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Rubinstein-Taybi syndrome in the practice
of children’s neurologist
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The clinical case of Rubinstein-Taybi syndrome was observed in psycho neurological department of Republican Children’s
Rehabilitation Center. The syndrome was passing behind a mask of the atonic-astatic form of children’s cerebral palsy. The main
signs of this syndrome are the following: stagnation of patients in psychomotor and speech development, craniofacial dismorfism,
anomalies in development of fingers. Different symptoms of other organs and systems lesion were described basing on the literature
review. Data of genetic researches concerning Rubinstein-Taybi syndrome are submitted.
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BAJIAJTAP HEBPOITATOJIOT bIHBIH TOKIPUBECIHAEIT PYBUHIITEMH-TEMBN CUHIPOMBI
Jlucosckmii E.B.', Kycannosa K.K.!, Paucosa A.M.? Ken:xeoexoa M.0.2, JKprikbioaes I.J1.2
l«PecmyOnukansIk Ganasapasl OHAITy opraisiEby AK, FeuteIM MeH OiniM Gerimi, Acrana, Kasakcran

2«PecnyOnuKkaibIk Ganaiap/asl OHANTy opTaisiFb AK, ncnxoneBponorusibik 6emiM, Acrana, Kasakcran

«Pecnybnukanbik 6ananapapl oHanTy optanbifbi» AK ncrxoHeBponorusnelk 6eniMiieciHae BLIMN-HbIH aToHusinbik-acTaTnkanblk OpMachIHbIH,
ascbiHoa 6onaTtblH PyOUHLITENH-TENbtU CMHOPOMbIHBLIH KIMUHUKANbIK >xaFaanbiH 6akbinagblk. CUHAPOMHBIH, Herisri 6enrinepiHe NCUXOMOTOPIbIK
ceuneyaid Aamybl, 6accyriek-6eT ancmopusacel, caycakTapbliHbIH AaMybIHbIH aHOManusicbl MeH 6anaHblH, AaMybIHbIH apTTa Kanybl XaTagbl. 94ebu
OepekTepai wony HerisiHae 6acka Aa AeHe MyLuenep MeH Xyrenepi 3aaksiMgay cuMnToMaapbl cunartTanfaH. PybuHwwTenH-Tenbu cuHapombl kesiHaeri
reHeTVKanblK 3epTTeynepain HoTvxenepi 6ovbiHLLA AepeKTep KOPCETIMIeH.

MaHbi3ab1 ce3pep: PybuHwTeH-Tenby cnHapoMbl - MOHOTEHAI aypyrap -aKbi-0n KeMICTIri.

CHHJIPOM PYBUHIITEWHA-TEMBH B MIPAKTHKE JETCKOI'O HEBPOITATOJIOTA
Jlucosckmii E.B.', KycannoBa K.K.!, PancoBa A.M.? Ken:ke6exosa M.O.%, KbLikbi6aes I.JL.?

'AO «PecrmyOnuKkaHCKnii AeTCKHIT peaOUINTAlMOHHBIN IECHTPY, OTACN HayKu U 06pasoBanus, Acrana, Kaszaxcran

2A0 «PecnyOnMKaHCKUi 1eTCKHI peabUINTalMOHHBIN LIEHTP», IICKXOHEBpOJIorndeckoro otaesenus «Kanam», Acrana, Kasaxcran

B ycnoBusix ncuxoHeBponoruyeckoro otaeneHus AO «PecnybnvkaHckuii eTCKuin peabunuTaumoHHbIn LEHTP» Habnoganu KNMHUYEeCKUi cny-
Yan cuHgpoma Py6uHwwiTenHa-Tenbu, npoTekaBLUero Nof Mackow atoHmyecku-actatndeckon popmol ALIMN. OCHOBHbIMM Npu3HakaMu cuHapoma siB-
NSIOTCSH OTCTaBaHWE NauMEHTOB B NMCYXOMOTOPHOM M PEYEBOM Pa3BUTUM, KOMMIEKC YepenHO-NULEBLIX AUCMOPMUIA, aHOManuM pasBUTUS NanbLEB.
Ha ocHoBaHuM 0630pa nuTepaTypHbIX MCTOYHWKOB OMMUCaHbl CUMMNTOMbI MOPaXeHUs ApYrMx opraHoB 1 cucTeM. [NpvBeaeHbl AaHHble pesynbTaToB
reHeTUYeCKMX NCCrnefoBaHui Npu cuHapome PybuHLiTenHa-Tenbun.

KnrouyeBble cnoBa: cvHapom Py6uHLiTenHa-Tenbum - MOHoreHHble 6onesHu - yMCTBEHHasi OTCTanocTb.

BBeAeHMe STHOJIOTUM W TIATOT€HE3y HEBPOJIOTHYECKHE 3a00JIeBaHUA
B 1eTckodl HONMyIALMH BPOXKICHHAS M HACJIEACTBEHHAas HPOABIIAIOTCA CXOMHOM  KJIMHHYECKOM  CHMIITOMATHKOM,
1aTOJIOT st pacupocTpaHeHa JIOCTaTOYHO mUpoKo:  HUTO MOXET TPEACTABIATH 3HAYUTCIBHBIC TPYIHOCTH UL

COIJIAaCHO HCKOTOPBIM HCCIICAOBAHMSIM, OOIIEe KOJIUYECTBO nudpepeHnanbHOR  THarHOCTHKH. MHOTHE  COCTaBJIAIOIINE
HEOIArONPHUATHBIX JIETATBHBIX M CyOJeTaibHBIX MyTanuid B CHHIPOMA JETCKOTO LEepeOpalbHOro mapanuya (IBHraTelIbHbIC
reHo(oHe MOMyISIUN (T.H. «TCHETHYECKUI Tpy3» momymsinuu ~ HapyLICHHs,  NPOSBIAIONIMECS  M3MCHCHHUSIMH — MBIIICYHOTO
[0 KOHILIEMINU John Haldane) cocrasisger 50-70 ma 1000 TOHYCa,mape3aMu, TMIICPKUHE3aMU,; YMCTBCHHAA OTCTAJIOCTh B €€
HOBOPOX/ICHHBIX, T.e. 5-7% JeTeil KErofHO pOXKIAIOTCs PasIMYHBIX NPOSBICHUSX; CYAOPOXKHBIC IIPUCTYIIbI) U JIakKe BECh
C HACIENCTBEHHON maronormeil. M3 o6mero komudectBa CHHAPOM B LIETOM, BCTPEYAIOTCS M IPH FEHETUIECKUX OONE3HAX,
POIOMBIIUXCST €  HACJICACTBCHHBIMH  3a0OJ€BaHUSMH Ha  BPOXJCHHBIX  HApYIICHHSIX oOMeHa BEWIECTB, AHOMAIMAX

JIONI0  BPOKIEHHBIX TIOPOKOB PAa3BUTHsS mpuxomurcs 2-5%, pasButis Mosra. Ilpn  nposenenun anddepeHInanbHOMR
HaCJIeCTBEHHEIE 0O0JIE3BHU COCTAaBJISIOT 1,5%, 00JIe3HU ¢ AHWArHOCTHMKH DOTHX 3a00JICBaHUI HEOOXoAMMa TIIATeIbHAs

BHIPAXKEHHOH  HACIIEICTBEHHOH MpPEIPacloNOKEHHOCThI0 —  OLICHKA HMCIOIINXCS KINHUYCCKUX MPOSIBICHHH, HCITONB30BaHNE

3-3,5% [1]. BCIIOMOTATEIbHBIX  JIAOOPATOPHBIX M HWHCTPYMEHTAIBHBIX
Bompoc o cBoeBpeMEHHOW [OUMAarHOCTUKE TE€HETHYeCKuX MCTOAOB UCCIICIOBAHMA C MOCICAYIOMNM METNKO-TCHETHICCKIM

3a60/eBanuii 0CTAETCS AKTYaTbHBIM U B HAIIN JTHU, HECMOTps Ha ~ KOHCY/IBTHPOBAHHEM CEMEH OOIBHBIX AeTeid [3].

T0, 4TO B Ka3axcraHe ¢ Ka)IbIM rOJIOM PACTyT IpodecCHoHaTH3M Cunnpom PyGunmreiina-Tei6n (CPT; B aHmIOA3BIYHOM

v ombiT Bpaueil [2]. B pamHem Bo3pacTe pasnmumbie mo Jureparype — Rubinstein-Taybi syndrome (RSTS); OMIM
180849) mnpencrapnsier co0OM KOMIUIEKC MHOXXECTBEHHBIX
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BPOKICHHBIX AaHOMAJIMH M XapaKTepU3yeTcs YMCTBEHHOMU
OTCTAJIOCTBIO, [IOCTHATaJIbHOU 3a/IePIKKOI pocra,
MUKpouedanueid, MOpoKaMH pa3BUTUS IUCTANBHBIX (hamaHr
nmanelieB W AucMopuuHeIMH depTamu Jsmna. CHHOHHUMBIL:
cuHapoM mmmpokoro I mambia xoHewHocTed (Broad Thumbs-
Hallux Syndrome). Curapom onmcan [xxekom PyOuHIITEHHOM
n Xymanarom Teiionu B 1963 romy.

[omynsmmonnas wactotra CPT cocraBmser 1 ciydait
Ha 1:100000-125000 wHOBOpoxkmeHHBIX. CyIIeCTBEHHBIX
TEH/ICPHBIX Pa3NUuuii HEeT. Tun HacienoBaHWS — ayTOCOMHO-
JIOMUHAHTHBIN. BONBIIMHCTBO citydaeB 3a00JI€BaHUS SBISIOTCS
CHOPaANIECKAMH.

Bmiore 1o 90-x romoB XX Beka muarao3 CPT ocrasancs
UCKJIIOUYUTENBHO  KIMHUYECKMM W PaJfoJIOTHYECKUM
(pentrenorpadus KucTeid W cTom). leHeTWdeckas OCHOBa
OpLTa BriepBeie onpeneneHa B 1991 ., xorma Opiia oOHapykeHa
penunpokHas denovo TpaHCIOKamusi C PaclOJIOKEHUEM B
16p13.3 ygacTke XpOMOCOMBI y HEKOTOPHIX TanueHToB [4]. B
MOCIEAYIOIIEM TTOBPEKACHHBIN YIacTOK OB IPOaHATH3UPOBAH
¢ wucnone3oBanneM FISH-amammza. B mectm  cimywasx
THOPUIN3AIMOHHBIN CUTHAJI MPUCYTCTBOBAJ TOJIBKO HA OIHOM
ammene jokyca 16pl13.3. Tem campiM, OBIIO TOKa3aHO, YTO
OTCYTCTBHE HMEHHO 3TOT0 yd4acTKa MPUBOAWT K PA3BUTHIO
CPT. JlomomHUTETHHBIC HCCICAOBAHUS MPHUBEIH K OTKPBITHIO
MyTalliii B TeHE, KOAWPYIOMIEM CTUMYIHPYIOMHN OeJoK,
NPUCOECIUHSAIONIMICST K nukimdeckomy AMP-perynsatopy
(CREBBP) B 16p13.3 yugactke y martmentos ¢ CPT. Myrtanuu B
CREBBP-rene Obim3aperucTpiupoBaHb nprOIn3uTenbHO Y 50%
narrenToB ¢ CPT[5,6]. CREBBP-Ten u ero roMoJor — mpoTenH
p300 (EP300) — ma 22 xpomMocome KOIHUPYIOT THCTOHOBEIC
areTunTpancdepaspl, KOTOPBIE ABISIOTCS TPAHCKPUITIIMOHHBIMA
Ko(hakTopamMH,  y4YacTBYIOIIMMH B  PETYISIIUM  pOCTa,
nmuddepentmpoBky, pemapannu JIHK, amomrosa, skcmpeccun
MHOTHX TE€HOB M B OmyxojeBoil cympeccun [7]. Tlockompky
CREBBP-rer u EP300 BoBiekaroTcsi OZHOBPEMEHHO, OBLIN
MIPOBEACHBI HCCICIOBAHNS, W3YYAIOMNEe NEHCTBUTEIBHO N
mytanus B EP300 toxxe accormmpoBana ¢ CPT. B pesymnsrare
cukBeHc-anann3a EP300 B rpymre u3 6 00beKTOB 00HApYKEHO
3 myrammu [8]. B mocnenyromem Hanmane EP300-myTarm 661010
3aperucTpuposaHo B 5-8% cmydaes [9,10]. B urore, 55-70%
CllyyaeB KIMHHYECKH auarHoctupoBanHoro CPT cuuapoma
MOATBEP)KICHBI TIpH TeHeTHdeckoM TectupoBanmu [11]. Ilpm
sToM ponst mytanuit B reae EP300 cocrasmser He 6omee 3%.
[pu CPT 3aperucTpupoBaH IIMPOKHHA CIIEKTP MyTaIllmid —
OT HWCTHHHBIX TEHHBIX (TOYKOBBIX), KOTOpPBIE MPUBOAAT K
00pa30BaHMIO MPEKICBPEMEHHOTO CTOM - KOJOHA WM OOPHIBY
uenu MutoxoHapuanbHo PHK, nmo kpynHeIx neneumii
Bcero rexa. Ilpu 3ToM KpynHble Aefenuu caiTa-CIulaliCuHIa
coctapmsioT 10-20%, mpu MOMOIIM CHKBEHC-aHAIN3a MyTaIln
oOHapy>xuBatorT eme B 30-50% cmywaes [12].

Hms CPT xapakTepHBI 3aepKKa pPOCTO - BECOBBIX
MoKa3aresiell marueHTa (HauWHas C TEepBBIX JIeT JKU3HH),
MHUKpouedanust, AUCMOP(UUECKHE HUEPThl JINIA, TOJCTHIC
OonbIIe MabIlbI, OONBIINE CTOMEL. lIpeHarampHOE pa3BHUTHE
HOPMaQJIBHOE CO CPEJHUMH WIH OMM3KMMH K HOPMAJIbHBIM
mapaMerpamM TIpH pPOXICHWH. B paHHeM mOCTHaTaIbHOM
TIEpHO/IE JrarpaMMa pa3BUTHsI COOTBETCTBYET HIDKHEH TpaHUIe
HOpMBL. B mogpocTkoBOM neproze HadmromaeTcs TeHACHINS K
N30BITOYHOMY BECY M OKHPEHHUIO (Y MYKYHH paHbIIE, 4eM Y
skeHmuH) [13].

UepTsl nWma XapakKTepU3yIOTCSd HU3KOW JHHUEH 110a,
TOJICTBIMH apKOOOpa3HbIMU OPOBSMHU, OMYIIEHHBIMHU TJIA3HBIMH
IIETSIMH, KPIOYKOBUIHBIM HOCOM C KOHYMKOM HIKE KPBIIHEB
HOCA, JUCIUIACTUYHBIMH W HHU3KO TIOCaKCHHBIMH YIIAMH,

IyrooOpa3HbIM HEOOM, CIIa0OBBIpAKEHHON MHKpPOTHATHEH,
AHOMAJTUSMH 3yOOB M aTUITUYHON YABIOKOH (B BHIE TPHMACHI)
C TIOYTH 3aKpBITHIMH Ina3amMu. Ha pykax M Horax OOBIYHO
YBEIMUYCHBl OOJBIINE MaNbIBl, XapaKTepHA KIMHOMAKTIIIHS
MIATHIX TTaJbLIEB; TOMMIAKTIINS HaOmIomaeTcs pexnko. [pyrue
AHOMAJINH CKEJIeTa BKIFOYAIOT YKOPOUCHHBIE OOJBIINE TAIIbIIBI,
aHOMAJIMU TIO3BOHOYHHKA, CIa0OCTh CBSI30K, TOKEIOE W
JUTUTEIBHOE ACENTHYECKOE BOCIAJICHUE TOJIOBKH OEIPEHHON
KOCTH, aHOMaJIMU CcXomHble ¢ OomesHbio [lepreca (3%) [14].
Hexkoropble aBTOpPBI OTMEYAIOT BBICOKMM PHUCK aHOMAaJMi
MEeHHOTO OTheNa MO3BOHOYHHMKA (HecTtabmibHOCTE C1-C2,
rumoriasus  «3yba» C2, cpocmriecss mICHHBIE TIO3BOHKH),
BO3MOXHBIH  CTEHO3  KPaHHOBEPTEOpaIbHOTO  IEpexona,
KOTOPBI MOXKET NPUBECTU K PA3BUTHIO IIEHHOM MHUEIONATHH
[15]. Hyxnmaercs B M3Y4CHHH BO3MOXXHOCTBH ACCOITHAIINU C
CPT Ttaxux HEHpOpagHOIOTHICCKUX HAXOIOK, KaK JHUCTECHE3Us
mo3osmctoro Tema (17%) [11], mamsdopmarmst tuma Chiari
I ¢ m 6e3 cupuaromumenuu [16], mampdopmarmst Dandy-
Walker u runponedanus [17]. Ommcanst mpu CPT u niepedpo-
BaCKyJSIpHBIE aHOMAJIMH, TAKWE KaK CIIOHTAHHOE PACCIIOCHHE
npenepedpatbHbEIX apTepuii [ 18].

Cumnraercs, uro y nanueHToB ¢ CPT MoryT mopaxkaThes
J00BIE OpPTaHbl U CHCTEMBI: BOSMOXKHBI TIPOBOAHUKOBAS W/HITH
Helipo-ceHcopHas Tryxota [19], permmanBupyromune THQEKIHN
CpEIIHETO yXa, PeHUANBUPYIOMINE PECHUPATOpHbIe MH(EKINH,
nvmmyHonepumutel  [20], HecmermuduUueckne  WU3MEHEHHUS
Ha O3 (57-66%) u cymoporm (25%) [21], xarapaxra,
OHO- WJIM JABYXCTOPOHHSS KosoOoma  paxyxku(9-11%),
IJIayKoMa, 3aKylopKa CII€30BBIBOISIINX HPOTOKOB (38-47%),
HapymeHust pedpakoun (41-56%), crpadusm (60-71%) [22];
CTOMATOJIOTUYECKHIE MPOOIEMBI (OCTpPBIE BBICTYMAIOIINE 3YOBI
(73%), rumommazus smanm)[23]; BpoXKAeHHBIE TOPOKH CEparia
(medexT MeXIIpencepaHON U MEKIKETYIOUYKOBOH TTePETOPOIKH,
KOApKTalllsl aopThl, CTEHO3 JIETOYHOM apTepuy, IaTOJIOTHS
KJIallaHOB, CTEHO3  aOpThl, JAEKCTPOKapAWs, HapyIICHHs
npoBoauMocTH (24-38%) [24].

Coobmaercsmpu CPT o mouednsix manbhopmanusix (52%)
n xkpunropxusme (78-100%)[25]; 3HAOKPUHHBIX pacCcTpOHCTBaX

(BpOXKICHHBI ~ THIOTHPEO3,  THMIOIUIA3Ms  IIUTOBHIHOM
Kenmespl)  [26];  TacTpO-MHTECTHHAIBHBIX  HapYIICHHUSIX
(ractpon3odareanbHblii  pedumioke,  3amopsl  (40-74%),

MerakonoH (6omesns [mpmmpynra) [25,27]; oOCTpYKTHBHOM
HOYHOM aIHOE, OCJOKHEHUSX INPH aHECTE3MHM W HHTYOAINH
[28]; BO3MOXKHOM pa3BUTHH OIYXOJIeH, 0COOCHHO HEBPAIHHOTO
TIPOUCXOXKICHHUS (metipobiacToma, Memyto0macToma,
OJIMTOJICHPOTIINOMA, MEHIUHTEOMa, ¢deoxpomornuToma,
pabmomuocapkoMa, ieiiloMrIocapkoMa, ceMruHoMa 1 1ip.)[29,30].
BosmoxnOo pazsutHe neiikemun u muMpom [30].

3a7iepikka  TICUXUYECKOTO PA3BUTHSA C  PA3ITHIHBIMA
CTENEHSMH YMCTBEHHON OTCTAIOCTH HAOIIOAACTCS Y AlMEHTOB
¢ CPT c camoro pannero Bo3pacta. Koadurment naremiexra
(IQ), oreHeHHBII y MAIMEHTOB B HEOHATAILHOM TIEPHOJIE, KaK
MIpaBHIIO, Konebmercs ot 25 1o 79 (B cpennem: 36-51) [31]. B 2009
rony Galéra C. et al. ommcamu Tpu KapIHHAIBHBIE 0COOCHHOCTH
CPT: HEcmocoOHOCTH K ATUTEIHHON KOHIIEHTPAITMH BHUMAHHUSA,
JIBUTATECTBHBIC CTEPEOTUNINHM W TUTOXas KoopawHarms [32].
Kpome toro, otmewaercs, 9to, xots maruerTsl ¢ CPT 00praHO
UMEIOT JPYKECTBEHHBIH M OOIIUTENBHBIN XapakTep, y HHX
MOTYT HAOJIONATHCS TIOBEJCHIECKNE PACCTPONCTBA, TIepEena/ibl
HacCTPOCHHS U 00CECCHBHO-KOMITYJILCHBHOE pacCTPONCTBO,
0CO0EHHO, B TIEPHOJ TIOIOBOTO co3peBanus [31,33].
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OnucaHume KNMHU4YecKoro crniy4as

[Tarment A., 2 roma 6 Mec. TOCTymHMaI B
nicuxoHeBpoyornyeckoe ornenenne AO  «PecryOnukaHCKuid
JIETCKUI peaOmINTaIllMOHHBIH 1IeHTp» B MapTe 2015 roxa.

Jwnarno3 mnpu noctymnenun: JUII, aroHuuecku-
acratndeckasi (hopma, 3a/iep’KKa TEMIIOB MOTOPHOTO U TCHXO-
pEeueBOro pa3BUTHS.

PebGenok or Il GepemenHocTH, npoTrekaBmield Ha (oHe
TOKcHKo3a | monoBuHBI, aHemuu. Poxbl B cpok 38 Henens;
Macca tena npu poxaenun 3180,0; orneHka mo mkaae Amnrap
9/100ammoB. B Bo3pacte 3-X MeCSIEB POJUTENN 3aMETHIN
3aJIep’)KKy ~ TEMIIOB MOTOPHOTO pa3BuTHsi (peOCHOK He
YAEpKUBaJ TOJIOBKY). B aTOM e Bo3pacte OBbUIO MPOBEICHO
HCT: TIBK 1-2 cT., cyOsnuHAeMaIbHbIe MICEBJOKUCTHI JIEBOTO
OOKOBOTO JKenmynouka. HeBposorom BBICTABIEH —JUAarHo3
«IOCNENCTBUS NepUHATATBHON IMIIOKCUYECKH - UIIEMUYeCKON
sHIe(DaAIONIATUH, CUHJIPOM JIBUTaTeNIbHBIX HapyIIeHHH». [0moBy
Havasl yhep:kuBaTb B 6 Mec., IepeBopauuBaThcd — B 8 Mec.,
cuneTh B 2 rona. B Bo3pacte 1 rona BeictaBnen auarnos JILIT.

MPT  rosoBHOro  MoO3ra: IPU3HAKUM  YMEPEHHBIX
MOCTTUMOKCUYECKUX ~ IIMO3HBIX  M3MEHEHHH B  mepu-
BEHTPHKY/SIPHBIX 30HaX Hoiymapuid Oosipiioro mosra. Kucra
MIPO3PaYHOM IEePEropOIKN.

ODI:  3aperucTpupoBaHa  MPOAODKEHHAs — DIUJIET-
TU(GOPMHAsE aKTUBHOCTH JU(Qy3HOro xapakrepa B BHIC
KOMIUIEKCOB OCTpas - MeJUIeHHas BOJHA U TOJUIHUK - BOJHA
BbIcOKON amrmutynsl 10 250-400 mkB. Ilomywaer nemaxkun-
xpoHocdepa 1o 250 mr 2 paza B I€Hb.

B HeBposormueckoM — cTaryce: CO3HaHME SICHOE.
[TponyKTHBHOMY KOHTAKTY HE JOCTYIIEH (I10 JMarHo3y 3a/iepiKKa

JlumeBoit momumopdu3m

TICUXO0-PEYEBOTO PA3BUTHS): OOpPAIICHHYIO Pedb HE MOHHUMACT,
WHCTPYKLMH HE BBINONHSAET. BHUMaHue HeycroiumBoe. Peub
He chopmupoBaHa. OKpy>KHOCTB TOIOBH 45,0 cM, OKPY>KHOCTB
rpynHO# Kietkn 52,0 cM.

OyHKIMSA YEpernHO-MO3TOBBIX HEPBOB: INIA3HBIC IIETIH,
3padku  paBHBI, (OTOpEaKnus 3padkoB JKUBas. B3mmin
¢duKcupyeT, 3a IPEIMETOM CIEIWT, CXOASIIEEcs KOCOIIasue,
TOPU3OHTAJIBHBIM HUCTarM B KpallHMX OTBeAeHMsAX. JIuno
CHUMMETpHYHOE. SI3BIK 10 cpemHel IWHHWH, MATKoe Hebo
MTOJBIDKHOE, TIIOTOYHBIHN pedIieKe )KUBOM.

MotopHoe pasBHTHE: KOHTPOJIb TOJIOBBI
YIOBJICTBOPUTENIBHBIN, II€PEBOPAYNBACTCS CaMOCTOSATEILHO,
B TOJIOKCHWH Ha JKMBOTE — ONOPA HA MPSAMbBIE PYKH, CHIHUT C
OTIOPOH, BCTAeT HA YCTBEPEHBKH, BCTACT W3 TOJOKEHHS CHS
C TOAJEPKKOHM, CTOUT y OHophl. XOOUT € MHOAJEPKKOHN 3a 1
PyKy, mupokas 6aza omopsl mpu xomsoe. [lmockoBamerycHas
ycraHoBKa cror. O0beM aKTUBHBIX ABHKEHHH B KOHEUHOCTAX
monabrii. Tomyc wpmn guddgysHo cHmkeH. CyXOXWIBHBIC
pednexkcsl  paBHOMEPHO  NOBBIMIEHB.  IlomoxkurenbHbIe
CTOMHBIE 3HAKHW C JABYX cTOpoH. KoopawHartopHble TpoOBI HE
BhInoHsAET. Hapymiena Menkas MoToprka pyk. B Teaenne Bcero
0CMOTpa HaOIIOAIOTCS MEPHOANYECKHE CTEPEOTUIINN B BUAE
TIOXJIOTIBIBAHUS B JIAIOIIIH.

IIpu ocmoTpe obOpamaeT Ha ceOs BHIMaHHUE: OITYIICHBI
Hapy)KHBIE  yIIBI  TWa3  (QaHTUMOHTOJNOWIHBIA  pas3pes),

THIIEPTEIOPU3M, AIHKAHT, HEKOTOpPHIA NTo3 BeK (poto 1A),
crnermduyeckas (popmMa HOCAa — C ONYIICHHBIM KOHYHKOM
U THUIOIUIA3MeH KPBUIBEB HOCA, HHU3KOMOCAKCHHBIC YIIHBIC
pakoBuHBI, MuKporHatus (¢oro 1B), HM3Kas TrpaHHWma pocTa
BOIIOC; crieruduyeckas popma mucTanpHOH ¢ananTy | manpies
— YKOpOYeHHasl, yIUIOMICHHAS U paciupernas (GpoTo 2).

: ,/_:/”" ‘}

®oto 2 ITanueHt A.
Crnennduueckas popma JUCTAIBHON

(hananru | manpma KucTu

IIpu obcnemoBanum y peOeHKa BBIABICHBI CIIETYIOIINE
CHH/IPOMBI: CHHZIPOM 3aJICPIKKN TICHXO0-PEYEBOTO
pasBUTHSA; CHHOPOM  3aJCpPXKKH  MOTOPHOIO  Pa3BHTH,
CHHJAPOM JIBUTQTCJIBHBIX HapylIeHWH (B BHJAC MBIIICYHOM
THIOTOHWHM);  aTaKTHMYEeCKHH  CHHAPOM;  MHO)XKCCTBCHHBIC
cturMbl am3dMmoOpuorenesa. [lo manasiM MPT oGnapyxeHBI
YMEpEeHHbIE MOCTTMIOKCHYSCKHE IVIMO3HBIE HW3MEHEHHS B
NEepHU-BEHTPHUKYIIAPHBIX 30HAX MONYLIapuil OOJIBIIOr0 MoO3ra.
Ha 33I' 3apeructpupoBana smmienTuopMHas aKTHBHOCTH
1 dy3HOro xapakTepa B BUIE KOMIUIEKCOB OCTpasi-MeIIeHHAS
BOJIHA U TOJIUITHK-BOJIHA.

IIpu stom onucanusle Ha MPT wu3MeHEHHsS HE MOTYT
MIPUBECTHU K (POPMUPOBAHHIO THITOTOHIMYECKOTO M aTAKTHYECKOTO
CHH/POMOB, T.€. aTOHNYECKH-aCTATHICCKON MM aTaKTHIECKON
¢opm HIII; crxopee nomkHa Obuta OBl Pa3BHTHCSA KapTHHA
cractudeckoit ¢opmer JUIT (mummerns). Pebenky BbICTaBiICH
TIPEATIONIOKHUTENBHBIN ANarHo3: SHIIe(anIonaTrus BCIIEACTBHE
MOHOTEHHOH TAaToJoruu — cuHApoM PyOmHIITeiHA-Teiibn B
BUJIE€ CHHIpPOMA [BHUTAaTCIbHBIX HAPYIICHWH, aTaKTHYECKOTO
CHHIPOMa, 3a/IeP’KKH TEMIIOB MOTOPHOTO Pa3BHUTHS, CHHIPOM
KOTHUTHBHON TUC(YHKINH.

PexomenoBaHa KOHCYJbTalWsl TEHETHKA. 3aKIIOYCHUE:
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MOHOTEHHas TaToJoTHs — CUHIpoM PyOunmreiina-Teiiou;
[OKa3aHO HaOIIOfCHUE IICHXMATpa, HEBPOJIOra, IEHETHKa;
CUMITOMaTHYeCKasi TePanust 1o MOoKa3aHUsM.

O6cyxpeHue

Ha Ham B3misa, NpUMEHEHHE arpecCMBHOW Tepanmuu
MHTEIJICKTYQIbHOH HEIOCTATOYHOCTH W 33JCPKKH TEMIIOB
MOTOPHOTO pa3BUTHS C HCHOJB30BAHHEM HOOTPONHBIX M
BA30aKTHBHBIX MPEMapaToB MpPEACTABISIETCS COMHUTEIBHBIM
n3-3a  HEJOCTaTOYHOTO  IOHWMAaHMS  MOJEKYISPHBIX U1
OMOXMMHUYECKMX MEXaHH3MOB pEaM3allii  KIMHHUYECKUX
MIpOsIBIICHUH CHHIpoMa PyOuaIITeliHA-Teii0n ¢ OMHOM CTOPOHBI
1 BO3MOXXKHOCTBIO TIPOBOKALIMH SMHUJIEITHUECKUX TPHUIAAKOB C
JIpYTrOH.

Crienyer OTMETHTb, YTO TIICHXOJIOTH XapaKTEPHU3YIOT
nmeteir ¢ CPT kak OMaromymiHbIX, APYKETIOOHBIX, OTKPBITHIX
JUIs OOIIEHUsI. YUHUTBIBast TOT (aKT, YTO 3TU JIETH OTIUYAIOTCS
TIOBBIIIEHHON BHYIIAEMOCTHIO, B OOJIBIIMHCTBE CIIy4aeB Y HUX
OKAa3bIBACTCS BO3MOXKHBIM C(HOPMHUPOBATH HOPMBI TTOBEICHUS,
COOTBETCTBYIOIIME IPUHATEIM B oOmecTse. Bmecte ¢ Tem
oOyuenne nereit ¢ CPT BO3MOXKHO JTaJIeKo HE BCETa M TOJIBKO
TIO CTICIHATIBHO a/IalITHPOBAHHBIM yUEOHBIM MPOTpaMMaM.

KUIIEYHBIX HApPYUICHUA U JIp.), CHMIITOMATUYECKAs TEparus
(HampuMep — MPOTHBOCYIAOPOXKHAs), PAIMOHAIBHOE MUTAHUE,
CHCTEMATHYECKUE 3aHITUS C JIOTONEIOM U OOydYeHHe o
WHIUBHIYAIbHBIM TPOrpaMMaM, a U3 (PU3MYECKUX METOJ0B
peadunuTanuu — Maccax U jeucOHast PU3KYIbTypa.

BbiBoabl

IlogBonmst wror, clnegyer OTMETHUTh, YTO MOHOTCHHBIE
3a00JIeBaHUSl  MPEACTABISIIOT  CEPhE3HYIO MpoliemMy  uis
JMarHOCTUKH B CHITY CIIEAYIOIINX NPUYHH: OTHOCHTEIILHO HU3KAsI
BCTPEYAEMOCTh B TIOMYJSIIMU M OTCYTCTBHE JANArHOCTHYECKON
HACTOPOJKEHHOCTH CPEAN Bpadei.

JlaHHBIN KIMHUYECKUH TPUMEP HAMIAIHO AEMOHCTPHPYET
BO3MOKHOCTh TEUCHHs CHHApoMa PyOumumreitna-Teitbn mon
MAacCKoO# pa3nmuIHbIX 3a00eBanwii, B ToM uncite u JJLI1. [Tpu atom
paHHSS AMArHOCTHKA 3TOTO CHHAPOMA IO3BOJISET JOCTOBEPHO
YTOUHHUTH MEMIIUHCKUI ¥ COIMATBHBIN IPOTHO3 /ISl HAllMEHTa,
1, 9TO CaMO€ TNIABHOE, OCYIIECTBUTH BO3ZMOKHYIO IPEHATAIBHYIO
JMAarHOCTHUKY C LIEJIBIO TIPEIOTBPAIIECHHS TOBTOPHOTO POXKICHHS
peOeHKa ¢ TEHETHUECKOH MaToNorHel B ceMbe OOIIBHOTO.

JTnyeckmne coodpaxeHus

[TucemenHoe MHMOPMUPOBAHHOE COTTIACHE OT POTUTEIICH

Haubomee ompaBmanueiM y gereit ¢ CPT saBmsercs . "
ManeHTa Uil MyOnmuKamuu 3ToM cratbu M (hotorpaduit

MPUMEHEHHE Tepaliu, HANPaBICHHOW HAa MPOPUIAKTHKY
OCIOXKHEHHMH  (MH(EKIHOHHBIX 3ab0NeBaHmii, sKkenygouyHo- —1OTYICHO.
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