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MOJIEKYNAPHO - TEHETUYHE
BVBYEHHA TUMIB MYTALIN FEHA
BRCA1 Y XBOPUX HA PAK MOMOYHOI
3ATO3U TA IX POONMIB Y
YEPHIBELIbKI OBNACTI YKPAIHU

Kniouogi cnosa: mymayii eena
BRCAI, x60pi na pak morounoi
3a103u ma ix poouui.

Pe3ztome. Buguena uvacmoma susenenns mymayii 185delAg ma
5382insC y eeni BRCAI y x6opux na pax MoaioyHoi 3a103u ma ix
poouuis y Yepniseywvkiil oonracmi Yrpainu, wo niomeepoxcye

HEOOXIOHICMb CNeyiaibHO20 MEOUKO-2EHeMUYHO20 0OCMENCeHHS
cimetl i3 HAsIBHICIMIO 8 POO0BOOAX XEOPUX HA PAK MOJOHHOL 3A/1031.

Beryn

VY 1990-1995 pokax BusiBiIeHI MyTauii pi3HUX
T'€HiB, 10 MAIOTh NPSME BiAHOLICHHS 10 BUHUKHEH-
HS paKy SIEYHHUKIB 1 MOJIOYHOT 3a5103u. Lle ren-cympe-
cop BRCA, mo nokamizyeTbcst Ha JOBroMy Ijiedi
xpomocomi 17, 1 ren-cynpecop BRCA2, mio nokaiti-
3y€ThCS Ha JIOBrOMY IIjiedi XxpoMocomu 13, y Hopmi
KOHTPOJIOIOYi KJIITHHHE 3pOCTaHHS TKAaHUHH SIEYHUKIB
1 Moo4Hoi 3ano03u |8]. CbOroJiHi B yCciX BEAYIHX
MOJIEKY/IIPHO-TEHETUYHHX J1a00paTopisx CBiTy mpo-
BOJSITECS IHTCHCHBHI JIOCIIIXKCHHS, CIIPSMOBaHI Ha
BUBYCHHS POJIi IUX MyTalii B €TIONOTii i maTorenesi
cragKoBHUX (GOPM paKy *KiHOYO1 PerPOLYKTHBHOI CH-
cremu. [lomepenHi [aHi MOKa3yOTh, IO I HOCITB
naroreHeTnyHoro resa BRCA1 pusuk po3BUTKY
paky MosiouHoi 3ano3u (PM3) cranoButs 44-80%, a
paky seunukiB 15-60% [1]. Kymynsatusauii pusux
PO3BUTKY MEPBUHHOTO PaKy 000X JIOKATI3aIlii CTaHO-
BuTh 90-100% [9].

€ mani, mo 50% HOCIIB HATOJIOriYHOIO I'eHa
BRCA1 xBopitoTh Ha pak MOJIOYHOI 3aJ1031 Yy Billi 10
50 pokiB, a XiHKH, B 0COOMCTOMY aHaMHe31 SIKHX OyB
PaK MOJIOYHOI 3aJ103H, CXIIIBHI JI0 HaJA3BUYaHO BH-
COKOTO pHU3HKY(65%) pO3BUTKY NEPBHHHOTO PaKY
KOHTpJIaTepasibHOI MOJIouHO1 3an03u [10,7]. Pusuk
PO3BHUTKY PaKy sI€YHHKIB IJIsl TAKUX )KIHOK CTAHOBHUTH
omu3bKo 44% [10,11]. BeranoBieHo, 1110 MyTartii re-
Ha BRCAI Takox TpaluisioThCs IPH CEPO3HiH Kap-
LIUHOMI OYEPEBHHH, IPUIOMY 3 TAKOIO K YaCTOTOIO,
110 1 IPH paKy SI€YHHKIB. ABTOPH BBKAIOTH, 110 Kap-
LUHOMa OYEPEBUHH MOJKE OYTH OIHUM 13 KITIHIYHUX
MPOSIBIB CHHAPOMY CIMEHHOT0 paKy MOJIOYHOI 3aJI0-
3u/seqnvKiB [14,12].

[TokazaHo, 110 HOCIMCTBO MATOJIOTIYHOTO T'eHa
BRCA2 B 0CHOBHOMY aCOIIIOETHCS 3 PUSHKOM PO3-
BUTKY PM3, npuuomy sk At )KiHOK, Tak i JJis 4o-
JoBiKiB. J[7s1 *KiHOK 1e# pusuk ckinagae 55-85%, a
JUTSL YOJIOBIKIB - 01m3bK0 6% [6,4]. KpiM TorO0 Bijg3Ha-
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YEHO, IO Cepe/l YOIOBIKIB - HOCITB MyTaIlii reHa
BRCAZ2 cniocrepiraerscs migBUILeHa YacTOTa paKy
MepeMiXypoBOi 1 miANLTYHKOBOT 327103 [13]. Pu3uk
PO3BHUTKY PaKy SI€UHHUKIB I HOCIIB IATOIOTIYHOTO
rena BRCA1 cranosuth 15-27% [12,14].

Bcranosneno, mo B HociiB rena BRCA1 pax sieu-
HUKiB Ae0t0Tye Ha 10 pOKiB paHillle, HiXK y HOCIIB reHa
BRCA2 (cepenniit Bik xiHOK ckianae 50,2 1 59,9
POKY BiamoBiaHO) [8].

baratema aBTOpaMu nokas3aHo, 10 CEpe]] €BPEIB
Anmkenasi, BuxifuiB i3 LentpanbHoi, CxigHoi €Bponu
i [1liBHIYHOT AMEPHKH, CIIOCTEPIra€ThCs MiABHUIICHA
gactoTa(1:45 kiHOK) JBOX THMIB MYyTaIidl TeHa
BRCA185 delAG i 5382 ins C) i TinbKH OAMH Bapi-
anT mytanii rena BRCA2 (6174 del T) [5]. V 3a-
raJjbHil €BpeiChKii MOMISLIi Il MyTaLlii TparIstoThb-
ca 3 gacroromw 0,8, 0,4 1 1,2% Bigmosiguo [11].
Bcranosneno, mo 6mu3pko 20-30% mpencTaBHUL
eBpeiicpkoi nomynsnii, xeopux PM3 y Bini o 40
pokiB, 1 40-60% xiHKH, SIKi 3aXBOPIJIM HA paK A€4-
HUKIB, € HOCISIMH OJIHi€1 3 BUIIE3raJaHUX MYTAIliid,
HE3aJIe:KHO BiJ iX ciMeitHoro anamuesy [9,3].

Cepe KIHOK IHITIMX HAIlIOHAILHOCTEH MOITYJISIITiH-
Ha yactoTta HociiB myTtaniii rerka BRCA1 i BRCA2
cknamae 1:500 1 1:833 xiHok BigmosigHo [1,14]. B
Vkpaini MacmTaOHI ZOCTiIKEHHS MyTallii y TeHax
BRCAlta BRCA2 npoBezeHi y XBOpuX Ha paK Mo-
JI04HOI 3211031 B JJoHEeIbKOMY 00J1aCHOMY MPOTHITYX-
nuHHOMY 1eHTpi [1]. JaHi pe3ynsratu oTpuMaHi B
EKOJIOT1YHO HECTIPUATINBOMY perioHi Ykpainu. Tomy
Oyno O LiKaBUM BUBYEHHS aHAJOT1YHUX MYyTali y
XBOPHX Ha paK MOJIOYHOI 3aJI03H Ta iX pOIUYiB B €KO-
JIOT14HO cTabibHOMY perioHi 3axinHoi Ykpainu, ne
BIUTUB 30BHIIIHBOT0 KaHIIEPOT€HHOTO YHHHHUKA TPaK-
TUYHO HEUTpPANbHUI.

Meta pociigxeHHs
Bupuenns myraniii rena BRCA1 - 185del Ag Ta



OpwuriHanbHi gocnimKkeHHsA

5382ins C y xBopux Ha PM3 Ta iX poandiB mjis1 BU3-
HauCHHsI HOBUX HAIPAMIB PO ITaKTUKH, TIarHOCTH-
KM Ta JikyBaHHsa PM3.

MarTepiaj i MeToau

I'enotumyBanus mytarriii 185delAg ta 5382insCy
rerai BRCA1 nposeneni y kpoBi 74 xBopux Ha PM3,
42 pomudiB 1-ro cTyIieHs CIopinHEHOCTI, 24 mamieHT-
KH - IPAKTUIHO 3I0POBi (KOHTPOJIbHA TPYTIA).

3aranpHy reHoMHY JIHK BUminsum 3 KpoBi 3rigHO
31 CTaHJIAPTHUM MPOTOKOJIOM 3 BUKOPHCTAHHSIM TIPO-
teiHasu K ta gomenuicynbgary HaTpitO B AKOCTI
JETepPreHTy .

Jlis renotumyBanHs 1o TeHy BRCA 1 nipoBogumi
amrutipikariro BimmosigHoro ¢hparmenra JJHK mero-
JIOM TToJTiMepasHoi maHIrororoi peakiiii (I1JIP) 3 Bu-
KOPUCTAHHSAM PO3pOOJICHUX HAMHM Tap MpaimMepin
RV1001 (5-GACGTTGTCATTAGTTCTTTGGTTT
G-3") + RV1002 (5'-TGCTGACTTACCAGATG
GGAGACT-3") nis mytamii 185delAG ta RV1003
(5'CCTGAATGCCTTAAATATGACGTG3')+RV1
004(5'GAGCTTTACCTTTCCGTCCTGGG-3") nist
myTarii 5382insC. Kinpkicts JJHK a1 mpoBeneHns
[JIP cranoBmma 50 Hr Ha peakmito. AMITTI(hiKaIlito
JIHK mipoBoamiii B cepemoBHIIli TaKOTO cKiIamy: 1 x
oybep mns IJIP (PCR-buffer, Qiagen, CILA),
MgCl, - 2 MM, cymim dNTP - 0.4 MM koxHOTO,
npaiimepu - 1 MM koxHoro, JJHK-momimepasza
(HotStartTaq, Qiagen) - 3 ox. akTUBHOCTI Ha peak-
1iro. 3aranbHuil 00'€eM peakiiiHol cymiri ckiaaas 50
MkJ1. ITJIP mpoBoauiin 3 BUKOPUCTaHHIM aMILTidika-
topa PTC-100 (MJ Research Inc, CIIIA) 3a Takoro
nporpamoro: (1) mogarkoBa akruBamis JJHK-momime-
pasu - 95?7C, 2 xB; (2) nenaryparis JJTHK - 94°C, 45
¢; (3) ribpummzaris mpaiimepis - 54°C, 40 c; (4) cun-
te3 JJHK - 72°C, 1 xB; (5) 3akinueHHst amrutidikarii -
72°C, 8 xB; (6) mpunmHEHHS peakilii - 4°C. 3aranpHa
KUTBKICTh IIAKITIB aMIuTidikarmii - 35. AHami3 pe3yib-
tatiB [1JIP nmpoBoamuimu MeTogoM enekrpodopesy y
2% arapo3nomy remi (Manuaruc u ap., 1984). s
Bizyamizamii JIHK rens 3abapBioBanu eTuiieM Opo-
MigoM Ta ororpadysaau B yaprpadioneTroBoMy
ceiTim Ha ycranoBIi GelDoc 2000 (BioRad, CIIIA).
J1nist BU3HAUEHHS JIOBXKWHHU OTPUMAHUX ()parMeHTiB
iX eneKkTpoOpeTHUHY PYXJIUBICTh ITOPIBHIOBAIH 3
pyxmuBictio JIHK-mapkepa Gene Ruler DNA
Leader Mix (Fermentas, JIutsa).

s BusiBneHHs nojiMopdiszmy y reni BRCA1
orpumMai poaykTH [1JIP 06po0sumi cyMintro pe-
crpuktaz Hinf I + Dra [ y Bumagky wmytamii
185delAG Ta Bse LI + Hind Il y Bunaaxy myrariii
5382insC. Peakrtiro mpoBOIHIIN 3T1AHO 3 PEKOMEH/1a-
mistmu BupooHmKa GepmentiB (Fermentas, JIutea).
OTpuMaHi peCTpUKTHI (pparMeHTH aHATI3yBalld Me-
TozmomM enektpodopesy B 10% momakpunamigHOMy

rem (ManuaTuc u 1p., 1984).

OuikyBani noxunu pparmentis JJHK ta po3ra-
IITyBaHHS CANTIB IMi3HaBaHHS 3aCTOCOBAHUX PECTPHK-
Ta3 MPOBOJIUITH 32 JOTIOMOTOIO [TAKeTa MPOrpaM KOM-
m'torepHoi 00poOku mannx DNASTAR i3 Bukopuc-
TaHHSIM nocaigoBHocTi reHa BRCA, sika HasiBHA ¥
0a3i njanux Genbank.

OO0roBopeHHs pe3yJbTaTiB A0CTiTKEHHS

JlocImimKeHO PO3MOBCIOMKEHICTh CEpell HaceIeH-
H YepHiBelpbKkoi 001acTi ABOX MyTaIlii y TeHI
BRCAL1: 185del Ag ta 5382ins C. Ili aBi myTamii
00paHo I TOCITIIPKEHHS TOMY, ITI0 3TiHO 13 JaHHu-
MH JTITEpaTypHy BOHH ITiIBUIIYIOTh PU3VK BUHUKHEHHS
paKy Ta HaJIeKaTh JI0 HAHOUTBI MOMUPEHUX cepe]
HaceneHHs CxigHo1 €Bpom.

Inentudikarrii myTartiii y redi BRCA1 nposoauiu
MeronoM [1JIP-ammumidikarii 6askaHo1 TUITHKY TeHA
3 BUKOPHUCTAHHAM cieluiuHUuX IpaiMepiB i3 mo-
JabIIoK 00poOkot orpuManux [1JIP-npoaykris
pecTpUKTa3aMu sl BUSBIICHHS TOJIMOPGi3My IT0-
canimoBHocTi JHK. Ines meTomy rpyHTy€eThCS Ha
TOMY, ITI0 TIOPYIICHHS HyKJICOTHIHOI ITOCIIiI0BHOCTI
reHa BHACIIOK MyTarlil IPU3BOAUTH JI0 MOSBU 200
3HUKHCHHSI CAlTy BITI3HABAHHS IICBHOI PECTPUKTA3H.
OcranHe Moke OyTH BUSBJICHO SK 3MiHa B HaOOpi
pecTpUKTHHX (hparMeHTiB. BinmnosiaHo, Ha nepomMy
eTarrl TOCTiHKeHHS 3 BUKOPUCTAHHAM iH(popMarrii,
HasBHOI B 0a3i ganux Genbank po3paxoBaHo po3Ta-
mryBaHHS B reHi BRCAT caiiTiB Bmi3HaBaHHS pecT-
pHWKTa3, 3aCTOCOBAHMX B eKCIIepuMeHTax (puc.l) ta
OYiKyBaHi po3Mipu pparMeHTIiB pecTpHKIIii (TadL.).

V pesynbrari [1IJIP-amrumiikariii 1ist BCix 10cCi-
mxennx 3paskiB JJHK omepxano ITJIP-pomykTH,
PO3MIpH SKHX BiIIOBITAIN OiKyBaHUM, a came - 254
a1 11 mytaii 185delAG Ta 187 ui - st 5382insC
(puc. 2). Ha HacTymmHOMY eTaIr eKCIICPUMEHTIB OT-
pumai [IJIP-tipoaykTet 00pOOISUITH CYMIIIIIITIO TBOX
pecTpukTa3 KoxHuA. [IpH oMy o1Ha 13 pecTpHUKTa3
3aCTOCOBYBaACs TSl ieHTHdIKaIli TomiMopdizmy B
nociigosHocTi JIHK (185delAG - pectpukra3za Hinf
I, 5382insC - pectpukraza Bse I). YBexeHnns mo
CKJIaJTy PEaKIiiHOl CyMIIITi APYyToi pecTpUKTa3H (Bif-
noeigao Hind III a6o Dra I) npussoanio 1o mossu
JIOJTATKOBOTO PECTPUKTHOTO (hparMeHTa MoCTiiHHOT
TOBKUHH, SIKHH SBJISIB COO0I0 BHYTPIIIHIM KOHTPOIH
TUTSE KOOKHOTO JOCIKYBaHOTO 3pa3ka. Pesympratu
CIEKTPOPOPETUYHOTO PO3AIICHHS IPOAYKTIB PECT-
pukii, orpuManux st 10 mpobaHIiB HaBEICHO Ha
puc.2. AHaJIOTI9HI Pe3yJIbTaTH OTPUMAHO 1 JJIS Pelil-
T nociimkennx 3paskis JIHK. [TopiBasHES HAb0OpiB
OoTpUMaHMX (JParMeHTIB CBIMYUTh, 110 cepen 40 moc-
JIKEHUX MMPOOaH/IiB BUSBIICHO OJIHY JIFOMUHY - HOCISA
myTarii 5382ins C y ToMO3UTOTHOMY CTaHi (puc. 2b,
mpoGan Ne§).
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Tabauus
OuikyBani po3mipu ¢pparmentiB IHK, siki orpumyroTbest npu inentudikamii myrauiii y reni
BRCA1
MyTauis IMpaiimepn, Po3mip Pectpuxrasu, Po3mip pecTpukTHHX
y resi 3aCTOCOBAHI Il | MPOAYKTY | BHKOPHMCTaHIi Il (¢pparmenTin
BRCA1 Ip 1P 00podKu aJieJib IMKOT0 | MYTAHTHUM
THUILY ajnenab
185delAG Pr1 (RV1001) + | 254 un Hinf I+ Dral 161, 68, 25 186, 68
Pr2 (RV1002)
5382insC Pr3 (RV1003) + | 187 Bse I + Hind 111 138, 49 118, 49, 20
Pr4 (RV1004)
185delAG
Pr1
’ Dra l Hinf |
I 68 I 161 I 25 I
1 254 nH
<—
Pr 2
5382insC
Pr3
Hind 111 Bse LI
49 | 118 | 20 |
187 nH
<
Pr4

Puc 1. PosramnyBanns caiitiB BnisHaBanHs pecTpukTa3 Dra I, Hinf I, Hind III Ta Bse I y II/IP-ipoxykTax, oTpuma-
HHX i3 BUKOpUCTAHHSM npaiimepis Pr1+Pr2 ta Pr3+Pr4

, v ()
LA gl o e bl b bl b bl

68 =>

1

2 3 4 5 6 7

Hinfl + Dra l

A

1

1

B

1 2 3 4 5 6 7 8

Bse LI + Hind 1l

1

1

Puc. 2. l'enorunyBanus mytauiii 185delAG (A) Ta 5382insC (b) y reni BRCAL1. Pe3ynbratn enekrpodgopeTuyHo-
T'0 PO3/IiJIeHHs] peCTPHKTHUX (hPArMeHTiB, siki yrBopmicst 3a aii pecrpukra3 Hinf I, Dra I (D), Bse I ta Hind IIT (H) na
TUIP-npoxyxTa. Iindgpamu mix MaaoHKOM no3Ha4eHo HomepH 3paskis JHK
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Hociie myrariii 185del Ag He BusieHOo. 3rigHo 3
MIPOBEICHIMH JOCITI KCHHSIMH Ta JTAHUMH JIITepaTy-
Y, CKpHUHIHTY TIOBHHHI ITiITSATaTH KOXKHI 6-12 MicsIIiB
yCi MaIie€HTKH, I0I0 TPYITH MOHOTEHHO-IETEPMIiHO-
BaHOTO PH3UKY, IIOYMHAIOYH 3 BiKy 25 poKiB abo Ha
10 pokiB paHimie TOToO BiKY, B SKOMY PO3BUHYJIACS
MyXJIMHA B HAWMOJIOIIIOTO POJINYA IIEPIIOTO CTYIIe-
H ciopimaenocTi [11, 2]. IIpoTe »oaeH 3 HAHI iCHY-
FOUMX CKPUHIHTOBHUX TECTIB 1 IX KOMOiHaIIi i, Ha JKaJIb,
He 3a0e3MeYyI0Th TOYHOI MIarHOCTHKH MyXJIUH Ha
JMOKJTIHIYHMX eTanax po3BUTKy. CrcTeMa sk mpodiiak-
THKU paKy MOJIOYHOI 3aJI031 BiTHOCHO HOCIiB IaTOJIO-
TIYHUX TeHIB, TOBUHHA BKJIFOYaTH [ 13]:

- IepBuHHy npodigaKkTHKY y BUDNIZI peajtizoBa-
HOT peNpOAYKTHBHOI (PYHKIIIT 1 TI€TH 3 TOHIKCHIM
BMIiCTOM KHPiB TBAPHUHHOTO TIOXOHKCHHS.

- CKpUHIHT, ITI0 BKJIIOYAE KITiHIYHE 00CTEIKEHHS
MOJIOYHHX 3aJ103, BA3HAYCHHS PIiBHS ITyXJIHHHUX Map-
KepiB, MamMorpadiro Ta iH.

- Kopexiiito ropMoHaabsHOro npodito.

[Ipore, He3Baxaw4n Ha PO3pPOOKY HOBUX Me-
TOMIB 1 TEXHOJIOT1M CKPHUHIHTY 1 JIIKYBaHHS paKy, IPo-
OyeMa paHHBO1 JIArHOCTUKH 1 MPODISIAKTHKHY CIIa KO-
BUX ITYXJWH CHOTOJIHI BOUPAETHCS Y BiICYTHICTH
OpraHi3amiifHoOl CHCTEMU, 37aTHOI BUSBUTH 1 3apEECT-
pyBaTy KOHTHHICHT 0Ci0 13 CIIaJKOBUM OHKOPH3UKOM
1 3a6e3meynTH IuX 0ci® aJeKBaTHOIO Mi1arHOCTHY-
HOIO 1 JTIKyBaJIbHO-037TOPOBYOI0 JTOTIOMOTO0. AJTb-
TEPHATHBHKM IT1IX0IOM JI0 BUPILIEHHS i€l mpoOieMu
€ CTBOPCHHS B 3aralIbHIA CUCTEM1 OXOPOHH 3I0POB'S
CIIeTiajii30BaHoi CIIYKOHU 3 HaJaHHS KOMIUIEKCHOL
OHKOTEHETHYHOI JIOTIOMOTH *KIHOYOMY HACEICHHIO. 3
OpraHi3aIifHoi TOYKH 30py Taka CIy’k0a IMTOBHHHA
3MIIICHIOBATH:

- CTIeIiaizoBaHy MEIUKO-T€HETHUHY KOHCYIIbTa-
IIif0 Ta Ha 1l OCHOBI CTBOPEHHS OHTOTCHETHYHO PEe-
CTpY 1 BiIOip KOHTHHTEHTY OCi0 31 CIaKOBO-3yMOB-
JICHAM PU3HUKOM PO3BUTKY PaKy OpTaHiB JKIHOYO1 perr-
POAYKTUBHO1 CUCTEMHU;

- KIIIHIYHIA MOHITOPHHT 32 CTAHOM 3I0POB'S X
0¢i0 13 BUKOPUCTAHHSIM YChOTO apCeHATY JOCTYITHHX
3axXOIiB IIEPBUHHOI 1 BTOPUHHOI TIPO(LITAKTHKH PaKY.

BucHoBku

[Tonepeani cmocTepexeHHs 32 XBOPUMH Ha paK
MOJIOYHOI 3aJ103H Ta iX POAMYaMHU, B IKUX TIPOBOJTUIIO-
cs reHoTuyBaHHsa MyTanliii rena BRCA1, moka3y-
FOTh MEPCIEKTUBHICTH MOMANBIINX AOCTIIXKEHD Y
rajry3i OHKOT€HETHKH Ta MOJICKYJISIpHOT 010101l A1
PO3BUTKY CYYaCHHX BHCOKOC(DEKTUBHUX TEXHOJIOTIH
31 3MIHOIO TIPIOPUTETIB HA MPOGITaKTUIHY HAIPaB-
JICHICTH 1 BiIO1p JKIHOK Y TPYIY TeHETHIHOTO PU3UKY
3 METOIO BHUSBJICHHS PaKy Ha TOKIIHITHIN cTafil.

HepCHeKTI/l BM MOJAJIBIIUX J0CTiIKEHD

Bupuenns myrtamiit 5382ins C y reni BRCA1 ne-
PEKOHIIMBI ISl MOJNEKYJISIPHO-TEHETHIHOTO MOHITO-
PHHTY I'PYIIH PU3HKY 3aXBOPIOBAHHSI HA paK MOJIOYHOT
3aJI03H.
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MOJEKYJISAPHO-TEHETUYECKOE U3YYEHUE
THUIIOB MYTAIIU TEHA BRCA1 Y BOJIbHBIX
PAKOM MOJIOYHOW KEJE3bI 1 IX
POJICTBEHHUKOB YEPHOBHIIKOM OBJIACTH
YKPAUHbI

T. B. Kpyx, A1l Ilepecynvko, P.A. Bonkog

Pe3iome. M3yuena yacrora BeisiBiaeHus myTtanuii 185delAg u
5382insC B rene BRCA1 y G0JIBHBIX paKOM MOJIOYHOM KeNe3bl U
HX POACTBEHHHUKOB B YepHOBHUIIKOH 001acTH YKpauHbl, KOTOpas
MOATBEPKAaeT HEOOXOAUMOCTh CIEHUAIBLHOTO MEANKO-TeHe-
THUYECKOTO 00CIIEJOBAHNUS CEMEH ¢ HATMYHEM B POJIOCIOBHBIX
GOJIBHBIX PAKOM MOJIOYHOM JKEJIE3BI.

KiroueBble ciioBa: mytaruu reHa BRCA1, 6onbHBIE pakom
MOJIOYHOH >KeJIe3bl U UX POACTBEHHHUKU.
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MOLECULER GENETIC STUDY OF TYPES OF
MUTATIONS OF BRCA 1GENE IN PATIENTS WITH
BREAST CANCER AND THEIR RELATIVES IN
CHERNIVTSY REGION OF UKRAINE

T. V. Kruk, O. P. Peresun'ko, R. A. Volkov

Abstract. The frequency of detecting mutations 185delAg n
5382insC in BRCALI gene patient with breast cancer and their
relatives in Cernivtsi region of Ukraine has been studied. It
proves the necessity of specia medicogenetic counseling of
families with the preseans of patiend with breast cancer in
pedigrees.

Key words: mutation of BRCA1 gene, patiend with breast
cancer, relatives.
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