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r.0. 3y6oea, O.l. EpoxiHa, M.}O. CynbXxeHko
KniHiyHun Bunapok cuHgpomy Kocrenno B AMTUHM

O3 «JlyraHCbKWin OePXaBHUA MEAVYHWIA YHIBEPCUTET», M. JIyraHCbk, YkpaiHa

Pe3stome. HaBeaeHO faHi niteparypu Ta BNacHe KIiHiYHe CnoCTepeXeHHs PiaKiCHOro cnafkoBOro 3aXBOPHOBAHHS — CUMHAPOMY KOCTeNno B AUTUHW FPYAHOrO
Biky. [JaHnil CUHAPOM XapakTepU3yeTbCst MOPYLUEHHAM XapyyBaHHs, 3aTPUMKOK MOCTHATaNbHOrO PO3BUTKY, XapakTEPHUMM pucamin 0651mn44s 3 TOBCTUMM
ry6amu, HaANULLKOBOI CKNaa4aTocTbio i rinepnirMeHTaLlieto WKipK, CepLeBor NaTonorieto, 3aTPUMKOI0 IHTENEKTYaNbHOro po3BUTKY. PO3MIAHYTO AiarHOCTUYHI

aCneKTW JaHoi naTonorii.
Kntovosi cnosa: cuiapom Koctenno, fitu.

BcTtyn

CIIaI[KOBi 3aXBOPIOBAHHS — OJHA 3 HaWOIIBII CKIa-
HUX TPo6JIeM cydacHoi meaiarpii. Sk cBigunts €Bpo-
MeMCbKUI KOMITET eKCIEePTiB i3 PiIKICHUX 3aXBOPIOBAaHb
(EUCERD), cborosi y cBiTi igeHTuikoBaHo mpubinsHo
8 Tuc. opdpannux (pifKkicHUX) 3aXBOPIOBAHb, 3 HUX TTOHA]
5 Tuc. — cnagkosi Meraboniuni xpopobu. Y 2002 p. Haitio-
HAJbHUM HAYKOBO-IOCJI/IHUM IHCTUTYTOM TEHOMY JIIOJUHU
(NHGRI) i YnpaBiisssam i3 1octipKeHb PiIKICHIX 3aXBOPIO-
Bab (ORDR) ctBopeno [ndopmartiiitnmii ienTp reHeTuaHuX
i pinkicanx 3axBopioBanb (GARD), mo mocTiitHo oHOBITIO-
€ThCS 1 HA/IA€ JOCTYI TPOMAJICHKOCTI /10 TIOTOYHOI, HAIITHOI
Ta JIETKOI /Il CHPUMHATTS iH(OopMaIlii npo reHeTHyHi Ta Pijl-
KiCHI 3aXBOPIOBaHHs JitouHK. Ha choro/HilHiil 1eHb HeMae
€/IMHOI TOUKH 30py Ha MATOreHe3 Pi3HOMAHITHUX «aHOMAJTiii»,
SKi BUHUKAIOTh IIPU 3MiHAX F€HETHYHOTO arapary, iX Mmoiim-
peHicTh, Kiacudikaiiio, iHpOPMATUBHICTh OKPEMHX JliarHO-
cTUYHUX MeToxiB. Boamouac, cBocuacHa miarHocTUKa aHOL
natoJiorii 3a6e3nevye yCrix TeparneBTHYHUX 3aX0/IiB.
Cunzpom Kocrenmo — pizikicHe criaJkoBe 3aXBOPIOBAHHS,
ToNMpeHicTs stkoro ctanoBuTh Bif 1 Ha 300 000 0 1 1a 1 250 000
oci6, Ta nos's3ane i3 myTaiiicio rena HRAS («Harvey rat sar-
coma viral oncogene homolog») ra kopotkomy mieui 11 xpo-
mocomu (11p15.5). [lanwuii rer kopye cunres 6isika H-Ras, 110
€ OJIHUM 13 PeryJisITOPiB KJIITMHHOTO POCTY Ta PO3TMOJLIY.
Y mogpett i3 cungpomom Kocresio 3yctpivaerses o 15 pis-
HUX MyTallifl y JaHOMy TeHi, 10 CYIPOBO/IKYIOTHCS TIOPY-
[IEHHSM aMIHOKHUCJIOTHOTO CKJIally B KPUTHYHIN o6sacti
6inka H-Ras. Haii6inabm nommupenoo myrarieio (80% ycix

BUINAJKIB cuHpomy Kocresno) € 3aMmiHa aMiHOKUCJIOTH TJTi-
LUHY Ha cepuH y nojoxenHi 6iika 12 (Gly12Ser abo G12S).
Myranii y HRAS22-reni cynpoBOKYIOTbCS CUHTE30M Tilte-
paktuBHOro H-Ras 6ijika, 110 NPUMYIIYE KJIITHHU MOCTIHHO
3pocrary i giuTucs, i3 nogaabuum (HopMyBaHHAM A00pOsi-
kicHUX 1 3nogkicHux nmyxaus. [lle Hesposymino, sk myTaiii
renry HRAS BuksmkaioTs inmri ¢peHOTUIIIYHI TPOSIBYA CUHAPO-
My Kocremno, ame OLIBITCTh 13 HUX IMOBIpPHO TOB'si3aHa
3 pe3yJibTaTaM¥ aHOMAJIbHOTO KJIITHHHOTO PO3IIO/IiY. 3aXBO-
PIOBAHHS YCIIQJIKOBYETHCA 32 Ay TOCOMHO-ZIOMiHAHTHUM 1L/~
xoM. HoJoBiKY ¥ JKiHKM CTpak/1al0Th y piBHil Mipi. Ha nannii
yac 3apeectpoBaHo 0su3bko 300 MallieHTIB i3 HaHUME CUH-
IpoMoM |2, 4]. Maiixke Bci 3apeecTpoBaHi BUINAJIKN BUHUKJIN
y pesyJbTaTi HOBUX MyTalliii TeHy i Maiu micie y ciM'sx 6e3
00TSKEHOTO 32 IIUM 3aXBOPIOBAHHSIM aHAMHE3Y.

Ynepme many matosiorito ommcano B 1977 p. y Hosiit
Senanii fokropom /[skekom Kocresmo. Haftuacritmmu Kii-
HIYHUMU O3HAKaMU, SIKi JIAI0Th 3MOTY MIPUITYCTUTU HASABHICTD
cunzipoMy Kocresio B IuTHHY, € XapaKTepHi PUCH 00IMIYst
3 BEJIMKUM POTOM 1 JI0GOM, TOBCTUMHE TyGaMut, TPYOUME pPrca-
MU 006JIMYYs, TTIOBHUMHU IOKAMH, IIUPOKUM IEPEHiccsM,
KOPOTKHMM IIOBHUM HOCOM, €IiKaHTOM, Ky4epsaBuMm abo pij-
KHMM, TOHKMM BOJIOCCSIM Ha TJIi 3aTPUMKU (Pi3UYHOTO Ta HEp-
BOBO-TICHXIYHOTO PO3BUTKY ab0 PO3YyMOBOI BifCTasIOCTI.
Y 95% niteil BiKe 3 mMePiofy HOBOHAPOKEHOCTI OCHOBHUM
KJIIHIYHAM cUMOTOMOM € aucdaria npu 36epexeHomy
areTuTi Ta CMOKTaJIbHOMY peduiekci, o norpebye 3acroc-
YBaHHA HA30TacTPAIbHOTO 30H/A, a B JICIKUX BUIIQJKAX —
BCTAHOBJIEHHS TacTpocTtomMu. HemoBista i3 CHHAPOMOM

Tabruys

KpuTepir giarHoctukn cuipgpomy Koctenno

FonoBHi Oco6nuBi 03HaKU, HasABHICTb Moxnusi
O3HaKu SIKMX NigBULLYE IMOBIPHICTb AiarHO3y O3HaKu
Oucdbarisa / TpyaHoLi * MpupoaxeHi Bagu cepud (65%), BaraTtoBoaas

3 rogyBaHHAM /
HeobXigHicTb racTpocTomu (95%)

y TOMYy YuCri: CTeHO3 rnereHeBoi apTepii (20%),
rinepTpodivyHa kapgiomionatis
(40%), nepeacepaHa Taxikapdis (30%)

nig vac saritHocTi (62%)

MocTHaTanbHUIA HU3bKWIA 3picT (97 %)

* No6poskicHi (44%)
i 3nosikicHi NyxnuHmn (16%)

Bara npu Hapo)XeHHi
>50 UeHTUNA

XapakTepHi pucu 06nmyys (98%)

* XapakTepHi pucu o6nmyys
3 BeNIMKMMKU poTtoMm (78%)

Kunun (50%)

ToscTi ryéu (95%)

linepenacTnyHa LWkipa
3 rinepnirMeHTaLieto

Posnagwu sopy —
NTO3 i KOCOOKICTb

CknagyacTta, M'sika Lukipa (94%) Kidhockoniosu

AHOManbHi cknagku
O0m0oHb LWKipy (99%)

[o6po3nynumei pucn ocobucTocTi

3aTpumMka po3BuUTKY /
po3ymoBa BigcTanicTtb (100%)

KyuepsiBe Boroccsi

HopmarnbHi po3mipu
OKPYXHOCTi rof1oBu

Ilpumimka: * — HasIBHICTh IIUX O3HAK Y CIIOJIyYEHHI 3 TOJOBHUMHE 3HAYHO MiJIBUIYE CHENU(IUHICTD JT1arHO3Y.
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Kocrenno MOKYyTh MaTH HaAMIpHY Bary, ajie mpobueMu
3 BUTOJIOBYBAHHSIM TIPUBOZATDL /IO YIOBIJbHEHHS TEMIIB
3POCTAHHS i HU3BKOTO 3POCTY B IOPOCJIOMY CTaHi. SMiHU cep-
1IEeBO-CYZIMHHOI cucTeMu rpu cunzipoMi Kocresio xapakrepu-
3yI0TbCd pi3HUMU (opMaMu Tepe/cepAHUX TaxiKapiii,
PO3BUTKOM TimepTpodiunoi KapaiomionarTii, MPUPOIKEHNMI
Bazamu cepisd. Haibinbim yactoio (opMoio Baau € CTEHO3
KJaraHa jereHeBoi aprepii. [lopyuieHHs cepiieBoi fisiibHOCTI
YacTille CHoCTepiraloThes BXKe B PAaHHbOMY IUTHHCTBI, aje
BOHM MOJKYTh JiaTHOCTYBaTHCsS B Oyab-skoMy Bimi [3, 5].
Cepen iHITMX O3HAK i CUMITOMIB, SIKi 9aCTO 3yCTPIYAIOTHCS
TIPY IAaHOMY CHH/IPOMI, € AMCIIACTUYHI Ta OPTOIEeINYHI 11PO-
6sieMu: BUpaskeHa CKJIa[4acTicTh MIKipU Ha JOJOHSX i CTOMAaX,
rimeprirMeHTaIlis B MPUPOIHUX CKJIA/IKaX, IO CepPeHil JIiHii
JKMBOTA, HABKOJIO COCKIB, 3arajibHa M'sSI30Ba TiIIOTOHIS, KIJIH,
rinepMoGiTbHICTD CYTI00iB, yIiAbHEHH AXIJIOBA CYXOKHI-
JIsl, aAHOMAJIi1 MO3KY Ta KiCTKOBO-M 's1I30BOi CUCTEMU, TIATOJIOTis
3y6iB Ta sopy [1, 2, 3, 5]. [Iputamanium Takox € rianOOKHMiA,
XpHITKHit abo mrermitami rosoc. Y 50% miteit y Bini 4—12 pokis
3'SIBJSIIOTRCS TIATIJIOME HABKOJIO poTa i Hoca, 15% xBopmx
MAlOTh PU3HK 3JI05IKICHUX HOBOYTBOpeHb. Y aiteit 8—10 pokis
YacTile peecTpyioThest HelipobaacToMu i pabaoMiocapKoMu,
y MHTKIB — MepexiiHo-KITHHHAHN pak ceq0BOTO Mixypa [5].

Hakormuei fati 110710 0co0JIMBOCTEN HEBPOJIOTTUHUX, TIOBE-
JIIHKOBUX, Kap/IiOJIOTTYHUX Ta OPTONEIMYHUX PO3JIA/IIB Y XBOPUX
i3 cunzrpomoM KocTeswio 3a ocTanHi oKy Iajin 3MOTy pO3poOHTH
OCHOBHI KPUTEPii /ST BCTAHOBJIEHHS AiarHosy |2, 3, 4, 5].

Kuainiunnii piarno3 cunzpomy Kocresno Ha cydacHOMy
eTari MOJKHA TTITBEPAUTHU He TiIbKU 32 XapakTepHuMu heHo-
TUIOBUMU O3HAKAMH, aJIe i 32 JI0TIOMOT0I0 TeHETUYHOTO J10C-
JI/PKeHHS Ha HagBHICTD crienndivanx myTariitt HRAS-reny.

CrientniuHOrO JIIKYBaHHS 3aXBOPIOBaHHS HEMA€. Y T1epiojii
HOBOHAPOJZKEHOCTI JIIKyBaHHsI CIIPAMOBYETLCS Ha 3a0e31eueH-
Hs a/IeKBATHOTO XapuyBaHHs, KOTHITUBHI (DYHKITI TTOJmimy-
TOThCS TIiJT BITMBOM eHeproTportHoii Tepatii. Jliti 3 xapiomro-
TIYHIMH ITPOSIBAMU CTIOCTEPITAIOTHCS 1 JIKYIOThCS Y Kap/iosora.

HaBonumo BracHUiT BUIQJIOK CIIOCTEPEKEHHs 3a TUTH-
HOIO 3 cMHpoMOoM Kocteso.

Jisurrika M., 2012 p.i., 6yJ1a TiepeBeieHa 1o My TbMOHOJIOTIY-
HOTO BizytiieHHst JIyraHchKol 06J1aCHOT AMTSIIO KIIHIYHOL JIIKapHi
3 BijytiieHHs peanimaitii y Birti 11 MicsItiB i3 METOIO TTOIOBKEHHS
JIIKYBaHHS 3 TPUBOMY TTO3AJIKAPHSIHOI TIOJIiCETMEHTapHOI ITHe-
BMOHIi 000X JIEreHIB Ta YTOYHEHHs] TeHETUYHOI matosorii. [Ipu
Ha/IXOJPKEHHI 10 CTAI[lOHapy MaTu JUTUHU CKapXKujiach Ha
3QJIUIIIKY, IOTAaHUI ATIETUT, PIZIKUIT BOJIOTUI KallleJib, MoJTideka-
J1iT0, Bi/IcTaBaHHs Y (PI3MTYHOMY Ta TICMXOMOTOPHOMY PO3BUTKY.

3 anamHe3y JKUTTS BiZIOMO, IO JIiBUNHKA HAPOUIIACS Bif|
I11 BaritrocTi (I — 3axinummacst y 2005 p. HAPOKEHHSIM 3/10-
posoi autunu, 1T — Gyna nepeppana 3a GaxkanHaM OaTbKiB),
npyrux ¢izionoriunux nosoriB y Tepmini 40 Tk, Orinka 3a
K010 Alirap npy HapoJsKeHHi craHoBuia 8—8 Gasis, Maca —
4300 r, 3pict — 54 cM. Y nosioroBomy OyaMHKY Ha 2-Ty 100y
JKUTTST BUSIBJIEHO TIPUPOJIKEHI Bagu cepiist (BIAKPUTY apre-
piaJbHy TPOTOKY, BiJIKPUTE OBaJIbHE BiKHO, JIeT€HEBY Tilep-
TEH3i10), Y 3B'3Ky 3 UMM AuTHHA OyJia 1epeBeieHa 10 Biiui-
JIEHHSI TaTOJIOTil HOBOHAPO/UKEHUX, Jle 3HAXO/MJACh Ha
obcreskenni Ta JgikyBanHi nporsrom 14 auis. Y sini 18 1i6 i3
Macoio Tija 4550 r Oysa BUIMCaHa 3a MiCI[eM POKMBAHHS
T/ HATJIST ThHITYHOTO TefliaTpa.

Ha apyromy micsii sKUTTs y AIBYMHKHN 3'ABUIIOCS YTPY/I-
HEHHsI IIPU KOBTAHHI MOJIOYHOI CyMillli, 11[0 TIPUBEJIO JI0 CILJIO-
menHs: BaroBoi KpuBoi. [ledinmuT macu Tina 1MOpOBXKYBaB
301/IBIIYBATHCS, I HA TPETbOMY MICSIl KUTTs AUTHHA OyJa
rocmiTanizoBaHa 3 o3HakaMmu rimotpodii 11 cTymens mo coma-
TUYHOTO BiJ/IJIEHHSI Ta TlepeBe/ieHa Ha 30H/I0Be BUT0/[0BYBaH-
H# 13 3aCTOCYBaHHAM Q/IalITOBAHOI CYMIlIIi.
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[TomipHa mucdarist Masia Mice /10 ecTH MicsiliB. 3 IpuBo-
ay 3arpuMKN (DiSUYHOTO Ta HEPBOBO-IICUXIYHOTO PO3BUTKY,
HAsZBHOCTI CTUTM JCEMOPIOreHe3y Ta XapaKTepHOTO 30BHIll-
HBOTO BUTJISITY Y Billi IICTH MICAIIB THHA GyJTa KOHCYITOBA-
Ha rereTukoM (cunzapom Kapuemig—ne—Jlanre?) i Hanpasiena
JI0 MEIMKO-TCHETUYHOTO HEHTPY 3 METOI0 YTOYHEHHS FeHeTHY-
HOI NaToJIoTi1, ayle 6aThbKM Bifl IarHOCTUKY BiZIMOBUJINCSL.

Ha MoMeHT HajXO/KeHHS [0 BiJiJIeHHS [IUTUHA
(11 mic.) masma macy tira 6900 t (medinut Barn — 34%). Crio-
crepirayacst rpy6a 3aTpUMKa HEPBOBO-TICHXIYHOTO PO3BUTKY.
3BepraB Ha cebe yBary XapaKTepHUH 30BHINIHIT BUTJIS/: TIKi-
PsSHI TIOKPOBHW 3 KaBOBUM BIATIHKOM, ITiJIBUTIEHA CKJIAIda-
CTICTb KHCTE PYK Ta HIr, TYProp TKaHWH 3HIDKEHU, BUpaKe-
HUil TipcyTnsM. 3 60Ky KiCTKOBOI CHCTEMH CIIOCTEPIrajucs:
Opaxitedatist, OUHMIA TilIepPTEIOPU3M, EITIKAHT, MOHIOJIOTIHUIT
poO3pi3 oUeif, MaKpOTJOCisl, MOAOBKEeHNH (iabTP, KOPOTKA
M, MiABUIIEHA CKJIAJ4acTiCTh CAM30BOI OOOJOHKH SCEH,
BHCOKE «TOTHYHE» TiAHeOIH S, AiacTeMa, MAaKPOIOHTIsT, KIIiH-
MaKTUJTisT MISUHINB KUCTEH PYK, apaXHOAAKTHIIsA, mocaabire-
HUIA PiCT BOJIOCCS, «CaHAaIenofi0Ha» IiIMHA Ha TPOHAX CTOTI,
nigBuieHuii rpyaauii Kihos. Hocose quxants 6yJio 36epexe-
ne. IIpu nepkycii Haz 06JaCTIO JIeTeHiB BUCIyXOBYBaBCsI 3BYK
i3 KOPOOKOBUM BiATIHKOM. J/INXaHHS MTPU ayCKyJIbTaIlii MPOBO-
JUJTOCST TI0 BCifl TTOBEPXHI Ta MaJio KOPCTKUI XapakTep, y
6a3aIbHAX BIJIIJIAX TPOCTYXOBYBAIHCS OAUHUYHI APiOHOITY-
XMPYACTI BOJIOTT XpUIIK 3 060X OOKIB, YacTOTa AUXAHHSA — [0
48 3a xB. [Ipu oryaai ginsnku cepis OyB BUSABJIEHUIT cepiie-
BUii TOP0, PO3TANIOBAHMIT GiJbIE CIIPaBa, a TAKOK CIOCTEPi-
raBcst cepuieBuil momtoBx. [lepkyTopHO Mexi cepiist Gy pos-
mmpeni Bipaso i BaiBo. Tonu ceprg Oy NPUTIIYIIEHi, Hajl
YCIEI0 TOBEPXHEI0 Ceplsl BUCIYXOBYBABCsl TPYOMil TydHMil
MAHCUCTOJIIYHMI IIyM 3 ippajlialli€io B AISHKY MiX JlollaTKa-
mu, YCC — 180-200 3a xB. JKusit MaB 36imbmeni posmipn.
Criocrepiraiucs renaTociieHoMeralist, noJidekanis. 3 60Ky
CEYOBUBIZIHOI CUCTEMU TIOPYIIIEHD He BUSBJIECHO.

O6 'em docnidncenv y 6id0inenni. 3araJbHUN aHAJI3 KPOBI:
Hb — 84 r/n, ep. — 3,0x1012/n, L — 8,9x109/m1, m — 1%, ¢ —
49%, e — 5%, M — 7%, nd — 38%, Tp. — 245x109 /11, IIIOE —
5 mM/roxa. BioxiMiuHuil aHani3z KpoBi: sarampHuii Bi —
4,6 mxmoutb/i1, AJIT — 18,2 O /i, ACT — 40,5 O/, TimMoJL. T1p. —
5,9 om., MOueB. — 5,2 MMOJIb/JI, KPEATUH. — MMOJIb/JI, 3arasib-
Huit 6imox — 63,4 r/m, ansb. — 50,54%, ol — 6,14%,
o2 —10,11%, B — 13,0%, y — 20,22%, A/T — 1,02, xomectepm —
6.0 Mmoutn /i1, B-mimonporeiny — 75 o1, JITONPOTEI N BUCOKOT
mibHOCTI — 0,95 MMOJIB/J1, TpUTTinepuan — 3,27 MMOJIb/JI,
koedirient areporeHnocTi — 5,31, Jimonporeiay ayke HU3b-
Koi misibHOCTI — 1,47 MMOJIB/J1, MTTOMIPOTEIIN HU3BKOI TITiJTb-
vocti — 3,58 mmosb/n, Ca — 1,88 mmomn/n, K —
4,46 MMoJIb/J1. Y 3arajibHOMY aHaJIi3i cevi Maji Miclie KpucTa-
s ceqoBoi kucsoTh. [Tpu 6akrepionorignoMy obcTeskeHi Ma3-
KiB i3 HOCa Ta POTOBOI MOPOKHUHM TTATOTEHHOI MiKpodaopu
He BusiBieHo. KpoB Gysia takosk crepuiibHow0. [pu iMyHOJIO-
rivnoMy obcTexenHi Ta 3a gornomoroo MDA orpuMano Taki
pesyabrati: CD3 — 47%, CD22 — 20%, CD4 — 36%, CD8 —
11%, CD4/CD8 — 3,2, CD16 — 24%, IgA — 1,44 mr/mu,
IgG — 8,47 mr/ma, 1gM — 1,28 mr/mu, IgG nporu npocroro
repriecy — 9,21 (N mo 0,9), IgG nporu mpocroro repiecy
aBiznicte — 77% (Bucoka), tokcorwrazma I1gG — 159,548
(merarusumit 10 20 MO /M), Tokconmazma 1gG aBignicTs —
73%, TIIIP xposi mo Bipycy mpocroro reprecy tumy 1, 2 —
HeraTHBHA.

[TpoBoauiocs 1OCHiIOBHE BUKJIIOYEHHS CIIQ/[KOBOI
matosorii: memakii (amTuriza go rtmiaxiny 1gG — 31,95
On/ma (N o 12,5 On/mi), antutina go engomesiymy IgG ta
IgA — menme 1:10 (neratuBHuii pesysbrar), anturina IgG 1o
TKaHuHHoi TpancriayTaminasn — 0,05 (menme 1,0 — mera-
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Pue. 1. [liBunuka M. y Biui 1,5 mic.

Puc. 3. [lis4nHka M. y Biui 1-ro poky.
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Puc. 4. AHOManbHI CKNagky LONOHb LUKIpW.

TUBHUII Pe3yJsibrar)); MyKOBicIma03y (motoBa 1poba ABO-
KpaTHO — 10 9 MekB/T.J1.); L-KapHiTiHOBMii 1podisb — Hera-
TUBHUII pe3yJbrar, xBopobu [lomme (cupoBarkopa KOK —
HETaTUBHUI pe3yJabTaT), MiTOXOH/piajJbHi Mapkepu —
HEraTUBHUH pe3yJIbTar.

EKT — purwm cunycoswuit, HCC — 150 yu,/x8, EKT-03Ha-
K1 KOMGIHOBaHOI TinepTpodii MpaBoro rmepeucepis, reMO/Iu-
HaMivyHe TTepeHaBaHTAKEHHST MTPaBUX BiJ/ILJIIB CEPIIS.

ExoKI' — mpupokena Bajga cepiisi: CT€HO3 BUXITHOTO
TPAKTy JIBOrO HIyHOUKa (aoprajibHuil cTeHos3?). Tuck nHa
BUXIZTHOMY TPaKTi JIBOTO MIIYHOYKA — 65 MM PT. CT., 3BOPOT-
HUI TIOTIK Ha aOpTaJIbHWI KJamaH ++, AWIATAIlS JTiBUX
KaMmep ceplis, Bi/IKpUTE OBajibHE BIKHO — 3 MM, BiJIKpHUTa
aprepiasbHa MPOTOKa — 3,5 MM, BUCOKA JIET€HEBA TiTIEPTEH3isI.

Pentrenorpadis opraniB rpy/iHOI KJIiTKH: HEIIPAMi O3HAKU
CcepleBol aToJIOTIi, IBKIIA 3MIIIAHOTO 3aCTOI0 KPOBOOOIry.

KoHcyabraiiist okyJricta: oute aH0 — 6e3 0coBIMBOCTEN,
JICKU 30POBUX HEPBIB — OJIiIHO-POIKEBI, UiTKI, COCYU 3BUTI,
3BUYAHOrO Kanibpy, CHMMITOM BHUIIHEBOI KiCTKM Hera-
tuHui. Koncysbranisi HeBposiora: rpyGa 3aTpuMKa MCUXO-
MOTOPHOTO PO3BUTKY Ha TJi TeHeTH4YHOI maTtoJiorii. Koncyrs-
Taiis Kapaioxipypra: kapsioMerasis. Jlerenea rinmeprensis
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IIT crynens. Anomaiisi PO3BUTKY AOPTAJBHOTO KJAMAHY
3 BUpa)keHUM CTEHO30M i perypritamieio. Bigkpura apre-
piampra mpotoka. CH I1a-6 ct. KoHcynbTartist reHeTHKA: XBO-
poba nHakonuueHHs (KAIHIYHO).

[Ticsist BUMUCKY 31 cTamioHapy, KOJU AUTHHA OyJa CKOM-
[IeHCOBaHa 32 KJIIHIYHUMU O3HAKaMU JIMXaJIbHOI Ta CeprieBol
HEJI0CTaTHOCTI, 3 METOK YTOYHEHHsI AiarHo3y AUTUHY OyJI0
HAIPABJIEHO JI0 LEHTPY MeTaboJIuHUX 3aXBOPIOBaHb. Ilics
FEHETUYHOTO 00CTeREeHHs Tii GYJI0 BCTAHOBJIEHO J[IarHO3 CUH-
npomy Kocremmo.
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I3 «JlyraHckuii rocyaapCTBEHHbI MeAULUNHCKUIA YHUBEPCUTET», I. JIyraHck, YkpanHa

Pestome. MNpeacTaBneHbl AaHHbIe UTEPaTypbl U CO6CTBEHHOE KIIMHUYECKOE HAbM0eHne peaKoro HacneACTBEHHOro 3abonesaHus — cuHapoma Koctenno y
pebeHka rpynHoro Bo3pacTa. [laHHbI CMHAPOM XapakTepu3yeTcsl HapyLLeHWeM MUTaHUs, 3afepXKKOii MOCTHATANbHOrO Pa3BUTUA, XapaKTepHbIMI YepTamu
nnua ¢ ToNCTbIMU ry6amu, U36bITOYHON CKMNAAYATOCTbIO U TUNEPNTMEHTALMER KOXKM, CepLeYHON NaTonornen, 3afepXKor WHTENNEKTYalbHOro passBuTus.
PaccmoTpeHbl AnarHoCcTU4eckne acnekTbl AaHHOI NaTonornu.

Kniouesble cnosa: cuHapom Koctenno, fetu.

Case report on Costello syndrome in child

G.0. Zubova, 0.1. Yerokhina, M.Yu. Sulzhenko

L3 «JlyraHcbknin oepXaBHUI MeandHUIA yHiBepcuTeT», M. JlyraHcbk, YkpaiHa

Summary. In the article a rare syndrome in the child of early age is described. The authors give the data available in the literature and their clinical observa-
tion of a child with Costello syndrome. The extremely rare genetic syndrome is characterized by persistent dysphagia that requires tube insertion or gastros-
tomy, by postnatal growth retardation, characteristic facial features; hyperrugosity of the skin; deep skin folds on the palms and soles, skin hyperpigmenta-
tion, papillomas of the nasal vestibule and around the mouth, and intellectual retardation. The diagnostic aspects of this pathology are considered.

Key words: Costello syndrome, children.
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