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KopucHa Mopenb HanexuTb A0 MeOMLMHU, KOHKPEeTHO A0 riHeKonorii, i Mmoxe 6yTn BUMKOpMCTaHa
AN OiarHoCTMKM OOBPOSIKICHUX 3axXBOPHOBaHb MOJMOYHMX 3aro3 Y XIHOK penpoaykTUBHOIO BiKYy 3
0BT KEHUM CIMENHUM aHaMHE3OM.

Bigomi cnocobu giarHOCTMKM  OOOPOSKICHMX  3axXBOPtOBaHb  MOJSIOMHMX 3aro3 Yy XKIHOK
penpoayKTMBHOrO Biky [1, 2, 3, 4], CyTb SIKMX MONSArae y LOMICSYHOMY CaMOOOCTEXEHHI MOJOYHMX
3ano03, LWWOopiYHOMY ornadi Ta nanbnaudii MonovHMX 3ano3, 36opi aHamHe3y fikapeM 3aranbHoro
npodinto Ta mamorpadii [1, 2, 3]. Y xiHok monoawwe 35 pokiB Ans AiarHOCTUKM 3aMiCTb Mamorpadil
BUKOPUCTOBYIOTb YNbTPa3BYKOBE OOCTEXEHHsS MONOYHMX 3ano3 B B-pexumi [1, 4]. Tpn BUSIBNEHHI
nanbnaTopHMx O0B'€EMHUX HOBOYTBOPEHb BMKOHYIOTb TOHKOronbyaTy acnipauinHy 6ioncilo 3
nogansLuoto uutonorieto [1, 2, 3]. Hegonikamn mamorpadcii € Benvke 4030Be HaBaHTaXEHHS!, HU3bKa
iHPOPMATUBHICTL MeTOAa Y MOMOAMX XIHOK Npu LWiNbHOMY (POHI MOMOYHOI 3ano3u, HebaxaHiCTb
BUKOPUCTaHHSA Yy XiHOK Monoawe 35 pokiB, a TakoX Yy nepiof BariTHOCTI Ta naktauii [1, 2, 3]. Mpuiiom
€K30reHHMX €eCcTpOreHiB Ta recTareHis nNiABULLYIOTL LWINbHICTb TKAHMHW MOMOYHOI 3ano3n Ha
Mamorpami, YAM 3HWXKYI0Tb AiarHOCTUYHI MoxnuBocTi Mamorpadii [1]. MNpu nyHKUinHIN Gioncii MoxnuBi
SIK NOMWIIKN BUSIBMEHHS, TaK i MOMUIKKM iHTepnpeTauii [3].

Haiibinbw 6nM3bkMM 40 KOPUCHOT MOAENI, WO 3asBSETLCS, € CNOCiO AiarHOCTUKM O0BPOSKICHUX
3aXBOPHOBaHb MOJIOYHUX 3aro3 Yy XIHOK PenpoayKTUBHOMO BiKYy 3 OOTSXXEHUM CiIMENHMM aHaMHE30M
LUMNSAXOM LLOPIYHOrO KMiHIYHOro OOCTEXEHHS1 MOSIOYHUX 3ano3 flikapeM 3aranbHoro npodinto, wWo
BKITIOYAE Manbnauilo Ta peTenbHUi 36ip aHamMHe3dy 3 yrnbTpa3BYKOBUM OOCIIAXKEHHSIM MOJIOYHUX
3ano3 B B-pexunmi [1].

Heponikamn Bigomoro cnocoby [iarHOCTMKM € WOro Husbka iH(OPMAaTUBHICTb, 3anexHiCTb
pes3ynbTaTiB nanbnauii Big dasn MeHCTpyanbHOro umkny. 3a paxyHoK rmmbokoro postallyBaHHA Ta
PO3MipiB MOMOYHMX 3ar03 Aesiki YTBOPEHHS He4OCTYNHi Ans nanenadii. Hegonikamu ynsTpassykoBOro
06CTEXEHHA MONOYHMX 3ano3 B B-pexumi € BigcyTHICTb Bidyanidauii opraHa B uinomy, Mana
iHPOPMAaTUBHICTL MPK KMPOBIA IHBOMNOUIT TKAHWH MOMOYHOI 3ano3v, HEeMOXNMBICTb Bidyanidauil
MiKpoKanbuMHaTiB, CYO'eKTUBHICTb iHTeprpeTauii oTpuMaHOro 3o00pakeHHsl, 0OymMoBreHa piBHEM
kBanidikauii nikapsa Ta TexHiYHMMK NnapameTpamn Y3-ckaHepa Ta Y3-gartuukis [1, 3].

B ocHoBY KopuCHOI Moaeni nocTaBneHa 3agada yaocKoHanuTu cnocib giarHoCTUKM go6posiKicHUX
3aXBOPHOBaHb MOJIOYHUX 3aro3 Yy XIHOK PenpoAyKTUBHOMO BiKYy 3 OOTSXXEHUM CIMEMHMM aHaMHE30M
LUNSAXOM A0AaHHA OHKOreHEeTUYHOro 0OCTEXEHHNA Ans BUABNEeHHs aHoManbHux redis BRCA1, BRCA2
Ta PO3LUMPEHHS MOXIMBOCTEN Y3-AiarHOCTMKM 3a paxyHOK OOOB'A3KOBOro BUKOPWUCTAHHSA PEXMMIB
KONMbOPOBOro AOMMEPIBCbKOr0 KapTyBaHHA Ta iMMyNbCHOXBMILOBOI gonnneporpadii.

MocTaBneHa 3agada BUPILLYETLCA TUM, LLO Y XKiIHOK PENPOAYKTUBHOIO BiKY 3 OBTSXXEHUM CiMEHUM
aHaMHEe30M MPOBOAUTHCS OHKOrEHETUYHE OBDCTEXEHHS 3 METOK BUSIBIIEHHS BiOMUX BOCBMWU MyTaLlin
y reHax BRCA1, BRCA2. [JocnigXeHHA npoBOAUTbLCA OAHOKpPATHO LWnsxom 360py HaTwecepue
BEHO3HOI KpOBi y BaKyTanHep 3 TpaHCMOpPTHMM cepegosulleM. B nabopatopii BMKOpMCTOBYETHCA
meTog MNJIP B pexumi Real-time. B pesynbTati Bka3ytoTbCa HOCIi BOCbMW BIJOMWX MyTauin y reHax
BRCA1, BRCA2 no romo3urotHoMy abo retepo3uroTHomy Tunax. [OMO3UroTHi Hocii BKasylTb Ha
nonynsAuinHUA PU3NK PO3BUTKY Ppaky MOMOYHOI 3anosu; reTtepo3uroTHi HOCIT - Ha BUCOKUA PU3KK
PO3BUTKY paKy MOSIOYHOI 3ano3n y [aHoi XiHKkW. [IBiYi Ha pik MpoBOAWUTLCA KiiHiYHE OBCTEXEHHS
MOMOYHUX 3ar103, sIke BKMYae orngag Ta nanbnadito. MNanbnauia MonoyHmnx 3anos npoBoavTbes "3a
YaCOBOK CTPINKO rOAUHHMKA" nogylleykamu nanbuiB cnoyaTky B MOMOXEHHI cuadadi, aani - crosui,
nicnss UbOro - nexadi 3 NigHATMMKW pykamu. 3BepTalTb yBary Ha acuMMETpilo po3MipiB 3anos,
BiMIYaOTb LUIMbHICTL MOJIOYHOI 3ar03u, 3@ HasiBHOCTI YTBOPEHHS - MO0 LWiNbHICTb Ta 3MilLlEHHS.
Moganblue ynbTpasByKoBe OOCAIAKEHHS MOMOYHMX 3ar03 NPOBOAUTLCS ABidi HA PiK KOMMNIIEKCHO, WO
BKITIOYaE TpaauuiiHe 0BCTEXEeHHS 3a 3aranbHOMPUNHATOK METOOUKOK y B-pexnmi Ta Ans BMBYEHHS
3MiH BacKynsipusadii KOfibOpOBE AONMIMEPIBCbKE KapTyBaHHSA, iMNyNbCHO-XBUMBOBY donnneporpadito
MOJSOYHUX 3ano3 Ta niMaTNYHNX BY3IiB.

[ oOposikiCHI YTBOPEHHST XapakTepu3yTbCA YiTKUMU PIBHUMMW KOHTYpPaMu, NPakTUYHO OOHOPILHO
€XOCTPYKTYPOHO i HE IH(INbTPYIOTb OTOYYIOYI TKAHMHU MOJTOYHOT 3ano3un. BoHn aBackynsipusoBaHi abo
cnabo BacKynsipu3oBaHi, MalTb NPOCTY CYAMHHY apXiTEKTOHIKY. TUMOBI KiICTU MOXYTb OyTW NOOANHOKI
abo y BUIMAAi rpoHa, 3aBXau oKpyrnoi abo oBanbHOI POPMU, EXOHEraTUBHI, 3 PIBHUMMU CTiHKaMu Ta
NiABULLLEHOO 3BYKOMPOBIAHICTIO, 3 (POPMYBaHHAM 3a HUMMK aKyCTUYHOro nigcuneHHs. Kictu saBxam
XapaKTepusylTbCA  BIACYTHICTIO Backynspu3auii. ®ibpoageHoMM MOMOYHMX 3ano3 3a3Buyan
BUSIBIAIOTBCA Y XKIHOK MOMOALLOro BiKY, MalTb TUMOBI exorpadiyHi O3HaKu, MOXYTb MaTu Pi3Hi
pPO3Mipu - BiO ManeHbKUX OO riraHTCbkMX. Jlvwe y BigHOCHO BENUKMX 3a po3Mipamu dibpoageHomax
npuv KONbOPOBOMY AOMNMIIEPIBCLKOMY KapTyBaHHI MOXYTb BUABNATUCA ofgHa abo ABi CyaouHM, siKi He
MaloTb pagianbHOl CApsSIMOBAHOCTI, po3TawoBaHi MO nepudepii, He MNeHeTpPyTb BCepeauHy
yTBOpPEHHA. [lpu  iMNynbCHO-XBUMbLOBINM  Aonnneporpadii  BUSABASETbLCA HEBUCOKA  LUIBMAKICTb
KPOBOTOKY. [lpn 0OCTEXEHHi >XIHOK penpogykTUBHOrO BiKy 3 AuUy3HUMU  O06POsiKiCHUMM
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3aXBOPIOBAHHAMM MOSOYHUX 3ar03 B B-pexumi MOXyTb BUSIBATUCA Pi3Hi exorpadpivHi kapTuHu. Ane
BIACYTHICTb B HMX 3MiH BacKkynspu3auii, Wo BUSABMSETbCH Mig Yac KONMbOPOBOro AOMNMNNepiBCbKOro
KapTyBaHHS, € XapakTepHUM Kputepiem JOOPOSIKICHOCTI.

Mpobnema 3axBOPHOBAHOCTI MOJSIOYHUX 3a503 € OAHIEN 3 BaXIIMBUX Ta MPIOPUTETHUX Y CyYacHin
MeguuuHi. Lle obymoBneHo TuMm, WO [JOOPOSKICHI 3axBOPIOBAHHA MOJIOYHUX 3an03 € Ayxe
MOLLMPEHNMUN Cepeq XiHOK penpoaykTUBHOIO Biky. KinbkicTb 4OOPOSKICHMX 3aXBOPIOBaHb Y Nonynsiuii,
3a JaHMMu pisHUX aBTopiB, cknagae 50-75 %. lNMaTonoris MOMOYHMX 3ar03 BMHUKAE B pe3ynbrarTi
noegHaHoi Aji 6aratbox akTopiB, TAKUX AK: FTEHETUYHI, KOHCTUTYLiNHI, rOpMOHarbHi, MCUXOEMOLiiHI,
€KOonoriyHi, NpodecinHi, couianbHO-eKOHOMIYHI Ta iHWIi. [10 BMCOKUX YMHHWKIB PO3BUTKY NaTONOril
MOJSIOYHUX 3ano3 cnig BigHECTU CiIMENHWI aHaMHe3 (pak MOMOYHUX 3ano3 y poaumdis 1-1 niHiT), myTauii
B reHax. ¥ XBOpUX Ha Mactonariio NiagBULLYETLCA PU3UK PO3BUTKY PaKy MOSMOYHOI 3an03n B AeKinbka
pasiB. Takox Bigomo, Wwo 5-10 % BMNagkiB paky MOMOYHOI 3ano3un € CNagkoBUMK Ta iX PO3BUTOK MOXe
OyTn nos'szaHun 3 mytauiaum B reHax BRCA1, BRCA2. Ponb gaHux reHiB nonsdrae B perynsuii
HOPMarbHOro POCTY KNITUH MOSOYHOI 3ano3un Ta nonepeaXeHHi MOXMIMBOro pakoBoro pocty. Ane npwm
HasiBHOCTi aHoManii abo myTauii B LUMX reHax, BOHWU CNpUsioTb MIABULLEHHIO PU3MKY PO3BUTKY paky
MOJOYHUX 3ano3. Bneplue aHomanbHi reHn Oynun BUsIBNEHI Npyu 06CTEXEHi CiMel, e Y XiHOK B AyXe
MOIOAOMY Bl 3ycTpiyaBcs pak MOSoYHOI 3ano3un. 3a gaHumu Breast Cancer Linkage Consortium
obuaBa aHoMarnbHi reHn 36iNblIYTb PU3MK PO3BUTKY paky MOJIOYHOI 3ano3n y XiHok Ha 80-85 %.
CBoevacHa piarHocTuka [A0OPOSIKICHMX 3axBOPHOBaHb MOJIOMHUX 3aro3 € O4HMM 3 MeTofiB
npodinakTMkn paky. TakMm 4uHOM, npobrema BuMOOpPYy MeTody [AiarHOCTUKM A0OpOosiKiICHMX
3aXBOPIOBaHb MOJTOYHUX 3a5103 Y XIiHOK penpoayKTMBHOIO BiKy € AyXXe aKTyarnbHOH, NOLWwyK HanbinbL
edekTnBHNX Ta Be3neyHnx TpuBae.

Cnocib peanisyeTbCst HACTYMHUM YUHOM:

Y XiHOK penpoayKTMBHOIO BiKY 3 OBTSXKEHWM CiMEVHMM aHaMHEe3OM OAHOKPaTHO HaTlwiecepue
npoBoauTbCA 30ip BEHO3HOI KPOBi 3a 3aranbHOMPUWHSTOK METOOMKOK Ta [AOCTaBMsETbCS B
nabopartopito. B nabopatopii metogom IMNJ1P B pexumi Real-time Bu3HavyaroTbCs HOCIT MyTaUin B reHax
BRCA1, BRCA2. [IBi4i Ha pik npoBoANTbCS KiiHiYHE OBCTEXEHHSI MOJIOMHMX 3aro3, sike BKIo4ae
orngg Ta nanbnaudito "3a 4acoBOK CTPINKOK FOAMHHMKA" nogyliedykamy nanbuiB cnoyaTtky B
NONOXeHHi cuasadi, gani - cToadi, nicna Uboro - nexadi 3 NigHATUMU pykamu; Ta ynbTpasByKOBe
pocnigpkeHHs B B-pexumi 3 00OB'A3KOBMM  BUKOPUCTAHHSAM  KOMbOPOBOrO  AOMMMEPIBCLKOrO
KapTyBaHHSA, iMMynbCHO-XBUNLOBOI Aonnneporpadii. B 3anexHocTi Big BuABneHoi natonorii
BM3HAYAETbCA NOAarnblla TakTUKa BeOEHHs NauieHTOK abo Nnpu3HavyaeTbcs HeobxiaHe nikyBaHHS.

MepeBarn 3anponoHoBaHOro cnocoby AiarHOCTUKX NONAralTb Y BiACYTHOCTI NOBIYHUX peakuin Ta
nNpoTUNoOKasaHb, MNPOCTOTIi Ta 3PYYHOCTi y BUKOPUCTaHHI, ©e3ne4yHOCTi B MMaHi  [4030BOroO
HaBaHTaXXEHHS, L0 A03BOSISIE NOro BUKOPMCTOBYBaTK HGaraTokpaTHO 6€3 0OMeXeHb, HaBiTb Yy BariTHUX
i XKIHOK, SIKi rogylTb rpyanlo; BMCOKIA po3ni3HaBarbHi CMPOMOXHOCTI, WO 0COONMBO BaXXNMBO Npwu
LWiNbHOMY (POHI MOFMOYHMX 3afo3 Yy MOMNOAMX XKIHOK; MOXMMBOCTI Bidyanisauii peHTreHHeraTuBHUX
HOBOYTBOPEHb, SAKi po3TalloBaHi NOONM3y rpyaHOT CTiHKW; ANMEPEHUINHIN AiarHoCTULi [OOPOSAKICHNX
Ta 3MOSKICHUX YTBOPEHb.

3anponoHoBaHWiA cnocib AiarHOCTMKKM JOOPOSAKICHNX 3aXBOPHOBaHb Y >KiHOK peNpPOAYKTUBHOIO BiKY
3 OOTSHKEHUM CiMEMHUM aHaMHEe30M 3HalAe LUMPOKE 3acTOCyBaHHSA 3aBOSKW BUCOKiIA edeKTUBHOCTI,
BiAHOCHI OelieBn3Hi, 3py4HOCTI Y BUKOPUCTaHHI, 6e3nedHocTi Ta Jobpin nepeHocumocTi. CBoevacHa
AiarHoCTUKa Ta rpamMoTHEe JliKyBaHHA OOOPOSAKICHMX 3aXBOPIOBaHb MOSOYHMX 3ano3 € OJHUMM i3
MeToZiB NPOoMiNakTUKN paky.
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®OPMYIA KOPUCHOI MOJENI

Cnocib giarHoctukn oBpOosiKiCHUX 3aXBOPHOBAHb MOJIOYHMX 3aro03 Y XXiHOK PernpoayKTMBHOIO BiKy 3
OOTSKEHUM  CiIMEMHMM aHaMHe30M, SKMA BiOPI3HAETbLCA TUM, WO OAHOKPATHO MNPOBOASATb
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OHKOreHeTU4YHe OOCTEeXeHHs Ans BusiBNEeHHs aHoManbHux reHie BRCA1, BRCA2 Tta aBidi Ha pik
NPoBOAATb KMiHIYHE OOCTEXEHHS MOSIOMHMX 3aro3, sike BKI4Yae ornsag, nanbnauito "3a 4acoBow
CTPINKOK FOAMHHMKA" nogylueykamu nanbuiB CnoYaTKy B MOMOXEHHI cugsyn, gani - crosum, nicns
LUbOro - nexaudn 3 NigHATUMKU pyKamp; Ta ynbTpa3ByKOBE AOCHiAKEHHs B B-pexumi 3 060B'A3k0BUM
BUKOPUCTaHHAM KOSIbOPOBOro AOMNMNNEPIBCbKOro KapTyBaHHS, iMNynbCHO-XBUITbOBOT gonnsieporpadii.
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