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Pe3tome. OnucaHo BUIIAJOK 3 IPAKTUKU Ta BU3HAYEHO HASABHICTH CiMeifHOro paxoBoro cuxapomy Il tumy y ponuni mpoGanza. 3a
pe3yibTaTaMyi KOMILIEKCHOTO OOCTEKEHHSI Ta MEAMKO-TeHETHIHOTO KOHCYIBTYBAaHHS 3aXBOPIOBAHHs MPOOaHa acoliiOBaHO 3 MyTalli€o
5382 insC y reni BRCAL, 1110 ¢BiqUUTB MPO POJIb MOJIEKYJISIPHO-TCHETUYHOTO TECTYBaHHS Ul CBOEYACHOTO BUSBIICHHS 3JIOSIKICHOT MATOJIOTi
SIEYHUKA T MOJIOYHO] 371031 Y POIMHAX 3 OOTSHKSHUM Ha PaK aHAMHE30M.

Kniouoei cnosa: pooosio, npooano, cimeiinuii paxkosuit cunopom, mymauii ¢ 2zenax BRCA1/2, pak sacunuka, pax monounoi 3anosu.

Pe3tome. OnncaH ciydaii U3 NPaKTUKH U OIPEENICHO HATMYHE ceMeHHOro pakoBoro cunapoma Il tuna B cembe npodana. [1o pesynsratam
KOMILJIEKCHOTO 00CIIEI0BaH!SA M MEMKO-TEHETHIECKOTO KOHCYIbTHPOBAHU 3a00JIeBaHIs pobaHa accoLMupoBaHo ¢ Myranueit 5382 insC B
rere BRCAL, 4T0 CBUICTENBCTBYET O POJIN MOJICKYISIPHO-TEHETHYECKOr0 TECTUPOBAHMS [Tl CBOCBPEMEHHOTO BBISBJICHHS 37I0Ka4ECTBEHHOM
IATOJIOTHHU STMYHUKOB M MOJIOYHO# JKeJe3bl B CEMbSIX C OTSTOIICHHBIM PAKOM aHAMHE30M.

Kniouesvle cnosa: podocnosnasn, npodano, cemeinvlit paxkosvlii cunopom, mymavuu 6 2enax BRCAI /2, pak auunuka, pax Moiounou

JHcenes3nl.

Abstract. Case report was described and familial cancer syndrome in proband’s family was established. Based on the results of complex
examination and medical-genetic counseling proband’s disease was associated with mutation 5382 insC in BRCALI gene indicating the role of
molecular genetic testing for timely detection of malignant ovarian and breast pathology in families with burdened history of cancer.

Keywords: genealogic tree; proband; familial cancer syndrome; mutations in BRCA1/2 genes; ovarian cancer; breast cancer.

I'enn BRCA I ta BRCA?2 BigHOCSATBCS /IO TEHIB CyNpecopiB
IyXJIMHHOTO POCTY, sIKi 3aJisiHi Y penaparii nomkomkens JJTHK
130epexeHHI TeHeTHYHOI cTadlIbHOCTI KitiTHH. Tomy 1X MyTaltii,
SIKI BUKJTHKAFOTh TIOPYILIEHHS TeHETUYHOTrO TOME0CTa3y KITiTHH,
€ KPUTHYHIMH, a TX HAKOITMYCHHS CIIPUsie 3MiHaM (DYHKIIIT KITITHH.
Ha croromni nmpo6nema reHeTHaHOi CXHITBHOCTI 10 PO3BUTKY
paky oprasiB xiHouoi penponyktiBHoOi cuctemu (POXKPC) e
OJTHI€IO 3 AKTYATBHHX, TIPO IO CBITYATh TOCIIPKCHHS, SIKi IPH-
CBSTYEHI OIOJNOrIYHIM 1 TEHETUYHUM OCOOJIMBOCTSIM PaKy Mo-
no4yHoi 3a5103u (PM3) Ta paxy sieunnka (PS1) 3anexHo Bin ekc-
nipeciireHiB BRCA, KopersiisiM TeHOTUIT-(DEHOTHIT ITyXJIMHHUX
KJTITHH 3aJIEKHO BiJI €THIYHUX OCOOJIMBOCTEH )KiHOUOro Hace-
nenHs [1], renernaroMy ckpuniHry PM3 y pi3sHuX KpaiHax,
PH3HKY PO3BHUTKY paKy y HOCIiB MyTaliii y reHax BRCAI i
BRCAZ2[1, 2]. Ilporsirom octantix 3 pokiB y K3 «Uepkacbkuii
o0nacHui oHKooriYHui qucnancep» YOP Hamu npoBoasiThCs
KOMIDTEKCHI KITiHIYHi, KJTiHIKO-TeHEAJIOT19Hi Ta MOJICKYIIIPHO-
TeHEeTHYHi JIOCITPKeHHs y XBoprx Ha PM3 ta PS1. MonexymstpHo-
TCHETHYHI METOJHM BKJIOYAIOTH 1MCHTH(DIKAIII0 MyTaIlii
5382insC1i 185delAG yreni BRCA-1, 6174delT yreni BRCA2
y AHK niepuepraHoi KpoBi i onepariiitHoMy MaTtepiasi Hmuis-
XOM MYJIBTHIUIEKCHOI TOJIiMepa3Hol JIaHIFOTOBOI peaKilii.
BaaxaeMo, 1110 0IMH KJTiHIYHHI BHITA 10K 3aCITyTOBYE HA 0CO0-
JIMBY YBary y 3B’s3Ky 3 BUSBJICHHM criagkoBuM PS y pomui
npo0Oania i MeTaxXpOHHUM BHHUKHEHHSIM ITepBHHHO-MHOKHH-
HOI IyXJIMHY, a caMe PM3 Ta acoriialiiero paky 3 MyTaIli€e
5382insCyreni BRCAI.

Kuniniune ciocrepexxents Ne34. [Ipobann - xBopa 3.0.M.,
1961 poky HapomkeHHs, MelkaHka Kam’siHChKOro paiioHy
Yeprkacbkoi oomacti, [V YopHoOHIEChKa KaTeropist, ykpaiHka,
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nipodecist - EKOHOMICT.

Axyniepcbkuii anamHe3: rioord 1 (y Biti 22 poku), abopTi
Ta BuKuHI — 0, MeHapxe 3 12 pokiB, MeHcTpyarlii 1o 4-5 nHiB
yepe3 30 THIB, MEHCTPYaIbHUH LIMKJI PETYISIPHUM, JIAKTALis 10
6 mic., BMC =e Gyno. 3 36 pokiB MeMKaMEHTO3HO JIiKyBaja
(hiOpO3HO-KICTO3HY MacTONATIIO Ta OTPHUMYBaJIA IPOTHU3AIIab-
HY Teparlito 3 IPHBOIY XPOHIYHOTO 3aITaICHHS IONATKIB MATKH.

V Biti 51 pik KiHKa caMOCTiiHO 3BEpHYIACh IO OHKOT'iHe-
KOJIOTa 3 METOI0 OOCTEKEHHS 31 CKapraMu Ha TIepioIiyHi I1o-
MIpHOI IHTEHCHBHOCTI 0O0JIi BHHU3Y )KHUBOTa IPH TIEPEOXOJIO/I-
KEeHHI Ta (pi3nYHOMY HaBaHTaxkeHHi. Kpim Toro, 1 TypOyBana
iH(opmaltist mpo BHUMaaku paxy y poaudis. [Iposenene ¥3-n0-
CITiZPKEHHS OpTraHiB MaJIoro Ta3y BUSBJICHO KICTY JIIBOI'O IEYHHKA,
MiHIMaJILHUH acI|T B JIyIi1acoBoMy IPOCTOPI, a IMiCIIs MoNalTh-
LIIOTO JIOCTIKEHHS - ITi IBUIIICHHS piBHsI oHKoMapkepa CA-125
1o 150 On/mn y nepudeprdsiii kKposi. ITics KOMITIEKCHOTO
KJIIHIYHOTO AOCI/DKEHHSI Ta KOMOIHOBAHOTO JIiKyBaHHS
Bcranorieno aiarto3 PA cranis 3C (pT3CNOMOG3). XBopa Oyna
HaITpaBJIeHa JUTS XipypriuHOro €Tary JiKyBaHHSI B OHKOT1HEKO-
soriynui reHTp Yepkackkoro OO/]. XBopiii mpoBe/ieHa ONTH-
MaJlbHa IIMTOPEAYKTUBHA Oreparlisi — tanaporomis no-I1da-
HEHIUTLITIO, BUIAJICHHS ITyXJINHH SI€YHUKA, TIAHT'1CTEPEKTOMisI,
OMEHTEKTOMIsI, BCTAHOBJICHHSI MiKpoipiratopa B J{yrimacoBuit
nipocTip st mpoeneHHst noniximioreparii (ITXT) ta 8 kypcis
[TXT B a’roBanTHOMY pexknmi 1o cxemi “PC” — maxtitakcen +
kapOoraris (1-uit Kypc B KoMOiHaIlii BHYTPIIIHEOBEHHO Ta
BHYTpILIHbOYEPEBHO) Oe3 penykiii no3u. Yepes 1,5 poku micist
3aKiHYeHHs] KOMOIHOBAHOIO JIIKyBaHHS OyB JliarHOCTOBaHHI
MapKepHHH peluauB 3 miasuineHHsM piBast CA-125 y nepu-
(epuuHiii kpoBi 10 90 Om/mit (piBEHb OHKOMapKepa IePEBipsIBCs
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O.B. INaniituyk, 3.1. Poccoxa “Pak sieunuka i mytaris 5382insC B redi BRCAI”

KOHTpJIATepAIbHUMN SIEYHUK, BEITHKUIH
CaJIbHUK, MapieTajJbHy OYepeBHHY Ma-
soro tazy. [lamiispHi cTpyKTypu paky
BKDHTI aTUIIOBUM CIIITENIIEM TPYOHO-
SIEYHUKOBOT'O TUITY 3 BUP&KEHHM O~
MOp(}hi3MOM MYXJIMHHUX KIITHH Ta 1X
7ep.

Kutiniko-reHeanoriuauii aHasi3 po-
e Tipobanza (puc.l) BUSIBUB arpe-

ramito 3J05KICHOI MaToiorii mo THIy
cimetiHoro pakoBoro cuaapomy (CPC)
Jliryg II. 3okpema, y Matepi npobaHaa

PM3

Pak wurtonopn. 3anosu

63 p. 57 p.

OyB J1arHOCTOBAHHI PaK IIUTOIOTI0HOT
3ano3u (y Bimi 57 pOKiB), a y TITKH
npo0aH1a 1o MaTepUHCBKIH JiHiT - PM3
(yBii 63 pokn).

7 1Pasip.

+

BRCA1

BpaxoByrouu acoliariiro TaKuX myX-
JIVH y POJIOBO/Ti, HAMH ITPOBEIEHE MOJTE-
KyJIsIpHO-TeHeTH4He qociiprents JJHK
niepud)epuuHOi KPOBI MALEHTKH TICIS
BCTaHOBJICHHS aiarHosy PS. Moreky-
JISIPHO-TEHEeTHYHI JOCi [PKCHHSI ITPOBe-
neni y 1Y “PedepeHc-1IeHTp 3 MOJIEKY-
ssipHOi giarsoctrke MO3 Ykpainu”.

v 29 p. Jlna BusHadeHHs myTartii 185delAG
+ 1a 5382insC Breni BRCA1, 617delT Breni
BRCA1 BRCA2 BuxopuctoByBajgu mMoaudi-

Puc. 1. Ponosin npo6anaa 3i 31osikicHol narouoriero y 18ox nokoJsiHasx. [Ipodana - PSI
(ciocrepexxenHst Ne34), MaTH NpodaHa — PaK LIUTONONIOHOI 3a103H, TiTKa IO
MarepuHcbKiii Jinil - PM3. Ilo3nauxu: PSI - pak sieunuxa, PM3 - pak Mo/104HOI 321034,

CTpisikoro Bka3zaHo npodaHia

1 paz Ha 3 Mmic. mijt yac qucnancepHoro Harsiay). KomriekcHe
00CTEXEHHS XBOPOI 13 3aCTOCYBAaHHSIM KOMITHEOTEPHOI TOMO-
rpacii (KT) opraniB rpyqHOI Ta YepeBHOI TOPOXHKUH, MaJIOTO
Ta3y Ta TOJIOBHOTO MO3KY Y TiM ’sTHIH JIOJTi OCTAHHBOI'O BUSIBJICHHI
OIIMHIYHUI MeTacTa3 fiametpoM 2,0 cm. B HelipoxipypriaHoMmy
BiytiieHHi YepkachbKoi 00nacHo JikapHi BUKOHAHI KpaHioToMis,
BUJIAJICHHS METACTa3y, B MICIISONEPAIIHHOMY TIepiofi oOTpuMaa
Kypc MPOMEHEBOI Tepartii Ha Miclie BUIaJIeHOI IyXJIMHU (Cy-
MapHa J103a 45 [p) B pagionoriunomy BijiienHi Yepkachbkoro
OO/I. Yepes 11 mic. OyB AiarHOCTOBaHHI HOBTOPHUIA MAPKEPHUI
PELMINB 3aXBOPIOBAHHS P 301ThIIeHHI piBHsI CA-125 10 155
On/mi1, IpOBEeHA AiarHOCTAYHA JTAIIAPOCKOITIsI, ITij] Yac sIKOi
MeTacTaTH4HI ypa)kKeHHsI YepEeBHOI MOPOYKHIHH Ta O4EPEBUHU
MaJioro Tasy Oyimu BUKITIOUeHI. 3a manumu MPT BusBieHuit
PELMIVB B MiCIIi TIOTIEPETHBO BUIAJICHOTO METACTA3Y TOJIOBHOTO
MO3KY, 3 IPUBOMY YOro OTpuMaia 3 Kypcu naniatupoi [1XT
o cxemi “PC”. [Ipote y 3B’513Ky 3 BUPa)KEHUMH [TUTOTOKCH Y-
HHUMH YCKJIaTHEHHAMH ( CTIHKOIO JISHKOIIEHI€F0 T2 TPOMOOLIITO-
TIEHIEF0) TOJIANTBIIIE IPOBECHHS KypCiB XiMioTepartii OyJ1o rpu-
MIMHEHO. Y MOJAIBIIOMY XBOpa IPOHIILIA Kype pamioXipyprid-
HOTO JTIKyBaHHS HA METACTaTUYHE yPayKEHHS TOJIOBHOTO MO3KY
KiGep-HoXeM 13 3aJ0BUTHHIM TepParieBTHIHUM e(DEKTOM, 10
i aTBepKeHo pesynsraramu MPT Ta
KT nocnimxenns. Y ceprni 2015 poky
BOHA BKJIIOYEHA B CIIOHCOPCHKY IPO-
rpamy papmMroMnaHii “Acrtpa-3eHexa”
JUTS. OTPUMaHHSI TaprepHoi Teparii
petmauBHoro PS y BRCA-HociiB npe-
niapaToM “Onarapi6”. 3a XBopoto mpo-
BOJIUTHCS PErYISIPHUN HAIVISL, Y Tere-
piumHiii yac y xBopoi 3a gjanumu KT ta
PiBHIB OHKOMapKepiB BiIMi4a€eThCs
crabimizaris Cr-mporiecy.

ITaroricromoriuni 3akmouenns: ™M 1 2 3 4

1) ITyxnuHa sie4HHKa - CEepO3HO-TIaITi-
JISIPHUH PaK sIEYHUKA, HU3bKHI CTYITIHB
mudepenniroBanns (G3), Meractasu B

Ne2 (21)-2015

KOBaHI MPOTOKOJNIH 3 OJIITOHYKJICOTH/I-
HUMH TIpaiiMepamH i3 3aCTOCYBaHHSM
METO/I aJIeJTh CTICHU(IYHOT MoTiMepas-
Hoi j1anirorooi peakiii (ILIP). JTocmi-
JKyBaHI IUISTHKY T'eHIB aMITTi(hiKyBaIH 32
noroMororo crienmpivyHux npaiiMepiB («Metabiony, Hi-
MeyunHa). CTaH aMInTihiKaiiHuX (GparMeHTIB aHATI3yBaJIH B
2,5% araposHomy rei (arapo3a ¢ipmu « ThermoScientificy,
CIIA), 3 nogaBaHHSIM OPOMHCTOTO €THIIO, MapKepa MoJle-
kymsipHoi Bark GeneRuler 50 bpDNALadder («ThermoScientif-
ic», CIIIA) Ta HOTasIbIIO Bi3yasi3alli€ro 3a TOTIOMOT Ok KOM-
I’10TepHOI porpamu Vitran.

[poBeneHe MONEKYIIPHO-TCHETHYHE JOCITI JIDKCHHS MIEpH-
(epuuHOi KpoBi xBopoi Pl mokazano BincyTHiCTh MyTalii
6174delT 6 2eni BRCA2 1a 185 delACBreni BRCA I 1 HasiBHICTD
neneuii 5382 insC y reri BRCAI y reTepo3UroTHOMY CTaHi
(puc.2).

BpaxoByroun oneprkaHi pe3yibrary, OyJ10 BHPIIIEHO TIPo-
BECTH KOMILIEKCHE 00CTeKEeHHSI ToHbKH npodanza: b.1H0.B, 1990
POKY HApOIDKEHHSI, KUTeNbk M.KueBa, 1110 mpikuBaia Ha
paiamniifHo-3a0pytHeHi i TepuTopii 10 17-piuHoro Biky 1 sika, sk
i MaTu, Mae IV YopHOOMIBCHKY KAaTEropito. 3 aKyIepchbKoro
aHaMHe3y JIOHbKH poOanyia - MeHapxe 3 14 pokiB, MeHcTpyartil
110 3-5 HiB uepes 28 iHiB, peryisipHi; mosoru — 0, BukuHi — 0,
abopt— 1 (yBiui 18 pokiB). B nannii MOMEHT OTpUMYy€ JIIKyBaHHS
3 npuBony Oesrurinns 11 (Hu3bKuil oMKy ISIpHUNA pe3epB 3a
piBHEM aHTHUMIONEpOBChKOro ropmony — AMH 0,76, nenoc-

5.6 7 8 9 10 11 12 13 14 15 16 17

Puc. 2. Enexrpodoperpama BRCAI 5382 insC. Pe3yabTaTu po3noily NpoayKTiB
amiutigikanii, 3rizfHo sxuM y nepudepuyHiii kpoBi npodanaa BUABIEHA AeJlellis y
rerepo3uroTHoMy (JyHka 4) craui. [lpumitka: M - mapkep MoJ1eKy/IsSIpHOI Baru
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Bunazku i3 npakTuku

TaTHICTB 2-0i (ha3i MEHCTPYaITBLHOTO IMKITY, MAIOTh MiCLIE ITepio-
JIMYHI aHOBYJISITOPHI MEHCTpYajbHI IUKIHA 3 YTBOPEHHSIM
(OTIKYIISIPHUX KICT SIEYHHKIB), TOTYETHCS JI0 IIUKITY EKCTPaKOp-
niopajibHoro 3arutiiHeHHs. CiMeiHMi aHaMHe3: KpiM arperarii
ITyXJIMHHOI IATOJIOT 1 110 JIHIT MaTepi 32 pe3yJIbTaTaMHt MEIIHKO-
TEHETHYHOTO KOHCYJIBTYBaHHS BHSIBICHUI 1Ll OJMH POIHUY
XBOPHI1 HA paK 110 0aTbKiBCHKIHM JTHIT — /111 XBOPIB Ha PaK TOBCTOL
xumikd (PTK).

3 2013 poky JI0oHBKA MPOOAH/A IOPIYHO MPOXOAUTH AUC-
TIAHCEPU3ALIiI0 3 YIBTPa3ByKOBUM KOHTPOIIEM OpTaHiB MaJloro
Tasy, MOJIOYHUX 3aJ103, IMUTONOMIOHOT 3aJI031, BU3HAYCHHSIM
piBast CA-125, HE4, inpexcy Roma y aunamini ta Mmamorpa-
(iuHMI CKPHUHIHT. 3a pe3ylIbTaTaMK TAKUX KOMIUIEKCHHX 00-
CTE)KEHB JIaHi 3a MATOOTiF0 MOJIOUHHX 3aJ103 BiicyTHI. [Topsin 3
LIMM, MOJeKysipHo-reneTnyHuii ananiz JIHK nepudepranoi
KpOBI JIOHbKH TIpoOaH/a BUSIBUB aHAJIOTIYHY, SIK 1 y MaTepi,
neneuito 5382 insC'y reni BRCAI y reTepo3uroTHoMy CTaHi

(puc. 2).

BucHoBku

TakuM YHHOM, Y TAHOMY KITiHIYHOMY BHITA Ky BU3HAYECHO
HASBHICTh CIMEWHOro pakoBoro cutapomy Il Tumy y pomuHi
npoOaH/Ia. 3aXBOPIOBaHH MPOOAH/IA ACOI[IHOBAHO 3 MYTAITIEI0
5382 insC'y reni BRCA 1. Jlouka npobaHja € HOCIEM aHaIO-
TiYHOI MyTallii, Mpo IO CBiYaTh Pe3yJIBTaTH MOJIEKYISPHO-
reHernyHoro gociimkenns JJHK nepudepuynoi kpogi.
OnepskaHi 1aHi M ITBepIKyIOTh 3HaueHHs MyTatlii 5382 insCy
redi BRCA I y pO3BUTKY 3JIOSIKICHUX ITyXJITH MOJIOYHOT 3aJ1031
B aHayTi30BaHii pomuHi. Criijt 3BepHyTH yBary, o PS y mpodana
OyB BHSIBJICHHH 1] Yac MPO]iIaKTHYHOTO OISy MPU MPO-
BeJIeHHI Y 3-7I0CITi/KEHHS] OPTaHiB MaJioro Ta3y Ta B pe3y/brari
00CTeXeHHsI KpOBI Ha OHKOMapkepH. BpaxoBytoun, 1o myrariii
B reHax BRCAI ta BRCAZ2 acorliiioBaHi TaK0oX 3 PO3BUTKOM
MyXJIMH HIIIOTO TeHe3Y, 30KpeMa, 3 PO3BUTKOM PAKY MiLILTyH-
KOBOI 3aJI031 Ta IILTYHKA [ 3], MallieHTKA 3 OHKOTTHEKOJIOTTYHOIO
TIATOJOTI€I0 MOTPEOYIOTH OLITBII ITHPOKOTO AUCTIAHCEPHOTO Ha-
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DTy Ta MPOBEACHHS MPOMLUIAKTIYIHIX 3aXO0/IB 3 CHIOCKOIYHIM
00CTEKEHHSIM 110 OHKOTIPOT paMi TaK0K KHIITIKOBO-IILTYHKOBOTO
TPaKTy [yl 3a1100iraHHs PO3BUTKY paKy He TiJIbKH B OpraHax
KIHOYOT perPOYKTHBHOI chcTeMH. L{e 0co0IMBO BaXKITMBO 1St
0ci0, 110 MPOXKUBAIY Ha pajialliiiHo 3a0pyIHEHUX TEPUTOPISIX
riicist YopHOOMITbCBKOT KaTacTpodu, y TiM(OIUTaX SKUX aK-
THBHO IOCIIKYETHCST ()eHOMEH XPOMOCOMHOI HECTaOLITBHOCTI,
BUKJIMKAaHUH patiaiifHuM BrutrBoM [4, 5]. Tomy nocimkeHHs
normkomkeHb JIHK Ta mexani3MiB ii perapaitii, 3MiHu (hyHKITIO-
HYBaHHSI OHKOT€HIB 1 T€HIB-CYIIPECOPIB IyXJIMHHOIO POCTY
3aJIMIIAETHCS aKTYaJILHOIO IPOOIIEMOIO OHKOIIOT T Y 3B’ SI3KY 3
BIJICYTHICTIO TEHIEHIIiT 10 3MEHIIIEHHsI 3aXBOPIOBaHOCTI Ha PS
Ta PM3.
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