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BU3HAYEHHS IMOBIPHUX HOCIIB MYTALLIY BRCA1
TA BRCA2 CEPE/], XKIHOK 3 PAKOM
MOJIO4YHOI 3AJ1I0O3U TA BE3 HbOIo

JI.A. Puouenko, C.B. Knnmmenko
Hepoxabra yemanoba «HayionarsHuil HaykoButl yenmp padiayinHoi
meouyunu HAMH Vxpainu» (Kui6)

Berym

Myrartii B renax BRCAI ta BRCA2 clipyUVHSIOTH BUCOKWUIL PU3NK
PO3BUTKY paKy MojiouHoi 3aio3n (PM3) Ta paky sieunukis (P). 3a
00’ egHarMMY JaHMM 22 JOCIIIPKeHb ceper], BUIagKoBol Bubipkmu PM3
cepeiHill KyMyJIATUBHUI PU3MK PO3BUTKY JaHOIO 3aXBOPIOBAHHS IS
HociiB MyTarliit BRCA1 craHoBUTb 65%, a i1t HociiB BRCA2 maToreHHMX
anertevt 45%. Biporignicts 3axsoproBaHHs Ha PSI y BRCAI ta BRCA2-
nosuTmBHMX ocib cxitamae 39% Ta 11%, BignosinHO [4]. BpaxoBytoun
Hu3pKy nommpeHicte BRCAT ta BRCA2 rewnis [5], posmip Ta criekTp
IX MOJIEKYJIIpHUX BapiaHTIB CTa€ OYeBUIHWM, IO IIPOBOAWUTU TeHe-
TUYHe JIOCIIPKeHHsI Ha HasBHICTh MyTallill BCiM JKiHKaM HEeMOXJIVBO.
Tomy, meprr HiXX 7Oro 37iVICHIOBAaTY, HEOOXITHO OLIIHWTM MIMOBIpHICTB
HOCiVICTBa MyTalliii. 3a KOpAOHOM JIJIs1 BU3HA4YeHH: PU3NKY HOCIVICTBa
MYTallilH1X aJieJleV 3aCTOCOBYIOTh aJIropUTMy Iporuosy BRCA1/2 my-
Tallil, 1110 I03BOJISAE 3 HaVIMEHIIVIMY BUTpaTaMy 3abe3reuyBaTi oocTe-
JKeHHs 3HaYHVX MOITyJIALiN jrofert. Hanbiibi nommpeHmMn € Moziesib
BOADICEA, Manuecrepcbka babHa cucrema (MBC), Myriad, IBIS,
Penn Il Tormo [1, 2, 6, 7, 12]. B Yxpalsi gocIimpkeHp 3 OLiHKM JOIUTBHOCTI
IPOBeeHHs MeAMKO-TeHeTMYHOI0 KOHCYJIbTYBaHH: 3 BUKOPVICTaHHSIM
aJITOPUTMIB, 1110 Ilepe[ly€e reHeTUYHOMY TeCTYBaHHIO, He IIPOBOIVIIOCH.

38’5130k po0OTM 3 HayKOBMMM IIporpaMaMy, IIJIaHaMW, TeMa-
M. PesynpraTy, BuKiIageni y my0Osikariii, orpyuMani mpu Gesmocepe-
HiV y4acTi aBTOpPiB y paMKax HayKOBO-JIOC/IiIHOI poborn [lepxaBHOT
ycTaHOBU «HallioHaJIbHVV HayKOBUM LIEHTP padialilfiHOl MeOVIIVIHV»:
«Po3pobka peKoMeH/IalIi III0/I0 TEHeTMYHOTO TeCTYBaHHS CXVUTBHOCTI
710 PO3BUTKY paKy I'PyJIHOI 3aJI031 Ta Me[IMKO-TeHeTMYHOTO KOHCYJIbTY-
BaHH: JKiHOK, $IKi 3a3HaJI J1ii 10Hi3yI04oi pajiiallii BHacJIi oK aBapil Ha
YAEC» (Ne gepxxpeectparii 0111U000754).
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Merta: Bu3HAUMTV [OVCKPUMIHAINHY  3HATHICTH  aJIfOPUTMIB
BOADICEA, Penn II, Myriad tTa MBC ny1s1 mporHosyBaHHSI HOCIVICTBa
myTarlit BRCA1 ta BRCA2 y nartienTis 3 PM3 ta 6e3 Hboro.

Marepianm Ta MeTOIV TOCITiIPKEHHST

B mocmimpxerHs BKTIoueHO 425 0cib, cepen sikmx 146 xinok 3 PM3
Ta 279 NpaKTUYIHO 30poBuX MallieHToK. [TamienTn Oy BimiOpani s
TIOCHiIKeHHs BiAIIOBITHO N0 NpMHLOMIIB ['elbciHCchKOT AeKiIaparlii mic-
711 3aTBepIKeHHd JociimKkeHHs KomiteTom 3 etk HHIIPM HAMHY.

s BusHadeHHs BiporigHux HociiB MyTanin BRCAT i BRCA2, no-
TiepIiie, IIpOBeIeHO TeHeasIoTiuHe TOCTiIKeHHs IpoOaH/IiB 010 OHKO-
JIOTiYHOT I1aTOJIOrII B pof0oBOAax, akLieHTyIoul yBary Ha umagkax PM3
ta PJI. Ilo-gpyre, pospaxoBaHO pM3MKM HOCIVICTBA MyTallill 3a [JOTIOMO-
roto astropur™MiB BOADICEA [1], Penn II [12], Myriad [6] Ta MargecTep-
cpKoi bartpHOT crictemu (MBC) [2].

I'To-TpeTe, mpoBeieHO MOJIeKYJIApHO-TeHeT 4 He ociipkeHHss BRCA1
i BRCA2 reniB. MarepiasioM IOCIIiIPKeHHS B KOropTi xopmx Ha PM3 city-
rysasmm dikcoBaHi dpopMmatiHOM i 3amMTi HapadiHOM 3pa3Ky TKaHWHM
IyXJIMHY, B Tpymi ocib 6e3 PM3 - nepudepndna Kpos. Y XBOpUX FeHOM-
"y JHK supimsom 3 BuxopmcrasHaM Habopy Quiamp DNA Micro Kit
(Quiagen, Hilden, Himeuunna), y xizok 6e3 PM3 3a moromororo Habopy
Nucleospin DNA Mini-Kit (Duren, Himeuurta) BifmosinHo 10 iHCTpyK-
1ivt BUpoOHMKiB. BrsHauenHs mytanTHMX anertent 5382insC i 185delAG
redy BRCA1 ta 6174delT reny BRCA2 mpoBoayuin 3a JOIIOMOTOIO ajleslb-
cnerydigHOi MyJIBTHUITIEKCHO] IToJIiMepasHoi JiaHIrorosoi peakiiii (IVIP)
3 BUKOpucTaHHaM ymos aMrvtidikanii JIHK i moctiposroCTi 1iparvepis
I imeHTHdIKaril yx MyTariin, onyosikosauux Chan 3i ciiBaBTopamMm
[11]. Ammtidikarriro JIHK smivicHIoBamM 3a JOIIOMOI0I0 TePMOIIMKIIEPY
Gene-Amp PCR 2400 (Applied Biosystems, CIIIA) ta pearernris GoTaq
Green PCR Master Mix (Promega, CIIIA). ITpogykru ITUIP mst Bisyasti-
3allil pO3IUIAIV BiIIOBITHO MOJIEKYJIAPHIV Basi 3a JI0IIOMOIOIO eJIeKTPO-
dopesy y 2,5% araposHomy Teiti 3 3a0apBiIeHHIM OPOMVCTVIM €TVIiEM.
MyTaHTHI 3pa3Ky HiATBep/DKeHHI aBTOMATUYHUM ¢epMeHTaTUBHM
cekBeHyBaHH:AM 3a CeHrepom Ha 0a3i Bif/1iTy reHOMikM [HCTUTYTY MoJTe-
KyJrsipHOI Oiostorii Ta reHetviki HAH Ykpaiam.

ITo-uerBeprTe, 3mivicHeHO AVICKpVIMIHAIIHMI aHaIi3 Momerern BOADI-
CEA, MBC, Penn II Ta Myriad. /111 O11iHKM 3aTHOCTi aJIrOpUTMIB Biporifi-
HocTi Hocivictsa MyTanit BRCA1 i BRCA2 na iHnvBinyajisHOMY piBHI Bifgpis-
HSATW MAIliEHTIB 3 MyTalliero Ta ocib 6e3 MyTaHTHVIX ajlesievt Oy I BUKOpYCTa-
Hi ROC-kpusi (receiver operating curves) 3 95 % nosipurm inrepsaiom ([1).
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EdpextuBHicTh poboTH TOCTIKYyBaHIX MOJIeIel! OLIiHIOBaJIM 3a BeJIUIMHa-
M 1ot i Kpysyivm (TTTK). Yy 6rvoxde TTTIK o 1, vim Bimie edpex-
TUBHICTb poboty aropurMy. Tak, ITTK 0,9-1 BKasye Ha BiJMiHHY TOYHICTb
ajropurMy, 0,8-0,9 - my>e rapny, 0,7-0,8 - xopory, 0,6-0,7 - ceperrio, 0,5-0,6
- He3aOBUIbHY OVCKPVIMIHAIVIHY 30aTHICTb. BusHaueHHs Ta HOPiBHSIIb-
Hy anatis ITTTK aroprrrvis, o6y iosy ROC-KpyByix mpoBoIvI 3a 710110~
Mororo cratvcTiasol mporpamy MedCalc [8]. OnepartintHi XxapakreprcTvki
MoIerIeV ITIOPiBHIOBaJIN 3a IIOITOMOI'0I0 TOYHOr O TecTy dirrrepa.
OrpmmMaHi pe3ysIbTaTy Ta ix 00TOBOpPEHHs
I'Tpw mrpoBeieHHi reHeasIOrivHOro JOCIHKeHHs B TPy XBopyx Ha PM3
o0TspKeHMIT ciMertHVIVT aHaMHes3 1110710 PM3 Ta/abo PSI (2 Ta Guiblile Buriaj-
KiB) BUsBJIEHO Y 24,6 % 0cib: 110 2 BUIIaIKM TaHMX 3aXBOPIOBaHb OyJ10 B 23 po-
nyHax, 110 3 - B 11 ciM’s1x, a B 2-x poxyHax 0yJ1o 4 Takvx Bumaziku. Kpim Toro,
3 xiHKy Oe3 00TsDKeHOTo ciMerTHOro aHaMHesy Maym OitaTepabHM PM3.
Y xiHOK 6e3 37105IKiCHVIX ITyXJI/H MOJIOYHOT 3710311 B 31 poIoBozIi HasiBHMA,
npuHavivHi 1 Bumagox PM3 Ta/abo PSI. O6rspkeHmin civeriHmiz aHamMHes3
ITIOJIO IVIX 3aXBOPIoBaHb MpucyTHIN y 1,8% (5 3 279) xiHok 6e3 PM3.
Tabauysa 1
Po3mioain moctimKyBaHMX B 3a/1€)KHOCTI Bif 00TsI)KeHOCTi
ponosony momo PM3 Ta/a6o P51

Ocobucra icTopig CiMmertHUTI aHaMHe3 H(iiigm Hiﬁgﬁ;{i
PM3 mozxo PM3 Ta/abo P51 (n=11) (n=33)
HasiBHa 1 PM3 abo 1 Ps1 4 20
HasiBHa >1 PM3 ta/abo 21 PJI 5
HasiBHA paK rpyHol 3anosu y 0 1
4JOJIOBIKiB

HasiBHa Ginmarepaseam PM3 1 2
Oiytatepasibamit PM3 Oyb-gKMit 1 2
BiZICyTHS 2 PM3 1 1
BiZICYTHS 1 PM3+1 Pl 0 1
BiZICyTHS Gimarepasieam PM3 0 1
BiZICyTHS cuagpom PM3 ta PS1 1 0

ITpu morexyIIsipHO-TeHeTMYHOMY AOCTimKeHHi reHis BRCA1/2 Bu-
spiieHo 7,1% (10 3i 141) myTamin cepen xsopux Ha PM3. YV omHiel xin-
ku BusieieHa myTailisi 185delAG y reni BRCAI, y nes’situt - MyTariist
5382insC y reni BRCA1. Cepen oci6 6e3 PM3 3marmeno 1,1% (3 3 279)
MyTalil, yci BUIIanKM IIpeAcTasiieHi ajesbHMM BapianToM 5382insC.
Myramii 6174delT B reni BRCA2 He ineHTN(]iKOBaHO B )KOIHOT i3 XiHOK.
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BusHadena sHauyIa pisHMIII 110 4aCTOTI MyTallill MK I'PYIIOIO XBOPWX
Ta Koroproro oci6 6e3 PM3 (p=0,0015).

ITincymoByroun faHi reHeaJIOTiYHOTO Ta MOJIEKYJIIPHO-TeHeTUYHO-
ro OOCIiIKeHb, ciif, BigzHaunty, mo y 10 3 13 (76,9 %) nartienTis 3 MmyTa-
[isIMV HasIBHUTI OOTsDKEHMT ciMermHMY aHaMHe3 111010 PM3 ta/abo P/

HvickpviviHariiviavy asastis mMopgernert BOADICEA, Penn II, Myriad Ta
MBC g nporrosysanHs HocivictBa MyTaitin BRCAI ta BRCA2 mpose-
IeHo 1 TartieHTiB 3 PM3 Ta 6e3 HpOro, pomoBOaM SKVX MArOTh OiTaTe-
paeEv PM3, 2 Ta Giteirre Bumagku PM3 Ta/abo PSL. Takvm unroM, B
PpO3paxyHOK BKIIOUeHO 44 ocoOmt: 39 xBopux, cepert sikmx 9 3 MyTartisimu, Ta
5 xiHOK Oe3 PM3, moMix sIKyX 2 3 TIaTOJIOTIYHVIMY ajleJIsiMU (IVB. Taoit. 1).

[ns Bisyastizaniii eeKTUMBHOCTI TOCIIPKyBaHMX aJIFlOPUTMIB Ha iH-
IVIBiyaJIbHOMY PiBHi BiIpi3HATI 0ci0 i3 HasBHICTIO Ta BilICyTHiCTIO My-
TAHTHMX aJlejievi ceper; ocib 3 00TsDKeHMM poroBomamm BimHocHO PM3
ta/abo P/ Oysno nobynosarno ROC-kpusi (puc. 1).
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Puc. 1. ROC-xpuBi asropurMis mozo nporaosy BRCAI ta BRCA1/2 myTanin
17151 0cib 3 OOTSDKeHVMI POIOBOAMIA.

INopisatoroun T1ITK aropmTMiB 3HaVIEHO TEHOEHIIIO 10 OLTBIIOL
npeaukaTueHOI IiHHOCTI anroputMy BOADICEA nopisHaHO 3 MO-
memnio Penn II cTOCOBHO HpOrHO3yBaHHS BipOTigHMX HOCI{B MyTariil
BRCA1 (p=0,0781). Pisauii Mix mwrommaamm 1mig ROC-kpusuMm Bifi-
HocHO nepenbauenHss BRCA1 naTorernnmx asnesienn MBC ta BOADICEA
(p=0,6193) i MBC Tta Penn II (p=0,1172) re BusHaueHo. lllomo nepen-
OauenHsi kombiHOBaHOrO puU3MKy BRCAI/2 MmyTanivt AUCKpUMiHAaIlii-
Ha BigmiHHicTh BusisieHa i ayiroputMy BOADICEA i MBC no Bia-
HomreHH!O 710 Mopeii Penn II (p=0,0432 ta p=0,0216, BigmosigHo). He
sHavmeHo pisHmil Mix [1TIK mopenert BOADICEA ta MBC (p=0,8540),
BOADICEA Ta Myriad (p=0,4883), MbC ta Myriad (p=0,2749) i Penn
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IT Ta Myriad (p=0,3287) 3 mpuBo/y BCTaHOBJIEHHSI KOMOiHOBAaHOTO PU-
3uky BRCA1/2 myTariin, 1110 MoXe CBiTUUTU IIPO IX OJHAaKOBY AVCKPW-
MiHaliviHy 1oTyXHicTb. 15 nepesipkm 11poro dakry INITK xoxxHOro
ajIropuTMy OyJI1o TIOPiBHSHO 3 HeMTpaIbHOIO IwIolero. [IpeankaTusHy
IiHHicTh 3HavmeHo TUTbkU migd Momerri BOADICEA ta MBC, gk mis
nporHosysaHHs BRCA1, Tax i myist KombiHoBaHOTO prsuky BRCA1/2 my-
tauin (tadsm. 2). Lle cBigunTh mpo m1obpy 30aTHICTE JaHMX aJITOPUTMIB
BiApisHATI 0cCib 3 MyTarlisiMu Ta 0e3 HUX.

Tabauys 2

ITokasHMKM edpeKTUBHOCTI anropurMis 3 95% I ny1st 0ci6
3 00TsDKeHnMM pomoBozamy 1mono PM3 ta/a6o PJl

s mporrosy BRCA1 | s mporao3y KoMOiHOBaHOTO

MyTalin pusuxy BRCA1/2 myTartin
: s
O | u Z O | g 2 2
25| F 852 ¢
S ~ S ~ =
2] =)

079 | 0,76 | 061 | 074 | 076 | 058 | 0,67
TIITK (0,65- | (0,60- | (0,45- | (0,59- | (0,61- | (0,42- | (0,51-
0,90) | 0,87) | 0,75) | 0,86) | 0,88) | 0,73) | 0,80)
Cramapraa | o8 | 007 | 010 | 0,09 | 007 | 009 | 0,09
IIOMWJIKa
p 0,0002 | 0,0003 | 0,2323 | 0,0054 | 0,0004 | 0,3449 | 0,0696
o, 26 [ 0, 212 0 9
>6,7% Gautin >3% | 27,7% Ganis >7% |210,4%
81,8 [ 100,0 | 90,9 | 90,9 | 90,9 | 1000 | 455
Uymmsicrs | (48,2- | (71,5- | (58,7- | (58,7- | (58,7- | (58,7- | (16,7-
97,7) 1100,0)| 99,8) | 99,8) | 99,8) | 99,8) | 76,6)
788 | 66,7 | 30,3 | 60,6 | 636 | 303 | 848
Cretmdiunicrs | (61,1- | (48,2- | (15,6- | (42,1- | (45,1- | (15,6- | (68,1-
91,0) | 82,0) | 48,7) | 77,1) | 79,6) | 48,7) | 949)

“Pojﬁgjgjf)qm 562 | 500 | 303 | 435 | 455 | 324 | 50,0
u (29.9- | 282- | (15,6- | (23.2- | (244- | (174 | (187-

OnrrMabHUI
nopir

FOSWIVIBHOTO 1 g0 2y | 71,8) | 48,7) | 655) | 67,8) | 50,5) | 81,3)

pesyJibTaTy

HP‘”ES;CTTV:‘HE‘ 929 | 100 | 90,9 | 952 | 955 | 1000 | 82,4

o o | (761 | (846- | (58,7- | (76,2- | (77,2- | (69,2- | (65,5
99,2) | 100) | 99,8) | 99,9) | 99,9) | 100,0) | 93,2)

pesyJibTaTy

OnryManmbHU TpeauKTUBHMI U1 nporHosysanHs BRCAI nato-
regHux asesient piseHb ajroputmy BOADICEA cranoButh 26,7%, a
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MBC - 26 6GaniB. Epextusnicts anropurmy BOADICEA 3 mHarvtimmmm
OVICKpuMiHaLinHuM noporom 26,7% (ITIIK - 0,79; 95% I - 0,65-0,90,
p=0,0002) Ta MBC - 26 6asis (III1K - 0,76; 95% I - 0,60-0,87, p=0,0003)
1 niporaosysaHHss BRCAI maToreHHMX MyTaLiIHMX ajlejlerl BifIo-
BiaroTe xoporomy pisnro. K anropurmy Penn II (0,61; 95% I -
0,45-0,75) ma mporunosy BRCA1 MyTariint cBiTumTh Ha CepeHil piBeHb
HPOTHOCTUYHVIX MapKepiB MyTallill Ta He Bilpi3HAE€TbCA Bifl IUIOLI] Hevl-
TpaJIbHOI NpeAuKaTnBHOI Moferti (p=0,2323). ITpu nopisHsHHI onepa-
LiMHMX XapaKTepUCTVK aJITOPUTMIB He 3HalfIeHO Pi3HMIIL IO 30aTHOCTL
inenTndikysary HociiB BRCA1 MyTalliltHIIX ajiesierl, IIpoTe CITPOMOXKHICTh
BISIBIIATY 0Ci0 Ge3 manmx myTtamnint mopewno BOADICEA i MBC 6yra
CTaTVICTMYHO Kpallloro 3a crrenndiunicts ayropurMy Penn II (p=0,0063 i
p=0,0002, BinmosigHo). Lle € 1m1e oM MigTBepIKeHHM TOTO, 110 BUKO-
pucranns airopurMmy Penn II s mepenbauenss Hocits BRCAT naroren-
HVX aJTesient y ociO 3 0OTsDKeHV MY POIOBOIaMI € HepallioHaIbHIIM.

Huckpuminaniiia noryxsicts agroputmy BOADICEA (TTTK - 0,74;
95% A1 - 0,59-0,86, p=0,0054) Ta MBC (0,76; 95% I - 0,61-0,88, p=0,0004)
BKa3ye Ha XOpPOIIMV CTYIIiHb IlepeidoadeHHs KOMOIHOBaAHOIO PU3VKY
BRCA1/2 myTanin 3 MaKCMMaJIbHO MOMJIVIBMMM OIEPALiTIHMMIL XapaK-
TePUCTUKAMM IIpY IIoporax =7,7% Ta 212 6asis, Bignosigxo. I Diorma min
ROC-xpuBoro moperi Penn 11 Binrosifae piBHIO He3aJ0BUTbHIMX IIPOrHOC-
TUYHVX MapKepiB koMOiHoBaHOrO prisuKy BRCA1/2 myTartivi Ta He Binpis-
HSETBCA Bifl IVIOIII HeMTpaIbHOI ITpeauKTrBHOI Momeri (p=0,3449). ITTIK
aroputMy Myriad TakoX He Bilpi3HsA€TbCS Bif IUIOII HeMTpPaJbHOIO
sHaueHHs (p=0,0696). BincyTHicTh 1i€l pisHWMII yHEMOXIIMBIIIOE BUKO-
pucranns airopurMis Penn II ta Myriad 151 mporHosysaHHsI KOMOiHO-
BaHOro pr3uKy BRCA1/2 MyTawiHX ajiesient ceper] ocib 3 00TsoKeHVMM
ponoBoIaMy KOHTPOJIBHOL IpyI. 3icTaBIssi0un 4y T/IMBICTh AJITOPUTMIB
IIOIO MpOrHO3yBaHH: HocivictBa BRCA1/2 myTallinn 3HavIeHO TeH/eH-
miro mo Kparttoro susiiieHHs BRCA-niosuTmeHMX 0ocid6 MBC Tta BOADI-
CEA 1o BigHomenHo 10 Mmonerni Myriad (p=0,0635). ITpu nopisHsaHHI
IeperOadeHOI MOIEIISIMM KUTBKOCTI 0CiO 0e3 maTosIoridHmX ajiesteit 3Ha-
VieHo pisHMITo Ha KopucTh aroputMy BOADICEA (p=0,0253) Ta MBC
(p=0,0130) B nmopisrsHHi 3 Penn II. 11i naHi BKa3yoTh Ha HeOOLUIbHICTD
BUKopucTaHHs ajropurmis Penn II ta Myriad 1 mposeieHHst TcKpu-
MiHaMIHOTO aHaJIi3y IO IMPOrHo3y pusuky myrtanin BRCA1/2. Orne-
pauinsi xapakrepuctikn mopesteir BOADICEA ta MBC ne pisHWMCS,
110 BKa3y€e Ha OHAKOBO BUCOKY AVICKPVMIHAIIVIHY iX 30aTHICTb BUSBIIA-
T oci6 3 BRCA1 i kombiHoBaHVM pusmkoM BRCA1/2 myTariivi Ta 6e3 HuX.
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Ha mifcrasi pe3ysibTaTiB HOCHTIIPKeHHS AVCKPVIMIHALIITHOT 31aTHOCTL
aJIrOpUTMiB MOXXeMo cTBepKyBaTH, 1110 Mofesri BOADICEA ta MBC e
HaviOUIBIII TOYHVMM OO ITporHo3yBaHHA 5K BRCA1, Tak i kombiHO-
BaHoro pusuky BRCA1/2 narorenHux aesent. Lli qaHi y3romxyooTbes 3
pesyibratamu goctimxkernHs A.C. Antoniou Ta criBaBTopis [9], a Takox
aHatiszoM, sikuii tposeneHo D.G. Evans ta crriBaBTopamm [3]. HaTomicts
S.M Panchal 3i criiBaBTOpaMn HavibiIbIII OITVIMAIFHOO MOJIEIUIIO BBa-
katoTb Penn I, Ta marostocm, mo MBC mae myokay IIK Ha mporusa-
ry niepioro asiroputmy, BRCAPRO, Myriad II, FHAT Ta Boadicea [10].

BucHOBKM

1. s recryBanns pusuky BRCAT ta BRCA2 myTarin y XBopux Ha
PM3 Ta ocib 0e3 3710SIKiCHMX IyXJIMH MOJIOYHOI 3aJI03M1 3 OOTSDKeHVIM
ciMertHMM aHaMHe3oM mono PM3 Ta/abo PSI cnin BukopucroByBaTH
mopeirb BOADICEA ta MBC.

2. uckpuMiHariiviHa 3gatHicTe ainroputMis Penn II Ta Myriad ne
Oyia JoKasaHa B KOTOpTi 0ciO, siKa TOCIIiKyBaslacs, 110 BKa3ye Ha He-
IOLUTBHICTD IX BUKOPVICTaHHS.
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Pesrome

Pubuenxo JI.A., Kmumenko C.B. Busunauenns imo8iprux nocii6 mymayii BRCA1
Ta BRCA2 ceped xinox 3 pakom MoA04HOT 3a.403U 1ma be3 Hboeo.

ITpoananizoBa"a ayuckpumMiHaninHa 3gaTHicT airoputMmis BOADICEA, Penn
II, Myriad Ta MaHuecTepchbKoil OajIbHOI CHCTEMU IIIOJIO IIPOTHO3YBAHHS PUSMKY
BRCA1 ta BRCA2 myTanin y namienTis 3 PM3 ta 6e3 Hporo. [/lokasaHa edeKTB-
HicTh BuKopuctaHHsa Momernert BOADICEA Ta MaHuecTepchKoi OaibpHOI cricTeMm
cepert TOCIiKyBaHO1 KOTOPTH OCi0.

Karouo8i caoBa: anropurvm BusHavenHs: pusuky BRCAI i BRCA2 myTarifi,
BOADICEA, MaHnuecTepcbka OastbHa cuctema, Penn II, Myriad.

Pesrome

Pri6uenxo JI.A., Kimnmenko C.B. Onpedesenue Beposmmbix Hocumeneil mymayui
BRCA1 ta BRCA2 cpedu xenuyun ¢ pakom MOAOHUHOU sKeae3vl U 0e3 Heeo

[TpoanaymsupoBaHa  AVICKPUMMHAIIMOHHAS — CIIOCOOHOCTL — @ITOPWUTMOB
BOADICEA, Penn II, Myriad 1 ManudecTepckovt 0aJUIbHOVI CUCTEMBI OTHOCUTEIEHO
nporuosuposanus pucka BRCAI u BRCA2 myTanui y nanuenros ¢ PMOK u Ges
Hero. JTokaszaHa addexrrsHOCTS IprMeHenmst Mojiesiert BOADICEA 11 ManyecTep-
CKOV GaJUIEHOVI CVICTEMBI CPeJTV MICCTIeITy eMOVI KOTOPTHI JIVAL,

KatoueBuie croBa: anropurmer ompenenenns pucka BRCAT n BRCA2 myTartnii,
BOADICEA, MandyecTepckas 6ayutbHas cvcteMa, Penn 1T, Myriad.

Summary

Rybchenko L.A., Klymenko S.V. Identification of possible carriers of BRCA1 and
BRCA?2 mutations among women with breast cancer and healthy women.

Discriminatory ability of algorithms BOADICEA, Penn II, Myriad and the
Manchester scoring system for prediction of possible carriers of BRCA1 and
BRCA2 mutations in patients with and without breast cancer was analyzed. The
effectiveness of use of BOADICEA and Manchester scoring system was proved
among the individuals of study cohort.

Key words: algorithms, determination the risk of BRCA1 and BRCA2 mutations,
BOADICEA, Manchester scoring system, Penn II, Myriad.
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