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JIHATHOCTHKA TeHeTHYeCKWX HAPYIIeHHIl BCer/ia Mpe/ICTABIAET 3aTpyanenne. Pannee BhiABICHHEe CHHIPOMA AHTeTbMAHA OCTOK-
HACT CXOACTBO KJIMHHYCCKHX NPOABJICHHI ¢ APYTHMH 3200/1cBaHHAMH. B cTaThe NPeACTABICHO ONMCaHHE KIHHHYCCKHX MPOABICHHIH
CHHApPOMA AHTe/lbMaHa ¥ AeTell JUIA BhlAe/eHAA PAHHHX M XapPaKTepPHbIX KIHHHYECKHX npu3Hakos. [Ipu neeieaosanun naumenTos
BLISIBJIEHO, YTO HAC/EACTBENIbIH AHAMHE3 OTATOLIEN Y O/IHOTO NANHENTA, AKYIIePCKHil anamMie3 — y seex xenuun, Kinnngeckue
nposiB/ieHus Ae0i0THPOBAIH Y eTeil B paHHEM BO3PACTe, JIMIIbL ¥ OIHOIO NALMEHTA ¢ PokKAeHHs. Y BCeX AeTeil perHCTPHPOBAINCH
M3MEHENHs HA 2JIeKTPoInIe)aIorpaMMe H MATHHTHO-PE30HAHCHON TOMOTPAMME TOJIOBHOTO Mo3ra. TTaHenThl GbLIH KOHCYILTH-
poBaHbl reHeTHKOM. MH(OPMHPOBAHHOCTL MEIMIMHCKOr0 co00UIECTBA CNocoGCTBYET CBOCBPEMCHHOMY BBLIABICHHIO NPH3HAKOB
§0/1e3HM 1 YCTAHOBJIEHHIO AnarHosa. Yem panbiie OyAeT YCTAHOBIEH JHATHO3, TeM Bbillle WAHCH 0DECHEYHTL naumenTy dhdex-
THBHYIO0 NOMOIIIb.
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The diagnosis of genetic disorders is always difficult. Early detection of Angelman syndrome is complicated by the similarity of its clin-
ical manifestations with other diseases. The purpose of the study was to describe the clinical manifestations in children with Angelman
syndrome in order to identify early and characteristic clinical signs. In the study of patients, it was revealed that the hereditary history
was aggravated in one patient, the obstetric history — in all women. Clinical manifestations debuted in children at an early age, only
in one patient from birth. In all children, changes were recorded on the electroencephalogram and magnetic resonance imaging of the
brain. The patients were consulted by a geneticist. Awareness of the medical community contributes to the timely detection of signs
of the disease and the establishment of a diagnosis. The sooner the diagnosis is established, the higher the chances of providing the
patient with effective care.
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MHIpoM AHrensMaHa (Angelman syndrome; MKB

10 — Q93.5; OMIM: #105830) — peukoe reHe-
THYecKoe 3aloneBaHHe, KOTOpOe BbLI3BAHO [OTepei
yuactka 15qll.2—gl3 xpomocomnl |5, noayyeHHOi
oT Martepu. PacnpocTpaHeHHOCTb cocTaBiasieT | cayyait
Ha 10 000—20 000 HoBOpOXIEeHHBIX. TOYHBIX CTATHCTH-
YeCKMX JaHHBIX 0 YMciie GOJIBHBIX € JaHHBIM CHHIPO-
MoM Het [1]. 3abosieBaHue OGYC/IOBJICHO padIMYHBIMH
reHeTHYECKUMH MEXaHH3MaMM C Y4acTHEM XPOMOCOMBI
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15q11—13 mo THIy MaTepHHCKOM JeJIeLiMH, OTLIOBCKOM
JHCOMHH, ﬂetbcm‘a HMIIPUHTHHTA, TOYCYHBIX My’l‘il[[l‘l“
WK HeOoMBLIMX feeuunit B npenenax reHa UBE3A (2, 3].
UBE3A — onwvu n3 HeGOMbIIOM rPYIINbI FeHOB Yel0oBeKa,
CBA3AHHBIX C UMIPUHTHHIOM, T.€. MMEETCSl BbIPAXEH-
Hasl 3aBMCHMOCTb OT POXMTENLCKOTO TIPOMCXOXKIEHHA,
BbICOKasl TKaHeceuudpuynocts [2, 3|. [emeuwms storo
CErMEHTa B MaTePHUHCKON XPOMOCOME, KaK M OTLIOBCKas
aucomMus Mo Xpomocome |5 (koraa obe xpomocomsl 15
y MalHeHTa OT OTLa), NMPUBOIAT K CHHAPOMY AHTEIb-
MaHa [3]. B 1o Bpems Kak B GO/NbLUMHCTBE TKaHeH Bblpa-
KeHHoCTb sKcnpeccun UBE3A ¢ oboux ateneit oauHa-
KOBa, B FOJIOBHOM MO3I¢ aKTHBHA TOJILKO MaTepUHCKAs
kormus [3, 4]. B OGoabuMHCTBE CayYaeB CHHIpOMa
AHre/lbMaHa 3TH TEHCTHYCCKHME W3MCHCHHUS TPOHMCXO0-
JUAT, TIO BCEH BHAMMOCTH, CTIOPATUYECKH, HO TIPUMEPHO
B 3—5% cayuaes MoryT ObITh YHac/Ie10BaHsl [4].

[lepBbie MpU3HAKKU CHHAPOMA AHIe/IbMaHa MposiB/s-
I0TCSl B paHHEM BO3pacTe M XapakKTCPH3YIOTCA Hapyllie-
HUAMM B HEPBHO-TICUXMYECKOM M (PM3MYECKOM pa3BH-
THU. B uiMHMYeckoii KapTiHe 3a00/1eBaHNs OTMEYAIOTCH
CYIOpPOXXKHBIE TPHCTYIIBI, HapylIeHHe CHa, THIIePKH-
He3bl, OeCTIPHYMHHBIN cMeX, TMOTOMY MalMEHTH BCeraa
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PEKOMEHIALIMH 110 PAa3BHTHIO PEYH, YIYULICHUS HE OTME-
qaiu. B 3 rosa ycTaHOBJIEH IMATHO3: 3aePXKKa ICHXope-
4eBOoro pa3suThsa. HeBpo3 HaBsA3UHBLIX IBHIKEHHI.

MakcumanbHble MposABJICHUA 3aboneBaHus,
10 MHEHHIO POAMTE e, HabMIOIaTHCh B BO3pacTe 3 JIeT:
HEJIOBKOCTh TIATbLEB PYK, HEYCHIYHBOCTb, OTCYTCTBHE
KOHIIEHTPAalMKY BHUMAaHUsI, CKYAHBII CII0OBAapHBIH 3amac
(25—=30 cnos), maoxas NEpeHOCUMOCTb XKapbl (MpH-
X0 IOMOM, peOeHOK CHMMAN ¢ cedsA BCI ONEXIY).
[Tpy ocMoTpe HeBpoiora OTMedeHbl anddysHas runo-
TOHHs MBbIllIL, ATAKCHYeCKash MOXOAKA € IpPHIOLHA-
TBIMH TUIEYaMM M TIOJIYCOTHYTBIMHM B JIOKTEBBIX CYCTa-
Bax pyKamu (Kak MapvMoHeTKa — KYKJIa Ha KaHaTHKaXx,
«JIepraHHas»), THIePaKTHBHOCTD, YacThIH OecnpHYNH-
HbIH cMeX. U3 peHOTMIHYCCKMX NTPHU3HAKOB: 3a0CTPEH-
HBIH MoAOOPOIOK, MMPOKHUE MeK3YOHbBIC TIPOMEXYTKH,
FMMOINMIMEHTALHMA KOXH, CBETJIbIe BOJIOCHI H TIJl1a3a
(oyeHb MOX0X Ha oTua). [1bTaTNCh NocelaTh AeTCKH
cal, B CBA3H C TPYAHOCTBIO BbINOJHCHHUA nporpaMMmbl
nepelin HAd MHIWBHIYAJIBHBIE 3aHATHA C MElaro-
roM-1eeKToJ0TOM.

Kannndeckoe nabmogenve 2. Poaurenu nauMeHTa
B., 6 set, obpaTiiinch ¢ XanobaMu Ha 3alepxXxKy MCcH-
XopeueBoro pa3BuTHsi. M3 aHamHe3a Xu3HH: pebeHokK
OT MepBoi DepeMeHHOCTH OT BO3PACTHOI NMepBopoas e
(matepu 39 net, otuy 34 roxa), nporekaelueil Ha ¢one
AHEMHH M YTPO3bl HEBLIHALIMBAHUSA Ha cpoke 14—16 Hex.
Ponwmncs Ha 38-i1 menene recrauuu. M3 HacnencTBeH-
HOTO aHaMHe3a He YIAT0Ch NMOJAYYHUTh cBeAeHUH 00 oTle
peOcHKa, Tak Kak Opak He 3apericTpMpoBaH M BMC-
cTe He npoxupaid. 1o MarepuHCKOR JIMHHUM Hacien-
CTBEHHBIE M MCUXMYeCcKHe 3a00/IeBAHUS MaTh OTPHLIAA.
B mepBble MecsSIBl JKM3HH OTMEYAJIHCH YacTble Cpbl-
ruBaHmus. [TokasaTeqM HEPBHO-TICHXHUYECKOTO pa3BH-
THA: HaYal NMOIHUMATh M YIAepXKUBaTh rooBy B 3,5 Mmec,
cHieTs B 8 mec, xonuthb B 20 Mec. B ganbHeiiem oTMme-
yanack 3allepXKa pe4eBOro pa3BUTHA: K 3 rolaM ciiosap-
HBl# 3anac cocraensn 15—20 cnos, pebeHOK MCNOabL30-
BaJl MPeMMYLIECTBEHHO XeCTOBYIO peub. Mama obpaTuia
BHMMaHHe Ha 0COOEHHOCTh ABHXKEHHS PYKAMH «KpYTHT
KHCTH pYK», TATY peGeHKa K Mrpe ¢ BOJOH, OTCYTCTBUE
YCHIYMBOCTH, 4acThie MaJeHMs TPH Xonnbe, HEBHUMAa-
TEJILHOCTE, GeCIpUUYMHHBIN CMeX, KOPOTKHWI HOUHOM COH
¢ mpoOYXIeHUSIMH, CKJIOHHOCTD K 3anopaM. [1pu ocMo-
Tpe HEBPOJOrOM OTMEYAJIMCh HAPYLIEHWEe KOOPAHHALMH
M maneHus npu ObICTPO# Xoawpbe, crepeoTHnUM (MOBTO-
PAIOILMECS ABHAKEHHA B BHIE KPYUCHMs KUCTAMH PYK),
YyacThIH DeCcpHYHHHBII CMeX, TIpeobiagaHHue KecToBOH
peu, CUINEePaKTHBHOCTb, MPEHOTHIIMYECKNE TIpOsiBIic-
HMs: TIYOOKO MocaXeHHbIe 171233, BRICTYTAIIIAs Blepe/l
HIDKHSAA YeqiocTh. B XapakTepuCTHKe nejarora yKasaHo,
YTO He CIpaB/IAeTCA ¢ NPOrpaMMON AeTCKOro JOLUKOJIb-
Horo yupexaeHusi. B 3 roga ycTaHOBAGH AHArHos:
3a;epXKa rcuxopedeBoro paseutud. [locemanu saHATHA
B JIOTOTIEAMYECKOM Ipynie, y Helponcuxoiora — yiy4-
meHus He otMevanu. C 5 meT Habmogaics ¢ AHarHo3oM
CHHIPOM JiehUIIMTa BHUMAHWUS C TUTIEPAKTHBHOCTBIO.
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Knuandeckoe Hadmoaenne 3. IMTaumenTtka B., 2 roda
4 wmec. Kajobbl Ha HapylUeHHS TICHMXOpPEYeBOro pas-
BHUTHA, cynopord, npobieMa ¢ riotanwem. Poawnack
0T 4-ii BepeMEeHHOCTH (nepBblc 3 3aKOHYHMIMCH BBIKH-
NBIIIAMHK), TIPOTEKaBlLIeH Ha (OHE TKEIOoro recrosa,
OT MOJIOABIX M 3J0pOBBIX poadTesedl (Matepu 28 Jer,
otuy 30 net). Poasl myTeM Kecapesa ceyeHMsl Ha CpoOKe
recrauny 38 Hen. HacneacTBeHHBIH aHaMHe3 He OTHA-
romedH. C nepBbIX MeECSALUEB XKHM3HM HaOMOAANCH
CPLITMBAHMS, HAa4ana MOJHWUMAThL TONOBY JIMLIL B BO3-
pacte 6 Mec, cuaeth — ¢ 13 mec, B Bo3pacte 2 net 4 mec
CAMOCTOSITENTBHO HE XOHNMT, pedb OTCYTCTBYeT. B BO3-
pacrte 9 wmec TOCITUTAIU3UPOBAHA B TICANMATPUUECKOEC
OTAENEHHE ¢ OMArHO30M: OCTphIi Gponxut. PeGpuib-
Hble cynopord. BeimucaHa AOMO#H € BBI3IOPOBICHUCM.
Yepe3 HECKONBKO AHEN 00paTHIMCE K Bpady IO MecCTy
KUTEJIbCTBA C NMOBTOPAKUIMMHCA B TCHYCHHUE IHHA CYILO-
POXHBIMH COCTOAHHMAMH (NPHUCTYN CYAOPOT B BHIE
rmojepruBaHMil B JIEBOH pyKe, C MoTepeil CO3HaHMA,
3aKaTeIBaHHeM ria3). HampasjiieHa B HeBpOJIOrHYECKOe
OTAE/CHHE NETCKOH ropoicKoi GOJILHMLLI, [P BBIITH-
cKe ObUI BBICTaBNIEH OHATHO3: JETCKHUH LepebpanbHBIH
napaaud, aToOHW4YecKu-actaTHueckas opma. G40.0
Dnunencus QokanbHas ¢ BTOPHMYHON TeHepaau3alueil.
Ha anekrposHuedatorpamMe perucTpuposaiuck abHop-
MaTbHasi GMO3IEKTPHYECKas aKTHBHOCTD, BBIPAXEHHOE
3aMe/UIeHHE OCHOBHOM aKTHBHOCTH; 3NUIenTH(OpMHas
AKTUBHOCTH — Ha (DOHE BBICOKOAMIUIMTYIHOH MeJUTeH-
HOBOJTHOBOM 4KTHBHOCTH PEeTHCTPUpoBaTHCHE IH(dY3-
HblC MHK-BOJIHOBBIC KOMIUICKCH! YacToToit 2,5-5,8 Tir;
NpPeICTaBIeHHOCTb IMHK-BOJHOBOM aKTMBHOCTH BbIpa-
JKeHa Dosiblle Mo 3aThlIOYHbIM oTBeAeHHAM. [Tpu ocMmo-
Tpe BBLISBICHO: TUTOCKMH 3aTBUIOK C KAHABKOM, BBICYHY-
ThIN A3BIK, LIWPOKHH POT, CIIOHOTEYCHHE, KOCOIJIa3ue.
MpuieyHbIi TOHYC TU(Y3HO CHHXEH, CYXOXWIbHBIE
pﬁ(t)JICKCH C KOHEYHOCTeH IOBBIIICHDI, ATAKCHA.

Becem zeTsaM npoBoAWIHMCE JIeKTpodHUedanorpadu-
YEeCKHUH MOHHMTOPUHI U MArHMTHO-PC30HAHCHAs TOMO-
rpacdus rososHoro mosra. Ha anekrposnuedanorpamme
y MaunHeHToB A. U b. B OTCYTCTBHE IMHIECNCHH HMEIOCH
3aMe/UleHHe OCHOBHOM akTHBHOCTH. [IpH MarHMTHO-pe-
30HaHCHOM ToMorpaduy roJIoOBHOro Mo3ra y naitdeHra B.
OTPEJEISTUCH TEPUBEHTPHKY/ISPHBIEC HAapyLUIEeHHs B BUIE
YMEPEHHOTO CHHXKEHHA TUIOTHOCTH Oesloro BelllecTsa
BOKpYT GOKOBbIX JKe/YI04KOB, Y NaLHeHTOB A. 1 b. BblsB-
JleHa YMepeHHast IWIaTalMst IMKBOPHLIX CUCTEM.

KoHncynsraumss reHermka Oblla npoBeleHa BCEM
nmaureHTaM. CHHIpoOM AHreabMaHa (nmauueHTs A. 1 B.)
YCTaHOBJICH B COOTBCTCTBHMH C KIWMHHYCCKHMH KpPHTC-
pusiMH, paspabotaHHBIMM HayuyHO-KOHCYABTaTUBHBIM
komuteromM PoHna «CuHapom Axrensmanas (The ASF
Scientific Advisory Committee, ASF-SAC) [1, 2, 9, 10].
Y 2 pereit (nauveHToB A. M B.) AMarHo3 reHeTMueckM
MOATBEpXKIeH: BhiABAeHO MeTuaMposanue JIHK xpomo-
coMsl 15 B oBnactu 15q11—ql3. B caysae ¢ naurenToM b,
KOHCTAaTHPOBAHO OTCYTCTBHEC METH/IHPOBAHHOIO Marec-
PHHCKOTO ajuiesig MpoMoTopHo# obnactu reHa SNRPN.
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KaxyTcd OYeHb CYACTIHBBEIMH M TIO3WTHBHBIMH [1, 3].
Pazsute 3a00J/1€BaHMA CBS3BIBAIOT ¢ XPOMOCOMHBIMH
AHOMAJTMSIMH, a UIMEHHO: Ieflelusl perioHa 15q11.2—q13
XpPOMOCOMBI |5 MaTepUHCKOTO MporcxoxaeHus — Gonee
70% cnyuaaes; mytaums reHa UBE3A (nokyc 15q11.2),
DACTIONOXEHHOTO Ha XpoMocoMe 15, TIOMydeHHOH
ot MatepH, — 20—25% ciydaes; yHHIIApEHTAIBHAsSL THCO-
Mus perroHa 15q11.2—ql3 OTLOBCKOTO TPOMCXOXIE-
Hus — 5—7% cnydaes; gedexT ueHTpa HMIIPUHTHHIA —
okono 3% cnyuaes [2, 3]. U3BecTHO, YTO B XpOMOCOMax
15 Tonbko MaTepuHcKas amuienb reHa UBE3A ¢yHk-
IIMOHAJIBHO AKTMBHA W TOJBKO OHa 3KCIIPECCHUpPYeTCH
B rosjoBHOM Mmoare. Otuosckwmit reH UBE3A mousepra-
eTcsl (PYHKUMOHATEHOMY MONYaHHIO 3a CYET Mpollecca
AHTHCMBICTOBO TpaHckpumunu [2—4]. bonsuine aene-
unm 15q11—13, comepxamme ren UBE3A B MaTepuH-
CKOM aJUlefie, BLI3BIBAIOT HELOCTATOYHYIO MPOAYKLHIO
cTIeIMGHYHBIX U Hef{pOHOB TOJOBHOTO Mo3ra Oel-
koB Ube3a [4]. Dtw Genku (dhepMeHTHI) HEOOXOXUMEI
TS GYHKIIMOHHPOBAHUS CUCTEMBI YOMKBHTHH—TIPOTEA-
coMa, pery/Mpyioleil MHOTHE KJIETOYHBIE TIPOLIECCHI,
B YaCTHOCTH obecleuHBalollci Jerpalaluio U ycTpaHe-
HMe ToBpeXaeHHbIX GesikoB [5]. s MoOATBEPXKICHUS
IMATHO3a CHMHApPOMA AHTEIbMAHA MPOBOMMTCA MOJIEKY-
JISIPHO-TeHeTHYeCKoe CCeoBaHne: aHaIN3 METHIINPO-
panus JAHK xpomocomsl 15 B o6nactu 15q11—ql3 [3, 4].
B HopMe Y 3I0pOBEBIX JTIOJEN MeTIIMPOBaH MaTePHHCKHI
aJIJIeNTb ¥ HE METHJIMPOBAH OTLIOBCKMH ajlJieNIb B PETHOHE
15q11—ql3, 9To MOXHO OTIPEIETUTE C TTOMOLIBIO HCCTIE-
[OBaHWsI NPOMOTOpPHON oBiacTh TeHa SNRPN (maioro
SIePHOTO pUBOHYKJIEONPOTenHa mostkrenTuaa N) mytem
NolMMepa3Hoi LenHoit peakuny [6].

Kiuauyeckue TIposBJIeHWsI y IeTel € CHHIpOMa
AHrepMaHa BKIIOMA0T 003aTeNbHbIC CHMITTOMEI: BbIpa-
JKeHHas 3aJepkKKa TICMXMYECKOTO pa3BUTHS, PedeBhHIE
HAPYIIEHUS B BULE OTCYTCTBHA PEYH HIIH CKYJIHOTO Cllo-
BapHOTO 3allaca; BO3MOXHO HepepOanbHOe OOLIEHHE;
ATaKCHsl, TPEMOpP KOHeuHOocTeit; cnenuduueckue oco-
GeHHOCTH TMOBENEHMs (TMMEepPaKTUBHOCTL, CTEPEOTUITHI
B BUIE PA3MaxXWBAHHS PYKAMH); HACThIH OECTIPHIMHHBLI
cmex. Kpome Toro, K 4acTo BCTPEYAIOIIMMCST CHMITTOMAaM
OTHOCHT IMOCTHATAMBHYI0 MMKpoledannio, 3MHIETCHIO,
Takue  anekTposHuedarorpagudeckne  (HEHOMEHBI,
K4aK BBICOKOAMITUTHTYAHBIE pa3psilbl MeUTEHHBIX KOM-
IJIEKCOB OCTpasi—MeUIeHHasi BoJiHa ¢ yacTotoil 2-3 Iii,
YaCTO MPOBOIMPYEMBIE 3aKphiBaHue mias [1, 6—8]. Onu-
CaHbl TAKXKe NOTIONHHTEIbHBIE KIHHUYECKHE KPHUTEPHH:
TUTOCKHWI 3aTBUIOK ¢ KAHABKOM; BBICYHYTBIH A3BIK, MpH-
BOISIIMI K npobiieMaM MpH cCOcCaHUM M XKEBaHUM; CILIO-
HOTeYeHHe; IINPOKHH POT ¢ ITMPOKUMHM PeIKUMH 3yDaMu;
nporHatis (BLICTYNAIOLIAs BIIEPEA HMKHASA YeNOCTh);
KOcOmIasie; THIIOMUTMEHTallusl KOXH, CBET/IbIC BOJIOCH
1 T1a3a (TOJBKO B CIIy4ae AE/ICLIMH); YCHIICHHE CYX0XKW/b-
HEBIX pedIeKCOB C HOT; MPUIOIHATHIE TIEYH ¥ TIOTYCOoT-
HYTbIE B JIOKTEBBIX CYCTAaBaX PYKHM IIpH xoisbe; IU10Xas
MepeHOCHMOCTh AYIIHBIX MOMEIUEHIH; HapylleHHs CHa;
[TOBBIIIEHHOE BHUMAaHWE W IPUTSDKEHNE K BOJIE.
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Kypmaesa E.A. u coasm. KTHHMYECKHE NPOABIAEHNA CHHIPOMA AHTENbMAHA

BHelrHUH BHI JTIOAEH C CHHAPOMOM AHIejIbMaHa
XapaKTepH3YeTCsl YePETTHO-TMUEBbIM ¥ CKEJIETHBIM JNC-
MopdH3MOM: MHKpouedaiis, THIOMIasus CcpenHeH
YaCTH JIMLA, MyOOKO MocaXxeHHbIE [1a3a, BLICTYNAOLAs
BIIEpeI HIKHSS YeTIOCTD, IPOTPY3Hs A3BIKA (A3BIK BBICY-
HYT ¥ IIMPOKHIf), 320CTPEHHBII MOAOOPOIOK, LIHPOKHE
Mex3yOHble MPOMEXYTKM, 4acTo OJelHas KOXKa, CBET-
JIBIE BOJIOCEHI, TOJTYOBIE IJ1a3a, YKOPOUEHHUE CYXOXKIIIHIA,
CKOJIN03. Y DOJIBHBIX ¢ CHHIPOMOM AHTEIbMaHa 4acThl
BCTPEHAIOTCs COMATHYECKHE M BereTaTHBHBIE PacCTpOii-
CTBA, TAKHME KAK CKJIOHHOCTb K 3amopaM, NMHILEeBOAHBIA
pedmioke, auddy3Has TMIIOTOHMS MBIILILL, TUIOXasl Tiepe-
HOCHMOCTE Xapel. [IpM HEBPOJIOTHYECKOM OCMOTPE
BBIABIAIOTCSA CIISAYIOIIHE MPU3HAKH:

— Kocornasue, IM(GhY3IHO CHUXEHHBIH MBITLIEYHBIH
TOHYC, TIOBBILIEHUE CYXOXMIBHBIX peIeKCOB C KOHEY-
HOCTEM, aTaKCHs;

— yMepeHHas M TsDKejlasg 3aJepXKa MOTOPHOTO
M NICUXOPEYEBOTO PA3BUTHS,

— creuncryeckasn arakcHdyecKast ITOXOIKA:
KaK MapHOHETKA — KYKJIa Ha KaHaTHKaX, «lepraHHas».
Peskue IBHXeHHS PYKaMU MOMOTaloT YAepXHBaTh TeI0
B IIPOCTPAHCTBE, DalaHCHPOBATh;

— TMMNEepPKHHE3DI;

— CTepeoTHITNH — XApAKTEPHbl HEOOBIYHbIE JIISI 310~
POBBIX TIOBTOPSIOUIMECS IBUKEHHS B BHIE B3MaxOB PYK,
XJIOTAHBE B JIAJOIIHN, KPYYEHHS KUCTSIMM,

— HE3NMWIENTUIECKHIT MHOKIIOHYC — TOAEPrHUBAHUA
(B3IparMBaHMA) B KOHEYHOCTAX [6—8].

B cBsi3aM ¢ HeCNEeUMDHUYHOCTBIO NPOSBICHHUA NaH-
HOTO CHMH/IpOMAa JMarHo3 CTaBUTCH B BO3pacTe 3—7 JieT.
K sToMy BO3pacTy nposiBieHus 3a001eBaHNA CTAHOBSITCS
3aMeTHBI U IeTH HaOmomawTcs ¢ APYTHMH THATHO3aMH
(cHIpoM JedyuuuTa BHUMaHMA € TUIIEPaKTHBHOCTLIO,
JETCKHWHM llepeOpalbHBIN Mapaivy, SMMIETICHA, ayTH3M
W 1p.). B 3aBHCMMOCTH OT Xapakrepa TOBpeXIeHHi
XpOMOCOMEL 15 CMMIITOMBI BapbUPYIOT, OIHU MAaLMEeHThI
COLMATU3UPOBAHBI, JAPYTMEe HYXKIAKTCs B MOCTOAHHOM
TIOMOLLIH.

Kinanueckoe Habmoaenne 1. Poourenm naumenTa A.,
7 neT, obpaTWIKHCh IO MOBOAY BO3MOXHOCTH 00YYEeHMs
B obueobpasoBaTebHOM mKone. M3 aHaMHe3a KH3HH:
pebeHOK 0T BTOpOil DOepeMeHHOCTH, MpOTEKABLIEH
Ha ¢oHe rectosa B I TpuMectpe. Ponnl Ha 40-it Henene,
OT MOIOABIX 300POBBLIX poauTeneit (Matepu 29 net, oTLY
31 ron). HacneacTBeHHOCTh: Y MaTepH pebeHKa HMe-
ercs cBOIOHBIM Opar (obuias Mark), KOTOPBIH Haxo-
OUTCH B CIEUMATH3HPOBAHHOM TICUXOHEBPOIOTHYECKOM
WHTEpPHATE C JNarHo30M YMCTBEHHAs OTCTAIOCThb. DM~
nerncusi, abcaHcHasas ¢opMa, YCTAHOBJIEHHEIM B IECTH-
netHem Bospacte. [loka3atem HEPBHO-TICHXHYECKOIO
pasBUTHsl: Hayal TIOAHMMATb W YAEpXHBaTb TOJIOBY
¢ 4 Mec xu3HM, cuaeth ¢ 11 Mec, xonuTh ¢ 18 mMec, Hey-
BEpPEHHO, ¢ IIMpoKoi Ga3oit omopel. B 2 roma 10 mec
POOUTEIN OTMETIIIN, YTO Y pebeHKa OTCYTCTBYET Ipo-
rpecc B pedyeBOM Pa3BUTHH (K 2 TolaM cJI0BapHBIi 3anac
12—15 cnos). beum maHbpl Je4eOHO-KOPPEKIIMOHHBIE




AKyIllepcKHi aHaMHe3 OTATOLIEH Y BCeX XCeHIIWH,
HACJIEICTBEHHBIH aHAMHE3 — JIMIIE B OJHOM ciiydae. Bee
JIeTH TP POXICHWH HMeIH HOpMajlbHbie aHTpOMNOMe-
Tpuyeckue aaHHble. KiMHMuYeCKHe M3MeHeHust nebio-
THPOBAJIH B PAHHEM BO3pacTe, y OIHOTO maiueHTa (B.)
MpakTHYeCKH ¢ poxiaeHus. ITpM MarHHTHO-pe30HaHC-
HOIl Tomorpaduy BBISIBJIEHBI M3MEHEHMSI TOJIOBHOIO
MoO3ra, Ha 1eKTpoaHLedarorpaMmMe — 3MIIENTHHOPM-
Has aKTHBHOCTD 3aperucTpHpOBaHa TONBKO B OMHOM CITy-
yae. Bce nauneHTLl MOAyYalu CHMIITOMATHYECKYIO Tepa-
MHIO, 3aHUMAJINCE C JIOFOMNEA0M, MeAaroroM-aedeKrono-
roM, ToceiIany peabWIMTalMOHHBIN LIEHTP.

Takum obpa3oM, IHArHOCTHYECKHI TTpOLIeCC 3aTpyi-
HAETCA B CBA3H CO CXOXKECThIO KJIMHUYECKHUX TIPOABIE-
HWI cMHApoMa AHrelbMaHa ¢ 3aboneBaHMAMH HEPBHON
CHCTEMBI, HAC/IeJCTBEHHBIMH HapylIeHHAMH ob6MeHa
BELIECTB M PA3MYHbIMKM XPOMOCOMHBLIMM AHOMATUSAMH.
[MpobaeMy Takxe cocTapisieT Manas HHGOPMHpPOBaH-
HOCTB Bpa4ei o cuHapome AHreabMana. B pane cayvaes
MalMeHTsl HaOMI0AalTCA ¢ Pa3IMYHBIMH JIHArHO3aMH
Y HEBPOJIOTOB, AITHICIITOIOTOB, [ICUXMATPOB.

CBoeBpeMeHHOE BBIABICHHE CHHIpOMa AHTe/Ib-
MaHa TIO3BOJIMT  YBEJIWYUTH [UIAHCH TMALMEHTOB
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00y4alT poaHTEIeH OCBOCHHIO IeTEMHU ONpeaeNeHHBIX
HABBIKOB CaMOOOC/IYKMBAHUA W AaTbHEHILEH BO3ZMOX-
HOH cOLMaTH3aLHH.
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AnrensMaHa. [1pu nerkoit opme 3aboneBaHus y naum-
E€HTOB MMEETCs NOCTATOYHBIM CIOBAPHBIN 3amac M ypo-
BeHb caMokoHTposs [5]. KnnHuYeckue NMpU3HAKU CHH-
IpoMa AHTeJIbMaHa C BO3PACTOM MEHSIOTCH, H MOXHO
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