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Rubinstein-Taybi syndrome is a rare congenital developmental disorder characterized by typical facial dysmorphism, distal limb
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to 1/125,000 newborns. The presented clinical case demonstrates the course of Rubinstein-Taybi syndrome in a 13-year-old child.
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CuHpgpom PybuHwWwTeNnHa-Tenbn — ayTOCOMHO-  3afeprKKOW pocCTa, MUKpouedanmein, nopokamum pas-
AOMVHaHTHOe 3aboneBaHue, XxapakTepu3yllleeca  BUTUA AUCTalbHbIX GpanaHr nanbLeB, YepenHo-Mo3-
KOMMIEKCOM MHOKECTBEHHbIX BPOKAEHHbIX aHO-  FOBbIMW aHOManuAmMK. YacToTta BCTpeyaeMoCTu AaH-
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Horo 3aboneBaHnA B HacToALLee BpeMA COCTaBnAeT
1/100000 — 1/125000 HOBOPOKAEHHDbIX, MasIbUNKU
N 0eBOYKN MOPArKaTCA NPUMEPHO C OANHAKOBOM
yacToTtom [2].

CnHgpom 6bin BNepBble onvcaH Bo GppaHLy3CKoM
MeANLMHCKOM XypHane B 1957 r. rpeyecknmu Bpa-
yamm «Michail, Matsoukas and Theodorou». ABTOpbI
coobWwunnn o 7-neTHeM ManbumnKe C paguKkanbHO 1C-
KPUBNEHHBbIMW, BbIFTHYTbIMX 6OAbLWINMKN NanbLaMu,
ANMHHBIM HOCOM, MbILLIEYHOW TUMOTOHMEN, a TaKXKe
c dn3nyeckom n yMCTBEHHON oTCcTanocTbio [3].
3aTem B 1963 r. negmatp J. Rubinstein n peHtreHonor
G. Taybi onucanu 7 cnyvaes, B KOTOPbIX OTMEYanncb
BbILLEYNOMAHYTbIE CUMMTOMbI, @ TakXKe YMCTBEHHas
OTCTaNOCTb, NOPaXKeHNe BHYTPEHHUX OPraHoB, OT/IN-
ynTenbHble YepTbl NuLa. Ho rnaBHbIMM NPU3HaKaMun
aBTOpPbI counn gepopmaymio 60abWINX NaNbLEB PYK
n Hor. CaMu uccnepgoBatenun Hasanu 3abonesaHve
«CUHAPOMOM LIMPOKOro NEPBOro nasnbLa KACTEN U
cTon, cneundmryeckoro NMLAa 1 YMCTBEHHOWN OTCTano-
ctu» [4,5]. CTex nop cumTaeTca, YTo AaHHbIA CUHOPOM
ABNAETCA TAXKENON aHOMannen 3mMO6pPUOHANbHOrO
pa3BuTtuA. Npn 3TOM Ha aHTeHaTaNbHOM 3Tane B
6onbWMHCTBE CNyyaeB He HabnogaeTcsa 3agepx-
K1 BHYTPUYTPOOHOro pa3BUTUA Nioja, a Hanuume
KaKUX-NTMOO OTKIOHEHWIA MOXHO 3aMeTUTb TOJNIbKO
B HOBOPOXAEHHOM WU PaHHEM MJIaeHYeCKoM
nepuoge [6].

AnarHoctrka cmHgpoma PybuHwTenHa-Tenbu
OCHOBaHa Ha KNMHMYECKMX NPU3HaKaX, TaKNX Kak:
WMPOKME KOPOTKNEe Honblure nanblbl U CTYMNHM,
AHTVIMOHIONIOUAHbIV pa3pe3 rnas, WnpoKasa nepeHo-
CULA, TMNOTOHUA, XKeNYAOYHO-KULLEYHbIe NPo6iembl
n peungmnsnpyowme nHoekumn. O6bIYHO AMarHo3
CTaBUTCA B paHHEM BO3pPacTe, M AaXKe NPpY POXKAEHUN.
OfHaKo B HEKOTOPbIX ClyyasAx C NIerKUMn KINnHuye-
CKMMM MPOABNEHNAMM ANArHO3 YCTaHABIMBAETCA BO
B3pOC/IOM BO3pacTe [6].

B 1992 r. 6bina BbiABNeHa MyTauma B reHax CREBBP
(nokanm3osaH B nokyce 16p13.3) unn EP300 (nokanu-
30BaH B floKyce 22q13.2). Yawe Bcero nopaxaeTca reH
CREBBP (50-60 %), pexe aHoManuu HabnogatTca B
reHe EP300 (3-10 %). UMeHHO NO3TOMY JaHHbIN CUH-
apom knaccnduumpytot Ha | (CREBBP) n Il (EP300) Tvn
B 3aBUCUMOCTM OT NopakeHHoro reHa [1,8].

Jetn ¢ cungpomom PybuHwTenHa-Tenbn gemoH-
CTPUPYIOT pa3nnyHble NoBedeHYeCKe OTKIOHEHNA,
ApyentobHbl. Bo3byanmoctb conpoBoxaaeTca rv-

NepakTUBHOCTbIO, 3HAUNTEIbHOWN SMOLMOHANIbHOWN
pucperynsaumen, HapylweHnem BHUMAHNA U TPYAHO-
CTAMU B N/TAHNPOBAHWM Y BbINOSIHEHUW ABUTaTENbHbIX
aKToB. Paznununa mexay MmyxX4mMHaMny 1N KeHWnHamun
He 6bINn 3aperncTpMpoBaHbl, OAHAKO OQHO U3 NC-
CnefoBaHUN NMOKa3ano, YTO HEKOTOpble NoBefeHYe-
CKMe acneKTbl 6binn 6onee xapakTepHbl ANA MY>KUNH,
BKJItOYaA Npobnembl C MOKynKamu, Co3aHne Xaoca,
nepenagbl HACTPOEHUA N NPeLHAMEPEHHOE NOBPEX-
AeHune npegmeTos [9].

3anopo3putb faHHoe 3aboneBaHNe MOXHO Npu
HaIMYNM TaKUX KNNHNYECKNX GEHOTUNNYECKNX
NPOABMEHNI KaK: aHTUMOHIONIONAHbIN pa3pes rnas,
BbICOKOEe Hebo, rpMMacHmYatoLas ynbloka, fo6aBoy-
Hble 6Yropkmn Ha A3blYHOW CTOpOHe 3y6a, 0ObIUHO
BCTpeyaloLwmecss Ha BEPXHUX pe3Lax NOCTOAHHOIo
npuKyca; 6onblumne NanbLbl KACTEN PYK 1 CTOMN NOYTH
BCerga WMPOKME N YacTO U30THYTble, ANCTaNbHbIE
danaHrn nanbLeB MOTyT Ka3aTbCA WNPOKUMN. He-
ManoBaHbIM MPU3HAKOM ABNAETCA 3afepKKa pocTa.
B nepnope HOBOPOXAEHHOCTM MOXET He Habnto-
[aTbCA Npobnem c prsnyeckum passuTtnem. Tonbko B
nyb6epTaTHOM Neproge MOXHO OTMETUTb OTCTaBaHMe
B pocTe. Ewe ogH1M npr3HaKkom, KOTOPbIV NO3BONAET
3anopo3puTb 3aboneBaHue, ABnAeTCA MuKpoueda-
nnA, KOTopasa NPOABNAETCA C NPeHaTabHOro nepu-
ofa 1 conpoBoXaaeT 60/IbHOro B TEUEHWE BCEWN KUN3-
HW. [pn NpoBeAeHNN KOMNbIOTEPHOM Tomorpadum
rofloBHOro Mmo3ra B 73,6 % otmevyaeTca aucreHesuns
mo3onuctoro Tena [10].

KINUHUYECKUN CNTYYAN

PebeHok E., manbunk (27.01.2011 r. p.) oT 3 Ge-
peMeHHOCTM, NpoTeKaBLen ¢ YMepeHHbIM MHOTO-
Boanem. Poabl 2, dusmnonornyeckne, Ha 35 Hegene
rectauymn. lNMpu poxageHnn macca tena — 2 750 rp.,
ONHa Tena — 45 cM, OKPY»KHOCTb FONOBbl —
33 M, OKPYXKHOCTb rpyan — 31¢CMm, OLleHKa Mo WKane
Anrap — 4/5 6annos.

Ha BTOpble CyTKM XM3HU pebeHOK Obin nepeBeeH
B OTAENeHMEe NaToNOrMn HOBOPOXKAEHHbIX 0b6nacT-
Haa [BY PO OOKB um. H.B. AmutpuneBon r. Pa3aHb.
Mo AaHHbIM MeAVLIMHCKOWN JOKYMEHTaL MKW NPy NOCTY-
NAEHNM COCTOSIHVE ObIIO TAXKENbIM 33 CYET AbIXaTeSb-
HbIX PACCTPOMCTB, MIHTOKCUKAL MW, HEBPOSIOTMYECKOM
CMMOTOMATUKN. I'Iau,meHT Haxogumnca Ha neyeHunn
C AVArHO30M: BPOXAEHHaA MHEBMOHUSA, AblXaTeslbHasA
HeAOCTaTOYHOCTb 2 CT. KOHbIOHKTMBUT. HeOHaTanbHas

XKypHan "3emckuny Bpau” N° 1-2026

29



XKypHan "3emckui Bpau" N2 1-2026

Xentyxa. MHOXeCTBEeHHble MOPOKM pa3BuTus. lpbika
nueBogHoOro oteepcTua anapparmbol. OTKPbITHIN
apTepuanbHbIN NPOTOK, HEAOCTAaTOYHOCTb KPOBOO-
6paweHna 0 (HKO). AHomannn pa3BUTUA KACTEN n
cTon. 3ageprkka BHYTPMYTPOOHOro pa3BuTHA No AnC-
nnactuueckomy Tuny. lepmnHatanbHoe nopaeHue
LeHTpanbHom HepBHoM cuctembl (LUHC), KpoBounsnu-
AHNE B MO3T.

MegaunKo-reHeTUYeCcKoe KOHCYNbTUpPOBaHMe 6bl1o
nposefeHo 15.03.2011 r.: BbiABfI€Ha MyTauuA reHa
CREBBP. 3akntoueHue: cuHapom PybuHwtenHa-Tenbw.

Mo pmaHHbIM HelWpocoHorpadum (HCI) ot
11.05.2011 r.: mexknonywapHas wesnb — 7 MM, LUIMPUHA
nepeaHnx poroB 60OKOBbIX »KeNyLOYKOB CnpaBa —
6 MM, cneBa — 6 MM, WwWinpurHa lll xxenygouka — 6 mm.,
LMCTEepPHa roJIOBHOrO Mo3ra — 8 MM, CJieBa rmneps-
XOreHHble BKYeHWA 7 X 5 X 3 MM, MakCMmarnbHas
CKOPOCTb No BeHe laneHa — 19 cm/cek.

PebeHOK KOHCYNbTUPOBaH BPauyoOM-HEBPOIOroM
11.05.2011 r. 3akntoueHue: lNepuHaTanbHaa 3HLe-
danonatna, CMHAPOMBI: TUNEPTEH3NOHHO-TUAPO-
uedanbHbIN, ABUraTeNbHbIX PACCTPONCTB. CMHAPOM
PybunHwrenHa-Tenbw.

Bnepsble pebeHOK nofyyan cTayMoHapHoe ne-
yeHue B Bo3pacTe 1 rof 7 mecsleB B JETCKOM He-
Bponornyeckom otaenerun (AHO) IBY PO Kb No11
(r. PA3aHb) ¢ AMarHo3om: NoCcneacTBUE paHHero
opraHunyeckoro nopaxeHua LUHC: cuHapom munopm-
CTOHUU, 3a[eprKKa MCUXOMOTOPHOTrO 1 NpeapeyYeBoro
pa3BuTna y pebeHka ¢ cMHAPOMOM PyOunHwWTENHa-
Tenbwn. OTKpbITOE OBasibHOE OKHO. [Mpy NoCcTynneHnm
MaTb NpeabsaBnAnia Xanobbl Ha 3aiePXKKY Pa3BUTUA:
CaMOCTOATENIbHO He XOAUT, MOXKEeT He[ONIro CTOATb,
rosopwut 2-3 crosa.

O6beKTNBHO: pebeHOK B CO3HAHUWN, aKTUBEH,
nrpaeT B Urpywku, ynoibaetcs, cmeetca. Xopowo
LBEePXKUT ronoy. MepeBopaumBaeTcs Ha XUBOT U 06-
patHo, cuauTt, non3aet. CamOCTOATENIbBHO He XOAUT.
3HaeT 2 c/noBa, HO B OCHOBHOM MPOW3HOCUT 3BYKU.
Ha Bonpoc «rge?» nHorga vwet npegmet. MHoXe-
CTBEHHble CTUTMbl AMCIMOpUoreHe3a — gepopmaums
1-X NanbLeB KUCTEN 1 CTOM, OTKPbITbIN 60/bLION poj-
HUYOK 2,5 X 2,5 CMm, peTporHaTuA, WnpokKasa nepeHo-
cuvua, rnonnasnsa KpbiibeB Hoca. MblleYHbIN TOHYC
HEeBbICOKWIA, 60sblUe CHUXEH B HOFaX, XPYCT B Kpyn-
HbIX cycTaBax Hor. CyxoxunbHble pedneKcbl XuBble,
D =S, cumntom babuHckoro otpuuatenbHblii. CtonuT
HeJOoNro, Ha LWMPOKO paccTaBNeHHbIX HOrax.

lMpoBefeHO neyeHVe: BHYTPUMbIWEYHO Liepe-
OponusuH, ButamuH B, B.., anekTpodopes Kasb-
LUMA NPOAOSIbHO Ha NO3BOHOYHMUK, OOLMIA Maccax.
B pe3ynbTaTe npoBefeHHON Tepanunn pebeHoK okpen
dun3nYecKn, SMOLMOHANIbHO cTan 6oJiee aKTUBEH,
YNYULIUICA MbILEYHbIV TOHYC. BbinvcaH nog Habnio-
JeHne [eTCKOro HeBpoJsiora no MecTy »KUTeJbCTBa
C pekoMeHZauvAMN NpoaINTb HOOTPOTHYIO Tepanuio
(HooTponwun, sHUedpabon, naHToram Kypcamm).

B panbHenwem pebeHOK KaxkAble NOAroaa Haxo-
ANNCA Ha CTauMoHapHOM nevenun B IHO I'BY PO Kb
N211 c gnarHosom: nocnenCcTBme paHHero opraHmye-
ckoro nopaxeHuna LUIHC: octaTouHble ABNeHUA LeH-
TpanbHOro TeTpanapesa, 3afep’Kka NCUXopPeyeBoro
pa3BuTUA y pebeHKka ¢ CMHAPOMOM Py6uHILTEeNHa-
Tenon.

B Bo3pacTe 7 net Ha dpoHe Tepanun pebeHOK Havan
NPON3HOCUTb OTAENbHbIE CIOBA, CTPOUTb $hpa3bl, Bbl-
yumn uBeta. Mama otmevana Bo30yanMMOoCTb, MNaKkcu-
BOCTb, MPOABNEHNA arpeccun Co CTOPOHbI pebeHKa.
Mpn ocMoTpe: MHOXKeCTBEHHbIE CTUIMbl AUCIMOPU-
oreHesa, 3anajeHne rpyauHbl, N10CKO-BanbrycHas
aedopmauma cton. MblleyHbI TOHYC He3HAUUTENBHO
CHUWKEH B BEPXHUX U HMMKHUX KOHEYHOCTAX, LWENUKM
NPV NAaCCUBHbIX ABUXKEHMAX B KPYMHbIX CyCTaBax Ko-
HeyHocTel. lNoxoaka HenoBKas, banaHcMpyeT TENOM U
pyKamu Npyv NOBOPOTAX, YaCcTO CNOTbIKAeTCA M NajaeT.
Mo necTHWMUe XOAWT, NCNONb3yA Nepuna.

[MaumeHT KoHCYNbTMpOoBaH ncmxonorom 25.12.2018 r.,
3aKJl0YeHMe: 3HaUnTeNIbHOEe HapyLUeHne camopery-
NAUUN NCUXNYECKON OeATeNbHOCTU 1 NOBeAeHMA,
a TaKXe YCTOMUYMBOCTU 1 KOHLEHTpaLM BHUMaHUSA.
3HaunTeNbHO OTCTAET B PAa3BUTMM peun 1 Bepbanb-
HOro MHTenneKkTa, HeBepbanbHO OTCTAET YMEPEHHO.
Mcnxunyeckme npoueccobl nctowaembl. Crpagatot Kpyn-
HaA 1 menkaa MoTopuka. OTCyTCTBYIOT rpaduryeckmne
HaBbIKN.

B mapTe 2021 r. pe6eHOK 6bl1 KOHCYNbTUPOBAH
Kapguonorom B 'bY PO OKB nm. H.B. Amutpureson,
ANarHo3: BPOXKAEHHbIN NOPOK cepaua — ABYCTBOP-
YyaTbll aOpTasibHbIN KNanaH C He3HauYMTeIbHOM He-
AOCTaTOYHOCTbIO, AnnaTayna BOCXOAALWEN aopThl,
M3BUTOCTb HUCxodawen rpyaHon aoptbl. HKO. Peko-
MeHAoBaHa NpodunakTMka NHPEeKLUMOHHOIo SHAO-
Kapauta — B Ciyvyae yaaneHus NoCTOAHHbIX 3y6oB
N HBa3MBHbIX Npoueayp.

Mo cocToAHMIO Ha KoHel, 2025 r.: XKanobbl Ha He-
NTOBKOCTb MOXOAKMW, YaCTble CMOTbIKAHMA 1 NafeHuns,
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Puc. 1. JinueBon nonumopdpunsm.
Facial polymorphism

60511 B HOrax Npu AJINTENbHOW Harpy3Ke, Ha LWenyKm
1 6onn B cycTaBax Npu ABUXKEHWM, OTCTaBaHMUe pe-
yeBoro pa3sutnA. O6bEKTUBHO: peOEHOK KOHTaKTY
[OCTYNeH, peakuusa Ha oCMOTp agekBaTHadA. ObLee
COCTOfIHNE YyAOBNETBOPUTENIbHOE, KOXHble MOKPOBbI
N BUAMMbIE CN3KCTbIe GUNONOTNYECKON OKPACKH,
ynctble. ComaTnyecknin ctatyc 6e3 ocobeHHOCTEN.
OueHb aKkTUBeEH, noasukeH. OfgeBaeTca, pasfeBaeT-
cA camocToATenbHo. Peub B BuAe KopoTkmx ¢pas,
Hayumnca nucatb pyukon. MHo»KecTBeHHble CTUTMbI
aAncambpuoteHesa — gedopmauunsa 1-x nanbues
KMCTEeW 1 CTON, peTPOrHaTuA, UMPOKasA NepeHocmnua,
rMnonnasnsa KpbisibeB HOCA, HA3KasA NIMHUA pOCTa BO-
NoC, KNOBOBUAHbIN HOC, roThyeckoe Hebo (puc. 1, 2).
TBepnoe HebO roTnyeckoe, XyeT NIoxXo 3a cYeT 0Co-
6eHHOCTEN BepPXHEN N HUXKHEN YentocTh. MbllleyHbIi
TOHYC HE3HAUNTENIbHO CHUMXEH B BEPXHUX U HUMHUX
KoHeuyHocTAX. MNoxoaka HenoBKas, 6banaHcmpyeT Te-
JIOM 1 pyKamu Npu NOBOPOTax, YacTo CNOTbIKAeTCA
n nagaer. Mo necTHMUe XoAWUT, NCNONb3yA Nepuna,
no ynuvue naeT 3a pyky. He MoxeT npbiratb, C TPYAOM
BCTaeT Ha MATKU, Xy>Ke Ha NpaByto. YKOpoUeHue feBomn
HorM Ha 1 cm.

OBCYXOEHUE
MpeacTaBneHHbIN KNNHNYECKWIA ClyYyal AeMOH-
CTpUpyeT Hannume XxapakTepHoON CUMNTOMATUKN
cuHppoma PybuHwTenHa-Tennbu. laHHaa natonornay
naLyeHTOB CONPOBOXAAETCA 0PTaIbMONOTrMYECKMU
0CO6EHHOCTAMM B BUAE KOCOTNa3usa, HACTarMa, Hapy-

Puc. 2. Aedpopmauua 1-x nanbLeB KUCTeN
Deformation of 1 finger of the hands

LIEHNA NPOXOANUMOCTM HOCOCNe3HOoro KaHana. Co cto-
poHbl JIOP opraHoB MOXHO BbIIBUTb KOHAYKTUBHYIO
UM HEMPOCEHCOPHYIO TYroyxocCTb. Takxe Hepeako
OTMEeYaIoTCA U3MEHEHNA CO CTOPOHDI AblXaTeNIbHOM
CMCTeMbl — anHO3 BO BpeMsA CHa BClieACTBME Y3KOro
Heb6a, MUKPOrHaTWK, TMNOTOHUN, OXKUPEHNA N NErKOro
Konnanca CTeHOK ropTaHu. Kpome Toro, aHatommye-
CKme 0Cob6eHHOCTM Nnua, ropTaHn 1 Tpaxen MoryT
OCJIOXKHATb MHTY6aLuio.

CnHgpom PyburHwTenHa-Tenbn oyeHb 4acTo Co-
NpoBOXAaeTcA BPOXKAEHHbIMU NOPOKamMuM cepaua
(nedekT mexnpencepaHon neperopoaku, gedekt
MeXXeNnygoUYKOBOW Neperopofku, KoapKrauua
aopTbl 1 Ap.), NaTONOrMen MOYenosoBON CUCTEMDI
(rmppoHedpo3, Ny3bIPHO-MOYETOUYHMKOBbIN ped-
NoKC, HepponnTras n NHGeKUNN MOYEBBIBOAALLNX
nyten). Y 60nbWNHCTBA MaNlbyMKOB OTMeYaeTcA
Kpuntopxusm [10, 11].

Mo paHHbIM NUTepaTypbl Y NaUNEHTOB CTaplie
18 net HabnogaeTca B 83 % nosefeHUeckne 1 (Unn)
ncvxmaTpuyeckre npobdnembl, BKOYatoLLMe TPEBOTY,
arpeccuBHOCTb, GpyCcTpauunto, pacCTPONCTBO Ha-
CTpoeHusa, anunencuio. B 73 % cnyyaes nopaxaeTtca
XKenyaoUYHO-KMLWeYHbIN TPaKT, B 65 % Habnogatotca
AepmaTtonormyeckune 3abonesaHma ny 62 % —
npob6nembl co cHom [12].

BbiBOADbI
Cungpom PybuHwTenHa-Tenbn — natonorus,
XapaKkTepusywanaca KOMNIekcom amcambpuo-
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reHe3a B COYETAHUM C YMCTBEHHOW OTCTaNoOCTblo,
NOpOKaMW Pa3BUTUS AUCTaNbHbIX danaHr nanbLes,
BPOXXAEHHbIMV aHOMaNnAMM Pa3BUTUA OPraHoB.
3anofo3puTb faHHOe 3aboneBaHie MOXHO B pPaH-
HemM HeoHaTaslbHOM Mnepuope, OAHAKO NMOATBEPAUTD
€ro BO3MOXHO TOJIbKO MNPV NPOBEAEHNN reHeTUYe-
CKoro nccnepoBaHua. OCHOBHas LeNib B BeAEHUN
TaKUX AeTeil — paHHee BbiAB/IEHNE COMYTCTBYIO-
e NaTofiormn 1 NeYeHne MeXancunnanHapHom
KOMaHAoW cneynanmcToB pasfinyHoro npoduns.

Ha ¢oHe Tepanum BO3MOXHO pPa3BUTUE XKU3HEHHO
HeobXoANMbIX HAaBbIKOB, OAHAKO COXpaHstowWmecs
HapyLUeHVA B MOBEAEHUYECKON AeATeNbHOCTU Npea-
CTaBniAeT Npobnemy BO B3aUMOLENCTBUN C OKPYKato-
WrMN.

STnueckne coobpakeHmns
MNncbmeHHoe nHGOpMMpPOBaHHOe cornacue ot
poavTenen nauyuneHTa ana nybnmkaumy 3Ton ctatbi
n doTorpaduii nonyyeHo.
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