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PE3IOME

OBHapy>XeHMe OMyXOAEBUAHbBIX OBPA30BAHMIM B OBAQCTH MPUAATKOB MATKM MPUY AMCMIAHCEPHOM HABDAIOAEHMM Yy MAUMEHTOK, MepeHeCLLINX
A€YeHMe Mo MOBOAY 3AOKQYECTBEHHbIX HOBOOBPA30BAHMM XKEAYAOYHO-KMLLEYHOIO TPAKTA, YaLLE HATAAKMBAET HO MbICAb O METACTATUYECKOM
MOPAXKEHMM AMYHMKOB (MeTacTa3 KpykeHbepra). BeCbma BAXKHbIM SBASETCS COOP AHAMHECTUHECKMX AQHHbIX, O MMEHHO GOAKT HOCAEACTBEHHOM
OTArOLLLEHHOCTH. [TPM3HAHO, 4TO0 OAHMM OCHOBHbIX MOKA3AHUHI AAS MOAEKYASPHO-TEHETUYECKOrO TECTUPOBAHMS AAS BbISBAEHMS MYTALIMKM B reHAX
BRCA, BRCAZ2 98As€TCS HOCAEACTBEHHAS OTATOLLLEHHOCTb, TO €CTh HOAMYME CEMENHOTO AHOMHE3A OHKOAOTMYECKMX 3000AEBAHMI. OHKOAOTMYECKAS
OTArOLLLEHHOCTb AMYHOTO AHAMHE3Q, MOAPA3YMEBAS PA3BMTUE MOAMHEOMAQ3UH, PEXE MOUHUMAETCS BO BHUMAHME OHKOAOTOB, XOTS IBASETCS OAHOM
13 BADKHENLLIMX XAPAKTEPUCTHMK HOCAEACTBEHHOIO PAKA AMYHMKOB. YaLe Bcero npu BRCA-aCCoUMMPOBAHHOM PAKe SMYHMKOB BCTPEYAIOTCS PAK
MOAOYHOM, MOAXKEAYAOHHOM XXEAE3 y CAMOM MAUMEHTKM (MOAMHEONAQ3NM) UAU Y BAMXKAMLLIMX POACTBEHHUKOB MO XXEHCKOM U MYXXCKOM AMHUAM.
PUCK pa3BUTUS PAKQA XXEAYAKQ KPAMHE HU3KMI y MALMEHTOB — HOCHUTeAeM MyTaumi B reHax BRCA . AAS paKa XXeAyAKQ XAPAKTEPHbI MyTaLMM
B APYMMX reHaXx. B cTaThe NpeACTaBAEH PEAKUI CAYHaM MEPBUIHO-MHOXXECTBEHHOIO METAXPOHHOIO PAKA XXeAyAka v BRCA 1-accoummpOBAHHOMO
PAKQA AMYHUKOB. Y MALMEHTKM, MEePEHECLUEN PAAMKAABHOE AeYEeHME O MOBOAY MO MOBOAY PAKA XEAYAKQ, Yyepe3 3 road BbIIBAEH PELMAMB
B OBAQCTHM MULLIEBOAHO-KEAYAOYHOTO QHACTOMO3QA. [10 MOBOAY PELIMAMBA B MAOHOBOM MOPIAKE BbIAQ MPOU3BEAEHA IKCTUPMALMA XKEAYAOYHOTO
TOAHCMAQHTAHTA C 330QPAroracTPOaHACTOMO30M C OAHOMOMEHTHOM PEKOHCTPYKLMEHN — MAQCTUKOM TOACTOM KULLIKOM. 1o mctevyeHmmn 10 AeT
OCAE BTOPOM ONEPALMM Yy MNALMEHTKM BbISBAEH PAK SMYHUKOB. YYUThIBAS MOAYHEHHbIN MOCAEOMNEPALMOHHbIM TMCTOOTBET MO SMYHUKY (CepO3HAas
AAEHOKAPLMHOMQ), OTArOLLLEHHbIM CEMEMHBIN M AMYHBIM QHAMHE3, MALMEHTKE MPOBEAEHO MOAEKYAIPHO-TEHETMYECKOE MCCAEAOBAHME C LLEAbIO
BbISBAEHMS T€PMUHAABHBIX MyTALMM B reHax BRCA T 1 BRCA2 METOAOM MOAMMEPA3HO-LLEMHOM PEAKLMM. AAT AETEKLMM MYTALMM MCMNOAb3OBAAQCH
CTAQHAQPTHAS AMArHOCTUYECKAS MAHEAb, MO3BOASIOLLLASA MPOBOANTE QHAAM3 MYTALIMKM, HOMBOAEE YOCTO BCTPEYAIOLLIMXCSA HA TeppUTopMm PP.
10 Pe3yABTATAM MCCAEAOBAHMS y MALMEHTKM ObIAQ BbiSBAEHA MyTaLMA 5382insC B reHe BRCA 1. [TQLMEHTKA SBASETCS MPETEHAEHTOM HA MOAYYEHMe
PARP-1HrMBUTOPOB, KOTOPbIE LLUMPOKO MCMOAB3YIOTCS B KOYECTBE MOAAEPXXMBAIOLLIEN TePArMM HE TOABLKO HOCAEACTBEHHOIO PAKA AMYHMKOB,
HO TAKXE HALLAM MOUMEHEHMNE B A€YEHMM MALMEHTOB C MAEHTUCPULIMPOBAHHBIMM COMATMHECKMMM MyTaLMImm B reHax BRCAT 1 BRCA2, yto
MO3BOAUT YBEAMYUTB MOOAOAKUTEABHOCTb XKM3HM M YAYHLLINTb PE3YABTATbI AEYEHMS.

KAKOYEBBIE CAOBA: HaCAEACTBEHHbIM PAK SM4HMKOB, BRCA1-, BRCA2-MmyTALMM, MOAMHEOMAQ3NM, PAK XKEAYAKQ, MOAEKYAIPHO-TEHETUYECKOE
TrectuposaHue, MNUP-anarHoctmka, PARP-UHMMOUTOPSI.

KOH®PAUKT UHTEPECOB. ABTODSbI 3ABASIOT OO OTCYTCTBMM KOHGDAMKTA MHTEPECOB.
NUcTOYHMK PMHAHCHMPOBAHMA: [PDAHTbI.

Clinical case of gastric cancer in patient with hereditary BRCA-

associated ovarian cancer

R.R. Faiskhanova’, D.D. Sakaeva?

Republican Clinical Oncological Dispensary, Ufa, Bashkortostan
2Bashkirian State Medical University, Ufa, Russia

SUMMARY

The detection of tumor-like formations in the area of the uterine appendages during dispensary observation in patients who have undergone
treatment for malignant neoplasms of the gastrointestinal tract often suggests metastatic lesions of the ovaries (Krukenberg metastasis). It is very
important to collect anamnestic data, namely the fact of hereditary burden. It is recognized that one of the main indications for molecular
genetic testing for the detection of mutations in the BRCA1, BRCA2 genes is hereditary burden, that is, the presence of a family history of cancer.
Oncological burden of personal history, implying the development of polyneoplasias, is less often taken into account by oncologists, although
it is one of the most important characteristics of hereditary ovarian cancer. Most often, with BRCA-associated ovarian cancer, breast cancer,
pancreatic cancer occurs in the patient herself (polyneoplasia) or in close female and male relatives. The risk of developing stomach cancer
is extremely low in patients with mutations in the BRCA1 genes. Stomach cancer is characterized by mutations in other genes. The article
presents a rare case of multiple primary metachronous gasfric cancer and BRCA 1-associated ovarian cancer. In a patient who underwent
radical freatment for stomach cancer, after 3 years, a relapse in the region of the esophageal-gastric anastomosis was revealed. Regarding
the recurrence, extirpation of the gastric tfransplant with esophagogastroanastomosis with one-stage reconstruction —colon plastic surgery was
performed in a planned manner. 10 years after the second operation, the patient was diagnosed with ovarian cancer. Taking into account the
obtained postoperative historesponse for the ovary (serous adenocarcinomal), aggravated family and personal history, the patient underwent
a molecular genetic study in order to identify germline mutations in the BRCAT and BRCA2 genes by the polymerase chain reaction method.
For the detection of mutations, a standard diagnostic panel was used, which makes it possible to analyze the mutations most common in the
Russian Federation. According to the results of the study, the patient was found to have a 5382insC mutation in the BRCAT gene. The patient
is a candidate for PARP inhibitors, which are widely used as maintenance therapy not only for hereditary ovarian cancer, but also have found
application in the freatment of patients with identified somatic mutations in the BRCAT and BRCA2 genes, which will increase life expectancy
and improve freatment results.

KEY WORDS: hereditary ovarian cancer, BRCA -, BRCA2-mutations, polyneoplasias, stomach cancer, molecular genetic testing, PCR diagnostics,
PARP inhibitors.
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AKTyaJIbHOCTh

HecMoTps Ha qoka3aHHBIA MHOTOYUCIEHHBIMH HCCIIE-
JOBaHUSAMH (aKT, YTO MMOJABJISIONIEEe OOIBIINHCTBO OIY-
XOJIel 4ye0BeKa He ABJISIIOTCS HACIEeICTBEHHBIMU, UMEETCS
ompeneeHHas IpsiMasl CBsI3b MEXK]ly HacleICTBEHHOCTBIO
Y pa3BUTHEM MEPBUYHO-MHOXKECTBEHHBIX OIyXO0JeH (11o-
nuHeorasui) [1].

IepBUUHO-MHOXECTBEHHBIE 3I0KAY€CTBEHHBIE OITYXOJIU —
9TO ABa M OoJiee 3JI0Ka4YeCTBEHHBIX HOBOOOpa30BaHMUsI, BO3-
HUKAIOIUX CHHXPOHHO WJIM METAXPOHHO Y OJTHOTO U TOT'O XK€
6ospHOr0. OHU NPEACTABIAIOT COOOH Pa3HOOOPA3HYIO IPYIITY
OMyXoJIell pa3NMYHOro I'eHe3a, JOKAIU3YIOMNXCS B OJHOM
WUJIM HECKOJBKUX OPraHax, HE3aBUCUMBIX APYT OT Apyra.
HoBooOpa3oBaHHst MOTYT UMETb KaK OJMHAKOBBIH, TaK 1 OT-
JINYHBINA OT NEPBOM OMYXOJIU TUCTOTHUI [2, 3].

Puck pa3BuTus BTOPBIX U NOCAEAYIOMMX 30Ka4ECTBEH-
HBIX HOBOOOPA30BaHUH Y MALIMEHTOB C yKe TUarHOCTUPOBAH-
HBIM pakoM, 1o nauHbM G. Newell, et al. (1975), Boie npu-
MepHO B 1,3 pa3a o CpaBHEHHUIO € MALIUEHTaMU, Y KOTOPBIX
paHee He ObLI yCTAHOBJIEH IMAarHo3 paka [4]. YcraHoBieHo,
YTO PUCK PA3BUTUS NMOCIEAYIOIUX OMYXOJIEH YBEININBAETCS
C pa3BUTHUEM OIIYyXOIHU BTOPOH JIOKATH3aLUU.

Hawnbonee n3ydyeHsl OIMHEOIUIA3UH Y MTAIIUEHTOB C U/ICH-
TUQUIMPOBAHHBIMU MYTALUSMH B reHax-cynpeccopax BRCA1
u BRCA2. Heo0X0quMO OTMETHUTB, YTO KaK pa3 HaJTU4IHC
NIEPBUYHO-MHOKECTBEHHBIX OIIyXO0JIeH y MAallUEHTOB C dIU-
TEIUaIbHBIM PAKOM SIMYHHUKOB SIBJISIETCS OJHUM U3 IPIMBIX
TIOKa3aHHUH I MOJIEKYJIIPHOTO UCCIIEIOBaHUS IIPOOAH/I0B
Ha HOCUTEIBCTBO MyTallMil B BBIIIIEYKa3aHHBIX reHax. My-
tauuu B reHax BRCAI u BRCA2 npuBOIsT NPEkKIe BCEro
K )KEHCKMM OHKOJIOTMYECKUM 3a00JIEBAHUSIM 3CTPOreH-1YB-
CTBUTEJIbHBIX OpraHoB-MulleHe [5]. OnHako, Mo JaHHBIM
JIro6uenko et al. (2005), y nocurteneit BRCAI- u BRCA2-
MyTalHUi UMEETCS TaK)Ke BEPOSITHOCTh BOSHUKHOBEHUS paka
JKeIyJKa, TOINCTON KHUIIKHU, JHAOMETPHS, NOIXKETyA0UHON
JKeJe3bl, MEJIAaHOMBI KOXHU, MOYEBOT'O ITYy3bIPs, OMyXoJei
TOJIOBBI M LIIEH, YTO HEOOXOAMMO YUHUTHIBATH IPH MEIUKO-
TFeHETHYEeCKOM KOHCYJIBTHPOBAHUY U HAONIOJCHNN TTallUeH-
TOB-HOCHUTENEH [6].

Hawubonee n3y4eHHOI B HACIICICTBEHHOM PaKe JKeJIy1Ka
sBIsieTcsa repmuHansHas mytanus CDHI. B nuteparype
OMUCaHbI pa3IUYHbIE BAPUAHTBI MyTallUl, TaKHe KaK yKO-
poueHue, fAeaenus, BCTaBKa, CalT crnalicHHTa, MUCCEHC-
MyTanuu. HocutenbcTBo MyTanuu NpuBOJUT K Pa3BUTHIO
paxa xeJyJKa ¢ mpearoyiaraeMelM puckom oonee 80 % [7].

[TprMeHHUTENBHO K paKy >Kely/iKa MOTyT ObITh OTHECEHBI
HacleACTBEHHbIe CUHAPOMBI JIn-Opaymenu U CUHAPOM
JIunua. [To faHHBIM TUTEPATYPBI, PEXKE HACIEACTBEHHBIN
pak xexynka oOycnoBieH MytanusmMu B reHax CTNNAI,
STK11, BRCA2, emie pexe —B reHe BRCAI.

MynpTULeHTpOBBIN aHanu3 20 ueHTpoB 3anagHoi EB-
pornsl u CeBepHOM AMEPUKU NT0Ka3aJl, YTO OTHOCUTEINIBHBII
puck (OP) pa3BuTus paka xenyaka y Hocureneit BRCA2-
MyTAaIHK cOCTaBIseT 2,59 (moBepuTenbHbIN nHTEpBa [[N]:
1,46—4,61) [8].

BrL10 MpoBeieHO KPYyTHOE KOrOPTHOE UCCIAEAOBaHUE
0 U3y4EHUIO OTHOCUTEIBHBIX PUCKOB PAa3BUTHS y HOCUTENIEH
BRCAI-mytauuu, rae nposenu aHanu3 11847 yenosek u3 699

ceMeil ¢ nIeHTH(UINPOBAHHBIMH MyTalusiMu B TeHe BRCA .
OTO MHOTOLIEHTPOBOH aHanu3 Bkarouaa 30 HEHTPOB 10 Beell
EBpone u CesepHoit Amepuxe. OTHOCUTENBHBINA PUCK pas3-
BUTHS PaKa XKelyaka Ipu HocuTenbcTBe BRCAI-myTanuu
oka3zancs paseH 1,56 (JAU: 0,91-2,68) [9]. Takum oOpa3zom,
BBILICONMUCAHHBIN aHAU3 MOKa3all, 4To MyTauuu B BRCA1
OTJINYAIOTCSI HU3KOM NEHETPAaHTHOCTBIO, TO €CTh PEJKO MPO-
SIBIISIIOTCS (PEHOTHITMYECKH B KIIMHUYECKOW KapTHHE MMEHHO
B BU/JIC paKa >KeIyKa.

ITpu ananuse 649 nanueHTOB PUCK Pa3BUTHS paKa sH4-
HuKOB 11pu BRCAI-myTtanun paseH 6,2 (2,0-19), Torna kak
¢ BRCA2-myrtaumeti—2,3 (AU: 0,30-18) [10].

WHTepecHble JaHHbBIE NOTYYEHBI IPU aHAIIU3€ PAKOBOTO
peectpa TeMm3sbl, a UMEHHO IPU aHAIU3E NALUEHTOB C IO-
JIMHEOIIJIa3UsIMH, COZIEPIKallleM CBeieHus o Oosee ueM 1,5
MMJUIMOHA ciay4aeB paka. OIleHUBAaIUCh PUCKU Pa3BUTHS
BTOPBIX pakoB y nanueHToB Hocuteneit BRCA-myTanumy,
MEPEHECIINX pPaK SUYHUKOB U MOJIOYHOM xkene3sl. CTanaap-
TH30BaHHBIHM okaszarenb SIR (standardized incidence ratio)
pa3BUTHS paka xenyaka cocrasmi 1,53 (JU: 0,62-3,16) [11].

B HacTostmelt myOimKkanuy npeacTaBieH peaKui ciyyan
paka >keJyaka y HallueHTKU ¢ HacneacTBeHHbIM BRCA-
aCCOLUUPOBAHHBIM PAKOM SIMYHUKOB.

[TauunenTtka b., 64 net, nocTynuia B OTAEICHUE THHEKO-
soruu PeciryOnMKaHCKOTO KIMHUYECKOT0 OHKOJIOTMYECKOT0
nucnancepa I. Y¢u1 (PKOJI) ¢ sxanobamu Ha neprogyecKue
0011 BHU3Y JKMBOTA CIIACTHYECKOr0 XapaKTepa, yToMJIse-
MOCTb.

W3 anaMHe3a )KU3HU U3BECTHO, YTO MAI[UEHTKA pociia
U pa3BUBaach COOTBETCTBEHHO BO3pacTy. MeHapxe B 13 ner,
MEHCTPYyaJbHbIH UK PEryJIsipHbI, Kaxasle 28 nueil. [Tapu-
TeT: OepeMeHHOCTe! — 5, pojIoB — 2, MEANIIMHCKUX a00pTOB — 3.

CeMeliHblll aHAMHE3: Y MaTe€pHU B aHAMHE3€ paK SM4YHU-
KOB ¢ MaHH(ecTanueil B 63 rona, y otia —capkoma Karmomm
B 40 ner.

VY nmanMeHTKH BEChbMa UHTEPECHBIM OKa3aJICd aHAMHE3
JKU3HU, @ TOYHEE, aHaMHE3 IPEbITYILEro OHKOJIOTHYECKOro
3abosneBanus. Bnepsrle nanuenTka ooparunacek B PKO/I
B stuBape 2005 rona B Bo3pacre 50 ¢ ssBneHUSIMH Aucharuu
I crenenu. beina npoBeneHa peHTT€HOCKONHUS XKeayaKa:
a0IOMMHAIBHBIA CErMEHT MHIEBO/IA CYKEH Ha MPOTsDKe-
Huu 4 cm. Ilo 3agHeN cTeHKe HAa OTPAHUUYEHHOM y4yacTKe
BBIIPSIMIIEHHOCTb KOHTYPa, PUTHIHOCTb CTCHKH.

Ha ¢ubposzodaroractpockonuu (PII'/IC) no 3anueit
CTEHKE KapAuu ObUI0 00HapyKEHO HHPMIBTPATUBHOE 00-
pa3oBaHHe J10 2 CM C BaJMKOOOPa3HBIMHU KPasiMH, IUIOTHOE
nipu 6uoncuu (puc. 1).

I'ucronornyecku Bepupunuposana Beicokogudhepen-
LMpOBaHHas ajiecHOKapuHoMma. [1o 1aHHBIM 00CIe0BaHMH,
OTAAJICHHBIX METACTa30B HE BBISBUIIO. BeICTaBIEeH KIUHU-
YECKHMH TMarHo3 «kapanos3odareaibHbli pak, ctagus 11
(T2NOMOG1), rpynmna II.

B nnanoBoM nopsnake B TopakanbsHoM otaeneHnn PKOJI
ObL1a mponsBeneHa onepanus ['apinoka. [locneonepannon-
HBIM NEePUOJ OCIOKHUIICS JIUTaTypPHBIM aHACTOMO3HUTOM,
[TapEeHXMMAaTO3HBIM [TAaHKPEATHTOM C ITOCTOSTHHBIM OO0JIEBBIM
cungpomoM. IIpoBoauIOChE I HIOCKONUYECKOE yAATICHUE
Juraryp s3oaroracTpoaHacToMo3a.
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Janee manueHTKa KaXkable IOJT0Ja IPOXOAUIA KOH-
TPOJIBHYIO FaCTPOCKOIHUIO.

IIpakTuuecku uepes 3 roxa nociae XUPypruueckoro Jie-
YEHHS y NALlUEHTKU Ha KOHTPOJIBHOM UCCIEAOBAHUH BbI-
SIBJICH PEIUAMB B 00J1aCTH aHACTOMO3a: Ha 34 CM OT pe3LoB
3HAYUTEIBHO CY)KEHHBIH 330()aroracTpoaHacToMo3 10 5 MM,
HEMPOXOAUM JUIsl 3HAOCKOIA, CTEHKU PE3KO PUTHIHBI, HO MO~
BIDKHOCTB COXpaHEHa, CIIM3UCTast TunepTpoduposana (puc. 2).
[Tpou3sBenena OMoOIICHS TTIOXO3PUTEIBHOTO yUacTKa. [ ucto-
JIOTHSI: eAMHUYHBIE JKeJle3bl BBICOKOAU(PepeHInpOBaHHON
aJICHOKapLUHOMBIL.

B nnanoBOM nopsiake nanMeHTKe NPOU3BEIEHA ONepa-
s B 00beMe 3KCTUPIIALMH JKEITyJOUHOTO TPAHCILIaHTaHTa
¢ n30(aroracTpoaHacToOM0O30M, CyOTOTaJIbHON pe3eKunei
MHUIIEBOAA ¢ OAHOMOMEHTHOM MJIACTUKON TOJICTOM KHUIIIKOH
13 KOMOMHUPOBAHHOTO JOCTYMa. NI TENBHOCTD ONEepay
cocraBuiia 12,5 vaca.

INocneonepanioHHast THCTOIOTHS: BEICOKO- U YMEPEHHO-
nuddepeHnpoBaHHas aJeHOKapIHHOMA C IOpaXKECHHUEM
MBIIIEYHOH 000JIOUKH.

[ocneonepannoHHBIA IEpUOJ IPOTEKa 0€3 OCII0KHE-
HUH, TJIJIKO.

Ha xoHTpOnbHOM racTpOCKONUU: TOICTOKUIIEYHbIHA TPaHC-
IJIAHTAHT, aHACTOMO3bI COOTBETCTBYIOT CPOKY ONEpaIUU.
[TanuenTka HaxoAMIACh HA AUCIAHCEPHOM yUETE y OHKO-
JIora o MEeCTY JKUTEJIbCTBA U pa3 B MOJIr0Aa IPOXOHIa
KOHTPOJIBHOE HCCIEJOBAHHUE.

C BBIIICONUCAaHHBIMU CUMITOMaMH OIyXOJIU MaJOro
Ta3a ObljIa HalpaBjIeHa Ha OCMOTP K OHKOI'MHEKOJIOTY B BO3-
pacte 64 rona.

Ha marautHO-pe3onancHoi Tomorpadun (MPT): kuctos-
HO-COJINHOE 00pa30BaHie MHOTOKaAMEPHOE C BHY TPEHHUMHU
MSATKOTKaHHBIMU pa3pacTtanusmu 113 x 94 x 102 mm copa-
Ba. He nckiroyaeTcst HHBa3Us OMYXOJNH B TEJNO U MEpelIeek
MAaTKH 110 IPaBOMY 3aJHEMY KOHTYpY. Bropoe ananoruuHoe
oOpa3oBaHue pazmepamu 62 x 38 x 62 MM ciieBa.

Ha ®3I'IC natonoruu He BBISIBIECHO.

CoiBopoTouHBIN ypoBeHb CA-125 10 Hauana neyeHus
cocraBui 460 en/mi.

[TanueHTKe B INIAaHOBOM HOpsiJIKe ObliIa IMPON3BEICHA
MOJHAs IUTOPEAyKTUBHAS ONEpalus ¢ MHTPAOIEePALIUOHHON
uToOHOICHel. [ MCTOIOrHs: CepO3HBIH pak BHICOKOH CTENICHH
3JI0KaU€CTBEHHOCTH.

Hcxonst n3 BEIIIEONMCAHHOTO, OBLT BEICTABJICH AHArHO3
«TEepBUYHO-MHOXKECTBEHHBIN METaXPOHHBIN PaK SMUHUKOB,
craaus IIA (T2AN OMOG3), rpynmna II. Kapnuossogareans-
HBIH pak —cragus 11, rpynma 11T (T2N OMOG1).

IIpoBeaeHs! MIECTh KyPCOB abIOBAHTHON XUMUOTEPATH
NIepBOH JTMHKH B pexkuMe: kapOorarul AU 6, makiuTaxkcen
175 mr/m? ¢ uHTepBaoM 21 eHb MO KOHTPOJIEM MoKa3aTenei
KPOBH H JIEKTPOKAPIHOT pauH.

VY4uThIBas OTATOLIEHHBII CEMEWHBIN aHAMHE3, TTALUEHTKE
MIPOBEJIEHO MOJIEKYJISIPHOE TECTUPOBAHUE IIPU MOMOILH aJl-
nenb-cnenuduyeckoi nonuMepHoi nennoi peaxun (ITLIP)
B PeXUME peaslbHOro BpeMeHH Ha anmnapate Rotor —Gene Q,
MO3BOJSAIOLIEM IPOU3BECTH aHAIHU3 MOBTOPSIOLUINXCS OCHOB-
HBIX U3BECTHBIX («Ma’KOPHBIX») MyTalliil B reHaX-cyIpec-
copax BRCAI u BRCA2, Hanbonee 4acTo BCTPEUAIOLINXCS

PucyHok 1. QHAOCKOMMYECKAs
KAPTUHO KAPAMO330dPAreaAbHo-
ro paka naumneHTtkm b., 1955 r.p.,
B PA3HbIX PEXMMAX.

PUCyHOK 2. SHAOCKOMMYECKas Kap-
TMHQ PELMAMBA B OBAQCTM 330CDa-
rOraCTPOAHACTOMO3A Y NALMEHTKM
b.1955r.p.

B P®. MaTepuaiom uccliefoBaHuS TOCTY KU 00paser me-
pudeprveckoil KpoBH, B3STOH Y NAIlMEHTKH HATOLIAK eIIe
JI0 Hayaja aJblOBaHTHOro JieueHus. Mcnonp3oBanace qua-
THOCTHYECKAs NaHeIb, HO3BOJIAIOLIAs IPOBOAUTH AECTEKIUIO
Takux MyTanui, kak 5382insC, 4153delA, 300T>C, 2080del A,
617delT B BRCA2.

B pesynbraTe uccnenoBaHus y NallUeHTKU BbISIBICHA MY-
tarus 5382insC B rene BRCAI, cocTaBisoIasl, o JaHHLIM
YUYEHBIX-COOTE€YECTBEHHUKOB, 10 75—80 % Bcero cnekTpa
MyTalui B reHe — cynpeccope BRCAI. Ha naHHBIN MOMEHT
MAIUEeHTKE MIAHUPYETCs JICUEHHE C UCTIOIb30BaHUEM UHUTH-
outopa PARP (monu-A [1®-pubo30-monumMepassl) oiamnapud
(JInnnap3a) B KayecTBE MOAIEP)KUBAIOIIECH Teparnuy nepBoi
JINHUMU.

Oobcy:kaenue

C YBCINYCHUCM MPOJOJIZKUTCIIBHOCTU )KU3HHU OHKO-
JIOTHYECKUX OOJIBHBIX 3aKOHOMEPHO YBCJINYUBACTCS PUCK
BO3HUKHOBCHUS BTOPbIX, @ TO U TPETbUX onyxonef/i. 3T0
O6YCJ'IOBJ'I€HO JOCTHXXCHHUAMU B XI/IpprI/I‘{eCKOﬁ TCXHHUKC,
nocJIeonepanuoOHHbIX pea6I/IHI/ITaHI/IOHHLIX MEPONpPUATUAX,
COBCPHICHCTBOBAHUCM c110co00B JIY4€BOI'o JICUCHU S, aAbIO-
BaHTHOM XHMHO- U TapFeTHOﬁ Tepanuu.

PucyHok 3. CepO3Has AAEHOKAPUMHOMA SUYHMKA BbICOKOM CTEMEHMU
3AOKQ4ECTBEHHOCTM NAUMEHTKM B. 1955 r.p. OKpPACKA re MATOKUCAMH-
303MHOM. ¥YB. 100x%.

e-mail: medalfavit@mail.ru

MeanumHckmm aadoasmT Ne10/2021. AMAQrHOCTUKA 1 oHKOTepanms (1)



BuiBoanl

1. OHKOJ’IOFaM, OCYHICCTBIIAIOMINM JUCITAHCCPHOC HaA-

3. CBOEBpEMEHHO UACHTH(HUIUPOBAHHBIE OOJIBHBIC

¢ BRCA-myTanuei MOryT NpeTeHA0BaTh HA IEPCOHU-
(bMIMPOBaHHBIN ITOJXO/ B OTHOIICHNH TaKTHKH JICUCHUS
U NOJAEePKUBAIOIIEH Tepanuy, 4TO JACT BO3MOXKHOCTh
YBEJIMYUTH BBIXKUBAEMOCTh y JaHHOW KaTErOpUHU Ma-
LIUEHTOB.

Cnucok autepaTtypel / References

1.

Bodmer D. Understanding familial and non-familial renal cell cancer./ Bodmer
D., van den Hurk W., van Groningen J.J. et al. Hum. Mol. Genet. 2002. Vol. 11.
P. 2489-8.

ArabeksH . O., Kporotos M. A., CanpuHa O. A. u AP. [epBUYHO-MHOXXECTBEHHbIM
MAOCKOKAETOYHbIN PAK CAM3MCTBIX OBOAOYEK OPraHOB rOAOBbI M LLEU (0630p
AmuTepartypsl). CoBpem. OHKOA. 2014; 16 (2): 82-86.

CseaeHHus 06 asTopax
PancxaHoBa PaHus PasanosHa, BPQ4Y-OHKOAOT, 3AB. OHKOTMHEKOAOTMYECKHUM

Agabekyan G.O., Kropotov M. A., Saprina O. A. et al. Second primary cancerin
patients with head and neck squamous cell carcinoma (review of the literature).
Sovremennayaonkologiya. 2014; 16 (2): 82-86. (In Russ.)

_ 3. CrenaHosa KO. A., KaanHuH A. B., BuLuHesckuid B. A. [TepBrYHO-MHOXECTBEHHbIE
6J'I}OII6HI/IG 38 OHKOJIOTHIECKUMH 6OHI’HI’IMH c I xan OnyxoAu (0630p AMTEPATypPsl). MeA. Busyaamnsaums. 2015; (6): 93-102.
HUYCCKOU I'pynmou, CjaeayeT IOMHUTH O BO3MOKHOM StepanovaYu.A., Kalinin D. V., Vishnevskiy V. A. Multiple primary neoplasms (liter-
A3BHTHH IBVX 1 60JIee 3I0KaYeCTBEHHEIX OV XOel afure review). Meditsinskayavizualizatsiya. 2015; (6): 93-102. (In Russ.)
p A y y 4. Newell G. Multiple primary neoplasms in blacks compared to whites. IV. Further
Y OIHOI'0 0O0JBHOIO HE3aBUCHUMO OT CPOKOB IIOCJIC ITPO- cancer in patients with cancer of the digestive organs/ Newell G., Kremeniz E.,
. Roberts J.J. Natl. Cancer Inst. 1975. Vol. 54. P. 331-4.
BEJIEHHOTO JIEYEHH s (METAXPOHHBIE OMYXOJIM); @ BpauaM, 5 Zheng L, Annab LA, Afshari SA, Li C., Boyer T.G. BRCAT mediates ligand-indepen-
KOTOpLIC 6yﬂy'r OCYIIICCTBJ'ISITI) HepBHque JIEUEeHUE dent transcriptional repression of the estrogen receptor. Proc Natl Acad Sci USA.
year 2001. August 14; 98 (17): 9587-92. DOI: 10.1073 / pnas.171174298.
10 IOBOJY OHKOJIOTHYECKOIO 3a00/I€BaHUs, HEOOXO0- 4 aobuenko A H, Mocnexosa H. 1., MopTHOM C. M., Xopaarua K. M., BpiosrH B.B.,
JIUMO TIHIATEIBHOE MCCIIEJOBAHNE BCEX OPraHOB, 0CO- KapnyxmH A.B., FopbKosugso P.P. KAMHUKO-MOAEKYASIPHQAS MATOAOTMS HACAEA-
o CTBEHHOIO PAKQ MOAOYHOM XKEeAE3bl U AM4HMKOB. 19.02.2005.
OeHHO Yy Ul € OTATOLICHHBIM CEMEUHBIM aHAMHE30M Lyubchenko L. N., Pospekhova N. I., Portnoi S. M., Zhordania K. I., Bruzgin V. V.,
(CHHXPOHHBIE OITYyXO0JIN), YTO HEOOXOAMMO B TOM YHUCIIE E‘r’;@‘;fkggé ;"Oﬁgr g%r;(;v (’,5&%’5’5@' and molecular pafhology of hereditary
1 1J1s1 OHCHKHW PAaCHIpPOCTPAHCHHOCTH OITY XOJICBOT'O 7. Fitzgerald RC, Hardwick R, Huntsman D, Carneiro F, Guilford P, Blair V, Chung DC,
Norton J, Ragunath K, Van Krieken JH, Dwerryhouse S, Caldas C. International
nponecca. Gastric Cancer Linkage Consortium. Hereditary diffuse gastric cancer: updated
2. H XOIMUMO IIPOBOIUTE MOJIEKVIADHO-TEHETUYECKHU consensus guidelines for clinical mnanagement and directions for future research.
eob on 0 TpoBOA OJICKYJISIPHO ve © eckne J Med Genet. 2010; 47 (7): 436-444. DOI: 10.1136/jmg.2009.074237.
TECCTUPOBAHHUC y JINI C OTATOLICHHBIM CCMCUHBIM aHAMHE- 8. Cancer Risks in BRCA2 Mutation Carriers The Breast Cancer Linkage Consortium.
30M, a TeM 6oJiee OHKOJIOTMYECKUM JIMYHBIM aHAMHE30M Journal of Th.e Nafior?o/ Cancer InshrL'er, Vol. ?l, No. 15, August 4, 1999.
o 9. Cancer Incidence in BRCAT Mutation Carriers Deborah Thompson, Douglas
C IS0 CBOCBPEMCHHOU JUATHOCTUKU U HadaJia JICUCHU S F. Easton, the Breast Cancer Linkage Consortium. Journal of the National Cancer
Institute, Vol. 94, No. 18, September 18, 2002.
HE33aBUCHMO OT JIOKAJIU3AIHH OITYXOJTH. 10. Harvey A. Risch, John R. McLaughlin, David E.C. Cole, Barry Rosen, Linda Bradley,

Elaine Kwan, Elaine Jack, Danny J. Vesprini, Graciela Kuperstein, John L. A. Abraham-
son, Isabel Fan, Betty Wong, and Steven A. Narod. 700 Prevalence and Penetfrance
of Germline BRCA 1 and BRCA2 Mutations in a Population Series of 649 Women with
Ovarian Cancer. Department of Epidemiology and Public Health, Yale University
School of Medicine, New Haven; and Samuel Lunenfeld Research Institute, Toron-
to, and University of Toronto Departments of Public Health Sciences and Clinical
Biochemistry, Toronto Hospital Department of Gynecology, and Women'’s College
Hospital Department of Medicine, Toronto. Am. J. Hum. Genet. 68: 700-710, 2001.

. Helen S. Evans, Cathryn M. Lewis, David Robinson, C. M. Janine Bell, Henrik Maller

and Shirley V. Cancer risks in women with 2 breast or ovarian cancers: clues
to genetic cancer susceptibility. Hodgson Thames Cancer Registry, Division of
Medicine, Guy'’s, King's and St. Thomas' School of Medicine, London, United King-
dom, Division of Medical and Molecular Genetics, Guy's, King's and St. Thomas’
School of Medicine, London, United Kingdom Int. J. Cancer: 94, 758-759 (2001).
© 2001 Wiley-Liss, Inc.

Crarbg noctynuaa / Received 01.03.2021
MoAy4eHa nocae peLeHsmpoBaHus / Revised 13.02.2021
MpuHata B neyats / Accepted 17.03.2021

About authors
Faiskhanova Raniya R., DM, oncologist}, E-mail: rancho11@mail.ru.

oraerenmemt. E-mail: ranchol11@mail.ru. hitp://orcid.org/0000-0002-6958-0977

CakaeBa AMHA AGMHUPOBHA, A.M.H., PO., NPOgD. KAgbeAPbl PAPMAKOAOTMMU
C KYPCOM KAMHMYeCKOM ghbapmakororm?. E-mail: d_sakaeva@mail.ru

http://orcid.org/0000-0002-6958-0977

Sakaeva Dina D., DM Sci, prof. at Pharmacology Dept.2. E-mail: d_sakaeva@mail.ru.

http://orcid.org/0000-0003-4341-6017

1rAY3 «PecryGAMKQHCKME KAMHMYECKMET OHKOAOTMIECKMI AMCIaHCEP MUH3APABA 1Republican Clinical Oncological Dispensary, Ufa, Bashkortostan
Pecny®amku baLukopToCTaHy, I. Ygpa

2¢pI6OY BO «BALLKMPCKME FOCYAQPCTBEHHBIN MEAMLIMHCKUI YHUBEDCUTET)
MuH3apasa Poccum, 1. Yoba

2Bashkirian State Medical University, Ufa, Russia

ABTOpP AAA nepenuckun: PancxaHosa ParHus PassnosHa. E-mail: ranchol11@mail.ru. Corresponding author: Faiskhnanova Raniya R. E-mail: ranchol11@mail.ru.

For citation: Faiskhanova R.R., Sakaeva D.D. Clinical case of gastric cancer in
patient with hereditary BRCA-associated ovarian cancer. Medical alphabet. 2021;
(10): 35-38. https: // doi. org/10.33667/2078-5631-2021-10-35-38

AAf uMTUpOoBaHUA: PancxaHosa P.P., Cakaesa A.A. KAMHWYECKMI CAYHaM paKa
SKEAYAKA Y MALMEHTKM C HACAEACTBEHHBIM BRCA-QCCOLMUPOBAHHBIM PAKOM
AMYHUKOB. MeAnLMHCKMI arcbasuT. 2021; (10): 35-38. https: //doi.org/10.33667/2078-
5631-2021-10-35-38

MuUH3APAB NPEAAOXXHNA UCNOAB3OBATb MPENAPATBI OCPP-AeUOA

AASl OHKOBOABHBIX A€TEH

Mpenapatsl ochdp-AefbA MpeararaeTcs AOOABUTL B CTAHAQPT MEAMLIMHCKOM MOMOLLIM AETAM. MUH3APAB BbILLIEA
C MPEAAOKEHMEM PA3PELLMTE HA3HQAYATE MX HECOBEPLLEHHOAETHUM OHKOBOOALHbIM

MOBLICUTb KOYECTBO OKA3AHWUA MEAMLIMHCKOM MOMOLLIM YKA3AHHbBIM
AETIM),— FTOBOPUTCH B MOFCHUTEABHOM 3AMNMNUCKE K AOKYMEHTY.

B Hel TakXe yKa3blBAETCH, 4TO B MEAMLMHE MpenaparTbl
OO -AENBA MPUMEHAOTCH M3-30 OTCYTCTBMA AU HEAOCTYMHOCTH
OABTEPHATMBHOM TEPAMUMU, A TAKXKE M3-30 HEXEAAHMUS
PAPMNPOU3IBOAUTEAEN (MPOBOAMNTL MOCTPEMNMCTPALNOHHbBIE
KAMHMYECKME MCCASAOBOHMA AAR PACLLMPEHMS CAOEPbI MCMOAB3OBAHMS
NPEenapaToB B KOMMEPHECKM HEMPUBAEKATEABHbBIX ODAQCTAXY.

UcToqHmk: medvestnik.ru.

M MH3APOB MPEAAQraeT BKAIOYMTb B CTAHACPT MEAMOMOLLIM AETIM
30PEMMCTPUPOBAHHBIE HO TEPPUTOPUKM POCCHM AEKAPCTBEHHbIE
npenaparbl, y KOTOPbIX B MHCTPYKLMM MO MPUMEHEHMIO OTCYTCTBYIOT
MOKA3AHMUSA K MX MPUMEHEHMIO Y AeTEN. C ITOM LLEAbIO PA3PABOTAHbI
nonpaBku B CT. 37 3aKOHA «O6 OCHOBOX OXPAHbI 3A0POBbS TPAXKACH
B Poccum, onyBAMKOBAHHbIE HO MOPTAAE regulation.gov.ru 25 mapra.

«MPUHATHME 3A0KOHOMNPOEKTA MO3BOAUT OBEeCneynTb AeTem,
CTPAAQIOLLLMX B TOM YUCAE OHKOAOTUYECKMMU 30OOAEBAHUSIMM,
HEOBXOAMMBIMU AEKAPCTBEHHBIMU MPENAPATAMM M MO3BOAUT
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