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yucai 1 paky MosouHoi 3ano3u. [Tl cynmpoBOmKyeThCS TiMOMETUIIIOBAHHAM,
OKCHJIATUBHHUM Ta HITPO3aKTUBHUM cTpecoM. [4;7;10] OcnoBnMu npuanHamu [TL]
BUCTYNAIOTh SIK T€HETUYHI, TaK 1 €KOJOriyH1 (GakTopu. 30LIbIICHHS KOHLEHTpAIli
romorcteiny (HCy) Moxke OyTH ITOB’S3aHO C 4YOJIOBIYOIO CTATTIO, IAJIiHHSM,
3JIOB)KMBAHHSIM KaBOIO, BIKOM, TINEPTOHIYHMM CHHIPOMOM, 3MIHAMH JIMiJHOTO
npodiIr0 Ta BUCOKUM PIBHEM KpeaTHHIHY, IPUHOMOM KOHTpAIICNITHBIB Ta 1H. Aule
ICHYIOTh TEeHETHYHI (DaKTOpH sIKi Oe3MmocepeIHbO BIUIMBAIOTh Ha KOHIEHTpalio Hey.
B wmerabonizmi Hcey Benuky ponb rpaiote ¢gepmerTH ¢donarHoro mukiny 5,10-
MetwieHteTpariipodonarpenykraza (MTHFR) Tta wmetionuncuntaza (MTR), ski
NpUIMalOTh ydacTb B NPOLIECaX METHIIyBaHHs, cuHTe31 Ta BigHoBieHHI JIHK,
3HIDKYIOUM PIBEHb TOMOIIMCTEIHY B IUIa3Mmi KpoBl. Peakiii TpaHCMeTHIIyBaHHS
3a0€3Meuy0Th YTBOPEHHS Ta JETpajallil0 HEWPOMEN1aTopiB, PEryNsALII0 MPOLECIHTY
MPHK, wmerunyBanns JIHK, perynsmiro Ha pi3HUX eTamax eKCIpecii TIeHiB,

MIOCTTPAHCIIALIMHOT Mo dIKaIli TOTINENTH/ IIB Ta O1JIKIB.

Pak MoJI04HO1 3a1034 y )KIHOK € CepHO3HOI0 MPOOJIEMOIO ChOTOJICHHS, OCKUIBKH 11€
3aXBOPIOBAHHS € JIy>Ke MmomupeHnM 1 ckianae 30 % ycix BUMAIKIB paKy cepel )KiHOK,
a B CTPYKTYpl OHKOJIOTIYHOI 3aXBOPIOBAHOCTI IHOYOI'0 HACEJIEHHSI YKpaiHu 3aiiMae
1-me wmicne, cranoBmsiun 19,6%. YHOpomoBk OCTaHHBOTO NECATUIITTS B YKpaiHi
OpoKy 3axBopiBatoTh moHaa 15000 >xiHOK. PW3MK BHHUKHEHHS paKy MOJIOYHOT
3aJI03M TMPOTITOM JKUTTS CTaHOBUTH Yy JkiHOK 10 10%. [2;3] 3 po3BUTKOM
MOJICKYJIIPHO - TEHETHMYHUX TEXHOJOTIA BIAKPWINCS WIMPOKI TMEPCIEKTHBU IS
BUBYCHHS TI'C€HETUYHOTO KOMIIOHEHTa B PO3BHTKY OHKOJIOTIYHMX IIPOIICCIB,
HaKOMWYEHO OaraTo AaHUX MpO BIUIMB PI3HUX MOJIMOP(PHUX TEHIB Ha PHU3UK
BUHUKHEHHS 3JIOSKICHUX NyXJuH. Bigomo, mo BaximmBuM (HaKTOPOM PHUBUKY
PO3BUTKY PaKy MOJOYHOI 3aJ103U € cragkoBuid haktop. B pesynbTaTi OaraTopiyHuX
3yCHJIb BUYCHUX OyNd 11eHTU(IKOBAHI 1 KIIOHOBaHI T€HHU, SIKi 3yMOBIIIOIOTH PO3BUTOK
cnaakoBoro paky mojounoi 3anmo3u -BRCA1 ta BRCA2. binemie 70 % myrTartiit ( a
Bchoro Biomo noHasn 1000) rena BRCA1 Hanmexxath 10 MIKpO- Ta MiHI-AeNeIiH, 1110
OpU3BOAUTH A0 3CYyBY paMKu 3uMTyBaHHsA. Sk Bimomo, 6inmoxk BRCAIL Binirpae

HaWBaXXJIMBIIITY POJIb Y KOHTPOJII KJIIITUHHOTO UKy 1 B Tporiecax pemnaparnii JTHK, a

336



came nmpuiMae y4yacTtb B (JOPMYyBaHHI NMPaBUIHLHOTO BEPETEHA PO3MOJLTY, a TAKOXK B
KOOpJIMHAII MiSUTBHOCTI YHUCJICHHWX TMENTUIIB, M0 3a0e3MeuyiTh IPOIecC
romoJsiornyHoi penapamii JIHK. Takum yumHOM, MyTarii, mo BeayTh 10 MOPYIICHb
¢bynkuiit 6inka BRCA1, npu3BoasTh 10 KPUTHYHOTO 30010 TOMOJIOTIYHOI permapartii
JIHK 1 po3BuTky HecTaOinpbHOCTI TeHOMy. JloBeaeHO, IO B KIITHHAX, B SKHUX
BicyTHIN Outok BRCAI, mBuamie mpoTikaioTh MpolecH KaHieporeHezy, a PM3
acouiioBanuii 3 mytamisiMu BRCAI, xapaktepusyeTrbcs OUTBII MOJIOAUM BIKOM
MAaIll€HTIB, HU3BKUM CTyNEHEM JAUQEPEHIIOBAHHS  IMyXJIMHH, BIJICYTHICTIO
pELEnTopIB CTEPOITHUX TOPMOHIB 1 €migepMallbHOro (akropa pocTy 2-TO THILY,
OCOOJIMBOCTSIMU ~ BIJMOBI/II Ha XIMIOTEpamilo, a TaKoXX IOTaHUM KJIIHIYHUM

nporaosom. [3; 5; 6; 8]

CydacHUMH METOJaMH MOJEKYIIPHO-TeHETUYHOTO aHalizy Oyno JJoKa3aHo, IO
outok BRCA1 Takox 37aTHMI 3aXMINATH KIITUHY BiJi OKCHJATUBHOTO CTpPECy 3a
JOTIOMOTOI0  MHOXKMHHOI ~ aKTHBallli  eKcIpecii Te€HIB  BIAMOBIJAIBHUX 34
IIUTOTIPOTEKTOPHY Ta aHTHOKCHUJIAHTHY BiAIMOBI/Ib, III0 POOHTH AY)KE BAXIMBUM HOTO
excrpecito npu crani [TL. Myrantana ¢popma BRCA1 mae 3HMKEHY CIIOPITHEHICTD
JI0 PEeLenTopiB €CTPOreHy BHACIIAOK 4YOro BiJ0YyBAa€ThCs BTpaTa KOHTPOJIO Haj
AKTUBAIIIEI0 €CTPOTEHUX PELENTOPIB, THAYKYETHCA TPAHCKPUIIIIIS IUIbOBUX TEHIB 1
TeHEPYIOThCSI TPUBAI MPOMiEpaTUBHI CUTHAIM, HE3AJEKHO BiJl PIBHS CHHTE3Y
€CTPOTEHIB, IO BEJIE 0 PO3BUTKY MyXJIMH B TOPMOH- 3QJIOKHUX TKaHWHAX. MyTartis
B reHi BRCA2, sx BioMo, 3yCTpidaeThCs piAIIe, HXK B T€HI-CYNPECcopl MyXJIMHH
BRCALl. Bigoma Benuka kuibkicTh MyTamiil B reHi BRCA2, naiibinbl nomupeHa
6174delT — myTartis, sika iHAKTUBY€E POOOTY T€HA, IO B MiZCYMKY MOXKe 3011bIITyBaTH
HWMOBIpHICTh po3BUTKY PM3 (y TOMy 4mcCIi, paky MOJIOYHOT 3aJ1031 y 4OJIOBIKIB). [ 'eH
BRCA2 6epe ydacth y 3aXHCTI OpraHi3aMmy Bij crioHTaHHUX yiikomxkenb [JHK, Tomy
MOPYIICHHS WOTO POOOTH JIO3BOJISIE «HAKOMHYYBATHUCS» IHIIUM MYTAIisiM IO
MPU3BOJUTH JIO OHKOJIOTIYHUX 3axBOproBaHb. /o 5% BCiX BUMAIKIB paKy MOJIOYHOI
3a5mo3u o0ymoBneHo mytaiiero reHa BRCA2, onHak, sKmio myTaiis OO T€Ha
BUSBIICHA Yy KIHKH, TO PU3HK PaKy MOJIOYHOI 3ay03u A Hei ctaHoBUTh 50 — 80%.
[12; 23; 31]
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['enu, mo koayoTh pepMeHTH 0OMiHY donaty € nomuMmoppHuMH. Tak, onucaHi 1Ba
3araJbHUX aliebHUX Bapianta rena MTHFR C677T (rs1801133) ta A1298C
(rs1801131), sxi nmpu3BoaaTh 10 amiHokuciaoTHUX 3amin Ala222Val ta Glu429Ala
BianmoBinHo. [Tomimopdizm MTHFR C677T € MOHOHYKICOTHAHUM MOTIMOPHU30M
(SNP) (moxyc C677T rs1801133) B reHi MeTWICHTETpariapodomaTpeayKrasbl
(MTHFR) mo Bexe 10 3aMillleHHsI aMiHOKHCIOTH (ajJaHiH-BaliH) B 677 MOJOXKEHHI 1
Mae HACITIIKOM 3HIDKCHHS aKTHBHOCTI epmenta mpu 37 °C Ta BHIIE, i MPOSBIAETHCS
sumeM ctikoi I'TL, sika kopenroe 31 30unbieHHsIM BmicTy T anens. Hociiicto T-
ajiessl JOCTaTHbO IIMPOKO PO3MOBCIOKEHE y MPEACTABHUKIB €BPOIEOITHOI pacH 1
nocsrae 30%. barato AOcHiOHUKIB BiAMIYaroTh BIUIMB noiiMopdizmy MTHFR

C677T Ha mporuo3 paky Mojo4Hoi 3anos3u [45; 46; 38; 37].

3B’s130K MeTabo13My (oJIaTy 3 KaHIIEPOTeHEe30M 0a3y€eThCsl caMe Ha MOro BKIIFOYEHHI
B cuHTe3 HykieotuaiB Ta metwiyBanHi JIHK. [33; 34; 40; 41]Cnextp MyTalliii reHa
BRCAI1 cunpHO Bapiio€ MK PI3HUMH TMOMYJSLISIMH Ta €THIYHUMHU Tpymnamu, 1 B
KOYKHOMY PETiOH1 € CBOi HAOOPH MaKOPHUX 1 MIHOPHUX MYyTallid, 1110 MOXYTb CTaTU
MPUYMHOIO BUHUKHEHHS 3aXBOPIOBAaHHS. 3a JaHUMU HU3KU JOCIIKEHb, Y HaCEIECHHS
Cxinnoi ta llentpansnoi €Bponu (Ilonbma, Jlitea, Himeyunna, Yropimuna, Pocis ta
VYkpaina) HaiyacTiiie 3yCTpidaroThCcsi TpU MakopHi mytamii: aBi B reHi BRCALI
(5382insC 1 185delAG) ta ogna B reni BRCA2 (6174delT). A6comtoTHy OUIBIIICTD
cepen mytamii ctanoBusia BRCA1 5382insC — 1i BusiBmm B 0,17% 310poBUX 1
1,9% 3aranpnoi rpynu xBopux Ha PM3. Pusuk BunukHenHss PM3 y HoOCIiB 1ux

MYyTalliif CTAHOBMTb, 32 JaHUMHM Pi3HUX aBTOPIB, Big 50 10 90%.[21; 12; 9; 40].

BpaxoByroun BuIleBKa3aHE, 3 METOI NOKpalleHHsS NpoQUIaKTUYHUX 3aXO/IiB,
CBOEYACHOTO JIIarHOCTYBaHHS Ta JIIKYBaHHS, 3MEHILIEHHS YCKJIaJHEHb Oyno O
JOLIBHO c(OPMYBATH KEHCHU TEHETUYHUX MapKepiB HAWOUIbII PO3MOBCIOIKEHUX
1HBAJI TU3YIOUMX 3aXBOPIOBAHb (TAKHUX SK PaK MOJIOYHOI 3aJI031) 1 TPOBOJIUTH MACOBE
TEeCTyBaHHS 0Ci0 MOJOJOTO BiKYy (Y By3ax, IIKOJIaX), MO AO3BOJMIO O chopMyBaTh
IPYNA PU3UKY Ta CIIOCTEPEKEHHS, IMPOBOAUTH J1arHOCTUYHI Ta MPOQIIaKTHUHI
nporpamu, siki 6 MOTJIM CyTTE€BO 3HU3UTH 3aXBOPIOBAHICTh Ta CMEPTHICTD 38 PAXyHOK

aJIEKTBAHOTO 1 CBOEYACHOT0 JIIKYBaHHS 1 paHHBO1 crielu(p1gHOT TPOPITaKTUKHY.
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