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PAK MOJIOYHOI 3AJIO3H, ACOLIIfIOBAH?IfI 3 MYTALIIEIO 5382INSC
Y TEHI BRCA1 (KJITHIYHUH BUITAZIOK)

MeTa gocnifi)keHHs1 — BUCBITIUTY KNiHIYHWI BUNAAOK NALIEHTKN, siKa XBOPI/ia Ha pak MO/I0YHOT 3a/1031, acOoLnoOBaHWA 3 My-
Tauieto 5382insC y reHi BRCAL.

Martepianu Ta metoaum. MNpoBefeHO AnHaMiYHE 06CTEXEHHS NALLEHTKM, Sika XBOpIsa Ha pak MOMI04HOT 3a/1031. [MOLLYK akTyasibHOT
iHdhopMmaLlii LWoA0 MexaHi3MiB PO3BUTKY 3aXBOPIOBaHHS, acoLiiioBaHOro 3 MmyTauisimv B reHi BRCA, npoBouamn B HayKOMeTPUYHKX
6asax, 3okpema PubMed, Google Scholar, Web of Science, Scopus.

Pe3ynbtatu gocnifKeHHs Ta X 06roBopeHHs. [icna AiarHoCTUKM paky MOMOYHOT 3a1031 NaLieHTLi 6yN10 NpoBeAeHo YoTupK
Kypcu ximioTepanii Ta opraHo36epiranbHy onepauito. Micnsa nikyBaHHA N'ATb POKiB cnocTepiranacsa pemicisi, ane 3ro4oM y nalieHTkn
6yn0 AiarHOCTOBaHO pak SEYHKKIB. 3 NpMBOAY LbOro ili 6yN10 peKoMeHA0BaHO NPOBECTU AjarHOCTVKY Ha HasiBHICTb MyTaLii B reHi
BRCA. B pe3ynbraTi 6yn0 BUSBNEHO HasiBHICTb nonimopduiamy 5382insC BuLe3ragaHoro reHy. Bigomo, Wwo 41 nauieHTiB 3 4aH0H0
MyTaLji€l0 peKOMEeH0BaHO iHLUi CXeMU NiKyBaHHs, 30KpemMa npusHadeHHs iHribitopis noni (ADP-prn6030) nonimepasu, ski € 6inbLu
ehekTVBHNMI B NALIEHTOK i3 pakoM MOJIOYHOT 3aU1031, acouiioBaHnM 3 MyTauisMun B reHi BRCA. Takox AaHUM nauieHTam peko-
MeHAYTbCA PagvKasibHi onepadii 3 MacTeKTOMIE | BuganeHHsM npuaaTtkis. JaHe nikyBaHHS MO0 61 6yTy 6inbll edheKTUBHUM
Ta 3anobirtn po3BUTKY pakKy SEYHKKIB Yepes N'ATb POKIB. [auieHTka Masia 4BOX AOHbOK, AKMM OyB NpOBEAEHWI Taknil camuii aHani3
i B pe3ynbTati 6y/10 BUSIB/IEHO, L0 CTapLIa fouka € HocieM nonimopdiamy 5382insC. 111 6y/10 pekomMeH10BaHOo NPOBOANTM LLOPIYHI
naaHoBi 0OCTEXEHHSA NS PaHHLOrO BMSAB/IEHHA NATOMOrIi y pasi MaHichecTauii 3aXxBOpOBaHHA Ta 4OTPUMYBATUCA 3ax0f4iB 3a4/15
3anob6iraHHsA PO3BUTKY paKy MO/TOYHOI 3a103W.

BUCHOBKU. BusHauyeHHA noniMopdpiamiB y rpyn pu3nky po3BUTKY paky MOSIOYHOI 3a/103M, 30KpeEMa HasiBHICTb B CiMENHOMY
aHamHesi XBOpMX Ha filaHe 3axXBOPIOBaHHS, € AOLiNbHUM 33415 3anobiraHHA PO3BUTKY AaHOT NaTosorii, @ TakoX A1 NPU3HAYEHHS
BIANOBIAHOI Tepanii, 33419 3anobiraHHs peunansam.

Kntouosi cnosa: BRCA; pak MOMOYHOT 3a/1031; pak SEYHVKIB; NONIMOPI3M.
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BREAST CANCER ASSOCIATED WITH 5382INSC MUTATION IN BRCA1 GENE (CLINICAL CASE)

The aim of the study — to highlight the clinical case of a patient suffering from breast cancer associated with the 5382INSC
mutation in the BRCAL gene.

Materials and Methods. A dynamic examination of a patient suffering from breast cancer was performed. The search for
relevant information on the mechanisms of disease development associated with mutations in the BRCA gene was conducted in
scientometric databases, including PubMed, Google Scholar, Web of Science, Scopus.

Results and Discussion. After four courses of chemotherapy and organ-sparing surgery the woman went into remission. But five years
later, the patient was diagnosed with ovarian cancer. She was recommended to be tested for the presence of a mutation in the BRCAgene. As
aresult, the presence of the 5382insC polymorphism in the BRCA was revealed. It is known that treatment with poly (ADP-ribose) inhibitors
are more effective in patients with breast cancer associated with mutations in the BRCA gene. Radical operations with mastectomy and
removal are also recommended for these patients. The patient had two daughters, who underwent the same analysis and as a result it was
found that the older daughter is a carrier of the 5382insC polymorphism. She was recommended to conduct annual routine examinations
for early detection of pathology in case of manifestation of the disease and to follow measures to prevent the development of breast cancer.

Conclusions. Determining polymorphisms in groups at risk of developing breast cancer, in particular, the presence of
a family history of patients with this disease, is expedient in order to prevent the development of this pathology, as well as
to prescribe appropriate therapy to prevent relapses.

Key words: BRCA; polymorphism; breast cancer; ovarian cancer.

BCTYI. Y nigTpvMaHHi cTanoro ctaHy reHis ta disio-
NoriYyHoMy po3BUTKY Ginika BENMKY posib Bifirpae penapadis
[1]. Bigomo, Lo npv NOpYyLUEHHi AaHOT YHKLT € MOX/IMBICTb
BUMHWKHEHHSI Ta PO3BUTKY FEHETUYHOI HecTabiflbHOCTI, WO
NpU3BOAUTL [0 NPOrpecyBaHHs NyX/IMHHUX NPOLECIB B Op-
raHiami [2]. OgHWM i3 reHis, L0 Y CBOK Yepry Koaye O6inku,
AKi 6epyTb yyacTb Yy perynsauii cuHtesy AHK, po3snisHaBaHHi
Ta KopekLii po3pusiB ABOMAHLOroBOI cnipani, € reH BRCA
[3]. BRCA konye dhocchonpoTeiH, SKnil BaxkImBuiA Ansa nia-
TPVYMaHHA cTabiNlbHOCTI reHoMa i 30Kpema i€ AK NyXJMHHUIA

cynpecop Ta Yy CBOIili CTPYKTYpi Mae 22 ek30Hu [4]. MNpwu OH-
KOTeHHUX MyTauiil y BMLLE3rafaHoMy reHi cnoctepiraeTbes
nopyLUeHHs po3ni3HaBaHHi dhocdoninigis. JaHuii npouec
Bifjirpae BaXx/MBY poNb Yy penapaTvBHUX MexaHidmax [5].
len mae nokanisauito 17921.31 [6]. HaaBHicTb myTauii B
reHi BUK/TMKAE NOMUJIKN TPAHCKPUNLLT, NOPYLLEHHS KOHTPO/TI0
KNITUHHOTO LMKAY i KMNITUHHOT aaresii. Takox foBefeHwul
3B’5130K MK CTPYKTYPHVMU NaTONOrIAMM Y FeHi Ta akTUBaLiero
NPOLECIB KTITUHHOTO CTPECY, 3anaieHHs Ta METU/TIOBaHHSA
NpoMOTOPA, LLO € BX/IMBUM YAHHUKOM Y PO3BUTKY NMyX/INH-
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HUX NPOLECIB Yepe3 hOpMyBaHHS aHOMasbHOrO Ginka [7].

Takox pyHKLiEt0 AaHOro reHa € 06MeXeHHsT HyK1eoTua-
HOT gerpagauii, 36epexXeHHs1 CUMETPUYHOCTI pensiikauiiHnx
BMAENoK [8].

Bigomo, wo 6inok, kogosaHuii BRCAL, siknii BTpaTuB ABa
calitn chochopustoBaHHSA BHAC/TAOK TOYKOBUX MyTalLliil, He
3Mir BigHOBUTY yLLKOMKeHY monekyny AHK, wo moxe npu-
3BECTU A0 PO3BUTKY MyX/IMHHMX npouecis [9].

TakoX BYEHi BCTAHOBWAW, WO NpPU MyTauisx y Bu-
Le3ralaHoMy reHi CnocTepiraeTbCA HagMipHa YyTMBICTb
[0 areHTiB, SKi MalTb 34aTHICTb ywkomkyBatn AHK [10].
[oBeaeHo, wo myTauii B reHi BRCAL nepegatTbCsi Mo
ayTOCOMHO-A,0MIHAHTHOMY TWMy Ta 4acTo NPU3BOAATb [0
paKy MOJIOYHOT 3a/1031 (PU3nNK CTaHOBUTL 57—60 %), paky
SIEYHUKIB (3ycTpivaeTbes y 40—-59 %), KonaTepasibHOro paky
MOJ104HOT 321031 (PU3KK A0 70 pokiB 36iNbLLYETLCS 40 83 %),
paky NpocTaTn y YOsI0BIKIB, PaKy UMK MaTKW, NigLLITyHKOBOT
3a/1031, CTpaBoxoay, WwiyHka [11]. JocnigHnKu Takox BKa-
3yl0Tb Ha Te, L0 MOX/MBUIA PO3BUTOK MYX/IMHHMX NPOLECIB
y 6€3CcMMNTOMHMX HOCiiB [12].

TakoX € gaHi Npo Te, WO MyTauis B reHi y 3-5 pasis
306i/blIYE PU3NK PO3BUTKY MYyXJIMHHUX MPOLECIB Y MaTui
Ta MmigwyHKoBil 3ano3i [13]. HasiBHICTb MyTau,ii 36inbLliye
pPU3MK PO3BUTKY paKy MOJIOYHOI 3a/103U, SKUIA, 32 AaHUMU
BOO3, € HaliNOLWMNPEHILLNM NYXIMHHUM 3aXBOPHOBAHHSAM Y
XIHOK, sIke Ma€ TeHAEHLi0 40 nporpecyBaHHs. Bigomo, wo
HanpukiHUi 2018 pokKy KiNbKiCTb XBOPUX NepeBULLYyBasia ABa
MinbioHn [14].

Pak f€4HVKiB BMHMKAE BHAC/iAOK HEKOHTPO/IbOBAHOIO
NoAiNy KMiTUH B OPraHiami, 4acTo He Mae CUMMTOMIB, LLIO Npu-
3BOAWTb A0 Mi3HbOI A4iarHOCTVKN 3aXBOPIOBaHHS. BueHi BKa-
3Yyl0Tb Ha Te, WO faHe 3axBoptoBaHHA y 10-25 % saBnAeTbCA
reHeTnyHuM [15]. Ao 6paTy 4o yBaru BCto iHhopmauito Ta
CTaTUCTUYHI AaHi PO PO3MNOBCIOAKEHHST PaKy Y XIHOK, 5K €
Hocisimu nonimopdisamiB y reHi BRCA, gouinsHum 6yae npo-
BEeAEeHHSI CKPUHIHIOBMX AOCNIMKEHb B OCi6, SKi € pognyamm
nepLloro NOpsiAKy AAEN, siki XBOPIIM Ha pak MO/I0YHOI 3a-
03 Ta AEYHVIKIB, 384159 NPOBEAEHHSA NPEBEHTNBHNX 3aX0/iB
LLIOA0 3anobiraHHsA PO3BUTKY OHKO/IOTIYHOIO 3aXBOPIOBAHHS.

META AOCNIAXEHHA — npoaHanisyBaTty BUNagoK paky
MOJIOYHOIT 3a/1031, acouiioBaHoro 3 mytauieto 5382insC
y reHi BRCAL. BusHauMTu MOX/MBI LUMAXN MiKyBaHHSA Ta
paHbOol AiarHOCTUKN.

MATEPIAIN TA METOAWN. byno onpauboBaHO Ma-
Tepiasm 3 HaykoMeTpunyHux 6a3 PubMed, Google Scholar,
Web of Science, Scopus a5 noLwyKy BignoBigHoT iHpopmavii
040 AaHoT MyTauii, di3ios1oriyHNX OyHKLA reHa, MOXIMBUX
LLNISIXiB PaHHBOT AiarHOCTMKM Ta NikyBaHHS. Byno npoBegeHe
OVHaMiYyHe CMOCTepeXeHHs 3a NauieHTKOM, a Takox 6y1o
BM3HAYEHO HasABHICTb MyTaLil B il NOTOMCTBA.

PE3YNLTATU AOCNIAKEHHA TA IX OBrOBOPEHHS.
XKiHka, 55 poki, 03.04.2017 poKy 3BepHynacs 3i ckapramu
[0 TiHeKosiora Ha By3/10BE€ YTBOPEHHS Y NiBili MOMOYHIl 3a-
N03i. 3arasbHWi CTaH NaLieHTKX 6yB 3a40BiNbHNIA. CiMenHWiA
aHamHe3 XBOpOi OyB 06TsKeHwuid: Ti 6abycs nomepna Big,
paKy sie4HuKIiB y Bili 60 pokiB. YXiHKka mMana ABOX AOHbOK,
nepwi nonoruny Biui 20 pokis, Apyri Bigdymcsa y 25. BiacyTHi
abopTn, mana ogHOro BUKUIHS.

Mpu npoBeaeHHi Y3/, 6yno BUSIBNEHO NyX/IMHY B MiBIiA
MOJIOYHI 3an03i, giameTpom 1,5 cm i 36inbLUEHHS NiBUX
naxsBoBuX AiMdhaTMYHUX BY3/iB A0 2 CM. 3a pesynbraTta-
MW TiCTO/IOTIYHOrO AOCAiIMpKEHHS GionTaTy GyB BUSIBIEHWNA

iH(bINbTPATUBHNIA NOTOKOBUIA pak G2. 3a pe3ynbratamu
OOCNDKAEHHS Ki/TbKOCTi OHKOMapKepiB Oy/10 BUSIBNEHO fe-
cATUKpaTHe 36inblieHHss CA125 (310).

MauieHTui 6yB BUCTaBMEHMI AiarHO3: pak npaBoi MOJ10Y-
HoT 3as103u IIA cTagaii (TIN1IMO).

Byno npoBeaeHe xipypriuHe nikyBaHHS: opraHo3bepirato-
Yya ornepawuiisi 3 BUAasIEHHAM MyX/IMHW Ta NATOONYHO 3MiHe-
HOro NiMchaTUYHOro By3na 3rigHoO 3 MPOTOKOIOM JTiKyBaHHsI
paKy MOJI04YHOT 3a/103. MNaujieHTLi 6yN10 NpU3HaYeHo 4 Kypcu
ximioTepanii 3a cxemoto AC: gokcopy6iumH (60 mr/m?, B/B,
1 geHb) Ta umknodocamig (600 mr/m? B/B, 1 AeHD).

MMicnsa nikyBaHHA KiNbKICHI MOKa3HMKN OHKOMapKepa Ao-
carnu HopmMu. XKiHLi 6y10 pekoMeHA0BaHO KOXHi 4 TUXHI Y
nepwnii pik nicnst nikyBaHHSA NPOIIaKTUYHO BiABiAyBaTU
nikapst. /i BUKOHyBau Mamorpadito, Y3/ opraHis 4epeBHoi
NMOPOXHMHM, Masioro Tasa Ta 3a04epeBMHHOr0 NpoCcTopy.
[Lpyruii pik nicns BTpyYaHHsi BOHA BifBigyBana flikaps ognH
pas Ha niB poKW, 3rogoM — 0AMH pa3 Ha pik. Yepes 5 pokiB
Yy XOfi PYTUHHOIO O0GCTEXEHHS OpraHiB No3aoyepeBUHHOTO
NpPOCTOpPY B NPaBOMY SUHVKY Oyna BUsiBNeHa NyxivHa. Takox
B MeYiHUj Mmicnia geTaslbHOro 06CTEeXEHHsT 6yn0 BUSIBNEHO
YTBOPEHHS, sike Oy/10 CXOXe Ha MeTacTaTUyHi 3MiHN. OHKO-
NorivyHi Mapkepw gocsaranm piBHs 600. Byna npoBegeHa Ximi-
oTepanis, sika TprBaia Tpy Kypcu | onepawdisi, sika Bkovana
B cebe ekCcTpunaL,ito MaTky 3 npugaTtkamMmm Ta OMEHTEKTOMISI.

3a paxyHOK OGTs)KEeHOro CiMeiHOoro aHamHesy Ta Mo-
BTOpPHE 3axBOPHBAHHA Naui€eHTLi 6yN10 pekoMeHA0BaHO
NpoBEecCTM aHasi3 Ha HaBHiCTb MyTauin B reHi BRCA. 3a
pesynbrataMmy AOCAIMKEHHS XiHKa Masa reTepo3vroTHWiA
BapiaHT nonimopdiamy 5382insC. aHwnin nonimopdoiam kogye
20 ek30H reHy BRCAL.

XiHka nomepna y 2022 poui Bifg yCknagHeHb, ki 6yno
CMPUYMHEHI pakoM SieYHuKiB. Ticns Tl cMepTi AOHBbKN XiHKN
BUSIBUN GavkaHHS NPOBECTUN aHani3 3 NpMBOAY HAsABHOCTI B
HUx nonimopcpiamy reHy BRCA. XXiHkun 6ynu Bikom 30 i 35 Bia-
noBiAHO. TpMALATUPIYHA XiHKa BUSBMIACS TOMO3MIOTO 3a
OVKM TUMOM, OTXXe, BOHA He 6y/1a HOCIEM AaHOro noniMop-
thiamy. CTapLua gouka 6yna Hociem nonimopdiamy 5382insC.
Cnmparoumncb Ha pesysibTaT FreHETUYHOTO AOC/TiIKEHHS, XIiHLi
6yn0 pekoMeHA0BaHO LWopiYHe NpoBeAeHHs Mamorpadii, a
TakoX BM3HAYEHHSI OHKOMAapKepPIiB KOXHi 6 MicsauiB. Takox
A ByN0 PEKOMEHJOBAHO YHUKaTW MPSAMOro COHAYHOrO BU-
NPOMIiHIOBaHHS!, BiAMOBa Bif, LUKIAMBUX 3BMYOK, Takux, siK
KYPIiHHSI Ta BXXMBaHHS a/TIKOr0/IbHMX HaMoiB.

MoxxHa CTBEPAKYBATH, LLO Y BUNaAKY NMPOBEAEHHS TECTY
Ha HasiBHICTb nofiMopdiaMy likyBaHHS Y AaHOT XiHKM MOT/10
61 6yTV iHWKM i 6inbl edheKTUBHUM. 3a pesynsTatamun Ao-
CNifpKeHb NPV HAsIBHOCTI AaHoi MyTauil MOTPIGHO A0TpUMY-
BaTUCS iHLINX NPOTOKOAIB NiKyBaHHSI paKy MOJI04HOT 3a/1031.
OnepaLjisi He3asIexHo Bif CTafji 3aXBOPOBaHHS MOBUHHA
O6yTn pagvkasibHOW. Lle 3ab6e3nevye HEMOXIMBOCTI peun-
[OMBY 3aXBOPHOBaHHSA. TakoX Npu HasiBHOCTi pakKy MOIOYHOT
3a/1031, acoujiioBaHoro 3 myTauismu B reHi BRCA, pekomeH-
[0BaHe BUAA/IEHHS MaTK/ Ta NpuAaaTKiB As15 NPoiNakTukm
PO3BUTKY paky SIEYHMKIB. BUeHi Bka3yloTb Ha AOUIMbHICTb
npu3HayeHHs iHribiTopis noni (ADP-pn603m) nonimepasu, siki
610Ky0Tb penapadito HK B nyX/ivHi, UMM camum npusBo-
OnTb Ao i rméeni. Came uei hapmakognHamiuHnin acnekT ail
npenapary 6esnocepeaHbOo BM/IMBAE HA ETIONOTNYHY NPUYNHY
PO3BMTKY OHKOJIOFYHOIO 3aXBOPKOBAHHS Yy AAHOTO BUMNAZKY.
Mpenapar 3a pe3ynsrataMm 4OC/iAKeHb € e(DEeKTUBHMM Mpu
MyTaLisix y reHi BRCA [16-18].
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Baxnveum € Te, WO LOHBbKN XBOPOI NPOBE/IY reHeTUYHe
OOCNIMKEHHST HA HAsIBHICTb MONIMOPi3My, OCKISIbKM MaTu
XIHOK OGynia HOCiEM MosliMopduiaMy Ta Mana pak MOJSIOHHOI
3an103un. [loHbka, sika OGysia HOcieM noniMmopdiamy, Bigno-
BIHO [0 HOBOMY MPOTOKOJy MOBMHHA MPOXOAUTW PYTUHHI
NPOINakTUYHI MeanyHi ornsan, siKi 40NOMOXYTb BUSBUTU
HasIBHICTb MYX/IMHW HA PaHHIX CTagisX y pasi il BAHMKHEHHS,
a TakoX 3rigHo 3 pekoMeHAaLissM1, BOHA MOBUHHA LOTPUMY-
BaTMCA NPUHLMNIB 340POBOr0 CNOCOBY XUTTA Ta YHUKATU
HaAMipHOT iHconsALii, 3a415 3anobiraHHA PO3BUTKY OHKOJ10-
rYHMX 3aXBOPHOBaHb.

[loBefeHO, WO CKPUHIHTOBI METOAM BidirpatoTb BaXKn-
BY PO/ib Yy BUYACHIl AiarHOCTULi Ta NiKkyBaHHI OHKOMOTYHNX
3axBoptoBaHb. Phi X. A., Saadatmand S. et al. Bka3yloTb
Ha Te, WO Yy XiHOK, Monoawunx 40 pokie, 3 MyTauismu y
reHi BRCAL 3a gonomorot metogy MPT Ta mamorpadii
BAABAU/IOCS AiarHOCTyBaTV pak MO/I0YHOT 3a/1031 Ha paHHIX
cTagisx [19]. Hocism MyTaHTHOrO reHa peKoMeHA0BaHO Mpo-
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