KJTIHIHYHI CMOCTEPEXEHHA
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CUHIPOM PYBIHIITEHHA-TEHBI ¥ IOEJHAHHI 3 XBOPOEOIO

MOMAMOMA

Yrpaincokuil naykoso-npaxmuunuii yenmp eHooKpurHoi xXipypeii,
mpancnaanmayii enOoKpuHHux opeanis i mxkanurn MO3 YVipainu,
*Hayionanvna oumsua cneyianizosana aikapus OXMATHUT, Kuis

BCTYN

J. Rubinstein i H. Taybi 1963 poky BnepLue onu-
Casim CUHOPOM, LLO XapakTePU3yeTbLCA PO3YMOBOIO
BiACTanicTio, cneundidyHnMn pucamm obnnyys, Be-
JIMKUMU LUMPOKNMN NEPLUMMN NaNbUSMU KACTEN |
cton [1]. 3a gaHMu pisHMX aBTOPIB, CUHAPOM Tpar-
naetbeq 3 yactoroto 1:10000 — 1:30000 xwmBmx HO-
BOHAPOIXKEHUX, 3 OOHAKOBMM CMiBBIOHOLIEHHAM
XIHOK i 4omnoBikiB. ONMCaHO HEBENMKY KiNbKICTb BU-
nagkie cuHOopomy cepep, cubniHriB i nuwe nooam-
HOKi BMMNagKM ycnaakyBaHHSA Big, 6aTbkiB, npoTe
BMCOKY 4aCTOTy CUMHOPOMY BU3HAYEHO Y MOHO3U-
roTHux OnM3HIOKIB. BBaxaloTb, W0 xBopoba Mae
CrnopaanyHuii xapakTep BHACNIAOK FrEHETUYHNX MY-
Taui de novo. Byno onucaHo acouinoBaHi 3 UMM
cuHapomMom nepebynosn 16p13 xpomocomun Ta My-
Tauii y reni, wo koaye 6inok CREB (cyclic Adenosi-
ne Monophosphate (CAMP) Response Element Bin-
ding). Llei 6inok 3any4yeHo 00 Pi3HUX CUTHaNbHUX
wnaxie, i BiH 6epe yyacTb y peanizauji OCHOBHMX
KNITUHHUX DYHKLiN, Takmx aK BigHoBReHHa OHK,
KNITUHHWI PICT, andepeHLuiloBaHHA, anonToa i Npu-
rHiyeHHs pocTty nyxnuH. Kpim Toro, y 3% xBopux i3
cuHapomMoM PybBiHwTenHa-Telnbi abo peHoTMnoM,
L0 Haragye O3HayeHUin CUHOPOM, BUSBNSAIOTb MY-
Tauji B reHi EP300, aHanoriyHi KoakTneBaTopy TpaHCc-
Kpunuji, po3TalloBaHOMy Ha XpoMocomi 22g13, o
MiAKPECIOE FEHETUYHY FETEPOreHHICTb Po3naais [2].

XapaKkTepHOo 03HaKo cUHAPOMY Py6iHLITEN-
Ha-Telbi y HEMOBNAT € TPYOHOLL roAyBaHHS, L0
OJHO4YaCHO 3 NPUTAMaHHOI CUHAPOMY FreHETUYHO
3YMOBJIEHOIO HU3LKOPOCIICTIO BU3HAYaE KJIiHIKy 3a-
TPUMKM PO3BUTKY. [iTn 3HA4YHO BiACTalOTbL Ha BCiX
etanax po3BuTky. OCHOBHUMU NPUYMHAMN 3aXBO-
PIOBAHOCTI Ta CMepTi Yy NepLUi POKN XUTTH € pecni-
paTopHi iHdeKLUii Ta yCKNagHEeHHS BPOLXKEHNX BaL,
cepus.

BBaxaloTb, WO 3Ha4Ha KiNbKiCTb 4OPOCAUX i3
PO3YMOBOIO BiACTaNiCTIoO MOXYTb OyT1 XBOPUMU HA
cuHgpoMm PyGiHwTeHa-Tenbi. KpiM Toro, woHaim-
MeHLLEe 5% XBOpMX i3 CMHOPOMOM PybGiHLWTENHA-

Tenbi MmaTb NiABULLEHUI PU3UK AYXJIVH, Y TOMY
yucni menynobsacTomMm, HelpPodNacToMun, MEHIH-
riomm, padbgomMiocapkoMu Ta IENKO3iB. 3a nerwmnx
BapiaHTIB CMHOPOM MAa€ MEHLU BUPAXEHi KNiHiYHi
O3Haku Ta CNPUYUHIOE MEHLLY 3aTPUMKY PO3BUT-
Ky. Takmm nauieHTam AiarHOCTYOTb Tak 3BaHM "He-
NOBHWUI cnHOpoM PybGiHWTeNHa-Teinbi".

MiHiManbHMKM OiarHOCTUYHUMKM O3HAKAMM CUH-
OpOMY BBaXKalOTb HAABHICTb MPOrpecyoyoi posy-
MOBOI BigCTaNOCTi, LUIMPOKUX TEPMIHANbHUX anaHr
nepLmx nasbLiB KNCTEN i CTOM, XapakTEPHUX PUC
06144s, BigCcTaBaHHA 3POCTY Ta KiCTKOBOIO BiKY,
Mikpouedanii, kpuntopxiamy [1].

OcHOBHI Ta 0,OAATKOBI KOMAOHEHTU CUHAPOMY
Py6iHwTeliHa-Tenbi TpannsaTbCca 3 Pi3HOK Yac-
ToToto [1, 3, 6]:

— YepenHo-nuuesi ancmop@ii (MoxyTb OyTn BiA-
CYTHIMW Ha 4Yac HapOLKEHHSA Ta 3'ABNATUCS 3
YacoMm): rinonnasig BepPXHbOT Lenenn 3 BUco-
KMM apkonogioHum nigHebiHHaM (93-100%),
3arHyTMin OOHU3Y KIHYMK HOCa (pOCTpasibHUM
Hic, 90%), aHTUMOHIONOIAHNIA PO3Pi3 oyen (88-
93%), HM3bKO po3TalloBaHi Ta/abo nedopmo-
BaHi, 3MEHLLEHI Yn 36iNbLUEHI BYLUHI pakOBUHMK
(74-84%), kocookicTb (69-79%), rinonnasis
Kpun Hoca (72%), ooBri Bii, NTO3, LUMPOKa CNWH-
Ka Hoca (71%), enikaHT (62%), aHoMania ped-
pakuii (58%), Benuke nepegHe oxepenbLe, Wo
nisHo 3akpuBaeTbcs (41%), mikpouedania
(35%), a Takox BUCTyNaw4uin 106 i3 HU3bKUM
POCTOM BOJIOCCS, MOPYLLUEHHS POCTY 3y0iB, KO-
pOTKa BEPXHS Ta BUCTyMNato4da HUXKHS ryda.

— AHowmanii nanbyiB: PO3LUNPEHHS, BKOPOYEHHSA
Ta CIJIOLLEHHS HIrmbOBUX anaHr nepLumx nasnb-
ui kucten i cron (100%), iHoAi TepMiHANBHUX
danaHr iHwmx nanbuiB kUCTi (60-87%), Banb-
rycHa gedopmadia MixdanaHroBux cyrnobis
(87%), NOABOEHHSA HIrTbOBUX danaHr nepLumnx
nanbuiB cton (30%), pigwe — NPOKCUMaNbHUX
danaHr, a Takox nonigakTuais cTon, 4acTtkosa
CUHOAKTUNISA KNCTEN | CTOmM.
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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 onirodpeHisi, MOBHi TPyA-
Howwi (90%), aHomanii enekTpoeHuedanorpa-
dii (30%).

— [lopyweHHsT pocTy Ta PO3BUTKY: TiNOTOHIA
(67%), 3aTpMMKa POCTY MOYMHAKOYM 3 MOCTHA-
TanbHOro nepioay (y 94% BunankiB 3piCT HUXK-
YUl BiL, CepeaHbLoro, i3 cepeaHiM OCTaTOYHUM
3pocTOM 4onoBikiB 153 ¢cMm i xiHOok 147 cm),
npo6semu, NoB'a3aHi 3 XxapyyBaHHSAM.

— CkenetHi aHomaii: BiACTaBaHHS KiCTKOBOIro
no3piBaHHs (49%), aHomanii xpebTa i rpyaHu-
HW, NOPA03, KiP0O3, CKOMIO3, CMNOLEHHS KPWUI
Ta30BUX KiCTOK, BUBUX HAOKOMIHKA.

— AHOoManii po3BUTKY BHYTPILLIHIX OpPraHiB:

e cepus (33%) — HaMbinNbl MOWMPEHUMN
BagamMn € gedekT MiXXLIYHOYKOBOT nepe-
TUHKW Ta BiAKpUTa apTepiasbHa NpoToka, a
TakoX AedekT MixnepencepaHoi nepeTuH-
KW, KOapKTauisd aopTu, CTEHO3 JIEreHeBoi
apTepii, ABOCTYJ/IKOBUA a0pTasibHUI KanaH;

e HUPOK (79%) — ogHOGiIYHA annasis HUPOK,
iX NMOOBOEHHS, riapoHedpPO3, PO3LLNPEHHS
ceyoBogiB abo ix cTeHO3, ANBEPTUKYS Ce-
4OBOIr0 Mixypa;

e areHesid abo annasis MO30JMCTOro Tina,
NopyLUeHHS NoBynsauii NereHis (3MeHLeH-
H ab0 36iNbLUEeHHSs X 4YaCTOK), WO BUABNS-
I0Tb Ha NHeBMoeHUedanorpadii abo nig Yac
PO3TUHY.

—  [HLWIi KOMMIOHEHTH: KpuNTOpXi3m (y 78% xnon-
4yukiB), ripcyTnam (75%), 9ckpaBO-4EPBOHUN
HEeBYC Ha WKipi Yona, noTunuui, 6i4Hiin nosep-
XHi Wwni.

BUNAOOK 3 BJIACHOIro gocsiay

XBopa X.[., Bikom 4 poku 3 Mic., rocnitanizosa-
Ha 0O eHOoKpuHonoriyHoro BigaineHHs HOCJT "OX-
MATONT" 3i ckapramm 6aTbKiB HA Manuin 3picT an-
TUHW, 3aTPUMKY MCUXIYHOrO Ta MOBHOIO PO3BUTKY.
3a faHVMMK aHaMHe3y OUTUHA Hapoawnacs Big apy-
roi HOpMaJsibHOI BariTHOCTI, WO 3aBepLunniacs @isio-
JNoriyHrMm nosorammn. Maca Tina Ha 4ac HapOLKeH-
Ha — 2,8 kr, 3picT — 50 cm. Big HapomxeHHs cnocTe-
piranacbk y HeBpoJsiora 3 npmsoay rigpouedasnsHOro
CUHOPOMY, NepuHaTanbHOro ypaxeHHa LIHC, a ta-
KOX Yy Kapgiosnora 3 npuBoAy CTEHO3Y JIEreHeBOI
apTepii. 3aTpuMKy POCTY BiA3HAYEHO 3 1 POKY XUT-

T4. JnHamika pocTy 3a OCTaHHIM pik — 2 cM. 3picT
matepi — 164 cm, BaTtbka — 175 €M, y POAMHHOMY
aHaMHesi HU3bkuii 3picT y 6abyci — 150 cm.

06'ekTnBHO: 3picT — 86,3 c™m (-3,6 SD), maca
Tina — 10,6 kr, IMT — 14,3 kr/m? (Wwo Bignosigae
15-n nepueHTUni ona crati Ta Biky). bynosa Tina
nponopuinHa. NomiTHI YepenHo-nmuesi AucMopadii:
rinonnasis BEpPXHbOI LWenenu, 3arHyTuin OHU3Y KiH-
4YMK HOCA, aHTUMOHIOJIOTAHNIA PO3PIi3 0Yen, OOBri
Bii. AHOManii NanbLiB — PO3LUMPEHHS, BKOPOYEHHSA
Ta CMJIOLLEHHS HIrTbOBUX anaHr neplunx nanbLis
KUCTen i cTon.

PesynbTat 0OCTEeXeHHsa: 3aranbHuiA aHania
KpoBi: remorno6iH — 112 r/n, eputpounTn —
3,79-10"2/n, nekountnn — 6,9-10%/n, TPOMOOLNTU —
310 r/n, nenkoumTtapHa dopmyna: eosnHodinm —
9%, nanunukoanepHi — 1%, cermeHTosaepHi — 32%,
nimpountn — 54%, moHoumTn — 4%, LLIOE — 8 mm/rog.
BioximiyHi Moka3HMKK KpoBi — 6Ge3 NnaTosoriYHnX
BigxuneHb. FopmMoHanbHi gocnigxeHHa: TTI —
0,4 mMO/n (Hopma 0,3-6,2 MMO/n), BinbHuiA T, —
0,81 ur/on (Hopwma 0,8-2,0 ur/gn), I4P-1 -
14,5 nvr/mn, (BikoBa Hopma 49-171 wr/mn), CTI:
6azanbHuin piBeHb — 0,17 MMO/n, HiYHMIA niKk —
0,29 MMO/n, nicna npobwu 3 knodeniHom —
0,91 MMOQO/n. PeHTreHonoriyHmnm (KiCTKOBMUIN) BIK
3rigHo 3 atnacom Greulich-Pyle Bignosigae 1 poky
6 micauam. CtateBuin xpomaTtmH — 16%, kapiotmn
46 XX. Komn'totepHa Tomorpadis ronoBHOro Mo3-
Ky — 6e3 natonoriyHmx 3miH, Y3/, opraHis yepes-
HOT NMOPOXHWHK — 6e3 naTonorii.

KoHncynbTtauii: JIOP — ageHoigHi BereTtauii 1 cT.,
L0 He BMMaratoTb Xipypri4Horo fikyBaHHA; odTasib-

Puc. 1. Xsopa X.4., 4 p. 3 mic. CuHapom
PybiHLuTEViHa- Telibi.
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Monor — 6e3 NaTonorii; HeBPOJIOr — 3aTpyMKa NCu-
XiHHOrO Ta MOBHOIO PO3BUTKY; NEHETUK — CUHL-
pom PyGiHwTenHa-Tenobi.

3a peaynbTataMu OOCTEXEHHSA OUTUHI BUCTaB-
NIEHO fjarHo3: cuHapom Pyb6iHwTenHa-Terbi. 3a-
TPMMKa MNCUXIYHOrO Ta MOBHOIo pPoO3BUTKY. Bpoa-
XeHa Baja cepus — CTeHO3 JiereHeBoi apTepii.
HaHi3M reHeTnYHO 3yMOBEHNI | BHACILOK COMa-
TOTPOMHOI HEe4OCTATHOCTI.

OnTtuHi 6yno npusHayeHo fikyBaHHA npenapa-
TaMy COMaToTponiHy 3 po3paxyHky 0,03 mr/kr Ha
no0y, fki BOHa OTpuUMyBasna NpOTAroM YOTUPLOX
pokiB. JlikyBaHHs nepeHocuna nobpe, nig KOHTPO-
JleM rOpMOHasbHUX MOKa3HWKIB, 3a BEeCb nepios
NikyBaHHa nigpocna 3aranomMm Ha 41 cm, iy Biui
8 pokiB 6 micauiB ii 3picT cTaHOBMB 127 CM, WO €
HOpManbHUM Ons Biky Ta cTaTi, Maca Tina — 22 Kr,
IMT - 13,7 kxr/m? (Wo Bignosigae 3-i nepueHTuri
Ta CBigYUTbL NPO AediumT macu Tina).

MpOTAromMm OCTaHHLOrO POKY Yy AiBYMHKK PO3MO0-
yanuca Hanagu eninencii 3 4yacTtoTow 00 2 pasis
Ha Micaub y BUrNSOj npaBobiYHMX reMiKOHBYJIbCIl
i3 HEMPUTOMHICTIO, BEreTaTuBHUX NapoOKCU3MIB i3
Ol0OBAHHSAM, MOYEPBOHIHHAM 00/IMYYS, CryTaHic-
Tio cBimomoctTi. ig yac ob6cTexeHHa B HAI Helpo-
xipyprii 6yno BusiBNeHo aTpodito TKaHMHU MO3KY,
Ha EEl — ocepenok eninentm®opMHOi akTUBHOCTI
y niBuX Bigainax, BUCOKY NnapoKCu3mMasbHy akTuB-
HICTb NpPaBoOpPyY, HA OYHOMY OHI — O3HaKV aHriona-
Til peTuHanbHUX CyauH, 3MillaHU acTUrMaTu3Mm
o6ox oyeit. MNicnsa Toro, 9K y AUTUHN PO3BUHYNOCS
rocTpe rnopyLleHHs MO3KOBOro KpOBOODOiry 3a ile-
MiYHMM TUMOM, i1 Oyno giarHoOCToBaHO XBOPOOY
MoiamMoina (Big, snoHCbKOro — kny6 gmMmy, TymaH)
i3 CUMNTOMATU4YHOIO enifiencieto.

O3HayeHa xBopoba € PiaKiCHUM XPOHIYHUM
HEYXMIIBHO MPOrpecynyMM 3aXBOPOBAHHAM CyaVH
roJIOBHOrO MO3KY, L0 MPOSBASETLCSA Y OyOb-SKO-
My Bili Ta CynpPOBOMAXYETLCHA MOBISIbHUM (MPOTS-
roM MicsLiB i POKIB) 3BYXXEHHAM MPOCBITY (aX OO0
CTYNEHd OKJI03ii) BHYTPILLHbOYEPENHNX CErMEHTIB
BHYTPILIHIX COHHMX apTepin i NOY4aTKOBUX BiOAiNIB
nepegHix MO3KOBUX i cepefHiX MO3KOBUX apTepin
[7]. Be3 nikyBaHHA y MNaUi€HTIB BMHUKAIOTb MOB-
TOPHI MOPYLUEHHS MO3KOBOrO KpPOBOOOIry (TpaH-
3UTOPHI iLLeMiYHi aTaku, illemMivyHi iHCynbTr), Hapo-
CTa€e HE3BOPOTHWUIN HEBPONOTiYHUN OediuunT,
bOPMYETLCA ONCUMPKYNATOPHA eHuedanonaris.
OpHovyacHO GOpPMYETLCHA Mepexa KonatepanbHUX
CYAVH Ha OCHOBI MO3KY, LLLO Ha aHriorpamax CTBO-
PIOE BPaXEHHS Nerkoi AUMKU Ta € XapakKTepHOI

pucoto 3axBopoBaHHA. CUCTEMHNI XapakTep XBO-
pobu MiaTBEpPOXXYETLCA HASABHICTIO Yy AiTel noaib-
HUX 3MiH Yy CyOuHax HWUPOK, NereHb, cepus Ta
nigwayHKoBOi 3an03u. po cnagkoBuin xapakTep
XBOPOOUM MOMamMoMa CBig4YNTb TakoX ii acoujaL,s i3
cuHpgpomMmoM JayHa, HenpodibpomaTto3om | Tuny,
rOMOLIMCTUHYPIEIO, IHWMM BagamMun po3BUTKy [8].

3 ornagy Ha HeBPOJOTiYHi 3MIHU Y OUTUHU i
NiKyBaHHA npenaparamMm comMaToTponiHy Oyno npu-
MUHEHO.

BUCHOBKMU

1. NoepHaHHa cuHopomy PyGiHwTenHa-Tenobi
i3 COMaTOTPOMNHOK HEeLOCTaTHICTIO BUMarae niky-
BaHHS nMpenapaTtaMy COMAaTOTPOMiHYy, L0 3HAYHO
Moninwye nPorHo3 KiHWEeBOro 3poCcTy AUTUHMU.

2. 3a HagBHOCTI HanagaiB eninencii y giten cnig,
NMPOBOANTUN PETENbHE OOCTEXEHHSA O BUKITIOYEH-
HS XxBOpOOU Moramona.
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PE3IOME

CunHapom PyoOuHwTeiiHa-Teilbn B coueTaHum ¢
Gone3Hbl0O Moiiamoiia
H.B. 3enuHckas, O.A. Xopowas

B cTtaTbe onmcaHo KNMHUYeckoe HabniogeHue pe-
0eHka C HaHM3MOM BCNeAcTBME cuHapoma PybuHLTen-
Ha-Tenbn B coyeTaHnn ¢ oeduunMTOM ropmMoHa pocTa.
PebeHok monyyan nedeHve npenapartaMmm COMaTOTPO-
MVHA Ha MPOTAXEHUN YETbIPEX NIET, YTO NMPUBENO K HOP-
Manm3auum ero pocta. Yepes 4 ropga y pebeHka Obina
anarHocTmpoBaHa 605e3Hb Moliamona.

KnioueBbie cnoBa: cuHOpPOM PyOuHwWTEnHA-Ten-
On, bone3Hb MoMamomna.

Jata HaaxoaxeHHs 40 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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