© P.P. TumaeBa, E.A. KynpusHosa, [.W. Nabenko, 2020
YK 618.19-006.6-056.7:575.224(048.8) DOI: 10.20969/VSKM.2020.13(4).39-43

MYTALMU B TEHAX BRCA1 U BRCA2 KAK 3TUOJIOTMYECKUIA DAKTOP
HACJNIEACTBEHHOIO PAKA MOJIOYHOWM XEJIE3bl

TMMAEBA PETMHA PALLUUTOBHA, ORCID ID: 0000-0002-4906- 166X; opanHatop VHcTuTyTa (byHaamMeHTanbHou
meanumHel v 6uonorum PrAOY BO «Ka3aHckuii ([pyBomxckuii) penepanbHeii yHuBepeuteT», Poceus, 420012, Ka3aHb,
yn. Kapna Mapkca, 74; nabopaHt-uccnenosaresb HAJ1 OpenlLab «[eHHble v kneTo4Hble TexHonor» HKL npeum3noHHo n
pereHepaTuBHOM MeanLUMHbI IHCTUTYTa (pyHAaMEHTaNbHOW MeanUmHbI u 6uonorum, Poccus, 420021, KasaHs, yn. Mapuxckoii
KommyHei, 9, e-mail: gimaeva.regina2013@yandex.ru

KYMNPUSIHOBA EJIEHA AHAPEEBHA, ORCID ID: 0000-0002-9185-4217; mnagiuwii Hay4Hbivi coTpyaHuk HUJT «OMmukcHbie
TEXHONOrn» VIHCTUTYTa yHAAMEHTaIbHOM MeanLmHbl n 6uonornm GrAQY BO «KasaHckuii ([TpuBomxcknii) penepanbHbiii
yHuBepcuteT», Poccus, 420021, KasaHb, yn. Mapuwxckor KommyHsl, 9, e-mail: fewrandomletters@gmail.com

TABEJIKO JEHUC UIrOPEBU, npenoaaBatenb kagpenpbl pyHaaMeHTaabHbIX OCHOB KIIMHUYECKOM MeANLMHBI IHCTUTyTa
dyHAameHTanbHoM MeanumHbl n 6uonorm ®rAQY BO «KasaHckuii ([TpyBomxckuii) penepasbHblii YHUBEPCUTET»,

Poccusi, 420012, KasaHsb, yn. Kapna Mapkca, 74, e-mail: freeden777@mail.ru

Pedbepar. Ljenb uccnedoeaHusi — aHann3 MeguULMHCKON nuTepaTypbl, NOCBALLEHHON MyTaumam B reHax BRCA1 n
BRCAZ2, accounmpoBaHHbIX C BO3HUKHOBEHUEM paka MOMoYHoM xenesbl. Mamepuasn u memodsl. [poBefeH aHanuns
Hay4yHOW 1 MEAMLIMHCKON nuTepaTyphbl, NocesweHHon MyTauusam reHoB BRCA1/2, oBycnoenuBatoLwmnx BbICOKUA PUCK
pa3BUTKSA paka MOMIOYHOM Xxenesbl. Pe3ynbmamsbi u ux ob6cyxdeHue. Pak MONOYHON xenesbl NpeacTaBnsaet cobomn
O[HO 13 CaMblX pacnpoCTPaHEHHbIX 31T0Ka4eCTBEHHbLIX HOBOOOPa30BaHWIN Cpeam XeHLwmH. CornacHo cTaTucTUYecknm
AaHHbIM, PaK MOJTOYHOW Xenesbl, UMEIOLLMIA HacNeACTBEHHYIO NPeapacnonoXeHHOCTb, cocTaBnseT 5-10% ot oben
3aboneBaemocTu. M3sectHo 6onee 1000 pasnuyHbIX MyTaLuUii reHOB, CMNOCOOCTBYHOLLMX BO3HUKHOBEHWMIO paka Mo-
nouHow xenesbl. Mytauum B reHax BRCA1 n BRCA2 06ycnoenunBatoT BbICOKUIA PUCK BO3HUKHOBEHUSI paka MOSIOYHON
Xenesbl, Ha ux gonto npuxoamTes Ao 30% cnyvaes. HapylueHvne HopmansHon dpyHkumnm reHos BRCA1 n BRCA2 npu-
BOAWT K oLimnbkam penapaumu Huten JHK, 4To B cBOIO 0vepeab Bbi3bliBAET AaNbHENLLYIO KNETOYHYH Nponudepaumio ¢
BO3HVKLLMMM B KINeTKax MyTaumsMm U MHOYLMPYIOLLMX 3anporpaMMUpPOBaHHYH0 KNETOYHY0 cMepTb. Bbieodsl. CBoe-
BpeMeHHoe obpallieHne 3a MEeOUKO-TEHETUYECKMM KOHCYNbTMPOBaHUEM SIBNSETCH HEOTbEMIIEMON COCTaBnsioLen
NMOMOLLM NaLMeHTam Npy OHKOMOMMYEeCKUX naTonoruax. BeisiBneHne oHkonornyeckoro 3abonesaHus, nepeaaBaeMoro
no HacneacTBy, MMEET KoroccanbHoe 3HaYeHne, Tak Kak No3BONSET CBOEBPEMEHHO U3MEHUTb TaKTUKY NPOBOAUMOrO
nievyeHns N NPUMEHUTbL NePCOHNMULMPOBaHHLIM MOAX0A, @ TakkKe OLEHUTb BO3MOXHOCTb OAHOBPEMEHHOTO UCMOfb-
30BaHUSi XMPYPru4ecKoro neveHns n npounakTUYecKon KoHTpanarepanbHOn MacT3KTOMUUN B KaXKAOM KOHKPETHOM
cnyyae. CornacHo nutepaTypHbIM AaHHbIM, TOYHAs reHeTudeckas naeHTudmkaums opmMbl HacneacTBEHHOIO paka
MOMOYHOW Kenesbl C nocrneayLlen NepcoHNULMPOBaHHOM Tepanuel cnocobHa CHU3NTbL CMEPTHOCTb MauMEHTOB
Ha 90%. 370 No3BoNsAeT paccMaTpuBaTh reHeTUYeCcKoe TECTUPOBaHWE Kak OAMH U3 BaXKHEMLUMX UHCTPYMEHTOB ANs
NOBbILLEHNS 3DDEKTUBHOCTY NEYEHNST OHKONOrMYECKMX BOMNbHbIX.

Knroveenie crnoea: mytaumm, reHbl BRCA1 n BRCA2, HacneacTBEHHbIN pak, pak MOMOYHOM Xenesbl.

Ans cebinku: Tumaesa, P.P. Mytaunmn B reHax BRCA1 n BRCA2 kak aTnonornyeckuii aktop HacnegcTBeHHOro paka
MosnoyHou xenesbl / P.P. [umaesa, E.A. KynpusiHosa, [.W. Mabenko // BeCTHMK coBpeMEHHON KIMHMYECKON Meanum-
Hbl. — 2020. — T. 13, BbIn. 4. — C.39-43. DOI: 10.20969/VSKM.2020.13(4).39-43.

MUTATIONS IN BRCA1 AND BRCA2 GENES AS A CAUSE
OF HEREDITARY BREAST CANCER

GIMAEVA REGINA R., ORCID ID: 0000-0002-4906- 166X; resident of Institute of biology and fundamental medicine of Kazan
Federal University, Russia, 420012, Kazan, Karl Marx str., 74; laboratory and research assistant of OpenLab «Genetic and Cellular
Technologies» research laboratory, Precision and Regenerative Medicine Center of Institute of biology and fundamental medicine,
Russia, 420021, Kazan, Parizhskaja Kommuna str., 9, e-mail: gimaeva.regina2013@yandex.ru

KUPRIYANOVA ELENA A., ORCID ID: 0000-0002-9185-4217; junior researcher of OpenLab «Omics Technologies» research
laboratoryof Institute of biology and fundamental medicine of Kazan Federal University, Russia, 420021, Kazan, Parizhskaja
Kommuna str., 9, e-mail: fewrandomletters@gmail.com

GABELKO DENIS 1., lecturer of the Department of clinical medicine fundamental basis of Institute of biology and fundamental
medicine of Kazan Federal University, Russia, 420012, Kazan, Karl Marx str., 74, e-mail: freeden777@mail.ru

Abstract. Aim. The aim of the study was to analyze the medical literature on mutations in BRCA1 and BRCA2 genes
associated with breast cancer. Material and methods. The scientific and medical literature on mutations of BRCA1/2
genes causing high risk of breast cancer was reviewed. Results and discussion. Breast cancer is one of the most
common malignancies in women. According to statistics, breast cancer, which has a hereditary predisposition, accounts
for 5-10% of the total disease burden. More than 1000 different gene mutations are known to be related to the
emergence of breast cancer. Mutations in the BRCA1 and BRCA2 genes cause high risk of breast cancer, accounting
for up to 30% of cases. Violation of the normal function of the BRCA1 and BRCA2 genes leads to DNA filament repair
errors, which in turn causes further cell proliferation with mutations occurring in cells and inducing programmed cell
death. Conclusion. Timely referral for medical and genetic counseling is an integral part of providing assistance to
patients with cancer. Detection of an oncological disease transmitted by inheritance is of great importance, as it allows
to change the tactics of treatment in time and to apply a personalized approach, as well as to assess the possibility of
simultaneous use of surgical treatment and preventative contralateral mastectomy in each case. According to literature
data, accurate genetic identification of the form of hereditary breast cancer with subsequent personalized therapy can
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reduce the mortality rate of patients by 90%. This allows us to consider genetic testing as one of the most important
tools to improve the effectiveness of treatment in cancer patients.
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B BegeHue. Pak monoyHon xenesbl (PMX) —
OHKoOrornyeckoe 3aborneBaHue, SABNSALLEECS
Ha CerofHsAWHUA OeHb He TONbKO MEeOWMLUMHCKOWN, HO
1 coumnanbHon npobnemoin. OTO CBSI3aHO C BbICOKOM
3a601eBaeMoCTbi0 U CMEPTHOCTbIO CPeam >KEeHCKOro
HaceneHus. 1o coBpeMEHHbIM AaHHBbIM MEANLIMHCKON
nuTepaTypbl, B MUPE KaXablil rog perucTpmpyroT OKOo
1,7 MINH HOBbIX Cry4aeB BO3HUKHOBEHMWS paka MOSI0Y-
Hown enesbl. PMXK npeacrtaenser cobon camoe pac-
NpoCTpaHEeHHOEe OHKoornyeckoe 3abonesaHne cpeau
eHckoro HaceneHus [1]. 5—=10% ot obwen 3abonea-
€MOCTU COCTaBIsSIET HAacneACTBEHHbIN pak MOMOYHOM
Xenesbl. Ha gonto HacneacTBeHHOro paka MOTOYHON
enesbl, 006ycrnoBneHHoro mytauusmm B reHax BRCA1
n BRCA2, npuxogutcs go 30% cnyyaes [2]. Pacnpo-
CTPaHEHHOCTb MyTaLUii B JaHHbIX FeHaX HEOAMHAKOBA U
3aBUCUT OT UccnegyeMbix nonynauui. Tak, Hanpumep,
pacnpoCTpaHEeHHOCTb MyTaLuii B MONYNsiLUN €BPEEB
awkeHasu coctaenset 1:40, B CeBepHolrt AMepuke yac-
Tota myTaumi BRCA1 Bapbupyet ot 1:500 go 1:1000,
a myTaumi BRCA2 — ot 1:250 go 1:500 [1, 3].

Martepunan u metoabl. [lpoBeaeH aHann3 Hay4HON
N MEAULIMHCKOWN NTepaTypbl, MOCBALLEHHON MyTaLMsaM
B reHax BRCA1 n BRCA2 1 ux ponu B passutum Ha-
CrneACcTBEHHOro paka MONOYHOM enesbl.

Pe3ynbratbl U nx o6cyxaeHue. BRCA-accouunu-
pOBaHHbIV paK MOSIOYHON Xere3bl — OHKOMNOornyeckoe
3aboneBaHue, coctaBnstoLlee okono 50% Bcex reHeTn-
Yeckn 0ByCcrnoBMneHHbIX hopM paka MOOYHOM XKenesbl
[2, 4-6]. Kak npaBuno, gaHHasi opma UMeeT ayTOCOM-
HO-OOMWMHAHTHbBIA TUN HacnegoBaHusa. HocutenocTtay
NOABEPXKEHbI KaK XXEHLLUHbBI, TaK M MY>X4YMHbI. 3a4acTyio
ans Hocutenen mytauun B reHax BRCA1 n BRCA2 cy-
LLIECTBEHHO MOBbILIAETCS PUCK BOHUKHOBEHMWS U Aarb-
HelLero NporpeccnpoBaHmns He TOMNbKO paka MOOYHON
Xernesbl, HO U MHbIX HOBOOOPAa30BaHMA, MOPaXXakoLLMX
TKaHW ApPYr1Mx opraHoB U cuctem. Takumu npumepamm
MOTYT CMYXXWTb CreaytoLme NaTonormn: pak SM4HUKOB,
Xenygka, noaxenyaodHON xenesbl, TONCTON KULLKK, a
Takke menaHomsl [2, 7-9].

NeH BRCA1 nokanunsoBaH Ha ANWHHOM nnedve 17-1i
Xpomocomsbl (B nokyce 17g21) u BknovaeT B cebs 22
KOAMPYIOLLMX M 2 HEKOOUPYIOLMX 3K30HA. Tak Kak reH
OTHOCUTCH K rpynne reHoB-CyrnpecCcopoB OMyXonn, OH
npegoTBpallaeT 3M0Ka4eCcTBEHHYIO TpaHchopMaLmio
KNEeToK Mpu nomowu koampyemoro um benka. benok
BRCA1 coctonT u3 1863 aMMHOKUCNOTHbLIX OCTaTKOB
[10]. OH penpeccupyeT TPaHCKPUMLIMOHHYIO (DYHKLNIO
reHa pewentopa 3CTPOreHoB, TeM CamMbiM Nomoraet
coepXnBatb U3OLITOYHYK nponudepaymnto KrneTok
MOIOYHON xenesbl. K ero oyHKUnAM Takke OTHOCAT-
CSi: PErynaumsi U KOHTPOIb KMETOYHOrO Lumkna, cbopka
MUTOTMYECKOro BepeTeHa, Aynnnkaums LeHTPOCOM,
OCYLLECTBNEHNE penapaunn OBYHUTEBbLIX pa3pbiBOB
OHK, TpaHcakTMBauma anontosa W, Kak cnencrsue,
nogaepkaHve reHeTndeckon ctabunoHocTtu [3].
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e BRCA2 pacnonoxeH Ha AnvuHHoMm nneve 13-i
xpomocombl (B nokyce 13912.3) n takke aABnsercs
reHom-cynpeccopom. Ero coctaensiot 26 KogupyoLmx
1 1 HeKoaMPpYHLLMIA 3K30H. Koampyemebiin reHom 6enok
BRCA2 cogepxut 3418 aMMHOKUCIIOTHBIX OCTaTKOB.
Ero ocHoBHas qyHKUMSA 3aknoyaeTcs B perynauum
aaepHon nokanmsaunn RADS1 — knioveBoro MomMeHTa
akTMBauumM npoLecca roMoriorMyHon pekombuHaumm
[3, 11].

CBoe HasBaHue reHbl BRCA nonyyunu ot aHrmn.
«B Reast CAncer», 4To B nepeBofe O3Ha4aeT «pak
MOJIOYHOWN Xenesbl», Kak pa3 13-3a CBA3WN C 3TUM OH-
KosaboneBaHneM.

HapyLweHne n ytpata HopManbHOM YHKLUN reHOB
BRCA1 n BRCA2 npuBogaT Kk owmnbkam penapauumn
nospexaeHun OHK. 3To Bbi3biBaeT akTUBaUUKO re-
HOB KOHTPOIS W perynsiuumn KNeTovyHoro Lumkna, ocy-
LLLECTBMSOWMX MHIMOMpPOBaHNe AanbHeNLwero pocTa
KNETOK C BO3HUKLLUMMU MYTaLUSMU U UHOYLMPYHOLLIMX
anonTo3 — 3anporpaMMMpPOBaHHYHO KIETOYHYI0 CMEpPTb.
HakonneHue owwnbok penapauunn paspbisos OHK
Bre4veT 3a co0O0M HapyLUEHUS pPerynsaumm KrneTo4Horo
uukna, anonto3a, AnddepeHLMpPOBKN KNETKN U, Kak
cneacTeue, kK HecTabunbHOCTU reHoma. [JaHHoe coObl-
THe SBNSeTCH KnoYeBbiM B NpoLiecce KaHueporeHesa
(pUCYHOK).

CeroagHs n3BecTHO nopsigka 1 ThiC. pasnMyHbIX
myTaumn reHoB BRCA1/2, accounmnpoBaHHbIX C pakom
MOSOYHOM xenesbl [2, 13, 14]. MyTtaumm B reHax BRCA1
n BRCA2 06ycnoBnvBatoT BbICOKUI PUCK BOBHUKHOBE-
HWSI HOBbIX Cly4aeB paka MOMOYHOM xenesbl. lMoMumo
yKa3aHHbIX reHoB, Obina obHapyxeHa cBsadb ¢ PMXK
Takux reHos, kak CHEK2, PTEN, TP53, ATM, RAD51,
PTEN, NBS1, MSH, MLH n gp. MyTaumu B aTux reHax
06yCcrnoBnMBatoT CPEAHUI U HA3KNIA PUCK Pa3BUTUS paka
MOJIOYHON xenes3bl. HekoTopble U3 nepeyncrieHHbIX
reHoB npeacTasneHbl B mabnuye.

Kak BugHO 13 Tabnuupl, myTaumm B reHax BRCA1
n BRCAZ2 cyLuecTBEHHO NOBLILLAKT MHAMBUOYATbHbIN
PUCK pa3BUTUSI HAacNeaCTBEHHOrO paka MOJTOYHOMN
xenesbl. Tak, Hanpumep, K Bo3pacty 70 neT cpegHue
KyMynsaTuBHble pucku pa3sutusa PMX onsa HocuTenen
myTaumn reHa BRCA1 gocturatot 57-65%, a gnst Ho-
cutenen mytaumn B reHe BRCA2 — 45-49% [15].

MyTtaumm B reHax BRCA1 1 BRCA2 aBnstoTca BbICO-
KOMEHEHTPaHTHbIMW. Ha nx NeHeTpaHTHOCTb OKa3blBa-
10T BNINSHWE KaK 3HAOreHHble dhakTophbl (Nokanu3auus,
TUN MyTaLuKU, COMETaHME C OAHOHYKNEOTUAHbIMMK MO~
numopduramamu), Tak 1 IK30reHHbIe U NONYNALNOHHbIE
dakTopbl. O6pas XM3HM 1 FopMOHarbHbI MeTabonmam
nauueHTa ornpeaensioT Nnilb BPEMEHHbIE PaMKM KIn-
HMWYECKOro NposiBNeHNs HacrneacTBEHHOW npegpac-
nonoXeHHocTu [3].

Ons BRCA-o6ycnoBneHHbix doopm PMXK xapakTe-
peH paHHWU BO3pacT MaHudecTauumn 3abonesaHns n
bornee arpeccrBHOE TEYEHUE, YEM NPU APYTMX hopMaXx.
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| HopmanbHas OHK |

BRCA1, BRCA2, RAD51

|

MospexaeHne OHK |

BRCA-geduunTHbIE KNETKN

Ownbkn penapaumm

[eHbl KOHTPONSA KIeToOYHOro uunkna
He noBspeXxageHbl

AnonTo3

HecTtabunbHocTb reHoMa

MHakTuBauus reHoB KOHTpOnA
KNEeTo4YHOoro umnkna

Mponudepavuus

Cxematunyeckoe n3obpaxeHue dyHkumoHnposaHus reHoB BRCA1 n BRCA2 v HapyLueHuii
npwv yTparte nux HopmanbHow yHKUuuK [12]

Puck BO3HMKHOBEHMUS1 paka MONIOYHOM Xene3bl MpPU MyTauusx B reHax,
accouumpoBaHHbIXx ¢ PMX (reHbl npeapacnonoxeHHocTy k PMX)

YBenuyeHuve pvicka
leH Jlokyc DyHKUMA Puck BO3HVKHOBeHUst PMDK
npv MyTauum B reHe

BRCA1 17921 |- Penapauwns aByHuTeBbIX pa3pbisoB [HK. Bbicokuii B 5-20 pa3

- TpaHcakTMBaumsa anonTo3a, KOHTPOSb KNETOYHOTO LKNa.

- YrHeTeHne TPaHCKPUMLMOHHOW (DYHKLMN peLentopa aCTPoreHoB
BRCA2 13912 |- Penapaumns aByHuTeBbIX paspbisos [HK. Bbicokuit B 5-20 pas

- Perynsauwusa TpaHckpunumm
TP53 17p13.1 | - TpaHCKPUMLMOHHBIN dakTop. Bbicokuit B 5-20 pas

- PaboTaeT B 0TBET Ha KNeTouHbIN cTpecc v noepexaeHve OHK.

- YyacTByeT B perynsumm anonrosa
ATM 11922 |- Penapauus oByHuTEBbIX pa3pbiBoB [HK. MpoMeXyToYHbIN B 1,5-5 pas

- Aktnaumsa p53, BRCA1, NBS1, CHEK2
PTEN 10923 | - KoHTpornb pocTa u nponvdepaumm Knetok lMpomMexXyToYHbIN B 1,5-5 pas
CHEK2 22912.1 | - OcTaHoBKa KNETOYHOrO LMKMa; perynsaums nepexoga MpomMexyToYHbIN B 1,5-5 pas

13 ofHoN hasbl MUTOTUYECKOTO LKA B APYryto.

- AkTnBaumsa p53
NBS1 8921 |- Penapauusa aByHuTEBbIX paspbisoB OHK. [MpoMexXyTOYHbI B 1,5-5 pasa

- OcTaHoBKa KNeTo4YHOro umkna
MSH,MLH - - Penapaums HecnapeHHbIX HYKNeoTnaoB Hunskun B 0,7-1,5 pa3

Tak, 0o 80% BRCA1-accoummpoBaHHbIX HOBOObOpa-
30BaHWUi Npu NpPoBEAEHUN UMMYHOIMCTOXMMUYECKOTO
nccnenoBaHUs MOJOYHOW Xemnesbl UMEeT TpUXKabl
HeraTuBHbIN MMmyHodeHoTun (ER-, PR-, HER2/neu-),
Yyacto Habniogaetca 6asanbHbI (HEHOTUM OMYXOnM.
Takke Anst HOBOOOpa3oBaHWI XapakTepHa BblCOKast
CTeneHb 3110Ka4YeCTBEHHOCTU (MPENMYLLECTBEHHO
G3), yacTo BbIABNSAETCH BblpaXeHHas numdoungHas
WHmneTpauusa [2].

[nsa reHeTnyecKkon naeHTuduKaumm n nocrneayto-
e NOCTaHOBKW AnarHo3a NpUMEHSIIOT criegyoLne
meTtoabl uccnepgosannsa AHK u nx komObuHauumu:
nonuMepasHyto uenHyto peakuuto (MLUP) B peanb-
HoM BpemeHu (real-time PCR) ans konnyecTBeHHON
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OueHKN konunHocTu reHa; MNLP ¢ anekTpodopesom
npu MyTauMOHHOM CKPUHWHIE BCEro reHa Ans BbisiB-
NEeHUs CTPYKTYPHbIX NEPECTPOEK; MYNbTUMNIEKCHYHO
MUP v rmbpmnansauymio ¢ ONUTOHYKNEOTUAHBIMU
Ovouynnamu Ans TECTUPOBAHMUSA U3BECTHbIX YaCTbIX
MyTauun. C uenbto onpegeneHunst NOHOMW HyKneo-
TUOHOW NocnefoBaTenbHOCTU KOAMPYHOLWEN vacTu
reHoB BRCA1 n BRCA2 ncnonb3yeTtca aBTomaTu-
Yyeckoe cekBeHuposaHune. Metog Multiplex Ligation-
Dependent Probe Amplification (metogq MLDPA)
npuMeHsaeTcst Ans oOHapyXeHUst KPYMHbIX FTEHOMHbIX
nepecTpoek. Takxe AN AUarHOCTUKN NCMONb3yH0TCA
MHOrue Apyrue COBpeEMeEHHbIE FTEHETUYECKME METOAbI
nccnegoBaxus [5].
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Mpwu BbisiBNeHnn myTauui B reHax BRCA1 nu BRCA2
pekomMeHO0BaHO NPOBEAEHNE MUHUMATbHOIO KOMIIEK-
ca 0b6s13aTenbHbIX AUarHoCTUYECKMX NpoLeayp:

1. BpauebHblIi OCMOTP NaUMEHTKN, BKINOYaIOLLINIA B
cebs NonHbIN cbop ceMenHoro aHamHe3sa (naumeHTke
npegnaraetcs aHkeTa Ans gobpoBonbHoro obcene-
OOBaHWS Ha reHeTUYeCKyo NPeapacrnonoXeHHOCTb K
OHKOMOTMYeCKNM 3a00neBaHusaM).

2. YnbrpassykoBoe nccnegosaHue (Y3UM) MONoYHbIX
xernes.

3. YnbTpa3ByKoOBOE 1ccrieqoBaHne opraHoB Marnoro
Tasa.

4. Mammorpacdus (B AByX NPOEKLUSX).

5. MarHuTHo-pe3oHaHcHada Tomorpagus (MPT)
MOSOYHbIX Xernes.

6. OnpeaeneHne ypoBHSA CbIBOPOTOYHbBIX OHKO-
mapkepoB CA125, HE-4 (npu naTtonornyeckux ovarax
ANYHUKOB, TPYO, OPIOLLIMHBI).

7. OCMOTp 1 KOHCymbTaums Bpayva-ruHekonora (ru-
Hekonora-aHAoKpMHomora).

8. OCcMOTp M KOHCYNbTaUMs Bpaya-reHeTuka.

9. TpenaH-6uoncusi MoNoYHbIX Xenes ¢ Mopdono-
rMYeCKMM, UIMMYHOTUCTOXMMUYECKUM NCCNeaoBaHNeM
npenapaToB (peLenTopbl 3CTPOreHoOB, NPOrecTepoHa,
aHgporeHos, S100, Ki-67, p53, p63, unknud D1) npu
0BHapyxeHUn nartornormyecknx ovaros Ha Y3 n/vnu
mMammorpadun [16].

K coxanenuio, He BCe MauueHTK C AaHHOW naTo-
norvewn cBoeBpeMeHHOo obpallatoTcs 3a MeanLIMHCKON
NoMoLLblo. 3a4acTyo 3TO NMPOUCXOAUT Ha CaMblX NO34-
HWX CTaamsax, kKorga npouecc npuobpeTaeT o4eBUaHbIE
KNMHNUYECKNE NPOSBNEHNS, YXYALLIAOLWMEe Ka4eCcTBO UX
XKM3HU, 1N KOrda NOMOYb NauMeHTKe CTaHOBWUTCS Bce
cnoxHee. B cBs3u ¢ 3TUM abContoTHO crnpaBeanvBeIMU
ABNAOTCSA HACTOATENbHbIE PEeKOMeHAauun Bpadven-
MaMMOMOroB Ans NauMeHTOK C MOBbILLIEHHbIM PUCKOM
passutua PMXX (npu oTAroLLEHHOM OHKOMOrM4eckoMm
aHamMHes3e unn B Criydae HOCUTENbLCTBa reHoB-Map-
KepoB) cobntogaTb crieaylole caMoCTOATENbHbIE
MaHUNYNSALMU B AOMALLHWUX YCNOBUSAX: MPOBOAUTL pa3
B Mecsl, nanbnaumio KaxaorW MOMOYHON Xenesbl Ha
Hanuyne BblAENEeHUN (KPOBAHWUCTBLIX UMW CEPO3HbIX),
obpallaTe BHUMaHWE Ha BHYTPEHHIOK NOBEPXHOCTL Be-
NbS1 C LEMbIO UCKITIOYEHNS KaKMX-NMBO NaTonorniyeckux
BblOEMNEHNA N3 COCKOB, Takke obpallaTb BHUMaHWe
Ha opMy cocka, UCKIIOYUTL ero BTAHYTOCTb B MATKMe
TKaHW MOIOYHOM Xenesbl, 06paLlaTe BHUMaHUE Ha BO3-
MOXHOE MOSIBMEHNE OTCYTCTBOBABLUMX paHee OTEKOB,
Ha U3MeHeHne CoCyanCTOro pUCyHKa, Ha BO3HMKHOBE-
HWe acCUMETPUM Mexay NpaBov U NIEBOW Xenesamu, Ha
yBenuyeHne pasMmepa ToMnbKO OAHOM MOSIOYHOW Xenesbl
npu HEN3MEHHOCTU pa3MepoB BTOPON, TLLATENbHO
nanbnupoBaTb KaXAyl MOMOYHYIO Xernesy C Lenbio
UCKIIoYeHUst 06pa3oBaHns BHYTPEHHWX YNIIOTHEHWNI, a
Takke perynspHo NpoBepsATb NOAMbILLIEYHbIE BNaaWHbI,
Tak Kak B 3TMx 0bracTsx MoXXHO OOHapy>XuTb Bocnarne-
HVe NuMdaTnYecknx y3nos, 4To, 6e3ycnoBHo, ABNAETCA
«TPEBOXHbIM 3BOHOYKOM» U TPebyeT HeMeaSIEHHOro
obpalleHuns k cneunanucty. NMomumo camoobenenosa-
HKs, Bonbluas ponb B CBOEBPEMEHHOM OOHapy>XeHUn
naTonorum NpUHaaNexuT NnaHoBbIM MeAOCMOTPaM U
avcnaHcepusaummn. VIMeHHo npu nx npoBeaeHnmn y 6ons-
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LUMHCTBA EHLUMH BnepBble 0OHapYy>XMBAKOT OaHHYHO
natonoruto. OcobeHHO BHNUMATENbHbI K CBOEMY 340P0-
BbHO JOMMKHbI ObITb XEHLLMHbI, 4OCTUTLLME MEHOMNAY3bl, U
YKEHLLMHbI, POACTBEHHUKIN KOTOPLIX (FaBHbIM 06pa3om,
Mo >KEHCKOW NMHMK) NMetoT B aHamHese PMXK vnu aB-
NATCA HOCUTENSIMU NPEACTABMNEHHbIX BbILLE MyTaLWiA.

BbiBoabl. Ha cerogHAWHNM AeHb MeOUKO-TeHETU-
YecKoe KOHCYIbTMPOBaHUE SABMSIETCS HEOTbEeMEMOM
COCTaBnALLEN OHKONOrM4YeCcKom nomoLLn. BeiasneHve
HacneacTBEHHOro XapakTepa OHKOMOrMyeckoro 3a-
boneBaHMs MMeEET KonoccanbHoe 3HavyeHue, NoToMy
Kak Nno3BonsieT M3MEeHUTb TakTUKy MpOBOAUMOrO fe-
YeHUsT U NPUMEHUTb NEPCOHNMULMPOBAHHBIN NOAXOL:
NPOV3BECTM MHAMBUAYANbHbLIN NOAOOpP TapreTHown
XUMMHoTepanum, onpeaenTb 06bemM 1 pagukanbHOCTb
XUPYPrMyecKoro feveHuns, a takke oueHUTb BO3MOX-
HOCTb OAHOBPEMEHHOIO UCMONb30BaHUSA XUPYPrM4ecKo-
ro neyeHns n NPoUNaKTUYECKON KOHTpanaTepanbHOn
MacCT3KTOMUN B KaXOOM KOHKpeTHOM cnydae. [lo
nuTepaTypHbIM AaHHbIM, TOYHAsA reHeTn4eckas UaeH-
TMduKaums dopmel HacnegcteeHHoro PMXX ¢ nocne-
OytoLen nepcoHNULMPOBaHHON Tepanuen cnocobHa
CHU3UTb CMEPTHOCTb NaLMeHTOoK, cTpagatowmx PMX,
Ha 90%. AyTOCOMHO-OOMUWUHAHTHbIV TUMN HAcneaoBaHWs
BRCA-accounnposaHHoro PMX takke nossonsier
NPOrHO3MpOBaTb HAKOMNIIEHNE N BO3HNKHOBEHWE HOBbIX
cny4vaeB 3aboneBaHnsi B CEMbE U, YTO HEMArOBaXHO,
0OHapYXuUTb y YNEHOB CEMbU HOBOOOpa3oBaHME Ha
paHHuX cTagnax. Bece aTo No3BonsieT roBOpuTh O reHe-
TUYECKOM TECTMPOBAHMM KaK 06 OHOM M3 BaXKHENLLNX
N HEOBXOAMMbIX MHCTPYMEHTOB 45151 NMOBbILLIEHUSA 3h-
hEKTUBHOCTU NEYEHNs1 OHKOMormdecknx 6onbHbIX [2].

Mpo3payHocmb uccnedoeaHusi. Paboma ebinori-
HeHa 3a cdyem cpedcme cybcuduu, ebideneHHoU KasaH-
ckomy gpedeparnbHoMy yHUsepcumemy 05151 8bIMOMHEHUSsT
2ocydapcmeeHHo20 3adaHusi 0671-2020-0058 e cebepe
Hay4HoU OesimenbHocmu. AeBmopbl HECym MOMHY om-
eemcmeeHHOCMb 3a npedocmasrieHue OKOHYamesbHoU
eepcuu pyKonucu e nedame.

Heknapayus o ¢puHaHcoebIx u Apyaux e3aumMo-
OomHouweHusix. Bce aemopbl npuHumManu yd4acmue 8
paspabomke KoHuyenuyuu, du3alHa uccriedosaHusi U 8
HarnucaHuu pykonucu. OKOHYamesibHasi 8epcusi PyKonucu
6biria 0006peHa ecemu asmopamu. A8MopbI He Mostydanu
20HOpap 3a uccnedosaHue.
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