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IHOOPMALIMHUN PECYPC
«CMAAKOBI PAKOBI CUHOPOMMW»
AK EIEMEHT NEPBUHHOI
NMPODUJTIAKTUKU TA PAHHbOI
OIATHOCTUKMU 3JTOAKICHUX
HOBOYTBOPEHb

Mema: cmeopumu inghopmauiinuii pecypc « Cnadkogi paxogi cunopomu». 06’ exkm
i Mmemoodu: KoMNAeKCHULL NOWYK iHGhopmauii 6 HayKomempu4Hux 6a3ax 0anux
PubMed, The Familial Cancer Database (FaCD), OMIM ma inwux ceimosux
Haykosux oxcepenax, onyonikosanux 3 2004 no 2014 p., a maxoxc ananiz pe-
3yabmamie 0ocaiodcens, W0 8UKOHYIOMbCs 6 ITHcmumymi ekcnepumeHmanvHoi
namoanoeii, onxonoeii i padiobionoeii im. P.€. Kaseyvrkoeo Hayionanvhoi axa-
demii Hayk Yxpainu. Cepedosuujem npoepamyeants ingopmayiiinoeo pecypcy
«Cnaokosi pakosi cundpomu» € Borland Delphiv.7.0. Pezyavmamu: cucmema-
MU308aHA Tl ONMUMAALHO CMPYKMYPOGAHA IHGOpMAUis npo cnadkosi cuHopo-
MU 3 AYMOCOMHO-00MIHAHMHUM | AYMOCOMHO-DeUeCUBHUM MUNOM YCNAOKYBAH-
HS, NPU AKUX ICHYE BUCOKUI PUSUK PO3BUMKY OHKO0A02IYHOI namoaoeii, 3abe3ne-
uye onepamusHuii docmyn 00 iHgopmauii 6 eanysi meOUHHoI eeHeMuKuU, 30Kpema
oHKoceHemuKku. Bucnoeok: cmeopenuii inghopmayiiinuii pecypc «Cnadkoéi pako-
81 CUHOPOMU» HAOACHb MOICAUBICINb OMPUMAMU CYHACHI 8I00MOCMI NPO KAIHIY-
HI NPOSBU Ma eeHemuHri 0co0AUB0CMI paKOBUX CUHOPOMIB 3 YPAXYBAHHAM MUNY
YCnaoKyeamHs, Chekmpa acoyilioBanux HOBOYmeopeHs, haKkmopise pusuxy, ai-

eopummie diaeHoCmuKu ma nPoPINaKmu4HUX 3ax00ie.

BCTYN

BinoMo, 1110 GinbLIiCTh 37T0SIKiICHUX HOBOYTBOPEHb
(3H) noauHu € MyabTU(MAKTOPiaJIbLHUMU 3aXBOPIO-
BaHHSIMU. BOHM MOXXyTh BAUHMKATU CIIOPAAUYHO, KON
i1 BIULIMBOM €K30- UM €HAOTeHHUX (PaKTOpPiB MOYMHA-
IOThCSI TEHETUYHI 3MiHM Y COMaTUYHUX KJIITMHAX, a00
B 5,0—10,0% BunankiB — Ha TJIi BPOIXKEHUX TeHETUY-
HUX 1e(eKTiB, 4aCTO B paMKax IeBHUX CITaIKOBUX CUH-
JIPOMiB 3 ayTOCOMHO-IO0MiHAaHTHUM (A]]) abo ayTocom-
Ho-peniecuBHUM (AP) tunom ycnankyBaHHsl. OnHak
JIOCi aKTyaJlbHUM 3aJIMIIAETHCS MUTAHHS OLIIHKM pU-
3UKY PO3BUTKY OHKOJIOTIYHOI'O 3aXBOPIOBAaHHS Y HOCI-
1B me(eKTHOTrOo TeHa.

3 ypaxyBaHHSIM HaBEIECHOTO CBOEYACHE AiaTHOCTY-
BaHHSI CUHAPOMIB, Y paMKaX SIKMX MOXYTh BUHUKATU
OHKOJIOTIYHi 3aXBOPIOBaHHSI, € BaXXJIMBUM SIK IIJISI MO-
HITOPMHTY CTaHy 310POB’sI caMUX MPOOAHIiB, TaK i UJie-
HiB IXHiX pOAVH IJIs1 PAHHBOTO BUSBIICHHS TEPEITyX-
JIMHHUX Ta TMyXJMHHUX npolecis [1—4].

Sk Bimomo, ciMmeliHi pakoBi cuHapomu 3 AJl Turmom
YCITaAKyBaHHS — 1I€ 3aXBOPIOBAHHS, BAHUKHEHHSI SIKMX
3YMOBJICHO MOIIKOMXKEHHSIM JOMiHAHTHOTO aJIeJis IIeB-
Horo reHa. /lecekTHuli TeH (reHU) TTPY TaKUX CUHIPO-
Max YCIaJKOBYEThLCS HalllaJKaMM Bill OJHOTO 3 0aTh-
KiB — T€TEepO3UTOTHOIO HOCisSI TaKOro reHa (BepTH-
KaJbHUI TUTI TIepeaadi 03HaKM ) Ta BU3HAYAETHCS B YCiX
KJIITUHAX opraHizmMy. XBopo0Oa MposIBISIETHCS y HAlLIA I~

KiB 32 YMOBM MyTallillHMX 3MiH a00 BTpaTu APYroro He-
MOIIKOJIXKEHOTO aJieJisl reHa (BTpaTa reTEpO3UTOTHOCTI).
Cuin 3a3Ha4uTH, 110 I1pu A/l 3aXBOPIOBAHHSIX Y HACTYII-
HUX MOKOJTIHHSIX 30€pira€ThCsl TEHAEHILisI 10 BCe OLbIII
PaHHBOTIO BiKy ITOYaTKy XBOPOOU i TSIKUOTO i1 Iepe0iry,
TOOTO Ma€e Miclie peHoMeH aHThIMnanii |3, 6].

Y xBopux Ha cuHapoMU 3 AP TUIOM ycrnaakyBaHHs
MPOSIB 03HAKM BiIOYBAETHCS TiJIbKU 32 YMOBH ii TOMO- U1
TeMi3UroTHOCTI, 3aXBOPIOBAHHS MEPEAaETHCS Bijl 310PO-
BHUX 0aTbKiB — HOCIIB PELIECMBHOTO aJyieisl HallagkaM i
NposiBsieThes y cuociB. 3H y Takmx maitieHTiB (HaityacTi-
111€ 11e MyXJIMHU JTiM(OIaHOI Ta XiHOYO1 pErpOayKTUBHOL
CHCTEMU, HUPKU i HEpBOBOI TKAHUHU ) MOXKYTb BUHUKATHU
BX€ y IUTUHCTBI Y1 y I0oHOMY Billi. L1e mosICHIOEThCS TUM,
110 y xBopux Ha AP cuHIpomu «mporpama aedeKTHOro
reHa» MOYMHAE Peali30ByBaTUCS 11Ie Y pAHHBOMY eMOpi-
OreHe3i Ta 3yMOBITIOE iX IMiABUILEHY YYTJIUBICTb 10 BILIU-
BY TaKMX YMHHUKIB, SIK iOHi3y1o4a pamiailis, yabrpadi-
OJIETOBE BUIIPOMIHEHHS Ta XiMiuHi MyTtareHu [7—13].
¥V Takux XBOpHUX BiJi3HAYalOTh BUpaXKeHYy XPOMOCOMHY
HecTabUIbHICTh, @ CUMITTOMOKOMIIJIEKC 3aXBOPIOBaHHS
MOKe€ BKJII04YaTH 3 i 6istbinie o3Hak. [1pu iboMy BUHMKAE
CKJIAIHICTD SIK Y AiarHOCTYBaHHI IIEBHUX aHOMAaJIii, TaK i
B 00’€KTHMBHOCTI iX OLIiIHKM, TOOTO BCTAHOBJICHHI 3HAYEH-
HSI CUMIITOMY i I0TO 1iarHOCTUYHOI iH(POPMATUBHOCTI.

Y KOHTEKCTi cKa3aHOTo BapTo 3a3HAYUTH, 1110 JOCJTi-
JKEHHSI TeHETUKM paKy HaOyBalOTh BCe OiIbIIOro 3Ha-
YeHHS JJIsl Cy4acHOI IMPaKTUYHO1 OHKOJIOTI1 [14].
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Pospo6ka i BnmpoBagKeHHS TeXHOJIOTI 111010 BUSIB-
JIEHHS paKy B 0Ci0 3 ycnagKoOBaHOI T'€HETUYHOK MY-
Tallilo Ta y IXHIX pOAWYiB, SIKi MOXYTb MaTHU MiIBUIIIE-
HY CXUJIbHICTh IO PO3BUTKY OHKOJIOTIYHUX 3aXBOPIO-
BaHb, T03BOJIUTH MPOBOJUTHU LiJIECIIPSIMOBAHI 3aX0IU
B Tajly3i emigeMioJIOTiYHOro KOHTPOJIIO Ta TMpodinak-
ik 3H [2, 15, 16].

Hunst y3arajibHeHHSI Ta €(eKTUBHOTO BUKOPUC-
TaHHS pe3yJIbTaTiB TAKUX JOCIiIXXKEHb HEOOXITHUM €
CTBOpPEHHS iHGOpPMaLifHOro pecypcy sIK BaXXJIMBO-
0 CETMEHTA Y BUBYEHHI TeHETUKM paKky. Lle Binkpu-
Ba€ TMepPCNeKTUBY OMEPaTUBHOTO AOCTYIY A0 BiAIo-
BiHOI iH(dopMallii K JOMOMiIXHOIO iHCTPYMEHTY,
SIKU MoOxXe OyTHM BUKOPUCTAaHMU (axiBUSIMU 3 Me-
JTUYHOI TeHeTUKH, JTiKapsIMU-OHKOJIOTaMU Ta CiMe-
HUMU JliKapssMU TIPU 1iarHOCTYBaHHI CIaJKOBUX pa-
KOBUMX CUHIPOMIB.

Merta gociaKeHHs ToJisirajia y CTBOPeHHi iHdop-
MaluiiiHoro pecypcy «CraakoBi pakoBi CUHIPOMU» SIK
BaXKJIMBOT CKJIaJOBOI MTPODiIaAKTUUHOT METULIMHU.

OB’EKT | METOAU AOCNIAXKXEHHSA

O06’eKTOM AOCIIIXKEHHS OYJIU IxKepesia BITYM3HSIHOT
Ta CBITOBOI JliTepaTypH 11010 KJIiHIYHUX MTPOSIBiB, 11aTO-
reHe3y, TCHETUYHUX OCOOIMBOCTEN, (haKTOPiB PU3UKY,
JIarHOCTUKU, TIPOrHOCTUYHUX MapKepiB i mpodiiakTu-
ku 3H, 1110 BUHUKAIOTh Y paMKaX CiMEMHMX paKOBUX
CUHJPOMIB i3 pi3HUM TUIIOM ycnajaKyBaHHs. Cepeno-
BUILIEM CTBOpPEeHHs iH(popmaliiiHoro pecypcy «Cnam-
KOBi pakoBi cuHapomu» € Borland Delphiv.7.0. MeTo-
JI: KOHTEHT-aHali3, cucTeMaTu3allisi, CTpyKTypyBaH-
Hs1 iH(opMallii Ta 3HaHb.

PE3YJIbTATU TATX OBFrOBOPEHHS

3rigHo 3 aHaJi30M MacuBY iH¢opMallii o0 ciMeit-
HUX pakoBUX cuHApomiB 3 AJl Ta AP Tunom ycnaaky-
BaHHS, SIKMI TIPEICTaBICHO B HAYKOBUX ITyOJIiKaIlisX,
3’s1ICOBAHO, 1110 BUIJISIA BillIOBITHUX TOKYMEHTIB OIM-
CaHO PiI3HMMU KOMIIOHEHTaAMU TEXHOJIOTIM, 1110 BUKO-
PUCTOBYIOTBCS B pO3pOOI1Ii BEO-TOKYMEHTIB, @ TAKOX Ha-
JaHa iHopmalis Mae pi3Hi Tunu Ta 3MicT [4, 7]. Tomy
JIJIST OTIEPAaTUBHOTO AOCTYITY 10 iH(popMallii IoA0 CIial-
KOBMX PaKOBUX CHHIPOMiB HaAMU PO3POOJIEHO OITH-
MaJIbHY CTPYKTYpy iH(dopmauiitHoro pecypey «Cnama-
KOBi pakoBi cuHApoMu». [HdOpMalilo 11100 KOXHO-
0 CUHAPOMY IIPEACTaBICHO BiAIIOBIIHO 10 KIiHIYHOTO
Ta FeHETUYHOTO CUMIITOMOKOMILIEKCY 3 ypaxyBaHHIM
TUTY YCMIAAKyBaHHSI, CIIEKTPA aCOLIiHOBAaHUX HOBOYTBO-
peHb, OCOOIMBOCTEI MyTallili TeHiB i 3MiH IX OLIKOBUX
MPOOYKTIB, (paKTOPiB pM3UKY, HiaTHOCTUYHMX i IPO-
THOCTMYHUX MapKepiB Ta KOMILIEKCY MpodilaKTUud-
HUX 3axo[iB (TabJr. 1).

[TpuKIamoM TUITOBOTO BMXiMHOTO TOKYMEHTA € iH-
dopmattist npo cuHapoMm biyma 3rigHo 3 Kinacudika-
TopoM «CIaaKoBi pakoBi CMHAPOMU/AYyTOCOMHO-pe-
LIECUBHI CUHAPOMM» (TabJ1. 2).
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TaOnuug 1
CtpykTypa iHpopmauiiiHoro pecypcy «CnaakoBi pakoBi CUHAPOMU»

Py6puku Iudpopmauiiina cknagosa
FeHeTnuHI Mogpeni ycnaakyBaHHs; NOLKOMLXEHNIA FeH/TeHm Ta ix
) nokanisauisi Ha XpOMOCOMi; BiNKOBUIA NPOAYKT i Oro
0c061BOCTi

BNACTUBOCTI; 0COONMBOCTI 3MiH reHa Ta iH.
dakTopu puanky | akTopn 30BHIlLIHLOrO CEPEAOBNUILA, FEHETUYHI Ta iH.

AcouiioBaHi CnekTp NyXnuH, Ki HanbiNbL NOWMPEHi NpK LbOMY
HOBOYTBOPEHHS | CNaAKOBOMY PaKOBOMY CUHAPOMI
Anroputm L .
) KniHiuni kpuTepii, nabopaTopHi nokasHuku

AiarHoCTuKK
MporHocTnyHi Mapkepy cnpusTAMBOro Ta HECNPUSTAMBOTO nepebiry
MapKepu 3aXBOPIOBAHHS

. Pekomenpaii s nauieHTis 3i BCTAHOBNEHUM [iarHo-
Mpodinaktnka Aalill phA naty A

30M i Ang poamyis npobanaa

[Tpu hopmyBaHHi 11iJIiCHOTO OTHOPiITHOTO MOAAHHS
iH(opMallii MU OpieHTYBaIMCS HA CydacHi HAYKOBO 00-
I'PYHTOBAHI ySIBJIGHHS PO CiMEeiHi paKoBi CUHIPOMU.
BonHoyac BUKOpUCTOBYBaJIM MEBHI y3araJlbHEHHS Ta
3araJbHOCHUCTEMHI KiacupikamiiiHi minxonu. Baxim-
BOIO YMOBOIO, SIKY BPaXOBYBaJIU MPU reHepallii KOHTEHTY
iH(opMaliitHoro pecypcy «CriagkoBi pakKoBi CUHIPO-
MW», CTaJIO T€, 1110 1i CMHIPOMMU acolliiioBaHi 3 PO3BUT-
koM 3H neBHUX JoKaji3alliil i BAHUKAIOTh Y pe3yJibTa-
Ti MyTaLiiHMUX 200 eMreHeTUYHUX 3MiH IIEBHUX T€HIB.
B indopmaniiinoMy pecypci HamaHo BiZOMOCTI ITPO TaKi
CUHIPOMMU i 3aXBOPIOBAaHHSI:

e 3 AJl TMIIOM ycTianKyBaHHS: cMHApoMHM I'opiiHa —
Tonbua, Finnenst — Jlinpay, Jli-@paymeni, [apaxepa,
Kognena, Ileiitua — €repca, WAGR, Jlinua, crmanko-
Buii BRCA-acoliiioBaHU1 pak MOJIOYHOI 3aJ1031/s€4-
HUKa, CITaJKoBa peTMHOOIacTOMA, CITAAKOBUI paK me-
peIMixXypoBOi 3a71031, CIIaJKoBa MeJlaHoMa, Heilpodi-
opomarto3s I Tumy;

e 3 AP Tunom ycnagkyBaHHS: cuHapoMu biyma,
Jlyi-Bap, bpyrona, Binemana — beksita, Bickorra —
Onnpuua, Bepuepa, Hilimerena, anemiss @aHKoOHi, mir-
MEHTHa Kcepoaepma.

AHaJi3 iHdopmallii 103BOJUB BUIIIUTU HU3KY
CHIJIbHMX O3HAK i IIEBHUX BiIMIHHOCTEM, XapaKTEPHUX
171 xBopux 3 AJIl Ta AP cungpomamu. BusnaueHo, 1mo
MEHETPAHTHICTh ITeHiB, aCOLiOBaHMX 3i CIaAKOBUMMU
CUHIPOMaMM, 3aJIEXKUTh HE TiJIbKU Bill CTYMEeHS MPosi-
BY FTeHETUYHUX MepeOynoB, ajie i Bi BIUIMBY €K30T¢H-
HUX YMHHUKIB, SIKi BU3HAYalOTh BiKOBi paMKU PO3BUT-
Ky ITyXJIMHHOTO TIpo1iecy. ToOTO YyTIMBICTh OpraHizMy
JIFOMHMU JI0 BIUIMBY Pi3HUX (DaKTOPiB cepenoBUllia BU-
3HAYaEThCS caMe PiBHEM CcTabiIbHOCTI (200 HecTabib-
HOCTIi) fioro reHoMy y pi3HOMY Billi, a JIisl IIKiIJIUBUX
YUHHUKIB 32 YMOBU BPOIXKEHUX FEHETUYHUX Ae(PEKTIB
CIPUYMHSIE 11Ie OLIbII BUPaXKEHY AeCTa0iIi3alliio reHo-
MY i, BpEIlTi, CIIPUSIE PO3BUTKY OHKOJIOTUHOTO 3aXBO-
proBaHHs [17].

Ilepebir AP cunapoMiB MoXe 3ajiexXaTh He TiJIbKUA
Bim MyTallil y IeBHOMY I'€Hi, 1110 3yMOBUJIa BAHUKHEH-
HsI 3aXBOPIOBAHHS, ajie i Bil JIoKai3allii 0ro moIko-
JKeHoro caifTy. Tak, KJ1iHiuHi 0coOJIMBOCTI Ta repeodir
CUHIPOMY ITITMEHTHOI KCepoaepMu 3ajiexaTh BiJl TOTO,
Bsikomy 39 reHiB (XPA, XPB, XPC, XPD, ERCCé6, DDB?2,
ERCC4, RAD2, ERCC) Bunukia myTaitis [13].
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TaOnuusa 2
Cunppom Bnyma

CkopoyeHa Ha3Ba: HeMae
MoeHa Ha3Ba: cuHapom bayma (Bloom’s Syndrome)
IHWIi Ha3BM: KAPANKOBICTb 3 TENEAHTIOEKTATUYHOIO EPUTEMOIO

lFeHeTHYHi 0cOONMBOCTI:

Mogenb  |Mowko- |Jlokyc - A
. MporeiH i ioro QOco6n1BoCTi 3MiH
ycnagky- | AXeHuii | Ha xpo- .
.| BnacTuBoCTi reHa
BaHH$! reH/reHn | Mocomi
MoHo- BLM 15026.1 | BLM, poauHa reni- | [leneuis ainsiHkv reHa

reHHa ka3 RecQ — ¢ep- | poamipom 6-7 K6 (ki-
MEHTH, SIKi Bigno- | no6asHi YacTuHm), pe-
BiLal0Tb 32 NiATPM- | 3yNbTATOM SKOi € ne-
MaHH$I LiNiCHOCTI | peayacHuii CTon-koaoH
reHomy i 3MiHM aMiHOKMCNOTHOT
nocnifoBHOCTI dep-
MEHTY

®dakTopu pUsuKy:

- BUCOKMiA pu3uk ans cubeis npobaqza (6partie i cectep — Halazkis 0-
Hux 6aTbKiB);
- MyTauiiHi 3MiHn reHa BLM

AcouiiioBaHi HOBOYTBOPEHHS:

Y 25% XBOPUX MYXNNHW BUHUKAIOTb Y AMTUHCTBI, iX KiNbKiCTb 36iNbLUYETh-
cs nicng 30 pois:

- Neiiko3m, 30Kpema XpPOHIYHUIA MIENONENKO3 Ta FOCTPUI €PUTPOMIENOS;
- HOBOYTBOPEHHS! KMLLKOBO-LUNYHKOBOrO TPAKTY;

- nyxnuHa Binbmca

ANropuTMm piarHoCTuKu:

Kniniyni kputepii:

- TeNeaHriekTasii BUSIBNSIOTb Bifl HAPOJKEHHS a0 BOHU BUHMKAIOTb

y NepLi POKW XMTTS, N0Kani3ytoTbCs HARyacTille Ha LWOoKaxX Y BUrNai «<Me-
TeNnka», piale NoWupIOITLCS Ha Yono, rybu, Byxa, iHOAI Ha nepeanivys
Ta BEPXHIO YaCTUHY CMUHMK;

- HaHi3M i3 NPONOPLINHOI KapPAMKOBICTIO;

- BPOLXeHa TeneaHriekTaTnyHa eputema;

- Tino- abo rinepnirMeHTaLia WKipu;

- XPOHIYHE 3aXBOPIOBAHHSA NIEreHi;

- epUTEMMU, LLO BUHMKAIOTb NPW IHCONSLi;

- LLyKpOBWiA fiiaberT;

- ManeHbkui fonixouedaniyHuii yepen;

- By3bke 00671445 3 BEIMKUM HOCOM;

- nepeaYyacHe CTapiHHs;

- rinepnirMeHTaLig 3 enemeHTaMu ixTio3y Ta rinepTpuxoay;

- Kid03, Baay KiHLIBOK (NOAi- Ta CUHAAKTUNIN, KTMHOAAKTUNIS, KIULIOHO-
ricTb);

- 4acTKOBA afiOHTiA Ta Mionaris;

- paHHiil po3BUTOK HaraTbox TUNIB MYXNMH (Y AUTUHCTBI);

- GepTUIbHICT.

JlabopaTopHi nokasHUKM:

- iMyHonoriuHe 06CTeXeHHs AN BUSBNEHHS iMyHonediLuTy

MporHocTnyHi Mapkepu:

He Bigowmi

MpodinakTuka:

1. PekomeHpallii ans nawieHTiB 3i BCTAHOBNIEHUM [1iarHO30M:

- nauieHTam i3 cuHapoMom byma pekomenoBaHo npodinakTuyHe 06-
CTEXEHHS B OHKO/Ora 3 METOI0 PAHHBOTO BUSBNEHHS N1EiK03iB 260 HOBO-
YTBOPEHb LUNYHKOBO-KWLLKOBOrO TPAKTY i NyXnnHM BinbMmca;

- YHUKHEHH$! BMINBY COHSYHNX NPOMEHIB.

2. PexomeHpauii ans ponuyis npobaHaa:

- MEeAMKO-TEHETUYHE KOHCYNbTYBAaHHS POANYIB NPOBaHAa Ansl BUSHAYEHHS
PU3NKY BUHUKHEHHSI CHAPOMY Bnyma;

- npeHaranbHa IHK-fiarHoCcTika 3 METOI0 BUSIBNIEHHS Y KITUHAX XOPiOHa

MyTaLifHWX 3MiH reHa BLM

V xBopux Ha cunapoM HiiiMerena y 90% Bumnan-
KiB BUSIBJISIIOTH TOMO3UTOTHY MyTallito 657del5, ska
MPU3BOIUTDH 10 3CYBY paMKU 3YUTYBaHHS y TeHi NBS/
Ta CUHTE3Y BKOPOUEHOI (hopMU OisiKa HIOpUHY, 115 SIKO-
ro XxapakTepHa OibIl HU3bKa e(DEKTUBHICTb YCYHEHHSI
nomkomkeHb JITHK mopiBHsIHO 3 HOpMaibHOO (hop-
moto. IHII MyTanii B IbOMY IeHi TparuisioThesl Haba-
rato pimure [11, 12].

IIpu uuTOreHEeTMIHOMY AOCTIMKEHHI JTiM(MOLNTIB
nepudeprnyHoOi KpoBi XBOpUX Ha aHeMito DaHKOHI Y Bifl-
MOBilb Ha Jito nienokcubyraHy Ta MiToMilluHy C BU-
SIBJISTFOTH CTie(ivHi 11T TUX IHAYKTOPIiB XpOMOCOMHI
TMOILIKOMXEHHS, IKi y JJiM(pOoUMUTax 310pOBUX 0cid abo
MAI[iEHTIB 3 iIHIMUMU TEHETUIHUMU CUHIPOMAaMU XPO-
MOCOMHOI HecTabinmbHOCTI (cuHanpomu biyma, Bephe-
pa Ta iH.) He BUHUKaTh [ 18, 19].

Ciig 3a3HaYUTH, 1110 B paMKax Malixke YCixX Craako-
BUX PaKOBUX CHMHApPOMIB 3 AP Tumom ycmagkyBaHHS
PO3BUBAIOTHCSI MYXJIMHU KPOBOTBOPHOI Ta JIiM(POigHOL
TKAHWHU, MPOTE 3a CIIEKTPOM COJIIAHUX MyXJIMH BUSIB-
JISIIOTH TIeBHI BimMiHHOCTI. Tak, pak MOJIOYHOI 321031
MOX€e BUHUKATH Y XBOpUX Ha cuHapoMm Jlyi-bap (atak-
cisi-TeneaHriekTasist) Ta aHeMito PaHKoHi [ 18—20], myx-
JuHa BinbMca — y XxBopux Ha cuHapoM biiyma ta cuH-
npom Binemana — beksita [21, 22].

AHaJi3 i cucteMaTu3allisl JaHUuX JiTepaTypu LIOI0
XapaKTepUCTUKW HU3KU CIMETHUX PAKOBUX CUHIPOMIB
3 AJl TUTIOM yCIaJKyBaHHS TaKOX J103BOJMIN BUSBU-
TH IesIKi 0COOJIMBOCTI LIMX 3aXBOPIOBaHb. Tak, y paMKax
CIaJIKOBUX 3aXBOpIoBaHb: cuHApoMy JliHua I1 (cnagko-
BUI HeTO1iMo3Hui KonopekranbHuii pak — HNPCC),
CiMEIHOTO0 aJIeCHOMATO3HOIO TOJIINM03Y TOBCTOI KMIIIKH,
cnagkoBoro BRCA-acoliiioBaHOTO paKy MOJIOUHOI 3a-
J103u/sieuHrKa, cuHapomy Jli-DdpaymeHi, — yacTo Bu-
HUKaIOTh NEPBUHHO-MHOXUWHHI MyXJINHU, TaKi K paK
LIJTYHKA, KUILIEYHUKY, EeHIOMETpPisl, MOJIOUYHO1 3aJ103U,
SIEUHMKA, TIEPEAMIXypPOBOI 3a1031, MiAILIYHKOBOI 3a-
JIO3U, HUPKU Ta iH. [23—28].

OkpeMy Tpyny CTaHOBJSITb CUHIAPOMU, TPU STKUX
MyXJIMHU BUHUKAIOTh Ha (DOHI BPOIXKEHUX BaJl PO3BUT-
Ky Ta iHIIIMX MAaToJOTiYHMX cTaHiB. Hanmpukian, y XBo-
pux Ha cuHapoM KoBneHa (repMiHaibHa MyTallisl y TeHi
PTEN) poszsutok 3H (1uKipu, IMUTOIIOAIOHOI 3271031,
MOJIOYHOI 3aJ1031, TOBCTOI KMIIIKW, MAaTKM, SIEUHUKA Ta
iH.) MOXKe acoLliloBaTHCS 3 MaKpoliepaTi€lo Ta rirormma-
3i€10 OUISTHOK IIEJIeI, KaTapaKToo, INIayKOMOIO, Mio-
naTi€ro, aHOMaJli€lo CyIuH Ta iH. [29].

Y nauieHTiB i3 repMiHaJbHOW MyTalli€lo y reHi WT1
posBuBaeTbest cuHapoM WAGR (akpoHimM HaiiOUIbIII ITO-
IIMPEHUX KIiHIYHUX MposiBiB cuHapomy: W — Wilm’s
tumor, A — Aniridia, G — Genitourinary abnormalities,
R — mental Retardation). To0T0 y XBopux Ha 1iei1 CMH-
IpoM 1opsa i3 BuHukKHeHHs M 3H (myxiuHa Binbmca,
Ppak roJJIOBHOTO MO3KY, capKoMma M’SIKUX TKaHUH, pakK
MOJIOYHOI 3aJ1031, He(hpO- Ta TOHaJ001acTOMA) BiI3HAa-
YarTh aHOMAaJTil PO3BUTKY CEUYOCTATeBOIO TPAKTY, Bill-
CYTHICTh MIrMEHTY B paiiAyX11i oKa (aHipuaist), 3aTpuM-
Ky (pizmaHOro Ta po3yMmoBoro po3ButKy [30]. BomHouac
y XBOpHUX i3 COMaTUYHUMU MyTallissMu y reHax PTEN
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Ta WT1 moxyTh BuHukatu 3H aHajioriyHoro, sk i mpu
cunnpomi WAGR, ricTrorenesy, mpore aHoMalliil po3-
BUTKY B OpraHax i cucteMax y XBOpHUX i3 COMaTUYHU-
MU MyTauigmu y reHax PTEN ta WT1 ve BusiBieHo [1].

BcraHoBiieHO TaKOX JIesIKi BITMiHHOCTI KJIIHIYHOTO
MIPOSIBY 3aXBOPIOBAHHS 3aJIe3KHO BiJl JIoKatizallii MyTa-
wiii y reHax. Tax, 3rifHO 3 TaHUMM JiTepaTypu, IPUIM-
HaMU BUHUKHEHHS CIIaKOBOTO 3JIEHOMATO3HOTO MOJi-
no3y (cuHapoM apaHepa) € repMiHaIbHI MyTallii reHa
APC. Ha chorogni BuzHaueHo > 300 pi3HUX TUITIB My-
Tallii (iHcepliii, Aenelii, HOHCEHC-MYTallii TOI110) 1IbOTO
reHa. Haii0inplI mommpeHUMHU 3 LIMX MYyTaLlill € aese-
uii B kogoHi 1309 (= y 10% nauieHTiB) Ta KogoHi 1061
(= y 5% manieHTiB), SIKi TPU3BOIATH IO TIOPYIIEHHS pe-
TyJIsIii eKcIpecii 3-KaTeHiHy i pO3BUTKY MHOXHWHHO-
ro nosinosy. OaHak y MaiieHTiB 3 MyTalliliHUMU 3Mi-
Hamu y 1445—1578 komoHax HaliuacTillie pO3BUBalOTh-
cs necmoinm [31].

ABTOpM OKpECHWJIM Pi3Hi TMiIX0Au A0 CHpsSIMyBaH-
Hs1 MpodiJaKTUYHUX 3aX0/IiB 1100 BUHUKHEHHS paKy
MPU KOXXHOMY KOHKpeTHoMY cuHapomi. Hanmpuxian,
xBopi 3 cunapomamu Hiiimerena ta Jlyi-bap oco6mu-
BO YYTJMBI 10 1l pamialiii, TOMy iM He pEKOMEH10Ba-
HO MPOBEACHHS peHTIE€HOJIOTIYHOro JOCTimKeHHs [ 10,
20]. ITamieHTam i3 CHHOAPOMOM ITITMEHTHOI KCepoaep-
MU IPOTUIIOKAa3aHa HaBiTh MiHiMaJjibHaA iHCOJISILIis,
OCKIiJIbKY TTiJ BILIMBOM YJIbTPagioneTOBOro BUIIPOMi-
HEHHS Y HAX 3HAYHO MiABUIIYETHCS iIMOBIPHICTh PO3-
BUTKY paKy LIKipy, MeJIaHOMMU, TOCTPOTO Jieiiko3y, 3H
KOH IOHKTHBH i MOBIK Ta iH. [13].

XBopuM Ha cuHApoM BepHepa Ta ix pimHUM OpaTtam
icectpam (I cTyIiHb cCIOPiTHEHOCTI) HEOOXiTHO CYBOPO
JOTPUMYBATUCS IIPEBEHTUBHOI Mi€TOTEepaIllii 3 BUKIIIO-
YEHHSIM JIETKOPO3YUMHHUX BYIJIEBO/IIB, POAYKTIB, 1110
MICTSITh HAAMipHY KiJIbKiCTh XOJIECTEpUHY, Ta 3aCTOCY-
BaHHS SIK ITPpO(UTAKTUYHMX 3aCO0iB TilOXoJIeCTepruHe-
MIYHUMX MperapaTiB, LYKPO3HMKYBaJbHUX CYyJIb(MaHi-
JlaMilliB, CTepOilliB, KOPOHAPOJIiTUKIB Ta aHTiOMPOTEK-
TopiB [8, 9].

OTtxe, 1J1s1 BCTAHOBJIEHHS CMaJKOBO1 MPUPOIU OH-
KOJIOTiYHOIO 3aXBOPIOBAHHS CJIiJi BpaXOBYBaTH $IK Ie-
HETUYHI 0COOJIMBOCTI, TaK i BITUB €K30T€HHUX YUHHM -
KiB, TOOTO 3’ICyBaTU HasIBHICTbh MyTallill y MOTIEpenHiX
MOKOJIIHHSIX a00 1X IepBMHHE BUHUKHEHHS Y TIpOOaH-
na [32]. Takuii migxin € ocoOJMMBO BaxKJIMBUM IIPU BU-
3HAUEHHi cTpaTeTii MPOrHO3yBaHHS PU3UKY PO3BUTKY
OHKOJIOTiYHOI MaTOJIOTi1 He TiJIbKU y HalllaJKiB XBOPO-
ro, aje iy itoro ponuyis I ta Il cTyneHs cmopimHeHOCTI.

BUCHOBKMHA

1. CtBopeHnuii iHpopmanitnuii pecypc «Craako-
Bi paKOBi CUHIPOMU» HAaJAaCTh MOXJIMBICTb OTPUMATU
Cy4JacHi BiIOMOCTi PO KJIiHiYHI MPOSIBUA Ta TEHETUYHI
0CO0JIMBOCTI pAKOBUX CUHAPOMIB 3 ypaxyBaHHSM TUITY
yCIaaKyBaHHS, CIEKTPa acolliioBaHUX HOBOYTBOPEHb,
(haKkTOpiB pU3MKY, AATOPUTMIB 1iarHOCTUKU Ta Mpodi-
JJAKTUYHUX 3aXO[IiB.

2. HakommueHa i cTpykrypoBaHa iH(opMalis 10-
3BOJIMTH YIOCKOHAIUTU MEINKO-TEHETUYHE KOHCYJIb-
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TyBaHHS OHKOJIOTIYHMX XBOPUX Ta 1X pOAWYIB, 11O 3a-
0e3MeumnTh:

® CKPUHIHT i CTBOPEHHS PEECTPIB ciMelt 3 00TsIKe-
HUM OHKOJIOTIYHUM aHaMHE30M;

® BU3HAYEHHSI pU3NKY BUHUKHEHHST OHKOJIOTIYHOTO
3aXBOPIOBAHHS Y pOAMYiB XBOPOI'O Ta HOro HalllaIKiB;

e (hopMyBaHHS I'pyM MiABUILIEHOTO OHKOJOTiYHOIO
PU3UKY CEpEN WICHIB POJIWH 3 arperaiielo OHKOJIOTiv-
HOI I1aTOJIOTii Y pogoBoAax i 3MiliCHEHHS ePiogUIHO-
ro npodiTaKTUYHOIO MOHITOPUHIY CTaHY iX 3I0POB’S.

3. Hapana B iHopMalliitHoMy pecypci iHpopMmalltis,
OTpUMaHa Ha OCHOBI aHaJIi3y pe3yJibTaTiB BJJACHUX J0-
CJTiI>KeHb 1 HAYKOBUX IyOJTiKalliit, MOXe OyTH BUKOPUC-
TaHa sIK HayKOBIISIMU, TaK i JIiKapsIMU-OHKOJIOTAMU Ta
CiMEMHUMMU JliKapsIMU [1J1s IEPBUHHOI TPODUTAKTUKH i
paHHBOI JiaTHOCTUKM TTOTEHIiHHOI OHKOJIOTIYHOI Mma-
TOJIOTi1 y AIliEHTIB 3 00TSIPKEHUM OHKOJIOTIYHMM aHaM-
He3oM, y Tomy uucii 3 AL i AP cunnpomaMu, a TakoxX
MPU MEJMKO-TEeHETUYHOMY KOHCYJIbTYBaHHi WIEHiB iX-
HiX pOIMH.
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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-
0gy, 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
Jfor diagnosis and prevention measures.

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