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Y poboTi BUCBIT/IEHO OCHOBHI rEHETUYHI MeToAN AOCTIIXEHHS], HeOOXiaHI AN paHHbOI aia-
THOCTUKW | IPOrHO3YBaHHS BUHUKHEHHS CaZikoBO 3YMOBJIEHUX HOBOYTBOPEHbL TOBCTOI KULLI-
Ku. 3a3Ha4YeHO BaXJ/IMBICTb reHeasIoriHHOro aHani3y sik nepLUoro etany 06CTexeHHs npobaH-
Aa A1 BUCBIT/IEHHSI BHECKY CMafKOBUX YNHHUKIB Y BUHUKHEHHI X 3axBoploBaHb. [liaTeep-
[DKEHO HeobXiAHICTb BianpaLoBaHHs i IPakTUYHOro BIPOBAAXEHHS B YKpaiHi KOMIIeKcy cy-
4aCHUX METOAIB reHOLIarHOCTUKM Ta aHasidy KapioTurly HOBOYTBOPEHb. [1ic/s npoBeAeHHs
reHeaJsoriyHoro aHaidy Lie € HacTyrnHUMM eTanamy 006CTeXeHHS! XBOPUX. Po3rsHyTi reHe-
TUYHI METOAWM AiarHOCTVKWN 3HaAyTb CBOE 3aCTOCYBAHHS Y PO3B 'SI3aHHI OAHOIO 3 BaX/INBUX
MeanYHUX | couianbHO-EKOHOMIYHUX 3aBAaHb Cy4aCHOIr0 CyCrifibCTBa — PaHHbOI AiarHOCTUKMN
CrnaakoBO 3YMOBJIEHUX HOBOYTBOPEHb, 1110 103BOJINTb 3MEHLLNTI 0BCS OnepaTuBHUX BTPRY-
4aHb Ta 3HU3UTU CMEPTHICTb Bif] LiX 3aXBOPIOBAHb.

Knto4oBi c10Ba: reHeanoridyHuii aHania, reHoAiarHoCTuka, KapioTuryBaHHs, HOBOYTBOPEHHS
TOBCTOI KULLIKW.

BCTyn. Ha cborogHi B YkpaiHi He BigoMi nonysiLiiHi 4aCTOTY CNaaKOBMX OHKOJIO-
MYHMX 3aXBOPIOBAHb LUTYHKOBO-KMLLKOBOrO TPAKTY, B T.4. TOBCTOI KWLLKW, HE
po3pobeHi cTaHAAPTM AjarHOCTMKM LT NaToNorii i3 3aCTOCYBaHHSIM HOBITHIX reHe-
TUYHUX METOAIB AOCNIIXKEHHS, HE MPOBOANTLCS FEHETUYHOIO KOHCY/IbTYBaHHS ypa-
XEHMX CiMel Ta paHHbOI NPOdINakTUKM 3aXBOPIOBaHb cepen, PoamnyiB NpobaHAiB.
3rigHo 3 niTepaTypHYMM NOBIAOMEHHSAMU, CEPeS, LOPIYHO 3apEeECTPOBAHNX HOBMX
BMNaaKiB paky TOBCTOI kuwku (PTK) Le OHKONOoriyHe 3axBOPOBAHHSA BUHMKAE Y
20-25% 0ci6 3i cnaaKkoBo CXMLHICTIO A0 HbOrO [ 1]. Cepen cnankoBo 3yMOBNEHNX
HOBOYTBOPEHb BAPTO BUOKPEMUTIN HEMOJINMO3HMIA Ppak TOBCTOT KALWKM (CUHAPOM JTiH-
ya |l Tall), cnagkosi (cimenHi) dopmu PTK, y kmx He niaTBEpOXEHO CUHOPOM JliH4a
3a AMCTEPLAAMCBKUMUN KPUTEPISIMA, @ TaKOX YACNIEHHI cnaakosi GopMu Noninosy 3
nepeBaxaHHaM cimenHoro andysHoro noninody (CAIM). Baxnueum € To dakT, Wwo
[ONsi NaujieHTiB 3i cnaakoBo GOPMOO OHKOMATONOri XxapakTepHMM € OifbLl paHHE
BMHWKHEHHS!, arpecuBHiILLNA Nepebir Ta BULLMIA pPiBEHb NETaNbHOCTI, HiX A/19 cropa-
OnyHoi popmun [2—-4]. TIPOrHOCTUYHO AyXe Hebe3neyHMM LLoA0 BUHUKHEHHS PTK e
CYHOPOMM CrafKoBOro Mosinogy, 3a fKMX PU3uK ManirHisauii iHKoM CTaHOBUTb
6113bko 100%. Y naujenTis i3 CZIIM Ta iioro BapiaHTOM — CMHOPOMOM MapaHepa pu-
31K BUHUKHEHHSI 3/109KICHMX HOBOYTBOPEHb NEPEBULLYE 3arasibHO NOMNyAsaUinHAN
npunénuaHo y 300 pasie. KpiM Toro, nawieHTu 3i cnafkoBo 3yMOBJIEH/MMW HOBOYTBO-
PEHHSMM TOBCTOI KMLLKW € FPYMNOI0 BUCOKOIO PU3MKY MNOSBM iHLUMX GOPM paky. 30K-
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pema, xBopi Ha CAIM y 160 pasis yacTiwe
XBOPIIOTb Ha pak WwuTonogibHoi 3ano3u, a 'y
80% xBopux Ha cnHapom MapaHepa BUsIBNS-
0Tb MyXJMHKU KicTOK. IHWa dopma CAM —
cuHapom Tiopko, € NOEAHAHHAM ANPY3HOro
noJlino3y TOBCTOI KNLLIKM i3 MYXTMHAMU LIEHT-
panbHOi HEpPBOBOI cuUCTeMM — Medynnob-
NacTOMOIO CIMHHOI O MO3KY Ta riOMOI0 roNo-
BHOro Mo3ky [5-8]. lpu ramapTomMHOMY
CUHAPOMI MONINO3y TOHKOI | TOBCTOI KNLLIOK —
cuHapomi MenTua-Erepca 3HayHO BLLA Yac-
TOTa paky rpyaHoi i NiawnyHKoBOi 3ano3 T1a
LUAYHKA, a TaKOX TOHKOI i TOBCTOI KMLUKM
MOPIBHAHO i3 3arasbHO MNONynsuinHOW [8].
B oci6 3 toBeHinbHMM MONiNO30M TOBCTOI
KULLKM — aBTOCOMHO-A0MiHaHTHM 3aXBOPIO-
BaHHSIM, 3POCTaE PU3NK BUHNKHEHHS PTK oo
60 %, a TakoX NO3aKMLLKOBMX HOBOYTBOPEHb
Y LUTYHKY, TOHKIV KALLILY | NiALLIIYHKOBIV 3a103i
[9]. Mpwm pigkicHMX BapiaHTax KOBEHINbHOMO
noninogy (cuHopomun KosaeHa, baHbsH-Pini-
Pysanbkaba, KpoHkaiTa-KaHaga) 4acTto Bu-
SBNSIOTb Pi3HI OHKONOrIYHI yCKnagHeHHs. Ll
TPWU CMHAPOMM ramMapTOMHOr0 NoAINo3y ma-
0Tb OAHAKOBWI rEHETUYHMI aedekT — myTa-
uii reHa cynpecopa nyxsinH PTEN, 1o 3Haxo-
onTbes Ha xpomocomi 10923 [2, 10, 11]. TeH
koaye 6inok Tpo3unHdocdarasy, Lo € roMo-
Nnorom TeH3uHy. ComaTuyHi MyTauii reHa
PTEN TpannsioTbCa TAaKOX MPU Pi3HUX NyXan-
Hax, 3okpema npw rniodbnactomi[12].
CnaakoBuin HEMOMINO3HUIA KONOPEKTanb-
Hun pak (HNPCC) — cuHgpom JliHua, kv
yCMafKOBYETbCA 32 aBTOCOMHO-AOMIHAHT-
HUM TUMNOM i3 neHeTpaHTHiCTIO 90%, Haii-
yacTille BUHMKAE B pe3ynbTaTi MyTaLliil FreHiB
MLH14n MSH2, w10 3HaxoasTbCs Ha XPOMO-
comax 3p i 2p BignoBigHo, piaLwe reHis MSH6
4yn PMS2. BBaxatoTb, LLIO LIEV BUL, paKy ckia-
nae 5-6% ycboro PTK i BuHMKae 6e3 none-
PenHbOro noninosy, xeopobu KpoHa 4m He-
cneundiyHoro Bupaskosoro konity [13, 14,
15]. Ha Bigminy Big COMN cnHapom JliHya He
Mae creundiyHoro heHoTmny. PU3nk BUHKK-
HeHHa PTK npu cuHgpomi JliHya 3pocTae B

3 pasu MopiBHSAHO i3 3aranbHO-NONyNALn-
HuM. Mpn HNPCC BusaenatoTb, kpim PTK,
pak-eHLOMETPIl0, LWIyHKa, pak Ce4oCTaTeBol
cucTemu B OCi0 3 4iTKO BUpaxeHUM 0B6Tsxe-
HVMM CMafKOBMM aHaMHE30M. ICHYE aekinbka
OiarHOCTUYHMX KPUTEPIIB, WO AonomMaratTb
fdiarHocTyBatM BUNAakyM cuHAapomy JliHya.
Mepwmm dopmanbHUM OiarHOCTUYHUM Ke-
piBHULLTBOM Byno cTBopeHHs y 1990 poui Am-
CTepfamMCbknxX KpuTepiiB | giarHOCTUkm
HNPCC. Ticns BigkpuTTS cneun@iyHmnx reHe-
TUYHUX MyTaL,iA, Wwo BignosigatoTs 3a HNPCC
Ta NO3aKULLKOBI CUMMNTOMW, XapakTepHi ans
LbOro cuHgpomy, AMcTepaamcbki KpuTepii
fonosHunucs i 6ynun HaseaHi AMCTepaaMChb-
kummn kputepiamu 1l giarHoctukn HNPCC.
Y 3B’A3Ky 3 UMM PO3PI3HAIOTb OBi nigdopmun
cuHgpomy JliHya: 1 — cungpom Jlinva | — y
CiM’i XBOPOro Hemae iHwux, kpim PTK, HOBO-
YTBOpPEHb; 2 — cMHApoMm Jliya Il —y cim’i xBO-
pOro BUSIBASIIOTb MHOXMWHHI HOBOYTBOPEHHS
Nno3akMLWKOBOI nokanidauii [16].

Y kpaiHax EBponuv Ta AMEPUKH, BXE NOYM-
Hatoum 3 80-x pokiB XX CTONITTS, CTBOPIOETh-
CSl PEECTP Cimen 3i cnagkoBuMm hopmMamm
HOBOYTBOPEHb TOBCTOI KWLUKW, CTBOPEHO
6aHK JHK npobaHais Ta ypaxeHux YneHis ix-
HiX ciMeil, BU3Ha4aloTbCs MyTauji, Wo 3yMO-
B/IOIOTb L 3aXBOPIOBAHHS. 3iACHIOTHCS
reHeTUYHEe KOHCYNbTYBaHHS UMX CiMel Ta
paHHs npodinakTnka ycknaaHeHb cepen, po-
nwndis npobanais [17]. 3okpema, B MonbLui 3a
ocTtaHHi 10 pokis 6yno 3apeecTpoBaHo binb-
we 200 cimen iz cungpomom Jlinuata 340 —i3
CAIM, ogHak us KinbKiCTb Pi3KO BiAPI3HAETbCS
Bif, peasibHOI B KpaiHi i CTAaHOBUTbL NPUBIM3HO
20 000 i 5000 oci6 BignosigHo. BusaeneHo
6n113bko 30 cimeit 3 myTauismu reris hIMSH2,
hMLH1 (cuHgpom JliHya) Ta 74 — 3 myTauig-
mu reHa APC (npu CAM) [18, 19].

Mpn cnagkoBux ¢GopMax OHKOSOTYHMX
3axBOPIOBaHb TOBCTOI KMLLKU MepeBaxarTb
BMNaAKM 3 aBTOCOMHO-AOMIHAHTHUM TUMOM
ycnafakyBaHHs, Npu sikoMy XBopoba Tpan-
NIAETBCA B KOXHOMY TMOKOMIHHI  pOLOBOAY

302 ISSN 1810-7834. BicH. Ykp. ToB-Ba reHeTukis i cenexujioHepis. 2010, Tom 8, Ne 2



3Ha4yeHHs reHeTUMHUX MEeTOAIB BOCNIAXEHHS AN1S1 BiarHOCTUKMN CNagKOBO 3YMOBJIEHUX ...

[20, 4]. 3 meTOl0 NPOrHO3yBaHHS nepebiry
3axBOPIOBaHHS Yy npobGaHAiB Ta pPaHHbOI
LiarHOCTUKM BUHVUKHEHHS OHKONATONOr T Y iX-
Hix 6/IM3bKO CMOPIAHEHMX POOMYIB PEKOMEH-
[0BaHO Nopsia 3 yciMa HeobXigHUMMW KRiHiy-
HUMKW, nabopaTopHUMMK, MPOMEHEBUMU Ta
€HOO0CKONIYHUMN  MeTodaMu  OOCHIIKEHHS
BNPOBAZXYBATK Y MEOMYHY NPAKTUKY Taki re-
HETUYHI MEeTOoAW: TreHeaNorivyHnA, MOoJeKy-
NAPHO-FEHETUYHWIA Ta uuToreHeTnyYHUiA [20].
3acToCyBaHHSA LMX METOAIB OO3BOJINTb YTOY-
HATU TWUM yCNaOKyBaHHS 3axBOPIOBAHHS,
BCTAHOBUTW HAsIBHICTb i 0COBNNBOCTI CMEKT-
pa MyTaLiin reHiB Ta BUSHAYUTU NPOrHOCTUY-
He 3Ha4YeHHS XPOMOCOMHUX Nepebynos.

| eTan reHeTUYHOro 06CTEXEHHS —

reHeanoriyHuin aHanis

MepwmrM eTanom 0OCTEXEHHS nauieHTa
nicns KNiHIYHOro Ornsay € NPOBEAEHHS FreHe-
anoriyHoro aHaniay. Lle 0amH 3 BaxnmBunx me-
TOOJB  FEHETUYHOr0  AOCAIOKEHHS — Ons
3’CyBaHHs1 BHECKY CNaAKOBUX YAHHUKIB Y BU-
HMKHEHHS 3aXBOPIOBaHb TOBCTOI KKK [21].
Yum BuLLE CNiBBIOHOLLEHHS YaCcTOTN 3axXBO-
ploBaHHA cepen poamyis npobdaHaa [0 nony-
NAUiHOI YacToTK wiei natonorii, Tum BinbLuy
POJib BiZLIrpae cnagkoBa KOMMOHEHTA Y ii No-
XO[XXeEHHI. 36ip BiBOMOCTe Npo CiM’to NoBU-
HEeH noyMHaTUCa 3 npobaHma — XBOPOro,
HOCIiS OOCNioKYBaHOI O3HAKK, a CKafaHHs
pPOOOBOAY — CYNMPOBOOXYBATUCSH KOPOTKMM
3anMcoMm Npo KOXHOro YjeHa poaoBoay, xa-
PakTEPUCTUKOIO Or0 POLAMHHOIO 3B’A3KY
LLLoa0 NpobaHaa.

Hamu npoBeneHo aHania pogosogis 106
npobaHaiB i3 HOBOYTBOPEHHSAMWU TOBCTOI
KULWKK. MaLieHTn € MewKaHuaMmmn 4 3axigHux
obnacTtel Ykpainu: JIbBiBCbKOi, TepHOMINbCh-
Koi, IBaHO-PpaHKiBCbKOT Ta 3akapnaTcbKoi.
BigibpaHo ciMm'i, B skux Tpannaaucsa noaibHi
BMMNAAKM 3axBOPIOBAHHA Cepepn  poamuis
|-ro — IV-ro cTyneHis cnopigHeHocTi. Y Tol xe
yac HasiBHICTb 3aXBOPIOBAHHSA NNLLE B OAHOr0
3 4YJIeHIB POOBOAY HE BUKJIIOHYANa CNagKoBO-
ro XapakTepy LbOro 3axBOPKOBaHHS, Tak §K

Oro BMHWKHEHHS MOXe OyTU pe3ynbTaTom
[IOMiHaHTHOI MyTaLLii reHa B 0AHOro 3 OaTbKiB
4n reTepo3nroTHOCTi 060X GaTbkiB 3a peLe-
CMBHOIO XBOPOOOO, TOMY 0COBSMBY YyBary
NPUAINSAN NO3aKULLKOBUM CUMMTOMaM, Xa-
pakTepPHUM OJ19 CNagKOBUX CUHOPOMIB MONi-
nosy, BUNagkamM BWHUKHEHHS OHKOMOTIYHMX
3axBOPIOBaHb TOHKOI Ta TOBCTOI KULLOK Y MO-
NIOAOMY BILlj, HASIBHOCTI MEPBUHHO-MHOXWH-
HOrO paky.

CnaakoBuin xapakTep 3axBOPIOBaHHS TOB-
CTOI KULLKN BCTAHOBNEHO Yy 22 XBOPWX, L0
ctaHoBuTb 20,75% 0cib Bif, yCix 00CTEXEHUX
(tabn. 1).

Ta6auusa 1. KinbkicTb XBOPUX i3 HOBOYTBOPEHHS -
MM TOBCTOT KULLIKW

dopma 3axBOPIOBAHHS Pasom
Hasga cropagny- o
3aXBOPIOBAH- | Ha (Kinb- Fgﬁﬂz%‘:: (Iz(iI(J:-ITI::
W Kierb XBOpUX) | XBOPWX)
XBOPUX)
Pak ToBcTOI
KULLIKA 48 12 60
Moninu 36 10 46
3aranbHa 84 22 106
KiNbKiCTb (79,25%) | (20,75%) | (100%)

Y 12 cim’six i3 cnagkosoto dopmoto PTK'y
9 — 6yB cimeltHuMii pak, y 1 — cuHapom JliHyal,
y 2 — cuHapom Jlinya Il (aiarHo3 BCTaHOBO-
BABCS Ha OCHOBIi AMCTEPOAMCbLKMX Kpu-
TepiiB). Y umx cim’ax 6yno sussneHo 40 xBo-
pux 3 PTK. Y 10 cim’ax i3 cuHapomamu cnag-
koBorononino3y y8-06ysC/I,y1-cuHapom
lapoHepa, y 1 - cuHgpom MenTua-Erepca. Li
cim’i HanivyBanu 45 ocib i3 Nonino3om.

pv BUABNIEHHI CIMENHOIrO HArPOMaKEH -
HA MEBHWMX O3HAK 3axBOPIOBAHHS (Hampu-
knag, HasiBHICTb NONIMN0O3Yy TOHKOI i TOBCTOI KM-
LLIOK, MOEAHAHHS L€ 03HAKM 3 iHWNUMM No3a-
KALIKOBUMK CUMMTOMamu), TOOTO ¢akTiB,
LLO CBig4aTh MPO MOro cnagkoBy MPUPOAY,
3aCTOCOBYIOTb CerperawinHmii aHania. BigHo-
LLUEHHS KibKOCTi XBOPUX cMOCIB Yy npobaHaa
[0 3aranbHoi KinibKocTi cnbCiB CTaHOBUTL Ce-
rperawiiHy 4acToTy, ka A403BOJISE NEPEBIPU-
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Puc. 1. Pogosig cim’i J1.M.I. 3 cuHapomom JliHya Il i3 noegHaHHAM y Mexax Cim’i BUnaakis paky TOBCTOI KMLLKM 3 HOBO-

YTBOPEHHSIMY iHLLIOT nokanidadii [20]

TW riNOTe3y NpPo PeuecuBHUI TUM ycrnaaky-
BaHH$ 0OCNiaXyBaHOi o3Haku. MNoaibHa rino-
Te3a MiATBEPOXYETLCH, SKLLO PISHUUSA MK
TEOPETMYHO O4iKyBaHOIO | [LOCHIOXYyBaHOO
cerperauiiHiMy 4acToTaMuM € MEHLLO Bif,
NOABOEHOI0O CTAHAAPTHOIO BiAXUNEHHS [22].
Mpy BUABNEHHI CIMENHOrO HarpoMamXeHHs
NeBHYX 03HaK 3aXBOPIOBAHHS — 4,0KA3iB MOro
CNaakoBOi MPUPOAM, PEeKOMEeHAyBanu npu-
BECTM Ha KOHCyNbTauilo poaudiB npobaHaa
07191 NPOBEAEHHS KOMMNIEKCY AiarHOCTUYHMX
npouenyp, HeoOXiOHUX ANS BCTAHOBMIEHHS
niarHo3y. I[Hkonm xBopuii (NpobaHa) Moxe He
3HaTW NPO CiIMENHWI xapakTep XxBopobu, 3aTe
Maixe 3aBXaun BAaBanocs otTpumati iHpop-
MaLLito CTOCOBHO OHKOJIOMYHMX 3aXBOPIOBaHb
y I0ro poaunis.

Mpwknaa 3acToCyBaHHS rEHeasnoriyHoro
aHani3y 3 METOK0 PaHHbLOI AiarHOCTWKK | NPO-
FHO3YBaHHA BMHWUKHEHHS CNazkoBoi ¢dopmMu
PTK HaBegeHo Ha puc. 1. [nsg HarnsgHOCTI
poaoBing, 300paxatoTb rpadiyHO, KOPUCTYIO-
4YMCb CTAHZAPTHUMW CUMBOIAMM.

MpobaHn 3BEpHYBCS B MPOKTOJOriYHE
BioOineHHs Ha 6a3i JIbBiBCbkOi 06M1aCHOI fi-
KapHi, fe oMy Oyfo BCTAHOBMIEHO AjarHo3:
afeHoKapumMHoMa TOBCTOI KWLIKM Ta pak
LWNYyHKa. Ha ocHOBI aHanisy pogoBoay 3 ypa-
XYBaHHAM AMCTEpOAMCbKUX KpUTEPIiB Aja-
FHOCTUKM Y XBOpOro-npobaHaa dyna nigo3pa

Ha cnaakoBumin HenoninodHun PTK (cnHapom
Ninva 11). 9k BusiBUnocs, GinbLiCTb YNeHiB
ciM’i npobaHaa, No3Ha4YeHOro Ha rpadiyHoOMy
300paxeHHi CTPINoYKoI0, XBOPINK Ha pak. Y
IBINHAT (BpaTaicecTpu), NO3HAYEHUX ABOMA
NiHIAMK, IO CXOOATLCS B OAHIN TOYL, BUSB-
nexo PTK. bpat nomep, a y cectpu nopsg, 3
PTK piarHocToBaHo LLe i pak Lwkipu. Bik cnb-
ciB npobaHaa Bing 45 0o 62 pokie. Y 6atbka
npobaHaa i B 0gHOro 3 Moro GpaTtiB HOBOYTBO-
PeHHs fiarHocTyBanu y Biui 8o 50 pokis. 3a
HalVMK PEKOMEHALS MU XBOPOMY 3arpo-
MOHOBAHO MPUBECTM Ha KOHCYJbTALLIO MOro
HaBIMXUMX LLLe He OBCTEXEHUX POOMYIB ANS
PaHHbLOr0 BUWSIBIEHHS O3HAK OHKONATONOrii
LbOro aBTOCOMHO-AOMIHAHTHOrO 3aXBOpIO-
BaHHs. Ha 0CHOBI NpoBeAEHOro 06CTEXEHHS
B OHKOJIOra i NpoKTONora y 0fiHoro 3 6partiB |
nnemMiHHMka npobaHga 6yno BCTaHOB/IEHO
NEePBUHHO-MHOXMHHUA PTK. Takum 4mHOM,
NEPBMHHO-MHOXUHHWIA pak cnocTepiranmy 5
3 8-mu cumbciB, Npu gKOMYy MOeOHyBanacs
Taka oHkonartonoria: PTK i3 pakom wnyHka,
PTK i3 pakom wikipw, pak pi3HuX Biaainis TOB-
CTOI KALLKM 3 PakoM LLyHKA | 3 pakoM LUKIpW,
NPMYOMY pak TpanaaBcsa 'y 3 MOKOMIHHAX CiMi.
O6ox 6paTiB i cMHa cnbca npobaHaa ycnilHo
MPOOMNepoBaHO Ta HafaHO HeoOXiaHi peko-
MeHAaUii i PO3’ACHEHHS1 CTOCOBHO LIbOrO
ABTOCOMHO-A0MIHAHTHOrO 3aXBOPIOBAHHS!. 3
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LbOro POLOBOAY BMAHO, LLLO OHKONOrIYHI 3a-
XBOPIOBaHHS NpobaHm, i ioro cnbcum ycnaaky-
BaJIM MO NiHii 6aTbka.

Il eTan reHeTMYHOrO 0GCTEXEHHS —
3aCTOCYBaHHSA MONEKYNAPHO-
reHeTUYHOr0 TECTYBaHHS

Cepepn, BeNMKOI KiflbKOCTi METOIB | HOBUX
TEXHONOTN, Lo 36araTuiu KniHiYHy Meamum-
HY 32 OCTaHHE OECATUIITTS, BaX/VBE MICLE
HaNeXuTb BIANPALIOBAHHIO i MPaKTUYHOMY
BMPOBAOKEHHIO CYy4aCHUX METOAIB reHogjar-
HOCTMKM CMadKOBMX 3aXBOPKOBaHb, Yy TOMY
ymcnii cnagkoBo 3yMOBAEHNX POPM paky. Bi-
[OMi cnocobu BU3HAYEHHSI MapKepiB 310s-
KICHOrO NepepoXeHHs Ha FEHETUYHOMY piB-
Hi 0a3yloTbCa HA BUKOHAHHI KOMMIEKCY
MONEKYNSPHO-FEHETUYHUX AOCHIAXEHD. [Tic-
Nsi NPOBEAEHHS FreHeanoriYyHoro aHanisy Le €
HaCTYMHMM eTanoM OOCTEXEHHS, OJHUM i3
3aBOaHb SIKOTO € BMBYEHHS MONEKYISPHUX
OCHOB CXWJIbHOCTIi A0 BUHUKHEHHS HANPO3M0-
BCIO[DKEHILUMX CNAAKOBO 3YMOBAEHMX TUMIB
HOBOYTBOPEHb. [EHEeTNYHEe TeCTyBaHHS XBO-
POro i YneHiB Moro cim’i € 060B’I3KOBOO YMO-
BOK BCTAHOBJ/IEHHS [iarHO3y MOHOrE€HHOro
3aXBOPIOBAHHS.

BWHWKHEHHS HOBOYTBOPEHb TOBCTOI KMLLI-
kv B OiNbLIOCTI BUNAakiB € GaratoeTanHum
NMPOLLECOM, B OCHOBI SIKOFO iexaTb MyTaLii,
3ayyeHi 0o npouecy kaHueporeHesy. Beta-
HOBSIEHO MPUYETHICTb NEBHMX FEHIB A0 PO3-
BUTKY MyXAMH. HayKOBi NOLLYKM CPSIMOBaHI
Ha BUBYEHHS CTPYKTYPW i QYHKLUIT reHis, Lo
EKCMPECYIOTbCA B NPOLEC BUHUKHEHHS Mne-
pefpakoBux cTtaHiB (ageHomu) i PTK. Big-
KPUTTS TeHiB, Lo 6epyTb y4acTb Yy KaHLEPO-
reHesi i acouiiosaHni 3 PTK (P53, K-ras,
MLH1, MSH2 1a iH.), po3rnsaaeTbCs SK Ba-
rOMWIA BHECOK Y PO3BUTOK OHKOr€HETUKN, 3a-
BASIKM IKOMY CTBOPEHO CrneLmndiyHi BUCOKO-
yyTAmBi MonekynapHi tectn [23]. OgHak B
YkpaiHi BOHN He Habynu LUMPOKOro pPo3rno-
BCIO[DKEHHS Y 3B’A3KY 3 BMCOKOIO BapTiCTIO
Takmx 06CTEXEHB.

loeHTndikauis  reHeTUYHUX  YMHHUKIB,
acoLLioBaHNX 3 KAHLLePOreHe30M, € OJHIEI0 3
rocTpyx NpobaemM Ccyd4acHOi MONEKYNSIPHOI
oHkonorii. CnagxoBa CXMIMbHICTb 1O OHKOJO-
MYHUX 3axXBOPIOBaHb 3yMOBJIEHA CMNAaZKOBU-
MW MyTaLUisMK reHiB-CyrnpecopiB 37108KICHOI
TpaHchopmalii - KNiTUH.  BuBYEHHS  LKMX
MyTaLjil € HeobXioHUM ONa NPaKTUYHOI aia-
FHOCTMKKN, a TakOX ONs PO3B’A3aHHS HU3KM
dyHOaMeHTanbHUX Npobnem, MNoB’a3aHuX,
Hanpuknag, 3 BUSCHEHHSM BUHUKHEHHS i
PO3MOBCIOLKEHHA MYTaLLIM Y PI3HWX NOMyns-
LisIX, B3aEMO3B’A3KY FeHOTUny i dpeHoTuny
[24]. IHakTMBaLis reHiB-CynpecopiB Moxe
BiAOYBaTUCA B PE3ynbTaTi CTPYKTYPHUX MO-
LUKOOXXEHb, @ TaKoX QYHKLOHaTbHUX aHOMa-
N, 9Ki NOB’A3YIOTb 3 iNEPMETUNIOBAHHAM
pPerynaTopHux obnacrei reHa. JocniokeHHs
B rasiy3i MONeKynsapHOT OHKONOrii, CpsiMOBa-
Hi Ha BUSIBNEHHS FEHIB, METUIOBAHHS pery-
NATOPHMX 0OnacTeil SKMX MOXE CyrnpoBO-
IXKyBaTW MyXJIMHHY TpaHchopmaLilo KiTWH
4K € ii IPUYMHOIO, MAE CBOEID KiHLLEBOIO Me-
TOI NPOBEMM PaHHLOI AjarHOCTWKM i Npo-
rHO3yBaHHS nepebiry OHKOMOrYHOro 3axBo-
proBaHHs [25].

OfHielo 3 OCHOBHMX CMAAKOBUX MPUYUH
BUHUKHEHHS PTK € CAIM. Baxnunee 3Ha4eHHs
Ma€e BMBYEHHSA crekTpa myTauiin reHa APC,
wo suknukae CAIM 3 pru3mkom manirHisadii,
HabnmxeHum 1o 100%. Y GinblIocTi €Bpo-
Nercbknx KpaiH BCTAHOBNEHI CTPYKTYPHI 0CO-
ONMBOCTI TakMx MyTaLild, LLO BiOpI3HAIOTb iX
BiZ, TWX, L0 NOBTOPIOKOTLCS B PI3HMX NOMys-
uigx [1, 10]. BuACHEHHS xapakTepHux Ons
YKPaiHCbKOT MONynsLii XBOPUX CReKkTpa MyTa-
Lin MOXe BKa3yBaTh Ha PiISBHOMAHITHICTb y MO-
XOMXKEHHI | PO3NOBCIOAXEHHI BapiaHTIB reHiB,
LLLO CMIPUYMNHAIOTD Lie CNafKoBe 3aXBOPIOBAH-
Hsl. Bnepue B YkpaiHi 6yno posnoyaTto Bu-
BYEHHS crnekTpa MyTauii reHa APC'y 7 ocib i3
CA0N 3 4 cimen, WO NpoxmBatoTh Y JIbBIBCHKil
obnacrTi, 3a LONOMOrot METOy CEKBEHYBAH-
HS FEHOMY B IHCTUTYTI TEHETUKU JIIOAUHN
(m. Mo3HaHb, Monblua). 13 7 06cTexeHnx na-
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uienTiB i3 CAIM myTauii reHa APC BUSIBNEHO Y

4 (57 %).
Cnextp MmyTauin reHa APC y pOCilicbkin
nonynauii - XxapakTepu3yeTbCa  BUCOKUM

(49 %) BMiCTOM MyTaLLiiA, SIKi B iHLUMX €THIYHKX
rpynax He BUSABNAIOTLCA. [1oKa3aHo, Wo pi3-
HUUS Y cnekTpi MyTauin reHa APC Mix yHi-
KaslbHUMM | MyTaLi MU-NOBTOPaMM BNACTUBI
BMOIpKam XBOPWX 3 Pi3HKX NONynsLii. Y Ton
Xe yac BMBIpKM 3 pi3HMX NONynsLii HEOOHO-
PiZHI 3a uielo 03Hakot. Ons npoaHanisosa-
HWX BUBIPOK XBOPUX 3 Pi3HMX KPaiH 3HANAEHO
BiZ’EMHY KOPENsLio MixX yactoTamu 1-2-Hy-
KIeoTUOHMX Aeneuin cepen, yHiKanbHUX no-
CNiLOBHOCTEN | cepen Aerneuii, Wo noBTOpIo-
t0TbCs BreHi APC, a came BUSIBAIEHO 3BOPOTHY
3a/IeXHICTb MiX YacToTamu BTpat OAHOro-
[OBOX HYKNEOTUAIB CepeL YHikanbHUX i cepen,
NOBTOPIOBaNbHUX AeneLini reHa APC. BuaHa-
YeHHsi cnekTpa MyTauiii reHa APC € Heobxia-
HAM 9K 3 TOYKM 30py GyHOAMEHTaNbHUX
3HaHb NPO 0COBAMBOCTI MyTaLIiHOrO Npoue-
CY Y Pi3HMX NONynsauiax, Tak i 4as npakTnyHoi
niarHoctukm [26].

Y naujeHTiB 3 cuHgpomom Tiopko Oyno
BCTAQHOBNEHO HasIBHICTb MyTauin reHis APC
abo x HNPCC. Mpw myTauijsx reHa APC y na-
LEHTIB BUSIBNSIIOTb MEYNN061acTOMM, a Npu
MikpOcaTeniTHIli HecTabiNbHOCTI y CiM’saX 3
CYHAPOMOM TIOPKO GiarHOCTYIOTb MHOXWHHI
rniobnactomu [8].

Mpnban3Ho y 25% naujieHTiB 3 0BEHINb-
HVYM MONINO30M BUSBASOTL MyTaLLilo Ta CO-
MaTuUyHy iHakTMBauito reHa BMPRI1A, y
15 % - reHa SMAD4 (Takox BiZOMOro sk
MADH4 i DPC4), a Takox reHa PTEN. binko-
BWI NPOAYKT LMX FeHiB B HOPMI Bifirpae posib
BHYTPILUHBOKITUHHOIO CUrHany nogibHo [0
6inkoBux npoaykTiB knacy TGF-b. Ha cbo-
rogHi PeKOMeHO0BaHO NPOBOAUTU FEHETUY-
He TeCTYBaHHS y POAMYIB NepLUOro CTYNeHs
CMOPIOHEHOCTI, AKWO MyTauii, NoB’A3aHi 3
IOBEHIIbHMM MOMINO30M, BUSIBEHO Y MpPO-
6anpga [4].

Y 40-60% KniHiYHO [jarHOCTOBAHUX BU-
nagkis cuHgpomy [entua-Erepca BUSBNS-

l0Tb MyTauji reHa LKB1 4n reHa-cynpecopa
nyxnuH STK11, akuii koHcTaToBaHo y 10—
70 % Bunapkis. MPOAYKT LIbOrO reHa — CEPUH-
TpeoHiHOINkoBa kiHa3a 11 y Hopmi OGepe
y4acTb y Moamdikauii MiXXKNITUHHUX CUTHANIB
POCTY. AKLWO L0 creundiyHy MyTauiio 3Ha-
naeHo B npobaHaa, To HeobxigHO NPOBECTM
MONEKYNSAPHO-TEHETUYHE TECTYBAHHS BCiX
oro 6am3bkMx poawmyie. BcTaHoBneHo Ta-
KOX, LLLO BESIMKY POJIb Y NaToreHesi oedekTis
Cnn30BOi Mae reH ENG, gkuin BUSBASIOTb Y
nigrpyni nawieHTis 3i cCNagkoBOK remoppariy-
HOIO TenaHriekTasieto [9]. Bnepue B YkpaiHi
6yno BCTAHOBNEHO MyTaujto reHa STK11 y
2 ocib, mewkaHuiB M. JIbBOBQ, i3 CiM’i 3 CUH-
npomom lMentua-Erepca 3a 4OMNOMOrolo Me-
TOAY CEKBEHYBAHHSA FEHOMY B IHCTUTYTI reHe-
TUKM NI0ANHK (M. [To3HaHb, MonbLia).

[ns BUSIBNEHHS HEBIAOMUX HYKNEOTUOHUX
3aMiH B aHasi30BaHil AinaHui (aingHkax) reHa
BUHWNKAE HEOOXIOHICTb CEKBEHYBAHHS, TOOTO
BM3HAYEHHS TOYHOI HYKNEOTUAHOI NOCNIA0B-
HocTi nesHoro ¢parmenta AHK. MpaktnyHo
HaviLLMpLUe 3aCTOCYBaHHS OTPMMAano Cekse-
HYBaHHS 3a KnacuiHum metonom CeHrepa.
OpHoyacHo Moxxe ByTn cekBeEHOBaHa AinsiHka
OHK, wo He nepesuLye npnbanaHo 500 nH.
3a3Buyan ans BUSIBNEHHS MyTaLiil CEKBEHY-
I0TbCS OKPEMI EK30HW OOCHILXYBAHOI0O reHa
pasoM i3 CyCigHIMM 3 HAM iIHTPOHHUMW NOCHI-
[OBHOCTAMM (AinsHkamu crnnancuury). Cy-
yacHa TexHika cekBeHyBaHHs [HK 3HayHO
YAOCKOHANMNach 3aBASKM BNPOBAIKEHHIO B
NPakTUKy NasepHO-HayoOPECLEHTHMX CEKBE-
HaTopIB — CrieyujasibHMX NPUCTPOIB, WO 34iM-
CHIOKOTb BU3HAYEHHS NPOJYKTIB peakLji B refi
LUASXOM  peecTpauii iHTEHCUBHOCTI  iXHbOI
dnyopecueHuii. [1ns aBTOMaTUYHOrO 34UTY-
BaHHS | aHani3y NpPoAyKTiB peakLii BUKOpUc-
TOBYETbLCS CheliasbHe NporpamMHe 3abeane-
yeHHs [27].

MyTauii renie APC, STK11 Ta iH. npu
CNaakoBO 3YMOBJIEHNX OHKO3aXBOPIOBAHHSAX
TOBCTOI KMLUKM BUSIBASIIOTb CEKBEHYBAHHSIM
JHK 3a nonomoroto cekBeHaTopa i3 3acTocy-
BaHHAM BIOMOBIOHMX MpPaNMeEpPIB, MiYeHNX
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cneujanbHUMK GIYOPOXPOMHUMK MITKAMU,
Hanpuknag 32P-end-labeled. MNoTiM BKKO-
HYETbCS amnidikaLlis LWAsXoM noniMepasHoi
naHutorooi peakuji (MJ1P) BignoBiaHOro reHa
[28].

Taknum YMHOM, AN TOYHOrO MiATBEPAXKEH-
HS1 AiarHO3y HaMPO3MOBCIOAXEHILLINX CaaKo-
BO 3YMOBJIEHUX CUHAPOMIB NOJIiN0O3y TOBCTOI
KALWKM NPOBOASATLCS Taki  MOMEKYNSAPHO-
reHETUYHI AOCNIoKEHHS: 1) BUSHAYEHHS My-
Tauji reHa APC pnsa pgiarHoctuku CAIM ta cuH-
npomy lapaHepa; 2) BU3HAYEHHS MyTalijin
reHa PTEN pns giarHOCTVKM CMHOPOMIB ra-
MapTOMHOrO KOBEHINbHOMO NONinogy; 3) my-
TaLii reHa-cynpecopa nyxnud STK11 ona gj-
arHoCcTukM cuHapomy lMNentua-Erepca.

Hwn3ka rexis cuctemun penapakdiii € reHamm
3N105KiCHUX HOBOYTBOpPEHb. Lle renn MLH1T,
MSH2, wo Hanexatb 40 cuctemu penapadii
HecrnapeHnx ocHOB. MyTauii uux reHis npu-
3B0OATb 00 cuHapomy JliHya [29, 30]. Bu-
3HAYeHHS MyTalil BUKOHYETLCS  LUIAXOM
anenecneun@iyHoi  ONiroHyKNeoTUAHOI  ri-
6puan3auji. MonekynsapHO-reHeT!YHi Oochi-
KEHHS MPOBOASTLCS 3 METOIO BCTAHOBJIEH-
HA MikpocaTeniTHux mytauin (MSI) rexis
MLH1 i MSHZ2 B nepudepiliHiin KpoBi XBOPO-
ro. MikpocarenitHa JHK — ue MOHOHyK1€0-
TUAHI, OWHYKNEOTWUAHI YN TPUHYKNEOTUAHI
NMOBTOPIOBAHI NOCNIAOBHOCTI B FEHOMI N0aAMN-
HW. MyTauii kopoTkmx nostopis AHK y naui-
eHTiB 3 HNPCC He penapytotbes. [omunku B
MmikpocateniTHin HK npn3Boasats 40 Mikpo-
caTeniTHOi HecTabiNbHOCTI, L0 3YMOBJIOE
BMHWKHEHHSI HOBOYTBOPEHHS [31]. TeHeTuy-
He TeCTyBaHHS NnepudepiiHOi KPOBI MOBUHHE
BMKOHYBATMCS Y BUNAOKY MNO3UTMBHOMO iMy-
HOFICTOXIMIYHOrO TECTY, SIKMIA BUKOPUCTOBY-
l0Tb OJ19 BCTAHOBJIEHHSI MPUCYTHOCTI OZHOr0
yn BinbLue GinkiB cucTemn penapadii Hecna-
peHux oCHOB (mismatch repair proteins) —
Mih1, Msh2, Msh6. BtpaTta nyxavHow 3a-
GapBneHHs BKa3ye Ha Te, LLIO BiANOBIAHW reH
He eKCMpecyeTbes, a 0TXe Biadynacsa myTa-
uis. Y Bunagky Mlh1 rinepmeTuiioBaHHS Npo-
MoTopa MLH1 MOXe BUHUKHYTW B pe3ynbTari

BTPaTW eKCNPeCii i BiACYTHOCTI iMyHOpeak-
TMBHOCTI MIh1. IMyHOrICTOXIMIYHWA TECT €
MEHLL YYyTINBUM, Hixx MSI-meTon,

Il eTan reHeTUYHOro 0OCTEXEHHS —
3aCTOCYBaHHSA LUTOr€HEeTUYHOr 0 aHa-
nisy

Cepep reHeTUYHUX MapKepiB CIig, Ha3Ba-
TW BU3Ha4YeHHS KinbkocTi AHKy kniTnHax nyx-
JIMHX 32 AOMNOMOrO0 UMTOCMNEKTPodoTOME-
TPUYHOrO aHaniay, aaxe y kniHiyHomy nepeoi-
ry afeHoKapuuHOM Oyob-aKoi nokanisauii
CYTTEBY POJib BifirpaoTb 3MiHM BMicTy JHK
(nnoigHocTi). Le cnocib no3BonnB BCTaHO-
BUTHU, WO Y XBOpux Ha PTK nepeBaxatoTb no-
ninnoiaii AHK, 1o Kopentoe 3 HasiBHICTIO Tic-
TOJIONYHO MiATBEPAXEHOI KapumHomu. MNpo-
Te 32 10NOMOrOH0 LIbOr0 CNOCcoBy HEMOXINBO
BCTAHOBUTW CMEKTP UWUTOFEHETUYHUX 3MiH,
BUSIBUTM MPOrHOCTUYHO HebeaneuyHi nepeby-
[O0BV XPOMOCOM, a INLLIE KOHCTaTyBaTW HasiB-
HICTb 3MiHeHOi nnoigHocTi [18]. LoBeaeHo,
LLLO iCHYE 3B’A30K MiX MOSABOK CTPYKTYPHUX i
YHKLOHaNbHMX 3MiH 6e3N0CepesHLO B XPO-
MOCOMaX KJIiTUH HOBOYTBOPEHb Ta BUHUKHEH-
HaM PTK. Pesynbtat  UMTOreHETUYHUX
DOCNioKeHb, NIATBEPOKEHI MONEKYNSPHO-
reHeTMYyHOo, CBigYaTb Ha KOPUCTb MOCHi-
[0BHOIO PO3BUTKY NOPYLUEHb Y TOBCTIA KULLILY]
(3@ BUHATKOM, MOXJIMBO, CNaAKOBOro HEMo-
ninodHoro PTK — cungpomy JliHya). Lle o3Ha-
4ae, WO KOXHMI eTan NepepomKeHHsT MOXe
CYNpPOBOOXYBATMUCHA 3MiHAMM HA XPOMOCOM-
HOMY PiBHi.

MpUIAHATO BBaXaTu, WO Yy OiNbWOCTI BU-
naakiB aaeHoKapLUMHOMA BUHUKAE HA OCHOBI
[0OPOSIKICHMX NONiMiB TOBCTOI KMLWIKK. Ha BiA-
MiHy Bif, NMOOAMHOKNX aA€HOMATO3HUX MONi-
niB, 9K npaBuno, OoOPOSKICHMX, NMPU MHO-
XuHHOMY, 30kpema C[I1, BUABNEHO ayxe
BMCOKWIA iHAgKC ManirHizauii. OTxe Mopdo-
noriyHa 6ymoBa NOOAMHOKMX afleHoM i ade-
HOM Mpu cnagkoBii GOpPMi 3axXBOPIOBAHHS
abCoNIOTHO iAeHTMYHA, X0o4a KiNbKiCTb nepe-
POOXXEHb Y pak Pi3Kko Biapi3HaeTbes [32, 33].
OpHak NOBIAOMNEHHST CTOCOBHO CMeKTpa
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| HoBoyTBOpeHHS TOBCTOT KUILIKK |

{

T'eneanoriunmii aHai3 cim'i mpodanga

/\

CnopaanuHi
HOBOYTBOPEHHS

| Crna/1koBi HOBOYTBOPEHHS |

-

Tun ycnaakyBaHHs

7

MonekynsipHo- Lurtorenernune
TEHETUYHE JIOCITIJDKEHHS Crexrp
CriekTp reHHuX | |  AOCIIOKCHHS 3pa3KiB XPOMOCOMHHX
MyTaliii nepudepiiinoi HOBOYTBOPCHb aHoMamu
KpOBI TOBCTOT KUILIKH

Jiarnos

CHHIPOMY)

(renernuna popma

}

I'enernune KOHCYJIbTYBaHHSA

Puc. 2. ETanu reHeTM4Horo 06CTEXEHHS, KX ﬂOTp66y€ naujeHT 3i cCnagkoBo 3YMOBJIEHNMUN HOBOYTBOPEHHAMUN TOBCTOI

KNLLKN

XPOMOCOMHYMX NepebynoB B ageHoMax npu
3N105KiICHOMY NEPEPOLXKEHHI EMITENIIO B Kap-
LUMHOMY in Situ i aneHOKapLUUHOMY, a TakoX
NPOrHOCTUYHE 3HAYEHHSI XPOMOCOMHMX aHO-
Manin y NyxnnHax TOBCTOI KALLIKM HA CbOrOHi
€ nocuTb cynepeynuei [34-36].
LlnToreHeTnyHi OoCNioXeHHs noninis 3
METOI0 BUSIBNEHHS MPOrHOCTUYHO HEGe3ney-
HMX aHOManii XPOMOCOM 0COBNMBO BaXNUBI
y BMNAAKYy MHOXWHHUX afeHOM Y MONOAMX
0Ci6 3i CNaaKoBMM NOAINO30M TOBCTOI KMLLI-
ku. LUutoreHeTnyHmid aHania GionciiHoro ma-
Tepiany Noninis y LbOMy BUMNaAKy MOXe npo-
BOOMTUCS MPSIMUM METOOM ab0 LLISAXOM
KYNbTUBYBAHHS KNITWH in vitro. BusHavaeTbcs
KifIbKICTb i CEKTP XPOMOCOMHMX aHOManiM.

308

KapioTun GinbLUoCTi TYOYNSpHKX NoAiNiB Npw
cimelriHnx dopmax noninosy € oUnaoigHNM, a
XPOMOCOMHI aHoManii CTaHOBNATb 3rigHO 3
pi3HMMK pe3ynbTatamu JocnigkeHb Big, 19%
10 44% Bunapkis. OujiHka YyacToTV ManirHisa-
Ljii noniniB 3a HasBHOCTI aHOMaJlin XPOMOCOM
HeoOHO3HauHa. [pyn AMcnnacTUYHMX 3MiHax 'y
ageHomax npu CAM BMABASIOTb KAOHANbHY
PiBHOMAHITHICTb KNiTUH Ta NOSBY A0AaTKOBUX
KOMi XxpOMOCOM Y pi3HMX KOMOBiHauisx. Hai-
YacTilUMMKM  @aHOMani MM XPOMOCOM  Mpu
cnaakogi Gopmi Nonino3y € aHeynnoifji 2,
3,7,8,12,13,14,15, 16, 18, 19, 20 xpomo-
com [34-36].

Hamu npoBeaeHO LMTOreHeTUYHMI aHa-
Ni3 MeTadasHNX XPOMOCOM 3i 3pa3kiB bionTa-
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TiB HOBOYTBOPEHb (afeHOMa, afeHOKapLm-
HOMa) TOBCTOI KMLUIKM Big, 51 naujeHTa, 3 Kni-
HIYHO,  EHZOCKOMYHO Ta  TiCTONOriYHO
nigTeepaxeHnm agiarHo3om. Y 33 xBopux oo-
ClixeHo MmeTadasHi XPOMOCOMU alEHOM, Y
T.4.y9xBopux iz CAM, Tay 18 — ageHokapum-
HOM TOBCTOI KMLWKK. HalxapakTepHiwmmMmm
6ynu KinbkicHi aHomanii — Tpucomii 7, 13, 14,
16, 18, 20 xpomocom. 11 (37,9%) cnopa-
OVYHMX a0eHOM i 2 aleHOMM 3 03HaKaMu 3110-
SKICHOrO NEPEePOMKEHHS Man aHOMasTbHUIA
kapiotun. Y ageHomax npu CAMN aHomanii
XPOMOCOM, NPeACTaBneHi 4OAATKOBMMU KO-
niamn 7, 12, 13, 16, 18, 19, 20 xpomocom y
pi3HNX KoMBiHaLjisix, 6yno 3HanaeHo y 44,4%
nauieHTi. Y ageHokapLMHOMax TOBCTOI KMLLI-
K1 kapioTun 6yB aHOMasIbHWIA. [POrHOCTMYHO
HECNPUSITAINBAMU LIUTOFEHETUYHUMW 3MiHa-
MU By 3HAUHA FrETEPOrEHHICTb KapioTUNIiB Y
Mexax 3paska, moHocomii 17, 18, 8, 15,
X-XpOMOCOMMU, CTPYKTYpHI nepebynosn 1, 3,
17 xpomocoMm i nosiBa AeneToBaHux
XPOMOCOM-MapKepiB.

OCHOBHi eTanu reHeTN4YHOro 0OBCTEXEH-
HS, KMX NOoTpebye NaujeHT 3i CcnaakoBo 3y-
MOBJIEHUMW HOBOYTBOPEHHSIMW TOBCTOI KULL-
Kn, HaBedeHo Ha puc. 2. KiHueBMM eTanom
0OCTEXEHHS! € BCTAHOBJIEHHS TEHETUYHOI
dopmy cuHapomy i 060B’3KOBE NPOBELEH-
HS FEHETUYHOro KOHCY/bTYBaHHS Ha 06asi
MICbKUX KOHCYNbTALi 411 00NACHWX reHeTUY-
HUX LeHTPIB. BaXkMBMM TakoX € CTBOPEHHS
Ha 0a3i perioHanbHUX OHKOLEHTPIB PEECTPY
nauieHTiB 3i CNaakoBO 3yMOBJIEHOK OHKOMNA-
TONOTIE0 ANS BUSIBAEHHS TPYNy PU3UKy ce-
pen, 671M3bkOCNOPIAHEHMX poaunyiB NpobaH-
ais.

BucHoeku

lNoka3aHo OOUiINbHICTL 3aCTOCYBaHHS re-
HETUYHUX METOLIB 0OCTEXEHHS AN PaHHLOI
[iarHOCTUKM CNadKoBO 3YMOBJIEHMX HOBO-
YTBOPEHb, WO Mpu3Bede 00 3MEHLUEHHS
06’emMy onepaTMBHUX BTPYYaHb Ta 3HMKEHHS
CMEepTHOCTI Bif, UMX 3axBOptoBaHb. O6rpyH-
TOBaHO HEOOXiAHICTb NOETanHOro NPOBEAEH-

HS FEHETUYHUX 0OCTEXeHb, SIKUX NOTpeldye
NaujeHT 3i CnagkoBO 3YMOBJIEHVMY HOBOYT-
BOPEHHAMM TOBCTOI KMLLIKN.
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3HAYEHME TEEHETUYECKMX METOOB
NCCNEAOBAHNA B AMATHOCTUKE
HACNEACTBEHHO OBYCJIOBJIEHHbIX
HOBOOBPA30OBAHUIA TOJICTOM KALLIKM
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'Y «MIHCTUTYT HacneacTBeHHON naTonorum AMH
YKpauHbl»

Ykpauna, 79000, JbBoB, yn. M. JlbiceHka, 35-a
e-mail: maria_lozynska@ukr.net

B poGoTe ocBeLleHbl OCHOBHbIE FEHEeTMYeckue
METObl UCCefoBaHMs, HeoOXoaVMble A paH-
Hell OMarHoCTUKM UM NPOrHO3MPOBaHMSI BO3HUK-
HOBEHUSI HACNEACTBEHHO OOYCNOBNEHHbLIX HOBO-
obpasoBaHuini TONCTOM kuwku. OTMeyeHa Bax-
HOCTb FeHeanorn4yeckoro aHanmaa kak nepsBoro
aTana obcnenoBaHus npodaHaa Ans BbiSCHEHWs!
BKJlafa HacneacTBEHHbIX PaKTOPOB B BO3HUKHO-
BEHUW aTUX 3abonesaHuii. NoaTBepaeHO Heob-
XOOMMOCTb Pa3paboTkM U MPaKTUHECKOro BHe-
npeHust B YKpavHe KOMMNekca COBPEMEHHHbIX
METOA0B FeHOAMArHOCTVKN 1 aHann3a KapuoTu-
na HoBooOpa3oBaHwuii. MNocne npoBeaeHUs reHe-
aflornyeckoro aHanMsa 37O Ccleaytolime aTtansbl
obcnenoBaHust O0NbHbLIX. PaccMOTpeHHble re-
HeTn4Yeckne MeTomdbl AMArHOCTMKU HalayT CBOe
NPYMEHEHNE B PELLEHMN OJHOW U3 BaXHbIX Me-
OVLUMHCKMX W COUManbHO-3KOHOMUYECKMX 3a-
[Jay COBpPEMEeHHOro obLlecTBa — paHHel auar-
HOCTUKWN HacnencTBEHHO 0OYCNOB/IEHHbIX HOBO-
06pa3oBaHmii, YTO NO3BOUT YMEHLLINTL 0O6BLEM
onepaTuBHLIX BMELLATENbCTB U CHU3UTb CMepT-
HOCTb OT 3TUX 3ab0NeBaHni.

Kno4deBbie ¢cnoBa: reHeanornieckuin aHanma, re-
HOAMArHOCTMKa, KapuoTMNMpoBaHne, HoBoobpa-
30BaHNS TONICTON KULLKN.

SIGNIFICANCE OF GENETIC METHODS
IN DIAGNOSTICS OF HEREDITARY DETER-
MINED NEOPLASIA OF LARGE BOWEL

M.R. Lozynska

Institute of Hereditary Pathology AMC of Ukraine
Ukraine, 79000, Lviv, M. Lysenko str., 35-a
e-mail: maria_lozynska®@ukr.net

The main genetic methods necessary for the
early diagnostic and prognosis of the origin of
hereditary determined neoplasia of large bow-
el was demonstrated in this work. It was not-
ed the significance of genealogic analysis as
the first step in the examining of probands for
the determining of the contribution of the here-
ditary factors in the origin of these diseases. It
was confirmed the necessity of the complex of
contemporary methods of genodiagnostic and
karyotype analysis of neoplasia for the introduc-
tion in Ukraine. These genetic methods of di-
agnostics should be used in solution of the im-
portant medical and social problem of modern
society — early diagnostics of the hereditary de-
termined neoplasia. It will allow decreasing the
volume of operative intervention and mortality of
these diseases.

Key words: genealogic analysis, genodiagnos-
tic, karyotyping, neoplasia of large bowel.
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