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CNAAKOBUN PAK MOJIOYHOI
3AJ103U: CYSMACHUUN CTAH
NMPOBJIEMU

Poboma npucesuena axkmyanvhiilt npobaemi oHKoa02ii — cnadko8omy paxy mo-
a0unoi 3an03u (PM3). [Iposedero ananiz ma y3aeanbHeHHs 0QHUX HAYKOBOT i-
mepamypu w000 cnadkosux gpopm PM3, ix nowupernocmi, eenemuurux ocoonu-
socmeil, 30kpema yacmomu mymauiil y eenax BRCA1/2 npu uiti hopmi namoanoeii
(8 Ykpaini ma ceimi). Hagedero éidomocmi w000 cy4acHoi maxmuku cnocme-
pedceHHs 3a 300posumu Jcinkamu — Hociamu mymauiil y eenax BRCA1/2 (aco-
yitiosanux 3i cnadkosumu Gopmamu paxy), NPUHYUNIE RPOPINAKMUHUX 30X0-

0di6 0451 3an00ieanHs BUHUKHEHHIO Cnadkoeoeo PM 3, saxi marome cnpusmu niosu-
weHHio eghexmusnocmi npogpinakmuxu PM3 y 300posux Hociie mymauiii eenis,
NOKpauweHHIo 8i00aseHux pe3yabmamis AiKy8anHs X60pux ma 3a2anom Ainuomy
PO3VMIHHIO NPABUNBHOO Be0eHHs MAKUX NAUIEHMIE HA 8CIX emanax.

3a ganumu HaiioHanbHOro KaH1ep-peecTpy YKpa-
1HM, 3aXBOPIOBAHICTh HACEJCHHS Ha 3JIOSIKICHI HOBO-
YTBOPEHHSI Ta CMEPTHICTh BiJl HUX B YKpaiHi MaloTh
HeratuBHi TeHaeHii. 3 2000 o 2010 p. B abcomoT-
HUX YKCiaX MPUPICT 3aXBOPIOBAHOCTI cTaHOBUB 3,4%,
ajie, BpaxoBYIOUM HETaTUBHY JeMoTrpadiuHy CUTYaLIilo
B YKpaiHi Ta 3MeHILIeHHs] HaceJIeHHS 3a liell yac mMaii-
Ke Ha 3,5 MJTH oci0, 3poctanHs carHyio 11,3%. Cmeprt-
HIiCTb XBOPMX BiJl OHKOJIOTIYHUX 3aXBOPIOBaHb B YKpa-
iHi 3 2000 mo 2010 p. xoua i 3HU3MIACS (3a 3arajJbHOIO
KiJIBKicTIO ToMepiinx — Ha 11,8%, 3a MoKasHUKOM
Ha 100 000 HaceneHHs1 — Ha 4,5%), NMpoTe TeMMHu ii
3MEHILIEHHSI 3 POKY B PiK CITOBiJIbHIOIOTHCS, 1110 B Maki-
OYTHBOMY MOKE TIPU3BECTH 10 3POCTAHHS ITOKA3HUKIB
cMepTHocTi [1].

3axBOPIOBAHICTh HAa paK MOJIOYHOI 3a103u (PM3)
cepell >KiHOYOro HaceJeHHS YKpaiHU MPOTSATOM OCTaH -
HiX poKiB 3aiiMae nepiue paHrose Micie. Y 2016 p. 3a-
XBOpIOBaHicTh ctaHoBMIa 68,6 Ha 100 000 XxiHOYOTO
HaceJieHHs1, cMepTHicTh — 28,9 Ha 100 000 xiHo4oro
HaceJieHHS (Tpy0i IMMOKa3HWKM); aHAJIOTIYHi 3HAYCH-
Hay 2010 p. — 69,8 ta 32,0 BigmosigHo [2, 3]. HJ1s1 T10-
PIBHSIHHSI HABOAMMO J1aHi PO 3aXBOPIOBAHICTb XXKiHOK
Ha PM3 y kpainax 3axigHoi €Bpomnu Ta iHIIMX PO3BU-
HEHUX KpaiHax, sIKi BUSIBWIMCSI JOCUThH BapiabeabHU-
mu: CIDA — 76,0, Kanana — 83,2, ®panuig — 99,7,
Itanist — 86,3, Beawriga — 109,2, Tanig — 101,1, I3pa-
b — 96,8 Ha 100 000 HacesneHHs [4—6].

HaseneHe nepekKoHAMBO CBiguuTh, 110 PM3 sB-
JIsiE 00010 HAMOINIBII aKTyaJIbHY TTPO0IeMy KIIiHIYHOT
OHKOJIOTIi, 1110 TUKTYE HEOOXiAHICTh PO3POOKH HOBUX
METO/IiB He TiJIbKU MPO@iJaKTUKKU i paHHbOI AiarHOC-
TUKMU, aJie i BUBYEHHSI MaTOTEHEe3Y LI€1 TSKKOI HeIyTH.
B octaHHi poku 3HauHa yBara AOCHTIAHMKIB i KJIiHI4-
HUX OHKOJIOTiIB YChOI'O CBIiTy MPUKYTa J0O TaKOI Majo-
BUBUYEHOI, ajie HaI3BMYaHO BaXKJIMBOI MPOOJIEMU OH-
KOJIOTii, IK poJib ()aKTOPIB CMAaAKOBOCTI IPU PO3BUTKY
PM3 [7-9].

B Ykpaini npo6aemi cnagkoBoro PM3 npucsiueHO
HebaraTo po0iT, B IKUX PO3MJISIAAI0THCS MATAHHS 111010

BU3HAYeHHs Ta (pOpMyBaHHS I'PYIl TeHETUYHOTO PU3UKY
po3Butky PM3, ocobnuBocTeit cimeitHux hopm paky,
KJIIHIYHOI XapaKTepUCTUKU CIIaAKOBUX BapiaHTiB PM3
Ta POJIi HU3KU TeHiB Y CXWJIBHOCTI 10 PO3BUTKY L€l hop-
MU OHKoJIoriyHoi maToorii [10, 11].

I'enetnuni nocimkeHHss PM 3 HaOyBaroTh BCe OiTb-
1roro po3maxy. I'lpoBeaeHHSI TaKMX JOCTiIKeHb HaI3BU -
YaiiHO BakJIMBO JIJ151 OHKOJIOTIYHOI KJIiHIYHO1 TPaKTUKU,
OCKIJIBKM Y CTaHAAapTaXx Ta MPOTOKOJIaX JIIKyBaHHS YiTKi
peKoMeHIallii IoA0 METO/IiB OOCTEXKEHHSI Ta JIiKyBaH-
HsI XBOPHUX Ha criagkoBuii PM3, a TakoxX pUHIIAMHT iX
CKPUHIHTY Ta IUCIaHCepu3allii BiACYTHi.

HagpeneHuii HUXKYe aHali3 Ta y3araJbHEHHS JaHUX
HAYKOBOI JIITEpaTypy CTOCOBHO CITagKoBuX (hpopm PM 3,
10r0 TeHETUYHUX OCOOIMBOCTEN, MOITUPEHHST, TAKTU -
KU CITOCTEPEKCHHS 3a 300POBUMH XKiHKaMHU — HOCIsI-
MU MyTaliil y reHax BRCA1/2 (acoliiioBaHuX 3i criaj-
KOBUMU (popMaMU paKy), TPUHIIUITIB TPOPLIAKTUIHUX
3aXO0/iB 1100 BUHUKHEHHS cllankoBoro PM3 maroTh
CIIPUSITUA MiABUILIEHHIO €(DEKTUBHOCTI MPOMiTaKTUKNA
PM3 y 3mopoBuX HOCIiiB MyTallili TeHiB, TOKPAIIIEHHIO
BiImayieHUX pe3yJIbTaTiB JIIKyBaHHS XBOPHUX Ta 3aTajloM
JIIMIIIOMY PO3YMiHHIO ITPaBUJIBHOTO BEICHHS TaKUX I1a-
III€HTIB Ha BCiX eTarrax.

CNAAKOBUA PAK MOJIOYHOI 3AN1I03MU:
MOLUUPEHICTb TATEHETU4HI
OCOBJINBOCTI

CnaakoBuit PM3 3aliMmae MOpiBHSHO HEBEJIUKY
YaCTKY B 3aTaJIbHIl CTPYKTYpi 3aXBOproBaHOCTI Ha PM 3,
OJTHAK aKTYaJIbHICTb LIi€i MPOOJIeMU B OCTaHHi 25 POKiB
3pociia, 0COOIMBO Y 3B’SI3KY 3 BiKpUTTSIM TeHiB BRCA I
Ta BRCA2Yy 90-x pokax MUHYJIOTO cTONIITTS [12]. Bera-
HOBJIEHO, IO criopagndHuii PM3 cTaHOBUTH OIM3b-
ko 80%, cimeitnuit — 10—15%, criankoBuii — OIU3b-
K0 5—10% [13]. IcTropuuHO CKJ1A10Cs, 1110 TOCTIIKEH-
Hs1 BRCA I/2 myTauiii mouyanaocsi 3 MeTOIy MoJliMepa3Hoil
JIaHLIIOroBOI peakiiii. Lleit MeTon € HeqOCTaTHBO 10CTO-
BipHUM, Ma€ 3HAYHUI BiICOTOK XMOHUX PE3yJIbTaTiB,
MpOoTe, Ha Xajlb, B YKpaiHi 3a/IMIIAEThCS HAUOIBIII TO-
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IIMPEHUM Ta TOCTYITHUM. 3 TIOSIBOIO BiAIIOBiTIHUX MO-
HOKJIOHAJIBHUX aHTHUTIJ X BCE IIMPIIE BUKOPUCTOBY-
FOTh Y TECHCTUIHMX JOCITIIKEHHSIX.

Myrauii B reHax BRCA I ta BRCAZ2 BinmMivaloTh Mali-
xe 'y 60% ycix cnankoBux Gopm PM3. I'eHeTHUHUMM
nociimxkeHHaMu B CIIIA BcTaHOBJIEHO, 110 YacTOTa
myTaniii y reHax BRCA1/2 xonuBaeThea Bin 1 Ha 300
o 1 Ha 800 oci0, a y eBpeiB-amIkeHasi (HaIllaaKiB BU-
XinuiB i3 cepeaHboBiUHOI HiMeyunHuU i cXimHO-€BPO-
neicbkux KpaiH) ctaHoBUTH | Ha 50 oci6b [12]. 3a yu-
CEJIbHICTIO 1€l KOTOPTU HaceleHHs YKpaiHa BXOIUTD
y IepIIy AeCSATKY KpaiH, TONPY 3HAaYHE 3MEHIIICHHS Ha-
cesleHHS eBpeiB (3a maHnMU repermcy 2001 p. 3a mepion
1989—2001 pp. KiIbKiCTb €BpEiB B YKpaiHi 3MEHIIUIA-
caB4,7 paza — 3486,3 no 103,6 Tuc. ocid). Tomy Taka
XapaKTePUCTUKA, IK HAIOHAJIbHICTB MALIIEHTKY, € BaXK-
JIMBUM (haKTOPOM PU3UKY BUHUKHeHHsI PM3, 1110 He-
00XiZHO BpaxOByBaTU IIPU MPOBEACHHI IIEPBUHHOIO
KJIIHIYHOTO 00CTeXKEeHHSI XKiHOK Ha HasIBHICTb OHKOJIO-
TiYHOI MaTOJIOTii Y MOJIOYHIii 3a/103i.

JaHi mitepaTypu cBimuaTh, 110 Yy HOCiiB MyTaliit
yreHi BRCA I pu3uk BUHUKHeHHsI PM 3 BIpoaoB:K XXUT-
Ts1 KomuBa€eThes Big 40 10 85%, B OCHOBHOMY Y XKiHOK
BikoM 110 70 pokiB (57—65%), pU3UK PO3BUTKY paKy
seqnuka (PS) — y 39—44% xinok mo 70 pokis. Hocii
BRCA2-myTaliit TaKOX MalOTh 3HAUHUI PU3UK PO3BU-
TKy PM3 Briponos:xk kutts (40—85%), BiH HalBUILIAIA
(45—55%) y xiHok Bikom 110 70 pOKiB, TOI SIK pU3UK BU-
HukHeHHS PS 3HauHO Hikuuit — 15-25% (y 11-18%
XiHOK 110 70 pokiB). JIJ1s MOPiBHSIHHSL: Y 3arajbHiii mo-
MyJsUii pU3nK BUHUKHEHHS criopaanyHoro PM3 cra-
HoBUTh 13%, a PA — 1,5% [12, 13].

3a TiCTOJIOTIYHUMHA Ta iIMYyHOTICTOXIMIYHUMM OCO-
oymBocTAMU criankosi (popmu PM3 MaroTh pi3Hi xa-
pakTepuctuku. Haltuactine Mmopdooris cragkoBoro
BRCA l/2-no3utrBHoro PM3 Binnosigae mpoTOKOBOMY
paky (10 75%), a 3a MOJIEKYJISIDHUM ITiATUIIOM — TPU-
Yi pelieNTOp-HeTaTUBHOMY; 3a MyTalliiy reHi BRCA2 —
MOJIEKYJISIPHOMY ITATUITY JIFoMiHanbpHOTO B [13]. Crin
BiI3HAYUTH, 1O TowmupeHictb BRCA1/2-myTauiii ce-
pen XBOpuX Ha TpUyi pelienTop-HeratuBHuit PM3 3a na-
HUMM pi3HUX aBTOPIiB KoauBaeThes Bin 14,6 no 22,2%
(3okpema 3a mytauismu y reHi BRCAI y mexax 8,5—
17,2%, y reni BRCA2—2,7%) | 14—16]. Takum 4riHOM,
3BaXKalouM, 110 MyTallii y XBOPUX Ha TPUUi pelienTop-
HeratuBHUIT PM 3y reHi BRCA I BUSIBIISIIOThCS YacTillie,
HixX myTauii y reHi BRCA2, xBopi 3 TaKMM peLenTop-
HUM peHotuioM PM3 moTpebyroTh MeIUKO-TreHeTuY -
HOTO KOHCYJIBTYBaHHS i TCHETUYHOTO aHAaJTi3y ITyXJIMH-
HUX KJIITMH 260 JAiM@ouuTiB neprudepruyHoi Kposi (0co-
6JIMBO XBOPi BikoMm 10 60 pokiB) [17].

IHIMMEU pakTOpaMu Ta TOKa3aHHSIMM 0 TMPOBeE-
JIEHHSI TeHeTUYHOro aHali3y € MOJIOAMI BiK Malli€H-
TOK (o 45 poKiB) Ta CiMEHWIT aHAMHE3 100 HasIB-
HOCTi OHKOJIOTiYHUX 3aXBOPIOBaHb y 0aTbkiB, PM3 abo
P4 y 6iM3bKuX ponuyiB Ta MPEACTaBHUKIB CyOEeTHOCY
3a HalLliOHAJbHICTIO €Bpei-allikeHasi. 3arajaom, Bik Ia-
LIEHTOK P 3BEPHEHHI 10 OHKOJIOTa MA€ TOCUTD BaxK-
JIuBe 3HaYeHHs. Tak, SKII0 y BCiX BIKOBUX Ipynax 3a-
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rajabHOT MOyl KiHOK TOLIMPEHICTh MyTalliil y re-
Hax BRCA1/2 cranoButh 6,2% (3,7% — y reni BRCAI
Ta2,5% — y redi BRCA2), oy Billi 10 45 pokiB noiu-
PEHICTh MyTalliif 3pocTa€e B OCHOBHOMY Y JIBa pa3u —
1o 12,2% (8,3% — y reni BRCAI ta no 3,9% — y reni
BRCA2). HaBeneHi naHi cBiqyaTh Ipo 30iJIbILIEHHS KiTb-
KOCTi MyTallill y BKa3aHUX I'eHax 3 BiKOM, 1110 IOTpedye
0co0JIMBOT yBarv mpu NMpU3HAuYeHHi JiikyBaHHs. [lo-
SICHEHHSIM LIbOTO € (DaKT, 1110 MpU 30iTbIIEHHI MyTa-
Wil y MyXJMHHUX KJITUHAX OCTaHHI HaO0yBalOTh OiIbLI
arpeCUBHUX BJIACTUBOCTEH, Y TOMY YMCIi OiNbIIY 3710-
SIKICHICTh Ta aBTOHOMHICT®H [ 17], HACIiAKOM 4OTO MOXKe
OyTH OiNIbIL arpeCUBHMIA TEPEOIr MMyXJIMHHOTO MPOLIECY.

OxpiM Mmytalliit y reHax BRCAI/2, icHYIOTb MyTa-
Lii i B IHIIMX TeHaX, sIKi acolLilioBaHi 3 MiABUILEHUM
pusukom PM3 Ta P, npukiagoM 4yoro Moxe ciayry-
Batu cuHapoMm HBOC (hereditary breast and ovarian
cancer) — cuHApoM crankoBoro PM3 Ta PSI. Ileperik
TeHiB, 3 MyTalliSIMU SIKUX aCOLIIOBAaHUI Pi3HUI PU3UK

BUHUKHEeHHS PM3, npeacTaBiaeHuil B TaOIMIII.
TabGnuus
Pun3uk BuHMKHeHHa PM3, acouiiioBaHuii 3 MyTauismm reis [5]

FeHn Puauk PM3 (%) Ta Bik xBOpux (poku)
ATM 60 (0o 80)
BRCA1 57-65 (no 70)
BRCA2 45-55 (o 70)
CDH1 42 (po 80)
CHEK2 37 (no 70)
MLH1 19 (no 70)
MSH2 11 (no 70)
PALB2 35 (mo 70)
PTEN 85 (po 70)
STK11 32 (no 60)
TP53 25 (0o 70)

Cepen HUX, 30Kpema, reH PTEN, MyTallii SKoro BU-
3HavaroThes Ipu cuHApoMi Koymena (Cowden) (Makpo-
eHuedatiss, MHOXKWHHI TaMapTOMU Ha IIKipi Ta y Pi3HUX
opraHax, HaltyacTillle B opraHax IIJTyHKOBO-KHUIIIKOBO-
T'o TPaKTy, TaCTPOiHTECTUHAIbHI TTOJIIIN; BUCOKUI pU-
31K po3BUTKY PM 3, paky muTonomnioHoi 3aJ1031, eHI0-
METpisl Ta HUPKM).

Ilpu inmomy cunapomi — IleiitTua — €repca
(Peutz — Jeghers) 3 mytauieto y reHi STK11 — cniocte-
piraeTbcs MiABUILEHUI PU3UK BUHUKHEHHST PM3, ri-
HEKOJIOTiYHOI TTaToJIOTi1 (paK IMMKY MaTK Ta MaTKH,
P#I), mominiB IITyHKOBO-KUIIIKOBOTO TPAKTY, ITITMEH-
Tallil WKipu i CIM30BUX OO0JTOHOK.

I'en NFI acouiiioBaHuii i3 HelipodiOpomaTo3om
1-ro Ty, BiH XapaKTepu3yeTbcs HelipodidopoMaMu
Ta MIrMEHTHUMU 3MiHAMM HIKipy (BECHSIHKY Ha IIKip-
HUX CKJIaJIKaX, BOTHUILIEBI 3MiHU paiigy>KKu1 0Ka).

ITpu mytauii rena CDH I Bunukae cunapom HDGC
(hereditary diffuse gastric cancer — criankoBuii 1udys-
HU pak LTyHKA), IPU SIKOMY YyacToukoBuii PM3 € npy-
TOI0 32 YaCTOTOIO MyXJIMHOIO [12].

IlepeniyeHi cMHaAPOMU, a TAKOX MYyTallil iHILIMX Tre-
HIB, SIK CBiluaTh AaHi TaOJIMLi, € BITHOCHO HE4YacTU-
mH [ 13], mopiBHsiHO 3 reHamu BRCA I tTa BRCA2 matoTh
3HAYHO MEHIIY MOLIMPEHICTh Ta TEHETPAHTHICTb, 11100
CcTaTy KaHauAaaTaMy Ha POJib I1Ie OMHOTO I'eHa, acolli-
toBaHoro 3 PM3. Hapasi oHKoJIorM HeYacTo Mpu3Ha-



4aloTh 00CTEXXKEHHS XBOPUX Ha HOCIMCTBO MyTalliii y 6a-
raThOX TeHaX, YaCTillle BAKOPUCTOBYIOTD TOCTiMKEHHS
Ha myTalii y reHax BRCA1/2 [18]. OnHak y naili€eHTiB
3 BEJIMKOIO KiJIbKIiCTIO XBOPUX Ha paK y pOAMHi, TOOTO
BUPAXEHUM CiMEHMM aHaMHE30M 3 OHKOIMATOJIOTIl,
B 0Ci0 MOJIOIOTO BiKYy 3 NEPBUHHO-MHOXWHHUM pa-
KOM i 32 yMOBU HeraTuBHUX pe3ybTaTiB BRCA-TecTiB
€ HEeOOXiIHICTh MPOBEAEHHS OiTbII PO3LIUPEHOTO A0-
CJIIIDKeHHS 3 BUKOPMCTAHHSIM METOIY CEKBEHYBaHHS
JHK i maneni mo 30 reniB, acoliifoBaHMX 3i cIagko-
BUM PAKOM.

OCOBJINBOCTI TAKTUKU
CNOCTEPEXEHHA 3A 340POBMU
HOCISIMU MYTALLIU Y FTEHAX BRCA1/2

TA XBOPUMW 3 BRCA1/2-ACOLIINOBAHUM
CnAAKOBUM PM3

Jns 3mopoBUX 0CiO — HOCIIB MyTalliil y TeHi
BRCAI/2 BxXe BU3HAYCHO TaKi TAKTWYHI MiIXOIN:
1) cnocTepexxeHHs Ta CKPUHIHT; 2) XiMionpodilaKTu-
Ka; 3) npodinakTuuHa xipypris. Hatomictb, 17151 XBO-
pux Ha BRCA I/2-acouiitoBanuii cnankoBuii PM3 icHy-
I0Th TIEBHI OCOOJIMBOCTI y XipyprivHOMY, MEAUKAMEH -
TO3HOMY Ta XiMiOITPOMEHEBOMY JIiKyBaHHi.

CnocTepexkeHHs Ta CKPUHIHT. Y XiHOK i3 ciMeliHUM
PM3, He3ayiexXHO Bif HassBHOCTI ab0 BiICYTHOCTI My-
taniii y reni BRCA1/2, mopiyHuii CKPUHIHT TUISIXOM
MarHiTHO-pe3oHaHcHOoi Tomorpadii (MPT) MonouHmx
3aJ103 Ta Mamorpadii 103BoJIslE BUSIBUTU paK Ha OiTbIIT
paHHIX CTafisgX MOPIBHSHO TiJIbKU 3 MaMorpadieo.
Xoua 11i matieHTKN MaroTh Ha 70% HIDKYWA PU3HK ia-
rHoctyBaHHg PM3 I cranii i BuLe, 1aHa TakTuka oo-
CTEXXEHHSI He BIJIMBAE Ha 1X BUXKUBAHICTh i TPUBATICTh
xkuttd. OmHak MPT pekomeHaoBaHO [Jisg MalLiEHTIB
i3 ponuH 3 ciMeitnnm PM3 (y Ttomy uucii BRCAI/2-
acollililoBaHKM), i3 TPYAHUMM iMIUIAaHTAMU, YACTOY-
KOBUM PakoM, 3 MiJg03p0i0 Ha MYJAbTU(MOKAIBHICTD
pOCTy, IPU 3HAYHUX PO30IKHOCTSIX MiXK TaHUMU KJTi-
HIYHOTO OOCTEeXEHHS Ta Bi3yaslisallii, a TaKOX Iiepes
HeoaJ1 I0OBaHTHOIO XiMioTeparti€ro AJisl TOAaIbIIO01 OLliH-
KU JiKyBaJbHOTO raroreHesy [19, 20].

Pexomenpanii Bigminy monouHoi 3ano3u PoHay
Champalimaud (IToptyramist) momo gJiarHOCTUKM paH-
Hboro PM3 cBinuaTh Nnpo HEOOXiMHICTh MPOBOAUTU
MPT y nauieHTok BikoMm 30—35 poKiB rpyIrnu BUCOKO-
IO PU3UKY BUHMKHEHHSI OHKOTIATOJIOTi1 (HOCisIM MyTa-
it y reHax BRCA1/2 abo TP53 ta ponndam | crymeHs
CMOPiAHEHHS HOCIiB IMX reHiB). [Ipy HU3bKOMY Ta IO-
MipHOMY PM3MKY PO3BUTKY criankoBoro PM3 (mo 20%
BponoBxK XKUTTsT) MPT 3acTOCOBYETBCSI B OKPEMUX KJTi-
HiYHUX BUITIaJKaX, 1OCTaTHbOIO BBAXKalOTh Mamorpadito.
ITpu HU3BKOMY pU3UKY Micis 40 pOKiB pEKOMEHIYIOTh
LIOPiYHO yJIbTpa3BykoBe aociaimkeHHs (Y3]1) i oocre-
JKeHHsI y MaMoJiora Ta 1 pa3 Ha 2 poku — MaMorpadiro.
HaromicTb, mpu noMipHOMY pU3UKY BUHUKHEHHS OH-
KOIATOJIOTi1 Y YIEHiB POAUHMU (SIKILIO POIMHA HEe 00CTe-
>KeHa Ha HocilicTBO MyTalliil y reHax BRCA /2 abo Taki
pe3yJIbTaTH TOCTiIKEeHHSI HeITePeKOHIMBI) Ticst 35 po-
KiB He0OXiTHO 1opiuHo mpoBoauTt Y3]I Ta 00CTeKeH-

Hs1y MamoJiora, a mmiciist 40 poKiB — LIOpiYHO MaMorpa-
diro, Y31 Ta odocTexkeHHs y MaMoJiora [4].

3a maHmMu Iyouikauii [5] momo minHOCTI MPT-
CKPUHIHTY, HE BUSIBJIEHO NTOCTOBIPHOIO MOKpPAIEHHS
PaHHBOI 1IarHOCTUKMU, €(PEKTUBHOCTI JIiIKYBaHHS Ta 3HU-
JKEHHST CMEPTHOCTI XBOPHX Y TPYTIAX, 1110 TPOXOAVIIN ITIO
npouenypy. [lopsia 3 iuM BCTaHOBJIEHO TIEBHU BifcO-
TOK TillepHiarHOCTUKH, 1110 TTPU3BOANTH IO HEBUITPABIA-
HUX OTIEPAaTUBHUX BTPyYaHb, Y TOMY YHCJTi MACTEKTOMIl.

IIpodinakTiyHi Ta TepaneBTUYHI MeIMKAMEHTO3-
Hi cxemMd. €11Ha NOBEACHA OISl MEIUKaMEHTO3HO1
npodizakTuku PM3 mist XKiHOK ITpeMeHoIIay3aabHO-
ro BiKy Ha CbOTOJHi — TaMOKCUdeH (€HIOKPUHOIPO-
dinaktuka). Moro xapakTepHOI0 0COGIMBICTIO € 31aT-
HICTbh 3HMXXYBAaTH 3arajbHy 3aXBOpIOoBaHicTh Ha PM3
10 38%, a na ER-ntosutusHuit PM3 — 1o 50%. 3acro-
CyBaHH¢ iHTi0ITOpIiB apoMaTa3n y XXiHOK MeHOTay3ajlb-
HOTO BiKy TUCKYTYETHCS: IIOTIPH T€, 1110 BOHM 30AI0THCS
OinblI e(pEKTUBHUMU, MOOIUHA Jis1 HA KiCTKOBY CUCTe-
My Ja€ 3HaYHE OOMEKEHHS B X 3aCTOCYBaHHI JJIS 3/10-
pOBUX XiHOK [13].

IIpenapaTu 1aTUHU MarOTh HU3BKUI piBEHb N10-
Ka30BOCTi IIJIT TepalleBTUIYHOTO 3aCTOCYBaHHS Yy HO-
ciiB BRCA1/2 myTtauiil. 3a pe3yabTaTaMu paHIOMi-
30BaHUX KJIiHIYHUX BUMNpoOyBaHb Gepar Sixto Kap-
OOIJIaTUH HE TMiABUIIYE YaCTOTY MOBHOI 00’€KTUBHOI
BinnoBigi (pathological complete response — pCR)
Ta BIDKMBAHICTh 0€3 MposIBiB 3axBopioBaHHS (disease-
free survival — DFS). Iari6iTopu cimeiictBa hepMeHTiB
nosi(ageHo3uHpocdar-pudosa)nonimepasu (PARP)
MaroTh CBOIO MEPCIEKTUBY Y BUKOPUCTaHHI. Pe3ysbTa-
™ pochimkeHHss OlympiAD nokazanu, 110 ojanapud
MiABUIIYE MOKA3HUK BUXXMBAHOCTI 0€3 MporpecyBaH-
HS 3axBoproBaHHS (progression-free survival — PES)
Jo 7 Mic MOPiBHSHO 3 4,2 MiC MPU 3aCTOCYBaHHi CTaH-
JapTHOI ximioTepanii. OnHaK 3aJIMIIAEThCS BiIKPUTUM
nuTaHHs, Yu yci Hocii BRCA myTatiiii (3okpema BRCAT)
MarwTb OTPUMYBATH XiMioTeparlito, Hapa3i piBeHb JOKa-
30BOCTI JUTS LIBOTO 3ATNIIAETHCS HU3LKUM [6, 21, 22].

Xipypriuni npodiiakTuyHi BTpydanHs. Y XiHOK — HO-
ciiB MyTatliit y renax BRCA /2 xipypriuHa TaKTHKa 1a€
HaOiIbIY e(PEKTUBHICTD Y 3HUKEHHI PU3NKY BUHUK-
HeHHsa PM3 ta P4. Tak, 6inaTepanabHa mpodilakTuy-
Ha MacTeKToMisl (3a MammeHoM abo ITaIIKipHa) 3HU-
KY€ PU3MK BUHUKHEHHS PM3 10 95%. PekomeHnoBa-
HUI BiK >KiHKU JUI4 11 TpOBeNeHHs — 25 pokiB. biausbko
5% pU3UKY 3aJIUIIAETHCS HA MOXKJIMBICTh BUHUKHEH-
HSI paKy COCKa Ta TOJAaTKOBMX YACTOYOK MOJIOUYHMX 3a-
J103. BinmarepanbHa npodilakTUIHa CaabITiHT0-00(hop-
€KTOMisl 3HUXYE pU3MK BUHMKHEeHHST P4 Ha 80—90%,
PM3 — Ha 40—50%. PekoMeHIOBaHMIA BiK I 1i TIpO-
BeneHHs — 40 pokiB [13].

VY xBopux Ha cniankoBuii BRCAI/2-n03UTUBHUI
PM3 mnpodirakTiyHa MacTeKTOMisI KOHTpajaTepaib-
HO1 MOJIOYHOI 32J103U 3 HABUIIIUM PiBHEM JOKA30BOCTi
3HUXYE Ha 93% PU3KMK BUHUKHEHHSI HOBOTO YTBOPEH-
Hsl Ta Ha 49% — pU3KUK CMEPTHOCTI (Bil yCiX MPUYKMH).
Takox i3 HaiiBUIIMM PiBHEM JOKA30BOCTI OiaTepaib-
Ha TTpo(iaKTUYHA CaJIBITIHTO-00(POPEKTOMIS 3HIKYE
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Ha 57% puU3KMK CMEPTHOCTI (BiI ycix MPUYMH) y XBO-
pux Ha cnankoBuii BRCA 1/2-acouiiioBanuit PM3 [23].
Myrariii y renax BRCA 1/2 Bu3Ha4aioTh y KJIiTMHAX
nyxJuH abo giMdonutax nepudepruyHoOi KpoBi malti-
€HTOK MeTOoAaMU MoJiMepa3Hol JaHLIOroBOi peakiii
ta cekBeHyBaHHs JIHK. I1pote BusHauenHss BRCA1/2
MyTalliii OCTAHHIM METOJOM € IOCUTh JOPOrOBapPTICHUM
(500—1000 mom. CIIIA), 1110 YHEMOXJIUBITIOE 1OTO BU-
KOPUCTaHHS Ha eTari MepBUHHOTO CKPUHIHTY CIIAJIKO-
Boro PM3. HeobxinHO TakoX MPOBOAUTU F€HETUYHE
00CTeKEeHHSI KPOBHUX POJAMNYIB MALiEHTIB, Y IKMX BU-
sBieHo myTallii BRCA l/2 Ta miaTBepIKEHO CITaTKOBUIA
PM3, ocKiabK1 BOHU BXOASTH A0 TPYITM BUCOKOTO PU-
31Ky PO3BUTKY cniankoBoro PM3 a6o PAI.
AHai3yl0uM Miaxoau 10 MeAUYHOIO BEASHHS 310-
pOBUX HOCIIiB MyTaliii y reHax BRCA1/2, 3a3HauuMo,
1110 Ha TTOYAaTKOBOMY eTarli JOLiJIbHO (h)OpMYBaTH Ipy-
MY TMiABUILIEHOIO PU3UKY 3 MOAAIBIINM iX 00CTEXKEH-
HSIM, CTIOCTEPEXEHHSIM Ta MOCTIHHUM CKPUHIHTOM Tia-
TOJIOTIYHUX 3MiH B OpraHi3Mi B CIelliali30BaHUX MaMO-
Joriunux neHrpax (Breast Unit). Ximionpodinakruka,
OKpiM HU3BKOTO PiBHS JOKA30BOCTI 151 3aCTOCYBaHHSI
y HociiB BRCA 1/2 myTaltiii, CHpUIMHSIE 3HAYHI IT00IT-
Hi siBUIIA Ta hiHAHCOBE HABAHTAXXEHHS JUTS MAIliEHTIB.
Xipypriunuit MeTon npodilaKTUKK TAKOX MOB’ I3aHUI
3 BUCOKMM PU3MKOM TlicasionepaliiiHuX yCKIaaHeHb
Ta 3HAYHOIO BapTicTio JikyBaHHS. [IpoTe y maiieHTiB
3 KaH1Iepoh00i€r0, BUpaKEHNM CIIaIKOBUM aHAMHE30M
Ta migo3poto Ha PM3 3a nanumu mamorpadii ta MPT
JOUIJIBHO MPOBOIUTU XipypridyHe JIiKyBaHHSI B 00Cs3i
MiAIKipHOI MacTeKTOMii, 6axkaHO 3 OMHOMOMEHTHOIO
PEKOHCTPYKIIi€I0 MOJIOYHOT 3aJI03U, 110 ITiITBEPIXKY-
1oTh pekomeHaanii ESMO 2017 p. [19]. Ho wiei xaTe-
ropii XBOpUX MOXHA BiTHECTU MALliEHTOK i3 MHOXWH-
HUMMU By310BUMU (hopMamu ibpoaseHoMarTosy Ta Ci-
MeltHuM aHaMHe3oM 3a PM 3. He3Baxkalouu Ha 3arajibHy
CBIiTOBY TE€HIEHIIiI0 10 MPOBEICHHs opraHo30epiraro-
yux onepauiit 3 mpusBony PM3, mamieHTH 3 MyTauisiMu
TEHiB CIaIKOBOTO paKy BCe YacTillle 00UparoTh MacCT-
€KTOMil0, Yy TOMY YKCIi OilaTepaibHy MpoditakTuy-
HY MacTeKTOMIIO IIJIsl 3HUKEHHSI PU3UKY BUHUKHEHHS
paky 10 90—95% [19].
3BaXkaroun Ha MEHIITY TPUBAJIICTb KUTTS HaceJeH-
HsI YKpaiHu, 3HauHa 9acTrHa HociiB BRCA 1/2 myTarii
TeHiB MTPOCTO HE AOXUBAE 10 BUHUKHEHHSI PM3. Tomy
peanbHa Kinbkictb BRCAI/2-acouiliioBaHUX BUMAAKIB
PM3 B YkpaiHi BiporigHo Maja 6 OyTH iCTOTHO BUILIOO.
I Ha ocTaHOK, BUCBITJIeHA MpoOIEeMa € HOBOIO JIsI
Yxpainu, He BitoOpaxxkeHa T0CTaTHBOIO MipOIO Y BITUM3-
HSIHIl JliTepaTypi Ta NOTpedye 1ONaTKOBOIO BUBUECHHS.
BBaxxaemo, 1110 BaXJIMBO MPOBOJUTU FTeHETUYHE 00CTE -
JKeHHS JUIS1 YCiX Mali€HTiB, IKi MaloTh IJIs1 LIbOTO T10-
Ka3aHHS, iHIUBiAyaJbHO (32 HEOOXiTHOCTI 3 TICUXO0JI0-
TiYHOIO KOHCYIIBTAIIIE0) MiA0MPATH TAKTUKY BEICHHS
MAali€HTIB, Y IKAX BUSBIECHO MyTallii TeHiB CaJIKOBO-
ro paky [24—26]. O60B’I3KOBO MPOBOAUTU T€HETUY -
He 00CTeXXeHHS y Malli€HTIB i3 CHHXpOHHUM abo MeTa-
XpoHHUM PM 3, ocKinbKy NepBUHHO-MHOXWHHUI pak
YacTo ITOB’I3aHUI caMe 3i ClTagKoBUM (pakTopoM [27—
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29]. XBopi Ha PM 3 Mo1010T0 BiKy, XBOPi 3 BUPAXKEHUM
ciMeiitHMM aHaMHEe30M, XBOPi YOJIOBIYOI CTaTi, a TAKOXK
XBODi 3 IHINUMU (PaKTOpaMU PU3UKY (HALlIOHAJIBHICTh
€Bpei-alllkeHasi, HasiBHICTb TpUYi HeraTuBHOro PM3
3a MOJIEKYJISIDHOIO KJacu@ikallielo Ta iH.) MaloTh Ta-
KOX 000B’SI3KOBO OTPMMYBAaTH TeHETUYHE OOCTEKEH-
Hs. [Ipu BusIBIeHHI MyTallili TeHiB CMIaJKOBOTO paKy
TeHETUYHE OOCTEXEHHS TAKOX MAlOTh MTPOXOIUTU PO-
audi mauieHta. Ha cboromHi B YKpaiHi JOCTYITHI U1l
TeHETUYHI JOCHiIKEHHSI METOAOM ToiMepa3Hoi JJaH-
LIOTOBOI peakxllii, 1o HaiiyacTile Jal0Th 3MOTY BUSIBU-
i auie 7 BapiaHTiB myTatliii reHa BRCAI ta 1 BapianT
reHa BRCAZ2. OnHak, OCKiJIbKM IeHeTHKa CagKoOBOIo
paky B YKpaiHi IIMPOKO HE AOCTiIXKyBaiacs i 10CTO-
BipHO HEeBiAOMi HAOiIbIII MOIIMPEHI BapiaHTU TEHHUX
MyTalliif, JaHWI MeTOA JOCIiIXEHHs, 3a TyMKOIO aB-
TOpiB, € HEMPUIUHATHUM. TOMy HEOOXiTHO po3mnoya-
TU JOCTIIKEHHST MOLIUPEHOCTI Ta BapiabeJbHOCTI My-
Talliif TeHiB CMaAKOBOIO paKy METOIOM CEKBEHYBaHHS
JHK (30 reHiB crmragkoBOTO paKy) Ta po3pOOUTH PEKO-
MeHJallii BeIeHHsI TaKUX MalLlieHTIB B YKpaiHi, 110 MU
i IJIaHyeEMO 3pOOUTH B paMKax HallUX MOJATbIINX 10-
cIimKeHs [24—26].
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HEREDITARY BREAST CANCER:
CURRENT STATE OF PROBLEM

I.M. Motuzyuk, O.1. Sydorchuk, Y.V. Kostiuchenko

0.0. Bogomolets National Medical University,
Kyiv, Ukraine

Summary. The work is devoted to the actual problem
of oncology — hereditary breast cancer (BC). The
analysis and generalization of data of scientific lite-
rature on hereditary forms of BC, their prevalence,
genetic features, in particular, the frequency of muta-
tions in the genes of BRCA1/2 in this form of pathology
(in Ukraine and in the world) has been carried out. In-
formation on the current state of surveillance of healthy
women — carriers of BRCAIl/2 gene mutations (as-
sociated with hereditary forms of cancer), principles
of preventive measures for the occurrence of heredi-
tary BC that should increase the efficacy of preven-
tion of BC in healthy carriers of gene mutations, im-
provement of long-term treatment results patients and,
in general, a better understanding of the proper man-
agement of such patients at all stages.

Key Words: hereditary breast cancer, BRCA1/2,
mutations, screening, prevention, surgical
intervention.
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