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GyuacHi Moxnusocmi 2eHemuku B Ykpaini
| 3ano0i2anki po3sumKY cnagkosux qopM paKy

Y cyuacHOMYy cBiTi OHKONOriuHi 3a0XBOPIOBAHHS CTAHOBASTb Y4 HE HAMGINbLUY 3arpo3y XXUTTIO NIOAUHM, NOCTYNAIOYUCH TiNIbKU
cepueBo-cyauHHIi naronorii [1]. BinbwicTb HeiHdeKUiHHNX XBOPO6 NMIOAVHU, 30KPEMA i OHKOJOTiYHi 3AXBOPIOBAHHS,

€ 6arato$pakTopHUMM, | IX PO3BUTOK NOB’A3AHUI Y TOMY YMCTIi 3 reHETUMHUMM YMHHUKAmMu. Lle, 3 ogHoro 60Ky, niaBuLLye

3 BiKOM pU3UK BUHUKHEHHSI XPOHIYHUX 30XBOPIOBAHD, d 3 iHLLIOro — AGE 3MOry pa3om 3 nikapem po3po6utu saxoam

3 ix npodinaKTMKKU, PAHHLOTO BUSIBNEHHS i edekTuBHOro nikyeaHHs [2]. Mpo ue po3noBie monekynsipHuii reHeTUK BigAiny
monekynspHoi naronorii i reHeTukn MeauuHoi na6oparopii CSD LAB lenuc Cepriitoeuuy Kosakos.

ﬁ' Yu Moxke paK OyTH reHeTHYHO 3yMOB-
JieHnm?

— Tax. 3a cygyacHOIO CTaTUCTUKOIO OJTM3b-
KO 10% BCix OHKOJIOTIYHMX 3aXBOPIOBAHb €
CITATKOBUMH (CIIPUIMHEHI TepMiHATUBHU-
Mu myTatismMn) [3]. Cepen dhakTopiB pu3m-
KY, TAKMX SIK LIKiIJIUBI 3BUYKH, CITOCIO XKUT-
T, iH(QEKIIiMHI areHTH (HAIIPUKIIad, Bipyc
TIAITIJIOMM JTFOMWHM ), HOCIMCTBO CITATKOBUX
MyTalliil y TeHaX «KpUTUYHOI iHPpacTpyK-
TypW» KJIITUHU € OTHUM 3 HalOiIbII Baro-
MUX Ta OTHMM 3 HAalTMEHIII 3p03YMIiJIUX i BU-
CBITJICHUX Y JIiTepaTypi [4].

ﬁ' Yu 103B0JSIE BUSIBJIEHHS TeHETUYHHX
(hakTopiB pU3UKY PO3BUTKY PAKY YHUK-
HYTH 3aXBOPIOBAHHS?

— BusHaueHHs reHEeTUYHUX PU3UKIB
YMOXJIMBJIIOE 3aMIO0ITTU PO3BUTKY paKy
LIJISIXOM CITPSIMOBAHOTO OOMEXKEHHSI BILIM -
BY 30BHIIIHIX (paKTOpiB (TIepcOHATI30BaHA
npodinakrrka). KpiM Toro, BipoBamKeHHS
CHCTEeMATUIHOTO MOHITOPHUHTY 1a€ 3MOTY
BUSIBUTHU paK Ha paHHill cTanii, a cyyacHi
MeToau 00POTHOU 3i 3OSAKICHUMU MyXJIU-
HaMHM — B 0araTboX BUIIAIKaX MTOBHICTIO BU-
JIiKyBaTH naiieHTa. bo pak ButikoBHUI!

ﬁ' ki THMM paky MOXKyTh OyTH cman-
KOBAMH?

— Crtig 3ayBaxkKUTH, IO 9YaCTOTA CITAIKO-
BUX (POPM paKy 3HAUHO BapifO€ cepel pisHUX
BM/IiB 3J710SIKICHUX HOBOYTBOPEHbD Pi3HOI JIO-
Kanizawii. Hatuacrime cnankoBum OyBae:

e DaK SEYHNKA,

e paK IrpyIHOI 3aJI03U;

e pax IMepeaMixypoBoi 3aJ1031;

e pax MiAIUTYHKOBOI 3aJ1031;

e pax IIIYHKA;

e KOJIOPEKTaJbHUI paK Ta iH.

ﬁ' AKi reHeTHYHi NOpyIIEHHS HaYacTinIe
BUKJIMKAIOTb PO3BUTOK CHAJAKOBOTO
paKy?

— 3a pekoMeHganisMu HatrioHabHOT OH-
kosoriunoi Mepexi CIHA (NCCN), tecty-
BaHHS Ha CITAIKOBUI paK BKIIIOYAE TCHU, 11O
HaJiexXaTh 10 TPYIU I'eHiB perapatiii IIsIXoM
romoJioriyHoi pekomb6iHatii (HRR), a came:
ATM, BARDI, BRCAI, BRCA2, BRIPI,
CHEK2, EPCAM, NBN, NF1, PALB2, PTEN,
RADSIC, RAD51D, STK11Tta TP53, a Takox
CDHI1, CDKN2A, EPCAM i renu cucteMun
penapaitiii TOMUJIOK KOMIUIEMEHTApHOCTI
(MMR), sxmrouatount MLH 1, MSH2, MSH6,
PMS2. TTpu uiboMy BUOIp TCHIB I TECTY-
BaHHS 3aJICKUTh Bill ITOKa3aHb (JIOKAJTi3allii,
tumny paky). [enu HRR € 000B’s13k0BUIMUI
KOMIIOHCHTaMM TTaHeJIei TS OIiHIOBaHHS
CITAIKOBOI CXUJIBHOCTI 10 PO3BUTKY paKy
IPYIHOI 31031, SIEUHUKA, MIEPEAMiXypOBOL
Ta MiALLTYHKOBOI 3a1031. Harnpuknan, reHe-
tnuHa maneab MyGene HRR y Menuuniii
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nmadopatopii CSD LAB Bkirouae Bech Iiepe-
JIIK TEHIB JI BKa3aHUX CITATKOBUX (hOpPM
paxy. Kpim Toro, 1151 BUSIBIEHHSI TEHETUYHOT
CXUJTBHOCTI IO PO3BUTKY MEIAHOMM PEKO-
MeHgoBaHa oninka CDKN2A, a njis Kono-
PEKTAIEHOTO PaKy BasKJIMBUM € TeCTYBAHHS
rexHiB MMR, s1Ki BinmoBinaroTh 3a perapatito
noMuiiok komruieMeHtapHocti JIHK [5].

[ﬁ AK cnaakoBi YMHHUKM MiIBHILYIOTh
PU3UK BUHUKHEHHS paKy?

— Haituacriie gakTopaMu pu3MKy po3-
BUTKY CIIaAKOBOTO paKy € TepMiHATUBHI
(cmaakoBi) MyTallil B TeHax, 10 KOHTPOJIIO-
I0Tb IHTAKTHICTh T€HOMY, IIPOLIECU TTOALITY
Ta 3arubesi KJIiTuH B opraHi3Mi. Lli reHu
KOJIYIOTb O1JIKM, 110 PEryJII0I0Th BUTIPaBJIeH-
HST TIOIIKOIKEHb TEHETUYHOTO KOmy abo
3a1100irafoTh MyXJIMHHUM IIpoIiecaM depes
PeryJisiiito KIiTUHHOTO LUKJTY i aronTo3sy.

Krnacuunuit npukian — crnaakoBi MyTallii
BreHax BRCAIi BRCA2. 11i renu 3aimydeHi
0 MPOILECIB pernapallii ABOJIAHILIOTOBUX
pospusiB JIHK 1wuisixom romoJioriyHoi pe-
KoMOiHaii. JlocaiakeHHsT HasiBHOCTI MyTa-
il y 1IMX TeHaX peKOMEHIOBaHi 1Sl BUSIB-
JIEHHSI CNIaIKOBO1 CXMUJIbHOCTI 10 paKy rpyia-
HOI 3aJ03U, SIEYHMKA, MEePEeaAMiXypoBoOi
Ta MiAIDIYHKOBOI 3amo3u [5]. Came ycman-
KyBaHH$I MyTaliit y reHax cuctemu HRR
TIPU3BOIUTH 10 30iMBIICHHS PU3UKY PO3-
BUTKY paky. Onnak y mpotiecu HRR 3any-
YeHi i iH1i reHyu. BoHM onocepeakoByOTh
poitb BRCAIta BRCA2Y KITITHHHUX IIPOIIe-
cax, a BU3HAUYCHHS MyTallill y HUX TaKOX
peKOMeHIOBaHe JIS BUSBJICHHS CIIaJKOBOT
CXWJIBHOCTI 10 paKy.

[ﬁ IITo Take HRR?

— HRR — 11e koMruiekc reHis, sIKi
320€e3MeYyloTh CKJIaAHUN Tpolec Bifd-
HoBieHHs NHK misixom romosioriyHol
pekombOiHallii. [eHu, 3ajyyeHi B 110 CUCTe-
My, OEpPYTb y4acCTh Y BiIHOBJIEHHI CEPIIO3HUX
noumkoaxeHb JHK, y Tomy uucini nso-
JIAHIIOTOBUX pO3puBiB. Taka penapaiis
BiIOYBA€ETHCS LUISIXOM 3Ty4eHHS MaTepiaty
TOMOJIOTIYHOI XpoMOCcOMHU. B opraHi3mi Jjito-
JIUHA MICTUTBCS 46 XpoMocoM — 23 Habopu
nmapHux xpomocoMm. KoxkHa Xxpomocoma
cknagaetbes 3 JIHK i 6inkiB. KoxHa HUTKa
JAHK mpencraBineHa NOOBIMHUM JIAHIIIOXK -
KOM HYKJICOTHIIB, pO3TaIlIOBaHUX 3a IIPUH-
IIUIIOM KOMITIEMEHTapHOCTi. Maioun onuH
JTAHIIOXOK, MOXHA ITOOYIyBaTH IPYTUIA.
OTxe, TIPY MTOIITKOMKCHHI OMHOTO JTaHITIOTa
penapatiist 3IiiICHIOETLCS LLIJISIXOM BiITBO-
PEHHsI HOpMaJbHOiI OyI0BU 3a «iHCTPYKIIi-
€10», HAJIaHO10 y 30epeXXeHOMY JIAHIIIOTY.

1o poOuTH, KO NOMKOIKEHI 00MIBA
Janmiorn /THK i mepBunHAa <«iHCTpYK-
isi» 3HMIEHa?

— CaMe y Taknx BUITagKax Ha JOTIOMOTY
npuxoaaTh renu cucremu HRR, 110 iHiwio-
I0Th pernapallito IJISIXOM 3aTy4eHHs Heypa-
JKEHOI APYToi (TOMOJIOTIYHOI) XPOMOCOMH,
00 TaM € aHAJIOTiYHA «iHCTPYKLisl». CrcTeMa
HRR 3HaxoauTh noTpiOHY AiSIHKY TOMO-
JIOTIYHOI XpOMOCOMM 1 «BUpi3a€» (PparMeHT
onHoro 3 aBox JaHuriB JIHK, saxy sk nar-
KY BMOHTOBYE Y TTOIIKOMIKCHY XPOMOCOMY,
i Ha 11 OCHOBI BiIHOBJIIOETLCS APYIUI JaH-
moxok JIHK. ¥V pesynsraTi o6uaBi xpomo-
COMU MalOTh ITOYaTKOBUI TeHETUYHMI KOJI,
i BCi 310pOBi.

He nuBHO, 1110 canKoBi MyTallil B reHax
HRR wmatoth cepitozHi Hachiaku. bo npu
3HAYHUX MOIKOIKEHHSIX i IBOJAHIIIOTOBUX
pO3pUBaX MOXJMBICTb BiIHOBJIEHHS MO-
mkoaxeHoi JJHK obmexena. [lomunku
(MyTallii) HAKOITMYYIOThCS, i PU3UK PO3BUT-
Ky 3JI05IKiICHUX TTyXJIMH 3POCTaE.

Yomy pH3HMK pO3BUTKY CIAaJKOBOIO
PaKy 3 BiKOM HiBUIIYETHCS?

— HaBiTb 3a HasIBHOCTi CMaIKOBUX MyTa-
uin y renax HRR pak po3BuBaeThcs
He y BCix i He oapasy. Taki MyTallii BU3Haya-
I0Thb TiJIBUILEHHS BipOTiZHOCTi PO3BUTKY
paxy 3 BikoMm. [IpmunHa KpUETHCA B MeXa-
Hi3Max BHYTPIITHBOI IPOiITaKTUKY i (peHO-
MEHY «p€3ePBHOTO KOITiIOBaHHSI», 1110 320€3-
Teuy€e TeBHUM 3aXMCT BiJl HE3BOPOTHUX
MOIIKO/XEHb 32 paXyHOK JBOX JIAHIIIOTiB
y JAHK, a60 1BOX rOMOJIOTiYHUX XPOMOCOM,
y SIKHX 3 OJHi€l KOTii MOXHa BiATBOPUTU
iHIITY.

Y 310pOBili TKAHWHI IPU MOIIKOMIXKEHHI
reniB rpynu HRR ab6o ycnaakyBaHHi ae-
(hekTHOTO TeHa Bil OaTHKiB «Hempale3aaT-
HOIO» € JIMIIe OgHAa KOIIisl IIbOro TeHa.
3a TaKMX yMOB JpyTa KOITisl IIHOTO TeHa Oyze
MPOAYKYBaTU pobOYMiA OUIOK i MiATpUMY-
BaTU 3MOPOBUI KIITUHHUN (DYHKITiOHAI
cucTeM penapalii. Brius 30BHilIHIX (ak-
TOPIB IIOTHS CIIPUYMHSIE TUCSTIi TCHETHY -
HUX MyTaliil B opraHi3Mi, 110 HAKOMUYY-
10ThCs 3 BikoMm. Cuctemu penapatii JJHK,
Yy CBOIO 4epry, IMPOTUIIIOTh IIUM 3MiHAM
i BUNPABJISIOTb MOMUJIKNA T€HETUYHOTO
koay. Konu GinbiiicTh KIITUHHUX TiACUC-
TEM 3a3HAIOTh TCHETUIHUX MYTALIili, 3a3BU-
yail y KJIITUHI € Ipyra KoIlig TaKoro X ca-
MOTO TeHa, sKa 3a0e31euy€e IIPOTOBXKCHHS
il (pyHKIIIOHYBaHHS.

[IpoTre mpu MOIIKOIXEHHI APYToi Ta
€MHOI 310pOBOi KOTITii ((PeHOMEH «IOoABIi-
HOro yaapy», TOOTO YIIKOAXEHHS 000X
aneneil (Komiit) reHa) pUu3uK PO3BUTKY
3JI0SIKiICHUX HOBOYTBOPEHb 3pocTae. SAKIo
OJTHA 3 KOIIilf TIOIIKOKEHA 3 HAPOIKCHHS,
Taki MyTallii MOXYTb NMpu3BecTu abo
0 JIiKBigamii MOIMIKOAXEHOI KIITUHU,
a00 10 HEeMOZKJIMBOCTI BiIHOBJIEHHS IO~
wkomkeHb JIHK, HakonuueHHsT MyTalliii
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y TeHOMi Ta HEKOHTPOJIHOBAHOTO PO3MHO-
JKEHHSI/POCTY, 110 € OTHIEI0 3 XapaKTepuc-
THK OHKOTCHE3Y.

[ﬁ Kom motpiOHe TecTyBaHHS HA chan-
KOBHIi paK?

— 3rigHo 3 pekomeHaanismMu NCCN, re-
HETUYHE TECTYBaHHSI /151 BUSIBJICHHS CHIajl-
KOBOI CXWUJIbHOCTI 10 PO3BUTKY OHKOJIOTiY-
HHX 3aXBOPIOBaHb ITOKa3aHe:

e 370pOBUM 0cobaM (0e3 paKy), SIKIIO:

— CITaZKOBY MyTallifo, 10 BU3HAYAE
CXUJIbHICTD 10 PO3BUTKY paKy, BUsIBJIE-
HO Y KPOBHOTO POIMYA;

— y IBOX i OiblIe OJM3bKUX POAUYIB
BUSIBJIEHO PaK;

e TIAlliEHTAM 3 BUSIBJIEHUM PAKOM:

— SKIIO pakK AiarHOCTOBAHO Y Billi
110 45 poKiB;

— SKIIO aHAJIOTIYHUI TUM PaKy OyJ0
BUSIBJIEHO y OJIM3bKOTO POIMYA;

— y pas3i BUBHAYEHHS MyTalliii y myX-
JIMHI, 1110 HAJIEXKUTh 10 KaTeropii HOBO-
YTBOPEHB 3 BUCOKOIO YACTOTOO CIIafl-
KOBOTO PaKy;

— SIKILIO BUSIBJIEHA MYTallisl B TeHETUY-
HOMY TIpoiJTi MyXJIMHU Ma€ KIIHIYHI
HACJIIKU, TaKi SIK CXUJIBHICTb 10 CIaj-
KOBOTO PaKy;

— SIKi BiIIMOBIIAOTh KPUTEPISIM TECTY-
BaHHsA cuHIpoMmiB JIi — ®paymeHi,
Koymena/ramapromu PTEN a6o Jlinua;

e ocobaM, ocobucTuii abo cimeiHuit

aHaMHe3 SIKMX BKJIIOYAE:

— pak rpymHoi 3aJ1034;
paK SIEYHNKA;
pak MiIlLTYHKOBOI 3aJ103H;
— pak nepeaMixypoBoi 3aJ1031;
KOJIOPEKTAJIbHUI paK.

TectyBaHHS He TTOKa3aHe, IIPOTE PEKO-
MEHAOBaHe JIJIsI EBPEiB alllKeHasi 0e3 moaar-
KOBHUX (PaKTOPIB PUUKY.

I'eHeTHyHe TeCcTYyBaHHS Ha CXMJbHICTb
JI0 CNIaJIKOBOTO PaKy J03BOJISIE BXKUTH 3a-
XOJiB /Il BYACHOTO BUSBJIEHHS MyXJIHUHU
Ta 30LIBIIY€ IMAHCH HA YCTIIHE JIKYBAHHSI.
Indopmanis npo reHeTHYHUIA CIATOK —
1ie TepInii KPOK HA NMIIAXY 10 3am00iranas
OHKOJIOTIYHUM 3aXBOPIOBAHHSM.
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