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PIAKICHU BUNIAJJOK CUHIPOMY
KJIIIEJS-TPEHOHE-BEBEPA Y JUTUHU

Ilpoyaiino M./I., /Drcusax B.I'., Kpuuyvkuii I.0., @eoopuie O.E.,
T'opiwnin 1. M., J/leeeneun C.C.

Tepnoninvcokull HAYIOHANLHUL MEOUYHUL YHIGEpCUMem
imeni I.A. I'opbauescvokoeco MO3 Vkpainu, Tepnonine, Yxpaina

Cunnpom Kninnens-Tpenone-Bebepa — 11e piKkicHe BpoKEHE 3aXBOPIOBAHHS, SIKE XapaK-
TEePU3y€EThCS NOJIMOP(PI3MOM KIIIHIYHUX IPOSBIB, SIKI BKIIIOYAIOTh CYJMHHI Masb(opmariii, 1e-
dbopmartii ckenera, aCUMETpir0 OOIUYYS Ta 1HINI aHOMaJii po3BUTKY. JlaHe 3aXBOpPIOBaHHS
€ PIAKICHUM BPO/KEHUM MOPYILIEHHSM, 110 XapaKTepU3y€eThCs TPUAA0I0 O3HAK: aHT10AMCIIIa-
3151, BPO/DKEHI aHOMaTI1 cKesleTy Ta rineptpodist Mm's3iB. Lleit cuHipoM crippunHeHui 1eeKkTomM
B redi kepatuny 13 (KRT13), sxuit cnpuunHsie AucQyHKIIIO0 KIITHH €KTOAEpMaJIbHOTO MO-
XOJDKEHHS, Y TOMY YHCIl KEPaTUHOIUTIB, CHIOTEMATBHUX Ta €KTOJAePMATbHUX KTiTHHU. KiTi-
HIYHUMH CUMIITOMaMH CUHIPOMY MOXKYTh OyTH rifjporiedaltis, BpOJKEH1 Baal HUPOK, aHOMa-
J1ii KIHIIBOK, @ TAKOX 1HIII ATOJOT14H1 3M1HH. JIIKyBaHHS 3a3BHYail 3aJI€KUTH BiJl KOHKPETHUX
CUMITOMIB Ta YCKJIQJJHEHb, 1 MOKE€ BKJIIOUATH XIpypriuHi BTpy4aHHs, MEJUKaMEHTO3HY Tepa-
mito, gizioTeparito Ta peabiiTaiitHi 3axo1u. Po3yMiHHS TeHETHYHUX MEXaHI3MiB Ta (PaKTopiB,
10 CIIPUYMHSIOTH PO3BUTOK CHHIIPOMY, TO3BOJIUTH PO3POOUTH OB €EKTUBHI METOM JIiar-
HOCTHKHM Ta JIKyBaHHsI, TOKPAIIUTH MPOTHO3 ISl MAIl€HTIB. MeTOo JoCipKeHHs O0yII0 mpo-
JEMOHCTPYBATH KJIIHIYHHKM BHUMAJ0K JaHOT XBOPOOW HAA3BUYAMHO PIAKICHOT MATOJIOTIi qUTS-
4Oro BiKY, TOKa3aTH 0COOIMBOCTI ii JIarHOCTUKH Ta JiKyBaHHSA. OCOOIHMBICTIO TAHOTO MAIi€H-
Ta Oyna nedopmaitis (CHIIbBHE MOTOBIIIEHHS) TTPaBOi CTOMH IIPH HapopKeHH1. B mporeci pocty
nedopmariisi mpaBoi CTONM MOCHIIIOBAIACS, [0 YHEMOKIIUBIIIOBAJIO BUKOPUCTAHHS CTaHIapT-
Horo B3yTTs. [locuiroBanacs mianikipHa BEHO3HA CiTKa Ha MpaBiil HWKHIN KiHIIBI. OmrcaHuit
nepeOdir 1aHoro 3aXBOPIOBAHHSA Ta MPOBEACHE JTIKyBaHHS.

Knrouoei cnoea: cunoaxmunis, cinepmpois, cmona, onepayis, acumempis KiHYiBoK, 8p00-
JHCeHa aHOMAIA.
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Beryn

Cunnpom Kiinmensi-Tpenone-Bebepa —
I PIAKICHE 3aXBOPIOBAHHS, IO XapaKTe-
PU3YETHCSI aHOMAITIIMA KPOBOHOCHHX CY-
JIMH, HAIMIPHUM PO3POCTaHHAM M'SKUX TKa-
HUMH Ta/a00 KICTOK, a TAKOK HasIBHICTIO Ba-
pUKO3HOTO po3mupeHHs BeH [1]. 3rigHo
cydacHoi kinacudikaiii MiKHapoaHOTO Cy-
JMHHOT'O TOBApUCTBA 3 BUBUCHHS CYIIMH-
Hux aHomamiii (International Society for
the Study of Vascular Anomalies), Cuna-
pom Kiinnens-Tpenone-Bebepa (KTBC)
€ PIAKICHUM 3aXBOPIOBAHHSM 1 MOB'sI3aHUI
3 BUCOKUM PU3UKOM TPOMOO3y Ta eMOoJii
nereneBoi aprepii [2; 3]. Tpamuserbcs
3 gactoToro 1:100 000 HOBOHapOIKEHHUX.
KinpkicTh XJIOMYUKIB Ta JIBYATOK Cepel
XBOpHUX cTaHOBUTH 47 % Ta 53 % Biamo-
BimHO [4]. Cunmpom Kninmens-TpeHone-
BebGepa, abo mguszemOpiomnaris CyaIuHHO-
KICTKOBa, a00 HEBYC BapUKO3HHUI OCTEOTI-
nepTpodidYHU Ma€e TpPH OCHOBHI TIPOsIBH [S]:

- pO3pOocCTaHHS KICTOK Ta MyCKYJIaTypH,
HalyacTile Ha HOTax;

- BApUKO3HE PO3LIMPEHHS BEH KIHI[IBOK
Ta TiM(paTHIHUX TPOTOKIB;

- MHO)KWHHI T€MaHT10MH, CYJMHHI 31po-
YKH, POJUMKH, HEBYCH (naevus angioma-
tosus) Ha IIKipi XBOPOi KIHI[IBKH.

JIns BCTaHOBJICHHS KIIIHIYHOIO JIiar-
HO3Y JOCTaTHbO JBOX 13 TPHOX KIACHUYHUX
O3HaK [6].

HuxHi KIHUIBKH ypaxawThcs y ABa
pasu yacrinie HiXK BepXHi. B ocHOBHOMY
ypakeHl JUCTallbHI YaCTUHHM KIHI[IBOK:
cTonu, roMinku [7]. I'eMaHriomu mMaroTh
pi3Hy ¢dopMy, BelnuMHY, 3a0apBiIeHHS
1 HAaraayrTh IUISIMU BiJ KaBW, BUHA 3 BiJ-
MOBITHUMH Ha3BaMH («KaBOB1», «BUHH1»),
a00 Mmo/116H1 710 BOTHIO («I1OJIyM STHIFOUHI»
HeByc) [8].

IaKonun B ocTeorineprpodivynauii mporec
3aTy4aloThesl KICTKH Ta MYCKyJarypa ro-
70BU. YepemnmHo-IHIeBi aHoMaii XxapakTe-
PHU3YIOTBCS ACUMETPUYHOIO TinepTpodiero
00aMYYst, 30LJIBIIEHHSIM a00 3MEHIIEHHIM
po3MipiB uepemna (Makpo- abo mikpoueda-
Jist), rinepTpodi€ro TKaHUH OKa, IIayKo-
MOI0, KaTapaKkTo, KOJI00OMOI0, TeTepo-
XPOMI€I0 0YeH, CyTMHHUMHU PO3POCTAHHS-
MU Ha OYHOMY JHi [9].

CyaunHi manbdopmallii MOXYTh CIOC-
Tepiratucsl y BHYTpIIIHIX opraHax (Bicie-
pomerautisi). YacTUMH € TEMaHTIOMHU CE€YO-
BO1, IIUTYHKOBO-KUIIKOBOI Ta 1HIIMX CHC-
teM [10—12]. MaroTh Miciie aHeBpU3MU ap-
Tepiil MOPOKHUH YEpenHOi KOpOOKH, Tpy/I-
HOT KJIITKH, Y€PEBHOI MOPOKHUHM, KIHITI-
BOK [13].

HamMipae kpoBoItocTadaHHs KiCTOK IPO-
BOKY€ 1X BUIEPEIKAIOUUN PICT Y JTOBXKHU-
HY, IIUPUHY Ta IXHIO BICbOBY JAedopmalriro
(riranTusm) [ 14].

Taki BUKpUBJICHHS KIHIIIBOK OOyMOB-
JIIOIOTh P13KE 3HIKEHHS SIKOCT1 KUTTS JTU-
TUHU, YHEMOXIIUBIIOIOTh BUKOPHCTAHHSA
CTaHJIApPTHOTO B3YTTs 1 BUMArarmTh Xipyp-
T1YHOT KOPEKIIii, III0 BUMArae CTpOro iHIu-
BimyanpHOro miaxoxy [14]. Lle MoxyTh
OyTH BKOPOUYIOUi OCTEOTOMIi, aMITyTaIlii,
eKCTHUpIanii 3MiHEHUX KICTOK, THMYaco-
BUl enii3ioze3 30H pOCTy TpyOUacTux Ki-
CTOK, 1110 TIepeadavyae Kopekilito aedopma-
[iii Ta raJbMyBaHHS HAJMIPHOTO POCTY.
Ha pentrenorpami BUSBIISIIOTh 301JIbIIICH-
HSl pO3MIPIB YPaKEHOT'O0 CETMEHTY KICTKU
y IOBXUHY, TOBIIHHY, MOTOBIIEHHS KOP-
TUKaJBHOTO IIapy, OCTEONOpOo3, pi3HOMa-
HITHI KyTOBI Ta JiHiiHI 1edopmanii. Mox-
JIUBI 1HII PIAKICHI BapiaHTH JAHOTO CHUH]I-
pOMYy, MpH SKUX aHTIOMH Ta 1HILI CyAWHHI
aHOMaJIii JTOKaJi3ylThCs Ha OJJHOMY 001,
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a BapHKO3 PO3TAIIOBAaHUI HA 1HIIOMY (TaK
3BaHa «mepexpecHa» gopma) [15-17]. Xa-
paKkTep ychmaaKyBaHHS JaHOTO CHHIPOMY
HEBIJIOMH, ajie PO3TJIsLAal0Th MOXKIIUBICTh
napajoMiHAHTHOTO ycnaakyBaHHS. Jleski
aBTOPH BHCYBAIOTh T1IIOTE3Y, 11O 1€ MOXKE
OyTH CHPUYMHEHO MO3AIYHOIO MYTALI€lo,
fKa B IHIIMX yMOBax Oyia O JeTaabHOIO
[18].

IIpu KTBC nutuHa HapomxKyeThes 13
30UTBIIIEHOI0 (TMIEPEBAKHO HUKHBOIO) KiH-
1iBKO0. B mpoieci po3BUTKY criocTepira-
€ThCs 11 MOAANBIINKM HaaMipHUi pict [19].
Uepe3 HamMipHE KPOBOIMOCTAYaHHS HIK-
HbOI KIHIIIBKU (apTepiOBEHO3HI MIKPOHO-
pulll), IUTUHA BIIYYyBa€ *ap, MyJbCallilo,
po3nupanHa. Crocrepiraerbcsi rimneprep-
Misl HIKHIX KIHLIBOK, TIIEpPrifpo3, rime-
pixTio3, rineprirMenTanis mkipu [20; 21].

[Ipu apTepianbHiit popmi XBOpoOH cIio-
CTepIraeTbcs IMIBUAKE 30IbIIEHHS PO3Mi-
piB HOTH, BUPaXKE€H1 LIKIpHI MPOSBU — BU-
pa3ku 1o KkpoBorouath [22]. [Ipu BeHO3-
Hii popmi, TOMIHY€E PO3POCTaHHS BEHO3-
HO1 Mepexi CyiuH (Bapuko3), arpodis My-
cKynatypu, Tpodiuni Bupasku. [Hkoam Ha-
ctae nedopmariist KICTOK Ta Cyriio0iB 3 ¢y-
HKII1OHAJTBbHUMH PO3JIaZiaMH. 3aXBOPIOBaH-
HS Ma€ XpOHIYHUH, MPOTPeCyrovnil mepe-
oir [23].

3a oCTaHHIMU HAYKOBHMH JIAaHUMHU L5
Heayra oOyMOBJI€Ha COMAaTHYHOIO MyTa-
LI€I0 B I'€Hl, IKUA BIAMOBIiIaE 3a CKIIAIHUI
MEXaHI3M peryiroBaHHs (ocharuauiino-
3uTod-4-5-6ipocdar-3 kinazu (PIK3CA).
MOo>HMBO 1€ TpaHCIOKanbH1 MyTarii 5—-11
1 8—14 xpomocoM, sIKi TPU3BOATE JI0 aK-
TUBalii psaxy OiNKOBUX (DepMEHTIB, MO0
00yMOBITIO€ HAIMIPHHUI PICT KIITHH BHa-
cainok nucbanancy ¢ynkiiii mTORC2
B IIpol1ieci eMOPIOHAILHOTO PO3BUTKY [24;
25]. B kimacuuHOMY pO3yMiHHS 11 XBOpoOa
BBAYKAETHCS OKPEMOIO HO30JIOT'TYHOIO O/1U-
HuIew [26]. 3riiHO CydyacHUX [aHUX,
OLTBIIICTh HAYKOBIIB BBaxae, 1mo KTBC
HE € OKPEMOIO HO30JIOTIYHOK OJJMHHUIIEIO,
a HAJIKUTB JI0 CIIEKTPY 3aXBOPIOBaHb HAJI-
MIpHOTO pocTy, noB’si3aHoro 3 PIK3CA

(Phosphatidylinositol-4,5-bisphosphate  3-
kinase catalytic subunit alpha, PROS) [27].
Myranii PIK3CA Bkmtouatots (hiGpo3HO-
xupoBuii pict (Fibroadipose overgrowth,
FAO), remirineprna3iiHuii MHOXKXUHHUAN
ninomaro3 (Hemi-hypertrophy multiple li-
pomatosis, HHML), cyiHHI Bajiyi pO3BUT-
Ky, emifilepMalbHi HEBYCH, CKEJIeTO-CIIi-
HaneHui (Congenital Lipomatous Over-
growth, Vascular malformations, Epider-
mal nevi, and Skeletal/Spinal anomalies,
CLOVES) cunnpom, MakpoJakTHIIIIO, CHH-
IpoM MeraneHiedantii, merajaeHredani ka-
nusip, cuHapoM manbspopmarii (Megalen-
cephaly-Capillary malformation-polymic-
rogyria syndrome, MCAP). To6to BusiB-
JICHO Iy HU3KY CHHIPOMIB HaJMIpHOTO
pocty 3 (PeHOTUITOBUMH O3HAKaMH, IO TTe-
pexpuBatotbess 3 KTBC 1 Hanexuts 10
PROS. 1i maHi y3roKyrTbCS 3 KOPEIs-
I[I€}0 TEHOTHUT-(DEHOTHII, aje MOTPEOyIOTh
I0JTAJTHIIIOTO BUBYCHHSI.

Meta noc/aixKeHHs1 — IPOJIEMOHCTPY-
BAaTH KJIIHIYHUN BUNAJO0K Ta MPUBEPHYTH
yBary mpakTUYHUX JIKapiB 10 METOIIB Jii-
arHOCTHKHY Ta JIIKyBaHHS I11€1 HA3BUYAHHO
PIIKICHOT MaTOOTii JUTSYOTO BIKY.

Pe3yabTaTu T2 IX 00rOBOpEeHHS

Kniniunuii eunadox. Y 2018 pori nu-
THHA NepedyBasia Ha JIIKyBaHHI y OpTOIIe-
no-TpaBMarosiorivunomy BimainerHi KHIT
«TepHominbchbka 00JIacHA TUTSAYA KITTHIYHA
JikapHs» TepHONUIBCHKOI 00JIACHOT pajiy.
barbku Haganu iHQopMOBaHy 3rojy Ha BH-
KOPUCTaHHS JaHUX AUTHUHU JUIsl HAYKOBOT'O
nociipkeHHs. Bouu Oynu mOBHICTIO TIPO-
iH(OpMOBaHi PO MPOLEC JTIKyBaHHS, MOX-
JUB1 HACTIAKY Ta yckinanHeHHs. [lamientu
MaJIi TIPaBO BIIMOBUTHUCS BiJl 3alPOIOHO-
BAaHOTO JIIKYBaHHS Y OyJb-IKH MOMEHT.
bartbku Ta gUTHHA MOCTIHO OTPUMYBAIH
HeoOXi/IHy iH(OpMAaIIifo PO CTaH 310POB'S
i yac nepedyBaHHs y CTalliOHapi.

Jutuna Big 4-1 BaritHocTi. dDi3iojoriv-
Hi TIOJIOTH MPOXOAUTU 0€3 0COOIMBOCTEM.
Y AUTHUHU BiJ NEPIIOT BariTHOCTI BUSBUIIH
BPOJUKEHY BaJy HUPOK: MOABOEHHS MPaBOi
HUPKH. Y JUTUHU BiJ I’ ATOI BariTHOCTI —
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rigponedanito. Ilim gac yeTBepToi Barit-
HOCTI MaTH NEPEeXBOpisia Ha TOKCOIIa3MO3
(12-# TwxneHs). Maca npu HapoKEHHI
nutuan 3 KTBC ckmana 2700 r. Jlutuaa
3HaXOAMJIacs Ha MITYyYHOMY BUTOJIOBYBaH-
Hi MOYMHAIOYH 3 IPYTOT0 MICSILIA, Y 3B’ SI3KY
13 MaKkTaniiHuM Kpu3om y Matepi. Ilpu Ha-
POUKEHH1 BHSIBUJIM CHJIBHE IOTOBIICHHS
ta aedopmarriro mpaBoi cronu. B mporeci
pocty nedopmailist MpaBoi CTOMHU MOCUITIO-
Bajacs, M0 YHEMOXKIIUBIIOBAIO BHKOPHC-
TaHHS CTaHAApTHOTO B3yTTA. llocmmoBa-
Jacsl MAIIKIpHA BEHO3HA CITKa Ha IpaBii
HIDKHIN KiHIBII. B mporeci pocty 6atbku
B1/I3HAYaJIM HaJMIPHUH PICT BEJIUKOIO Ma-
JIBIIS TIPABO1 CTOTIH, SIKUW CHIIBHO BHKPHUB-
nsBcs 10 cepenuHu. Jlana nedopmanis
CIIOYATKY YTPYAHIOBaJIAa BUKOPHCTAHHS 3BH-
YaifHOTO B3YTTSI, & 3r0JIOM YHEMOKJTHBITIO-
BaJia. 3 METO HOpMami3allii Xoau y BiIll
TPHOX POKIB OyJia MpOBeJeHa onepallis BU-
JlaJIeHHs OCHOBHOI, rinepTpodoBanoi, da-
JIQHTH BEJIMKOTO Majblis cromu (puc. 1, 2).
Toni 3MiHH CTONH PO3LIHIOBATHCS SIK OKpPE-
M€ 3aXBOPIOBaHHs — BPOJUKEHUH NapIiiaib-
HUH TraHTU3M BEJIMKOTO MaJlbLs.

Ha gac ormsiny maHiii marie€HTIi BUTIOB-
HUJIOCS 5 pokiB. Maca tina cknamana 20 Kr,
3pict 116 cm. [[iBumHKa ckapxwuiacs Ha
MIBUKY BTOMY, IEPIOIMYHAN HUIOUWI OLTh
y TpaBiii CTONi, HAaKyJIbIyBaja Ha IMpPaBy
Hory. byna HasBHa BUpa)X€Ha acHUMETpis
o0JIMyYs: MpaBa MOJIOBUHA JIMLA OyJia J10B-
113 Ta NIMPIIA B MOPIBHSAHHI 3 JIBOIO MOJIO-
BHUHOIO. Takox Oyia MpUCyTHS BUpakKeHa
ACHUMETPIs HOCO-TYOHOTO TPUKyTHHKA. CIIIH-
Ka Hoca OyJia BUKpUBJeHa BIpaBo. Po3ra-
IIyBaHHSI HOCOBUX XOJIB Ta HaJAOpIBHUX
oyT Oyno acuMeTpuyHuUM. Pyxu B muii-
HOMY BTl XpeOTa Oyiu B MOBHOMY 00-
csi3i, He Oosroui (puc. 3).

[IpaBa HMXXHS KiHLIBKa OyJjia JTOBILOIO
y TIOpiBHSHHI 3 JIiBOtO Ha 1,5 cM. Byio Bu-
3HAYE€HO BIIXUJIEHHI OC1 XpeOTa BIIIBO, SIKE
3HUKJIIO TPU YCYHEHHI PI3HMII JTOBKUHU
KIHI[IBOK. [lepuMeTp MycKynaTypu mpaBo-
ro CTeTHa Ta TOMUIKM OyB OUTbIINM Ha 1—
1,5 cM y nopiBHsIHHI 3 J1iBUM. byna npucyt-
Hs BUpPaXKEHa rinepTpodis MycKynaTypu
MpaBoi CIAHMIN, CIIHWYHA CKJIaaka Oyia
onyuieHa. Benukuii majienps mpaBoi CTONH
OyB KOpOTIIIUM Ha | ¢cM y TIOpiBHSHHI 3 iH-

Puc. 2. TlopiBHsibHA cKiarpama cror. CtaH micnis ornepatii Ha rpasiii cTori.
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Puc. 3. Acumerpuuna
YepemHO-TUIeBa TinepTpodis.

100 KIHI[IBKOIO, AedopMoBaHui 1 (ikco-
BAaHUU B IOJIOKEHHI NMPUBEJIEHHS MiJ Ky-
toM 110 30 rpagycis.

Ha tunbHi moBepxHI MpaBoi CTOMH O1J1s
OCHOBH BEJIMKOTO Naliblig OyB po3TaIioBa-
HUW micnsonepamiitauii pyoens (3,0%0,2)
CM, HE OOJIFOUMiA, HE 3POIIECHUH 3 OTOUYIO-
yuMU TKaHMHaMu. OOMEXEHHs PyXiB Be-
JIUKOTO TAaJIbLs CTOMU HE OYyJIO BUSBIICHO.
Byna npucytHs He3HayHa rinepTpodist Apy-
roro majibllsl MpaBoi CTOMM (BUIOBKEHHS
no 0,5 cm). Ilomepeune ckiemiHHs 000X
cTor OyJ10 3HIKEHHUM (TIoTIepeyHa MI0CKO-
cromictb). Ha miBiit cTomi Oysio moBHE mIKip-
ne 3pomeHHs I Ta Il nansiis (puc. 4). dis-
YHHKa KOPUCTYBajacs CTaHAAPTHUM B3YyT-
TSAM.

Ha nopiBHsUIBHIM NpsIMii peHTreHorpa-
Mi 000X crornu OyJi0 BUSBIECHO MOIOBKEH-
Hs Ta MOTOBILEHHS HIrThOBOI (hajaHru Be-
JIUKOTO MaJblis MPaBoi CTOIH, HOro Bapyc-
Hy aedopmaliio, BiACyTHICTh OCHOBHOI
(banaHru BEJIMKOTO Malblisd, CyMapHe BKO-
pouenHst Ha 1 cm. KicTkoBoro 3porieHHs
II-III maneiB aiBOi CTONM BUSBIECHO HE
oyno (puc. 5).

Ha npaBiii HO31 Oyna BUpakeHa CyI1H-
Ha CITKa 3 [IIaHOTHYHHUM BiATIHKOM (BUHHA
wisiMa) Ta ApiOHMMH TeMaHTioOMaMu, II0
YaCTKOBO MOIIMPIOBANIOCS Ha MOMEPEKOo-

RS S g
| L'B‘L’- el o

Puc. 4. Cran nicns onepariii Ha npasiid
CTOTI1: BUJIAJICHHSI OCHOBHOI (paJlaHTu Tiep-
moro nanbIl. Bapycna nedopmarris mpa-

BOT CTOITH, YaCTKOBUH TiraHTH3M
IT mampis. [IkipHa cuHaaKTHAIIS
I1-11I maneLiB AiBOI CTOMH.

Puc. 5. IIpsma nopiBHsIIBHA
peHTtresorpadis 060X CToI.
OcHoBHa (ajiaHra BeJIMKOT0 Majblis
IIpaBol CTOIH
BHJAJIEHA OTIEPAaTUBHUM LIISXOM.

BUi Bl cnuHu. OjHA BeJIMKa IUIOCKA
remMaHrioma oBajbHOI popmu 2x1 cm Oyra
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pO3TaIoBaHa Ha 3aJHii TOBEPXHI TPABOTO
crerHa (puc. 6).

Puc. 6. I'ineptpodist Mmyckymnatypu mpaBoi
cigHuIl 1 crerHa. ['emMaHnrioma mpaBoro
cTerHa (CTpiiKa).

[Tpu Y3]] opraniB yepeBHOT OPOKHHU-
HU JIiBa JOJS TEYiHKK Oyna Jenio 3011b-
meHa. Y HHpKax, MiJIUTYHKOBIM 3aio3i,
CEYOBOMY MIXypi MATOJIOTI] BUSIBIICHO HE
OyJ0.

Ha EKI' mynec O6yB 80-88 ymapiB 3a
XBWIMHY. Bynu npucyTH1 cuHycoBa apuT-
Misl, pO3JIali BHYTPIITHbOIIIYHOUYKOBOT
MIPOBIHOCTI, Tirmokcis miokapaa. Ha ExoKT
0yJi0 BUSIBJIICHO MpoJiabyBaHHA KJlanmaHa
cepis Ha 6,2 MM 3 HeBEJIMKOIO HEJIOCTATHI-
cTio (2,3 ¢M), MIKCOMAaTHYHO 3MiHEHA Tie-
pezacep/Ha CTyJIKa MITPaJIbHOTO KJlarnaHa.

Ha V3]] muromnoaioHoi 3a103u 00’ eM i
mpaBa J1oJii ckianas 1,5 cM3, miBoi moni —
1,3 cm®, noBxuHa nepemuiika — 2,5 mm, 3a-
rabHUN 06°eM — 2,8 cM®.

Pe3synpTaTu 3araipbHOrO aHami3zy Kpoai,
010XIMIYHOI'O aHaJli3y KpOBI, KOAryJjaorpa-
MH, 3arajbHOT0 aHajli3y cedi, aHaJli3y ceyi
3a Heuumnopenko, peBMonpo6 Oynu B Me-
*ax BiKOBOi HopmH. Takox Oyno mpose-
JI€HO NYTIJIEKCHE yIbTPa3BYKOBE JOCIHTI-
KEHHS 3 KOJIbOPOBUM KapTyBaHHSM BEHO3-
HOT CUCTEMH 000X HIDKHIX KIHIIBOK.

3a pe3yJbTaTaMu BUBYEHHS Npagoi
HUICHbOI KiHYiéku OyJ10 BCTAHOBJICHO, I110:

1. rmuboka BeHO3Ha cucTeMa He Oyia
po3upeHa, Oyia mpoXiTHOI, KIIalaHHUI
amapar — ClIpOMOKHUM, 32 BUHATKOM I'OMi-
JKOBHX BEH, sIKi Oynu posmupeHi Ha 1-2
mMm. Kitananuuii anapaT BeH TOMIJIKH OyB
cyOkomrieHcoBaHu#. Byna BusBieHa apre-
pio-BeHO3HA (hicTyna B AINSHII Maioro-
M1JIKOBOTO Cy/IMHHOTO My4Ka;

2. cypaJibHI BEeHH OyJM JWJIaTOBaHI Ha
1 mm. Knnanannuii anapat OyB CyOKOMITEH-
COBaHUM;

3. migmKipHa BEHO3HA cucTeMa Oyra
IPOXiTHOIO;

4. octianpHU Ki1anaH OyB CyOKOMIICH-
COBaHUM;

5. BenMKa MiIIIKIpHA BEHA Maja Jia-
metp 4,3 MM Ha cTerHi Ta 2,7 MM — Ha To-
MIJIII;

6. OCHOBHHUIA CTOBOYp OYB PO3IIMPEHUH,
KJIalIaHHMM anapat — He CIPOMOKHU;

7. Maa mianKipHa BeHa Maja JiaMmeTp
2,9 mm. Knanannuit amapat OyB po3miupe-
HUH, CyOKOMIICHCOBaHU;

8. mapBomnormIiTeasTbHe THPIIO 0YyJI0 pO3-
mupeHe. Mara mamkipHa BeHa BIajaia B
CHUCTEMY BEHO3HMX CUHYCIB cigHuIll. Oc-
HOBHHU CTOBOYD BEITUKOI MM AMKIPHOT BEHU
OyB MoOyJOBaHHWM MO PO3CUITHOMY THITY.
Ha piBH1 BepXHbOi TPETUHU TOMIJIKH 1 THITY
cTonu Oynu BUSBIEHI CyAWHHI Malbdop-
Marlii 13 CKMJIOM KpOBi 3 apTepiil y BeHH;

9. nocmikeHHs neppopaHTiB BUSBUIIO,
110 KoMyHikauiini Benu ['yHrepa, Jonna
OyJiu He CIIPOMOXKHI 3a PaxyHOK apTepio-
BEHO3HOI (hicTyIM MDKM s130BO1 apTepii Be-
JMKOT MIAIIKIPHOT BEHH.

3a pe3yabTaTaMU BUBUYCHHS J1i601 HUIC-
HbOI KiHYiéKu OyJI0 BCTAHOBIICHO, 110:

1. rmu0Ooka BeHO3Ha cuctema He Oyia
po3mupeHa, Oyna IpoXiIHO, KIamaHHUMA
arapar — CIpOMOKHHUM, 32 BUHSTKOM TOMLJI-
KOBHUX BEH, sIKi OyJM posuiupeHi Ha 1 Mwm.
Knanannuit anapat BeH romiiku 0yB cy0-
KOMIIeHCcOoBaHUH. byna BusiBineHa aprepio-
BEHO3Ha (iCTyNa B IUISHII MaJOrOMIIKO-
BOT'O Cy/JMHHOTIO ITy4Ka;

2. cypaibHi BeHU OyiM JuiiaToBaHi Ha 1
MM, KJIAITaHHUH anapart CyOKOMITEHCOBAHMIA;
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3. migmkipHa BEHO3HaA cucrema Oyna
MIPOXiaHA;

4. octianpHUA KianaH OyB CyOKOMITEH-
COBaHUM;

5. BelWKa MiJmKipHAa BeHa Maia jia-
Mmetp 3,8 MM, OOy J0BaHa IO PO3CUITHOMY
THUITY;

6. OCHOBHHH CTOBOyp OyB po3mIupe-
HUM, KJIalaHHUH amnapaTr — cyOKOMIIEHCO-
BaHUM;

7. Mana MiJuKipHa BeHa MaJla JAlaMeTp
2,9 MM, Oyna poO3IMIMPEHOI0, KiIarmaHHUI
amapar — CyOKOMIIEHCOBaHUM;

8. mapBonoIIiTeaaTbHe TUPIO0 OYJII0 pO3-
mupeHe. byno BUSBIEHO, IO Majia ITi -
KipHa BEHa BMAJa€ B CHCTEMY BEHO3HHX
CHUHYCIB CTETHA;

9. nocnimkeHHs neppopaHTiB BUSBUIIO,
o KoMyHikamiai BeHu Jomma Oynu He
CIPOMO’KHI uepe3 3MillaHuil apTepio-Be-
HO3HUH KPOBOIUINH, Oyja HasiBHa (icTyna
3 apTepisiMH MMOBEPXHEBOI MYCKYJIaTypH.

Otpumani gani Y3/l cyamH HKHIX KiH-
I[IBOK BKa3yBaJl Ha HasBHICTh 3HAYHHUX
CYyIMHHHX Mayib(opMaIlii Ta CyOKOMIIEH-
COBAaHMX 3MIH KJIAllaHHOTO araparty, 0
CHPUYHUHSIIO AucOalaHC BEHO3HOTO TUCKY
1 TOpyIIIEHHST KPOBOOOITY.

OyYHKIIOHAJIBHOIO OJMHUIICI0 BEHO3HO-
ro pycia € KJIamnaH, 10 Mae CTYJIKH Ha BHYT-
pilIHIN MOBEpXHi CyauH. BoHM HaramyoTh
KHIIEH] Ta (PaKTUYHO YTBOPIOIOTH M’SI30-
BO-CYJMHHHI Hacoc, KUl 3a0e3meuye pyx
KpPOB1 Y HampsIMKy 110 cepiisi, OJIOKy€e 3BO-
POTHIN TUTMH KPOBi, PETYJIIO€ BEHO3HHH
TUCK, HE JIOMYCKae iX MaTOJIOri4HOro po3-
mupeHHs ta aepopmamnii. Hecmpomoxk-
HICTB KJIAMIAHHOTO anapary BEH MPH CKOPO-
YeHHI MYCKyJIaTypu o0yMOBIIO€ qucoha-
JIAHC TUCKY B TNIMOOKHX Ta MOBEPXHEBUX
BEHAX, 10 CIPUYHHSIE BEHO3HY HEIOCTAT-
HICTb.

Buacnigok Y3]] cyauH HMKHIX KiHIIi-
BOK OyJIO BCTaHOBJIEHO, 1110 BEHO3HA CHC-
TeMa JIIBYNHKU Ma€ 3Ha4YHi Cy/IMHHI MaJlb-
¢dopmarii.

CyOkoMIeHCOBaH1 3MiHU KJIAMlaHHOTO
arapary JiBoi KiHI[IBKH, OyJI1 HE TaK BUpa-

eHa sk npaBoi. Ilepdopantu mpasoro
creria (I'ynrepa, lonna) BepxHbOI Tpe-
TUHU TOMUIKH 1 CTOIT 0OYMOBITFOBAJIH 3HA-
YHUI CKHJ KPOBi 3 apTepiaJbHOro pycia
gyepes apTepio-BeHO3H1 icTyiu, Oyu mpu-
YHHOIO AUCOaTaHCy BEHO3HOTO THCKY, IH-
naramii BEHO3HOI MepexXi, BUICpPEIKAr0-
YOro POCTY M sI31B Ta KiCTOK.

[MamienTi OyB BCTAHOBJICHHWN KITiHIY-
Hui miarno3: «Cungpom Kuinmens-Tpe-
HoHe-Bebepa. Cran micist onepariii — ekc-
Tepnalii OCHOBHOI (pajlaHT U BEIUKOTO
nanblisl npasoi cronu. Ilicnsonepauiiine
BKOpoueHHs | maneng npasoi cronu Ha |
cM. YactkoBuit rirantusMm Il mameis mpa-
BOI CTONM. Bpo/KeHe MoI0BXKEHHS TPaBoil
HOTH Ha 1,5 cM, 3 HE3HAYHUMU (PYHKITIOHA-
JHHUMH po3fiaziaMu Xoau. [ToBHa mikipHa
cugnaktuiais I1I-11I mamemiB miBoi cromm
6e3 nopymenHs ¢yHkuii. /IBodiyHa norme-
pedHa IIOCKOCTOIICTh. ACUMETPUYHA Ye-
penHo-Mo3KoBa rineptpodis. Hectpykry-
poBanuii TiBoOIUHMI ckomio3. Enypes. Hiu-
Hi cTpaxu. [Iponarc MiTpanbHOro KianaHa
II crymenro 3 peryprirtaitieoy.

Oco0MMBICTh JAHOTO CHHIPOMY IOJIS-
rae y Tomy, o CyauHHI Maibdopmarii
ypakarTh 0arato CHUCTEM OpraHi3My IIiJl
MacCKOI0 BEJTMKOI KITLKOCTI KITHIYHUX TIPO-
sBiB. lle BUMarae TicHOT criBITparti JJikapis
pi3HUX MPOdLIIB ISl HAJTAHHS ONTUMAJIb-
HOT JIONOMOTH TaKWM TaIlfleHTaM (Xipypr,
CTOMATOJIOT, TeMaTOJIOT, TeHETHK, MeiaTp,
T1HEKOJIOT, OKYJIICT).

YepenHo-1HuIeBa aHOMAJIS PO3BUTKY
BHUMArae peTeiabHOro CIOCTEPEKEHHS CTO-
MaToJiora, mpu mnoTpebi — Kopekuii 3y0-
HOTO TPUKYCY.

Jlormisiz 3a MIKipoK Mae BeUKe 3HAYCH-
Hs 1 HalpaBJICHUH Ha 3amo0iraHHsS TPaBM
HIKIpH Ta PI3HOMaHITHUX 1HPEKUIHUX ypa-
KeHb. JIaTeHTHe MPOTiKaHHS BEJIUKOTO He-
BYCY Ha JIiB1ii HO31 BUMArajio JUHaMiYHOT O
criocTepexeHHs. JIuTuHi OyIu NpoTUIIOKA-
3aHi 1HTEHCHBHA I1HCOJIAIS, MPOBEIACHHS
¢izioTepanii Ha KIHIIBKY. 3 BEIUKOIO 00e-
PEXKHICTh OyJI0O PEKOMEHIOBAHO KOPUCTY-
BaTHCsA KOCMETUYHUMU 3aco0amu (Kpema-
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MH, MIAMITYHSIMHU, MUJIOM, mappymamu).
I'emaHTiomMa mpaBOro CTErHA IMiIATAIA Pe-
TEJILHOMY CIIOCTEpeKeHHIO Xipypra. Ilami-
€HTIN 0YyJI0 3200POHEHO KOPUCTYBaHHS T'a-
pSAYMMH BaHHAMU, CAyHOIO, TPSA3bOBUMU
aruTiKaIlisMH, POJIOHOBUMH Ta 1HITUMH 0i0-
JIOTIYHO aKTUBHUMHU BaHHAMHU.

Ocnosue nikyBanas KTBC koHncepsa-
THBHE, aJIe HEBEJIUKI Te€MaHIr10MH ITiJ1jIsAra-
I0Th CKJIepoTeparnii [28], na3epHiil Kopek-
1ii [29]. TlepcrieKTHBHUM BBaKalOTh BUKO-
PUCTaHHSI ME3€HXIMaJIbHUX CTOBOYpPOBHX
kiituH [30; 31]. Benuki, nporpecytoui ka-
BEpPHO3HI T€MAHTIOMH YCYBalOTh Xipyprid-
HUMH METOJIJaMHU: BUKOPHUCTOBYIOTH IIPO-
[TMBAaHHS eMOPIOHAILHUX BEH, BUJAIICHHS
BEJIMKUX BEHO3HWX BY3MiB. [ImaHOBI ome-
paTHBHI BTpy4YaHHS MOBUHHI 37ilCHIOBA-
THCSI 3 BETMKOIO 00epexHicTio. [lepen ome-
paiiiero (3a 1Ba THXKHI1) NPU3HAYAIOTh aHTH-
TpOMOOTHYHY Tepamilo 4Yepe3 BUCOKI pH-
3UKH TpOMOO3y BEH Ta TpoMOoeMOoii je-
TEHEBOI apTepii.

HexoHnTposibOBaHUii, BUIIEpEIKAIOUHI
piCT MpaBoi HOT'M MAIIEHTKH MIT CITPOBOKY-
BaTH HENpaBHJIbHE TMOJOXKEHHS KICTOK
Ta3y 1 BAKPUBJICHHS XpeOTa (HECTPYKTYpPO-
BaHUI CKOJII03). 3aJIe)KHO BiJ BEITUYMHHU
MTOJOBKCHHS HOT'H OYJIM MO>KJTUBI Pi3HI Ba-
piaHTH Kopekiii xpeodTa. [TogoBx)eHHS
HOTH /10 5 M, SIK IPaBUJIO, KOMIIEHCY€ETHCS
KOHCEPBATUBHUMH METOAAMU JIIKYBaHHS
3 KOMIIGHCAIlI€l0 OpaKy JOBXKWUHU YCTiJI-
KaMH, KabiydKaMH, OPTONEAUYHUM B3YT-
TaM. Benuka pi3HHIS JOBKHWHU HII BUMa-
rae oneparuBHoi kopekuii. Lle moxe Oytu
TUMYacoBHi emi(iziofe3 30H pocTy Tpyo-
4acTUX KICTOK, IO mepeadadae KOPEKIlito
nedopmariiii Ta rarbMyBaHHS HaIMIPHOTO
pOCTy HOTH, BKOPOUYIOUl OCTEOTOMIi, KO-
PEKIIis 32 TOTMIOMOror0 arnapaty €mizaposa,
BUJIAJICHHS HaJIMIpHO Je(OpPMOBAaHUX Ta
3017IBIIEHUX KICTOK. YacTo el CHHIpOM
CYNPOBOKYETHCS 1HIIMMH BPOKEHUMU
BaJlaMU PO3BUTKY KIiHI[IBOK — TOJiAaKTH-
miero Ta/abo cuHaakTIiier. B mporeci poc-
Ty Il aHOMaJIii MaroTh TEHAEHIIIO J0 MOCH-
JIEHHS, 0COOJIMBO B MIEPi0/1 CTATEBOTO J0-

BaHHs. B KO)KHOMY KOHKPETHOMY BUIIQJIKY
TUI XipYPriyHOTO BTPYYaHHS MiI0MPAETh-
Csl CTPOrO IHAMBIAyaJIbHO 3 HAWMEHIIOIO
IIKOJIOI0 YIS JUTHHUA T4 MaKCUMaJIbHUM
HO3UTHBHUM pe3yiibTaToM [32—34].

Jist ipoiTakTHKY Ta CTPUMYBAHHS TIPO-
IpeCyBaHHsl BapHKO3Y KiHIIIBOK 3aCTOCO-
BYIOTb KOMIIPECiiiHI MaH4Y0XH, CIIeIialib-
HUU KOMIUICKC BIIPaB JUISl MOKPAIICHHS
BIJITOKY KpOBI. XipypriuHa KOpeKIist 3/1ii-
CHIOETHCSI, KOJIM KOHCEPBAaTUBHI 3aC00H Ji-
KyBaHHs1 cebe Buuepnanu. BeHo3H1 Maib-
dbopmarlii 4acTo TPaIISIOTHCS Y TOBCTIM
KU, 1 MOXYTb HPOSBUTUCSA CHJIBHUMU
KHAITKOBUMHU KPOBOTEYAMH.

Js memukamenTtosHoro JiikyBanas KTBC
3aCTOCOBYIOTH Ipemapar NprupoaHbOTO T0-
XOJDKEHHS panamiyun (ciponimyc), iMyHO-
JenpecanT, o iHrioye T-mimdonuru, 3y-
MUHSAE PO3BUTOK KIIITHH ITyXJIMHH, 3aCTO-
COBYETHCS IS 3a00ITaHHS BIATOPTHEHHS
TpancranToBanoro oprana [33]. Ilpu KTBC
BUKOPUCTOBYIOTh HOTO 1HT10YHOUHi e)eKT
nporecy PI3K/AKT/mTOR, mo ramemye
pict cyauH. ExcniepumeHTanbHi 10CTiKEeH-
HS NOKa3aju, 110 Ipenapar IpOoJOBXKYE
TPUBAJICTh XKHUTTS JIaOOPATOPHHUX TBa-
pUH Ta TOKpamlye (yHKIIIO IUTYHKOBO-
KHIIKOBOTO TPAKTY 3a paXyHOK CTUMYJISIIIT
ayrodarii B eHTeponMTax KueyHuka [35].

3acTocyBaHHs OeBaIM3ymMaoy, TajijaoMi-
Iy TaKoX € 6aratooOinsgrounm [36]. Takox
BUKOPHCTOBYETHCS OeBaru3zymab (aBac-
THH) — IPOTUPAKOBHI TMperapar, 1o Mic-
TUTh MOHOKJIOHaJBbHI aHTUTLIA. [Ipenapar
iHri10y€e hakrop pocty cyaus (Vascular en-
dothelial growth factor, VEGF) 3 iioro pe-
nentopamu Flt 1 (VEGFR-1) ta KDR
(VEGFR-2) Ha moBepXxHi €HIOTEIII0 Cy-
JIH, 110 IPU3BOAUTH J0 3HUKEHHS KPOBO-
MOCTa4YaHHs MyXJIMHU, IPUTHIYYE YTBOPEH-
HS HOBUX MyXJUH Ta cyauH. [lomiOHuii
e(eKT CrocTepiraeThCcs MpU 3aCTOCYBaHHI
Tanigomigy. Bukopucranus nux mpemapa-
TIB BUMAara€ MOJANbIIOr0 MOTJIHOIEHOTO
BHUBUEHHS 3 METOI0 KOPEKII1 HaJIMIPHOTO
pPOCTy MYXJIMH B OHKOJIOTIi Ta BPOJKEHOL
MaTOJIOT1i 3 HEKOHTPOJIbOBAHUM, BUIEPE]-
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KAYMM pPOCTOM TKaHUH, 30KpeMa, Ipu BucHoOBKH
curapomi Kiinmnens-Tpenone-Bebepa. Cunapowm Kninnens-Tpenone-Bebepa —
1€ Pi/IKiCHE, BPOJKEHE 3aXBOPIOBAHHS SIKE
[Tporuo3 3axBOpPIOBaHHS 3aJICKUTH Bill XapaKTePU3y€eThCsl MOMMOP(I3M KIIIHIYHUX
TSOKKOCTI CYyTMHHHX Maiib(opMarliid, 1o IpOSBIB, O[O0 YTPYIHIOE HOTO CBOE€YACHE
B IIPOIIEC] pOCTY MPOTrpecyroTh. baTbku mo- posmizHaBaHHs. UTsuuii OpraHi3M IIBHIKO
BHUHHI 3HaTH PO MOXJIHMBI yCKJIaJHECHHS pocte, TOMY BaJy pO3BUTKY MOXYTh I10CH-
1 3a0€31MeYn Ty ONTUMANIbHI YMOBH, Ta JIO- moBatucs. Uepe3 1e MOXXYTb BUHHUKHYTH
IJIS]1 3 METOI0 CBOEYACHOT KOPEKIIiT BaJl po- HOBI1 CYJIHHI Ypa)K€HHS B OyIb-sKii TOTIO-
3BUTKY. ['0JIOBHY yBary 3BEpHyTH Ha CTaH rpado-aHaTOMIYHIA YaCTUHI Tila TUTHUHH,
IIKIPH, HEBIAMOBIIHICTh JOBKWHU KIHIIi- y 3B’SI3KY 3 LIUM PEKOMEHJIOBaHUI 000B’sI3-
BOK, aHTUTPOMOOIITUUHY TPOPITAKTUKY KOBUI LIOPIYHHUI MOHITOPUHI CTaHy 3]10-
nepeJl IUIAaHOBUMU orepalisiMu. 3abesmne- poB’s. [laiieHTH 3 JaHOK HEIYTOIO M-
YUTH HETallHe 3BEPTaHHS 32 MEMYHOIO J10- raloTh KOMIUIEKCHOMY OaratonpodiibHo-
IIOMOTO0 IIPU TOCTPIN IITYHKOBO-KUIIKO- My JIIKYBaHHIO 1 TPUBAJIOMY JTUCIIAHCEPHO-
Biif KpoBOTEUI. MY CIOCTEPEKEHHIO.

KonduikT inTepeciB BiacyTHi.
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Protsailo M.D., Dzhyvak V.H., Krycky 1.0O., Fedorciv O.Ye., Horishniy I.M., Levenets S.S.

A RARE CASE OF KLIPPEL-TRENAUNAY-WEBER SYNDROME IN A CHILD

Klippel-Trenon-Weber syndrome is a rare congenital disorder characterized by polymor-
phism of clinical manifestations, including vascular malformations, skeletal deformities, facial
asymmetry and other developmental anomalies. The study of this syndrome is driven by its
rarity, complexity of diagnosis and treatment, and significant impact on the quality of life of
patients. Early diagnosis and adequate surgical intervention can significantly improve the prog-
nosis and reduce the risk of serious complications This is a rare congenital disease characterized
by a triad of symptoms: angiodysplasia, congenital skeletal anomalies and muscle hypertrophy.
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This syndrome is caused by a defect in the keratin 13 gene (KRT13), which causes dysfunction
of cells of ectodermal origin, including keratinocytes, endothelial cells and ectodermal cells.
Clinical symptoms of the syndrome may include hydrocephalus, congenital kidney defects,
limb abnormalities, and other pathological changes. Treatment usually depends on the specific
symptoms and complications and may include surgery, drug therapy, physiotherapy and reha-
bilitation. Understanding the genetic mechanisms and factors that cause the syndrome will al-
low us to develop more effective diagnostic and treatment methods and improve the prognosis
for patients. The aim of the study was to demonstrate a clinical case of this extremely rare
paediatric pathology, to show the peculiarities of its diagnosis and treatment. The peculiarity of
this patient was a deformity (severe thickening) of the right foot at birth. In the process of
growth, the deformity of the right foot increased, making it impossible to use standard shoes.
The subcutaneous venous network on the right lower limb became stronger. The course of this
disease and the treatment performed are described.
Keywords: syndactyly, hypertrophy, foot, surgery, limb asymmetry, congenital anomaly.
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