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i moecmoi KUULOK.

Peztome. [Ipogedero KaiHiuHe 0O6CMedNCeHHs, 2eHedN02IYHUL AHANI3
ma 2eHemuyHe KOHCYIbMYBAHHS CiMell mpbox npobandie ma ix
onu3bKo cnopionenux poouuie iz cunopomom Ileiimya-€zepca.
Cepeoniti 6ix manigpecmayii KUMKOBUX CUMNIMOMIE X80pOOU CIAHO-

sue 20,5(7-34) poxis. Xapaxmepuumu 015 yboeo cunopomy 0yau
KOH2NIOMepamu noxinie i KUWKoei ingazinayii. ¥ 06ox poouuis
npobanoa i3 cunopomom Iletimya-Ezepca diacnocmysanu pax
MOHKOI 1 moecmoi’ Kuwox y monooomy eiyi. Menraninosa niemenmayis
Oyna 8adNCIUBUM NOZAKUUKOBUM MAPKEPOM YbO20 3AXBOPIOGANHSI.

Beryn

B 1921 p. Ileiitn (Peutz) Briepitie onvcaB CHHIPOM,
TIPH SIKOMY CTHIOCTEpIiraiach acoLiaLisi KUIIKOBUX MOJIIMiB
13 MIrMEHTHUMH TUSIMaMH Ha Try0ax, CIM30Bil pOTOBOL
MOPO’KHUHY Ta Ha 1HIIMX AUITHKAX T1a. 3ronoM, €repc
(Jeghers) BU3HaYMB OCHOBHI CHMITTOMH 3aXBOPIOBAHH,
MIPUTAMaHHI XBOPUM 13 1M CHUHJPOMOM. XapaKTepPHOIO
0COOJMBICTIO FAMapTOMHIX ITOJIIIB 1Tpy cuHApomi [ leii-
tia-Crepca (CIIE) € HasBHICTH B iX CTpOMI IIaaKoM -
30BHX BOJIOKOH, IO Taimy3atecs [1, 5]. Cunnpom BusiB-
JISOTH Y PI3HUX €THIYHHX IPyTax NPHONU3HO 3 OIHAKO-
BOIO YacTOTOIO B 0Ci0 pizHOi cTati — 1:10000-25000 Ho-
BOHapOo/keHNX [2]. Manidecrariitai o3Haku CIIE y
95% manieHTiB BUHUKAIOTh Y MEPiOf CTATeBOTO 103pi-
BaHHS. {7151 5KIHOK i3 MM CHHAPOMOM XapaKTepHa rire-
PECTpOreHisi, MOPYIIEHH MEHCTPYaJIbHOTO LIMKITY, a IS
MyK4uH — riHekomactis [7]. Y 40-70% mnarieHTiB i3
KJTiHIYHO JTiarHOCTOBaHNUMH BUIIa Ikamu cuaapomy CI1E
BUSIBJSIFOTH MYyTalil reHa-cynpecopa myxiuH STK /1
(serine/threonine kinase 11), 1110 3HaXOMUTHCS HA XPOMO-
comi 19p13.3. Leii ren Binirpae Ba>xJIMBY poiib Y KIITHH-
HOMY MeTaboTi3Mi 1 KOHTPOIIOE aronTo3 [6]. Binomo, 1o
y mamientiB i3 CIIE€E Ha ¢Qoni momimo3dy 3pocrtae
BIPOTi/IHICTH PO3BUTKY paky ToBcToi kuiku (PTK), Ton-
KOl KHIIIKH, IIDTyHKA, TPY/IHOI 3aJ103H, SIEYHHKIB, MaTKA
[1, 3]. He3akaroun Ha BUCOKHI PU3HK OHKOJIOTIYHUX
3axBoproBasb mpu CIIE Ta aBTOCOMHO-TOMIHAHTHHN
THII YCTIaJKyBaHHS 3 BUCOKOIO TIEHETPAHTHICTIO B YK-
paiHi Ha CbOTOIHI HE TPOBOAUTHCS TEHETUYHE KOHCYITh-
TYBaHHsI Ta MOJIEKYJISIPHO-TEHETHYHE 00CTEKEHHSI TIPO-
0aHIiB Ta OCi0 IPyNHy PU3KKY.

MeTa aociaKeHHsl

BuBuuTH KIIIHIYHI 1 F€HETHYHI OCOOJHMBOCTI
nartienTiB i3 CII€ Ta BUSBUTH 0COOU TPYIIH PU3UKY.
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MarepiaJj i MmeTonu

[IpoBeneHo KiTiHIYHE OOCTEXKEHHS, TEHEATOTTYHII
aHaJIi3 Ta TeHETMYHE KOHCYJIBTYBaHHsI TPHOX CiMel rpo-
6annis i3 CII€ npotsrom 2010-2012 pokis. [Tamientu
BiKOM BiJt 7 10 34 pokiB Oyimi MelIkaHIsIMHU JIbBIBCHKOT
obmnacri. Oci0 vonosivoi crari Oyro 2, >xiHo4oi — 5. Jiar-
HO3 OyJ10 BCTaHOBJIEHO Ha OCHOBI 3araJIbHO-KIIHIYHOTO,
€HIOCKOIIYHOTO, TPOMEHEBOT0 Ta J1a00paTopHOTo Me-
ToniB miarHocTuky. [larienTn Oynu BimiOpaHi 3riaHO 3
kputepismu giarsoctuku CIIE, 3anponoHoBaHUME
Tomlinson L.P. (1997), sixi Bkrodasmu: 1) marorictonori-
YHE MiITBEPIYKEHHS JiarH03y raMapTOMHOTO ITOJIIO3Y;
2) HasIBHICTh MEJIAaHIHOBOI IIrMeHTallii; 3) ciMmedHui
XapakTep 3aXBOPIOBAHHSL.

OO0roBopeHHsI pe3yJbTATIB JOCTiTzKeHHS

IIpoBeneno kiiHIYHE 0OCTEKEHHS Ta TeHEATOT14-
HUH aHai3 ciMel TPhOX MPOOAHIIB 13 CHHAPOMOM
CIIE. ¥V mpobanga (Nel, MMI), xiaku Bikom 34
POKH, MiarHOCTYBaJX MHOXXWHHI ITOJIIA JBAHAIIS-
THUITAIO] KUIIKH 1 IPOBENHN PE3EKIII0 yPaXKeHOT TUISTH-
Ky npoTsokHicTIO 20 cM. [lamienTka Mana MenaHiHO-
By ITITMEHTAIIIf0 Ha IIKipi 0044 HABKOJIO T'y0 Ta Ha
nanbisx pyk. [Hpopmarris po Te, mio XTock i3 Onm3b-
KO CITOPITHEHUX POAWYiB OaThKiB MpodaH/Ia oMep Bi
OHKOJIOTIYHHX 3aXBOPIOBAHb, BIICYTHS. Y JIOHBKH IIPO-
0aH/1a 3 METaHIHOBOIO MIrMEHTAIIIO IIKIpX Ha O0IIYYl
y Bini 14 pokiB Gy110 MPoOBEAEHO OTEPALIiFo — PE3EKIIII0
ypaXXeHOi MHOXUHHUMH TIOJIITaMH JUISTHKA TOHKOT
KHIIKH, a Y 32 pPOKH J1arHOCTOBAHO CApKOMY JBa-
HaaATHnanoi Kumkw. JKiHka momeprna y Bimi 37 pokis.
VY cuna npobanHa Tex BUSIBUIM XapakTepHy st CI1E
MTMEHTAIIif0 HaBKoJIO I'y0. Y Birli 21 pik y HBOTO Jiar-
HOCTYBAJIH TTOJIIY TOHKOI KHIIKH, a y 35 POKIB — OJI-
1IIM TOBCTOI KMIIKH 3 MATITHIZAIICIO0. 3a TaHUMH JIiTe-
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parypu CUMITOMH XBOPOOHU 3’ ABIISIOTHCS PAHIIIE Y
4onoBikiB [2]. XKiani-mpobany 6ya0 pekoMeHI0BaHO
MIPUBECTH OHYKIB HA KOHCYINBTAIIIO O TEHETHKA Ta
TIPOBECTH €HJOCKOMIYHI 00CTEeXEHHS. Y BHYYKH Y Billl
16 poxis BusiBin CIIE 3 XapakTepHOIO METaHIHOBOIO
MTMEHTAIIF0 HABKOJIO T'y0, CIIM30BO1 0OOJIOHKH POTO-
BOT HOPOYKHIHH, Ha TAJIBISIX PYK 1 HIT, MOJIMNHA IIUTyH-
Ka 1 )KOBYEBOTO Mixypa, ay BHyka y 10 pokiB mopsin
3 MEJIaHiHOBOIO MITMEHTALII€0 Ha OO, TIarHOCTY-
BaJIM TIOJIITM IUTYHKA Ta TOHKOT KMIKU. Ha pucyHky
HaBeJIeHO poaoBix cim’i mpobarnma (Nel, MMI).
Maru HactymHOro podana (Ne2, bCh) — niBuns-
K1 7 pOKiB, HAPO/HKEHOI Bi 3-1 BariTHOCTI, 3BepHYIa-
Cs1 Ha KOHCYJIBTAITIIO 3 PUBOY BiJICTaBaHHS TATHHH
y dhi3mgHOMY PO3BUTKY (Maca Tina 14 KT), MHOKHH-
HUX MITMEHTHHX IUISIM Ha pyKaX, TPysX, IUiedax Ta
ITiIBUIIICHOI TiTlepakTUBHOCTI. J[uTHA cKapKuIacs
Ha OUTb Y )KMBOTI Ta 4acTi piaki aedekarlii 3 KpoB’o.
[pu xonorOCKOMIiT OYyII0 BUSIBIIEHO MHOKHUHHI TTOJIITH Y
PI3HMX BiJILTaX TOBCTOI KUILIKH: Y CHTMONIONIOHIH 1 B
HU3X1THOMY BIJIJIiTI TOBCTOI KHUIIIKY Ta TIOOWHOKI — Y
CITITIIH Ta TonepeYHo- 0000BIH KUIII. Y pe3ynbrari
€HJOCKOITIYHOTO OOCTEKEHHS IHIIIMX OPTaHiB IUTYHKO-
BO-KHIIKOBOTO TPAKTy MOJIMNiB HE OyJI0 BUSIBICHO.
Jwutuni BctanosneHo giarao3 — CIIE ta mpoBenaeHo
OTIEepAIlif0: PE3EKITiI0 JUITHKA TOBCTOI KUIITKHY 3 Haii-
OLIBIION0 KUTBKICTIO ToimiB. [Ipu onutyBaHHI Marepi
OyJ10 BUSICHEHO, 10 Y HEl pyTa BariTHICTh 3aBepIIIU-
Jlacd 3aBMUpPaHHAM IJI0y Ha PaHHBOMY TEpMiHi,
MOXJTHBO 3yMoBiieHoro BusiBieHnMu TORCH-index-
IISTMH: TOKCOIUIA3MOIO Ta XJIaMimisMi. Y Marepi, 0arThb-
Ka mpo0aHza Ta iX OMM3bKOCIIOPITHEHNX POANYIB HE

Oyro cumrroMiB CII€E Ta HIXTO 3 HUX HE XBOpIB Ha OH-
KOJIOTI4HI 3aXBOPIOBaHHS. TaKkUM YWHOM, Y TUTHHU
MyTallisi BUHUKIa de novo.

VY cim’i mpobanaa (Ne3, BYM) niarnos CIIE 6ymno
BCTaHOBJIEHO Y Billi 29 pokis. [larienTKa 3BepHYIacs
Ha KOHCYJBTAINIO Y 3B’ SI3Ky 3 CAMOBITbHAMH BUKHI-
HSMH Ha paHHIX TepMiHax BariTHOCTI (5-6 THXKHIB),
X04a MaJa 37I0pOBY AUTHHY BiJ 2-1 BATiTHOCTI BIKOM
3 poku. Y mamieHTKH y Bini 4 poKu 3’sIBIJIACS MeJa-
HIHOBA MITMEHTAIlis Ha T'y0ax, a 3r0ZiloM — HaBKOJIO
ry0, Ha CITM30BI1H TOBEPXHI POTOBOT MOPOKHUHH, Ha-
BKOJIO 04eii 1 mepeHices. Y pe3ynbrari Y 3]l yepeBHOi
MTOPOXKHUHH, OyJI0 BUSABJIEHO KiCTH JIIBOTO 1 IPAaBOTO
SIEYHUKIB, TETATOMETANII0 Ta PyXOMUH 00’ eMHUN
YTBIp, HE TTOB’A3aHM 3 seqHUKaMu. JKiHIlI peKkoMeH-
ZyBaJIM TIPOBECTH KOMIT FOTEpHY ToMOorpadiro depeB-
HOI MOPOKHUHH, 3209€PEBUHHOTO IIPOCTOPY Ta MAJIO-
TO Tasa JAJs BUKIIIOYEHHS HOBOYTBOPEHb, 30KpeMa,
niM¢poMu, BU3HaUTH Iy xauHHI Mapkepu (CA-125) ta
3BEpHYTHCH Ha KOHCYNBTAIi0 JI0 IPOKTOJIoTa. Y pe-
3yJBTaTi KOMIT IOTepHOi ToMorpadii Oylio BUSBICHO
MHOXKHHHI MOJIMO3HI opMyBaHHs NLTyHKA. B Kiy-
OOBIi KU HAa BCAOMY i1 IPOTSI31 BUSABJIEHE HEPIBHO-
MipHE TIOTOBIICHHS 11 CTIHKM 1 MHOXKHHHI TTOJIITTO3H1
yTBOpeHHs po3MipoM 20-30 MM, 110 BUCTyHaJIH B
MIPOCBIT KUIIKK. Y MPOEKIIii CITiIoi Ta BUCX1IHOT 000-
JIOBOT KHIIIOK CIIOCTEPIraar MOTOBIIECHHS CTIHKH 13
CTEHO30M TPOCBITY, B IPOEKIIii JIiBOI ITOJIOBUHH TIOTIE-
PpeuH0-000TOBOI Ta HU3X1THOT KUIIIOK BUSBILIN TIPU-
CTiHKOBI mominu po3mipom 12-20 MM, a B IpoeKIii
CUTMONOAI0OHOT KUIITKK OYB BHYTPIIIHBOKHIIIKOBUI
1H(MITBTPAT 13 30HOI0 HEKPO3y Ta CTEHO3 MPOCBITY
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KAIIKU. B pe3ynsrari eH1ocKonigHoro 006cTekeHHs
OyJo MiATBEpPIHKEHO MHOXKHHHI TOJINMA TITyHKA,
PI3HUX BUIIUTIB TOBCTOI KUTIKH AiameTpoM Bifg 0,8 1o
3 cM, aedopmallito CUrMOIoAIOHOT KUIIKK Ta 37YKO-
By xBopoOy. Ha mpomixky Bix 10 mo 20 cMm Bix 3a1Hb-
OTO TPOXOY A1arHOCTYBaJIX KOHITIOMEPATH ITOJIIITIB
niametpom 10 1,5 cM. Y pesynbrari KOMILIEKCHOT KOH-
CyJIBTaIlil IPOKTOJIOTA, €HIOCKOITICTIB Ta TCHETHKA,
Oyio BcranosieHo giarao3 CIIE. Y marepi npoban-
Jia BIKOM 53 poku OyI10 BUSBIICHO MEJIAHIHOBY ITITMEH-
TaIlifo Ha CIIHHI, a 6aba 1o JiHIi MaTepi momMepia Bi
paxy IUIyHKa y Bimi 61 pokiB.

Bik maniecTartii KUIIIKOBUX CHMITTOMIB 3aXBOPIO-
BaHHs y maiieHTiB i3 CII€ cranouB 20,5(7-34)
pOKiB. Y IIUX TAIli€HTIB CIIOCTEPIraad TOJIMH B
PI3HHX BIIIiaX MUTYHKOBO-KHIITKOBOTO TPAKTY: V
MIUTYHKY, JBAHAIISITATIATIA, TOHKIH KATIII, )KOBIEBO-
My MiXypi Ta B pi3HUX BiJIlTaX TOBCTOI KUIIKH. Xa-
pakrepauM st CIIE Oyimi KOHIIIOMEpaTH TONIIIIB Ta
TOHKO-TOHKOKHIIIKOBI 1 TOHKO-TOBCTOKHIIIKOB1 1HBari-
Hallii. Y 3B’s3Ky 3 BUCOKOIO YaCTOTO) BUHUKHEHHS PaKy
TOHKO] 1 ToBCTOI KHTIOK pH CI1E HeoOximHo BUKOHYBa-
TH (iOpOracTpOIYONSHOCKOIIIO ITOYNHAIOUH 3 25 POKIB
3 IHTEpBAJIOM 3 POKH, a KOJIOHOCKOITIFO *“ TOYMHAIOYH 3
18 pOKIB 13 TAKMM CaM¥IM IHTEPBAJIOM, KATICYJIbHY €HIIOC-
kom0 mounHaoun 3 20 pokiB Ta mopiuae Y3/[
BHYTpIIIHIX OpraHiB. AJpKe BITHOCHUN PU3NK BUHHK-
uenaa PTK npu npomy cunapomi Bummmii y 18 pasis, a
paKy ToHKOi KHIIKY — y 520 pa3iB MOPIBHSHO 13 3araib-
HOIO TIOITYIIATTi€ETO [4]. JIist BUSIBIICHHS paKy TpyIHOI 3a-
JIO3U HA PaHHIX TEPMiHaX PEKOMEHIOBAHO PETYISPHO
TPOBOIUTH MamMorpadito. HeoOXiTHUM € TakoXk CTBO-
peHHst B Ykpaini 6a3u maHux ta 6aHky 3paskis JJHK i3
niepudepiitHoi kpoBi martienTis i3 CIIE myst mpoBeneH s
MOJIEKYIIIPHO-TEHETUYHOTO TECTYBaHHSL.

BucHoBkH

1. ¥V marientiB i3 CII€ momninu 3HAXOAWIUCH ¥
PI3HHX BIIIiIaX MUTYHKOBO-KHIITKOBOTO TPAKTY: Y
MIUTYHKY, JBAHAIISITATIATIA, TOHKIH KUTIIII, )KOBYEBO-
My MiXypi Ta B pi3HUX BiJIlTaX TOBCTOI KUIIKH. Xa-
PaKTEpHUM IS [IbOTO 3aXBOPIOBAHHS OYITH KOHITIOME-
parH OB Ta KUIIKOBI iHBariHAITi1.

2. Cepenniii Bik MaHi(ecTaril KHITKOBUX CHMII-
toMmiB ripu CIIE cranosus 20,5(7-34) pokiB. Y nBOX
pomudiB MpobaH/a i3 JaHUM CHHIPOMOM OYyJI0 BUSB-
JIEHO 3JI0AKICHI HOBOYTBOPEHHS TOHKOT 1 TOBCTOT KH-
IIOK Y MOJIOZIOMY BIITi.

3. Jlyist paHHBOTO BUSIBIICHHS OHKOJIOTITHUX 3aXBO-
proBans nanientam i3 CII€ nHeobxigHe perynspHe
MIPOBEICHHS SHIOCKOIIIYHUX 00CTeXeHb, Y3/] BHY-

TPIlIHIX OpraHiB, Mamorpadii, BU3HAYEHHS Iy XJIFH-
HUX MapKepiB 1 000B’s13K0Ba KOHCYINBTAIliS TEHETHKA
JUTSL BUSIBIIEHHS TPYITH PU3UKY.
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IF'EHETUYECKHUE OCOBEHHOCTU U ®EHOTHUII
HAIIMEHTOB C CHHAPOMOM IEWTIA-ETEPCA

M.P. Jlo3unckasn, U.B.Xasynka, B.U.Illysapckasn

IIpoBeneHo KIMHUYECKOE OOCIIEOBAaHNE, TEHEATOTHYCCKUI
aHaJIN3 U TEHETHYECKOE KOHCYIBTHPOBaHHE CEMEH TpeX MpodaH-
IIOB ¥ HX ONTM3KHX PONCTBEHHUKOB ¢ cuHApoMoM Iletita-Erep-
ca. Cepeqauii Bo3pact MaHA()ECTAUU KUIIEYHBIX CUMIITOMOB
ooneznnn coctaisit 20,5(7-34) ner. XapakTepHBIM ISt 3TOTO
3a0orneBaHus ObLTA KOHIIIOMEPATHI TTOJIMITOB M KUIICYHBIC HHBA-
THHANWW. Y TBOUX POJCTBEHHHKOB MPOOAH/IA C 3THM CHHAPOMOM
OBLIO TUATHOCTHPOBAHO PaK TOHKOW M TOJICTOM KUIIKH B MOJIO-
IIOM Bo3pacTe. MenaHHHOBAsI IIMTMEHTANHS ObUIa Ba)KHBIM BHE-
KHIIIEYHBIM MapKepOM 3a00JICBAHUS.

KiiroueBbIe ¢J10Ba: TeHEATOTHICCKUN aHAIN3, CHHIPOMOM
Ilefttua-Erepca, MenanuHoBast MUrMeHTAaIMs], paK TOHKOH U TOJ-
CTOM KHUIIIKH.

THE GENETIC PECULIARITIES AND PHENOTYPE
OF THE PATIENTS WITH PEUTZ-JEGHERS
SYNDROME

M. R. Lozynska, 1. V. Khavunka, V. I. Shuvarska

Abstract. The clinical investigation, genealogical analysis and
genetic consulting of three families of the probands with Peutz-
Jeghers syndrome and its relatives with this syndrome were car-
ried out. The medium age of the disease manifestation of the co-
lon symptoms was 20.5(7-34) years. The typical features of the
disease were the conglomerate of polyps and the intestinal invagi-
nations. Two relatives of the proband with Peutz-Jeghers syn-
drome had cancer of the small intestine and large bowel in the
young age. The melanin pigmentation was the significante
extraintestinal marker of this syndrome.

Key words: genealogical analysis, Peutz-Jeghers syndrome,
melanin pigmentation, intestine cancer.
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