun

»KeHLWMH MocKBblI

O603HaunM obHapyxerne PMIK y skeHIIMHBI Kak coObITHE A.

A={PMX}.

H, ={y »eHIMHDI MMeeTCcA HACTIeICTBeHHasA MyTauns B rede BRCAI},
H,={y XeHIIMHDI NMeeTCs HaCTeACTBeHHasA MyTauus B rene BRCA2},
H,={nmeroTcs gpyrie ZOMUHAHTHBIE HAC/IECTBEHHbIE MyTAIVI B T€HAX, ACCOLIN-

npoBaHHbIx ¢ PMIK},

H,={y *XeHIIMHDI He UMeeTCsI KAKUX-TMO0 JOMIHAHTHBIX MYTaliil B T€HaX, aCCO-

yuupoBaHHbIX ¢ PMOK]}.

1. B ®I'bY «PHIIPP» Munsgpasa Poccunu B nepuop ¢ 2010 mo 2016 . mpoxoauau
obcnmenoBanme 3826 sxeHinH ¢ guarHosom PMOK B Bospacte ot 22 10 90 et Ha mpef-
MeT obHapy)xeHus MmyTtanuit B redax BRCA [9]. Metonom IIIIP B pexxume peanpHOro
BpeMeHM y 132 eHIH 06HapY>KeHbI MyTaruu B reHe BRCAI.
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P(H,|A)= % =0,0345 = 3,45%.

2. ITonaras, yrto fons HacnefcTBeHHoro PMOK B sxenckoit nonynanun 10%, numeem

P(H,|A)=09=90%,

P(H,| 4)=0,1- P(H, | A)- P(H, | 4) = 0,0655 = 6,55%.

3. BeposiTHOCTB 06Hapy)eHus PMXK mro60it atnonornn P(A) B o61elt TONyisuum
HaliZleHa KaK OTHOIIEHMe CTOSIINMX Ha y4yeTe >KeHIINMH ¢ guarHozoM PMIK B ropoge
MockBa Ha KoHerj 2016 I. B OHKOZIOTMYECKMX AUCTIaHCepax (64 622 >KeHIIMHBI) K 0011ie-
My KOIMYeCTBY >kKeHITUH B MockBe B Bo3pacte oT 15 et (6 043 593 xeHmunsl) [11]. To0
nonHasA pacmpocTpaHeHHOCTb PMJK B MockBe cpeny >KeHIIH:

( A) _ 64622
6043593

4. PacnpoctpanenHocts BRCA-accouumposannoro PMJK B nmonynanunu MockBbl

Cpeny XXEHIIVH OLeHUM C IOMOIbIo popmyIel (1):

P(H,)- P(A| H,)=P(H,| A)- P(A)=0,03688 %.

=1,06926 %.

5. lnsa P(A|H,) =0,75 umeem:
0,0345-0,01069
P(H,)= ==
0,75
6. lanee Ha 0cHOBe (POPMYJIBI IOTHOI BEPOATHOCTH (2) OIpefensieM OOIIenony isi-
[MOHHYI0 PaCIPOCTPAaHEHHOCTH SKEHIINH ¢ Ararno3oM PMIK u3 Tperseit u ueTBepTOIt

Ipymm:

=0,04919% , P(H,)=0.

P(A | Hy)-P(H,)+ P(A | H,)-P(H,)= P(A)- P(A | H,)- P(H,)=0,01032. 3)
7. Victionbsys popmyny (1), MOXKHO 3amycaTh:

P(A ‘H3) P(H3|A)'P(H4) P(H4),070655’ OTKY/Ia, yYUThIBaS i(i |H3; =5,
4

P(A|H,)  P(H, ) P(H,|A) P(H) 09

nMeeM P(H;) =0,01456. 4)

P(H, )

8. Bropoe ypaBHeHMe IONTy4MM U3 YCIOBUsI HOCTOBEPHOTO COOBITVS i}H ;
u P(H,)=0,04919%:
P(H,)+ P(H,)=099951. (5)
9. VI3 coBmecTHoOrO pentenus (4) u (5) umeem:
P(H,)=0,98517~985%, P(H,)=0,01434 ~1,4%.

10. YunreiBas suadenns P(H;) u P(H,) u HaxoguM yc/IOBHbIE BEPOSTHOCTI:

Pla | 1,)- TULLA) PR IL?H)}' )P )

P(H,|A) P(A)

P(H,)

=0,04882 = 4,88%,

P(A|H,)= =0,00977 = 0,977%.

Buckosameix A.B. OueHKa pacnpocTtpaHeHHoCcT BRCA-accoLmmMpoBaHHOMO paka MOMIOYHOM xene3bl B8 MOCKBe B pamkax 6alieCoBCKOro Moaxoaa 697



w

@ AnbMaHax KnvHuyecko meanunabl. 2019; 47 (8): 691-701. doi: 10.18786/2072-0505-2019-47-077

JononHutenbHas nHopmayuma

@®uHaHcmpoBaHmne

PaGorta npoBeaeHa 6e3 NpuBneYeHs LONONHUTENBHOTO GYHAHCUPOBaHWS

CO CTOPOHbI TPETLUX NN

KoHndpnukr nirepecos

AsTOp AeKNnapupyeT OTCYyTCTBME ABHbIX U NOTEHUMaNbHbIX KOHd)ﬂVIKTOB NH-

TepecoB, CBA3AHHbIX C I'Iy6J1I/IKaL|VIEVI HacTosALlen cTaTbn.
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Bayesian assessment of the prevalence of BRCA-
associated breast cancer in Moscow

AV.Viskovatykh'

Rationale: For many years, breast cancer has
been leading in the cancer structure in wom-
en, accounting for 21% from the total number
of newly diagnosed cases of malignancies in
Russia. The literature on the prevalence of the
BRCA-associated breast cancer is heterogeneous,
which might be related to the specifics of the
frequentist analysis. Aim: To assess the preva-
lence of BRCA-associated breast cancer and the
probability of sporadic breast cancer in wom-
en of the Moscow region by Bayesian statistics.
Materials and methods: The literature search
in the E-library.ru database from January 2010
to March 2019 identified 13 original studies and
8 literature reviews with the data on hereditary
breast cancer in the territories of the Russian
Federation, Republic of Belarus and Ukraine. The
assessment of the prevalence of BRCA gene mu-
tation based on the Bayesian statistics and the
full probability equation for incompatible events
was performed on the data obtained in one study
based on molecular genetic tests of 3826 female
patients with breast cancer living in the Moscow
Region, aged from 22 to 90 years (Russian
Scientific Center of Roentgenoradiology). This
was the most comprehensive study among those
performed in Russia, covering almost all age
ranges, with detailed description of the study
design, diagnostic methods and the mutations
spectrum analyzed. Results: The prevalence

of BRCAT-associated breast cancer in Moscow
among women is about 0.037%. The general
population prevalence of the most frequent mu-
tations of the BRCAT gene (5382insC, 185delAG,
300T>G, 2080delA, 3819delGTAAA, 4153delA)
in the female population in Moscow is about
0.05%, or about 0.1% from the total population.
The probability of sporadic breast cancer in the
female population of Moscow without any gene
dominant mutations associated with breast can-
cer is about 1%. Conclusion: For the first time,
the Bayesian statistics was used to analyze the
prevalence of mutations in the BRCA1/2 genes in
Russia. The results obtained are in good agree-
ment with similar data for the Belgorod region
and the Siberian region of Russian Federation,
and the Grodno region of Belarus.
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