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Pesitome. [Iposedeno eeneanoeiunuii ananiz cimeil 170 nayicumie i3 Koaopekmanb-

Hum paxkom (KPP). 52 (30,1%) maau cnadkogy gpopmy KPP; i3 nux y 40 ocié ecma-

H061eHO0 8i0no8ioHicmb Amcmepoamcokum kpumepiam (1—3) ma Oeskcum kpumepiam
pexomendauiii ICG HNPCC Bethesda wiodo diaenocmuku cundpomy Jinua (CJI). Y
npobandie i3 nioosporo na CJI suseaero niosuieHy cXuabHicmy 00 YmMEopeHHs NePEUH-

HO-MHONCUHHUX 3N0SIKICHUX NYXAUH, @ MAKOXC 0OCMOBIPHO MEHUIULL BIK MaHipecmauii
KPP (< 50pokis). Bionogionicmu 3 Amcmepdamcokum Kpumepiam diacnocmuxu (AK/T)

cnocmepizanu y 4 (2,4%) cim’ax, 2 AKIA — y 14 (8,2%), 1 AKI — y 22 (12,9%).

Haiibinvwa kinvkicms Xeopux 3i 3108KICHUMU HOBOYMBOPEHHIMU 8 MeNCax 00HIei cim’i
8 3 nokoninnsax cmarnosuna 12, 3 skux y 8§ 6ye KPP. Ceped poduuise npobandie iz CJI
nops0 i3 KPP naiiuacmiuie cnocmepieany iHuti HO0YymeopeHHsl WAYHK0B0-KUUKO080-

20 mpaxkmy. Cniesionoutenns civeil i3 CJI i I16yno 1: 1. Bionogionicms pezyrvmamie
KAiHIK0-eeneanoeiunoco oocmeyxcents AK] ma kpumepiam Bethesda noeunno 6ymu
OCHOBOI0 011 NO2AUOAEHOI 2eHeMUYHOI 0iAeHOCMUKU NAUIEHMIB, GUABAEHHS 2PYNU PU-

3uUKy ma cmeopenHs 6azu oanux cimeil iz CJI.

BCTYN

Cunnpom Jlinua (CJI) — cmankoBuii HETOMIMO3HUI
KonopekTanbHuii pak (hereditary nonpolyposis colorectal
cancer — HNPCC) ycriankoByeTbcsi aBTOCOMHO-IOMi-
HaHTHO i3 neHeTpaHTHicTIO 80—90% [1—3]. BBaxkaioTh,
o HNPCC craHoBuTh puoim3Ho 5% Bif ycix BUna-
KiB paky ToBcToi kuku (PTK) i Bunukae 6e3 nomnepe-
JIHBOTO CiMeitHOro ageHoMaro3Horo noJino3y (CAIT),
xBopoou KpoHa yn Hecrielin@iyHOro BUpa3KoBOro KO-
qity [1, 2, 4]. Ha BigmiHy Bil CMHHAPOMIB CIIaIKOBOIO MO~
nino3y ToBcToi kuiiku CJI He Mae cnienudivyHoro ¢e-
Hotury. Pusuk BunukHeHHss PTK npu CJI y nauieHTiB
MoJtoAimx 45 pokiB 3pocTa€e B 3 pa3u MOPIiBHSIHO i3 3a-
TaJIbHO-TIONYJISILIMHO0 YacToTolo [4, 5]. IcHye HU3Ka 1mo-
JIOXKEHb, 110 JoroMararoTh giarHoctyBatu CJI. YV 1991 p.
Oy/u 3amponoHOBaHi AMCTepIaMChKi KpUTepii JiarHoc-
uku HNPCC (AK/-I), ki BKIoYaau Taki BUMOTH:
1) y Mexax cimM’i 3 yu Gisibllie poauyiB podaHaa MOBU-
HHi 6yTu xBopumu Ha PTK, mpuyomy 1 3 HUX — poauu
TEPIIOro CTYIEHS CIIOPITHEHOCTI BITHOCHO IBOX iHILIMX
(CAIl Bukiouaerbest); 2) PTK noBruHeH BUSIBISITUCS HE
MEHIIIe HiXX B 2 TTOKOJIIHHSIX OHI€l ciM’T; 3) He MeHIle
1 Bunanky PTK Mae OyTu aiarHocToBaHO paHiliie HixX y
50 poxkiB [14]. ¥ 1998 p. micast BinKpUTTS crienubivHUX
MyTalliit, 1o BinnosinaoTk 3a HNPCC ta mo3akuiikosi
OHKoOJI0TiuHi 3axBoproBaHHs, AKJI Oyiu nornoBHeHi: 1) 3
yu Oibine poauyis npodanaa 3 PTK mosunHi MaTtu PTK
Ta/ab0 pakK iHIIO1 JIoKaJli3alliil (pak eHIOMETpilo, rerna-
TOOLTIapHOT CUCTEMMU, LIIJTYHKA, SIEUHMKA, TOHKOI KMIII-
KM, LLIKipH, CEYOCTATEBOI CUCTEMU, TOJIOBHOTO MO3KY Ta
iH.), 1 3 HUX ITOBMHEH OYTU POAMYEM IEPIIOTO CTYIEHS
crnopigHeHocTi BigHocHO 2 iHmmx (CAIT BUKITIOUA€ETh-
cs1); 2) y 2 uu GibIlle TTOKOJIIHHSIX TTOBUHHI OyTU BUSIB-
JIeHi ponuyi rmpobaHaa, XBopi Ha pak; 3) y 1 uu Oinblie
ponMuiB MpodaHIa HOBOYTBOPEHHS ITOBUHHE /iarHOC-
tyBaTucd y Billi < 50 pokiB. Y 3B’a3ky 3 AK/I-11 mox-
Ha ckazatu, 1o HazBa HNPCC € HeTouHO10, OCKiTbKI
CUHAPOM BKJIIOUAE 1IIe I iHII BUAU 3JTOSIKICHUX HOBO-

yrBopeHb (3H) [1, 2]. Ha ocHOBI mepeBaxkHO1 JIoKasti3a-
uii PTK ta cnekTpy HOBOYTBOpEHb PO3Pi3HSIOTH 2 TUITN
CI—CIHIiCIIL

B ocHogi CJI 1exkuTh HasiBHICTb TPUPOIKEHUX MyTa-
11ii1 TeHiB, 1110 HaJleXkaTh 10 CUCTEMMU perapallii Hecrape-
HIX ocHOB (mismatch repair) JIHK: Haitaacrimme AMSH?2,
hMLH]I, 1110 3HaxXonsIThCcsl Ha XpoMocomax 2p i 3p Bif-
noBinHo, pimme APMS2, hPMS1, hMSH3, EXO1 [6—9].
Xoua cepenHiii Bik BuHUKHeHHsI PTK y HociiB MyTaiiiii
TeHiB CTAHOBUTH 45 POKiB, OCTAHHI NOCTIKEHHS TTOKa3a-
JIV MOXKJTMBICTh MOSIBM XBOPOOHU Y CTApIIIOMY Billi, B MEXK-
ax 69 pokis [5]. [TocnabaeHy dpopMy CUHAPOMY, IO Xa-
PAKTepU3YETHCST HIDKYOIO TICHETPAHTHICTIO i CTapIINM
BiKOM MaHicecTallii, 3yMOBJIIOIOTh MyTaLlii reHa AMSH6
[1]. ITaienTiB, 110 MalOTh CITAAKOBY (hOPMY PaKYy 3TiITHO
3 AK]I, onHak He € Hocisimu myTauiit reHiB HNPCC, Bia-
HOCSITh 10 TPYTIH «CiMEHOTO KOJIOPEKTATBHOI'O PaKy TUITY
X». ¥ HUX BiICYTHilA pU3MK BUHUKHEHHSI HOBOYTBOPEHb
MPAaBOCTOPOHHBOI JTOKaTi3aLlii (Y C/TiITiiA i BACXiTHI! KUILLI-
11i); BOHU MarOTbh BUIILY BipOTiTHICTh PO3BUTKY HU3bKOIU-
epeHLIoBaHMX i CIM30IpoayKyounx myxiauH [10, 11].
Bnacninok 3azHaueHux myTauiit mpu CJI y KIliTMHaX myx-
JIMH Oinblie HixX y 90% BUITAKIB CIIOCTEPIraloTh SIBUILIE
MikpocaresitHoi HecTabinsHocTi (MSI) [6, 12]. Y 1999 p.
Oynu oITy0JTiKOBaHi OiTbII TOUHI, MopiBHSHO 3 AK/I, pe-
komeHnauii Bethesda mis iHIMBIAIB, 110 TPOUILLIU FeHe-
TAYHE TecTyBaHHS [15]. 3rimHO 3 IMMU peKOMEHAALISIMU
JIOJIATKOBUMU BUMOTaMU JIJIs1 BCTaHOBJIeHHs AiarHosy CJI
€ HasIBHICTh CHHXPOHHUX Y1 METAXPOHHNX HOBOYTBOPEHb
y namienTiB i3 PTK Ta Bucoki mokasauku MSIy ocid mo-
nommux 60 pokiB [16].

Tlepie nosinomuenHs npo cim’to 3 HNPCC, y skiii
OyJ10 BUSIBJIEHO HarpomMamkeHHs ButaakiB PTK y moen-
HanHi 3i 3H iHIII01 ToKasi3alii y poandiB mpobdaHaa, 3po-
ous podecop A.S. Warthin 6;u3bko 100 pokis Tomy. Lle
O/IHA 3 HAMOLIBIINX B iCTOPil MEAUIIMHU paKoBa CimM’s,
sIKa Ha CbOTOIHI HAPAXOBYE 8 IIOKOJTiHb. Y YACTUHM UJjIe-
HiB ciM’1 OyJs10 BUSIBIIEHO MyTallito reHa AMSH2 [13].
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MeTtoro poboTtu 0yB Bindip cepen xBopux Ha PTK
npodaHmiB i3 migo3poro Ha CJI (Ha OCHOBI aHai3y po-
JMOBOMIIB, MEIMYHUX KAPTOK, OIIiHKY BinmoBigHocTi AK]]
ikputepisim Bethesda) mrst BUSIBIIEHHSI TPYITH BUCOKOTO
CiIMEITHOTO pM3HKY 3aXBOPIOBAHHS Ta CTBOPEHHS 0a3u
JaHUX JJI5 TIOTJIMOIeHOI TeHETUYHOI TiarHOCTUKH.

OB’EKT | METOAW AOCNIA>KEHHSA

IIpoBeneHo BUBYEHHSI MEAUYHUX KapT Ta TeHeaso-
rivnuit aHami3 cimeit (3—4 mokoniHHA) 170 TamieHTiB
i3 PTK, mo mpoxommmm ripotsirom 2005—2011 pp. Jmiky-
BaHHSI Ha 0a3i MPOKTOJIOTIYHOTO BifliieHHs JIbBIBCbKOL
obiacHoi KiiHivHOI JikapHi. /liarHo3 manieHTam 0yno
BCTaHOBJIEHO HA OCHOBI 3arajlbHOKJIiHIYHOTO, EHIOCKO-
MiYHOTrO0, MPOMEHEBOIO Ta JIJAOOPATOPHOTO METOIIB Aia-
THOCTMKM. BiK maiuieHTiB ctaHOBUB Bin 29 1o 89 pokiB.
Oci6 gomosiuoi crati — 90, xxiHowoi — 80. [TamienTn Oymm
MeluKaHIsIMU 6 obnacteil Ykpainu: JIbBiBcbKOI, IBaHO-
®pankiscekoi, TepHominbebKoi, BoamHebKoi, 3akap-
naTchbkKoi Ta BiHHUIIBbKOI. YCi 3amydyeHi y JoCTiIKeHHS
MNauieHTH AaJiv iHpOopMOBaHY 3rofy 10A0 MOro mMpoBe-
IIEHHST Ta BUKOPVICTAHHS Pe3yJIbTaTiB Y HAYKOBUX IIJISIX.

3i criopaguyHoio ¢popmoro PTK oyio 118 (69,9%)
MaLieHTiB cepeaHim BikoM 62,5 poky (Bixg 36 1o 89); yo-
JIOBiKiB — 66, 3XiHOK — 52. CrankoBy ¢opmy PTK mi-
arHocroBaHo y 52 (30,1%) nauieHTiB (40JIOBiKiB — 24,
XiHOK — 28) BikoM Bix 30 1o 78 pokiB (cepemHili Bik —
54,0 poky). Cepen ocTaHHIX BimOip rpynu Nali€HTIB i3
nimo3poto Ha CJI mpoBonwiu 3 ypaxyBaHHsIM AKJI Ta
MPUHLMITIB niarHocTUKKU Bethesda.

BusHauenHs1 nyxsimHHoro mapkepa (ITM) pakoBo-
eMmbpioHanbHoOro aHtureHy (PEA) BukoHyBanu 3a no-
MOMOrolo iMyHodepMeHTHOTro MeToay [17].

PesymbpTaTit pobOTH OTpallbOBaHO 3a JOITOMOTOIO
METO/IiB BapialliliHOi CTaTUCTUKU. JIOCTOBIpHICTh Pi3-
HULIi TOKA3HMKIB OLIiHIOBaIu 3a KpuTtepieM [TipcoHa y2;
CTAaTUCTUYHO 3HAYMMOIO BBaxKayiu pizHuLio mpu p<0,05.

PE3YJIbTATU TATIX OGFOBOPEHH4

Cepen 52 nawieHTiB 3i criagkoBoto (popmoio PTK y
40 (76,9%) BCTaHOBJIEHO BiAMOBIAHICTH MOJOXEHHSIM
AKI; v 9 (17,3%) nipobannis PTK BUHMK Ha I'pyH-
Ti MHOKMHHOTO aJicHOMATO3HOI'0 0103y (y 6 3 HUX
oyno miarBepmkeHo CAIT i HociiicTBO MyTalliii TeHiB
APC abo MYH [18])iy 3 (5,3%) — Ha OCHOBI 3amajib-
HUX 3aXBOPIOBaHb TOBCTOI KUILIKH.

13 40 mawieHTiB, IO BiAMOBIZAIN MOJOXEHHIM
AKJI, PTK y Biui menmre 50 (Bin 29 no 49) pokis 6yso
BusiBiieHo y 11 (27,5%) oci6. Ha ocHOBi cTaTucTMUHUX
PpO3paxyHKiB BCTAHOBJIEHO OiJIbIII paHHil BiK MaHidec-
Tarii 3aXBOPIOBaHHS Y MpoOaHmIiB i3 mimo3poro Ha CJI
MOpPiBHSHO 3i criopaguyHolo hopMmoro PTK (Ttabmuis).
Y 9 ipobanniB (22,5%) i3 rpynu 3 nino3poto Ha CJI mi-
arHOCTYBaJIM MEPBUHHO-MHOXUWHHI 3JI0SIKICHI HOBO-
yrBopeHHs1 (ITM3H) i3 cuHXpOHHUM ab0 MeTaxpoH-
HUM BUSIBJIEHHSIM, 1110 BIBiYi OiJIbllIe, HixXK MIPU criopa-
Iu4Hii opmi 3axBoproBanHs (y 13 Bumankax, 11,0%)
(muB. TabauI0). X04a 1OCTOBIPHOI Pi3HULII MiX rpyna-
MM 3a L1i€10 03HAKOIO HE BUSIBJIEHO, Y MALIiEHTIB i3 Mig0-
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3poto Ha CJI crioctepiraeTbCsl TEHACHILIS 10 TMiABUILIE-
HO1 CXUJIBHOCTI 10 YTBOPEHHS MYXJIUH — KaHKPOditii.
Tabnuus
MopisHaHHa Biky MaHidpecTauii PTK Ta yactotn MTM3H y xsopux
3i cnopagMyHoIO Ta cNaaKoBo GOPMOL0 3aXBOPIOBAHHS

KinbKicTb nauieHTis, n (%)
LocnigxyBaHi 03HaKn Cnopapuynuin Cnaaxosuii PTK,
Xy PTKr;n =118) BiANOBIAHICTbL
1-3 AKQ (n = 40)
Bik maHipectauii PTK <50 pokiB 15 (12,7) 11 (27,5)*
HasgHicTb TM3H 13 (11,0) 9(22,5)

AK[L — AmcTepnamcbki kputepii giarHoctuku; *p<0,05.

[Tpu posnoxini xBopux i3 migo3poto Ha CJI B 3anex-
HocTi Bif piBHs BinnoBigHocTi AK/ [14] Oyno BUmiaeHO
3 rpymnun: rpyma I — BiZmoBigHICTb TPOM KpUTEPisIM — 4
(2,4%) ocobu; rpyna I1 — BinmoBinHicTh ABOM KpUTEpi-
am — 14 (8,2%); rpyna 111 — BignosinHicTh X04a 6 ox-
HoMy KpuTepito — 22 (12,9%). Bik npo6anniB rpymm |
cTaHoBUB 47,5 poky (Bin 32 no 63), rpynu 11 — 51,5 (Bin
30 1073), rpyrmm 111 — 62,0 (Big 46 no 78) poku. CriB-
BiIHOIIIEHHS 3a CTaTTIO Y 'pymi I — 1 4omoBiK/3 XiHKH;
B rpyi II — 7 gwonoBikiB/7 xiHok; y rpymi 11 — 9 goio-
BiKiB/13 XiHOK. TakuM yHOM, cyMapHO y Tpymax [—111
>KiHOK OyJ10 Oiblie, HiX 4oJ10BiKiB: 23 (57,5%) npoTtu
17 (42,5%). KinbkicThb cimeit, e 6ysio BctaHoBieHo CJI
I1, B TppoX rpymnax cranosmia 20: y rpymi I — 4 (100%),
y rpymi II — 5 (35,7%), y rpymi 111 — 11 (50,0%). Cy-
KYyIHO y TpbOX Tpynax BinnosigHocTi AK/I criiBBigHO-
meHHs cimeii i3 CJI 11 CJI 1T 6ymo 1:1.

Jluute y 4 ciM’s1x mpoGaHmiB i3 ycix 00CTeXXeHUX i3
cnankoBoto opmoro PTK crniocrepiraiu BinnoBigHiCTb
TpboM KpuTepissm AK/L i nestkiiM pyHIMIIaM TiarHOCTUKK
Bethesda. ¥ ponuuis umx mpo6aHaiB 1-ro ta 2-ro cTyreHs
CITOPiIHEHOCTI OYJ10 T0JATKOBO BUsIBIIeHO, KpiM PTK, 111e
i inmi 3H. Y 3 (75,0%) ciM’six crioctepiraiy CMUHXPOHHE
yn MeTaxpoHHe BUHMKHeHHsT [IM3H. I3 3araabHOi Killb-
kocri (19) xsopux Ha PTK B 1ux cim’six Bikom meH1ie 50
PoKiB OyJ10 16 0ci6. Y ponoBogax OUIBIIOCTI MALIIEHTIB i3
CJI y HacTyMHUX MTOKOJIiHHSX CciMeli criocTepiraau OiTbin
paHHIO MaHidecTallio 3axBopioBaHHs. PonoBonu cimeii
rpynu | HaBeneHo Ha puc. 1—4.
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Puc. 1. Ponosin cim’i mpobanna JIMI i3 CJ1 11, memkaniis 3a-
KapIiaTcbKoi 001acTi

Haii6inbliry KibKicTb ypaskeHux ocid — 12 (nuB. puc. 1)
OyJio BUSIBJIEHO B ciM’i mpobaHma-yojoBika JIMI Bi-
KoM 40 pokiB, MellIKaHIIsT 3aKapIaTchbkoi 00J1acTi, KO-
My OyJ10 BCTAHOBJIEHO JiarHO3; CUHXPOHHUI paK CJIIol
kumku (T3NIM1G3) i monepedHo-00010BOI KUIIIKHI
(T3NOMOG?) Ta pak nutyHKa. 7 cuOciB TpodaHia XBopi-
s Ha 3H, mpudomy y 6 3 Hux Oyito miarHoctoBaHo PTK.
YV cuHa omHoro i3 cubciB mpodbana texx 0yB PTK. Y 4 cu6-

ke
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ciB (y TOMY YMCJIi B cECTpH MpobdaHaa 3 IBIAHAT) IOPSI 3
PTK BusiBunu pak mkipu. Bik cubcis npodanna — Bin 33
1o 47 pokiB. Ha pak 1utyHKa XBopisin y Bitli MeHie 60 po-
KiB i1, 6aTbKO NMpoOaHaa i pimHuii OpaT 6aTbKa, a TAKOX
2 cubciB mpodanaa. Takum unHoMm, [TM3H, 3 moeaHaH-
HsaM PTK, paky nutyHka i mikipu criocrepiranun y 5 3 12 na-
LieHTiB-wieHiB ciM’i. Haituactimmm pa3zom i3 PTK (8 Bu-
MajKiB) OyB paK LITyHKA. 3arajibHa KiUIbKICTb Y POIOBO-
Iii xBopux BikoM MeH11e 50 pokiB — 8. Ha ocHOBi aHasi3y
pomoBoay Ta ouliHKM BinnosigHocTi AK/I Ta Kputepisim
Bethesda npoGaHay i fioro xBopum poauyam Oyso BcTa-
HosjieHo niarHo3 — CJI I1 y 4 mokomiHHSX CiM™1.

Ha puc. 2 naBeneHo ponosin cim’i CJIB — nipobaH-
Ja->XKiHKY BiKOM 32 poKu, 1110 MpoxkuBa€e y BomuHCbKil
00J1acTi, sIKa MaJsia iarHO3 paK CUTMOMOAIOHOI KUILKKA
pT4NIM+G3. 3H giarHoctyBanu y 8 ocid 3 3 MOoKoIiHb
cim’i, PTK 6yno BusiBieHo y 7 oci6. Bik maHidecrariii 3a-
XBOPIOBAHHS CTAHOBUB Bif1 32 10 68 POKiB; KiJIbKiCTh XBO-
pux BikoMm MeH11e 50 pokiB — 4. Y 2 ponuuiB mpobaHaa
oyno BussieHo [IM3H: noennanus PTK 3 pakoM sere-
Hi Ta pakoM sieuHuKa. JIsg1pK0 mpobdaHa Mo JiHii Matepi
nomep y Billi 55 pokiB Big paky crpaBoxony. Jliarno3 CJI
11 Gysi0 BcTaHOBJIEHO HA OCHOBI T€HEATIOTIYHOTO aHAJTi3Y
Ta ouiHkM BinnosinHocTi AKJI Ta kputepisim Bethesda.
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Puc. 3. Ponosin cim’i npodannga TAT i3 CJI 11, MemkaHku
JIbBiBCHKOI 001aCTi

VY npobanga-xinku TAT BikoMm 63 poKM, MeLIKaH-
Ku JIbBiBCbKOI 001acTi (IUB. puc. 3) OyJ10 AiarHOCTOBA-
HO CMHXPOHHUI pak ceJie3iHKOBOro KyTa Ta CUTMOIIO-
nioHoi kumku TANOMOG 1R, a Takoxk IMBEPTUKYJIHO3
JIIBUX BillZJTiB TOBCTOI KUIIIKU. X04a, 3a JIiTepaTypHUMU
noBinoMJeHHsIMU, nauieHTH i3 CJI He MaloTh cieugiv-
Horo dbeHoTumny [4, 5], y L€l MalieHTKY OyJI0 BUSIBJICHO

MPUPOJIKEHI aHOMAJTi1 TULIEBOI YACTUHU Yeperia Ta MHO-
JKMHHI HeBycH Ha 1iKipi. [TaliieHTKa maja akpomeraliio,
3YMOBJIEHY ITyXJIMHOIO «TyPelbKOro cijuia». Matu Ta ABi
cectpu rpobdanna xgopinm Ha PTK; ogHa i3 cectep Mana
IIM3H — noenHaHHS paKy IPsSMOI KUIIKY i paKy Jiere-
Hi. KinbKicTb XBopux BikoM MeH1Ie 50 pokiB — 2. TTpo-
Oanmy i wieHaM ii cim’i BctaHosneHo HasiBHicTb CJI 1.

XKinka-tipobann BKI, memkanka BiHHUIIBKOT 00-
JlacTi, 3axBopisia Ha pak npssmoi kutuku (T3NOM0G2)
y BilIi 42 poku. 3 ii ponudi — 6a0ycs1, MaTH Ta ABOIOPII-
HUi1 6pat 110 JiHii MaTepi xBopiau Ha PTK. Bci cubcu
Martepi nmpobaHna nomepsau Bif pizHux 3H: paky Hup-
KU, LUTYHKa, sieuHuKa. Kinbkicts xBopux Ha PTK BikoM
meHIe 50 pokiB — 2. Y npobaHaa Ta ii poauyiB, XBO-
pux Ha pak, migTepaxeHo CJI I1. IMauieHTka ycniniHo
IpoOoIepoOBaHa, a poAUYi OTpUMAJIM peKOMeHIallii re-
HeTuka. Pomosin ciM’i HaBeneHO Ha puc. 4.
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Puc. 4. Ponosin cim’i mpobanna BKI i3 CJI 11, memikanku Bi-
HHUIIBKOI 00acTi

Y cim’six 14 xBopux Ha PTK npo6anais rpynu I1 (3a
BinmoBinHicTio AK/I) OyB BusiBneHuii 21 6113bKOCIIO-
PiIHEHUWI poAnY i3 aHAJIOTIYHUM 3aXBOPIOBAHHSM, a 'y
ciM’six 22 npobanais rpynu 111 — 30 6auspkocnopin-
HEHUX pOAWYIB 3 TAKMM CaMHUM HiarHO30M. Y 2 mpo-
o6anais rpynu II Ta 3 mpo6anaiB rpynu I11 6yno BusiB-
sieHo [TM3H iniuoi nokanizauii. ¥ 7 poanyis mpoOaHiB
rpyru 11 miarnoctyBanu HactynHi ITM3H: pak nuyH-
Ka, eHAOMETPil0, MOJIOYHOI 3aJ103U1, JIETeHi, MPOCTaTH
i xoHapocapkomy. ¥ 16 ponnyiB npo6annis rpynu 111
cepen 3H mepeBakanu pak IUTyHKA, MOJIOYHOI 3aJ1031;
BUSIBJISUIM TaKOXK paK JIereHi, eHAOMETPilo, IIKipH, IIH-
TOMOAIOHOI 3aJ1031, MKW MAaTKKU Ta CEYOBOIO MiXy-
pa. Y pomnuis mpo6annis rpym I i I1I 3H pi3Hoi 1oka-
Jizauii Tparisuiucs y noenHanHi 3 PTK. Bik maHidbec-
tauii 3H y ponuuis npobanais rpynu II BinnoBigHOCTI
AK]I ctanoBuB 54,5 poky (35—74), a rpynu 111 — 58,0
(33—83) poxis.

Crim 3a3HaYNTH, IO Cepel MAlli€EHTIB i3 CITopagna-
HOI0 (DOPMOIO HOBOYTBOPEHB TAKOXK OYJIO BUSIBIEHO 15
(12,7%) ocib, y IKMX AiarHOCTYBaJIM paK y Billi MEHIIIE
50 poKiB, IPUIOMY Y 2 i3 HUX CITOCTEpiraii CHHXPOHHI
Tta MmetaxpoHHi [IM3H (ix poboTa He Oyna roB’si3aHa 3i
LIKiITUBUMU YMHHUKaMU). OcoOUBY yBary moTpioHo
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3BepTaTU Ha XBOpUX Mosoaoro Biky i3 [IM3H. 3rinHo
3 JaHUMU JiTepaTypu AiarHO3 «[I€PBUHHO-MHOXWHHI
MyXJIMHW» JO3BOJISIE MPUITYCTUTH HASIBHICTh Y Malli€H-
Ta KJIACUYHOTO criagkoBoro paky [17]. Takum ynHOM,
nauieHTiB 3i cnopanuyHolo ¢hopmoto PTK nipu panHii
(men1e 50 pokiB) MaHiecTallii 3aXBOPIOBaHHS, OCO-
611Bo i3 [IM3H, MoxHa BigHEeCTH J10 IpyIu 3 MiA03pOI0
Ha CJI. Amxe MyTallii reHiB MOXYTh BUHUKHYTH de novo.

V 3B’513Ky 3 aBTOCOMHO-IOMiHAHTHUM TUTIOM YCITal-
KyBaHHSI Ta BACOKMM CTYIIEHEM IICHETPAaHTHOCTI 3aXBO-
PIOBaHHS NALIiEHTAM i3 peTeJIbHO BiliOpaHoi rpynu pu-
3UKY CJIil pPEKOMEHyBaTH PETYJIsIpHE CIIOCTEPEXKEHHS
y JTikapsi-oHKoJIora (He juiie rpobaHaaM, aje il poau-
yaM 1-To CTymneHsI CriopigHeHOoCTi). PU3MK BUHMKHEH-
Hs1 CJ1 y miteit npodanna craHoBuTh 50%. Takoro X Bu-
COKOIO € BipOTiIHICTh MOSIBU OHKOJIOTIYHUX 3aXBOPIO-
BaHb Y CUOCiB ITpobaHaa.

Jns1 paHHBOTO BUSIBIEHHSI HOBOYTBOPEHb HEOOXiI-
HUM € MPOBEIEeHHS Ja00paTOPHUX JiarHOCTUYHUX TTPO-
enyp, 10 BKJIOYalOTh BUu3HauyeHHs1 [IM Ta BunijieH-
Hsa JIHK i3 3paskiB nepudepruaHoi kposi. HaitOinbin
iHbopmaTuBHuMuU nipu PTK € oHKodeTanbHuil aHTH-
reH — PEA, a Takox onkodetanbHuii [IM — MyLuH-
ciano-rikominin CA 19.9 [18]. ¥V Hamomy gochimkeH-
Hi y npobanma CJIM 6yno npoBeneHo Bu3HaueHHST PEA
1 BUSIBJIEHO TIepEBUILIEHHS HOTr0 piBHS Oible HiX y 10
pa3iB (82,8 HI/MJI) Ta JiarHOCTOBaHO HU3bKOAM(MEpEeH-
LilloBaHy aJeHOKapIMHOMY 3 MeTacTa3aMu B OJHOMY
nimMdoBy3ii i JiBomy sieuHuKy. Kinkawm i3 CJI I HeoO-
XiTHe mMpoBeIeHHS BariHaJbHOI yJIbTpacoHorpadii, Bari-
HaJIbHOI acripallii, a TakoX IopiyHe Bu3HaueHHs [IM
CA 125 [4]. 3rigHo 3 JiTepaTypHUMU NOBIIOMICHHIMU
CTYIIiHb ITEHETPAHTHOCTI 3aXBOPIOBAHHS Y XBOPUX Ha paK
eHgoMeTpito y cim’sax i3 CJI cranoButb 60%, a y XBOpUX
Ha pak iHiuoi Jokamizauii — 20% [1]. [Nawientam i3 CJI
3 HasIBHICTIO B poauHi 3H 1ImyHKa moTpiOHO TTPOITOHY-
BaTtu BU3HayeHHs1 [IM CA 72.4, atakox PEAi1 CA 19.9.
Hocnimxenns nepesniyeHux [IM ciin pekomeHayBaTH
SIK TIEPIIIUI eTarn J1abopaToOpHOI AiarHOCTUKU Y OCi0 rpy-
v pu3uky BuHuKHeHHs CJI mig yac OHKOreHETUYHOTO
KOHCYJIbTYBaHHS. B3pKocopimHeHUM poaryam Impo-
baHma-Hociss MapkepHoi myTatlii reHiB HNPCC ipu yMo-
Bi minmucaHHs iHbOPMOBaHOI 3roay HEOOXiMHO MPOIO-
nysatu BuniaeHHs JIHK i3 nepucdepuyaHoi KpoBi aist o-
JAJIBIIIOTO TEHETUYHOTO TECTYBaHHSI.

HesBaxawoum Ha BiICYTHICTb BIIPOBAIXEHHS B
VYkpaini MeToniB BUBHAUEHHS MYyTallili TeHiB, Xapak-
tepHux i CJI, HagBHICTh KITiHIYHOI 623U JaHUX Ta
6anky JIHK nawieHTiB i3 1Mi03po1o Ha 1ie 3aXBOPIOBaH-
H$I 1aCTh MOKJIMBICTD ITepeaBaT Ha OCHOBI HAyKOBOT
criBnpaui 3pasku JIHK y maboparopii cycinHix nepxas,
Iie Taki mocmimkeHHs mpoBoasTh ([Tomeima, Pocist). Ha-
JIaTOMI>KEHHS B YKpaiHi MeTOoMy BU3HAUYECHHS MYyTalliit
BiIMOBiAHMX TeHiB JO3BOJUTH MPOBECTU AOCTiIKEHHS
MalieHTiB i€l rpynu y nepiry yepry. CxemaTu4aHe 30-
OpaskeHHS TTOCIiJOBHOCTI eTalliB BiIOOpy IMalli€HTIB y
rpynu pu3uKy BuHnkHeHHsT CJI Ha OCHOBI aHAITi3y po-
JIOBOJIiB Ta OLiHKHU BixnoBinHocTi AKJL Ta mpuHuUnam
Bethesda HaBeneHo Ha puc. 5.

OPUTWHAJIbHBIE MCCITELOBAHNSA

XBopi Ha PTK

l'eHeanori4nuii aHania

‘ MaviexTn 3i cnopagnyHo

‘ MaLieHTh 3i CNaKoBOO

topmoto PTK copmoto PTK
/ \ BusHayeHHs signosigHocti AK[
XBopi Xgopi XBopi, 1o XBOpi, Lo XBOPi, Lo f
Ha PTK Ha PTK BiANOBiAatoTH || BIANOBIAAIOTH | | BIANOBIAAIOTH | [0 ;(izongléi:laopon
CTapLIJ‘| monoaLi 3 AK,El 2AKJ] 1 AKﬂ, omHomy AK,
50 pokiB 50 pokis | 1] 1] ooy AR

OHKoreHeTM‘iHe
KOHCY/bTyBaHHS NpobaHAis

Oco6u rpyni BUCOKOTO PU3NKY
BUHUKHEHHS CUHAPOMY JliH4a

J1abopaTopHi AOCNiIKEHHs:
1 - Bupineqns AHK i3 nepuchepmyHoi
KpOBi

2 — reHeTN4He TecTyBaHHs
Ha HaABHICTb MyTaLjiit

Mpo6anaun-Hocii
myTauii
HNPCC

Mpo6aHau, LWo He MaTb
myTauin HNPCC

OHKOreHeTnHe
KOHCY/bTYBaHHA v

| POAVHIB NPOCEHAIE [
CTyneHsa CNopIAHEHOCTI | CTyneHs

cnopigHeHocTi

4

Mpobaxan
i3 «cimeitHum PTK Tuny X»

J1a6opaTopHi BOCNimKeHHs:
1 — BU3HAYEHHS NYXJMHHUX MapKepiB

2 — upinenHs [HK i3 nepuchepnyHoi Kposi
3 — reHeTUYHe TECTYBAHHSA Ha HafABHICTb MyTaL|ii

Puc. 5. CxemaTnuHe 300pakeHHsI OCJIiIOBHOCTI €TarliB Bij-
0Oopy Malli€eHTIB y rpyny pu3uky BuHUKHeHHs1 CJI Ha OCHOBI
aHaJIizy poJoBO/IiB Ta OLiHKY BianoBigHocTi AK]I Ta neskux
npuHLUMiB Bethesda

MonekynsipHa-reHeTuyHa niarHoctuka CJI € cknan-
HoOI0 npo6JieMoro. Lle 3yMOBIIEHO 1111010 HU3KO YMHHM-
KiB: BEJIUKOIO KiJIbKiCTIO T€HiB, aCOLIHOBAHUX i3 PO3BU-
TKOM CHUHJIpOMY, HEOOXiIHICTIO aHaJTi3y BCi€l MOCIiTOB-
HOCTi LIMX Fe€HiB, BUCOKOIO BapTiCTIO 00CTeXXeHHsI [8, 19,
20]. OcHoBOIO [J151 peKOMeHAAlLli1 MalieHTaM NorubJe-
HO1 T€HETUYHOI TiarHOCTUKW TTOBUHHO OYTH MOETHAH-
H$I peTeJIbHOIO FeHeaJIoTiYHOTO aHali3y 3 OLIIHKOIO Bill-
nosinHocTi AKJI i mpuHummnam aiarHoctuku Bethesda.

BUCHOBKMU

1. Ha ocHoBi reHeasioriuHoro aHaii3dy cepen 170 nma-
mieHTiB 3 PTK cragkoBy hopmMy HOBOYTBOpEHbL OYIIO
BusiBiieHO B 30,1% Bunankis. BixnosinHicts 1—3 AKJI
i JessKkuM mpuHIMIaM giarHoctTuku Bethesda, To6To
BUCOKUI pu3nK cuHapomy JliH4a, yctaHoBieHo y 40
(23,5%) 0cib, y 4 3 ssxux (2,4%) Oyno niaTBepakeHo 3
OCHOBHi KpUTepii.

2. Y rpyni npo6anais i3 migo3poto Ha CJI BcTaHOB-
JICHO TOCTOBIpHO MEHINMI BiK MaHi(ecTailii paky (< 50
POKiB), a TAKOX TEHICHIIi0 IO ITiABUIIICHHS YaCTOTH BU-
HukHeHHs1 [IM3H mnopiBHsSIHO 3i criopaguyHoIo (op-
MOIO 3aXBOPIOBaHHSI.

3.V rpymi npo6anmiB i3 mimo3poro Ha CJI (BimmoBin-
HiCTb OTHOMY, IBOM, TPbOM U OiibliIe TTostoxkeHHsIM AKJT)
cniBBinHoieHHs cimeti i3 CJI 11 CJI II nopiBHIOBajO 1.

4.V 3B’13Ky 3 aBTOCOMHO-0MiHAHTHUM TUIIOM YCTIa/I-
KYBaHHSI Ta BUCOKVM CTYTICHEM IIEHETPaHTHOCTI 3aXBOPIO-
BaHHS TIALIIEHTAM i3 peTeJIbHO BifiOpaHOi IpyIu pU3UKY
(BinnoBinHicTe AKJI i npuHuunam Bethesda) ciig peko-
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OPUTWUHAJIbHBIE MCCITELOBAHNA

MEHIYBATH PETyJIsIpPHE CIIOCTEPEXEHHS Y JIIKApsI-OHKOJIO-
ra, Bu3HayeHHs [IM Tta Buninenns JHK mis mornubne-
HOI MOJIEKYJISIPHO-TEHETUYHOI TiaTHOCTUKMU.
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CLINICAL AND GENETIC ASPECTS
OF THE DIAGNOSIS OF LYNCH
SYNDROME

M. Lozynska, Y. Lozynskyy

Summary. The genealogical and medical cards analysis
of 170 patients with colorectal cancer (CRC) was carried
out. The hereditary form of the disease had 52 (30.1%)
proband with cancer, from them forty persons with suspi-
cion of Lynch syndrome satisfied from 1 to 3 the Amster-
dam criteria for hereditary non-polyposis colorectal can-
cer (HNPCC) and some additional Bethesda Guidelines.
These probands had increased incidence of primary multi-
ple malignancies compared with sporadic form and signifi-
cantly lower age of CRC manifestation (< 50years). Com-
binations of 3 or more Amsterdam criteria for HNPCC were
observed in 4 (2.4%) families. The biggest quantity of the
patients with malignancies from one family was 12 persons
in 3 generations, and § of these patients had CRC. Other
cancers of gastrointestinal tract are also common in pro-
bands with Lynch syndrome along with CRC. These data
should form the basis for the direction of the patients to the
genetic diagnostics, and for the selection of group of high
risk of this disease, and for the formation of the Lynch syn-
drome family clinical and genetic database.

Key Words: colorectal cancer, Lynch syndrome,
multiple malignancies, genealogic analysis,
pedigree.
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