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ExeronHas 3a601eBaeMoCTb pakoM MonoyHoi xenessl (PMX) B mupe coctaensiet 1383000 cnyyaes. MeHeTuyeckas npen-
PacrnoNOXeHHOCTb SBNSETCS OfHUM M3 OCHOBHbIX (akTOpoB prcka passutia PMX u paka auynukos (PS). Jons Hacnen-
CTBEHHO-00ycnosneHHoro PMX konebnetcs ot 5 no 10%, yto coctaenget 69150-138000 cnyyae. CemeiiHyto MCTOPUIO
HakorneHus PMX 1 onyxoneii XeHCKoii penpoayKTMBHON CUCTEMbI OTMEHAIOT 25% 3aD0neBLLMX XEHLLUH. Takum 00pasom,
MaLUMEHTbl C HACNEACTBEHHbIMM U cemeiiHbiMK dopMammn PMXK B Lienom coctaensior 345700 oT Bcex AMarHoCTUPOBAHHbIX
cnyyaes PMX [1]. HacneacTBeHHbI pak M4HUKOB BCTpeyaeTes ¢ vactotoit 10-17% [2,3].

HacnencteeHHble PMX 1 P9 xapaktepumsylotcs ayToOCOMHO-A0MUHAHTHBIM TUMOM HACNEA0BaHMS C BbICOKOW (Henon-
HOI) NEHETPAHTHOCTbIO, PAHHUM BO3PACTOM BO3HUKHOBEHWUSI W BbIPDAXEHHOW FEHOTUMUYECKON U GEHOTUMNYECKON
reTeporeHHoCTbIo [3-6].

Mo maHHBIM MHOTOYMCIIEHHBIX UccnenoBaHuii, 20-50% HacnencTBEHHOro paka Mono4Hoi xenessl (HPMX) 1 90-95% — Ha-
CNeCTBEHHOr0 paka amyHukoB (HPA) y xeHuwH, a Takke ot 4 1o 40% PMX 'y MyX4nH 06yCoBNeHsl repMUHAIbHBIMU
myTaumamu B reHax BRCA1 n BRCA2 [2,3,7,8]. C yyetom cuHapomansHoii natonorum HPMX n HPS moryT ObiTh accoumu-
pOBaHbI Takxe ¢ MyTaumsamu B reHax TP53, CHEK2, MLH1, MSH2, PALB2, PTEN, NBS1, ATM, BRIP1, RAD50, BLM, FGFR2

u ap. (Tabmuua 1).
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Mytanuu B reHax BRCA1 u BRCA2 3Hauu-
TEJIbHO YBEJIWYHUBAIOT WHAWBUAYAJbHBI PHUCK
passutua PMOK u PA. Cpesnue KyMynATUBHBIE
PUCKU Ji1 HOocuTesell MmyTanuii B reHe BRCA1
B Bo3pacTe 70 jieT cocTaBiAoT 57-65% B OTHOIIIe-
Huu passutug PMIK u 39-40% — PS1. Puck passu-
tusa PMOK a1a HocuTesneit myTtaiiuii B reHe BRCA2
cocTasigeT 45-49%, Torga Kak puck PA He nipeBuI-
maeT 11-18% [9]. ITpu oTAromeHHOM ceMelHOM
aHaMHe3e PHCKH BO3pacTaioT: JJji HOcCUTesleu
myTtauuii B reHe BRCA1 g0 87%, B OTHOIlIEHUU
passutua PMIK, u 10 44% B OTHOLIEHUU pas-
Butua PA [10]. i HocuTenel MyTalluil B reHe
BRCA2 — 10 84% u 27% B OTHOILIEHUU pa3BU-
T PMJK u P{, coorBercTBeHHO [11]. /laHHEBIE
0 MyTaIUAX U MOJIUMOPPHBIX BapHaHTax B reHax
BRCA1 u BRCA2, B TOM 4HcCJie UX KJIMHUYECKOMN

3HAYMMOCTH, OOBeJUHEHBI B MeXKIyHapOAHON
6ase Breast Cancer Information Core (BIC) [12].
Bo MHOTUX MOMYJIANUSAX HabOJI0AaeTcs TaK Hasbl-
BaeMbIi 3ddekT ocHoBarens («founder» apdekT)
— npeobsialaHrie HECKOJIbKUX MyTal[dii B TeHax
BRCA1 u BRCA2, criettubUyYHBIX 151 STHUYECKOMN
rpynmnel. B ctpanax Boctounoit EBponel u B Poc-
CMU UIMPOKO PAaclpoCTpaHeHbl OIpe/ieJleHHbIe
myTtauuu B reHe BRCA1, 4TO 03BOJIIET BHEAPATD
COOTBETCTBYIOIIVE MOJIEKY/JIApHble CKPUHUHTO-
Bble MPOrPaMMBlI M ONTUMM3UPOBATh I'eHeTUYe-
ckoe TecthpoBaHue [7]. B poccuiickoil momyss-
LMY IIpeBalupyroT Mytauuu B reHe BRCA1, onu
coCTaBIAT okoyo 80% OT oOlLIero KoJaudecTsa
myTtanuii B reHax BRCA1 u BRCA2, B To Bpemsa
KaKk MyTalluu, HuAeHTUPUIIMpOBAaHHbIE B TeHe
BRCA2 (3a uckimrouenneM 6174delT), yHUKaAIbHEBI
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Tabnuua 1

BoBneyeHHbIN reH

OCHOBHbI€ KNIMHUYeCcKne nposiByieHna

WU ero nokanusauusa

BRCA1 (17q21) BRCA2 (13q12.3)

PMX, pak a1yHMKOB, pak NpeacTaTenbHO Xenesbl, pak NomXenya0uHOI Xenesbl, MenaHoma, pak TOACTOM KULLKM

TP53 (17p13.1) CHEK2 (22912.1)

PMX, MArkoTkaHHble CapkoMbl, OCTEOCAPKOMbI, OMyXOJIX FOSIOBHOrO MO3ra, NIEiKo3bl, pak KOpbl HAANOYEYHNKOB

MSH2 (2p22-p21)
MSH3 (5q11-q12)

paK TOACTON KULLIKKM, NEPBUYHO-MHOXECTBEHHbIE 3/10KQYECTBEHHbLIE ONYXO/N: PaK Tena MaTku, SUYHUKOB,

MSH6 (2p16) MOJI04HOI Xenesbl, Xenyaka, TOHKON KULIKK, MOYETOYHMKA UAWN NOYEYHON JIOXAHKM, XENYHBIX MYTEN; BOSMOXHO
MLH1 (3p21.3) COYETaHWE C OnyXosIMM rOSI0BHOMO MO3ra (CUHAPOM TIOPKO) MM MHOXECTBEHHBIMW aAEHOMAaMM CaslbHbIX
PMS1 (2931-q33) xenes (cuHapom Toppe)
PMS2 (7p22)

MMPOMA, MO3XEUKOBAs aTakCusl, rIMOMa, MOPAXEHNS KOXM, edULUT UMMYHHO CUCTEMBI, FNIMOMA,
ATM (11922.3) ¢ P AEQUUAT Uiy

menynnobnactoma, PMX

CDH1 (16¢22.1)

pak xenyaka, onabkosbid PMX

PTEN (1023.31)

MOpaxeHmne CAM3NCTLIX 00004EK 1 KOXMW, MHOXECTBEHHbIE FraMapTOMBbl (HalLLe B XeyA04HO-KMULIEYHOM TPpakTe),
PMX, pak LMTOBMAHON Xenesbl, OMyXonn MaTku 1 ap.

STK11 (19p13.3)

MurMeHTaLmus KoXu, CAM3UCToi 060/104Ke POTOBOI MOSIOCTW, MHOXECTBEHHLIE FAMapPTOMbI
XeNyLo4HO-KMLIEYHOro Tpakta, PMX, repMUHOreHHble onyxonm

NBS1 (8g21)

MukpoLedanis, KOMOMHMPOBAHHBINA NEPBUYHBIA UMMYHOAEDULMT, NOBLILIEHHAS YYBCTBUTENBHOCTL
K Paf1oakTMBHOMY u3nyyeHuio, PMX

BRIP/FANCJ (1723.2)
PALB2/FANCN (16p12)

annacTnyeckast aHeMmsl, aHOManuu CKeneTa, HeBPONOrNYeCkIe PacCTPOICTBA, BPOXAEHHbIE NOPOKW cepaua, PMX

FANCA (16q24.3)

[3,13], uTo yuuTsiBaeTcs mpu GopMHUPOBAHUU IU-
arHOCTUYECKOH TaHEeH I IIUPOKOMAacCIITaOHO-
ro CKpUHHUHTA B poccuiickor nonynanuu. Cornac-
HO LIEJIOMY PSIZly UCC/IeZIOBaHUM, TTpeobIaiaroleit
B Poccum sapmaerca myrtauusa 5382insC B reHe
BRCA1, oHa cocTasiseT okoso 70% Bcex MyTalui
B 5ToM reHe BRCA1 npu PMK [3,13-17] u okoso
60% mpu PA [3,18]. B rene BRCA1 yacTto BcTpe-
yarorea Mytanuu 4153delA, 300T>G (C61G),
185delAG [3,13,15,16]. B HeCKOJIbKUX PpOCCUM-
CKUX MCC/IeJOBaHUAX TaKXKe BBbIABJIEHBI MyTalliU
2080delA, 3819delGTAAA, 3875delGTCT B rene
BRCA1 [3,14,16,17] u myrauusa 6174delT B rene
BRCA2 [3,15,16].

deHoTunuyeckasg TrereporeHHocTb BRCA-
accorurpoBaHHoro PMJK oTMedyeHa BO MHOTHX
HCCIe[IOBAHUAX, B TOM UHUCJIE U POCCUMNCKUX.
s HacneactBeHHoro PMDK xapakTtepeH Ooiee
MOJIOZION BO3pacT pasBUTHs 3aboyieBaHUsA, TIpe-
obazanye MHQWIBTPATUBHO-TIPOTOKOBOTO paka.

Oxkosno 80% BRCA1-accouurpoBaHHBIX OMyX0JIen
MOJIOYHOM >KeJie3bl SABJAIOTCS TPUKABl HeraTUB-
veIMU (ER-, PR-, HER2 /neu-) [3], Ho Toabko 10%
PaHHUX TPYKABI HeraTMBHBIX OITyXOJel ABJAIOT-
csa BRCAl-nmo3utuBHBIMU [19]. Y HocuTeneit my-
Tauii B reHe BRCA1 yaiife BcTpeyaroTcs TPYK/B
HeraTHBHBIE OITyXOJIH ¢ 6a3aTbHBIM GEHOTHUIIOM.
Y 6onpHBIX PMJK-HOCHUTENEN MyTaluii B Te-
Hax BRCA1 1 BRCA2 3HaYNUTEIBHO MOBBIIIEH PUCK
pasBUTUA KOHTpajaTepasbHoro PMIK: kymynsa-
TUBHBIM pUCK uyepe3 25 JieT mocjie MOCTaHOBKU
nepsuyHoro guarnosa PMIK cocrasaser 47,4%.
MakcuMaabHBIN PUCK pa3BUTUA KOHTpajiaTepab-
Horo PMJKX —62,9% oTMeueH ripy MaHudecTaluu
nepsuyHoro PMK B Bospacte f0 40 sieT, B TO Bpe-
MfA KaK pHCK Pa3BUTHA KOHTpaaTepabHOIO
PMX y HocuTeneir myTanuii B rene BRCA1, 3a60-
JeBIMx nocse 50 yieT, He mpeBbiIaeT 19,6% [20].
B uccnegoBanum, npoBegeHHoM B ®I'BY «POHI]
uM. H.H. broxuna» PAMH B 2000-2008 rr., rep-
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JIOBYEHKO 1. H., BATEHEBA E. 1., AGPAMOB . C., EMENIbSHOBA M. A., BYIWK (0. A., TIONAHIMHA A. C., KPOXVHA 0. B., BOPOTHUKOB M. K., COBONIEBCKUA B.A., HACELKVHA T. B., IOPTHOI C. M.

MUHaJIbHble MyTanuu B reHax BRCA1 u BRCA2

6bUTH HalkeHbl Y 37,3% OGOJbHBIX JBYCTOPOHHUM

PMX, B ToM uucie y 57% 60JIbHBIX, 3a00/I€BIINX

B Bo3spacTe 70 41 rozga [3].

Jnsa  HacineactBeHHoro BRCAIl-acconuu-
poBaHHoro PSI TakKe XapaKTepeH 60jiee MOIOA0M
B CpaBHEHMHU co criopazudeckuM P Bospact pas-
BuUTHA 3ab01eBaHna — 48 vs 56 yeT. ['ucroormnye-
CKUU TUII HacyiecTBeHHoro PA yaiiie ipescrasiiex
CEepO3HON COCOYKOBOM IIUCTaZeHOKapIUHOMOU
(70-80%), penxo BcTpedaroTcs MyIIMHO3HbIE OITy-
xonu (0-1%), HabmoAaeTcss BEIpasKeHHBIN Jiede0-
HbIM maToMopdo3s [3].

Kputepuu BKIIOUEHUS NALMEHTOB B PYIIIIEL
pUCKa C MOCJIeAYIOUIUM TeHeTHYeCKHUM TeCTHUPO-
BaHMEM C IIeIbl0 MOATBEPXKAeHHU /UCKIIOYeHUA
Hac/leICTBEHHOU IpeApacioyiokeHHOCTH kK PMIK
u/win P4, He ABIAIOTCS OOIIENPUHATHIMU U Ba-
PBUPYIOT B pa3HbIX cTpaHax. [lociie aHamM3a cooT-
BETCTBYIOIIUX HaIlMOHAJIbHBIX PYKOBO/CTB U pe-
KOMeHAalWi, IpUMeHAeMBbIX B CTpaHax 3anaJHou
EBponbl (Benukobpurannu, ®pannuu, Huzep-
naHzpax, lepmanun) [21,22] u CIIA [23] MOXHO
BBIZIE/IUTh CJIEIYIOIIHE OOIIe MOMEHTHI:

1. TeHeTHYecKoe TeCTUPOBAHUE OCYIIeCTBIAETCA
B paMKax MeJWKO-T€HEeTHYeCKOTO KOHCY/IbTU-
pOBaHWMs, MEPBBIM OOBEKTOM JJII TECTUPOBA-
HUA gsiasgetrcs 6onabHor PMXK u/wiu PA (eciu
JIOCTYTIEH OMOJIOTUYECKUH MaTepyal);

2. OCHOBHBIM KpUTEpHeM HallpaBjeHUs Ha reHe-
TUYeCKOe TeCTHpOBaHMe fABJAeTCI OHKOJIOTH-
YyeCKHU OTATOIeHHBIN ceMeHHbIN aHaMHe3 PMJK
u/wnu P (yuuTeiBalOTCA KOJUYECTBO U CTe-
IeHb POZACTBa 3a00JIEBIINX POACTBEHHUKOB,
BO3pAaCT MOCTAHOBKU JUarHo3a);

3. ITokazaHUAMM JJ11 TeHeTUYeCKOr'0o TECTUPOBaHUA
namnyeHTa SBJISIIOTCS HaJaudue B JIMYHOM aHaM-
Hese: PA, PMK y »xeHIIIMH B Bo3pacTe 0 35 JieT,
zAsycropoHHero PMJK, PMIK y My>XUKHBI.

OHKOJIOTUYECKU OTATOIIeHHbIM CeMeMHBIN
aHaMHe3 SBJSIETCS OeCCIIOPHBIM M CaMbIM BaX-
HBIM TIOKa3aHMeM K reHeTH4eCKOMY TeCcTHpOBa-
Huto. OZHAKO B CBA3U C MaJbIM pa3MepoM ceMeu
U OTCYTCTBHEM JOCTOBEepHON MHPOPMALUU B OT-
HOILIIEHVWU POJCTBEHHUKOB NalllieHTa, UCIO0Jb30-
BaHHe TOJbKO 3TOTO KPUTepUs HeAOCTATOYHO.
B poccuiickoM uCCIe0OBaHUN HEOTOOpaHHOM
BbIOOpKU 60sbHBIX PMDK (60s1ee 1000 yesnoBek)
IIpU MeAUKO-TeHeTUYeCKOM KOHCYJIbTHPOBAaHUU
MalleHTOK C BBISIBJIEHHBIMM MYTaIlUsIMU B reHax
BRCA1 u BRCA2, nokasaHo, 4To y 23% mpobaH-

HacneacTBeHHbIN pak MOMOYHOI Xenesbl U SUYHNKOB

JIOB B cCEMbe He ObUTIO OTMEYEHO CIyJaeB 3JI0Kave-

CTBEHHBIX HOBOOOpa3oBaHuii [16].

B GOJBIIMHCTBE HAIIMOHAJIBHBIX PYKOBO/CTB
paHHUii (10 35-45 y1eT) UHAVBULYaNTbHBIN BO3PacT
Manudecraruu PMXK, gsycroponnuit PMIK mnu PA
B JIFOOOM BO3pacTe CYUTAIOTCS AOCTATOUYHBIMH I10-
Ka3aHUAMMU ISl TeHeTUYeCKOI'o TeCTHPOBaHUS.

B HekoToprix cTrpaHax (CILIA, HuzepiaHzwl,
V3pawib) AONOJHUTENBHBIMU KPUTEPUAMU SB-
J0TCsT Mopdosiorndeckue ocobeHHOCTH PMIK
(TpKZABI HEraTUBHBIM pak B BO3pacTe MOJIOXKe
40-60 seT), HacjeACTBEHHas CHHApPOMAasabHadA
naTosorus (HakoIUIeHHe B ceMbe cIydaeB 3JI0Ka-
YeCTBEHHBIX HOBOOOPA30BaHUM JPYTHX JIOKAJIH-
3alMi: paK MpeJCcTaTeJbHOMU Kele3bl, paK MoKe-
JIyZJOYHOM »KeJie3bl U Ipyrue), a TaKKe dSTHU4YecKas
MIpUHaAIeXXHOCTh (eBpeu AntkeHasu) [21-23].

[Ipy reHeTWYeCKOM TeCTHPOBAHUM IalleH-
TOK C TPUXZAbl HeraTuBHbIM PMDK MmyTaniuu B re-
Hax BRCA1 u BRCA2 ob6HapyxuBaroTcsa B 10-16%
cJIy4aeB, IPUYEM IS TTOoydeHus 6osiee KOppPeKT-
HBIX Pe3yJbTaTOB pPEeKOMEH/IOBaHO He BBOJUTH
OrpaHUYEHHs 10 BO3PACTy IOCTAHOBKU JMarHo3a.
[To ZaHHBIM KaHAZCKOTO UCCIeZ0BaHUsA, IIpoBe/e-
HUe TeHETUYECKOT'0 TECTUPOBAHUS O0JTbHBIX TPHIK-
Zbl HeratuBHBIM PMDK B Bo3pacte 1o 50 jieT sBJA-
eTcsl S5KOHOMUYECKU OIpaBJaHHBIM [24]. OzHUM
U3 JIOTIOJTHUTEIbHBIX KPUTEPUEB /JIs1 BBIIIOJTHEHUA
reHEeTUYeCKOro TeCTUPOBAHUSA fABJAETCA Haaudyne
y 6OJBHOUM peaKoro MOpPQOJOTUYECKOTO IMOATH-
ma — Mezy/uispHoro PMIK, xapakTepusyolerocs
IpeBajpoBaHreM MyTrauuii B reHe BRCAL.

C y4eToM aHa/M3a MUPOBBIX JAHHBIX U COO-
cTBeHHOro omnkbita, B PI'bY «POHI] um. H. H. Bio-
xrHa» PAMH npuMeHAIOTCA ciiefyiolide KpuTe-
pUM BKJIIOYEHUs B IPYIIIIBI PHCKa:

1. OHKOJIOTUYECKH  OTATOIIEHHBI CceMeNHBIH
aHaMHe3 (zBa u 6osee ciyuyaeB PMJK/PS B ce-
Mbe y pozacTBeHHUKOB [-II cTremeHu pojcrtsa,
ocobenHo PMK B Bo3pacre o 50 Jset, P B jito-
6oM Bo3pacTe, ABycTopoHHUM PMJK, mepBuvHO-
MHO’KECTBEHHBIE 3JI0KaYeCTBEHHbIE HOBOOO-
pasoBanus, PMK y MyX4MH, HacjlieACTBEeHHbIE
OHKOJIOTHYECKHe CUHZPOMBI;

2. JINYHBIF aHAMHEe3:

1. PMIX B BO3pacte 1o 50 neT;

2. IByCTOPOHHUM (CUHXPOHHBIN, MeTaxpOH-
HBIN) PMXK;
3. IepBUYHO-MHO)XECTBEHHbIE 3/I0KaueCTBeH-

Hble HOBOOOPa30BaHUA, B TOM YHCJIE COYETa-
Hue PMIXK u PA;
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4.mopdonornyeckue  ocobeHHocTH — PMIXK:

TprxAbpl HeraTuBHbIE PMIJK (omyxomm ER-,

PR-, HER2 /neu-), mexyuiapHbeiid PMIK;

5. P4, pak dasionueBsix TpyO, KaHI[EPOMATO3

OPIOIIMHEI B JIIOOOM BO3pacTe;

6. PMK y My>KUMH.

JlOTIOJIHUTEIBHO MOT'YT UCI0JIb30BaThCA pas-
JINYHBbIE MOZENU [AJiA OLEHKHA BepPOATHOCTU HO-
cutesnbcTBa MyTauuu B reHax BRCA1 u BRCA2
(BRCARPO, Myriad II, BOADICEA, Manchester
score, Penn II u apyrue), ocHoBaHHBIE Ha ceMeii-
HOM OHKoJioTudeckoM aHamHe3e (PMOK, P, unHo-
IZla 3JI0Ka4eCTBEHHbIE HOBOOOPa30BaHUsA JPYTUX
JIOKaJIH3aluni).

Bo MHOrux 3KOHOMHYECKH Pa3BUTHIX CTpa-
HaxX CYyIIeCTBYIOT TOCyZapCTBeHHbIe NMPOTrpaMMBbI
CTpaxOBaHMf, BKJIOYAIOIIMe MeJUKO-TreHeThude-
ckoe KoHcynabTUpoBaHue u JHK-amarHoctuky
C IleJbI0 OIpeZieieHUs Hacae[CTBEHHOUW Ipes-
pacrionoxxeHHocTy K PMXK /P, 1 UMeHHO ¢ 3TUM
CB3aHO JKecTKoe QopMHUpOBaHHUE KpUTEpHEB
BKJIFOUEHUS B TPyIIBI pucka. B Poccuu renetu-
YyecKkoe TeCTMPOBAaHME He BXOAUT B IPOTPaMMBI
MeJMIIMHCKOTO  CTpaxoBaHUs. Bpad-reHeTHK
oTpeesiseT 11eeco00pa3HOCTh TEeHETHYECKOTO
TeCTUPOBaHUA WHAWBUJAyaJbHO C Y4€TOM JIUY-
HOTO U CeMerHOro aHaMHe3a C IOCIe[yIIUM
pacueToM pHCKa pasBUTHUA BTOPBIX MEPBUYHBIX
omyxoJieii. TeHeTHUYeckoe TeCcTUPOBaHUE IIPOBO-
JAT B CepTUPUUMPOBAHHBIX KJIMHUKO-AMATHO-
CTUYECKHUX J1TabopaTOpHUAX, UMEIOIUX JUILEH3UIO
Ha OCyllecTBJIeHHe MeJUIIMHCKON JesATeJbHOCTU
U IIpOBeZieHHe MOJIEKYISAPHON AUarHoCcTUukKu. MH-
TepIpeTalus pe3yJbTaTOB reHeTUYeCKOro TeCTH-
POBaHUA JOJKHA IIPOBOJAUTHCA CEPTUPHULIPOBAH-
HBIM BPauyOM-T'€HETHUKOM, CIIeI[HaIu3UPYyIOLUIUMCS
B 00JIaCTU OHKOJIOTUM, C IIPUBJIEYEHHEM MeJU-
LIMHCKOTO IICUXO0JI0Ta IIPU BO3HUKHOBEHUU dTUYe-
CKUX U TICUXOJIOTHYECKUX MTPOOIIEM.

Jna feTeKUMU W3BeCTHBIX MYyTallUli B re-
Hax BRCA1 u BRCA2 B Poccuu HauboJbIlee pac-
MpOoCTpaHeHue TOIYyYUId METOZABI, OCHOBAaHHbBIE
Ha [oJaMMepasHoi lenHol peakuuu (ITLIP), a Tak-
JK€ METOZABI C KCIIOJb30BAaHUEM OHOJIOTHMYECKUX
MHKPOUYUIIOB. /IJif olipeZiesieHus MOJHON HYKJIeo-
TUAHOM MTOC/Ie0BaTeIbHOCTH KOAUPYIOLeH 4acTU
reHoB BRCA1 u BRCA2 ucnosb3yeTcss aBTOMaTH-
Yyeckoe cekBeHUpoBaHue 1o CaHrepy. s obHa-
Py>KeHHUS KPYIIHbIX TeHOMHEBIX [IepecTpoekK, 4acTo-
Ta KOTOPBIX cocTasiAeT oT 2 0 10%, NpuMeHAoT
MeToz MLPA (Multiplex Ligation-dependent Probe

Amplification) u gpyrue. [loka3aHa MePCIEKTUB-
HOCTb TEXHOJIOTUY CeKBEHUPOBAHUA CIIEAYIOLIETO
nokosieHus (Next-Generation Sequencing, NGS)
JUISI TeHeTUYeCKOUW AUarHOCTUKY HacjleCTBEHHO-
ro PMJK u/wmm PSI ¢ niesibto oGHapyKeHUsA MyTa-
unii B reHax BRCA1, BRCA2 u TP53 u gp. [Ipeumy-
mecTBOM NGS sABJseTCAI BO3MOKHOCTD BBIABJIATD
HE TOJIbKO TOYeYHbIe MyTalliu, HeOOJIbIITE JeTe-
LIMU U BCTaBKU, HO U IIPOTKEHHBIE JIeJIeLIUU U Y-
wiMKanuu. Haubojiee akTyaabHO IIPOBEAEHUE
BBICOKOIIPOM3BOAUTEIBHOI'O CEeKBEHHUPOBAHUA
B CJIy4ae BBICOKOM BaprabelbHOCTHU UCCIeyEMbIX
Y4aCTKOB reHOMa.

B ®I'bY «POHII um. H.H. Biroxuna» PAMH
OBbUIO BBIIIOJIHEHO IMHMJIOTHOE HCCIeJOBaHMe C HC-
nosb3oBaHueM MeToza NGS 1mo usydeHuro mocie-
ZI0BaTeJIbHOCTU KOAUpYIollell dacTu reHa TP53
y 22 mauueHTOK, MPOXOAUBIIUX JedeHue B OI'BY
«POHL] um. H.H. Bioxuna» PAMH no nosoay
[IEPBUYHO-MHOXXECTBEHHBIX  37I0KaYE€CTBEHHBIX
HOBooOpa3oBanuii (IIM3H), ofHUM U3 KOTOPBIX
apaancsa PMOK, Bkitouasa gBycTopoHHHUM PMXK
(IPMK), 6e3 myTaiuii B renax BRCA (WtBRCA).
l'epMmuHasbHBIE MyTauuu reHa TP53 ABadAwoTCA
STUOJIOTUYECKON TI'eHeTHYeCKOM OCHOBOM CHH-
apoma Jiu-dpaymeHH, CUMITOMOKOMILIEKC KO-
Toporo BkiarodaeT PMIK y MOJOABIX KEHIIWH.
KinHuueckada M reHeTndeckas reTepOreHHOCTD,
a Tak)Ke BBICOKAas 4acTOTa I'€pMUHAJIBHBIX MY-
Tanui B reHe TP53, B ToM 4mciae u mytauui de
novo, 06yCIaBIUBaeT BHICOKYIO SKCIIPECCUBHOCTD
Y [IEHEeTPaHTHOCTD 3a00/IeBaHUsI B TEUEHHE KU3-
HU. MHoropyHkunoHaabHOCTh reHa TP53 u Bo-
BJIEYEHHOCTD B KaHLIEpOr'eHe3 pa3JINYHBIX OIyXO-
seit — okozo 50-75% crnopaguyeckux GopM paka
MMEIOT CTPYKTypPHO-QYHKIIMOHA/NbHBIE —Iiepe-
cTpoiiku B reHe TP53 — 060CHOBBIBAIOT IIpUMe-
HeHUe /IHK-TecTUpoBaHUA C LiebI0 BBIABICHUA
HocuTesne MyTranuii B rene TP53 cpeau oHkoio-
FAYEeCKUX OOJIBHBIX.

B ucciaezoBaHuy ObLIA KUCIIONIb30BAHbI KJIU-
HUYeCcKUe JaHHble W obpasnsl JJHK, BbIZeneH-
Hble U3 JUMGOIUTOB TNepudpepudeckoil KpoBU
¢ momobio Habopa QIAamp DNA Blood Mini Kit
(Qiagen). s HapabOTKK aMILUTUKOHOB IIPUMEHSI-
JI1 TOTOBYIO K UCIIOJIb30BaHMIO NaHenb SeqPlate
TP53 (TibMolBiol, T'epmanus) c¢ au0UIU3UPO-
BaHHBIMU (bIOJKH-TIpaliMepaMu K 4-11 3K30HaM
reHa TP53, cozepxamymu crenupuieckye Io-
CJ1e/J0BaTENbHOCTH /)11 CEKBEHUPOBaHUA Ha IIaT-
dopme GS Junior 454/Roche. /laHHaa mnaHenb
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MI03BOJISIET TPOBOJUTH MTOKUCK TOYEYHBIX MyTallui
c4 1o 11 sk30H rexna TP53.

[MTocie HapaboTku 6ubnuoreku JHK mposo-
VTN OMYJbCUOHHYIO KJIOHAQJIbHYIO aMIUTUQUKa-
LIUIO U lajiee CEKBEHUPOBAHUE C UCII0JIb30BaHUEM
npubopa GS Junior Roche/454. AHanu3 faHHBIX
U uZieHTUPUKAIIUIO MyTalllii B OTCEKBEHUPOBAH-
HBIX 5K30HAaX M MHTPOHHBIX 00JIACTAX ITPOBOAU-
J1 TIpu moMoImu mporpaMMmsl Amplicon Variant
Analyser (454/Roche). PesynbraT cekBeHUpPOBa-
HUS TIpe/ICTaBIeH B TabuIle 2.

Kak BUZHO U3 TabaULBI 2, B pe3y/bTaTe CeK-
BEeHHUPOBAHUA MocjaeZoBaTelbHOCTeN 4-11 3K30-
HOB reHa TP53 ObLIO BBIABIEHO 3HAYUTEIbHOE
KOJIMYECTBO MyTallMii U MOJMMMOPPHBIX BapH-
aHTOB B 9K30HHBIX U UHTPOHHBIX 00sacTax. VH-
TEPECHO OTMETUTH, YTO CpeAr OOHApyKEeHHBIX
OZHOHYKJIEOTUAHBIX 3aMeH e€CTb OYeHb peJKue
BapHaHThl, BCTpevyawlueca B HOMNYJALNUN C Ya-
crotoil MeHee 0,001. Tem He MeHee, OHU OBUIN

HacneacTBeHHbINA pak MOMIOYHOI Xenesbl U SUYHNKOB

BBISIBJIEHBI B CPAaBHUTEIbHOU HEOOJBIION BBHI-
6opke nanueHToB. C momoIbio NGS 6bLI0 MOA-
TBEP)K/AEHO HaJIu4yue paHee OOHApPY>KeHHOU My-
tanuu 2637 C/T, npuBogsamieil K 06pa3oBaHUIO
CTOI-KOZIOHA BMecTO apruHuHa B 306 KoZOHe.
Takke ObUTa BBIIBIIEHA repMHUHAIbHAs MUCCEHC-
myTauusa 2100C/A B 241 kopoHe 7 3K30HA B re-
TEPO3UTOTHOM COCTOAHUM, INPUBOJAINAA K 3a-
MeHe cepyuHa Ha TUPO3UH S241Y (c.722C>A;
2100C/A), paHee He BBIABJIEHHAs C UCIOIb30BA-
HUEM CTaHZapTHBIX MeTO/J0B AuarHocTuku (My-
TaluusA 3aperucTpupoBaHa B MexAyHapoAHOU
6a3e maHHbIX IARC TP53 u 6bLIa AMAarHOCTUPO-
BaHa y nauueHTku ¢ [IM3H B cocTase cuHApoMa
Jin-®paymenn). I[IpoBoguTcsa aHanus yHKIIHO-
HaJIbHOW M KJIWHWYECKOW 3HAYUMOCTH OOHapy-
JKEHHBIX BapUaHTOB.

B rpynmax BBICOKOrO pUCKa pa3BUTUA Ha-
cnegcrseHHoro PMXK w/unu PA pna moaTBepx-
JleHVs1/UCKJII0UeHUs TeHeTHM4YecKoul Ipezpac-

Tabnuua 2. Pesynbtathl TP53 — reHoTMnupoBaHus ¢ ucnonb3oBaimem NGS

YacTota MMHOpHOrO annens KonuuecTBo
Bapuant HasBaHne > Jlokanuzauus [uarHo3
B €BPONEUCKMX Monynsumsx nauueHToB
6602 C/T 17881850 A(T)=0.005 WHTpOH 2CT NM3H
OPMX
5646 C/T rs150293825 BcTpeyaeTcs 04eHb peako OK30H, 1C/T OPMX
CUHOHUMMYHAS MyTaLMs
2232 C/T rs12947788 T=0,163 WHTpOH 4CT NM3H
(m0 0,5)
2252 T/G rs12951053 G=0,163 WHTpOH 47T/G NMMV3H
(m0 0,5) OPMX
5762 AT rs17880847 A(T)=0.004 WHTpOH 1AT OPMX
80 G/A rs1800370 A(T)=0.012 OK30H 2 G/A OPMX
2818 T/C rs1800370 C(G)=0.017 WHTpOH 2T/C NM3H
OPMX
2637 C/T rs121913344 HET AaHHbIX OK30H, 1C/T LPMX
CTOM-KOLOH
187 C/G rs1042522 G=0.398 OK30H 8 C/G, OPMX
4G/G
2100 C/A Ser241Tyr - IK30H 1C/A OPMX
1544 A/G rs1625895 T7=0.137 OK30H 9A/G, JPMX
12 G/G
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IIOJIOXKEHHOCTU B IIEPBYIO OYepesb IPOBOAUTCA
CKPUHMUHT C 11eJIbI0 BBIABJIEHUS YacThIX (ITIOBTOPS-
fomuxcsa) MmyTtanuil B reHax BRCA1 u BRCA2. Tpo-
Be/leHWe TECTUPOBAHUA B JaHHOM OObeMe SIBJIA-
€TCsI 11eJIecO00pa3HbIM, YUUTHIBASI €70 HEBBICOKYIO
CTOMMOCTB U JJOCTYITHOCTh BO MHOTHX CITEIIHAIU-
3UPOBAHHBIX KJIWHUKO-IMATHOCTUYECKUX J1abo-
paTopuax. BeINIOMHEHME TaKOI'0 CKPUHUHTA BCEM
60;1pHBIM PMJK (He BXOZAAIIUM B I'PYIITY BBICOKOTO
pucKa) 060CHOBAHHO, HO He 00s13aTe/IbHO.

[Ipn oTpuLlaTeNIbHOM pe3yjbTaTe CKPUHWH-
TOBOT'O TecTa Y 60JIbHOM C OTATONEHHBIM OHKOJIO-
TMYECKMM aHaMHE30M pacCMaTpUBAaETCA BOIIPOC
006 yCcTaHOBJIEHUHU TOJTHOM HYKJIEOTHAHOM IOCIe-
ZI0BaTeIbHOCTU KoAupyloleii yactu reHoB BRCA1
u BRCA2 meTo0M ceKBeHUpPOBaHUA 10 CaHrepy,
KOTOPBIN SBJISIETCS «30JI0THIM CTaHZAPTOM» B 00-
JIaCTY MOJIEKY/IIPHO-TeHe TUYeCKOU INarHOCTUKM.
Bo3MOXXHO NpoBezieHNe JOIIOTHUTENbHBIX HUCCIIe-
ZIOBaHUH, B TOM 4HCJIe MacCOBOI'0 MapaJlieabHo-
ro CeKBEHUPOBaHUA, KOTOPOE paccMaTpUBaeTCA
B KauyecTBe IepCIeKTUBHOM yHHUBepCcalbHOU AUa-
THOCTUYECKOU TeXHOJIOTUM MPU HacJaeACTBEHHbBIX
OHKOJIOIMYECKUX 3a00IeBaHUsAX.

B Xoze pacIIMpeHHOro T'eHETUYECKOTO 00-
cleoBaHUA ¢ Lenbio AuddepeHIIHANbHON AUa-
FHOCTUKUA U MCKJIIOYEHUsS JIOXKHOOTPULIATEIbHO-
ro pesyjbTaTa MPU OTCYyTCTBUM MyTalUMi B reHax
BRCA1 u BRCA2 MOXeT OBITh NMPOBEAEH IOUCK
MyTanui B Apyrux reHax (MLH1, MSH2, TP53,
CHEK2, PALB2, PTEN, NBS1, ATM, BRIP1, RAD50,
BLM, FGFR2), accouMHpOBaHHBIX C TOBBILIEHHBIM
puckoM passutua PMIK n/wnu PA. Ha ceroguan-
HUH ZieHb, OJHAKO, JaHHBIe 00 3TUX accolUally-
AX NPOTHUBOPEUUBEHI, CJIOKHBI B WHTEpIIpeTallun
¥ MOT'YT OBITH HCIIOJIb30BaHBI /IS MHANUBUIYaIH-
3allMy JuardHocTuku u jedeHus PMOK u/wnu PA
orpaHuyeHHO. [107106HO€e TeHeTUYECKOe TECTHUPO-
BaHUE MOXXET ObITh PEKOMEHZOBAHO K BKJIIOYE-
HUIO B IMPOrpaMMy MOJIEKYJIAPHO-TeHeTUUYeCcKOU
AUArHOCTUKU TIPU HacjeJCTBEHHOHW IpeZpacIio-
noxkeHHocTH K PMDK u/unu PS B OHKOJIOTHYECKUX
I[EHTpax, O00JaZaoNINX BBICOKOTEXHOJIOTUIHOM
Hay4YHOM 06a30il M COOTBETCTBYIOIIUM KJIWHHYE-
CKHIM OIIBITOM.

[Ipn oTKasze OT NPOBEAEHUA MOJIEKYJIAPHO-
reHeTUYeCcKOl JUarHOCTUKU MaljMeHTKU U3 TPyIl-
Bl BBICOKOT'O PUCKA Pa3BUTUA HACIeJCTBEHHOI'O
PMJK un/unu P ocraroTcd moJ AMHAMUUYECKHUM
HabI0/leHeM Bpava-TeHeTHKa B YCJIIOBUAX OHKO-
JUCTIaHcepa.

[Tociie mpoBezeHUS TeHETUYECKOT'O TeCTH-
pOBaHUs HeOOXOAMMA TIOBTOPHAsA KOHCYIbTAIUA:
MaKUeHTy COOOIIAIOTCA Pe3yabTaThl, OOBSICHIIOT-
cs1 abTepHATUBHbIE BapUaHTHI HaOJMIOAeHs /Jie-
yeHUs1, Tpegaraerca (B ciaydae OOHapyKeHUs
reHeTu4yeckoro gedekrta) obciesoBaHWE POJ-
CTBEHHUKOB II€PBOM CTeleHU POJCTBA, YUUTHIBAA
ayTOCOMHO-JOMWHAHTHBIM TUI HacjaeJ0BaHUS
¢ 50% — HOUl BepOATHOCTHIO Nlepefaull MyTaHT-
HOro ajyuiens. [eHeTHUYecKoe TeCTUPOBaHUE Y POJ-
CTBEHHUKOB MAaI[UEHTKU [OJKHO IPOBOJUTHCA
ZI06POBOJIBHO TIO IOCTHM)KEHUN COBEPIIEHHOTETHS
WIX Bo3pacTa Havyaja CKpUHUHTOBBIX MCCIel0Ba-
HUU C Iesblo paHHel guarHoctuku PMOK u PA.

Hocureneit myrtaiuii B renax BRCA1, BRCA2
U JPYIUMX BKJIOYAIOT B CHelHUaJIu3UpPOBAHHBIN
KJIMHUKO-TeHEeTUYeCKUI KaHLlep-perucTp ¢ IIo-
CJIEAVIOIIMM  JIUCITAaHCEPHBIM  HaOJIoZieHueM
C IIpUBJIeYeHNEeM MeXIUCIUIIMHAPHON KOMaH/ bl
crenuaaucToB (OHKOJIOTOB, XUPYProB-MaMMOJIO-
roB, TUHEKOJIOT'OB, XMMHOTEpAIeBTOB, IICUXOJIO-
T'OB U IPYTUX).

OTpunaTeNbHBIN pesyabTaT TeCTUPOBAHUSA
MO03BOJIAET MWCKJIIOUYUTH BBICOKUH TIeHeTHYeCKHU-
ZleTepMUHUPOBAHHBIN pUcK pasBuTusa PMIK u P4,
OHAKO HEe UCKII0YaeT OOIIeNnomy/IAIIHOHHBIN
PUCK U HEOOXOAMMOCTh INPOBEAEHUSA CTaHAAPT-
HBIX CKPUHUHTOBBIX IIporpaMM. HemanoBaXHBIM
baKToOpoM fABIAETCA CHATHE TPEBOXXHOCTH U TICU-
X03MOIIMOHAJIBHOTO ArCcKOMdopTa B Ciyyae OT-
CYTCTBUS ceMeNHHON MyTalluu.

BaxHO OTMETUTB, YTO €C/IM MyTalluU B T€HaX,
accouMupoBaHHbIX ¢ pa3ButueM PMIK u/wnu PA
(BRCA1, BRCA2 u z1p.), He 0OHaAPY>KEHBI, HO JINY-
HBIM M/WIA CeMeWHBIM aHaMHe3 He I03BOJIIeT
WCKJIIOYUTh HACIEJCTBEHHYIO NpUpoAy 3abosie-
BaHUA, ITAUEHTHl OCTAIOTCS IIOJ aKTHUBHBIM JU-
HaMWYECKHUM HaOJII0ZIeHHEM B YCJIIOBUSIX OHKOZU-
cllaHcepa, TporpaMMa KOTOPOTO JO/KHA OBITh
TaKoH >Xe MHTEHCUBHOM, KaK U JJIsT BBISIBJIEHHBIX
HOCHUTeel MyTalui.

PexoMeHzaluM [Jid paHHeN JAWAarHOCTUKU
PMJX u PA y HocuTeselt myTanuii B reHax BRCA1
u BRCA2 BkJIIO4aloT:

1. camoobcefoBaHe MOJIOYHBIX JKeye3 — 1 pas
B Mecs1] ¢ 18 jieT;

2. yapTpa3ByKoBasg KOMIIbIOTepHas ToMorpadus
(Y3KT) MONOYHBIX Kejie3, MaMMorpadus B co-
YyeTaHUM C MarHUTHO-Pe30HAaHCHOW TOMOrpa-
¢ueit (MPT) — 1 pa3 Broz c 25 sieT (W11 MUHOTO
BO3pacTa C yueTOM CeMelHOro aHaMHe3a);
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3. TpaHCBarvuHajabHOE YJABTPA3ByKOBOE UCCIIEZ0-
BaHHe OpPraHOB MaJoro Tasa (WM B codyeTa-
HUM c foniuieporpadueit) — 1 pa3 B 6 Mecs1eB
c 25 neT;

4. onpefiesieHye ypoBHA MapKepoB CA-15.3, CA-125-1
pa3 B 6 MecA1eB ¢ 25 JeT;

5. KOHCy/JIbTAllUXd TUHEKOoJora XU MaMMoJiora —
1 pa3 B 6-12 mecsiies c 18 ner.

MamMmorpadus sBafeTcsS CTaHZAPTHBIM Te-
ctom g ckpuHuHra PMXK. MPT pekomeHzjoBaHa
KaK BBICOKOUYBCTBUTEIbHBIN [OMOJHUTETbHBIN
K MamMorpaduu MeToJ AJiA KEHIIUH C BBICO-
KAM pUCcKOM pa3Butua PMXK. UyBCTBUTENIBHOCTD
IPU KOMOWHALIMK 3TUX JBYX METOAOB JOCTUTAET
94%. B mosnozmom Bo3pacTe TKaHb MOJIOUHOM JKe-
Jie3bl XapaKTepu3yeTcs BBICOKOM peHTI'eHOJIO-
FUYecKOM IUIOTHOCTBIO, UTO CHM)KAET YYBCTBU-
TeJbHOCTh MamMMorpaduu, HO U IIPU ee HU3KOH
IUIOTHOCTA B IIpOrpaMMy CKPUHHMHTIA ILeJIecoo-
6pasHo BkiouaTh MPT [25].

Jlisi GOJTIBIIMHCTBA JKEHIUH U3 T'PYIIIBI BBI-
COKOT'0 pHCKa eKerofHbIN CKPUHUHT (MaMMOorpa-
¢uro B couetanuu ¢ MPT) HauMHAIOT TPOBOJUTH
¢ 25-30 ner. OfHAKO CYyLIECTBYET PUCK pa3BU-
T PMXK B pesysbTaTe peryasipHOTO 00JydeHUst
NpyU IpoOBeJeHMU MaMmorpaduu. Y MOJOABIX
JKEHIIMH OH MOXET IIePeBEeCUThb I1OJIOKUTEb-
HbIN 3G dEeKT, T03TOMY HEKOTOPhIE CIeIMaTNCThI
PEKOMEeHZIyIOT HaudyuHaTh MamMorpadudeckuit
CkpuHUHT B cpeaHeM ¢ 30 jet. MPT pexomeH-
ZIOBaHO MPOBOAUTH € 25 A0 55 jeT (Bo3pacTHOU
MHBOJIIOIIMY TKaHU MOJIOUYHOM keje3bl). Y3KT
MOXKET OBITh HCITO/Ib30BaHa Y JKEHIIUH C BEICOKOM
IUIOTHOCTBIO TKaHU MOJIOYHOM Kejie3bl B JIOIIOJI-
HeHVe K MaMmorpaduu, HO He peKOMeHJyeTcs
6e3 Hee [26].

Panuaa auarHoctuka PA mpexcrasisgeT co-
6011 BaXKHY0 pob6IeMy OHKOTHMHEeKoJIoruu. TecTa,
oZI06HOTO 110 CBoel 3¢ PeKTUBHOCTU MaMMOTpa-
¢uu A auarnoctuku PMK, i PA He paspabo-
TaHoO. Jly4dlniel TaKTUKOW Ha CETOJHSIIHUU JeHb
ABJIAETCA cOYeTaHVe TPaHCBaruHaJIbHOTIO YIbTPa-
3BYKOBOI'O UCCJIEJOBAHUA U OIpeZieIeHNs YPOBHA
oIyxojieacconupoBaHHoro aHtureHa CA-125
C NEPUOAUYHOCTBIO NPOBEAEHUA Y HOCUTEIbHUIL]
myTtanui B reHax BRCA1 u BRCA21 pas B 6 Mecs-
1es c 25 jeT [26].

B pamMkax MeAUKO-TeHeTUYEeCKOTO KOHCYJIb-
TUPOBaHUA JIMIA PENpOAYKTUBHOI'O BO3pacTa
JIOJDKHBI OBITH THGOPMHUPOBAHbI O BO3MOXKHOCTHU
[IPOBeEeHUA TeHETUUECKOTO TECTUPOBaHNUA Ha Ha-

HacneacTBeHHbIN pak MOMOYHOI Xenesbl U SUYHNKOB

juure myranuu B reHax BRCA1, BRCA2 u zp.
y IUIOZIa B IpeHaTaJIbHOM IEPUOJE WU Y SMOPHO-
HOB B IIUKJIaX 9KCTPAKOPIIOPATbHOT'O OILUIOZOTBO-
penus (OKO). BrisiBieHUe KIMHUYECKU-3HAYNMOU
MyTAalllM Y II0/Ia He ABJIAETCS abCOMOTHBIM ITOKa-
3aHUEM /IS IpephIBaHUsI 6€pPEMEHHOCTH B CBSI3U
c no3gHelt manudecranuert PMXX u/wiu PA u He-
TIOJTHOU NTIeHeTPAaHTHOCTBHIO MYTal[HiA.

B MUpOBOI OHKOJOTMYECKOU IpaKTHUKe IIO-
KazaH xopommi 3ddekT mnpoduIaKTUIECKUX
olepanuil — MAacCT3KTOMUM M JBYCTOPOHHEHU
CaJIbIINHT0-OBAPUIKTOMUM, KOTOPBIE CHUKAIOT
1 3a60IeBaeMOCTh, U CMepTHOCTb oT PMK u P{.
[TpodunakTrdeckas MacTIKTOMUSA CHIXKAET PHUCK
passutua PMIK Ha 90-95%. [IBycTOpOHHAA cab-
MMUHT0-OBapU3KTOMUS CHUXKAeT PUCK Pa3BUTUA
u PA, u PMJK. OHa mokasaHa HOCHTeJIbHUIIAM
MmyTtanub B reHax BRCA1 uiu BRCA2 1o okoH4Ya-
HUU peNpOAYKTUBHOIO nepuoza (ONTUMaibHBIN
Bo3pacT — 35-40 jset) [27,28]. B Poccuu 3ako-
HozaTeslbHasA 6a3a MpOBeJEeHUSA TAKUX ONepaIuii
Ha CerofHANIHUMN JeHb, K COXKaJeHUI0, OTCYT-
CTBYET.

[Ipy mIaHUPOBAHUU XUPYPIUUYECKOTO Jeye-
HudA 1o nosogy BRCA-accouuunposanHoro PMXK
11eecoo6pa3Ho 06CYyZUTh ¢ OOJTBHOM BO3MOXK-
HOCTb TIpOBeJleHUsA MpOoPUIaKTUYECKOU ollepa-
LMY Ha KOHTpajJaTepaJbHOU MOJIOYHOU Kejese.
OI'bY «POHII um. H.H. broxuna» PAMH mnosy-
4yeHO pa3penreHue DezepasbHON CIY>KOBI IO HA-
30py B cdepe 37paBOOXpaHEHUS U COIMAIBHOTO
pasBUTUA Ha NpPUMeHeHVe HOBOW MeAUIIMHCKOU
TexHosMOorMU  «[IpopumakTruyeckas MacCTIKTO-
MHA C OZHOMOMEHTHOUM peKOHCTpykiuei», ®C
N22011,/009 ot 03.02.2011 1.

B peTpPOCIeKTUBHOM HuccaeI0BaHUU
J.C. Boughey u coast. (2010) coobujaetcs o 60-
Jlee BBICOKUX TIOKa3aTesiax o0Ieit u 6e3penuinB-
HOU BBIKUBAEeMOCTU >KEHLIUH ¢ paHHUM PMIK
U OTATOIIeHHBIM CeMeWHBIM aHaMHe30M, Iiepe-
HeCIIUX KOHTpasaTepalbHyl0 MpoduiakTuye-
CKYIO MAacT3KTOMMIO. B rpyrine ToIbKoO ieueOHOM
MacTaKToMUM obmaa 10-1eTHAA BEDKUBAEMOCTD
coctaBuna 74%, B TO ke BpeMs B I'PYyIIIe C IIpe-
BEHTHBHON MacT3KTOMMEN STOT II0OKa3aTesb J[0-
crurain 83% [29]. B gonosiHeHUE K ieueO6HOM 3¢-
beKTUBHOCTY MPOPUIAKTUYECKUX MAaCTIKTOMUM
V.R. Grann u coaBT. (1998) nmokasaju 1 3KOHO-
MUYECKYIO I1eIeCO0Opa3HOCTh MCIIOIb30BAHUSA
IIpeBEeHTUBHBIX Ollepaliii 10 CPaBHEHUIO C Ha-
onronerueM [30].
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