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Mema: cmsopumu ingpopmauitinuii pecypc «Cnadxoei paxosi cundpomus . O6’°cxm
i memoou: xomnaexcruii nowyxk ingopmauii 6 Hayxomempuunux 6azax oanux
PubMed, The Familial Cancer Database (FaCD), OMIM ma inwux ceimogux
Haykogux dxcepenax, onyonikoeanux 3 2004 no 2014 p., a maxoxc ananiz pe-
3yapmamie docaioxcens, wo suKonyromsca ¢ Incmumymi excnepumenmanvroi
namoaoeii, onkonoeii i padiobionoeii im. PE. Kaseyvkozo Hauionaavrol axa-
demii nayx Yxpainu. Cepedosuwem npoepamyeanis ingopmauitinozo pecypcy
«Cnadxoei paxoei cundpomus € Borland Delphiv.7.0. Pesyasmamu: cucmema-
MUu306aHa i ONMUMANBHO CIMPYKMYPOBAHA iHGopmayis npo cnadkoei cuHApo-
MU 3 QYMOCOMHO-COMIHAHMHUM | GYMOCOMHO-DEUECUBHUM MUNOM YCRAOKY8aH-
HA, npu AKUX ICHYE GUCOKUI PU3UK PO3BUMKY OHK0A02I4HOT namonoeii, 3a6e3ne-
Yye onepamueruii docmyn 0o inghopmayii e 2any3i MeOUUHoOT eeHemuKU, 30Kpema
onkoeenemuru. Bucnosox: cmeopenuii indhopmayiiinuii pecypc «Cnadxoei paxo-
6i CUHOpPOMU» Hadacmb MONCAUBICMb OMPUMAMU CYHACHI gidomMocmi npo KAiHiY-
Hi nposieu ma 2eHemuyHi 0cobausocmi paKoeux CUHOPOMIE 3 YPAXYBAHHAM MUy
YCRAOKYBaHHA, CReKmpa acoyiiio6aHUX HOBOYMEOPEHb, (PaKmMOopie pUUKy, an-

20pummie diazHocmuxu ma npogiraxmuyHux 3ax00ie.

BCTYN

Bimomo, 1m0 6inbnricTh 3M0SKICHIX HOBOYTBOPEHD
(3H) mogunu € MynbTH(haKTOpialbHUMHU 3aXBOPIO-
BaHHAMMK. BOHM MOXYTh BUHHKATH CTIOPATMMHO, KOIH
TIi1 BIUTHBOM €K30- UM eHIOTeHHHX (haKTOpiB ITOYHHA-
I0TbCS TEHETUYHI 3MiHH Y COMAaTUYHMX KIIiTUHAX, a60
B 5,0—10,0% BumamKiB — Ha TJIi BpOIXEHHUX TeHETHI-
HHUX JedeKTiB, 94aCTO B paMKaX ITEBHUX CTIIaIKOBHUX CHH-
IIPOMIB 3 ayTOCOMHO-AOMiHAHTHUM (AJl) abo ayrocoM-
Ho-petieCcHBHUM (AP) TumoM ycmankyaHHs. OmgHak
JIOCi aKTyaJbHUM 3aJIMIIAETLCS TMTAHHS OLIHKHA PH-
3HUKY PO3BUTKY OHKOJIOTITHOTO 3aXBOPIOBAHHS ¥ HOCIi-
iB meheKTHOro reHa.

3 ypaxyBaHHSIM HaBEIEHOTO CBOEYACHE iarHOCTY-
BaHHS CHHAPOMIB, Y paMKaX SKHMX MOXYTh BHHHKAaTH
OHKOJIOTTYHI 3aXBOPIOBAHHSI, € BaXJIMBHM SIK ILJISI MO-
HITOPHHTY CTaHy 340POB’ sl CAMMX IIPOOaHIiB, TaK i Wwie-
HiB iXHiX pOIMH JJI1 PAHHBOI'O BUSIBJIEHHS TIEPEIITyX-
JIMHHHUX Ta MyXJIMHHUX TIpolieciB [1—4].

Sk BimoMo, ciMeitHi pakoBi curapoMu 3 AJl THITIOM
YCHAIKYBaHHSA — 1I€ 3aXBOPIOBAHHS, BAHMKHEHHS SIKHX
3YMOBJIEHO MOIKOIKEHHSIM IOMiHAHTHOTO AJIEJIA ITeB-
Horo reHa. JledexTHii reH (I'eHH) ITPH TaKNX CHHIPO-
Max yCHaJKOBYETHCSI HAIMAAKAMM Bill OMHOTO 3 6aTh-
KiB — Te€TEpO3HMIOTHOTO HOCisI TAaKOro reHa (BEpTH-
KaJIbHUH TUII TIEpeIadi 03HAKH ) TA BU3HAYAETHCS B YCiX
KJIiITHHAX OpraHiaMy. XBopo6a ITposIBJISIETHCA Y HAIAA -

KiB 32 YMOBH MyTalliifHNX 3MiH a60 BTpaTH APYTOIo He-
TIOIDKODKEHOT'O aJle]is reHa (BTpaTa reTepO3UTOTHOCTI).
Ciin 3a3Ha9KTH, 110 IIpK A/l 3aXBOPIOBAHHAX Y HACTYII-
HHX TIOKOJIIHHAX 30epiracThCs TEHIEHI1Iis 10 BCe GLTBIT
PaHHBOTO BiKy II0YaTKY XBOPOOH i TSDKUOTO ii ITepeoiry,
T06TO Mae Miclle heHOMeH aHTHITUTIALLII [3, 6].

V xBopux Ha CHHAPOMH 3 AP THIIOM YCIIaAKyBaHHS
TIPOSIB O3HAKH BiTOYBA€THCA TiJIbKH 32 YMOBH ii TOMO- Ui
TEMi3UTOTHOCTI, 3aXBOPIOBaHHS IIEPEAAETHCA Bill 30pO-
BHX 6aTBKiB — HOCIiB pelIECHBHOTO aJIeJisI HAIAIKaM i
MposIBIAETheA y COCiB. 3H y Takux mattieHTiB (HaifyacTi-
111€ 11 ITYXJIMHM JTiM(OITHOI Ta XiHOYO0]1 peIMPOAYKTUBHOL
CHUCTEMU, HUPKH i HEPBOBOI TKAHWHH)) MOXYTh BHHHKATH
BXe Y TATHHCTBI 94 Y IOHOMY Billi. Lle mMosCHIOEThCS THM,
10 y XBOpHX Ha AP cuHIpoMH «miporpama ieheKTHOro
TeHa» ITOYMHAE PEATi30BYBATUCA ITIE Y pAHHBOMY €MOpi-
OreHe3i Ta 3yMOBJTIOE iX IIiIBUINICHY 9y TJIMBICTh A0 BIUTH -
BY TaKMX YMHHMKIB, K iOHi3ylo4a pamialiia, ynsrpadi-
0JIETOBE BUTIPOMiHEHHS Ta XiMi4Hi MyTareHu [7—13].
¥ Takux XBOpHX BiI3HAYAIOTh BUPAKEHY XPOMOCOMHY
HECTAOUILHICTD, 2 CHMITTOMOKOMILIEKC 3aXBOPIOBAHHS
MOX€e BKII0YaTH 5 i 6inbine o3Hak. IIpu 1boMy BUHHKAE
CKJIAJHICTD SIK Y IiarHOCTYBaHHI ITCBHUX aHOMAJTiii, TaK i
B 00’ €KTMBHOCTI iX OI[iHKM, TOOTO BCTAHOBJICHHI 3HAYCH-
HSI CUMIITOMY i iforo aiarHocTiaHoi iHpOpMaTUBHOCTI.

'V KOHTEKCTi CKa3aHOT0 BapTO 3a3HAYMTH, IO AOCTi-
ICKEHHSA TeHETHKH paKy HabyBaloTh Bce OUIBLIOrO 3Ha-
YeHHS U151 Cy9aCHOi ITPAKTUIHOI OHKOMOTii [14].
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Po3pobka i BIpoBaKEHHSI TEXHOJIOTiH MI0I0 BUSAB-
JIEHHS1 paKy B OCi0 3 yCIIaJIKOBaHOIO I'€HETUIHOIO My-
Tallilo Ta y iXHiX poAMYiB, AKI MOXYTh MAaTH IigBUILIC-
HY CXWIBHICTb 10 PO3BHTKY OHKOJIOTIYHMX 3aXBOPIO-
BaHb, JO3BOJIUTH ITPOBOAMTH IIJICCIIPSIMOBAaHI 3aX0IH
B Tajdy3i eIieMioIoriYHOro KOHTPOJIO Ta Mpodinak-
ik 3H [2, 15, 16].

st y3araJpbHeHHS Ta €DEKTHBHOTO BHKOPHC-
TaHHS Pe3YAbTATiB TAKHX OOCIIIXESHb HEOOXITHUM €
CTBOpPEeHHA iHPOpMaliifHOTO pecypCy K BaXXJIHBO-
TO CETMEHTAa Y BUBUECHHI reHeTHKHM paKy. Lle Binkpu-
Ba€ IEPCIIEKTUBY OIIEPATHBHOIO IOCTYITY IO BimIio-
BigHOI iHdopMallil 9K JOIIOMiXHOTO iHCTPYMEHTY,
SIKMI MOXe OyTHM BHKOpHCTAaHMII (QaxiBLAMH 3 Me-
JOMYHOI TeHETHUKH, JIiKapsIMU-OHKOJIOTaMH Ta CiMe-
HUMH JIIKapsSMH IIpU JiaTHOCTYBaHHi CIIaAKOBHUX pa-
KOBHUX CUHIPOMiB.

Merta nociimkeHHs NoJjisTana y CTBOpeHHi iHgop-
MailiiiHoro pecypcy «CIiaKoBi paKOBi CHHIPOMH» SIK
BaXKJIMBOI CKJIATOBOI MpoiTaKTHYHOI METMITMHH.

OB’EKT | METOAWN AOCTIZKEHHS

0O06’eKTOM AOCITIMXEeHHS OYIIH JKepena BITIU3HIHOL
Ta CBiTOBOI JIiITEPATYPH IIOMO KITiHITHUX MTPOSIBiB, IIATO-
reHe3y, FeHETUIHUX 0COOIUBOCTE, PaKTOPiB pH3KKY,
IiarHOCTHKH, IIPOrHOCTHYHMX MapKepiB i mpodinakTu-
ku 3H, mo BUHMKAIOTh y paMKax CIMEHHX PaKOBMX
CHUHOPOMIB i3 pi3HMM TUIIOM ycIankyBaHHs. Cepeno-
BHUIIEM CTBOPEHHS iH(dOopMallidHoro pecypey «Crnan-
KOBi pakoBi cuHapoMu» € Borland Delphi v.7.0. MeTo-
IW: KOHTEHT-aHaJli3, CUCTEMATH3AIlisl, CTPYKTypyBaH-
Hs iHdopMallii Ta 3HaHb.

PE3Y/IbTATU TATX OBFrOBOPEHHS

3rimHo 3 aHaTi30M MacHBY iH(dopMallii Imoao ciMeii-
HMX pakOBUX CUHAPOMIB 3 A/l Ta AP THrioM ycrianky-
BaHHsI, KW IIPEICTaBICHO B HAYKOBHX ITyOJIiKAIlisIX,
3’5COBaHO, IO BUTJIAL BiIIOBIIHMX JOKYMEHTIB OITH-
CaHO Pi3HUMH KOMIIOHEHTAMH TEXHOJIOTII, 110 BUKO-
PHUCTOBYIOTELCS B pO3p00ITi BeO-JOKYMEHTIB, a TAKOX Ha-
JaHa iHdopMailist Ma€ pi3Hi TuIH Ta 3MicT [4, 7]. ToMy
TS OTIEPATHBHOTO AOCTYITY 0 iH(opMallii oo cria-
KOBHX PAKOBHUX CHHIPOMIB HAMH PO3POOJIEHO OIITH-
MaJIbHY CTPYKTYpY iHdopmMaliitHoro pecypey «Cram-
KOBi pakoBi CMHApOMH». IH(hopMallilo IOA0 KOXHO-
IO CHHIPOMY ITPEACTABICHO BifIIOBITHO A0 KJIIiHITHOTO
Ta TCHETUYHOTO CUMITTOMOKOMILICKCY 3 YPaXyBaHHSIM
THUITY YCMIAAKyBaHHS, CIIEKTpPa ACOIlili0BAHNX HOBOYTBO-
peHb, 0OCOOMBOCTEH MyTalliil reHiB i 3MiH iX OLTKOBHX
NPOAYKTiB, GaKTOpiB pU3HUKY, TIATHOCTWYHHX i IIpo-
THOCTHYHHMX MAapKepPiB Ta KOMIUIEKCY IIpodinakTid-
HHX 3aX0fiB (Ta0m. 1).

ITpukiamoM TUIIOBOTO BUXiTHOTO JOKYMEHTA € iH-
¢opmauis nnpo cuHapoM biyMa 3rigHo 3 Kinacudika-
TopoM «CHamKOBi PaKOBi CHHAPOMH/AYTOCOMHO-PE-
LIECUBHiI CHHIpOMH» (Tabu. 2).
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Tabnuus 1
Crpyxrypa indopmauiiinoro pecypcy «Cnanxosi paxosi CHHAPOMH»
PybGpuxu Indbopmaniiia cxnaposa
r . Mogeni ycnankyBaHHs; NOWKOMXEHMIA reH/TeHu Ta ix
EHETHYHI L A s Y
. nokanisaujis Ha xpoMocoMi; 6inkoBuin NpoaykT i ioro
ocobnuBocTi

BNIACTUBOCTI; 0COGNMBOCTI 3MiH reHa Ta iH.
DakTopu puanky | DaKTOpu 30BHILIHLOTO CEPEAORWILA, FEHETUYH Ta iH.

AcouiifoBaHi CnekTp myxnwH, AKi HaWOINbL NOLIMPEHi TIPY LibOMY
HOBOYTROPEHHS | CNAAKOBOMY PaKOBOMY CUHADOMI
Anroputm M .
x KniHiuni kpuTepii, nabopartopHi noka3Huku

AiarHoCTHKN
MporHocTHYHI Mapkepu CnpysTIMBOro Ta HECNPUATAMBOTO nepebiry
Mapkepu 3aXBOPIOBAHHS

. Pexomenaauil ang nawieHTis 3i BCTAHOBNEHUM AiarHo-
Mpodinaktuka = AN LG .

30M i Aing poauyiB npobaHaa

IIpu popmyBaHHi LILTICHOTO OMHOPITHOTO ITOAAHHS
iHdopMallii M1 opieHTyBaTUCS Ha CyJ4acHi HAYKOBO 00-
I'DPYHTOBaHi YABIICHHS ITpO CiMEIHi paKOBi CHHAPOMM.
BomHoyac BUKOPHCTOBYBAJIM IICBHI y3arajlbHEHHS Ta
3araJIbHOCUCTEMHI KiacuikamiitHi mimxomy. Baxm-
BOIO YMOBOIO, SIKY BpaXOBYBAJIH TP F'eHepallii KOHTCHTY
iHdopMartiitHoro pecypcy «CnaakoBi pakoBi CHHApO-
MH», CTAJIO T€, IO ITi CHHIPOMM acoLlilfoBaHi 3 pO3BHUT-
koM 3H neBHMX n0Kajni3alii i BHHMKAIOTh Y pe3yJIbTa-
Ti MyTallilfHIX 400 €MireHETUYHMX 3MiH IIEBHUX I'€HiB.
B indopmaniitHoMy pecypci HazaHO BiTOMOCTI ITpO Taki
CUHIIPOMH i 3aXBOPIOBAHHSI:

¢ 3 A/l TUTIOM yCIIaAKyBaHHA: cMHApoMH I'opitiHa —
Tonbua, Tnmena — Jingay, Ji-Ppaymeni, Fapaxepa,
KoBaeHa, ITeitrua — €repca, WAGR, Jlinua, cnmaako-
Buii BRCA-acouifoBaHuii pak MOJIOYHOT 3a103H1/s€49-
HHKa, CITATKOBA PETHHOOIACTOMA, CIIAIKOBHI paK ITe-
peIMixXypoBoi 3aJI03H, CIIaAK0OBa MeJlaHOMa, Helpodi-
6pomatos I Tumy;

e 3 AP THnOM ycnankyBaHHS: CHHIpoMHu Biyma,
Jyi-bap, BpyTtoHa, Binemana — Beksira, Bickorra —
Ongpuua, Bepuepa, Hiitmerena, anemiss ®anxomi, Irir-
MEHTHa KcepoJepMa.

Anaini3 iHpopMalii 103BOTUB BUAUIATH HU3KY
CIIUIBHMX O3HAaK i IIEBHUX BiIMiHHOCTEM, XapaKTEPHHUX
Iust xBopux 3 AJl Ta AP cunapoMamu. BuszHaueHo, 1m0
MEHETPAHTHICTh I€HIB, aCOLiOBaHMX 3i CIIAAKOBUMH
CHUHIPOMAaMH, 3JICKUTh HE TUIBKM Bill CTYIICHS IIPOSI-
BY TeHETUIHHX ITIepe0yI0B, ajie i Bill BIUTUBY €K30TeH-
HUX YHHHHUKIB, AKi BU3HAYAIOTb BiKOBi paMKH pO3BHT-
Ky IMyXJIMHHOTO Tpoliecy. ToOTO YyT/MBICTh OpraHisMy
JIIOOWHHM OO BIUTMBY pi3HUX (haKTOPiB CEpEeOOBHUILA BU-
3HAYA€EThCA caMe piBHEM cTabinbHOCTI (260 HecTabinb-
HOCTi) OTO TeHOMY V pi3HOMY Billi, a Aisl TIKIiUTUBHX
YHHHHUKIB 32 YMOBH BPOIKEHHUX T€HETUIHHX Ae(DEKTIB
CIPHYHHSIE IIe OLIBII BUpaKeHy AecTabiti3allito reHo-
MY i, BpeIIITi, CIIPHUSIE PO3BUTKY OHKOJIOTiYHOTO 3aXBO-
pioBanHs [17].

ITepebir AP cMHIpOMIB MOXE 3aJIeXKATH HE TLTHKHU
Bil MyTalliil y IIeBHOMY I'€Hi, III0 3yMOBWJIA BUHUKHEH-
H{ 3aXBOPIOBaHHA, aJIe ¥ Bij TOKaJji3allii #1oro ImoImkKo-
IDKeHOTO caifTy. Tak, KITiHiYHI 0co0IMBOCTI Ta Iepeodir
CHHIPOMY ITiIrMEHTHOI KCEPOAEPMH 3aJI€XATh BiJ TOTO,
B sIKOMY 3 9 reHiB (XPA, XPB, XPC, XPD, ERCC6, DDB2,
ERCC4, RAD2, ERCC) Bunukia MyTauis [13].
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Ta6nuus 2
Cungpom Bnyma
Ckopoyena Ha3Ba: HeMae

NoBHa Ha3Ba: cuHapoM bayma (Bloom’s Syndrome)
|Hwi HA3BK: KAPIUKOBICTb 3 TENEAHTIOEKTATUYHOKD EPHTEMOID

FeHeTnuHi ocobnueocTi:

Menens - Howeo- | gforye MporeiH i ioro Oco6nuBocti aMiH
ycnaaky- | AxeHud | Ha xpo- :

. | BnacTusocTi reHa
BaHHS reH/reHn | MoGoMi
Moto- BIM 15q26.1 | BLM, poawna reni- | Jeneuis AinfHKA reHa
reHHa ka3 RecQ — dep- | poamipom 6—7 6 (xi-

MEHTH, fIKi Bigno- | no6a3aHi yacTMhu), pe-
BiAaIOTH 33 MATPM- | 3yNbTATOM AKOi € Ne-
MaHHS WiNICHOCTI | peayacHUi CTON-KOAOH
reHoMy i 3MiHW aMiHOKUCNOTHOI
nocnigoBHocTi dep-
MEHTY

DaKTopH pU3HKY:

- BUCOKMiA puank ana cubcie npobanpa (6parie i cecTep — Hawaakis oa-
Hux BaTbKiB);
- MyTaujiiHi 3MiHu rena BLM

AcouiiioBaHi HOBOYTBOpEHHS:

Y 25% XBOpUX MyXJIMHK BUHUKAIOTb Y AMTMHCTBI, iX KiNbKICTb 30iNbLUIYETh-
¢ nicna 30 poxis:

- NEHKO3M, 30KpeMa XPOHIYHKI MIENONeHKo3 Ta rOCTPUI ePUTPOMIEN03;
- HOBOYTBOPEHHS! KHLUKOBO-LUNYHKOBOTO TPAKTY;

- nyxnuHa Binbmca

ANropuT™ AiarHOCTHKM:

KniniuHi kpuTepii:

- TeNeanriekTasii BUSBNAIOTD Bifl HAPOAXEHHA 260 BOHH BUHMKAKTb

y NepLui pOKM XUTTS, T0KaNIi3yl0TbCA HAWYACTILIE HA WOKAX Y BUTALI «Me-
TENUKa», piALie NOWHUPIOIOTLCS Ha Y0No, ryOu, Byxa, iHOAI Ha nepeanniyys
Ta BePXHIO YaCTHHY CMHHHK;

- HaHi3M i3 NPONOPLIHHOIO KAPANKOBICTIO;

- BPOAXEHA TeNeaHTieKTAaTHYHA epUTEMA;

- ring- abo rinepnirMeHTavia WKipu;

- XPOHIYHe 3aXBOPIOBAHHA NEreHi;

- EPUTEMM, WO BAHUKAIOTL NPH iHCONALIT;

- UyKpoBH# piaber;

- MaJIEHbKMI ponixouedaniyHuii uepen;

- By3bke 0011448 3 BENUKUM HOCOM;

- NepefyacHe CTapiHHg;

- rinepnirMeHTaLlif 3 eneMeHTaMH ixTiosy Ta rinepTpuxoay;

- Ki03, Baay KiHLIBOK (NONi- T2 CHHAAKTHAIA, KNMHOAAKTUNIA, KIWLIOHO-
ricTb);

- YaCTKOBA afIOHTIA Ta Mionaris;

- paHHii po3BuUTOK HaraTboX TMNIB MYXNKH (Y AUTUHCTBI);

- $epTUABHICTb.

JlabopartopHi nokasHuku:

- imyHonoriyHe o6cTeXeHHs Ans BUABNEHHA iMyHOAEdiLMTY

MporHocTH4Hi Mapkepu:

He Bigomi

NpodinaxTnka:

1. PexoMeHpauii Ang naujieHTiB 3i BCTAHOBNEHWUM JiarHO30M:

- NauieHTam i3 CHHAPOMOM bnyma pexoMeHa0BaHo npodinakTuyxe 06-
CTEXEHHS B OHKO/IOra 3 METOI PaHHbOTO BUSIBNEHHSA NEiiko3iB abo HoBO-
YTBOPEHb LUNYHKOBO-KULLKOBOTO TPAKTY i MyxnMHu BinbMmca;

- YHHKHEHHS BIJIMBY COHAYHUX NPOMEHIB.

2. PexomenpaLii pna popuuis npobanaa:

- Me[MKO-TeHeTHYHE KOHCYNILTYBAHHS POAMYIB NpobaHAa Ans BU3HAYEHHS
PHU3MKY BUHUKHEHHS CUHAPOMY biyma;

- npeHaranbHa JIHK-AiarHocTvka 3 MeTolo BUSBNEHHA Y KNITUHAX XOpioHa
MyTawjiiHKX 3MiH reHa BLM

¥V xBopux Ha cuHapom Hiiimerena y 90% Bunan-
KiB BMABJISLIOTh TOMO3UIOTHY MyTaliio 657del5, ska
MIPU3BOMMTH A0 3CYBY PAMKH 3UMTyBaHHsI y TeHi NBS1
Ta CHHTE3Y BKOPO4eHOi (popMH Gijika HIOpHHY, TS SIKO-
ro XapaKTepHa OUThII HM3bKA e(PEKTUBHICTh YCYHEHHS
nomkomkeHs JTHK nopiBHsIHO 3 HOpMaibHOIO op-
MOI0. IHII MyTallii B IIbOMY T'€Hi TpaIUIsIoThca Haba-
raro pigme [11, 12].

ITpu npTOreHETMMHOMY AOCIIKEHHI JTIM(POILIUTIB
nepudepUIHOI KpoBi XBOpHX Ha aHeMilo MaHKOHI v Bilt-
TOBiTb HA Ail0 AienmoKcubyTaHy Ta MiToMilmHy C BuU-
ABJISTIOTH CTICIHGIYHI JUTS IUX IHIYKTOPIB XpOMOCOMHI
TOIIKOIKEHHS, SIKi Y TIMGMOIUTaxX 3MOpOoBHX 0Cib abo
MAIiEHTIB 3 iHIMMMMY reHETHYHUMH CHHIPOMAaMH XpO-
MOCOMHOI HecTabinbHocTi (cuHapoMu biryma, Bepae-
pa Ta iH.) He BUHMKAOTH [18, 19].

Ci1ig 3a3HaYMTH, IO B paMKax Maike ycix criaiko-
BUX PaKOBHX CHHIPOMIB 3 AP TUTIOM yCNIagKyBaHHS
PO3BHMBAIOThCS MyXJIMHU KPOBOTBOPHOI Ta JTiM(poimHoi
TKaHMHH, TIPOTE 33 CIIEKTPOM COJTiTHMX ITyXJIMH BUSB-
JISIIOTh MEBHi BinMiHHOCTI. Tak, pak MOJIOYHO]I 321031
MOX€E BHHHKATH Y XBOpMX Ha cMHApoM Jlyi-Bap (arak-
cisi-TeneaHriekTasist) Ta aneMito Parkowi [18—20], myx-
JHa BitbMca — y XxBopHX Ha cuHIpoM biyma Ta cHH-
rpoM Binemana — bexksita [21, 22].

AHai3 i cucreMaTH3allia JaHUX JIITepaTypH ImOI0
XapaKTepUCTHKH HU3KM CiMEIHIX paKOBMX CHHIPOMIiB
3 AJl THIIOM YCTIAAKYBaHHS TAKOX JO3BOILUTH BUSIBH-
TH JesIKi 0COOIMBOCTI IMX 3aXBOPIOBaHb. TakK, y paMKax
CIAIKOBMX 3aXBOPIOBaHb: cHHApoMy Jlinga II (cnaako-
BHI HETTOMITNIO3HHMI KotopeKTaabHIi pak — HNPCC),
ciMeHHOro aIeHOMATO3HOIO IMOJIIII03Y TOBCTOI KMIIIKH,
cnaakoBoro BRCA-acolliifoBaHOro paKy MOJIOYHOI 3a-
JI03K/9€9HIKa, cuHapoMy Jli-dpaymeni, — gacTo BU-
HHUKAIOTb IIEPBUHHO-MHOXWHHI ITyXJIMHH, TaKi SIK paKk
1IUTYHKA, KUIIEYHUKY, €eHIOMETpis, MOJIOGHO] 3aJ103H,
sIEUHMKa, TTepeaMiXypoBOi 3a103H, ITiONMUIYHKOBOI 3a-
JI03U, HUPKH Ta iH. [23—28].

OxpeMy IpyIy CTAaHOBJIATh CUHJAPOMM, TIPH SKHX
IyXJIMHUA BUHUKAIOTH Ha (DOHI BPOIXEHMX BaJl PO3BHT-
Ky Ta iHIIMX NaToJIOriYHMX cTaHiB. Hampukian, y XBo-
pux Ha cuHapoM KopneHa (repMiHajibHaA MyTaLlis y TeHi
PTEN) possurok 3H (mKip#, IUTONONIOHOT 3a7103H,
MOJIOYHOI 331031, TOBCTOI KMINKH, MATKH, IEYHHKA Ta
iH.) MOXe acolLIiIoBaTHCA 3 MaKponedai€ro Ta riroruia-
3i€10 AUISTHOK IIEJieTl, KaTapaKTolo, [ayKOMOIO, Mio-
TaTi€l0, aHOMANIEIO CYTHH Ta iH. [29].

V narieHTiB i3 repMiHaJIBHOIO MyTalli€lo y reHi WT'1
po3BuBaeThes cuHIpoM WAGR (axpoHiM HaiOLIRII 1T0-
IMUPEHHX KIiHIYHKUX TIPOgBiB cHHApoMY: W — Wilm’s
tumor, A — Aniridia, G — Genitourinary abnormalities,
R — mental Retardation). To6To y xBopuX Ha 11ei CHH-
JIpoM Topsix i3 BUHUKHeHHsIM 3H (myxnvHa Bimsmca,
PaK TOJIOBHOTO MO3KY, CAPKOMA M’IKMX TKaHWH, paK
MOJIOYHOI 31034, He(PpO- Ta TOHAI001aCTOMA) BiI3HA-
9al0Th AHOMAJTii PO3BUTKY CEYOCTATEBOIO TPAKTY, Bill-
CYTHICTB IIIrMEHTY B palIyX1li oKa (aHipHUIis), 3aTpUM-
Ky (hismgHOrO0 T2 pO3yMOBOTO p0o3BUTKY [30]. BomHOUac
Y XBOPHX i3 COMATUIHMMH MyTalligMu y reHax PTEN
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ta WT1moxyrs Bunukaty 3H aHanoriyHoro, K i npu
cungpomi WAGR, rictoreHesy, mpore aHOMATiii po3-
BUTKY B OpPraHax i CHCTEMAX y XBOPHX i3 COMaTHIHH-
Mu MyTallisMu y reHax PTEN ta WT1 xe BusinineHo [1].

BcranoBneHo TakoX €Ki BIIMiHHOCTI KJIiHIYHOTO
TIPOSIBY 3aXBOPIOBAHHS 3aJI€XXHO BiJl JJOKaji3allii MyTa-
uitt y renax. Tak, 3rimHo 3 JaHUMM JIiTepaTypy, IpUIr-
HaMM BUHMKHEHHSI CTIaJIKOBOTO 3JIECHOMATO3HOI'O ITOi-
no3y (cunapoM I'apaHepa) € repMiHaIbHI MyTallii rTeHa
APC. Ha cporoaHi Bu3HadeHo > 300 pi3HHX THIIiB My-
Taiif (iHcepllii, Aesenii, HOHCEHC-MYTAIIii TOLLO) I[EOTO
reHa. Haif6inpn1 momupeHUMU 3 IIUX MyTalliif € gerne-
uii B komoni 1309 (= y 10% nanieHTiB) Ta KomoHi 1061
(= y 5% naliieHTiB), SIKi MPU3BOAATH A0 IIOPYILIEHHS pe-
TYJISILii eKcrpecii B-KaTeHiHy i po3BUTKY MHOXWHHO-
r0 moaino3dy. OnHaK y HalliEHTiB 3 MyTalllifHUMH 3Mi-
HaMu y 1445—1578 komoHax HaifyacTillie po3BMBAIOTh-
cs gecmoinu [31].

ABTOpH OKpECIMIJIA Pi3Hi MiIXOOU O CIpSIMyBaH-
HA MpOohiMaKTUIHUX 3aXOMiB 100 BAHUKHEHHS PaKy
MIpY KOXXHOMY KOHKpeTHOMY cuHmIpoMi. Hampuxkian,
xBopi 3 cuHapoMamu Hitimerena Ta Jlyi-bap ocobymi-
BO UYTJIMBI O Hii pamiaiii, ToMy iM HE pEeKOMEHI0Ba-
HO ITPOBEACHHS pEHTTCHOJIOTIYHOTO TOCTiKeHHS [ 10,
20]. IMamieHTaM i3 CHHAPOMOM IIITMEHTHOI Kceponep-
MU IIPOTHIIOKA3aHAa HAaBiTh MiHiMajJbHa iHCOJIAIliA,
OCKLJTBKU TIiJI BIUTMBOM YIBTPahicIeTOBOTO BUITPOMi-
HEHHSI y HUX 3HAYHO ITiIBUITYETHCS iMOBipHiCTh PO3-
BHUTKY PaKy HIKipH, METaHOMH, TOCTPOro jeiikosy, 3H
KOH’IOHKTHBH i ITOBIK Ta iH. [13].

XBopuM Ha cuHApPoM BepHepa Ta ix pigHuM Opatam
i cectpaM (I cTymiHb CIOPiTHEHOCTi) HEOOXITHO CYBOPO
JOTPHUMYBATHCS MPEBEHTHUBHOI TiETOTEPAIIii 3 BUKJIIO-
YEHHSIM JIETKOPO3YMHHUX BYIJIEBOJIB, ITPOAYKTIB, 11O
MiCTATHh HAIMipHY KiTbKICThb XOJECTEPHHY, Ta 3aCTOCY-
BaHHA K MTPODLIAKTHIHIX 3aC00iB riltoxoaecTepHe-
MiYHHMX IIpenapaTiB, IYKPOSHIDKYBAIBHHX CYJIbdaHi-
JIaMiZiB, CTEPOIiLiB, KOPOHAPOJILITUKIB Ta AHTIONPOTEK-
TopiB [8, 9].

OTxe, 1 BCTAHORJIEHHS CMIATKOBOI ITPUPOIHA OH-
KOJIOTIYHOTO 3aXBOPIOBAHHA CIIiji BPAXOBYBAaTH SK I'c-
HETUYHi 0COOJIMBOCTI, TaK i BIUIMB €K30r¢HHUX YUHHH-
KiB, TOOTO 3’SICyBaTU HasIBHICTh MYyTaLlill Y TTOTTEPETHIX
TIOKOJTIHHSAX a00 iX MepBUHHE BUHUKHEHHS y TpoOaH-
na [32]. Taxwii mimxig € 0coOMBO BaXJIMBHUM ITPH BH-
3HAYEHHI CTpAaTerii MPOrHO3yBaHHS PU3UKY PO3BUTKY
OHKOJIOTiYHOI TTATOJIOTi1 He TiIbKU Yy HAMIANIKiB XBOPO-
r0, aje iy oro porudgis I Ta I cTymeHs ciopiiHEHOCT.

BEUCHOBKHA

1. CrBopenuii iHdpopMaiitHuii pecypc «Craako-
Bi paKOBi CHHIpOMM» HATaCTh MOXJTMBIiCTb OTPUMATH
Cy4acHi BiTOMOCTi TIpO KJIiHi9Hi TIPOSIBY Ta FrEHETHIHi
0COOJMBOCTI PAKOBHUX CHHIPOMIB 3 ypaxXyBaHHSM THITY
yCIaaKyBaHHsI, CIIeKTpa acollifiOBAHUX HOBOYTBOPEHD,
(akTOopiB pU3UKY, ANTOPUTMIB JIIaTHOCTUKHU Ta IIPodi-
JIAKTUMHUX 33XOJiB.

2. HakommuyeHa i cTpyKTypoBaHa iH¢opmallis g0-
3BOJIUTH YIOCKOHAIMTH MEIMKO-TeHETHIHE KOHCYJIb-
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TyBaHHsI OHKOJIOTIYHMX XBOPHX Ta iX pOaWyiB, 110 3a-
OE3ICUNTD:

e CKPUHIHT i CTBOPEHHS PEECTPiB ciMell 3 0OTsIKe-
HMM OHKOJIOTIYHUM aHAMHE30M;

¢ BU3HAYEHHS PU3UKY BHHUKHEHHS OHKOJIOTIYHOTO
3aXBOPIOBAHHS Y POOUTiB XBOPOTO Ta MOTO HAMTA/IKIB;

¢ (hOpMyBaHHS Py MiIBUILIEHOTO OHKOJIOT{YHOTO
PU3KKY Cepel WICHIB POOUH 3 arperaili€lo OHKOJIOTiu-
HOI ITaTOJIOTi1 ¥ poAOBOJAX i 3MIMCHEHHS IIEPiOMMIHO-
r0 IPOMLTAKTUIHOTO MOHITOPUHTY CTaHY iX 3T0POB’S.

3. Hapana B indopManiiiHoMy pecypci ingopmairis,
OTPHMMAaHa HA OCHOBI aHAJII3y pe3YJIbTATiB BIACHUX AO-
CJIIDKEeHB | HAYKOBUX MyOJTiKalliif, Moxe OyTH BUKOpPHUC-
TaHA K HAYKOBLISIMM, TaK i JIIKapsIMH-OHKOJIOTaMH Ta
ciMEHHUMM JIiKapsAMH 1S TEPBUHHOI MPOPiIaKTUKH i
PaHHBOI TIATHOCTUKM ITOTCHITIHHOI OHKOIOTiYHOI ITa-
TOJIOTii Yy MAI[iEHTIB 3 00T KEHMM OHKOJTOTi9HUM aHAM-
He30M, y ToMy umcii 3 A/l i AP cuHApoMaMH, a TaKOX
P MEAUKO-TCHETHIHOMY KOHCYJIBTYBaHHi WICHIB iX-
HiX pOTHH.
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INFORMATIVE RESOURCE «HEREDITARY
CANCER SYNDROMES» AS ELEMENT

OF PRIMARY PROPHYLAXIS AND EARLY

DIAGNOSTICS OF MALIGNANT TUMORS

L.G. Buchynska, N.M. Glushchenko, I.P. Nesina,
N.P. Yurchenko, O.V. Breeva, 0.0. Bilyk

Summary. Objective: to create an information re-
source «Hereditary cancer syndromes». Object and
methods: a comprehensive search of the relevant sci-
entific literature from the 2004 to 2014, mostly ta-
ken from biomedical databases (PubMed, The Fa-
milial Cancer Database (FaCD), OMIM database
and other) and the results of researches performed
in R.E. Kavetsky Institute of Experimental Pathol-
ogy, Oncology and Radiobiology, National Acade-
my of Sciences of Ukraine. Programming environ-
ment information resource «Hereditary cancer syn-
dromes» was Borland Delphiv.7.0. Results: optimally
structured and systematic information about heredi-
tary syndromes with autosomal dominant and auto-
somal recessive mode of inheritance in which there
is a high risk of cancer pathology provides quick ac-
cess to information in the field of medical genetics,
including oncogenetics. Conclusion: an information
resource «Hereditary cancer syndromes» will provide
an opportunity to get current information about clini-
cal manifestations and genetic features of cancer syn-
dromes based on the type of inheritance, the spectrum
of associated malignancies, risk factors, algorithms
for diagnosis and prevention measures.

Key Words: hereditary cancer syndromes,
malignant neoplasms, oncogenetics, information
resource.
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