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Pestome: Hannume y naumeHTOB HacaeACTBEHHbIX MyTauuii B reHax BRCA1/2 BanAeT Ha TaKTUKY XMPYPru4eCcKkoro nevyeHus npu
paHHEM paKe U NeKapCTBEHHOrO fle4eHna Npu pacnpocTpaHeHHoM HER2-HeraTneBHOM pake MOIOYHOM Kenesbl. B cTaTbe npeg-
CTaB/IeHbl Pe3y/NbTaThl ONPOCA POCCUINCKMNX OHKOIOTOB, MOCBALLEHHOrO Pa3/IMYHbIM aCNeKTaM FreHeTUYeCKOro TeCTUPOBAHMA Ha
Hac/neACTBeHHble MyTauun B reHax BRCA1/2 B peanbHOM KAnHMYecKo npakTrke. OBCYyx4eHbl BONPOCH NOKa3aHuii K TeCTUpo-
BaHWIO, METO/bl TECTUPOBAHUA, UCTOYHUKN GUHAHCMPOBAHUA.

KnroueBble c/10Ba: paK MOJIOYHOM Xesle3bl, HacAeACTBeHHbIe MyTauun B reHax BRCA1/2, reHeTuyeckoe TecTupoBaHue

HacneacTseHHbIi pak Mono4HOM senesbl (PMXK) coctasas- .

eT 5-10% Bcex cnyvaes. Okono 70% HacneACTBEHHbIX CN1yYaes
PMX cBasaHbl c MyTaumnamm B reHax BRCA1/2, Hannune Kotopsbix
B HECKO/IbKO pa3 noBbllWwaeT puck pa3sntua PMX n anyHnkos:
ANA KEHWMH-HOCUTENe aHHbIX MyTaL il COBOKYMHbINA PUCK
pa3BMTMA paKa MOIOYHOW Xenesbl MAN ANYHUKOB K BO3pa-
cty 70 net coctaBaseT 45-66% n 11-41%, cooTBeTCTBEHHO
(1-3). lo HeaaBHEro BpeMeHW BbifABAEHWE MyTaLUiA B reHax
BRCA1/2 oTpaxanock rnaBHbIM 06pa3oM Ha TaKTHKe nedeHns
paHHero PMX v onpesensno o6beM XMpypruyeckoro eMella-
TeNbCTBa (OTKAa3 OT OPraHOCOXPAHAIOWMX OMepaL i, BbiNo-
HeHWe NPOPUNAKTUHECKNX MAaCTIKTOMMUIM), @ TaKKe Tpe6oBaso
6onee TWwaTenbHOro HabaAEHUA N 06CAeA0BaHNA C Lie/1bio
MaKCMManbHO PaHHero BbifiB/AeHWA 3a601eBaHNA Y HOCUTENb-
HWL, 3TOM reHeTMYeCcKo ocobeHHoCTU. OAHaKo B MociesHue
rogbl NOABW/INCh NpenapaThbl, 061ajatolne yH1KanbHom 3 dek-
TnBHOCTbIO Npu BRCA1/2-accounnpsanHom HER2-HeraTus-
HoM PMX — uHruéutopel PARP Tanasonapub v onanapwmb,
KOTOpble CeroiHA PeKOMEeH/AYITCA NPU PacNpoCTPaHEHHOM
BRCA-accounnposaHHoM HER2-HeraTBHoM PMXX 60/1bHbIM,
nosy4YaBlIMM paHee XMMUOTEPanuio No NoBOAY PaHHero nam
MeTacTtaTudeckoro 3a6onesanus [4-8]. Takum o6paszoM, Bo3-
pacTarolee 3Ha4YeHNe reHeTMYeCKOro TeCTMPOBaHMA onpejens-
eTCcA HaAn4meM cneynduyecKnx Mep npoGUAaKTUKN 1 1eHeHns
HacneacTBeHHOro PMXK:

* OTKa3 OT OPraHOCOXPaHAKLWEro Ie4eHNA B MONb3y pajmn-

KaNbHOW MaCT3KTOMUM;
+  npodunakTuyeckoe yjaneHue 340poBOIN MONOYHOW XKe-
nesbl; npoduiaKTMyecKans 0BapMoOIKTOMUS;
+ 6onee TWaTenbHOE HabaAEHME;

MHrn6uTopbl PARP gns nevyeHns pacnpocTpaHeHHOTro

BRCA-accouyunnposaHHoro HERZ2-HeratnusHoro PMX;

*  uHPopMMpOBaHMe N 0bCcnej0BaHNE POACTBEHHUKOB.
CornacHo HaLMOHabHbIM PeKOMeHalLunaAM, onpejenexHue

repMuHasbHbIX MyTaLunii B reHax BRCA1/2 B kpoBu naymeHTa

M KOHCYNbTaL WA BpaYa-reHeTuKa ANA OnpejeneHna TakTUKN

NeYyeHnn peKoMeHgyeTCA:

*  JKeHLWMWHaM c noaTBepXAeHHbIM PMX npu oTaroweHHoM
ceMeiiHOM aHaMHe3se (Hannune PMIK y 61M3KUX POACTBEH-
HUKOB B Bo3pacTe <50 neT, paka AMYHUKOB UM MATOYHbBIX
TPy6, paKka noaxenyaouyHom wenesbl, PMX y My)uunHsl,
MeTacTaTUYeCKOro paKa NnpeAcTaTe/ibHOM Xenesbl);

*  JKeHWMHaM cnoaTBepXaeHHbIM PMX B Bo3pacTe <45 ner;

*  XKeHWWHaM <60 neT C TPOMHbLIM HEraTUBHBLIM GEHOTUMOM
PMX;

*  JKeHLMHaM C NepBMYHO-MHOXKeCTBeHHbIM PMXK (BKquan,
HO He OrpaHM4YMBaACb YCTAaHOB/IEHHbIM ANAarHO30M paKa
KOHTpasiaTepa/ibHON MOJIOYHO Xe/le3bl, paka ANYHUKOB
WM MaTOYHBIX TPY6, paKa MoAXKenyA04HOMN Kenesbl);

« npu PMX y MyxuuH [9].

B cBA3M C aKTyaNbHOCTbIO ONTUMMU3ALUM NOAXOAOB K Te-
cTupoBaHuto MyTauuii B reHax BRCA1/2 n nevenuto BRCA-
accoummpoBaHHoro PMX B peanbHOM KAMHNMYECKOM NpaKTuKe
komnaHuen MNdanzep npu nogaepxke TC OHKONOAMKM NpO-
Be/leH ONpOC OHKO/OTOB, MOCBALWEHHbI AaHHOMY BOMpPOCY.
Be6-aHKeTMpoOBaHWe NpoBOANIOCH Ha caiiTe med4share.ruc12
no 29 ceHtabpa 2020 roga. MpurnaweHmne K aHKeTMPOBaHUIO
6b1710 paszocnaHo no 6ase gaHHbix TC OHKoNOAKM. [TonyyeHbl
n obpaboTaHbl 75 aHKeT. BHeWHWI BUA 1 coAepKaHMe aHKeT
npeacTaB/eHbl Ha puc. 1.
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PucyHok 1. BHewWHWIA BUA M cOoepXKaHue aHKeT, UCMO/Ib30BaHHbIX MPU ONpoce, NOCBALLEHHOM MeTacTaTu4yeckomy BRCA-
accoymmnposaHHomy HER2-HeratusHomy PMXK.

Moagasastowee 60/bWMHCTBO y4aCTHMKOB onpoca (91%) Y4acTHMKM onpoca B 60/bwMHCTBE cyyaes (74 %) pa6o-
ABNAOTCA OHKONOraMu, N Mnb 9% pecnoHAeHTOB — BpavyaMm TaloT B CNELMaNM3MPOBaAHHbIX OHKO/NIOFMYECKUX yupexje-
APYTruUx cneuynanbHocTen. PacnpejeneHne pecnoHgeHToB HMAX, B T. 4. B OHKONOTUYECKNX AncnaHcepax — 55%, pepe-
no pernoHam Poccun npegctasnero B Taba. 1. Hanbonbuee panbHbIX/pernoHanbHbIX OHKOIOrMYeCcKux LeHTpax — 19%,
KO/INYeCTBO JOKTOPOB, MPUHABLIMX y4acTHe B ONpoce, NpeA- N TONbKO 26% AOKTOPOB NpeACTaBAAIOT ApYrue yupexjeHus,
cTaBnanv LieHTpanbHblil degepanbHblii okpyr (22%), Mocksy a MMEHHO CTauMoHapbl MHOTONpoduabHbIX 60abHUL (9 %)
(20%), CankT-NeTepbypr (15%), MprBOMKCKMIA PpesepanbHbIil 1 palioHHble MONMKANHUKK (6%) (Taba. 2).

okpyr (13%) n Cubupckuit pegepanbHbiii okpyr (10%).

3/IOKAYECTBEHHbBIE OMYXOJIN MALIGNANT TUMOURS

Poccuiickoe 06L,eCTBO KAMHUYECKOI OHKOI0rK Tom/vol. 11N 2 - 2021 Russian Society of Clinical Oncology
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Ta6auua 1. PacnpepeneHue oHKONOroB, NPUHABLINX y4YacTue
B onpoce, no pernoHam Poccun

PervoHbl Poccumn % oT obwero KoAnMyecTea

LleHTpanbHbIlt degepanbHbiii OKpyr 22
Mocksa 20
CaHkT-MeTepbypr 15
MpUBOMKCKNI PpesepanbHbIil OKPYT 13
Cnbupcknit pesepanbHbiil OKpYr 10

Ypanbckuit pefepanbHblii OKpyr

JanbHeBOCTOUHbIN PpesepasnbHbIN OKPYT

HOXHbIV pesepanbHbIi OKpYT

5
5
CeBepo-3anazHblil degepanbHblil OKpYr 5
3
2

CeBepo-KaBKka3sckuii pesepasnbHblii OKpyr

Bcero 100

Ta6nvua 2. PacnpeaeneHune peCnoHAEHTOB B 3aBUCUMOCTM OT
MecTa pa6oThl

MecTto pa60'rh| cneyunanucrta % oT obwero KoanM4ecTea

OHKoNornyecknit gucnaHcep 55
depepanbHblii/permnoHanbHbIN LLEHTp 19
Jlpyroe yupexseHue L
CraymnoHap MHoronpoduabHoW 60abHULB | 9
PaioHHas MoNMKAMHMKa 6
Bcero 100

Bonee nonosuHbl gokTopos (51%) HabaoaatoT B Mecay 20
n 6onee 60/1bHbIX pacnpocTpaHeHHbIM PMXK, 27 % gokTopoB —
oT 10 g0 20 60nbHbIX U 22% poKTOpOB — MeHee 10 601bHbBIX
MeTacTaTuyeckum PMX (ta6a. 3). Takum 06pasom, B Lies oM
B OMpOCe NPUHANN yHacTMe NPenMyLLeCTBEHHO BPain-0HKO-
noru, paboTatowime B NpoPrAbHBIX OHKOJIOrMYECKNX CTaL Ko~
Hapax ¥ UMetolWMe JOCTATOUYHbIN OMbIT Ie4eHUA 6O/IbHbBIX
pacnpocTpaHeHHbIM PMX.

Mo MHEHWIO peCnoHAEeHTOB, CpeAn PeKOMeHA0BaHHbIX
MuH3gpaBom PO nokasaHuii ANA reHeTUYECKOro TeCTUpOBa-
HMA Ha NepBOM MeCTe M0 3Ha4YMMOCTM OKa3anach OTArOWeHHanA
Hac/seACTBEHHOCTb: 3@ 3TO NporosiocoBann 54% pecnoHgeHx-
TOB; Ha BTOPOM MeCTe 0Ka3a/cA Bo3pacT <45 neT Ha MOMeHT
yCTaHOB/EHUs AnarHo3a (39% pecnoHAEHTOB); TPeTbe MECTO
6b110 OTAAHO CIy4anM NepBUYHO MHOXKECTBEHHOIO paKa (36%
pecnoHaeHToB) (Taba. 4). Moaasstowee 60NbWUHCTBO Bpa-
yeit (80 %) cumtatoT LenecoobpasHbIM NpoBeAeHME aHaMn3a
Ha BRCA1/2 MyTauumu BceM 60/1bHbIM pacnpoCTPaHeHHbIM
HER2-HeratuHbIM PMXK, ecaiv 370 He auMuTupyetca puHaH-
COBLIMU MM UHBIMM OTpaHnyeHnamMn. Cneayet NnoAYEpPKHY Tb
Ba)XHOCTb HanpasaeHua Ha BRCA TecTupoBaHme nayMeHTOK He
TO/IbKO C TPOMHbIM HEFaTMBHbIM PaKOM, HO M C TOPMOHO3aBu-
CMMbIMU OMYXO/IAMM, @ TAKXKe NaLMEHTOK NOXU/I0ro Bo3pacTa
[10,11]. TpagnLMOHHO 3TK KaTeropum 60/bHbBIX MEHbLLE BCErO
accouMMpyoTCA C HacAeACTBEHHbIMM MyTaumnammu. K coxa-
NeHWNI0, 3TO MPUBOAUT K NOTepe 3HAaYMTENbHOIO KonyecTBa

3/IOKAYECTBEHHbIE ONYX0Jn
Poccuiickoe 061WecTBO KAMHUYECKOW OHKON0rUKn

ToM/vol. 11 Ne2 + 2021

Ta6auua 3. ExxeMecsAYHOe KOAMYECTBO 60/1bHbIX
pacnpocTpaHeHHbIM PMXK, Ha6alogaeMbIX pecioHAeHTaMu

KonunyectBo 60/bHBbIX pacnpocTpaHeHHbIM PMK, % oT o6wero
HabnlogaeMbix B TeueHue 1 Mec. Ko/uyecTBa
MeHee 10 22

OT110 #o 20 27

Bonee 20 51

Bcero 100

Ta6nuua 4. PacnpegeneHune nokasaHUi K reHeTUYECKOMY
TeCTUPOBaAHUIO MO CTEMEHN 3BHAaYUMOCTH

PacnpepenuTte no cTeneHu BaXXHoOcTH, c Bawei

TOUYKMW 3peHUA, KPUTEPUM B KIMHNYECKUX PEKO-

MeHgauunax M3 P® ana npoBeaeHna reHeTuye-

CKOro aHanusa MyTauuii B reHax BRCA (1-Han-

MeHee BaXKHblii, 5-Hanbonee BaXHbliA) MecTo

MoaTBep}AeHHbIi PMMK y KeHWWUH C oTArOlWeHHbIM | 1 MecTo

ceMelHbIM aHaMHe30M (Hannune PMXK y 6113Knx (5 6annos — 54%

POACTBEHHMKOB B Bo3pacTe<50 neT, paka Any- PeCrnoHAEHTOB)

HUKOB MM MaTOYHbIX TPY6, paka NogxKenys04HO

wenesbl, PMX y My»X4uHbI, MeTaCTaTU4eCKOro paka

npeACTaTeNbHOM XKesesbl)

MoaTBepxaeHHbI PMK y )eHWwKH B BO3pa- 2 MecTo

cTe< 45 net (5 6annos —39%
PeCcnoHAEHTOB)

TpoWiHo! HeraTuBHbIA peHoTnn PMXK y eHWmH 4 mecTo

B BO3pacTe<60 net (5 6annos —33%
PecnoHAEHTOB)

MepBUYHO-MHOXKeCTBeHHbI PMIK (BK/to4as, Ho He | 3 MecTo

OrpaHn4yMBaACh YCTAaHOB/EHHbIM MarHO30M paka (5 6annos —36%

KOHTpanaTepa/sbHON MOIOYHOM XKe/esbl, paka AnY- | pecrnoHAeHTOB)

HWKOB UM MaTOYHbIX TPY6, paka NoAxenys04HoM

Hesnesbl)

PMX'y My»4nH 5 MecTo
(5 6annos —25%
PecnoHAEHTOB)

nayneHTok ¢ BRCA MyTaumamMum n Henosy4yeHme nmMmn cospe-
MeHHOro 3¢p¢pekTUBHOrO sievyeHns PARP uHrnbutopamu, 4to
M NOATBEPXAAIOT HUXKeCNeAylol e AaHHble.

CornacHo pe3synbTaTaM OMpoca, Yalje BCEro aHanM3 Ha
MyTauuu B reHax BRCA1/2 npoBoanTcA npu MeTacTaTU4YeCKOM
TPOMHOM HeraTuBHoM PMXK: 52% pecnoHgeHTOB Hanpas-
naT 6onee 50% 60/1bHbIX 3TON KaTEropuM Ha reHeTUYeCcKoe
TecTMpoBaHue. [0pa3fo pexe reHeTUYeCKoe TeCTUpPOBaHMe
Ha3Ha4yaeTCA MPU MeTacTaTU4eCKOM rOPMOHO3aBUCUMMOM
HER2-HeratnsHoM PMX: TobKo 25% pecnoHaeHTOB Hanpas-
NAKT Ha reHeTuYyeckoe ob6cnegosaHne 6onee 50% 60abHbIX
sToM KaTeropuu (puc. 1). B cpeaHeM TO/IbKO MO0N0BMHA 60/1bHbIX
MeTacTaTMYeCKUM TPOMHbIM HeraTuBHbIM PMX HanpasastoTca
Ha TeCTMpOBaHMe, B TO BpeMA KaK Np1M ropMOHO3aBUCUMOM
PMX sT1a undpa ewe MeHblle n cocTtaBaseT Bcero 35%.

CornacHo KAMHUYECKUM peKoMeHgaumam MuHsgpasa
P®, 0OCHOBHbIM MeTO/AOM ONpejeneHna MyTaLuii B reHax
BRCA1/2y Bcex 6onbHbIX MeTacTaTuyeckum HER2-HeraTvBHbIM
PMX ssnsetca MLUP[9]. CheayeT oTMeTUTb, 4TO MeToA0M MLIP

MALIGNANT TUMOURS
Russian Society of Clinical Oncology
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PucyHok 1. HacToTa HanpaBs/sieHMA Ha reHeTn4YeCcKoe
TecTUpoBaHue B 3aBMCMMOCTU OT noagTuna PMX.

onpegenatTca 8 Hanbosiee YacTbiX MyTaL Wi, paCNpOCTPaHeH-
HbIX CPe/An CIaBAHCKOro HaceneHna Poccuiickon degepaunn.
Yu4nTbiBaA TO, YTO HaLla CTPaHa ABNAETCA MHOTOHALMOHa/IbHbIM
rocyapCcTBOM, BaXXHO NOAYEPKHYTb HEO6X0AMMOCTL onpe-
AleNeHNA MOIHON HYKNeOTU/AHOM NOC/Ie,0BaTeNIbHOCTU KOAN-
pytoweit yactu reHos BRCA (cekBeHMpoOBaHue cieAyowero
nokonexus, NGS — next-generation sequencing) y nayneHTok
Hec/naBAHCKOro npoucxoxenns. Kpome toro, cneayet pac-
CMOTPeTb BO3MOXHOCTb BbIMO/IHEHNA CEKBEHMPOBAHUA Y NaL -
@HTOB C/1aBAHCKOrO NPOUCXOX/AEHUA NPN OTPULATENbHOM
MLP TecTe, 0cO6€HHO NpM OTArOLLEHHOM CEMeiHOM aHaMHe3e,
MONOAOM BO3pacTe, TPOMHOM HeraTuBHoM peHoTuMNe ony-
xonu. Mo pesysbTaTaM NpoBejeHHOro oNpoca, HeobXoANMOCTb
CeKBEHMPOBAHMA B Ka4eCTBe JOMNONHNTEIbHOrO 3Tana nocne
MLP tecTnpoBaHusa npucytcTeyety 29 % naumeHToK (puc. 2).

YeTKO nMpoc/iexnBaeTCa TEHAEHLUMUA K BbIMONHEHWIO UC-
cnepoBanus MLUP 3a cyet cpeactes OMC (y 40% 60/1bHbIX)
u nporpamMmbl RUSSCO (y 31% 60sbHbIX), TO ecTb 6€3 npu-
B/1€YEHUA INYHBIX CPEACTB MaLyneHTa n ApYrmx MCTOYHMKOB.
MpoBeaeHNe ceKBEeHNPOBaHMSA, COTIACHO pe3ybTaTaM Onpoca,
KaK MMHUMYM B 35% cny4yaeB BbIMOJHAETCA 3@ CHET INYHbBIX
cpeacTB naymeHTa. Tonbko y 17% 60abHbIX ceilyac yaaeTcs
BbIMO/IHUTb CEKBEHMPOBaAHME C UCNO/b30BaHNEM BO3MOXK-
HocTeit OMC (puc. 3).

MoaaBastowee 60/bWUHCTBO pecnoHaeHToB (97-99 %)
HabsaoaaoT MeHee 10 601bHBIX pacnpocTpaHeHHbIM BRCA-
accoynmnpoBaHHbiM HER2-HeratueHbIM PMXK, B T. 4. 6onee
nosIoBUHbI AOKTOPOB (59 %) HabatoaloT B TeyeHMe Mecaua
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PucyHok 2. YacToTa UCMONb30BaHMA CEKBEHUPOBaAHUSA
cnepywowero nokoneHusa e gononHenue K NMUP npu
onpeaeneHun mytauuii BRCA. Ocb abcuucc — yucao spaven,
OCb OPAMHAT — YNC/I0 NALUEHTOK.
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PucyHok 3. MCTOYHUKMN PUHAHCMPOBAHUA FeHETUYECKOro
TectuposaHua BRCA.

MeHee 3 naLneHToB. BONbLIWNHCTBO AOKTOPOB UMEIOT He6Ob-
WOV ONbIT e4eHUA nHrnbntopamm PARP uau He umetoT ero
posce (Ta6n. 5). CieayeT HaNMOMHUTB, 4TO Tepanus PARP
MHrMbuTOpaMu, B YacTHOCTM Tasaszonapmbom, nokasasa
npenMyLLecTBO MO CPaBHEHMIO C Tepanueli no BbIGOpy Bpaya
npu metactatnyeckomM HERZ2-HeratnsHoM PMX 1 Hannymem
repMrMHanbHbIX MyTaunin B reHax BRCA. Tak, MegnaHa BbXKU-
BaeMoCTH 6e3 nporpeccnpoBaHua B ucciegosanm EMBRACA
cocTtaBuna 8,6 Mec. B rpynne Tanasonapuba npotus 5,6 mec.
B KOHTpO/bHOM rpynne (oTHoweHune puckos 0,54; 95%
AW:0,41,0,71; P <0,0001, [5]). Takum 06pasoM, coBpeMeHHas
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napagvrma nevyeHuna metactatnyeckoro HER2-HeratmeHoro
BRCA-accoumnmposaHHoro PMX go/mkHa BKAtOYaTb Tepanuio
PARP nHrnéutopamu.

Tabnuua 5. KoanyecTBo 601bHBIX pacnpocTpaHeHHbIM
HER2-HeraTtueHbiM BRCA-accoynmmnpoBaHHbiM PMXK,
HabaopaeMbiX yYacTHUKaMU onpoca

Konuyecteo oTsetos, n (%)

Konnyectso fopMoHO3aBUCUMBIiA

60bHBIX PMX TpoitHoi1 HeraTuBHbINA

KonunyectBo 60/1bHbIX pacnpocTpaHeHHbiM BRCA-accoympoBaHHbIM
HER2-HeraTtmsHbiM PMXK, Habto4aeMblX pecrnoHAeHTaMu

<10 85 (99%) 83 (97%)
>10 1(1%) 3(3%)

KonnyectBo 60/1bHbIX, NoNyYaBwunx PARP MHrM6uTopsl

<5 80 (93%) 81(94%)
6-10 4 (5%)
>10 2 (2%) 5 (6%)

TaknM 06pa3oM, onpoc, NpoBeeHHbI B perpe3eHTaTUB-
HOW rpynne oHkonoros Poccuinckon ®egepaynn, B LesoM
BbIABU/ 60/IbLION NHTEPEC K FeHeTUYEeCKOMY TEeCTUPOBaHUIO
Ha MyTauuu B reHax BRCA1/2: nogasnatouiee 60NblWNH-
cTBO Bpayeii (80%) roToBbl BbINOHATL 3TO UCCAEAOBAHME
BceM 60NbHbIM C pacnpocTpaHeHHbIM HER2-HeratuBHbiM
PMX npu oTCcyTCTBUMN GUHAHCOBLIX NN UHBIX OTpaHMye-
HUIN. ina cpaBHeHUA: No coobueHNAM 3apybexHbIX Konner
(fepMaHun), B MoBCeAHEBHOM KNMHMYECKOM NPaKTUKe onpe-
fAeneHne repMmnHanbHbix MyTauunii BRCA BbinonHaAoT 86 %
oHkonoros [12].

CpeAn 0CHOBHbIX MOKa3aHWI1 K TeCTUPOBaHUIo Poccminckue
OHKOJIOMU BbiAeN AN (B NOpAAKe y6bIBaHWA 3Ha4YEHNA) OTArO-
LeHHY HacNeACTBEHHOCTb, TPOMHOW HeraTUBHbIN peHoTun,
MOJI0401 BO3pacT (<45 /1eT), a TAKKe MEPBUYHYIO MHOXECTBEH-
HOCTb 3/10Ka4eCTBEHHbIX HOBOOGpa3oBaHuii. fopasao pexe
onpeaeneHve MyTaluuii NPOBOAMIOCH MPU PacNpoOCTPaHEHHOM
ropmMoHosasucumom HERZ2-oTpuuatensHom PMMX. CxogHble
TEHAEHLWNN NPOCNEXNBAKOTCA U B MPAKTUYECKON AeATeNb-
HOCTU 3apybeXHbIX OHKONOrOB: NoAaBaAtolLee 60NbLINH-
CTBO 3apy6exHbIx cneynannctos (76-98% npakTuKyLWUX
AOKTOPOB) MPOBOAAT FEHETUYECKOE TECTUPOBAHWE B MePBYIO
oyepeAb 60/IbHbIX C OTATOLWEHHbIM CEMENHbIM aHaMHe30M
He3aBMCMMO OT peLeNnTOPHOro cTaTyca onyxoau. lNpu Heuns-
BECTHOM CeMeiHOM aHaMHe3e 92 % 3apy6eXHbIX OHKOJIOrOB
Ha3Ha4aloT reHeTMYeCcKoe TeCTMPOBaHMe NPenMyLeCTBEHHO
60/1bHbIM pPacnpoOCTPaHEHHbIM TPOWHbBIM HeraTUBHbIM PMXK
1 TonbKo 30% — npu ropmoHo3saBmucuMbix HERZ2-oTpuua-
TeNbHbIX ONYX0AX. XOPOLWO N3BECTHO, YTO YacToTa MyTaumi
BRCA1/2 cyuwecTBeHHO Bbille B nogrpynne 60bHbIX PMX
C TPOWHbBIM HEraTUBHbLIM GpeHOTUMOM (B T. 4. npy PMMK ¢ HU3KMM
ypoBHeM PO n PM n oTpuuatessHom HER2-cTaTyce) v MoxeT
AOCTUTaTh B 3TOM nonynauum 6oabHbIx 36,9%. Cpean 60/1b-
HbIX 06LLel NoNyAALUn, He OTO6PaHHbIX MO Hac1e4CTBEHHOMY
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aHaMHe3sy, 3THUYECKOMN NPUHAANEXHOCTH, NONY, BO3PacCTYy,
peuenTopHOMY cTaTycy, Yactota mytauuit BRCA cpaBHu-
TeNbHO HM3Kas u cocTaBnneT 1,8-3,0%. Cpean 60NbHBIX FOp-
MoOHO3aBMcUMbIM HER2-HeraTusHbiM PMX yactoTa MyTauun
Takxe He6o/blwan v He npesbiwaeT 5% [13]. OgHako, B cBA3M
C TeM, 4YTO Ha f0/110 ropMoHo3asucnumoro PMX npuxoauntca
480 75-80% Bcex cnyyaeB 3Toro 3aboneBaHus, TecTupoBa-
Hue BRCA MyTauuin UMeHHO B 3TON NOATpynne naLueHToB
npuobpetaeT ocoboe 3Ha4YeHUe B CBA3M C NOTeHLMabHON
BO3MOXHOCTbIO BblfiBJIeHNA 60bLIOTO KOAMYeCcTBa CAyYaes
BRCA-accoummpoBaHHoro PMX n HasHayeHUsA MHrMbuTopos
PARP 3HaunTe/IbHOMY KOZIMYECTBY 60/IbHBbIX.

HecMoTpA Ha BbICOKMWIA ypOBEHb Pa3BUTUA MeAULUHCKOWM
noMoLn B pasBuThix EBponeicknx ctpaHax, OKON0 4eTBEpPTH
OHKO/I0TOB, KOTOPble He Ha3Ha4yatoT B CBOEW NOBCe4HEBHOM
npakTuke BRCA-TecTupoBaHue npnm ropMOHO3aBUCUMOM
PMK, 06bACHAIOT 3TO $MHAHCOBBLIMU NpobeMaMu: Hanpu-
mep, B [epmaHuun go aHeapa 2020 roga BoinonHeHne BRCA-
TecTMpoBaHWA 60NbHbIM 63 OTArOWEeHHOro ceMeHoro
aHaMHe3a He BO3Melan0Ch CTpaxoBKoW. C aHaNOrnYHbIMK
TPYAHOCTAMU CTAaNKUBAKTCA U POCCUINCKNE OHKOIOTU, OA-
HaKo He06X0/4MMO OTMETUTb HECOMHEHHbI NPOrpecc B 3ToMN
06/1aCTV OHKO/IOTMYECKOM MoMoL M HaceneHuto Poccuiickon
depepauyunn. CerogHsa B Poccuiickon Pepepaynmn cosgaHbl
YC/NI0BMA ANA MONIEKYNAPHO-TeHeTUYeCKOro nccneoBaHumA
Ha MyTauuu B reHax BRCA1/2 3a cyet cpeacts OMC [14].
B 2021 roay lNporpamMmMoit rocysapCcTBeHHbIX rapaHTui
6ecnnaTHOro okasaHuA rpaxjaHam MeMLMHCKOW MOMOLLM
onpejeneHbl HOpMaTUBbl GUHAHCOBBLIX 3aTpaT N 06BbeEMBbI
MeAWNKO-reHeTUYeCKNX UCCNe0BaHMI C Le/Iblo ANarHOCTUKN
3/10Ka4eCcTBEHHbIX HOBOO6pa3oBaHuin M noabopa NpoTMUBO-
onyxosneBoi Tepanuun. CpegHWii PUHAHCOBLI HOPMATHMB Ha
Me/JUKOo-reHeTM4YecKoe nccneaoBaHune ycTaHoB/eH B pas-
mMepe 9 879,9 py6. Ob6wasn cyMMa Ha NpoBejeHNe MeANKO-
reHeTuyeckux nccnegobanuii B 2021 rogy coctasut 2 044,65
M/H. py6.; ana cpaBHeHna B 2020 rogy o6beM puHaHCMpoBa-
Hua coctasun 1 840,00 maH. py6. [14,15]. B 2021 rogy naTb
pernoHos Poccuiickoin ®egepaumn (Mockea, Mckos, Capatos,
Yéda u luneuyk) skatounnu metog NGS B TapudHble cornawe-
HuA. NMomMumo cpegcts OMC, BpavyaMmn UCNOAbL3YIOTCA TaKxKe
BO3MOXHOCTM nporpamMmbl Cancergenome, nogAep>msaeMon
PoccuicknumM obuecTBOM KAMHUYECKUX OHKosioroB RUSSCO.
B cBA3M C3TVMM NO3UTUBHBLIMU U3MEHEHNAMM OCO6EHHO aKTy-
aNbHbIM ABAACTCA MHPOPMUPOBAHME NPAKTUKYIOLWNX OHKO-
Nnoros o HeobxoAnMMoCTM 6onee WHNPOKOro oxBaTa 60NbHBIX
pacnpocTpaHeHHbiM HER2-HeraTusHbiM PMX (B TOM uncae
CMONIOXKNTENbHBIMY pPeL,enTopamMn 3CTPOreHOB U nporecTte-
pOHa) MEAMKO-TEHETUYECKUM TECTMPOBAHMEM Ha MyTaLum
BreHax BRCA1/2 c uenbto onpeAenieHnsa NoKa3aHWA K Ha3Ha-
yeHuto PARP-uHrnbutopos.

KoHbAMKT nHTepecos

CraTbAnoarotoB/ieHa npu puHaHcoBom nogaepxke OO0
«[Mdarizep MIHHOBaL UM ».
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PECULIARITIES OF BRCA1/2 TESTING IN PATIENTS WITH
ADVANCED HER2-NEGATIVE BREAST CANCER IN THE RUSSIAN
FEDERATION (RESULTS OF A SURVEY OF RUSSIAN ONCOLOGISTS)

M. A. Frolova, M. B. Stenina

N.N. Blokhin National Medical Research Center of Oncology, Moscow, Russia

Abstract: Hereditary BRCA1/2 mutations affect the strategy of surgical treatment in early cancer and systemic treatment
in advanced HER2-negative breast cancer. The article presents the results of a survey of Russian oncologists on various
aspects ofgenetic resting for hereditary BRCA1/2 mutations in real-world clinical practice. Indications for testing, testing
methods, and funding sources were discussed.
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