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FEATURES OF PATHOLOGY OF KIDNEYS AT THE SYNDROME

RUBINSTEIN—TAYBI

'CaHkT-lNeTepbyprckunii rocyaapCTBEHHbIN NeanaTpruyeckuin MeguuUmMHCKUi yHueepcuteT, Poccus

PEDEPAT

B cTaTtbe onucaHbl KIMHUYECKNE NPOSIBAIEHNS NATONOMM OPraHOB MOYEBON CUCTEMbI (BPOXAEHHAA aHOMaNMsa Pa3BUTUS MO-
yek: ypetepornapoHedpo3s ABYyCTOPOHHMI, NMMP IV-V; 06CTpyKTUBHBIN NnenoHedpuT ¢ nporpeccuposaHnem B XBIM 3A cT)
y naumeHTku 6 net ¢ cuHapomom Rubinstein—-Taybi (RSTS). O6cyxaeHa xapakrepHas oss AaHHOro CUHAPOMA BPOXOEHHas

aHOManna MHOIrMx OpraHoB N CUCTEM.

KnioueBblie cnoBa: cnmHapomom Rubinstein—Taybi, aHomanus passutmus novek, geTu.

ABSTRACT

The article described the clinical manifestation of pathologyof the urinary system(congenital anomaly ofthekidneys:
ureterohydronephrosis bilateral, PMR IV-V; obstructive pyelonephritiswithprogressionin CKD to 3A of St)the patient of 6 years

with Rubinstein—-Taybi (RSTS) syndrome.

Key words: Rubinstein—Taybi, congenital anomaly of kidneys, children.

BBEAEHUE

Cunanpom Rubinstein—TaybiRSTS,0OMIM 180849
(amcTepaamMckass KapJIuKOBOCTH), C ayTOCOMHO-
JOMUHAaHTHBIM THUIIOM HaciemoBaHus. CHHIApPOM
XapaKkTepusyeTcs TeHeTHYeCKOH TeTepOreHHOCThIO,
cBs3aH ¢ myTanusmu B reHax CREBP(HSA16p13.3)
u EP300 (HSA22ql13), xaprupoBanusix Hal6pl3 0,3
u 22ql13 0,2 xpomocomax, konupyromux CREB-
CBSI3BIBAIOIIHMA OCJIOK W THCTOH-aIeTIIITpaHCchepasy
cooTBeTCcTBeHHO [1-3].

Bnepssie J.H. Rubinstein u H. Taybi (1963) coo06-
IIAJIA O CHHJIPOME, XapaKTePU3YIOIEMCS 3aIePKKOH
MICUXUYECKOTO Pa3BUTHS, ITUPOKUMH MAJIbIIAMHU PYK U
HOT, a TaKke qucMopdu3MoM Juna. B mocneayrommx
OIMCAHMIX CHHJPOMa OTMEUECHBI TIATOIOTHS MOYCK.
Yacrota BcTpeuaemoctn cuaapoma Rubinstein—Taybi-
1 #a 100 000—-125 000 [4]. KTuHIYeCKH POSIBIISIETCSI
3HAUYUTEIHLHBIM OTCTaBaHHEM B POCTE M Macce Teja
OOJBHBIX, YMCHBIIICHHBIM, Opaxuiie(abHON CTPYK-

JleBnamBunu JK.I". 194100, Canxr-IlerepOypr, yi1. JIutosckas, . 2. Kage-
npa dakynsrerckoi neguarpuu Cankr-IleTepOyprekoro rocynapcTBeHHOIO
nexuarpuyeckoro MeguuuHckoro yuusepeurera CIIBITIMY. Ten.: (812)
416 52 86, E-mail:jannalevi@gmail.com

Typbl YEperoM, aHOMaJIued BEPXHUX KOHEUHOCTEH:
KHCTH HEOOJBIIIUX Pa3MEPOB, KOPOTKUI BTOPOM ITajIer]
Y TMPOKCUMAJIbHO PACTOJIOKEHHBIN MEepBbIM malell,
WCKPUBJICHHBIA MATHIA, CUHAAKTUIUA cTom. [Ipu
0CMOTpE 00pamaroT Ha ceOss BHUMaHHUE THIICPTPHIXO3,
PE3KO BBIPAKCHHBIN B 00IACTH CITMHBI U TTOSICHUIIBI,
MPaMOPHOCTh KOKH, KpaCHOTa KOHYHMKA HOCA, IIaH03
HOCOTYOHOTO TPEYTOIbHUKA. XapaKTepHbI YMCTBEHHAS
OTCTaJIOCTh, CTPEMIICHHE K ayTOarpeccuu U CKIIOH-
HOCTB K CTEPEOTHITHBIM JBMKEHHSM, BBICOKAsS 4acTOTa
TIaTOJIOTHH ToYeK [ 1-5].

OC0OEHHOCTH TTOPAKEHHUS OPTaHOB M CUCTEM TIPH
CHH/IpOME TIPE/ICTaBJICHBI B TAOIHIIE.

KJIMHUYECKOE HABJITOAEHUE

JeBouka H., 6 net 4 mec (13.09.2007 .p.) obce-
nmoBaHa B Hedponorndeckon kimanke CII6ITIMY.

W3 anamHe3a ycTaHOBIIEHO, 4TO PeOEHOK OT Tpe-
Thel 6epeMEeHHOCTH, TIPOTEKABIIIEH C TECTO30M, TIHEIIO-
He(puTOM. AHTEHaTaIRHO ITpH poBeneHnn Y 3U nna-
THOCTHPOBAHA JIByCTOPOHHSIS MHeI0 KTa3ms. [leBouka
ponuiiach Ha 38-i1 Hepene ¢ Maccoit Tena 3,100 T, poct
52 cM. B nepuosie HOBOPOXKIEHHOCTH JJUArHOCTUPOBA-
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MopaxxeHue opraHoB n cuctem y geteu c cuHgpomom Rubinstein—Taybi
(cocTtaBneHo no gaHHbIM nutepaTtypsbl) [1-6]

OpraHbl U CUCTEMBI

KnnHunyeckne npoasneHna

Masa, ywn

Kocornasue, ntos, O6CTDyKLI,I/Iﬂ HOCOC/IE3HOr0 NPOTOKAa, KatapakTta, Konoboma, HUCTarm,
rmaykoma, aHomasinnm poroBuLbl, BbiICOKaa 4actoTa ,EI,I/ICbeHKLI,I/IM ceT4aTkn

CepaeyHo-cocyaycTas cuctema

BpoxpaeHHble nopoku cepaua y 1/3 naumeHToB

OpFaHbI MO4Y€BOW 1 NOJIOBOM CUCTEMBI

AHOManMu pasBuTKS NoYeK: AUCNIa3us, yaBOEHME, TMNonIasns, aTpe3nsi/CTeEH03 MOYETo -
HUKa, areHe3uns No4Yku, Hedpomeranus, nuenoHedpuT, kpuntopxuam B 100% y Manbumkos

KocTHO-MbIWweYyHasa cuctema

Ckonmos, anndumn3eonns, aHoManuu LWerHblIX MO3BOHKOB, HU3KOPOCIOCTb(CPeaHnii pocT
cocTaBngeT okoso 153,1 cM y manbunkoB; y aeso4vek 146,7 cm), n3bbiTouHas Macca tena

Crtomartonoruyeckue npobiemMsb

CKy4€HHOCTb 3y00B, HEMnpaBW/bHbIN NPUKYC, KAPUEC, TMNOAOHTUSA, TMNEPOOHTUS

CWHAPOMCOHHOIO anHoa

Kom6uHaums y3koro Heba, MUKPOrHaTum, MMNOTOHUN, OXUPEHUS

NHTennekt

3agepxka pa3BuUTUS: HAYMHAKOT XoaMTb B 2,5 roga; nepsble cnoBa nocne 2 net (25 mec),
npuydeHue K Tyanety k 5 rogam (62 mec), 3agepxka peun y 90% petei, cpeaHss 1Q 36-51

MoBeneHne

CHwmxxeHne KOHUEHTpaunn BHAMaHNA, UMNYNbCUBHOCTb 1 Karnpu3HOCTb, ayTU4HOEe noBeaeHue,
rmnepakTnBHOCTb, CaMonoBpeXxaeHune, nepnogmn4eckn arpeccmBHoe nosegeHne

Onyxonun

CKIOHHOCTb K 06pa30BaHNIO KENOWAHbIX PYOLOB MPY MUHUMASIbHBLIX TPABMaXx KOXW MEHUHIMO-
Mbl, InIOMaTpukcomMa, pabaommocapkoma, heoxpoMoLnToma, Hempobnactoma, Menynno-
6nacTtoma, 0IMroaeHaAPOorNMoMa, erkocapkomMa, CEMUHOMY, OAOHTOMA, XOPUCTOMA U NIEIAKO3

HbI BTOPHYHBIATTHENIOHE(PPUT, ypeTeporuapoHedpos ¢
o6enx ctopoH, [IMP IV ct ¢ 0benx ctopoH. Ycranos-
nen doyeeBcKuil Karerep, Ha KOTOPOM HaXOUJIach
10 1 roga, oTMeueHa IMONOXKUTEIbLHAS JUHAMKKA. B
BO3pacTe 8 MecC MpHU MOBTOPHOM OOCIIEIOBAaHUH IO
OBOY 000CTpeHUs THeIoHe(PHUTA TUArHOCTHPOBAH
I[IMP III ct ¢ o6enx cropon, XBII I ct. Y nanuenTkn
YCTaHOBJICHBI TIEpUHATaIbHAS MUKpoledanus, 3a-
JIepKKa TICKXOMOTOPHOT'O Pa3BHUTHsI, KUCThI BUCOYHON
nonu cieBa (mo Y3U mo3ra), MHO)KECTBEHHBIE CTHUT-
MBI IUCOMOpPHOTeHe3a. YUUTHIBAs TSDKEIYIO COITyT-
CTBYIOIIYIO TIATOJIOTHIO C MOPaXCHHEM HECKOJIbKHX
CHUCTEM, B BO3pAacTe 2 JIeT TeHETUKOM JIMarHOCTHPOBaH
cunnpoMRubinstein—Taybi (Pyounmreitna—Teiion)
B 2 roga 7 mec mpu o0ciiefoBaHUE OTMEUEHO CHH-
xenue CK® o popmyne LlBapua 58 mu/mun/1,73 m?
(moueBuHa 9,0 Mmoib/i1, kpeatuauH (0,072 MMOITB/I),
[IMP II-1II ct. YuuTsiBas yacThle peLUIUBLL, B BO3pac-
Te 4 JIeT MpOoBe/IeHa YHI0CKOITMYECKast KOPPEKIHS ped-

O

mokca (OKP), orMedeHa monokuTenpHas quHaMUKA. B
Bo3pacrte 5 net 3 Mec notpedoBanack nosropHas JKP.
VY IeBOYKM OTMEYaOCh MOBBIILICHUE MOUEBUHBI 14,4
MMonb/1, kpearuanHa 0,108 mmons/i, canxenue CKD
(TI0 KITMpEHCY PHIIOTEHHOTO KpeaTHHHHA B (OopMyIIe
[lBapma) 39,2 mu/mun/1,73 M2, B anamHe3e dacThie
OPBU, otuthl, OpoHXUTHIL. B nanpueiiem B Bozpacte
5 ner 10 Mec npu NpoBeneHUU KOHTpoasHOro Y3U:
ruipoHedpo3 MoYeK ¢ 00enx CTOPOH, CIeBa YaIICUKU
pacmmpensl 10 10 MM, clipaBa — I0XaHKa COKpaTuiach
JI0 7—8 MM, TelieBble HMITJIAHTAThl BU3YAJIN3UPYIOTCS
OTYETIIMBO 32 MOYECBBIM ITY3BIPEM.

OO0pamaroT Ha ce0st BHUMaHHUE BhIpaKCHHAS 3a-
JIEpIKKa TICHXOMOTOPHOTO U (PH3UUECKOTO Pa3BUTHUSA Y
JIEBOYKH B Bo3pacte 6 jer 5 mec (pocT 88 cMm, macca
tena 12,8 kr). BeisBIeHBI aHEeMUST HOPMOXPOMHAS,
xkeneszoneduruTHas (dpurporuts 4,88x10'%/1, re-
mornobuH 109 /7, xene3o ceiBoporodHoe 4,2 1/1);
neikonuTo3, uMdoruTo3, MmoueBuHa 7,0 MMOIB/,

AN

w
- Marb, XPOHUYECKUH IIUCTUT, TIHEIOHEPPUT

- OTCI, A3BCHHasA 00JIe3Hb JKeIIyaAKa
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Puc.1. ®parmeHT poaoCcnoBHOM ceMbh
naupeHTkn H. (03.04.1993 r.p.).
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Puc. 2. MukumoHHas umctorpadus — NaCCUBHbI ABYCTOPOHHNIA
MMP V cT. (Bo3pacT naumeHTkun 5 net 12 mec).

Puc. 4. KoHTponbHasa gMHaMuyeckass PEHTreHOUNCTOCKONUS:
naHHbIx 3a [MMP He BbISIBIEHO, MOYEBO My3bIPb C YETKMMUN HEPOB-
HbIMW KOHTYpPaMu, HenpaBuibHOM hopMbl (BO3pacT 6 neT 4 mec).

MoueBast kuciora 0,29 mmonw/n, kpeatunun 0,087
MMOJIb/JI, JISUKOIMTYpusi, poteunypus 0,15 r/cyrt.,
CK® mno ¢dopmyne Bapua 49,2 ma/mun/1,73 m?,
CK® B npobe Pebepra 43 miu/mMuH, KaHaIbIEBas pe-
abcopOrust 97,5%.

UYepes 6 Mec, M0 JAaHHBIM KOHTPOJIBHOW LIUCTO-
rpaduu, Ha MacCUBHOM CHHUMKe BbIsiBlieH [IMP V cT.
CIIeBa, CIpaBa JAaHHBIX 32 peduIiokc He nomydeHo. [1o
pesynsraraM Y31 oTMeueHa MoIoKUTeIbHAS TUHAMUKA
(wactuunoe cokparenre YJIC u MoueToUHMKA CTIpaBa).

Puc. 3. KoHTponbHasa uuctorpadus NMMP V cT. cnesa, Mo4eBon
ny3blpb 60/bLWNX PAa3MeEPOB, HEMPaBUIbLHOW GOpPMbI (BO3pacT
naumeHTkn 6 net 4 mec).

Junamuueckasi peHOCHUHTUTpadus OYEK IPOBO-
JIWIIach C UCIOJIb30BAHNEMIIPEIapaTa — «TeEXHeMar» —
9MTc, B mo3e 40 MBKk 1 BBINIOJIHEHA TIPH aHECTE3UOJIO0-
rudyeckoM nmocoouu. [TapameTpst HeporpaMmbl: OTHO-
curenbHast Qyakims 41%, T max — 11 mun, T /2 — neBoit
MOYKH, OTHOCUTENbHAss GyHKIus 59%, T max — 6,3
muH, T % Gonee 26 MUH NpaBOd MOYKHU. YIJIMHEHO
nomomeHue Tyoynorponnoro POIT, sBakyauus pe3ko
3aMe/IJICHa, HEPABHOMEPHAs; ITOBBIILIEHHOE HAKOILIE-
Hue POII B nmeueHu CBUAETENBCTBYET OT IOYEYHOU
HenoctaroyHocTu. [lo pesynbratam cTaTH4eCcKOU
HeppOoCUMHTUTPad)UU ONMPEACTSIOTCS Ba oYara He-
(pockieposa B IEBOH IMOUKE.

Bblo/IHEHa HUCTOCKOMNHUS: IIPH OCMOTPE MOYEBO-
ro Iy3bIps OTMEYEHO OTCYTCTBHE BOCHAIUTEIbHBIX
M3MCHECHHUH CIM3UCTON 00O0JOYKH, YCThE MPaBOTO
MOUYETOYHUKA ILEJIEBUIHOE, PACIIOIO0KEHO Ha IIPABOMI
CTCHKE MOUYEBOTO Iy3bIpsl (BbIpasKeHHAs JIaTepann3a-
1Hs1), IEBOE — B YIIIy TPHTOHYMa, aTOHUYHOE, HE 3USICT.
IIposeneno snnockonuueckoe geueHue [IIMP cnesa B
Tpetuii pa3 (B Bo3pacte 6 et 4 mec).

Ilo nanHbIM KOHTpOJBHOrO Y3 He BBIABIEHO
OCTPOr0 HAPYILIEHUs OTTOKA MOUYU U3 JIEBOU KOJUIEK-
TOPHOW CHCTEMBI, UMIUIAHT B MPAaBUIbHON MO3ULHH.
ObocTpenus nueIoHePpUTa B MOCICONEPATOHHOM
nepuoje He oTMeueHo. 1Ipu KOHTpONBHOU JUHAMU-
yeckol peHrreHonucrockonuu [IMP He auarnocru-
poBaHo.

Ha ocHOBaHMM KIMHUKO-Ta00paTOPHBIX JaHHBIX,
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b)

Puc. 5. BHewHnin B, naumeHTkm ¢ cuHapoMmom Rubinstein—Taybi.
a — gucMmopdunam nmua; b — aucmMopduam KUCTEN 1 CToM.

00BEKTHUBHOTO 00CJIEIOBAHNS MOXKHO BBIIEJINTH I10-
pa’keHHE MHOTUX OPTAaHOB U CUCTEM Y IALUCHTKH.

1. KoctHo-MbIIIIeYHAs cucTeMa: AeQUIHUT pocTa
(cooTBeTcTBYeT pocTy 3-eTHEro pebeHKa 2 mepreHTH-
1), MUKporedanus (OKpYKHOCTh rojoBbI 40 cM mpu
N 50,3 cm; okpyxHOCTS Tpyau 48 cMm mpu N 115-150
cM), yepen OpaxuriedanbHON CTPYKTYPHI:

a) TUCMOP(U3M JTHIa: BBICOKOM30THYTHIE OpOBH,
JUIMHHBIE PECHULIBI, KOCOH pa3pes mia3, UpoKas HO-
COBasl [IEPETOPOIKa, KIIFOBOOOPA3HbIi HOC, OTMEYAETCS
TaKXe roTHYecKoe HeOO, MArKasi MUKPOTHATHSI, YTO
00BsICHAET HAapyIIeHNE HOCOBOTO JIBIXaHUS Y peOeHKa
1 CUHAPOM COHHOTO aItHO3;

0) HeMpaBWIBHBIA POCT 3yOOB, HapyIlIeHUE TPH-
Kyca, KapHuec;

B) aHOMAJIUU CTPOCHUS BEPXHUX KOHEUHOCTEH:
KHCTH HEOONBIINX pa3MepoB, KOPOTKUI BTOPOI ma-
JIel, MPOKCUMAJIBHO PACIIOIOKEHHBIN EPBBIN Nael,
LIMPOKUH € BBIPAXKEHHBIMU YIVIAMHU Ha PyKaxX U HOTax
(puc. 5).

2. Oprasbl 4yBCTB: IJ1a3a — CTEHO3 HOCOCIIE3HOTO
[IPOTOKA, JTAKPUOLMCTUT, SMHKAHTYC, TUIIEPTEIOPU3M,
IUC(HYHKIMS CETYaTKU B BUJC HE3HAUMTEIIBHBIX JHC-
TpohUIECKNX W3MEHEHUI: CIOKHBIA TUIIEPMETPOITH-
YECKUI aCTUTMATH3M, YaCTU4HAas aTpOQUsi AUCKOB 3pHU-
TEJILHOTO HEPBa, YIIN — HEHPOCEHCOPHAs TYTOyXOCTb.
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3. CepneqHoCO-CyIucTasi CUCTEMa — MaJible aHO-
MaJIMU PAa3BUTHUS CepAlla — XOPAAIbHBIN IIyM 3a CUeT
M3MEHEHUS MTOJIOKEHHS XOP/I JKETyI0UKOB Ceplia.

4. OpraHbl MOYEBON CHCTEMBI: yPETEPOTHUIPO-
He(po3 nBycroponnuit, [IMP IV-V cr; BTOpHYHBIH
ooctpyktuBHbIN nuenonedput; XBI1 C 3A cr.

5. YMCTBEHHasi OTCTaJOCTh, 3a/IepyKKa pa3BUTHS,
XOIUT ¢ 3 JIeT, Mpuy4YeHne K TyajJeTy K 5 romam, Bbl-
pakeHHas 3a7eprKKa peuu — aJjiaiusl.

6. IloBeaeHue: CHIKEHHE KOHIIEHTPAIIUH BHUMa-
HUS, UMITYJIbCUBHOCTh M KallPU3HOCTb, TUIIEPAKTHB-
HOCTb, TPUMACHUYaHbE U HEHOpPMaJIbHasl yIbIOKa.

Ha ocHoBanuu BbIlIe IEPEUNCICHHOTO, YCTaHOB-
JICH TuarHo3 cuHapoM Rubinstein—Taybi.

OBCYXAEHUE

MBI npeicTaBuIM Onrcanue cuuapoma Rubinstein—
Taybi y nesouxu H. (13.09.2007 r.p.). Jluaraos ycra-
HOBJICH Ha OCHOBAHHHU XapaKTEPHBIX KIMHHYECKUX
MIPOSIBJICHUI: BBIpAXXCHHBIA aeduuut pocra (CooT-
BETCTBYET POCTY 3-JI€THETO peOeHKa — 2 TICPIICHTHIIS )
Mukporuedanus; 1ucMophu3M JIMIa — C BHICOKOM30-
THYTBIMH OpOBSIMH, JUTHHHBIMH PECHUIIAMH, KOCHIM
pa3pe3oM ria3, IUPOKOW HOCOBOW MEPEropoiKoOu,
KIIFOBOOOPA3HBIM HOCOM, aHOMAaJIUH CTPOCHUS BEPX-
HUX KOHEYHOCTEW: KMCTH HEOOJBIINX pa3MepoB,
KOPOTKHI BTOPOH1 NaJiell, MPOKCUMAaIbHO Paco0KeH-
HBIH MepBbIN MaJell, IMUPOKUI C BBIPAXKEHHBIMU yIJla-
MU Ha pyKax U HOTax, CKOJINO3 MTOSCHUYHOTO OT/eNa,
TaKXKe BBIIICONMMCAHHBIX KIMHUYECKUX MPOSIBIICHNH.

R.C.M. Hennekam wu coast. (1990) B HaOmrom€-
HuU 45 mamueHToB ¢ cuHapoMoM Rubinstein—Taybi
OTMETWJIM IIUPOKUI MEpBBIM Majiel] JaJoHen, CToI
(halluces) [1-4, 7]. B paboTax aBTOpPOB OIHCaHbBI
oprorneanyeckue mpoodaeMbl (MCKPUBICHUE MTO3BO-
HOuHHUKa, Oosie3nu Jlerr-Ilepreca, anuduseonnzom
Y aHOMAJTMSIMHU IIEHHBIX T103BOHKOB) [8—10]. B mpen-
CTaBJICHHOM HaOJNIOJICHUH Yy JICBOYKU BBIPAKCHHAS
3aJiepKKa pocTa, MPOKCUMAJILHO PACIONIOKECHHBIH
MEePBbIA Najel, MUPOKUN C BBIPAXKEHHBIMU YIJIaMU
Ha pyKax ¥ HOTax, CKOJHO3.

lotndeckoe HeOO, MATKAst MUKPOTHATHS SIBIISTFOTCSE
XapaKTepHBIMU 0COOCHHOCTSMH CHHJIPOMA U OOBSICHSI-
I0T HapyllIeHHe HOCOBOTO JIbIXaHMsI U COHHOTO aItHO?
y pebenka. A. Bloch-Zupanetal (2007) 060011eHbI
CTOMATOJIOrMUeCKHe 0COOCHHOCTH Yy 40 OOJIBHBIX C
cungpoMoM Rubinstein—Taybi B Bo3pacte ot 4 10 30
JIET, KOTOPBIE MPOSIBIISUINCH aHOMATUSIMU YHCIIa 3y00B,
THITOTUIA3UEH SMaITH, UCKPUBIICHHEM 1 HETIPABUIILHBIM
pocTtoM 3y0OB, HETPABWIIBHBIM MPUKYCOM. ABTOPBI
3aKIIIOYAIOT, YTO 3yOHBIE aHOMAJMK MOTYT TIOMOYb B
JMarHocTrke cuHapoma Rubinstein—Taybi [11-13]. B
HaieM HaOIlfOJICHMH CTOMATOIOTHYeCKasl aTOOTHsI
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y HalMeHTKHU MPeCTaBlIeHa HETIPaBIUIIbHBIM POCTOM,
HCKpPUBJICHHEM, CHH)KCHHEM YHUCIlia 3yOOB, Hapyle-
HUEM TIpUKyca.

[Toueunble HapyUICHUS PH JaHHOM CHHIPOME
BCTPEUAIOTCS YacTO, MPEACTaBIEeHbI AUCILIa3Heid,
YJIBOEHUEM, THUIIOIIa3ueil, areHe3nueu Mmovek, IKTo-
MTUE/TTOIKOBOOOPA3HOM MOYKOM, aTpe3neil/CTeH030M
modeTouyHuka [1, 3, 6, 14-17].

C.A. Stevens u coanT. (2009) oTMETHIIN Y MaJIbUH-
koB kpuntopxusm B 100% [3].

B npencrasnennoM HaOMIONCHUN y TTAITMEHTKH THa-
THOCTHPOBaHa BPOXKIECHHBIN ypeTeporuapoHedpos ¢ 2
ctopoH, [IMP IV-V crt, ¢ pa3ButneM 00CTpyKTHBHOTO
nmenonedpuTa, ¢ ucxonom B XBIT C 3A crk 6,5 rogam.

VY neBoYKHM Tia3Hasg MaToiorus (CTEHO3 HOCOC-
JIE3HOTO MPOTOKA, JaKPHOLUKMCTHUT, SMUKAHTYC, TH-
MEPTENOPU3M, TUCHYHKIHS CETYaTKH B BUJIC HE3HA-
YUTENBHBIX JUCTPOPUUSCKUX U3MECHEHHH, CIOKHBIH
TUIIEPMHUTPOTTUYECKUAN aCTUTMaTU3M, YacTUYHAS
arpo(us AUCKOB 3pUTEIBHOTO HEPBa) YKJIa[bIBACTCS
B cuHJIpoM Rubinstein—Taybi. [azueie anomanuu
ONHCaHbl B JuTeparype (0OOCTPYKIUS HOCOCIE3HOTO
KaHaya, BpOXKJCHHAS TJIayKoMa U pepakinu, Juc-
(yHKIMS ceTuaTKH, KOcoTla3ue, MTo3, KaTapakTa,
KoJI000Ma, HACTarM, aHOMaJIuy POroBuIlsl) [ 1, 2]. N.S.
Levy (1976)anarnoctupoBai y 1eTeil mpu CuHApOMe
Rubinstein—Taybi BpoxaeHnyo miaykomy [18]. M.L.
Guion-Almeida, A. Richieri-Costa (1992) onucanu
areHe3n0 MO30JINCTOTO Teja, KOJIOOOMBI palyXKu
W METakoJIOH y MallkdHKa ¢ CHHApoMoM Rubinstein—
Taybi [19]. BeisiBiieHa HEWpOCEHCOPHAS! TYTOYXOCTh
y TalMeHTKH, YTO OMMCcaHo B quTeparype [1, 2, 3, 6].

Hust cunnpoma Rubinstein—Taybi xapaktepHbI
BpOXKICHHBIC TTOpOKHU cepama [20].

[To manueiM JuTeparypsl, B 90% y manueHToB ¢
cuaapomom Rubinstein—Taybi peructpupytor He-
JIOCTAaTOYHOCTh KiamanoB cepamna, MIIPC[1]. C.A.
Stevens u coant. (1995) orieHIBaIN TATOJIOTHIO CEPAIIA
y 138 mamuenToB, ycTraHoBUB B 32,6% BpOXKIEHHBIE
MOPOKH CEP/LIa, B TOM YHCIe eeKThl MEXKITPECcep/I-
HOH M MEXIKEIYIOUYKOBOM MEPErOpPOAKU, OTKPBITHII
apTepuabHbIM TPOTOK, KOAPKTAIUIO A0PThI, IETOYHBIH
CTEHO3, JBYCTBOPYATHIM aopTajbHBIM KiaamaH [20].
D. Kanjilaletal (1992) onucain eroyHyro runepTeH-
310, MUTPAJIbHYIO PETYPIUTALMIO U apTepHaTbHBIN
MIPOTOK, & TAKKe TMITOTIIa3HH [TPABOM IMOYKH Y peOeHKa
3 Mec ¢ 3a7epKKON TICHXOMOTOPHOTO pa3BuTus [21].
B ocHoBe 3THX HapyllIeHU JIEKUT COETUHUTEIBHOT-
KaHHasi JUCIUIa3us, KOTopas paccMaTpHUBaeTCsl Kak
pe3yNIbTaT TeHETHYECKOTo JieeKTa WM HapylIeHUH
sMmOpuorenesa [21, 22]. B namem HaOI0IeHUN Y
MAlUeHTKH TUarHOCTHPOBAaHA Mallas aHOMAaJIns pas-
BUTHS CEPIIa — XOpAAJIbHBIN IITyM 3a CYeT U3MEHEHUS

TIOJIOXKEHHSI XOP]1 )KEITYI0YKOB Cep/lia, 0e3 HapyIeH s
TeMOJIMHAMUKH.

‘YMCTBEHHAsI OTCTAIOCTh CHIPKEHUE KOHIICHT PN
BHUMAaHUSI, UMITYJIbCUBHOCTh U KalpPU3HOCTh, THIIE-
PaKTUBHOCTh, TPUMACHUYAHbE U HEOObIUHAS YIIBIOKA
C MOYTH TIOJHBIM 3aKPBITHEM IJa3 XapaKTepU3yIOT
JaHHBIN cuaapoM [1-4, 6, 23].Y nabmrogaemoii HaMu
JICBOYKH TaKKE OTMEUYCHBI XapaKTepPHBIC CHUMIITOMBI
(cm. puc. 5, 6). [Ipyrue ¢pusndeckue JaHHbIE MOTYT
BKITIOYaTh TUTICPMOOMIBHOCTD CYCTaBOB M aHOMAITH
KOXKM (B YaCTHOCTH CKJIOHHOCTh K 00pa3oBaHUIO Ke-
JIOUJHBIX PyOIIOB JaXke TP HE3HAYUTEIBHOM TpaBMe)
[1,2].

[ManwmenTtsl ¢ cuaapomoM Rubinstein—Taybi nme-
0T TOBBIIIEHHBINA pUCK oOpa3oBanus omyxonu. llpu
oOcienosannu 6omnee yem 700 mannenToB —y 17 370-
KaduecTBEeHHBIE U Y 19 100poKauecTBEHHBIE OMYXOJIN
[24, 25]. ABTOpPBI PEANONOKUIH, YTO Yy OKOJIO 5%
MAIMEeHTOB pa3BuBacTcsi HoBooOpazosanue. E. Bonioli,
C. Bellini (1992) coobmmiu 06 accolyaiuy CHHIpOMa
Rubinstein—Taybic ¢ ¢eoxpoMoruromoit y 7-neTHei
neBoukH [24, 25]. B nacrosiee BpeMs y HabrogaeMoint
HaMHM NAlMEHTKH HE BBISIBICHO HOBOOOPa30BaHUH.

D.R. Naimietal (2006) nipearmooxKu, 4To HEKOTO-
pble ManyeHTs! ¢ cuHIpoMoM Rubinstein—Taybi umeror
NEPBUYHBIH UMMYHOEDUIIUT, KOTOPBIH OOBSICHSIET
MOBBIIICHHYO YaCTOTY PECITUPATOPHBIX HHPEKIHN Y
3THX OOJIBHBIX [26].

XapaKkTepHOit 0c00EHHOCThIO cuHpoMa Rubinstein—
Taybi siBisieTcsl TO, YTO BPOXKACHHBIE TOPOKH MOYEK
MOYEBBIICIUTEIHHON CHCTEMbI BCTPEYAIOTCSI B aCCO-
[HALWN ¢ CUCTEMHBIMH aHOMaIHsIMH [ 14, 6].

Jis ompeneneHust TUNIA CHHIIPOMA UCTIONB3YIOT
cucrematuky OMIM [1-3, 6]:

180849 Rubinstein—Taybicunnpom 1; RSTS1;
600140 CREB-cBsassBatomuii 6enok; CREBBP;
602700 E1A-cBs3biBaromuii 6emok, 300-KD; EP300;
613684 Rubinstein—Taybi cuagpom 2; RSTS2. CREB-
cBs3pIBarolnii 0eok 1 EP300 moxa3sIBalOT OYEHB
BBICOKYIO CTETIEHb TOMOJIOTHH ¥ 00a UTPaOT BAXKHYIO
pOJTb KaK TPAHCKPHUITIIUOHHBIC KO-aKTUBATOPHI [ 1, 2].

YcraHoBNeHA TeHETHYECKas! TeTePOreHHOCTh CHH-
npoma Rubinstein—Taybi, cuaapom-1 cocrasisier npu-
MepHO B 50-70% marnueHToB, CHHAPOM-2 COCTABIISICT
okoito 3% OOJBHBIX U 00YCIIOBIEH HOBBIMH TeTepO-
3uroTHeIMA MyTanusMu B rene EP300 (602700) na
xpomocome 22q13 [27, 28].

Cunapom Rubinstein—Taybi mpoucxoauT Kak
pe3ynbrar denovo MyTalMy B CeMbe, IMOYTH BCETra
criopagudeckuii [28-30].

YV manmentoB ¢ £P300 myTarueii onucano 6oiee
MSATKOE TEUCHHE CHHJApPOMA (HEMOJHBI CHHIPOM
Rubinstein—Taybi), 0cOOEHHO CKEJIETHBIX aHOMAJIHH.
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Y HEKOTOPBIX U3 HUX OTCYTCTBOBAIU aHOMAJIHH PYK
u Hor [27, 31].

JlnarHo3 noaTBepK1aeT MOJIEKY/ISIPHO-TeHETHUECKOe
TecTupoBaHue. L{uToreHeTnueckoe Witk MOJIEKyJIsIpHOE
TECTUPOBAHME SBIISETCS MOJIOKUTEIBHBIM MTPUOTU3H-
TesbHO B 55% ciydaeB. OfHaKo sipKas BHEITHOCTH C
xapakTepHbIMu 111 Rubinstein—Taybi niposiBieHusMu
[TO3BOJIET CTABUTh JAMArHO3 HA OCHOBE KIIMHUYECKOTO
obcnenoBanus [32—-34].

Juarsoctideckuii anroputM cuHapoma Rubinstein—
Taybi (PCT) BkitouaeT u3MepeHUe U OLEHKY aHTPO-
MOMETPHUYECCKHUX JTAHHBIX; MHOTOTPODIIHLHYO OIICHKY
pa3BUTHS, BKIIIOYAs OLEHKY TPyOOH W MEJIKOH MOTO-
PHKH, pedH / si3bIKa, TIO3HABATEILHBIX CIOCOOHOCTEH
U npo(ecCHOHABHBIX HABBIKOB; OCMOTp CICIHAIH-
CTOB — Bpaua-okynucta, JIOP mis onpenencHus Heil-
POCEHCOPHOM TYTOYXOCTH, CTOMATOJIOTa U OPTOAOHTA,
Hedpomora, kapauosnora ¢ mposeneHueM IXoKI, OKT,
optonena; Y3U nouek, nuctorpaduio, 3KCKPETOPHYIO
yporpaduio, OleHKY (YHKIIMOHAIBLHOTO COCTOSHUS
MOYeK, KOHCYJIBTAIUIO YPOJIOTOB; OLEHKY CHHApPOMA
arHo? [34]. BaxxHoe 3HaYeHHE MMEIOT CIICHHAIbHOE
obpa3oBanue U mpoheccruoHaNbHas MOATOTOBKA IETCH
C OTKJIOHEHHSMH B Pa3BUTHM C PaHHETO BO3pacTa;
KOPPEKIIHs TTOBEACHHUS, BKIIIOUast HAIIPABJICHHE K TICH-
xonory. CTannapTHasi Teparnus MpOBOAUTCA Y JETel,
HUMEIOIIUX aHOMaJIMU OpPraHOB MOYEBOW M IMOJIOBOI
CUCTEM, KOCTHO-MBIIIEYHON CHCTEMBI, ITIa3HBIX aHO-
MaJIii, HapyIIeHHe CcIyXa, TOPOKHU Cep/lia, alfHOd CHA.

OCOOCHHOCTBIO MPEICTABICHHOIO HAOIIOICHHUSI
neBoukd (2007 1. p.) SIBISIETCS BPOXKICHHASI aHOMAJTHS
Pa3BUTHSI TTOUYEK, YPETEPOrHIPOHE(PPO3 JBYCTOPOH-
uuil, [IMP IV-V; 00cTpyKTUBHBIN MUEIOHEPPUT C
nporpeccupoBanneM B XbII 3A ¢t k 6 romam.

SAKJTHOMEHUE

Cunnpom Rubinstein—Taybi Bkitouaet nopaxeHue
MHOI'UX OpTaHOB U CHUCTCM. BpO)K,JJ;eHHaSI aHOMaJIuA
MOYEK TPH JJAHHOM CHHJIPOME HEPEJIKO MPOTPECCHPY-
€T B XpOHHYECKYIO 00JIe3Hb MTOYEK U 00yClaBIMBaET
CEPbE3HBIN IIPOrHO3.

BUBJIMOrPA®UNYECKUIA CMINCOK

1. OMIM | # 180849 | Py6uHwTenH-TaybiCUHAPOM 1;
RSTS1 URL: http://www.omim.org/entry/180849

2. Van Belzen M, Bartsch O, Lacombe D, Peters DJ, Hen-
nekam RC. Rubinstein-Taybi syndrome (CREBBP, EP300). Eur J
Hum Genet 2011; 19(1): 121

3. Stevens CA. Rubinstein-Taybi Syndrome. In: Pagon RA,
Adam MP, Bird TD, et al., editors. Gene Reviews2002;1993-2013.

4. Hennekam RCM. Rubinstein—-Taybi syndrome. European
Journal of Human Genetics 2006;14: 981-985

5. Ca30HOBA.A. OcHOBbI reHeTukn y4yebHoe nocobue ISBN
2012;11:202-203

6. Nleenawsunum XTI, ManasH AB, CaseHkosa HZ. CuHapo-
MbICOYETaHHOr0 MOPaXeHUs NoYeK 1 Apyrmux cuctem. B: ManasH

94

AB, CaBeHkoBa HJ. KnuHuyeckasi Hegposiorusi 4eTckoro Bo3-
pacrapykoBocTao a5 Bpaqeii. ClN6 Jleswa 2008;5: 149-191

7.Hennekam RCM, Van den Boogaard M-J, Sibbles B J, Van
Spijker H G. Rubinstein-Taybi syndrome in the Netherlands. Am J
Med Genet Suppl 1990;6: 17-29

8.Yamamoto T, Kurosawa K, Masuno M, Okuzumi S, Kondo S,
Miyama S, Okamoto N, Aida N, Nishimura G. Congenital anomaly
of cervical vertebrae is a major complication of Rubinstein-Taybi
syndrome. Am J Med Genet 2005; 135:130-133

9. Bonioli E, Bellini C, Senes FM, Palmieri A, Di Stadio M, Pinelli
G. Slipped capital femoral epiphysis associated with Rubinstein-
Taybi syndrome. Clin Genet 1993;44: 79-81

10. Stevens CA, Carey JC, Blackburn BL. Rubinstein-Taybi
syndrome: a natural history study. Am J Med Genet Supp/ 1990;6:
30-37

11. Bloch-Zupan A, Stachtou J, Emmanouil D, Arveiler B,
Griffiths D, Lacombe D. Oro-dental features as useful diagnostic
tool in Rubinstein-Taybi syndrome. Am J Med Genet 2007;143A:
570-573

12. Gardner DG, Girgis SS. Talon cusps: a dental anomaly
in the Rubinstein-Taybi syndrome. Oral Surg Oral Med Oral Path
1979;47: 519-521

13. Davis PJ, Brook AH. The presentation of talon cusp:
diagnosis, clinical features, associations and possible aetiology.
Brit Dent J1986;160: 84-88

14. Limwongse C, Cassidy SB. Syndromes and malformations
of the urinary tract. In Avner ED, Harmon WE, Niaudet P.Pediatric
Nephrology5™ edition Lippincott Wiliams and Wilkins 2003;6:
93-121

15. Limwongse C. Syndromes and Malformations of the
Urinary Tract Pediatric NephrologyJournal of the International
Pediatric Nephrology Association 2009;121-156

16. Sanna-Cherchi S, Caridi G, WengPL, ScolariF, Perfumo
F, Gharavi AG, Ghiggeri GM. Genetic approaches to human
renal agenesis/hypoplasia and dysplasia. Review Pediatric
NephrologyJournal of the International Pediatric Nephrology
Association 2007;10: 1000/s00467-007-0479-1

17.Winter RM, Baraitser M.A catalogue of multiple congenital
anomaly syndromes. In Winter RM, Baraitser M.Multiple Congenital
Anomalies A Diagnostic Compendium ISBN:1991; 1-672

18. Levy NS. Juvenile glaucoma in the Rubinstein-Taybi
syndrome. J Pediat Ophthal1976;13: 141-143

19. Guion-Almeida ML, Richieri-Costa A. Callosal agenesis,
iris coloboma, and megacolon in a Brazilian boy with Rubinstein-
Taybi syndrome. Am J Med Genet 1992; 43: 929-931

20. Stevens CA, Bhakta MG. Cardiac abnormalities in the
Rubinstein-Taybi syndrome. Am J Med Genet 1995;59: 346-348

21. Kanijilal D, Basir MA, Verma RS, Rajegowda BK, Lala R, Na-
garajA. New dysmorphic features in Rubinstein-Taybi syndrome. J
Med Genet 1992; 29: 669-670

22. Ynyko A. DyHKUMOHaNbHbIE LWYMbl B cepaLe y aetein. Mes
BecTH 2007;33:815-816

23. Stevens CA, Schmitt C, Speraw S. Behavior in Rubinstein-
Taybi syndrome. Proc Gr Genet Ctr 1999;18:144-145

24. Miller RW, Rubinstein JH. Tumors in Rubinstein-Taybi
syndrome. Am J Med Genet 1995;56: 112-115

25. Bonioli E, Bellini C. Rubinstein-Taybi syndrome and
pheochromocytoma. Am J Med Genet 1992. 44: 386

26. Naimi DR, Munoz J, Rubinstein J, Hostoffer RW,
Rubinstein-Taybi syndrome: an immune deficiency as a cause
for recurrent infections. Allergy Asthma Proc 2006;27: 281-284

27. Zimmerman N, Acosta AMBF, Kohlhase J, Bartsch
0. Confirmation of EP300 gene mutation as a rare cause of
Rubinstein-Taybi syndrome. Eur J Hum Genet 2007;15:837-842

28. Bartsch O, Labonte J, Albrecht B, Wieczorek D, Lechno
S, Zechner U, Haaf T. Two patients with EP300 mutations and
facial dysmorphism different from the classic Rubinstein-Taybi
syndrome. Am J Med Genet 2010; 152A: 181-184

29. Roelfsema JH, White SJ, Ariyurek Y, Bartholdi D, Niedrist
D, Papadia F, Bacino CA, den Dunnen JT, van Ommen G-J B,
Breuning MH, Hennekam RC, Peters DJM. Genetic heterogeneity
in Rubinstein-Taybi syndrome: mutations in both the CBP and



ISSN 1561-6274. Hedponorusa. 2014. Tom 18. Ne3.

EP300 genes cause disease. Am J Hum Genet 2005;76: 572-580

30. Bartholdi D, Roelfsema JH, Papadia F, Breuning MH,
Niedrist D, Hennekam RC, Schinzel A, Peters DJM. Genetic
heterogeneity in Rubinstein-Taybi syndrome: delineation of the
phenotype of the first patients carrying mutations in EP300. J Med
Genet 2007;44: 327-333

31. Bonioli E, Bellini C. Inheritance of Rubinstein-Taybi
syndrome. Am J Med Genet 1989; 32: 559

32. Roelfsema JH, Peters DUM. Rubinstein-Taybi syndrome:
clinical and molecular overview. Expert Rev Mol Med 2007;9:1-16

33. Bartsch O, Locher K, Meinecke P, Kress W, Seemanova E,
Wagner A, Ostermann K, Rodel G. Molecular studies in 10 cases

of Rubinstein-Taybi syndrome, including a mild variant showing
a missense mutation in codon 1175 of CREBBP. J Med Genet
2002;39: 496-501

34.Wiley S, Swayne S, Rubinstein JH, Lanphear NE, Stevens
CA. Rubinstein-Taybi syndrome medical guidelines. Am J Med
Genet A 2003;119A:101-110

Aemopul 3aasensirom 06 omcymcmseuu KOH@IuKma

UHmMepecos.
Toctynuna B pegakiuto: 23.01.2014 .
[punsirta B neyars: 04.04.2014 .

95



