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IIpoOnema mepBHMYHONH MHOKECTBEHHOCTH
3JI0KQYEeCTBEHHBIX ONyXoJieil OCTaércs aKTy-
aJbHOI B OHKOJIOTHH B CBfI3M C POCTOM 4YHCJA
00JbHBIX MOJUHEOIJIA3UAMH, 0CO0OEHHO MOJIOY-
HOI1 kejie3bl. CoBpeMeHHbIe TeHeTUYeCKHe HC-
cJieJOBaHHUA HCHOJb3YIOT «reHeTHYecKH 000ra-
IEHHBIE» CIYy4YaH pakKa, K KOTOPbIM OTHOCHT,
B TOM 4YHCJIe, M INEePBHYHO-MHOKEeCTBEHHBbIE
3JI0KaYeCTBEHHbIE OMYXO0JHM MOJOYHOM :Keje-
3pl. IIpakTHYeckH Kaxaas oONMyXoJb 00Jajxa-
eT MHAUBUAYAJIbHBIM Ha0opoM cOMATHMYeCKHX
MYTalMii, TeHeTHYEeCKHEe MeXaHU3Mbl BO3HHK-
HOBEHHUSI PaKa MOJIOYHON ’Keje3bl BeCbMa pa3-
HooOpa3Hbl. IIpoBenéHHOe MHOTOLEHTPOBOE
HCCIe0BAHNE JEeMOHCTPHPYeT PoOJib penec-
CHBHBIX [eTEPMHUHAHT MPpeIpacnoJa0:KeHHOCTH
K OuWiarepajJilbHOMY pPaKy MOJIOYHOI KeJjie3bl
0e3 cemeiiHoro anamuesa. IlosiyyeHHble naH-
HbIe MOTYT OBITH HCIIOJIb30BAHbI B KJIHHHYe-
CKO#l NpaKTHKe B LeasX BTOPUYHON npodu-
JIAKTHKH PaKa MOJIOYHOI :Kejie3bl.

KuarueBbie cJji0Ba: NMepBHYHO-MHOKECTBEH-
Hble 3JI0KaYeCTBEHHbIEe OINyX0JIH, OujiaTepalib-
HbIli paKk MOJIOYHOH 3Kese3bl, FeHeTHYeCKHe
HCCIe0BAHUS, penecCHBHbIE IeTePMUHAHTHI,
npopuiaKkTuKa

B 2014 1. 8 P® 3abomeBaeMOCTh IEPBHYHO-MHO-
xecTBeHHBIME omyxoisiMu (IIMO) cocraBuna 24,8
Ha 100000 Hacenenus (BbisiBIeHO 36174 OOIBHBIX
[IMP), duro cocraBuster 6,4% OT BceX BIEpPBBIE
BBISBJIICHHBIX OOJBHBIX 3JI0KaY€CTBEHHBIMUA HOBOO-
opazopaamsimu (3HO). B UensOunckolr obimacTu B
2014 r BesmBIeHO 1232 GoapHBIX [IMO, uTO cocra-
BIIO 8,3% OT BCEX BIIEPBBIC BBISBICHHBIX OOJBHBIX
3HO B Yensbunckoit odmactu, win 35,2 xa 100000
Hacenenus [4]. Undopmaiust 0 nmepBUYHO-MHOXKE-
CTBEHHBIX OMyXOJISIX B OQHUIMATBHBIX (OpMax He
pazbuTa MO HO30JOTHYECKHM TpyNIiaM U HEI0-
CTaroyHa Ajisl aHaJn3a, 4YTO JAENaeT 3Ty MpoOiieMy
[IMP Bcé€ Oonee aktyanpHOH. Henb3s He ydnuThIBaTh
SKOHOMMYECKHE 3aTpaThl Ha JIeYeHHe BTOPOH, Tpe-
Th€H U MOCIEAYIOIIUX OIyXOJeH.

Pak momouHO# >Xene3pl B HACTOSIIEE Bpems
- camasg pacmpocTpaHEHHas 3JI0KayeCTBEHHas

ONyXOJNIb y KEHIWH. B CTPyKType OHKOJIOTHYe-
ckoil 3aboneBaemocTH B Poccwm pak MOJOYHON
xkene3bl (PMIXX) 3anmmaer 4-e Mecto B oOmei
CTpYKType 3a005ieBaeMOCTH U 1-€ MECTO B CTPYK-
Type 3a00JIeBaeMOCTH y JKEHIIWH, U 9acTOTa €ro
HeyKIoHHO pacteT [1, 2, 3, 5, 7, 8]. B Uensa6un-
ckoit obmactu B 2014 1. 3a00/eBaeMOCTh paKkoM
MOJIOYHOH keje3bl coctaBmia 88,14 ma 100000
skeHckoro HaceneHus [3]. Ha momo PMXK cpenu
Bcex [IMO mpuxomutcs ot 8% mo 21,9% [2, 4,
6, 7, 14]. Ilpu 5ToM MOpa>k€eHHBIMH MOTYT OBITh
HE TOJBKO pa3HBIE OPTaHbl PAa3TUIHBIX CHCTEM,
HO ¥ TapHbIe, a TAK)K€ MYIBTUICHTPUYECKH OJNH
opraH [2, 7, 8, 9]. MeTaxpoHHBIE OIYXOJU BHISB-
nsrotes vame (69,6%), yem cuaxponHbIe (22,7%)
[2, 6, 7, 8]. [lo manaeim OHL[ PAMH, nepBuu-
HO-MHOXE€CTBEHHBIH MYIbTUIEHTPUYHBIN paK Mo-
JIOYHOM >kene3bl coctaBui 5,7% [7].

[nga oueHku pucka pa3BUTHUS paka MOJOYHOU
KeJne3bl y ONMKaWIINX POJCTBEHHUKOB OOJBHBIX
3HO MomouyHOU >Keyne3bl HCIMOIB3YETCS BHISBIIC-
HHA€ MYTalui, 9TO TO3BOJISIET TMOATBEPAHTH Te-
HETUYCCKUN JMAarHO3 W WJCHTU(PUIUPOBATh HO-
cuTenei Myrtamui, chopMHpPOBaTh TPYNIBl PUCKa
[1, 4, 7, 8, 10 - 14].

MonekynsipHblii 0OaTOreHe3 paka MOJIOYHOU
JKeJle3bl COCTOWT BO B3aWMOJIEHCTBUU (DaKTOPOB
pUCKa, TAaKUX Kak HACJICJICTBEHHbIC (aKTOPhI —
3aponsimeBsie Mytanmu BRCA1, BRCA2, p53,
CHEK2, NBS1, ATM, myranuun CDH1 (mns 106y-
JSpHBIX KapuuwHoM), amrumndukanus ERBB|Her2,
nMOaTaHC pEnpoOAYKTHBHBIX W TOPMOHAIBHBIX
(akTOpOB: TOpPMOHANbHAs KOHTpAUENUus, JIH-
tenpHas 3T, oTcyTCcTBHE AeTed MWIM WX Majo-
YUCJICHHOCTbh, TO3[HUH BO3pPACT MEPBLIX POJIOB,
HEIMpPOJODKUTENbHOE TPyIHOE BCKapMIIMBaHUE,
paHHee HaJyalo MEHCTpyalui, MO3AHSIS MEHOIa-
y3a, TOCTMEHOIAay3albHOE OKUPEHHE, BBICOKUI
POCT, HU3KHH YpOBEeHb (PU3MUECKOI aKTUBHOCTH,
MOBBIIIICHHAS ASCTPOTCHHAasT Harpyska. bounbiryio
poib Kak (haKTOp PHUCKA BBITIONHSAET HOHHU3UPY-
fomasi paguanus (0COOEHHO y OONBHBIX TYOEpKy-
nézom) [9]. B orBer Ha Bo3aeiicTBHE (GaKTOPOB
pUCKa TIPOMCXOIUT TIOBpEXAeHHE crenuduye-
CKHMX CHTHAJbHBIX KacCKaJOB — aKTHBAIUS OHKOTeE-
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HOB (TOBBIMICHHAST DKCIPECCHS, aMILTUPUKAIINS),
WHAKTHUBANHS CYNPECCOPHBIX T€HOB (IMTOHM)KCHHAS
JKCIIpeccus, notepu amiene, 1.1.). Umenno 3HO
TakoW JIOKalW3alMh, KaKk pak MOJOYHOMN Kele-
3bl, TPUCYIIA «XPOMOCOMHAs HECTAOMILHOCTHY.
[IpakTudeckn Kakaas OIyXOJdb OOJamaeT WHIH-
BHIyaJIbHBIM HA0OpPOM COMAaTHYECKHX MYTAaIuH,
FeHEeTUYECKHE MEXaHU3Mbl BO3HHMKHOBeHUsT PMIK
BeChbMa pa3HooOpa3Hbl. COBpEeMCHHBIC TECHETHYC-
CKHE HCCJIECAOBAHUS UCIONb3YIOT «TEHETHUYECKU
oboramEéHHbIe» CITydan paka, K KOTOPBIM OTHOCST
«cemeintnpit pak» wiau [IMO. Jlons HacnencTBeH-
HOTO paKa MOJIOYHOM KeJe3bl, IO NaHHBIM JIHTE-
patypsl, coctaBuser 5-10% [1, 7, 9, 15].

Cxopee Bcero, [IMO He SBAAIOTCS CIIydailHBIM
COBIIaJIEHUEM, a4 WX Pa3BUTHE MPEICTaBISIET 3a-
KOHOMEPHBIN, TeHeTHYEeCKH 00YCIIOBIECHHEIN MpO-
1ecc, NOATBEPKAEHHBIA KIMHUYECKH U IKCIEpHU-
MEHTAJILHO.

OTH JaHHbIE MOAYEPKUBAIOT HEOOXOIUMOCTH
KOMIIIEKCHOTO MoaxojJa B auardoctuke I[IMO
C 00s3aTeNbHBIM MPUMEHEHUEM MOJIEKYJISIPHO-IH-
arHOCTUYECKUX M HMMYHOTHCTOXUMHUYCCKUX Me-
TOIOB HCCIENOBAHUS MPU JUATHOCTUKE MEPBOU
OITyXOJIH.

B 3apyOexxHBIX KIMHWUKAaX pa3paboTaHa menas
nporpaMMa MpPO(QHIAKTUYCCKUX MEPONPHUATHIMA
(B TOM UHmcIie W MPOBeAcHNUE MPOPUIAKTHICCKUX
omepanui y HIpakTUYECKU 3A0POBBIX HOCHUTENEH
MYyTaIii), 9TO MO3BOJIMIO 3HAYUTEIHHO CHU3ZHUTH
3aboneBaemocts [IMO [1].

Heabr wuccaenopanusi: IlpoBect MHOTOCTO-
pounmit ananu3 [IMO MX B munamwuke ¢ 1999
mo 2008 rrmo manaeiM [BY3 «UensOuHckui
00JIaCTHONH KJIMHUYECKHUHA OHKOJOTHYECKHUIH IHC-
nancep». IlpoBecTm aHanmM3 4YacToTHl Oujare-
palbpHOTO paka MOJOYHOM XKeJe3bl ¢ HM3ydYeHUEM
HEKOTOPBIX MYTAalMii B JaHHOU Tpymnme OOIbHBIX
Ha 6a3ze HUUW onkonormm umenu H.H. Iletposa.

MaTepna.nbl H METOoAbI

[IpoBenéH peTpOCHeKTUBHBIA aHATU3 HUCTOPHH Oomes-
HU U aMOynaTopHBEIX KapT 2800 OOJIEHBIX pakoM MOJIOYHOM
JKeNe3bl, MONy4YHMBIIMX JiedeHHe B YensOmHckoM obmact-
HOM KJIMHHUYECKOM OHKOJOTHYECKOM JIUCIaHCEpe Ha MpOoTs-
xennn 10 ser (¢ 1999 mo 2008 r.). MeTonoM CIIONIHOM
BeIOOpkH [IMO c¢ nokanuzanueld ONHOHW W3 OMyXOJled B
MOJIOYHOM »eyie3e BBIABIEHB y 294 OONBHBIX, YTO COCTa-
Buwio 10,5%. Ilpu atom OunatepanbHbId pak cocTaBui 60%
ciaydaeB (176 GonpHBIX). [Ipu aHanu3e moNMHEOIUIa3Hil HC-
nonp3oBanack knaccuduxanus .M. Abnypacynosa u K.E.
HuknmmHa 1o mHOCIenoBaTeIbHOCTH BO3HUKHOBEHHUS IIep-
BUYHO—-MHOXXECTBEHHBIX OITyXOJIeli: METaXpOHHBIE, CHHXPOH-
HbI€, CHHXPOHHO—METaXpOHHBIE, METAXPOHHO—CUHXPOHHBIE,
METaxpOHHO-METaXpOHHBIE. 3a HMHTEPBa] METaXPOHHOCTH
OpUHAT ofuH rox [2]. JlmarHo3 NepBHYHO-MHOXKECTBEHHO-
ro paka noATBepxka€H rucromoruuecku B 100% nabmrone-
HU#l. 57 ciydaeB u3 rpymmsl OmnarepansHoro PMOK Bommm
B MHOTOIICHTPOBOE PaHJOMHU3UPOBAHHOE HCCIIEOBAHHE IIO
UACHTUGHUKALMH PEIKUX aJUIeIIeH.

Pe3yabTatbl 1 00CyxaeHUE

MHOTOCTOpOHHHUN aHainu3 OONBHBIX MEPBHY-
HO-MHOKECTBEHHBIM PaKOM MOJIOYHOH  IKeJIe3bl
(ITMP MX), neunBmuxcs B UOKOJl Ha mpors-
xkerauu 10 mer (1999-2008 rr.), mokaszai, 4To Tpe-
oOnaganu MeTaxpoHHble omyxoin — 169 ciydva-
eB (57,2%), cuaxpoHHBIE cocTaBwiu 115 ciaydaes
(39,1 %), meraxpoHHO—CHHXpOHHBIE — 7 (2,4%),
cuaxpoHHo-MeTaxpoHHbeie 1 (0,4%), mMeTaxpoHHO—
metaxpoHHbIe — 2 (0,8%). Y 14 G0ONbHBIX BBISBICHO
10 TPH OIMyXONH, y 3 OONBHBIX MO YETHIpe.

Cpennuii WHTEpBal BO3HHKHOBEHHUS BTOPOM
OITyXOJIM NIpH METaxpoHHOM pa3Butuu 8,74 + 0,55
roga, TpeTbeit — 6,9+ 1,47 rona.

Pak Mono4HO# jkene3bl yalle BCEro CoYeTascs
C pPaKoM JAPYyroi MOJIOYHOU *keye3sl — B 176 ciyda-
ax (60 %). Y Bcex OONBHBIX TWArHO3 TOATBEPXKIEH
ructoiorudecku. [ns cpaBHenus, 3a nepuon ¢ 1972
mo 1993 1. 6unarepanpasii PMX coctaBun 31,8%
(93 OonpHbIX). Yame mopakanach IpaBasi MOJIOY-
Has ckemeza (102 — 57,9%), nmpu meTaxpoHHOM
passutuu — 114 (64,7%). CUHXpOHHOE MOpaKeHHUE
HaOromanock B 62 ciydasx (35,2%). Y 13 Gonb-
HbIX (7,4%) pa3sBWIIOCH 1O TPH OMYXOJdH, Y 2 — IO
yeTelpe (B |1 ciiyyae ABYCTOPOHHHMH pak MOJOYHON
JKeJle3bl COYeTaNCAd C 3JI0KaYe€CTBEHHON OITyXOJbIO
KOKA TpU METaXpOHHO-CHHXPOHHOM Pa3BUTHH,
B JIpyroM — ¢ JuM(QOrpaHyneMaro3oM U pPakoM
MIOYKH IPU METaXPOHHO-METAXPOHHOM Pa3BUTHN).
[Ipeobnagana BTOpas craaus Kak MpyU CHHXPOHHOM,
METaXpOHHOM TaK M METaXpOHHO-CHUHXPOHHOM pa3-
BUTHH OITYXOJIH.

Bospact 6ompabix [IMP MK cocraBun ot 24 1o
93 net mpu cpenHeM BO3pacTe Al CHHXPOHHBIX OITY-
xoneit 47+0,5 ner, mug METaXpOHHBIX — JAJISI TIEPBOI
omyxomn — 46+1,00 ner, mis Bropour — 52,1 +0,55
roja.

Cpean Bcex COYETaHWH paka MOJIOYHOM JKeJe3bl,
KaKk TpU JABYCTOPOHHEH JIOKaJdM3aluH, TaKk U Tpu
COUECTAaHUH C JPYTUMH JIOKAJHM3AlMsIMH TPeoOiaaal
MHQWIBTPaTUBHBINA MPOTOKOBEINA pak — B 208 (70,5%)
u3 294 ciayyaeB Bcex HAOMIONEHUH, KaK MPU CHHXPOH-
HOM, TaK ¥ METaxXpOHHOM pa3BUTHH oryxonu. 13 pen-
KHX THCTOJIOTHYECKUX (hOPM BCTPETHIIMCH: MEIYIULSp-
HBIA pak (3), cimusucteii pak (3), pak Ilemkera (2),
BepeTeHOKIeTouHas capkoma (1), 37o0kauecTBeHHas
nucToBuaHas (udpoaneHoma (1 ciydaii).

AHaiu3 HEKOTOPHIX (PAKTOPOB pPUCKA paKka Mo-
JIOYHOU >Kene3bl B rpymmne OompHBIX ¢ [IMP MK
nokasai, 4To it 6onsHBIX [IMP MK Gosnee xapak-
TEpHO HACTyIUIEHHE MeHomay3bl 10 55 net (64,8% -
162 ciyqast), mpuuéM, A1 METaXpOHHBIX OITyXOJICH
CpeAHUIl BO3pacT HACTYIUIEHHS MEHOIAy3bl COCTa-
Bui 47,8 roma. Bo3pacT HacTyIsleHHS MeHONay3bl
HaMu oreHeH y 85% (250 cmydaeB) OONBHBIX WC-
ciexyeMoil rpynnbl. MHTEpeceH ToT ¢akt, 4to Ta-
kue (pakTopbl pHcKa Kak OecIuiofme, Majoe 4YHucio
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POIOB, 0OJIBIIOE YKCIIO a0OPTOB TAKKE OKA3aJIUCh
HE3HAYMMBIMH B WCCIIEAyeMOW TpyIme OONbHBIX
IIMP MXK.

Yucno GepemenHocteit cocrasmio ot 0 mgo 20
IpU CpedHeM 3HayeHuu 6 OepemeHHocTeil. Y 294
oonpabix [IMP MK Hactynumio 466 GepeMeHHO-
cteit, pogoB 186, aboptoB 266, BBIKHIbIIEH 14.
Becmumonue - 9 ciayyaes (3%), 1 GepemenHoCTh - 11
ciyqaeB (3%).

OneHNTh HACNEICTBEHHBIH aHaMHE3 HaM yaa-
nock yumib y 27 nanuentoB (16%).

HacnenoBanue yame nuwio mo MaTepHUHCKOH JIHU-
HUU: OT MaTepu K jgodepu B 9 cmydasx (32%), ot
étn B 5 (17,9%), or 6alymiku K BHy4Yke B 4 ciy-
yasx (14,2%). HacnemoBanue 1o OTLIOBCKOM JIMHUHU
nMeno MecTto ObITh Jjumis B 2 ciydasx (7%) (ot
OTLIa U OT JeAa).

W3 176 GonbHBIX OMIaTepajbHBIM PAKOM MOJIOY-
HOM kene3bl 57 (32%) OONMBHBIX BOIUIM B MHOTO-
LEHTPOBOE MOJEKYJISPHO-AMATHOCTHYECKOE HCCIie-
JIOBaHUE TI0 WACHTH()HUKANNN PEIKUX PEleCCUBHBIX
anjeneil c TMOBBIIIEHHBIM PHUCKOM pa3BUTHs paka
MOJIOYHOW Kemne3bl. Bcero B mccrnemoBanue OBLIO
BKJIIOUeHO 360 OoNpHBIX OuaTepalibHBIM PAaKOM
MOJIOYHOH xene3bl (273 cmyuaeB u3 HUU onkono-
ruu uM. Ilerpoa, 30 cayuaeB us HUM onkonorun
r. Tomcka). HccnenoBanocs 3 rpymnmbl OOJBHBIX:

360 GOJBHBIX JBYCTOPOHHHMM PakOM MOJIOYHOM JKe-
ne3bl, 1851 6ompHas ¢ ogaocToporHuM PMIK, 1305
30POBBIX KEHIIVH.

B skcniepumenTe ObUIN BbIABICHBI OHalIEIbHbIE
MYTallH aa ¥ X CBA3b C OTATOMIEHHBIM CEMEHHBIM
aHAMHE30M Yy Marepu. OTU JaHHbBIC IIPEJCTaBICHBI
Ha puc. 1.

bouta  ompenenena  wacrtora  ¢.2515 2519
delAAGTT romosurotHoit wmyrtamuun B Holliday
junction resolvase, Gen 1 B pa3smMuYHBIX TPYyIIax.
DTH JaHHBIC TPEICTaBICHBI B TaOm. 1.

Hememuas  Gen 1 c¢.2515 2519delAAGTT
ObLIa BBISIBIICHA MOCPEICTBOM TeNBIICK-
Tpodopesa c HCTIOJIb30BaHUEM 3aTpa-
BOK TGGGAAAGCTAAGTACACAA u
CATAAGATCTGACACACTG.

Yactora mytammu Gen 1 ¢.2515 2519delAAGTT
y OonbHBIX OmnarepanbieiM PMXK cocrasuna 3,1%
npotuB 1,4% B rpymnme 310poBBIX KEHIIMH. JlaH-
HBIE OTATOLIEHHOTO ceMerHoro anamuesa mo PMOK
y marepu umenu Mecto y 280 u3 360 >xeHIIHH.

Ces3p myrtamuu Gen 1 ¢.2515 2519delAAGTT
¢ Hamuuuem PMJX y wmarepu mnpeacrtaBieHa B
Tabn. 2. Bce OosbHBIE ¢ OMaNIenbHONM MyTaluen
Gen 1 c¢.2515 2519delAAGTT He umenu BepTH-
KaJbHOM Mepenauu MNpeapacloyoKeHHOCTH K 0o-
JIE3HMU.

A A: p=0.5, a: q=0.5 A: p=0.9, a: g=0.1 A: p=0.99, a: q=0.01
o‘ JQA} SMAR‘a Jgha aéAn 1396A{2a TQ?lag’l d JﬂﬁA i IQWA;:ﬁa? 00?3 )
9 A a am 9 A A = a a Q 2 A 1 ﬂa Sia -
AAl, Aa | Aa | |AA|, Aa | Aa | [AA|,|AA L AA| Aa | Aa
25% 6.25% 6.25% % 729% 0.81% [98.01 %% 09709 | 000901 %
2] {p'q) {p*a (2] p*a) ") (") P (pg?)
Aa |"Aa Aa | Aa \ | Aa | Aa
A 6.25% | 675% A os1% | 0o09% A 0.009801% | 0cooomem
Aa P | et Aa e | ean Aa (g pa’).
vt Aa Aa | aalll aal2 ) Aa Aa | aall] aal2 Lol | Aa Aa | aalld aalz
3l 625% 625% | a25% | 625% al 720m 081% 0.81% | 0.09% P 1 a | o 9r0299w | 000se01% [o.009s01% | c.0000mss
(p*a) ®an | we | p*a) ) | van | by wa | e | waen | wan
aal| [Aa | Aa | aall] aald] |[aal| |Aa | Aa | aal2] aald] [aal| JAa [ Aa | aal2] aald]
25% |?Ve2sw | ease | easw | sasw 1% |2 Foste | oo | coon | o.o1% 0.01%)] ? | adotesin o a
(%) @ | ea) | tea? iq9 (") o | ey | e (a9 (97 [y i e ) (9%
B s
D FH-negative aa 4] o p?

D FH-positive aa ¥ @+[EI+ EI £ PQ*+pg+qt _q(2p+q)
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Frequency of allele a in population (q)

Puc. 1. CBsi3b 4acTOTbl GMannenbHbIX MyTauMii aa ¢ OTArOWEHHbIM CEMENHLIM aHaMHE30M Y MaTepu
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Ta6nuua 1. YactoTa roMo3uroTHbix reHoTunoB c.2515_2519del AAGTT npu ABYCTOPOHHEM paKe MOJIOYHOM Xeslbl, OAHOCTOPOHHEM
pakKe MOJIOYHOW Xene3bl U B KOHTPOJIbHbIX rpynnax

Crartyc GEN 1

JIBYCTOPOHHUI paK rpyan

OAHOCTOPOHHWIA pak rpyam

KOHTpONbHbIE Fpynnbl

TomosuroTel ¢.2515_2519del
AAGTT

11 (3.1%)

23 (1.2%)

18 (1.4%)

Lpyrue reHotunsl 349 (96.9%) 1,828 (98.8%) 1,287 (98.6%)
foMo3uroTbl AuKoro Tuna 277 (76.9%) 1,513 (81.7%) 1,078 (92.6%)
[eTepo3nroThbl 72 (20.0%) 315 (17.0%) 209 (16.0%)

Wroro 360 (100%) 1,851 (100%) 1,305 (100%)

Ta6nuua 2. Fomo3urotTHocTb ¢.2515_2519del AAGTT n uctopus paka MOJIOYHO Xesne3bl y MaTepu

WcTopus paka y matepum

YacTtoTa roMo3unroTHelx reHoTunos c.2515_2519del AAGTT

JBYCTOPOHHMI pak rpyaoun OQHOCTOPOHHUI pak rpyam NToro
Het 7/239 (3.0%) 21/1558 (1.3%) 28/1797 (1.5%)
NmeeTcs 0/41 (0%) 0/215 (0%) 0/256 (0%)
WUtoro 280 (100%) 1773 (100%) 2053 (100%)
3HayeHue p chi-kBagparta 0,267 0,087 0,044
3HaueHne p Mantel-Haenzel 0,041

IIpoBen€éHHOE MHOTOLIEHTPOBOE HCCIEI0BAaHUE
JIEMOHCTPHUPYET pOIb PELECCUBHBIX IETEPMHHAHT
NPEAPACIONOKEHHOCTH K OuiaTepalbHOMY paky
MOJIOYHOHM Kejie3pl 0e3 CceMeHHOro aHaMHe3a,
B TO BpeMsl Kak BHMMaHHE OOBIYHO COCPEHOTOYE-
HO Ha kiactep-3pQeKTe «CeMEeHHOro paka» Jis
UACHTH(UKAIMY JOMUHAHTHBIX IIpeIpacIojarao-
IIUX MyTauud myTéM aHaiu3a CLeIUIeHHs OOmmp-
HBIX PONOCIOBHBEIX. llodydeHHBIE NaHHBIE MOTYT
OBITb HCIOJIB30BaHbBl B KIMHUYECKOH IPaKTHKE,
B IIEJISIX BTOPHYHOUN MPOQIIAKTHKHA paka MOJOYHON
JKEIIE3BI.

BriBOALI:

1. Yacrora [IMO MX no naHHBIM OOIYJSIU-
OHHOTO pakKOBOTO perucrpa UYemsOWHCKOMA
obmactu coctasnsgeT 10,3%, 4To BIIIE, YEM
MpU APYTUX JIOKATU3AIUAX paKa >KEHCKOM
penponyKTHBHOM cuctemsl (5,4% nns rune-
KOJIOTHYECKOTO PaKa).

2. Haubonee yacto BcTpeuaeTcs Ouiarepalib-
HBIH paKk MOJIOYHOH kee3bl (60% - 176 ciy-
4yaeB), YTO MO3BOJIMJIO PACCMATPHUBATh OTY
IPYIILY AJI y4aCTUsl B MHOTOLIEHTPOBOM MO-
JICKYJAPHO-TEHETHICCKOM UCCIICIOBAHNH.

3. U3MmeHeHHE CTPYKTYpBHl HCCIENOBAaHUS Te-
HOB, cocpenoToucHne BHuMaHug Ha [IMO
KaK «T€HETHYECKH OOOTAIEHHBIX» CITydasx
pakKa MO3BOJIMT BBIABUTDH 6OJ'II)HIC IIpUMEpPOB
PEIeCCUBHBIX TEHOB.

4. TIpoBeneHHBIN T€HETUYECKUN IKCIIEPUMEHT
MOKa3a:

— dYeM MEHbIIEC 4YacToTa OHMaJIeNIbHBIX TOMO-
3UTOTHBIX MyTallMi aa, TEM MEHBIIE BEpPOsT-
HOCTb OTATOLIEHHOTO CEMEHHOI0 aHaMHe3a
no PMX y marepu;

— wyacrora ¢.2515 2519delAAGTT romo-
surotHor Myrtanmu B Holliday junction
resolvase, Gen 1 y OONBHBIX IBYCTOPOHHUM
PMX cocraBuna 3,1% (ans cpaBHeHHS ya-
ctota BRCA1 u BRCA2 cocrasnser 5%);

— Bce OONpHBIC C OWAICIBPHONW MyTaIuei
c.2515 2519delAAGTT He umenu BepTu-
KaJbHOW Tepeiauu MpeapacioioKeHHOCTH
K Oone3Hu.

OpnHako, MOJIy4YEeHHBIE JaHHBIE HE SBISAIOTCS J0-
CTaTOYHBIMHU I TOTO, YTOOBI yTBEPHKIAThb OKOH-
yarenbHyto ponb ¢.2515 2519del AAGTT romo3su-
rotHo Mytarmuu B Holliday junction resolvase,
Gen 1 B marorene3ze PMIK, tak kak paccmarpusa-
eMble TPYNIBl MAJIOUYHCIEHHBI, a coOpaTh OOJbIIHE
IPYNIBI CPeir TEeHETHYECKH OJHOPOIHOTO HaceJe-
HUSl OCTaTOYHO TPYAHO.
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The problem of primary multiplicity of malignant tumors
remains actual in oncology due to growing number of patients
with polyneoplasia especially of the breast. Modern genetic
studies use “genetically enriched” cases of cancer, which
include in particular primary-multiple malignant tumors of the
breast. Practically every tumor has an individual set of somatic
mutations and genetic mechanisms of breast cancer appearance
are very different. The multicentre study shows the role of
recessive determinants of the predisposition to bilateral breast
cancer without a family history. The obtained data could be
used in clinical practice as a secondary prevention of breast
cancer.

Key words: primary-multiple malignant tumors, bilateral
breast cancer, genetic studies, recessive, prevention
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