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CUHJIPOM PYBIHIITEAHA-TEHBI ¥ IOEJHAHHI 3 XBOPOEOIO

MOUAMOMA

Yrpaincokuil naykoso-npaxmuunuii yenmp eHooKpurHoi Xipypeili,
mpancnaaumayii enOOKpuHHuX opearis i mxkanurn MO3 Yipainu,
*Hayionanvna oumsua cneyianizosana aikapus OXMATHUT, Kuis

BCTYN

J. Rubinstein i H. Taybi 1963 poky BnepLue onu-
Casim CUHOPOM, L0 XapakTEPU3YETLCS PO3YMOBOKO
BiICTaNICTIO, cneumdiyHnMn pucamm obnnyyg, Be-
JIMKUMU LUMPOKUMN AEPLUMMN NanbUSMU KACTEN |
cton [1]. 3a gaHMu pisHMX aBTOPIB, CMHAPOM Tpar-
naetbes 3 yactortoto 1:10000 — 1:30000 »wmBux HO-
BOHAPOIXEHUX, 3 OOHAKOBMM CMiBBiAHOLIEHHAM
XIHOK i 4omnoBikiB. ONMCaHO HEBENUKY KiNbKICTb BU-
nagkiB CMHAOPOMY cepefn, CUOBMIHrIB | nnwe nooau-
HOKi BMMagky ycnaakyBaHHs Big 6aTbkiB, mpoTe
BMCOKY 4aCTOTy CUMHOPOMY BU3HAYEHO Y MOHO3U-
roTHUX OnM3HIOKIB. BBaxaloTb, WO xBOpoba mMae
crnopaanyHuii xapakTep BHACNiAOK FEHETUYHNX MY-
Taui de novo. byno onucaHo acouiroBaHi 3 UMM
cuHapoMom nepebynosu 16p13 xpomocomu Ta My-
Tauii y reHi, wo koaye 6inok CREB (cyclic Adenosi-
ne Monophosphate (CAMP) Response Element Bin-
ding). Llen Ginok 3any4eHO OO0 Pi3HUX CUMHAIbHUX
wngxie, i BiH 6epe yyacTb y peanisauii OCHOBHMX
KNITUHHUX DYHKLiN, Takmx 9K BigHoBReHHs JHK,
KNITUHHWI PIiCT, andepeHLUiloBaHHS, anonTos i Npu-
rHiYeHHs pocTy nyxynH. Kpim Toro, y 3% xBopux i3
cuHgpomMom PyBiHwTenHa-Tenbi abo peHoTUnom,
L0 Haragye O3HayeHWin CUHOPOM, BUSIBASIIOTb MY-
Tauji B reHi EP300, aHanoriyHi KoakTBaTopy TPaHC-
Kpunuji, po3TalloBaHOMY Ha XpoMocoMmi 22g13, o
MiAKPECIOE FEHETUYHY reTEPOreHHICTb po3naais [2].

XapakTepHO 03HaKOo cuHApoMy PyOiHLITENR-
Ha-Ternbi y HEMOBNAT € TPYOHOLL rOAYBAHHSA, L0
OJHO4YaCHO 3 NPUTAaMaHHOK CUHAPOMY FEHETUYHO
3YMOBJIEHOIO HU3bKOPOCIICTIO BU3HAYa€e KIiHiky 3a-
TPUMKM PO3BUTKY. [iTv 3HA4YHO BiACTaAOTb Ha BCiX
etanax po3BuTky. OCHOBHUMU NPUYMHAMN 3aXBO-
PIOBAHOCTI Ta CMepTi y NepLUi POKN XUTTH € pecni-
paTopHiI iHpEKLIT Ta yCKNaAHEHHS BPOAXKEHUX Baf,
cepus.

BBaxaloTb, WO 3HA4YHA KiNbKiCTb AOPOCAUX i3
PO3yMOBOIO BiACTaNICTIO MOXYTb OYTU XBOPUMU HA
cuHapom Py6iHwTenHa-Tenbi. Kpim Toro, woHan-
MeHLwe 5% XBOopux i3 CMHAPOMOM PyGiHLITENHA-

Tenbi MaTb MiABULLLEHUIA PU3NK NYXIIVH, Y TOMY
yucni megynobnactomMmm, HeMpobIacToMM, MEHIH-
riomu, pabgomiocapkomMin Ta nernkosis. 3a nerwmnx
BapiaHTIB CMHOPOM MAa€ MEHLU BUPAXEHi KAiHIYHi
O3Haku Ta CNPUYUHIOE MEHLLY 3aTPUMKY PO3BUT-
Ky. Taknm nauieHTam AiarHOCTYOTb Tak 3BaHWM "He-
MOBHUN CMHAPOM PybGiHWTENnHa-Tenoi".

MiHiManbHMMU OiarHOCTUYHUMU O3HAKAMM CUH-
OpOMY BBaXKalOTb HAABHICTb MPOrpecyoyoi posy-
MOBOI BiACTaNOCTi, LUIMPOKUX TEPMiHaNIbHUX anaHr
nepLmx nasnbLyiB KNCTEN i CTOMN, XapakKTEPHUX PUC
06nyys, BiacTaBaHHsS 3POCTY Ta KiCTKOBOro BIKY,
Mikpouedanii, kpuntopxiamy [1].

OcHoBHI Ta 0,OAATKOBI KOMMNOHEHTN CUHAPOMY
PyGiHwTenHa-Tenbi TpanngaTbCs 3 PI3HOKO vac-
ToToto [1, 3, 6]:

— YepenHo-nuuesi aucmMmop@ii (MoxyTb OyTU Bia-
CYTHIMW Ha 4YaC HapPOIXKEHHS Ta 3'ABNATUCH 3
YacoM): rinonnasiga BepxHbLOI LWenenu 3 BUCO-
KUM apkonofibHum nigHebiHHam (93-100%),
3arHyTMn OOHU3Y KIHYMK HOca (pOCTpanbHUMi
Hic, 90%), aHTMOHIrONOIAHMIA PO3pPi3 oYen (88-
93%), HM3bKO po3TalloBaHi Ta/abo aedpopmo-
BaHi, 3MEHLLUEHI 4/ 30iNbLUEHI BYLLHI PaKOBUHN
(74-84%), kocookicTb (69-79%), rinonnasis
Kpun Hoca (72%), [oBri Bii, NTO3, LUMPOKA CMAWH-
Ka Hoca (71%), enikaHT (62%), aHoMania ped-
pakuii (58%), Benuke nepenHe oxepensLe, Wo
ni3HO 3akpuBaeTbCcsa (41%), mikpouedanis
(35%), a Takox BUCTYNalo4Min 106 i3 HN3BKNM
POCTOM BOJIOCCH, MOPYLUEHHS POCTY 3y0iB, KO-
poTKa BEPXHS Ta BUCTyNak4a HUXHSA ryba.

— AHOoManii nasbLiB: PO3LUNPEHHS, BKOPOYEHHS
Ta CrJIOLLEHHS HIrTbOBMX asnaHr nepLumx nanb-
uiB kucten i cton (100%), iHoai TepMiHaNbHUX
danaHr iHwmux nanbuiB k1cTi (60-87%), Banb-
rycHa pgedopmauia MixkdanaHrosux cyrnobis
(87%), NOABOEHHS HIrTbOBUX anaHr nepLunx
nanbuiB cton (30%), piawe — NPOKCUManbHUX
danaHr, a Takox nonigakTuaia cTon, 4acTkoBa
CUHOAKTUNIS KNCTEN | CTOM.
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— 3atpumka po3ymMoOBOro po3BUTKY: PO3yMOBA
BigcTanictb (100%) i3 koediyieHTOM iHTENnekTy
(1Q) B mexax 30-79 6anis (noHap, 50% xBopux
matoTb |Q meHwe Big 50 6aniB), y GinbLIOCTI
BUMAAKIiB — rnvboka onirodpeHis, MOBHi TpyA-
Howli (90%), aHomanii enekTpoeHuedanorpa-
dii (30%).

— [lopyweHHsT pocTy Ta PO3BUTKY: TiNOTOHIA
(67%), 3aTpMMKa POCTY MOYMHAKOYM 3 MOCTHA-
TanbHOro nepioay (y 94% BunaakiB 3piCT HUX-
4Yuii BiO, CepeaHboro, i3 cepeaHiM OCTaTOYHUM
3pocToM 4onogikiB 153 cMm i xiHOK 147 cm),
npobnemu, NOB'A3aHi 3 XxapyyBaHHSAM.

— CkenetHi aHomaJii: BiACTaBaHHS KiCTKOBOIrO
no3piBaHHa (49%), aHomanii xpebTa i rpyaHu-
HW, NOPA03, Ki)P0o3, CKOMIO3, CMOLWEHHS KPWJ
Ta30BUX KiCTOK, BUBUX HAOKOMIHKA.

— AHomMarnii po3BUTKY BHYTPILLHIX OpraHiB:

e cepus (33%) — HanMbinblWw MOWMPEHUMN
Bagamm € gedekT MiXKLIITYHOYKOBOI nepe-
TUHKW Ta BiAKpUTa apTepianbHa NpoToka, a
TakoX AedekT MixnepeacepaHoi nepeTuH-
KW, KOapKTaLlisd aopTu, CTEHO3 NereHeBoi
apTepii, ABOCTY/IKOBU a0pTasibHUI KilanaH;

e HUPOK (79%) — omHOGIYHA annasia HUPOK,
iX NOOBOEHHS, rigpoHedpPO3, PO3LLNPEHHS
ceyvyoBoAiB abo ix CTEHO3, ANBEPTUKYN Ce-
4OBOIO MiXypa;

e areHesiga abo annasigs MO30/IUCTOro Tina,
NnopyLleHHs No0yn4auji nereHis (3MeHLeH-
HA 200 36iNbLLUEHHS X YaCTOK), L0 BUSIB/ISA-
I0Tb Ha NHeBMoOeHUedanorpadii abo nig vac
PO3TUHY.

— |HLIi KOMMIOHEHTH: KpUNTOpPXi3M (y 78% xnon-
4KKiB), ripcytTnam (75%), 9cKkpaBO-4epPBOHU
HEeBYC Ha WKipi Yyona, noTunuui, BiyHin nosep-
XHi Wi,

BUNAOOK 3 BJIACHOIro gocsiay

XBopa X.[., Bikom 4 pokn 3 Mmic., rocnitaniaosa-
Ha 0O eHOoKpuHonoriyHoro BigaineHHs HOCJT "OX-
MATOUT" 3i ckaprammn 6aTbKiB Ha Manuii 3picT au-
TUHW, 3aTPUMKY MNCUXIHHOrO Ta MOBHOIO PO3BUTKY.
3a gaHVMK aHaMHe3y OUTUHA Hapoawnacs Big apy-
roi HopManbHOI BariTHOCTI, WO 3aBepLumnacs @isio-
noriyHnmm nosorammn. Maca Tina Ha 4ac HapOaKeH-
Ha — 2,8 kr, 3picT — 50 cMm. Big HapomxeHHs cnocTe-
piranacbk y HeBpoJsiora 3 npmeBoay rigpouedanbHOro
CUHAPOMY, nepuHaTanbHOro ypaxeHHs LIHC, a Ta-
KOX Yy Kappionora 3 npuBOLy CTEHO3Y JiereHeBoi
apTepii. 3aTpuMKy POCTY BiA3HAYEHO 3 1 POKY XUT-

T4. JnHamika pocTy 3a OCTaHHIlM pik — 2 cM. 3picT
matepi — 164 cm, BaTtbka — 175 €M, y POAMHHOMY
aHaMHesi HU3bkui 3picT y 6abyci — 150 cm.

06'exTmBHO: 3picT — 86,3 cm (-3,6 SD), maca
Tina — 10,6 kr, IMT — 14,3 kr/m? (Wwo BignoBigae
15- nepueHTuni ona crati Ta Biky). bynosa Tina
nponopuinHa. NomiTHI YepenHo-nnueBi AMcCMopoil:
rinonnasis BepxHbOi LLenenu, 3arHyTnii 4OHU3Y KiH-
4YMK HOCQ, aHTUMOHIONOIAHMI PO3Pi3 o4eln, OOBri
Bii. AHOManii nNanbLiB — PO3LUNPEHHS, BKOPOYEHHS
Ta CMJIOLLEHHS HIrTbOBMX danaHr neplmnx nanbLuis
KUCTen i cTon.

Pe3ynbTatn 0OCTEXEHHS: 3araibHUIA aHani3
KpoBi: remornobiH — 112 r/n, eputpounTn —
3,79-10'%/n, nenikountn — 6,9-10%/n, TPOMOOLINTU —
310 r/n, neikountapHa dopmyna: eosnHodiInmn —
9%, nannykosaepHi — 1%, cermeHToaaepHi — 32%,
nimpountn — 54%, moHoumTn — 4%, LLIOE — 8 mm/rog.
BioxiMi4yHi MOKa3HUKK KpPOBi — ©6e3 MaToNOrivYHNX
BigxuneHb. FopmoHanbHi gocnigxeHHa: TTI —
0,4 MmMO/n (Hopma 0,3-6,2 MMO/n), BinbHuA T, —
0,81 ur/gn (Hopma 0,8-2,0 Hr/gn), I4P-1 -
14,5 nvr/mn, (BikoBa Hopma 49-171 wr/mn), CTrI:
6asanbHuin piBeHb — 0,17 MMO/n, Hi4HWIA nik —
0,29 mMO/n, nicna npobwu 3 knodeniHOM —
0,91 MMOQO/n. PeHTreHonoriyHnim (KiCTKOBUIA) BiK
3rigHo 3 atnacom Greulich-Pyle Bignosigae 1 poky
6 micauam. CtateBuin xpoMmaTuH — 16%, kapiotmn
46 XX. Komn'totepHa Tomorpadis ronoBHOro Mo3s-
Ky — 6e3 naTtonoriyHmx 3miH, Y3/ opraHiB 4yepes-
HOI MOPOXHUHM — BE3 NaTonorii.

KoHncynbTtauii: JIOP — ageHoigHi BereTtauii 1 cT.,
L0 He BUMaraloTb Xipypri4yHOro nikyBaHHs; opTarsb-

Puc. 1. XBopa X. 4., 4 p. 3 mic. CuHapom
Pyb6iHLuTeiHa- Terbi.
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Monor — 6e3 NaTonorii; HeBPOJIOr — 3aTpUMKa Ncu-
XiHHOrO Ta MOBHOIO PO3BUTKY; MEHETUK — CUHA-
pom PybiHwTernHa-Tenbi.

3a peaynbTataMu 0OCTEXEHHSA OVUTUHI BUCTaB-
NIEHO pjarHo3: cuHapom Pyb6iHwTenHa-Terbi. 3a-
TPMMKa NCUXIYHOrO Ta MOBHOro po3BuTKYy. Bpoa-
XEeHa Baja cepus — CTeHO3 JiereHeBoi apTepii.
HaHi3M reHeTn4HO 3yMOBNEHNI | BHACIAOK COMa-
TOTPOMHOI HEAOCTATHOCTI.

OuTnHi 6yno npmusHavyeHo nikyBaHHSA npenapa-
TaMy COMaToTponiHy 3 po3paxyHky 0,03 mr/kr Ha
no0by, gki BOHa OTpuMyBasa MpPOTArOM YOTUPbOX
pokiB. JlikyBaHHa nepeHocuna gobpe, nig KOHTPO-
JleM FOpMOHasbHMUX MOKa3HWKIB, 3a BECb MNepios
NikyBaHHa nigpocna 3aranomMm Ha 41 cm, iy Biui
8 pokiB 6 micauiB ii 3picT cTtaHOBMB 127 CM, L0 €
HOpManbHUM ONns Biky Ta cTaTi, maca Tina — 22 Kr,
IMT - 13,7 kr/m? (Wo Bignosigae 3-i nepueHTui
Ta CBigYUTbL NPO AediumT macu Tina).

MpOoTAromMm OCTaHHLOrO POKY Yy AIBYMHKM PO3M0-
yanuca Hanagu eninencii 3 4acToTow A0 2 pasis
Ha Micsaub y BUrNaai NnpaBoOiYHNX reMiKOHBYJIbCIl
i3 HEMPUTOMHICTIO, BEreTaTUBHUX NMapOKCU3MIB i3
ONIOBAHHAM, NMOYEPBOHIHHAM 00NMYYA, CNyTaHIC-
Tio ceigpomocTi. Iig yac obcTexeHHsa B HII Helpo-
xipyprii 0yno BusBneHoO atpodild TKAHMHU MO3KY,
Ha EEI — ocepenok eninentndopmMHOiT aKTUBHOCTI
y niBUX BigAinax, BUCOKY napoKCcuamMasibHy akTuB-
HICTb NpaBoOpPyY, HA O4YHOMY OHi — O3HaKWV aHriona-
Til peTuHanbHUX CyAuH, 3MillaHUA acTUrMaTu3m
060x oyen. lMicnga Toro, 9k y ANTUHU PO3BUHYOCS
rocTpe NOpPYLLUEHHA MO3KOBOro KpoBOOOIry 3a iwe-
MiYHUM TUNom, in Oyno AiarHOCTOBaHO XBOPOOY
Moriamona (Bif, AMOHCbKOro — knyb6 AMmy, TyMaH)
i3 CMUMNTOMATU4YHOIO enifiencieto.

O3HauveHa xBopoba € pPiAKICHUM XPOHIYHUM
HEYXMIIBHO MPOrpecyyMM 3aXBOPOBAHHAM CyaVH
rOSIOBHOIO MO3KY, L0 NPOSBASETHCS Y OyaAb-9KO-
My Bili Ta CYNpPOBOAXYETLCHA MOBISIbHUM (MPOTS-
roM MicsiLiB i POKIB) 3BYXXEHHAM MPOCBITY (aX A0
CTYNEHS OKJI03ii) BHYTPILLHbOYEPENHUX CErMEHTIB
BHYTPILLHIX COHHMX apTepii i NOY4aTKOBUX BiAinis
nepegHix MO3KOBUX i cepeaHix MO3KOBUX apTepin
[7]. Be3 nikyBaHHSA y MNaui€HTIB BMHUKAIOTb MOB-
TOPHI MOPYLUEHHA MO3KOBOIro KpOBOOOIry (TpaH-
3UTOPHI iLLeMiYHi aTakuy, illeMivyHi iHCynbTn), Hapo-
CTAa€e HE3BOPOTHWUIM HEBPONOriYHUN gediunT,
dHOPMYETLCA OUCUMPKYNATOPHA eHuedanonaris.
OpHovyacHo GOpPMYETLCA Mepexa KonaTepanbHUX
CYAMH Ha OCHOBI MO3KY, LLIO Ha aHriorpamMax CTBoO-
PIOE BPAXEHHS Nerkoi AMMKW Ta € XapakTepHOI

prcoio 3axBOpOBaHHA. CUCTEMHUNI XapakTep XBO-
pobu NiaTBEPOXXYETLCA HAABHICTIO Y AiTeln nonib-
HUX 3MiH Yy CyOuMHax HWUPOK, NereHb, cepusa Ta
nigLwnyHKoBOi 3an03u. Npo crnagkoBuin xapakTtep
XBOPOOU MOMamMoma CBig4YNTb TaKoX ii acouial,s i3
cuHpgpomMmoM JayHa, HenpodibpomaTto3om | Tuny,
rOMOLIMCTUHYPIEID, iIHWIMMK BagamMun po3BuTky [8].

3 ornagy Ha HEeBPOJIOTiYHi 3MIHU Y OUTUHU i
NikyBaHHA npenapaTaMmy coMaToTponiHy 6yno npu-
MUHEHO.

BUCHOBKMU

1. NoepHaHHa cuHapomy PyGiHwTenHa-Telnobi
i3 COMaTOTPOMNHOK HEeOOCTATHICTIO BUMarae niky-
BaHHS nMpenapataMy COMATOTPOMiHY, WO 3HA4YHO
noninwye NPorHo3 KiHWEeBOro 3p0oCTy AUTUHMN.

2. 3a HagBHOCTI HanaaiB eninencii y giten cnig,
NMPOBOANTUN PETENbHE OOCTEXEHHSA A5 BUKITIOUYEH-
HS XBOpPOOU Moriamona.
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PE3IOME

Cungpom PyouHwTeliHa-Teiibn B coyeTtaHnm ¢
Gones3Hblo Moiiamoiia
H.B. 3enuHckas, O.A. Xopowas

B cTtaTtbe onmcaHo KNMHUYeckoe HabnogeHue pe-
OeHka C HaHM3MOM BCNeACcTBME cuHApoMa PybuHLTEN-
Ha-Tenbn B coyeTaHuUn ¢ AeduunUTOM ropMoHa pocTa.
PebeHok nonydan neveHve npenapartaMmm COMaTOTPO-
MYHa Ha MPOTAXEHUN YETbIPEX NIET, YTO NPUBENO K HOP-
mManmsauum ero pocta. Yepes 4 roga y pebeHka Obina
anarHocTmpoBaHa 605e3Hb MoliamMoinia.

KnioueBbie cnoBa: cuHOpPOM PyOuHwWTENHA-Ten-
On, bones3Hb MoMamomna.

Jata HaaxoaxeHHs 4o peaakuii 13.02.2012 p.

SUMMARY

Rubinstein-Teybi syndrome in combination with
Moyamoya disease
N. Zelinska, O. Choroshaya

The article describes a clinical case of the girl with
dwarfism as a result of the Rubinstein-Teybi syndrome
in combination with growth hormone deficiency. The
patient was treated with growth hormone therapy du-
ring four years, which led to normalization of her growth.
After 4 years was diagnosed the Moyamoya disease.

Key words: Rubinstein-Teybi syndrome, Moyamoya
disease.
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