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JIMarHOCTHKA reHeTHYEeCKUX HAPYLIEHWIl BCErna NMpeACTABIseT 3aTpyaHenne. PaHHee BbIsBlIeHHEe CHHAPOMA AHTe/IbMAHA OCJIOXK-
HseT CXOJCTBO KJIMHMYECKUX NPOSBJIEHHI ¢ Apyrumu 3a0o/ieBanuamu. B craTbe npeacrasieHo onicaHue KIMHIYECKUX NPOSBIEHHUI
CHHIPOMA AHreJIbMaHA y JeTeil ISl BbIIEIeHHs PAHHUX H XaPAKTePHbIX KIMHIYECKUX NpU3HAKoB. I1py nccie oBaHuM NAMEHTOB
BBISIBJIEHO, YTO HACJIEICTBEHHBI aHAMHE3 OTATOILEH y O/THOTO MALMEHTa, aKyIePCKHil aHaMHe3 — Yy BceX KeHIuH. Kinnnyeckue
MPOSIBJIEHUS Ne0I0THPOBAJIHN Y JIeTeil B PAHHEM BO3pacTe, JIIIb Y OJHOTO MAMEHTA C POXKIeHUs. Y BceX JeTeil perncTPHPOBAINCH
H3MEHEeHHs] Ha JJIeKTPo3HIedasorpaMMe 1 MATHUTHO-PE30HAHCHON TOMOTpamMMe roJIOBHOTO Mo3ra. IlanmeHTsl ObLIH KOHCY/IBTH-
poBaHbl reHeTHKOM. VH(opMHPOBaHHOCTb MEIUIMHCKOrO COO0OLIECTBA CHOCOOCTBYET CBOEBPEMEHHOMY BBISIBJICHHIO NPH3HAKOB
00J1e3HH ¥ YCTAHOBJIEHUIO UarHo3a. Yem panblie OyneT YyCTAHOBJIEH JUATHO3, TEM BbIIE IAHCHI 00€CTIEYNTh MANMEHTY d(deK-
THBHYIO MIOMOIIb.
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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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uHapoMm AHreibmaHa (Angelman syndrome; MKDb
10 — Q93.5; OMIM: #105830) — penkoe reHe-
TUYECKOE 3a00jieBaHMe, KOTOPOE BbI3BAHO IMOTEPEeit
yuactka 15ql11.2—ql3 xpomocombl 15, mosydyeHHOI

15q11—13 1o Tury MaTepuHCKON Aeneluu, OTIOBCKOM
NUCOMUM, JedeKTa MMIPUHTUHTA, TOYEYHBIX MyTalMi
VUIM HeOOJTbIINX Iejieninit B mpenenax reHa UBE3A (2, 3].
UBE3A — onuH 13 HeOOJIbIIION TPYIITbl TEHOB YeJI0BeKa,

OT Martepu. PacripocTpaHeHHOCTh COCTaBisieT | cirydaii
Ha 10 000—20 000 HOBOpOXIEHHBIX. TOUHBIX CTATUCTH-
YECKUX NAaHHBIX O YHUCJIe OOJBbHBIX C JaHHBIM CUHIPO-
MoM Het [1]. 3abosieBaHuEe OOYCIOBJIEHO pPa3IUYHBIMU
TeHETUYECKUMM MEXaHU3MaMU C yJ4acTUEM XPOMOCOMBI
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CBSI3aHHBIX C UMIIPUHTHHTOM, T.6. MMEETCS BBbIpaXKeH-
Has 3aBUCUMOCTb OT POIUTEIBCKOTO TTPOUCXOKICHUSI,
BBICOKas TKaHecemupuaHocTh [2, 3]. Heneumums 3Toro
cerMeHTa B MaTEepPUHCKOM XpoMocoMe, KaK 1 OTIOBCKasT
IMCOMUS TIO XpoMocoMe 15 (korma obe XpoMocombl 15
y MaiyeHTa OT OTIa), MPUBOAIT K CUHIPOMY AHTEI]b-
maHa [3]. B To Bpems Kak B OOJIBIIIMHCTBE TKaHEeH BbIpa-
JKeHHOCTb 3kcrnpeccun UBE3A ¢ oboux amnesneil onuHa-
KOBa, B TOJJOBHOM MO3Te¢ aKTHMBHA TOJbKO MaTepUHCKasT
korust [3, 4]. B OonbIIMHCTBE ciy4yaeB CHHApOMa
AHTebMaHa 3TU TeHeTMYeCKUe W3MEHEHUS TPOUCXO-
IIAT, TI0 BCEW BUAMMOCTH, CIIOPAANIYEeCKH, HO TIPUMEPHO
B 3—5% ciy4aeB MOTYT OBITh YHACJIeTOBaHbI [4].

ITepBble TpU3HAKY CUHIPOMAa AHTeJIbMaHa MPOSBIISI-
J0TCS B paHHEM BO3pacTe M XapaKTepU3YIOTCS Hapylle-
HUSIMU B HEPBHO-TICUXUYECKOM U (DM3NUYECKOM pa3BU-
iU, B KiimHMUYecKoi KapTuHe 3a00JIeBAaHUST OTMEYAIOTCSI
CYIOpPOXHBIE TPUCTYITBI, HapyIIeHWe CHa, TUTEePKU-
He3bl, OECTIPUYMHHBIN CMeX, TTOTOMY TallMeHThl BCETIa
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KaxyTcsl OYeHb CUACTJIMBBIMU W TIO3UTUBHBIMU |1, 5].
PasButre 3a0ojieBaHMST CBSI3BIBAIOT C XPOMOCOMHBIMU
aHOMaJIMSIMM, a UMEHHO: aejenus pernona 15q11.2—ql3
XpPOMOCOMBI 15 MaTeprMHCKOTO MPOUCXOXKIEHUST — Oosiee
70% cnydaeB; mytaumsi reHa UBE3A (mokyc 15ql11.2),
pacriojloXKeHHOTO Ha XpoMocome 15, TioJy4eHHO#
ot Matepu, — 20—25% ciydaeB; yHUTIapeHTaIbHAST TUCO-
must permoHa 15q11.2—ql3 OTIHOBCKOro MpOMCXOXIe-
HUST — 5—7% cnydaeB; nedexT HeHTpa UMIPUHTUHTA —
okoJio 3% ciydaes [2, 3]. U3BecTHO, YTO B XpOMOCOMaXx
15 Tonbko MarepuHckas aienb reHa UBE3A dyHk-
LIMOHAJIBHO aKTWBHA M TOJIBKO OHA 3KCITPECCUPYETCS
B TojoBHOM Mo3re. OtuoBckuii reH UBE3A monsepra-
eTcsl (PyHKIIMOHATbHOMY MOJIYAHMIO 3a CUEeT Tpoliecca
aHTUCMBICIIOBOI TpaHckpumiu [2—4]. bonbiive nene-
o 15q11-13, comepxxamue ren UBE3A B MaTtepuH-
CKOM aJljiesie, BBI3bIBAIOT HENOCTATOYHYIO MPOMAYKIIMIO
CreM@UIHBIX 1T HEWpPOHOB TOJOBHOTO MO3ra Oej-
koB Ube3a [4]. Otu Genku (pepMeHTH) HEOOXOIUMBI
JIsT PYHKIIMOHUPOBAHUS CUCTEMBI YOMKBUTUH—ITPOTea-
coMa, pEeryJHpylolleii MHOTME KJIETOYHBIE TPOIIECCHI,
B YaCTHOCTM oOecreuMrBaolleil nerpaiainio U ycTpaHe-
HUE TIOBpeXAeHHBIX OenkoB [5]. st moaTBepxKiaeHMs
JIMarHOo3a CUHIpPOMa AHTe/IbMaHa TPOBOANTCS MOJEKY-
JIIPHO-TEHETUYECKOE MCClIeJIOBaHUe: aHaIn3 METUIMPO-
Banus JIHK xpomocowmnr 15 B oomactu 15q11—ql3 [3, 4].
B HOpMe y 3MOpOBBIX JIIOAEH METUTUPOBAH MaTepPUHCKUI
aJuTeTb U He METUJIMPOBAH OTLIOBCKUIA alljie]ib B peTHOHE
15q11—ql3, 9TO MOXHO OIPEACTUTD C TTOMOIIIBIO UCCIIE-
JIOBaHUST TIPOMOTOpHOI objactu reHa SNRPN (majnoro
sIIEpHOTO pUOOHYKJIeoNpoTenHa nourenTuaa N) myreM
MOJIUMEPA3HO LIEeIMHOM peakiuu [6].

KnuHudeckue TposiBIeHUST y OeTeid ¢ CUHApOMa
AHTeTbMaHa BKJIIOUAIOT 00s13aTeJIbHBIE CUMIITOMBI: BBIpa-
JKEHHasl 3aJepXKKa TICUXUYECKOTO pPa3BUTHUSI, pedeBbIe
HapyIIeHUsT B BUIE OTCYTCTBUS PEYU WA CKYTHOTO CJIO-
BapHOTro 3araca; BO3MOXHO HeBepOajbHOe OOIleHUE;
aTakChsl; TPEMOp KOHEYHOCTEH; Crenu(puIecKue 0co-
OEHHOCTM TOBeIEeHUST (TUITEPAaKTUBHOCTD, CTEPEOTUITIN
B BUJE pa3MaxWBaHUs PyKaMH); YacTbli OeCTIPUYUHHBINA
cmex. KpomMe Toro, K 4acTo BCTpeyarolnuMcs CUMITTOMaM
OTHOCSIT TIOCTHATaJIbHYI0 MMKpOLe(anio, SMUIETICHIO,
Takue  ayekTpoaHuedanorpapuyeckue  (peHOMEHBbI,
KaK BBICOKOAMIUTUTYIHBIE pa3psibl MEIEHHBIX KOM-
TUIEKCOB OCTpasi—MeJJIeHHasl BojiHa ¢ yactotoit 2—3 Iir,
4acTo MPOBOLMpPYeMble 3aKpbiBaHue a3 [1, 6—8]. Onu-
CaHBl TaKXe TOMOJHUTEIbHbIE KIMHUYECKUE KPUTEPUMU:
MJIOCKWIA 3aTBhIJIOK ¢ KaHAaBKOWM; BBICYHYTBIN SI3bIK, TIPHU-
BOISIIIMI K MpobJeMaM MpU COCAaHWUU U KeBaHUU; CITIO-
HOTeUYeHUE; IMUPOKUIA POT C IIMPOKUMU PEIKUMU 3y0aMu;
MpoTHATUsS (BBICTYMAIOIIAsl BIIEpEN HVDKHSIS JeJTIOCTh);
KocorJIa3ye; TUIMOMMUTMEHTAIINST KOXKM, CBETJIbIE BOJIOCHI
U 11a3a (TOJIbKO B ClTydae JIeIelnn); YCUJIEHUE CyXOXKUTb-
HBIX pe(IEKCOB ¢ HOT; MPUTTOIHSTHIE TUIEYX W TTOTYCOT-
HyTble B JIOKTEBBIX CyCTaBaX PYKHM TIPM XOAbOE; TIoXast
MePeHOCUMOCTD JYIIHBIX ITOMEIICHUIA; HapyIIeHUsI CHa;
MOBBIIIIEHHOE BHUMAaHWE U MIPUTSIKEHNE K BOJIE.
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BHewmrHuWii BUA TOmei ¢ CUHAPOMOM AHTeTbMaHa
XapaKTepu3yeTcsl YepermHO-TULEBBIM U CKEJIETHBIM JIUC-
MOpOU3MOM: MUKpoledanus, TUIOIIA3UsT CpeaHeit
YacTH JINIA, TIYOOKO MOocakeHHbBIE TJ1a3a, BLICTYITAoIast
BIIEpE HYKHSIS YETIOCTh, MPOTPY3US SI3bIKA (SI3BIK BBICY-
HYT M IIIMPOKUIT), 320CTPEHHBIN TTOA00POIOK, IUPOKHE
MeX3yOHbIe MPOMEXYTKM, 4acTO OJiefHasT KoXa, CBET-
JIbIe BOJIOCHI, TOJIyOBIE TJia3a, YKOPOYEeHUE CYXOXUJIUIA,
CKOJIMO03. Y OOJbHBIX C CUHIPOMOM AHTeJIbMaHa 4acThbl
BCTPEYAIOTCS COMAaTUYECKUE U BEreTaTUBHBIE PacCTPOii-
CTBa, TaKMe KaK CKJIOHHOCTb K 3aropam, MUIIEBOIHbBIIM
pedmmoke, auddy3Hass TUHITOTOHUS MBIIII, TIJIoXast rmepe-
HOCMMOCTh Kapbl. [IpyM HEBpPOJOTMYECKOM OCMOTpE
BBISIBJISIIOTCSI CIIEAYIOLINE TTPU3HAKY:

— Kocornasue, 1uddy3HO CHUKEHHBIN MBIIICUHBIH
TOHYC, TTOBBIIIEHNE CYXOXMIbHBIX pedIeKCOB ¢ KOHEU-
HOCTEM, aTakcus;

— yMepeHHass W TsoKenas 3alepXKa MOTOPHOTO
M TICUXOPEYEBOTO Pa3BUTHS;

— cneuuduyeckast aTakcuJeckast MTOXO/IKa:
KaK MapuoOHeTKa — KyKJia Ha KaHaTHUKaX, «IepraHHasi».
Peskue IBUKEeHUS pyKaMM MOMOTAIOT YAEPKUBATh TEJIO
B ITPOCTPAHCTBE, OaTaHCUPOBATh;,

— TUTIePKUHE3HI;

— CTEepPEOTUITUU — XapaKTePHbI HEOOBIYHBIE TS 3110~
POBBIX TIOBTOPSTIOIIMECS ABVMKEHUS B BUIE B3MaX0OB PYK,
XJIOTIaHbE B JIAJOIIN, KPYUYEHUST KUCTSIMU,

— HESMWIESNITUYECKU MUOKIIOHYC — TIOJEPTUBAHUS
(B3mparmBaHUs) B KOHEUHOCTSIX [6—8].

B cBs3u ¢ HecneM(UUHOCTHIO TPOSBICHUN HaH-
HOTO CMHIpOMa JAMArHo3 CTaBUTCS B Bo3pacTe 3—7 JeT.
K sTOMy BO3pacTy MposiBjicHUs 3a001eBaHUSI CTAHOBSITCS
3aMETHBI W JIETU HAOIIOAAI0TCS ¢ APYTUMU IUArHO3aMK
(cuHapOoM AedwIMTa BHUMAHMS C TUIEPAKTUBHOCThIO,
JNETCKUI 1epeOpadbHbIA Tapaud, STMUJICTICUSI, ayTU3M
u 1p.). B 3aBucMMocTM OT XapakTepa TOBPEXICHUIA
XPOMOCOMBI 15 CUMIITOMBI BapbUPYIOT, OTHU TAIIMEHTHI
COLIMAJIM3MPOBAHBI, OPYIME HYXIAIOTCA B TMOCTOSTHHOW
TTOMOIIIH.

Knunnyeckoe Hadmoaenue 1. Pogurenu nmanyenTa A.,
7 JieT, o0paTUIMCh MO MOBOAY BO3MOXHOCTU OOYyUYEHMSI
B 0o01IeoOpa3oBaTeIbHOI 1IKoJIe. M3 anamMHe3a XU3HU:
peOEHOK OT BTOpPOW OEpeMEHHOCTH, IIPOTEeKaBIICi
Ha ¢doHe recro3a B I tpumectpe. Ponsl Ha 40-ii Henene,
OT MOJIOABIX 3MOPOBBIX poauTeneil (Matepu 29 JeT, oTIy
31 rom). HacnencTBeHHOCTh: y Marepu pebeHKa HMme-
eTcsl CBOJIHBIM OpaT (oOmias Marb), KOTOPBIM Haxo-
JIATCS B CTIEIIUATU3UPOBAHHOM TICUXOHEBPOJIOTHUYECKOM
WHTEpHATe ¢ AMarHO30M YMCTBEHHAasl OTCTAJIOCTh. DI~
Jiericusi, abcaHcHasi popma, YCTAaHOBJIIGHHBIM B IIECTH-
JleTHeM BoapacTe. [lokasaTelln HEpPBHO-TICUXMYECKOTO
pa3BUTHS: HayaJl TIOOAHMMATh W YIEPXWBATb TOJIOBY
¢ 4 mec xu3Hu, cuneth ¢ 11 mec, xonuts ¢ 18 mec, Hey-
BEpEeHHO, C IMUpoKoi 06a3oit oropel. B 2 roma 10 mec
POIUTENIM OTMETWIIM, YTO Y pebeHKa OTCYTCTBYET IMPO-
rpecc B pe4eBOM pa3BUTHHM (K 2 TOIaM CJIOBapHBIN 3armac
12—15 cnoB). Bbuin naHbl J1e4eOHO-KOPPEKIIMOHHbBIE
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PEKOMEHIAINY TT0 Pa3BUTHIO PEYU, YITYUIIEHUSI HE OTMe-
yaiu. B 3 roma ycTaHOBJIEH IUArHo3: 3ajiepkKa Imcuxope-
4eBOTO pa3BuTus. HeBpo3 HaBSI3UMBBIX ABUKEHUIA.

MaxkcuManbHbIe MPOSIBIICHUS 3a00J1eBaHMs,
10 MHEHUIO pOINTENei, HaOII0nauCh B BO3pacTe 3 JIeT:
HEJIOBKOCTh MaIblieB PYK, HEYCUIIUBOCTh, OTCYTCTBUE
KOHIIEHTpAllM BHUMaHWSI, CKYJIHBIN CIIOBapHBII 3amac
(25—30 cnoB), rioxass MEPEeHOCUMOCTb Xapbl (MpU-
XOJisl TOMOM, peOeHOK CHUMaJ ¢ ce0sl BCIO ONEXIY).
ITpu ocMoTpe HeBpoJioTa OTMEYeHBI Tuddy3Hass THITO-
TOHUST MBIIII, aTaKCUJecKas ITOXOAKa C TIPUTIOIHS -
TBIMM TUIEYAaMHM W TIOJIYCOTHYTHIMU B JIOKTEBBIX CyCTa-
BaX pyKamu (Kak MapuMOHeTKa — KyKJia Ha KaHaTWKax,
«JIepraHHas»), TUTIePaKTUBHOCTDb, YaCThlii OeCTIPUYNH-
HBI cMeX. M3 peHOTUTTMYeCKUX TTPU3HAKOB: 3a0CTPEH-
HBIN TTOAO0POAOK, IUPOKUE MeXK3yOHBbIE TTPOMEKYTKH,
TUTIOMTUTMEHTALINST KOXMW, CBETJIBbIE BOJOCHI W TJjasa
(oyeHb Moxox Ha otua). [IeITanuch mocemars AETCKUR
cajl, B CBSI3U C TPYAHOCTHIO BBIMOJHEHUSI TTPOTPAMMBI
Mepelyii Ha WHAWBMAyaJbHBIE 3aHSATUS C TIeIaro-
roM-/1e(heKTOJIOTOM.

Knunnueckoe Ha0momenne 2. Pomurtenu mamueHTa
B., 6 net, obpaTHIKCh ¢ XajlobaMu Ha 3aJepXKKy TCH-
XopeuyeBoro pasButusi. M3 aHamHe3a XKM3HU: pPeOEHOK
OT TIepBOT GepeMEHHOCTH OT BO3PACTHOM MePBOPOISIIEH
(marepu 39 net, oty 34 roma), rpoTekaslieil Ha (oHe
aHEeMUU 1 yTpo3bl HeBBIHAIIMBAHUS Ha cpoke 14—16 Hep.
Ponuncs Ha 38-i1 Henmene recraumu. M3 HaciaencrBeH-
HOTO aHaAMHe3a He yIaJIoCh MOJYYUTh CBEIEHUI 00 OTIIe
pebeHKa, Tak Kak Opak He 3aperMCTpMpOBaH U BMe-
cte He mpoxkuBaiau. [To MaTepUHCKOW JIMHUU HACIIEI-
CTBEHHBIE U MCUXWYECKUE 3a00IeBaHUSI MaTh OTpUIIaja.
B mepBble MecAlLBl XKU3HU OTMEUYAIMCh YacThle CpbI-
ruBaHus. [lokasaTenn HEPBHO-TICUXUYECKOTO pa3BU-
THS: HavyaJ TTOAHUMATh M YIepK1UBaTh TOJIOBY B 3,5 Mec,
cuzneTh B 8 Mec, xonuth B 20 Mec. B manmbHeieM oTMe-
Yajiach 3aepKKa peueBOro pa3BUTHS: K 3 TojaM CJIoBap-
HBII 3amac coctaBistit 15—20 cioB, peOEHOK MCIIOIb30-
BaJl IPENMYIIIECTBEHHO XeCTOBYIO peub. MaMa obpaTuiia
BHUMaHHWe Ha OCOOEHHOCTDH JBWXKEHUS PYKAMU «KPYTHUT
KUCTU PYK», TATY pebeHKa K UTpe ¢ BOAOM, OTCYTCTBUE
VCUIYMBOCTH, YacCThble TafieHUsI MPU XOIbOe, HeBHUMA-
TETbHOCTh, OECTIPUYMHHBIN CMeX, KOPOTKUIT HOUHOW COH
¢ MPOOYXIeHUSIMU, CKIIOHHOCTD K 3aropaMm. [1pu ocmMo-
Tpe HEBPOJIOTOM OTMEYaINCh HapylleHre KOOPIUHAIIUK
U TIafieHUsI TIpU OBICTPOIT XOAbOE, CTEPEOTUTTUH (ITOBTO-
pSAIOIIMECST ABVKEHUS B BUIE KPYUYEHHS] KUCTSIMU PYK),
YyacThlii OECTIPUUMHHBIN cMeX, TIpeobiafaHue KeCTOBOM
peuu, TUTIepaKTUBHOCTh. MeHOTUTTMYECKUE TMPOSIBIIE-
HUST: TIIyOOKO TTOcaXkeHHBIE TIa3a, BBICTyMAaloast BIiepe
HVDKHSTSL 9eJTIoCTh. B XapakTepucTuKe Tiearora yka3aHo,
YTO HE CHPAaBIISIETCS ¢ TTPOrPAMMOIA TIETCKOTO JTOIITKOJb-
HOTO yupexaeHus. B 3 roma ycTaHOBJIEH aMarHo3:
3aliepKKa TICuXopeyeBoro pa3sutus. [Tocemany 3aHITUST
B JIOTOMEINYECKOI TPYIINe, Y HeMpOoIcuxojaora — yiyd-
meHust He otMevanu. C 5 et Habonancs ¢ IMarHo3oM
CUHIIPOM AedUIINTa BHUMAHUS C TUTIEPAKTUBHOCTHIO.

B MOMOLLIb TPAKTUHYECKOMY BPAYY

Kmunnyeckoe Haomonenne 3. ITamuentka B., 2 roaa
4 mec. KayjoObl Ha HapylIeHUsI TICMXOPEYeBOTO pas-
BUTHSI, CyIOpOru, Tipobysiema ¢ riotaHueM. Pomunach
oT 4-ii 6epeMeHHOCTH (TIepBble 3 3aKOHUYMJIMCh BBIKM-
NbIIaMu), TIpoTeKaBlleld Ha (poHE TSXKEJIOoro Trecrosa,
OT MOJIOABIX M 370POBBIX poauTeneit (matepu 28 Jer,
oty 30 net). Ponbl myTeM KecapeBa CEYEHMsI Ha CPOKe
rectauuu 38 Hen. HacnemcTBeHHBI aHaMHE3 HE OTsI-
romeH. C mepBbIX MecsleB KW3HU HaOJI01aIucCh
CPBITMBAaHUS, Havyaja MOJHUMATh TOJIOBY JIMIIb B BO3-
pacte 6 Mec, cunmetbh — ¢ 13 Mec, B Bo3pacTe 2 JeT 4 Mec
CaMOCTOSITEIbHO HE XOAUT, pedb OTCYTCTBYeT. B BO3-
pacte 9 Mec TOCMUTATM3UPOBaHA B TeAMATPUIECKOE
OTIeIeHNe C JUArHO30M: OCTpbI OpOoHXUT. DedpuTh-
HbIe cynoporu. BuimucaHa moMoii C BbI3IOPOBIEHUEM.
Yepes3 HECKOJIBKO JHEH 00paTWiIMCh K Bpady MO MecTy
JKATETBCTBA C TIOBTOPSTIOIIMMUCS B TeUEHUE JHS CYHO-
POXHBIMU COCTOSTHUSIMU  (TIPUCTYIT CYIOpPOr B BUIE
MoAepruBaHUil B JIEBO pyKe, C TOTEpeil CO3HaHWUSI,
3aKaTbIBaHMEM T1a3). HampaBieHa B HEBPOJOrMYECKOE
OT/eJIeHUe JIeTCKON TOpPOACKONM OOJILHUIIBI, TIPU BbITIU-
CKe OB BBICTABJIEH OUArHO3: JETCKU liepeOpabHbIi
napajvy, aroHuW4ecku-acratmyeckas ¢opma. G40.0
Drmnencust GokaabHas ¢ BTOPUYHON TeHepaan3auei.
Ha snextposHiieanrorpamMme perucTprupoBaiuch abOHOP-
MaJibHasi OMO3JIEKTpUYeCcKash aKTUBHOCTD, BBIPaKEHHOE
3aMeIJIcHe OCHOBHOM aKTUBHOCTH; SITMJIECTITU(OPMHAST
aKTUBHOCTb — Ha (DOHE BBICOKOAMIUIUTYJIHON MeJIeH-
HOBOJTHOBOI aKTUBHOCTU PETUCTPUPOBAINCH AUDGDY3-
HBIe TMMK-BOJIHOBBIE KOMILIEKCHI YacTtoToi 2,5—5,8 Ii;
MpeACTaBIeHHOCTh TMHUK-BOJHOBOM aKTUBHOCTH BbIpa-
JKeHa OOJIbIIe MO 3aThIJIOYHBIM OTBeeHUsM. [Tpu ocMo-
Tpe BBISIBJIEHO: TIJIOCKUI 3aTBIJIOK ¢ KaHABKO, BHICYHY-
TBIN SI3BIK, IIUPOKUIN POT, CIAIOHOTEYEHNE, KOCOTJIA3ne.
MpbitieuyHbIi TOHYC TUMDEOY3HO CHUKEH, CYXOXWIbHbIE
pedIeKChl ¢ KOHEYHOCTEM MOBBIIIIEHBI, aTAKCHS.

Bcem meTsMm mpoBooMiIMCh 3JeKTpodHIEedanorpadu-
YECKMII MOHUTOPWUHT M MAarHUTHO-PE30HaHCHasi TOMO-
rpacdusi rojoBHoro mosra. Ha anekTposHuiedanorpamme
y maiueHToB A. 1 b. B OTCyTCTBUE 3MUJIETICMN UMEIOCh
3aMeTeHre OCHOBHOM aKTMBHOCTU. [Ipy MarHUTHO-pe-
30HAHCHOI ToMorpadui roJIOBHOIO Mo3ra y raineHTa B.
OTPEIEIISITUCH TIEPUBEHTPUKYIISIPHBIE HAPYIIIEHUST B BUIE
YMEPEHHOTO CHUWXEHHUSI TIJIOTHOCTU OeJloro BellecTBa
BOKPYT OOKOBBIX JKeJTYIOYKOB, Y TTALIMEHTOB A. 1 b. BbIsSIB-
JIeHa yMepeHHasl TilaTalysi TUKBOPHBIX CUCTEM.

KoHcynbranus reHeTMka Oblla TpoOBeleHa BCeM
naiueHtaM. CuHapom AHreiabMmaHa (mauueHTsl A. u B.)
YCTAHOBJIEH B COOTBETCTBUM C KIMHUYECKUMU KpHUTE-
pusiMu, paspaboTaHHBIMM HaydHO-KOHCYJIBTATUBHBIM
komuteToM PoHpa «CuHapom AnreiabmaHa» (The ASF
Scientific Advisory Committee, ASF-SAC) [1, 2, 9, 10].
V 2 nereit (mamumeHTOB A. 1 B.) n1marHo3 reHeTHyecku
noaTBepXKaeH: BbisiBieHo MetuarpoBaHue JJHK xpomo-
combl 15 B obmactu 15q11—ql3. B ciyuae ¢ maiimeHTom b.
KOHCTAaTUPOBAHO OTCYTCTBUE METUJIMPOBAHHOTO Mare-
PUHCKOTO aJijiesisl TPOMOTOpHO# obact reHa SNRPN.
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AKyIlIepCKUii aHaMHe3 OTSTOIlEeH y BCEeX XEHIIWH,
HacJIeICTBEHHbII aHaMHe3 — JIMIIb B OMHOM ciiyyae. Bee
JIETU TIPU POXAECHUU MMEM HOpMaJbHble aHTPOIIOMe-
Tpuyeckre naHHble. KiMHWYecKne M3MeHeHUs ae6lo-
TUPOBAJIM B paHHEM BO3pacTe, y ofaHoro nauueHra (B.)
MPaKTUIEeCKU ¢ poxaeHus. [Ipu MarHUTHO-pe30HaHC-
HOIl ToMorpaduu BBISBIEHBI M3MEHEHUsI TOJIOBHOTO
MO3ra, Ha 3JIeKTpoaHuedaniorpaMme — anuientTudopm-
Hasl aKTUBHOCTb 3apETUCTPUPOBAaHA TOJIEKO B OJHOM CITy-
yae. Bce malmeHThI ToTydaan CUMITTOMaTUYeCKYIO Tepa-
MU0, 3aHUMAJIMCh C JIOTOTIEIOM, TIeIarOoroM-ae(deKTo0-
TOM, TTOCEIIAIN PeaOVIMTALIMOHHBIN LIEHTP.

Takum oOpa3oM, TMarHOCTUUECKUI TIPOIIECC 3aTpy/-
HSIETCST B CBSI3W CO CXOXECTBIO KIMHUYECKHX TPOSIBIIE-
HUI cMHApOMa AHTeJbMaHa ¢ 3a00J1eBaHUSIMUA HEPBHOM
CHUCTEMBI, HACJEICTBEHHBIMU HapyIIeHUSIMU OOMeHa
BEILECTB U Pa3TUYHBIMU XPOMOCOMHBIMU aHOMAJTUSIMH.
ITpobneMy TakxKe cocTaBisieT Manasi MHGOPMHUPOBAH-
HOCTh Bpaueit o cuHapoMme AHresibMaHa. B psine ciydyaen
MalMeHThl HaOMIoJAloTC C Pa3IuYHBIMU JAUArHO3aMU
Y HEBPOJIOTOB, MUJIETITOJIOTOB, TICUXUATPOB.

CBoeBpeMeHHOE BBISIBJIEHUE CHHAPOMAa AHTETb-
MaHa TIO3BOJIUT YBEJIWYUTh IaHCHl MAllMEHTOB

JINTEPATYPA (REFERENCES)

1. Topuxanosa 3.K., Huxonaesa E.A., bouenxoe C.B., beaoyco-
6a E.JI. AHanu3 KIMHUYECKUX TIPOSIBICHUN CUHApPOMa AH-
reJbMaHa y aeteil. Poccuiickuii BECTHMK MEepUHATONIOTUN
u neauatpun 2021; 66(6): 63—70. [Gorchkhanova Z.K., Niko-
laeva E.A., Bochenkov S.V., Belousova E.D. Analysis of clini-
cal manifestations of Angelman syndrome in children. Ros-
siyskiy Vestnik Perinatologii i Pediatrii 2021; 66(6): 63—70.
(in Russ.)] DOI: 10.21508/1027—4065—2021—66—6—63—70

2. Baker E.K., Butler M.G., Hartin S.N., Ling L., Bui M., Fran-
cis D. et al. Relationships between UBE3A and SNORD116
expression and features of autism in chromosome 15 im-
printing disorders. Transl Psychiatry 2020; 10(1): 362. DOI:
10.1038/s41398—020—01034—7

3. Khatri N.,, Man H.Y. The Autism and Angelman Syndrome
Protein Ube3A/E6AP: The Gene, E3 Ligase Ubiquitination
Targets and Neurobiological Functions. Front Mol Neurosci
2019; 12: 109. DOI: 10.3389/fnmol.2019.00109

4. Meng L., Person R.E., Beaudet A.L. Ube3a-ATS is an atypi-
cal RNA polymerase Il transcript that represses the paternal
expression of Ube3a. Hum Mol Genet 2012; 21(13): 3001—
3012. DOI: 10.1093/hmg/dds130

5. Muponoe M.b., Myxun K. IO., Kysuna H.IO., boposuxos K.C.,
lToesa U.A., Kpacurvwukosa T.M. u dp. CuHapom AHTeTbMa-
Ha. Knuanueckuii ciayvaii. Pycckuii sKypHail A€ TCKOi HEBpO-
sioruu 2009; 1(4): 52—62. [ Mironov M.B., Muhin K. Yu., Kuzi-
na N.Yu., Borovikov K.S., Goeva I.A., Krasil’shhikova T.M.
et al. Angelman syndrome. A case report. Russkii zhurnal
detskoi nevrologii 2009; 1(4): 52—62. (in Russ.)]

IMocrynuna: 14.06.22

Kougpauxm unmepecos:

Asmopbl danHoll cmambu NOOMeepoULU OMCymcmeaue KoH-
aukma unmepecos u YUHaAHCcO80U NOOOEPIHCKU, 0 KOMOPbIX
Heobxodumo coobuyums.

Kypmaesa E.A. u coaem. KinuHnueckue nposiBIeHUs CMHApoMa AHreJibMaHa

Ha 3¢dekTuBHYI0 TIOMOIIb. B HacTosiee Bpems
He CYIIECTBYET IMaTOreHEeTUYeCKO Teparuu, O00JIbHbIC
noJiyyaloT cuMIITOMaThuueckoe jeyeHue. OpraHu3auus
MOMOIIM TIpenrnojaraeT COCTaBIeHUE WHAWMBUIYallb-
HOTO IUlaHa JieueOHO-peadUINTAIIMOHHBIX MEPOTIPUSI-
TUI B 3aBUCUMOCTHU OT TSIKECTU KJIMHUYECKUX MPOSIB-
sneHuii. CrieMaarucThl 0 KOPPEKIIMOHHOM Te1arornke
00yJaroT poauTesieil OCBOCHUIO IEThbMU OMPEIeICHHBIX
HaBBIKOB CaMOOOCTY>KMBaHUSI U JaJTbHENIIEH BO3MOX-
HOW colMann3annm.

TTporHo3 3aBUCHUT OT TSKECTH CUMIITTOMOB CMHIpOMa
AnrenpMmana. [1pu nerkoit ¢popme 3a0osieBaHUS y AL~
€HTOB MMEETCS JIOCTaTOYHbIN CJIIOBapHBIN 3armac U ypo-
BeHb caMOKOHTpoJis [5]. KnuHuueckue mpusHaku CHUH-
npoMa AHrelibMaHa C BO3pACTOM MEHSIIOTCSI, U MOXHO
HaOMONaTh YJIYYIIEHUE MO HEKOTOPHIM ITOKa3aTeJIsiM.
OO0111ee COCTOSIHME 3I0POBbSI TOCTATOYHO XOpoliee, po-
TIOJKUTEIbHOCTD XKM3HU CPETHSIS.

PaHHss1 nuarHocTrKa B HACTOSIIIIEe BpeMsl aKTyallbHa
B CBSI3M C MHTEHCUBHBIMU U3bICKAHUSIMU B 00JIACTU T€H-
Holt Tepanuu. [loHumanue umrnpuHTUHTa TeHa UBE3A
OTKPBIBAET MYTh K 3TUOJOTMYECKOMY JICYEHUIO TTallieH-
TOB ¢ cMHApOoMOM AHrenbMaHa [9, 10].

6. Muxaiinosa H.B., Casunoé C.B., Axuypuna 4.E., Abedumo-
6a P.A., bondapesa U.B. CuHapoM AHresibMaHa KaK UJLTIOCTpa-
s aubdepeHIMPOBaHHOTO MOAX0a K IMarHOCTUKE MTPUYMH
ayTu3Ma, 3afepKKHU ncuxoMoTopHoro pa3sutus u JILIIT. Heii-
poxupyprusi 1 HeBposorust Kaszaxcrana 2017; 1(46): 60—63
| Mihajlova N.V., Savinov S.V., Akchurina Ja.E., Abedimova R.A.,
Bondareva 1.V. Angelman syndrome as an illustration of a dif-
ferentiated approach to the diagnosis of the causes of autism,
delayed psychomotor development and cerebral palsy. Neirokh-
irurgiya i nevrologiya Kazahstana 2017; 1(46): 60—63. (in Russ.)]

7. Debopam S. Epilepsy in Angelman syndrome: A scoping re-
view. Brain Dev 2021; 43(1): 32—44. DOI: 10.1016/j.brain-
dev.2020.08.014

8. Aghakhanyan G., Bonanni P., Randazzo G., Nappi S., Tessa-
rotto F., De Martin L. et al. From Cortical and Subcortical Grey
Matter Abnormalities to Neurobehavioral Phenotype of Angel-
man Syndrome: A Voxel-Based Morphometry Study. PLoS One
2016; 11(9): 0162817. DOI: 10.1371/journal.pone.0162817

9. Txsagkaris C., Papakosta V., Miranda A.V., Zacharopoulou L.,
Danilchenko V., Matiashova L., Dhar A. Gene Therapy for
Angelman Syndrome: Contemporary Approaches and Future
Endeavors. Curr Gene Ther 2020; 19(6): 359—366. DOI: 10.2
174/1566523220666200107151025

10. Baloghova N., Lidak T., Cermak L. Ubiquitin Ligases In-
volved in the Regulation of Wnt, TGF-f, and Notch Signaling
Pathways and Their Roles in Mouse Development and Ho-
meostasis. Genes (Basel) 2019; 10(10): 815. DOI: 10.3390/
genes10100815

Received on: 2022.06.14
Conflict of interest:

The authors of this article confirmed the lack of conflict
of interest and financial support, which should be reported.

POCCUVCKWIA BECTHUK MEPUHATOJIONMN U MNEANATPUM, 2022; 67:(5)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2022; 67.(5)

219




