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CMHAPOM AHTFENIbMAHA KAK UANTHOCTPALMNA ANDPDEPEHUMNPOBAHHOIO
noaxoaA K AUArHOCTUKE MPUYUNH AYTUSMA, 3AAEPXKKUA
NCNXOMOTOPHOIO PASBUTUA U ALLN

MHozue 3abos1e8aHUA UMEOM 2eHemu4ecKyro npupody, KOmopas MOXxem 6apbUupo8ame om MUHUMGA/bHbIX Mymayul e

o0Hom eeHe /IHK 0o xpomocoMHbix aHomManud.

Yacme u3 Hux Hacredyemcs om podumesieli, HO 8ce20a umeemcs puck CNOHMAHHO20 NOABEHUA Mymayuu.

CUHapOM AHzeneMaHa omHocumca K epynne HacnedcmeeHHelx 3a60o1eeaHull,

komopoe npedcmassisem coboli

paccmpolicmeo paszeumusi HepeHol CUCMeMbl, OCHOBHbIMU 0COOEHHOCMAMU AB/AOMCA UHMe/IeKMyabHsIl depuyum,
omcymcmaue peyu, cydopoau U nosedeH4eckue UMeHeHUs (npucmynel 6ecnpu4yuUHHO20 CMexd, KOpomKue NnpoMexymkKu

8HUMQHUS, HapyuleHue cHd, 2unepMomopHoe nosedeHue).

JaHHbIl cuHOpom cesA3aH ¢ degpuyumom skcnpeccuu benka ybukeumuH sauzasdsl E3A (UBE3A) ¢ yyacmuem xpomocomel

15q11-13.

lpasunbHas OuazHocmuka U npoeHo3 3abosesaHuss HeobxoOumbl ceMbsM 0/ NOHUMAHUs OanbHeliweld Mmakmuku
nosedeHus co c8oUM pebeHKOM ¢ CUHOPOMOM AHzesbMaHa u 0151 NAaHUPOBAaHUs ceMbu 8 bydyuyem.
KnroueBbie cnoBa: cuHopom AHzenemara, aymu3sm, AL, 3[R xpomocomer 15q11-13, UBE3A

OcHoBHas YacTb:

B 1965 roay aHrnumiicknin neguatp fappu AHrenb-
MaH BriepBble OMncan JaHHbIN CUHAPOM Yy TPex aeTen,
KOTOPbIX OH Ha3Ba/l «CYaCTAMBBLIMM MapvOHETKamMm»
13-3a HEOObIYHOM NO3MLIMM PYK U OTPLIBUCTBIX ABMXKE-
Hu [1]. 3a 6onee yem 50 net, NpoLleaLX Nocie nep-
BOro fok/aja, Obln onucaH onpeseneHHbln GeHoTMn
npu cuHgpome AHrenbMaHa. I unaeHtnbuumpoBaHa
aTMonorma 3aboneBaHVsA Kak pa3fivyHble reHeTudec-
Kre MexaHM3Mbl C yyactmem xpomocombl 15q11-13 no
TUMY MaTepPUHCKON AeNeLnm, OTLOBCKOM ANCOMUK, ae-
beKkTa UMNPUHTUHIA, TOYEYHbIX MyTaLin AN HebOoNb-
WX aeneunii B npegenax reHa UBE3A [2, 3, 4].

UBE3A sBnsetcs ofHWMM 13 HeGONbLUOW rpymnmbl
YesI0BEYECKNX FeHOB, CBA3AHHbIX C UMMPUHTUHIOM - TO
€CTb VIMeeTCAa BblpaXKeHHas 3aBUCMMOCTb OT POAUTENb-
CKOTO MPOUCXOXAEHWNS, BbiCOKas TkaHeceLMdUYHOCTb.
[eneuna 3Toro cerMeHTa B MaTEPUHCKOM XPOMOCOME,
KakK 1 oTLoBCKaa ANCOMMA Mo xpomocome 15 (To ecTb
korga obe 15 xpomMocombl y naLmeHTa oT oTua) npu-
BOAAT K cMHAPOMY AHresibmaHa [5, 6]. B To Bpema kak
B OO/bLLMHCTBE TKaHen BblpaxkeHHocTb UBE3A ¢ obounx
annenen ofMHaKoBa, B FOJJOBHOM MO3re aKTUBHa TO/b-
KO MaTepuHckasa konus [7, 8].

B 6onbluMHCTBE CiyyaeB cMHApPOMa AHrenbMaHa,
3TN reHeTU4Yeckrne W3MEHEHUS MPOUCXOAAT, MO BCel
BUAWMOCTM, Cly4aliHO (CMOpagn4Yeckm), HO MPUMEPHO
3-5% oHu MoryT 6bITb YHacaegoBaHbI [9].

PacnpocTpaHeHHOCTb J@aHHOrO CUMHApPOMa Mo
pa3HbIM MCTOYHMKaM konebnetcs ot 1:10 000 go 1:20
000 Hacenenuns [10,11]. 3a nepuoa ¢ 2004 no 2016
rog B SVS JlabopaTtopun M3ydeHUs anunencuu, cyso-
PO>XHbIX COCTOSIHUMA WU CEMENHOrO MOHWUTOPWHIA WM.
B.M.CaBuHoBa (KasaxcTtaH, r’Aamatbl) Habatosaetcs 28
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NnaLMeHTOB C YCTaHOB/JEHHbIM AMArHO30M - CUHAPOM
AnrenbmaHa. Cpean Hux 11 manbunkos n 17 gesoyexk.
BrnepBsble obpaTmBLlUMECs B BO3pacTe OT 9 MecsLeB A0
2 net. /I3 Bcex Hawwmx MaumeHTOB TOJIbKO 3 MPULLAN
y>e C YyCTaHOBJEHHbIM AMAarHO30M — CUHAPOM AHresib-
MaHa. OcTanbHble Npoxoanan nog Mackon AUM v ay-
TM3Ma.

CaMbIMK pacnpocTpaHeHHbIMU Xanobamu 6bim:

* 3ajep>Xka MOTOpHoro pa3sutua — 100% Ha-
WX NauneHToB (Mo nTepaTypHbIM AaHHbIM, MOTOp-
Hoe pa3BuTMe (HanpuMmep, xoAbba), Kak npaBwuio, 3a-
AepXuBaeTcs. B nerkux cayyasx fetm MOryT HadaTb
XoAnTb C 2-3 net. B 6onee Taxenbix ciyyasx, xoabba
MOXeT ObITb 3aMETHO MeJJ/IEHHOM, XeCTKOM 1 npepsbl-
BUCTbIA (KyKOJIbHas noxofka). Hekotopble feTn Hauu-
HaloT XOANTb He paHee yeM B 5-10 net. [pumepHO B
10% cnyuyaeB, getn C CMHAPOMOM AHrenbMaHa He B
COCTOSIHUM NepeaBuratbcs 6e3 NOCTOPOHHEN NOMOLLM)
[12, 13].

*  3MNMU304bl HEMOTUBMPOBAHHOIO cMexa — 46,4%
HalLMX NaumeHToB (y AeTel C CMHAPOMOM AHrenbMaHa
OTMeYaeTCA CYacT/MBas MaHepa MOBeAEeHWs C YacTbl-
MW 1 YacTO HEYMECTHbIMMW 3M1304aMn HECNPOBOLIMPO-
BaHHOrO, MPOAOMXKUTENBHOTO CMexa W yabloku. [etn
MOTyT ObITb J€erko BO3OYAMMbI U rMNepakTuBHbI) [12,
13, 14].

e cypoporu — 92,8% Halwmnx naumeHToB (BO MHO-
rMX CNyyasx MOryT UMeTb MeCTO anuaenTuYeckmne npu-
nazku. MNpucTynbl 0BbIYHO HAYMHAOTCA OT OAHOTO A0
NATM NIET U YaCTO YMEHbLUAKOTCSA B MOAPOCTKOBOM BO3-
pacte) [12, 13, 15].

* HapyleHue cHa — 42,8% Hawux NauMeHTOB
(HapyLLeHWNs cHa Takue Kak CHUXeHWe NoTpebHoCTN BO
CHe N HapyLleHue LuKia cHa /604pCTBOBaHMA (Hampu-
Mep, Npoby>XAeHWe HOUbHKD WAU paHHMEe Npobyxze-
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HWA) YacTble CUMMNTOMbI Y AeTel C CUHAPOMOM AHreb-
MaHa) [16, 17, 18].

Mo pgaHHbIM 33T nccnegoBanna y 71,4 % Hawmx
naumneHToB y>Xe Ha nepsom 33 oTmeuanca cneumdu-
YeCcKWI naTTepH, XapakTepHbIA ANA AaHHOrO CUHAPO-
Ma. 3TO 6bIIM NauUMeHTbl, cTaplue roga. Y ocTanbHbIX
n3MeHeHusa Ha 231 GOpMMPOBaANCL C TeYEHNEM Bpe-
MeHun. ¥ 100% nauweHTtoB nocne 1,5 net kaptvHa Ha
33l craHoBMAach crneumduyHon (MO anTEepaTypHbIM
AaHHbIM, cneunduryecknmMmm natrepHammn Ha I3[ aBaq-
FOTCS BbICOKOAMMANUTYAHbIE MUKW N MeANEHHbIE BOJHbI
¢ yactoTor 2-3 Ty NperMyLLEeCTBEHHO B JIOBHbIX OTAe-
Nax, BbICOKOAMMAUTYAHbIE MeAJIeHHble BOJHbI U MUK
B 3aTbIIOYHbIX OTAesNax, yCUIMBarOLMECH MPU 3aKpbl-
TbIX F1a3axX M reHepaan3oBaHHas BbICOKOAMMANTYAHaA
MeANeHHas aKTVBHOCTb Ha MPOTSXKEHUW MOYUTU BCeW
3anucn — 92%) [19, 20, 21].

KnuHuuecknin cnyuaii:

[JeBouka, Bo3pacT 1 rog 8 mecaues, obpatnanch
B SVS KanHuky nmerHn B.M. CaBuHoBa (r. Aamarbl) ¢
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avarHosom: AUMM, ancknHeTnueckas dopma. ATmnuny-
Hble pebpubHbIe Cys0pOorN.

PebeHOK OT 350p0OBbIX poauTenen, bpak He poac-
TBEHHbIV. bepeMeHHOCTb NpoTekana 6e3 OCIOXKHEHWN.
Poabl B cpoke 39 Hesenb Ha GOHe OTCAOMKM MAaLeH-
Tbl, B CBA3M C YeM MPOBEAEHO IKCTPEHHOEe KecapeBo
ceyeHue, nog obwmmM Hapko3zoM. CocTosHMe pebeHka
nocne poxaenusa ygosnetrsoputensHoe. o Anrap 7/8
6annos..

PaHHee pa3BuTWe C 3aZepPXKKON: FrONOBY AEPXKMNT
C 3 Mec., nepeBOpaYMBaeTCa Ha XuBOT ¢ 4-5 mec,, 3a
urpywkamu He TaHynacb. B 7 mec. ctanm 3ameuvatb
NMOCTOSIHHbIE ABUXeHUs pyukamu. CTanm oTmeuyaTb-
€A TPYAHOCTW 3acbinNaHus, B3gparnBaHns Bo cHe (6e3
Koppensata npuctyna Ha 33I). Ha 33l — 3amegneHune
bOHOBOI aKTMBHOCTU C NpeobiajaHveM B 604pCTBO-
BaHWM N CHe MeA/IEHHOBOJIHOBOW, Ae/ibTa aKTUBHOCTM
CO CTOWMKMM M3BpalLeHveM rpagveHTa. B coctaBe mea-
JNIEHHOBOJIHOBOW aKTMBHOCTU B JIOOHbIX OTBEAEHMAX
aCUMHXPOHHbIE OCTpble BOAHbI U Nkn. Pusmonormyec-
KWe naTTepHbl CHa OTCYTCTBYHOT (puc. 1., puc. 2).

P[RR Moneoc Bursanpa snsvuesci 18+ 41,42 * i 000508
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PucyHok 1 - 33T 6oapcTBOBaHNA. BUNONSAPHBIA MOHTaX. PernctpupytoTcs YacTble BCMbILLKA MeANEHHOBOIHOBOM
aKTMBHOCTU C OCTPbIMU BOJIHAMM U MUKaMU B CBOEM COCTaBe
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PucyHok 2 - 33T cHa. BUnoaspHbIi MOHTaX. YacTble BCMbILKM BbICOKOAMMAUTYAHbLIX MEAJEHHbIX BOJIH.
TpaH3UTbl CHa OTCYTCTBYHOT
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Ha SHMT - Matonorum nepudepmnyecknx MoTop-
HbIX HEPBOB, MOTOHEMNPOHOB MOACHUYHOTO YTOJILLEHMS
He BbisiBneHo. MPT (1,5 Tl) — pe3uayanbHas 3Hueda-
nonatusa. BapuaHT cTpoeHuss MO30aMcToro Tena (puc.
3, puc. 4).

PucyHok 3 — MPT (1,5 Tl) — opraHmyeckoli natonormm
He BbIABNEHO

PucyHok 4 — MPT (1,5 Tl) — cTpyKTypHbIX aHOMannn
rOJIOBHOrO MO3ra He BbISIBJIEHO

B cBA3K C HecoOTBETCTBMEM paHHero aHamHe-
33, JaHHbIX HeMpoBMU3yanu3saLMm WU TAXECTU COCTO-
AHNA pebeHka, HeCMOTPA Ha OTCYTCTBME BblPaXKeH-
HbIX QEeHOTUMNYECKUX YepT, MoAPODBHO OMMCaHHbIX B
nnTepatype, 4To MOXeT OblTb 06YCIOBNEHO MpUHa-
ANEeXHOCTbHO pebeHka K MOHTOIOMAHON pace, bbin pe-
KOMeHZOBaH MUKPOMATPUYHbIN reHeTUYEeCKN TeCT.

3ak/itoueHne XPOMOCOMHOIO MWKPOMAaTPUYHOTO
aHanmza (MIHCTUTYT MOnekynsapHoOn MeauumHebl, . An-
MmaTbl) - BbiABieHa MuKkpogeneums Ha AJVHHOM Mie-
ye 15 xpomocombl, 3axBaTbiBatowas pernoH 15q11.2-
q13.2 (cuHapom AHrenbmaHa).

BbiBoabl

CornacHo nocaeAHVM MUPOBbLIM CTaTUCTUHECKUM
JaHHbIM Yy OJHOro M3 68 AeTeil LUIKOJAbHOrO BO3pacTa
(14,6 Ha 1000) BbisiBNEHbI PaCCTPOMCTBA ayTUCTUYEC-
Koro cnektpa. MHorve reHeTnueckvne 3aboneBaHus,
BK/IHOYasA CUMHAPOM AHresbmaHa, MpOXOAAT Moj Mac-
KoM ayTm3Mma.

OnupasAcb Ha Hal OMbIT, BCe AeTW C ayTucTmyec-
KUMW HapyLlleHWAMN U HEeCOOTBETCTBMEM MeXAYy He-
BPOJIOrMYECKMM CTaTycOM (Hainuve YMCTBEHHOW OT-
CTaNoCTW, CYA0POr, HapyLleHWI CHa) 1 NpeHaTaabHbIM,
HaTa/JlbHbIM M MOCTHaTa/bHbIM aHaMHE30M JOJKHbI
6b1Tb 06CNeA0BaHbI Ha HaANuMe reHeTUYECKON NpuYmn-
Hbl 3a60/71€BaHMA, B YaCTHOCTM CMHAPOMA AHreNbmaHa.
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B.M. CasuHoe ameiHOarbl SVS kauHukacel, Aamamel K., Kasakcman

AHTE/IbMAH CMUHAPOMbI AYTU3M, NMCUXOMOTOPJIbIK AAMYAbIH
BOTeNYI )KOHE BAJNTANNIAPAbIH, LUEPEBPAJ1AbI CAJZ1 AYPYbI CEBEMNTEPIH
ANATHOCTUKANAYAATbI ANODEPEHUUVNAUUNANAHFAH SA4ICTIH,
KOPIHICI PETIHAE

AypynapgapblH, Kebi reHgik TabufaTka e, onap
6ip reHgeri MuHUMangbl MyTauusnapgaH 6actan,
XPOMOCOMablK aHOManuanapFa AemiH XeTyi MyMKiH.

OnapablH,  bBipkatapbl aTa-aHacblHaH  TYKbIMKY-
ananapl, ananga MyTauMsHbIH, e3airiHeH narga 6ony
kayni apganbimM cakTanagbl.

AHresibMaH CUMHAPOMBI TyKbIMKyanaylbl aypynap
TOObIHA >KaTafjbl, >YNKe >XXyWeci AamyblHblH, Oy3blaybl
TYpPiHAe KepiHic Tabaabl. Heriri epekiieniktepi nHTen-
NeKTyanzbl TanwblablK, cennemey, Tbipbicynap (cesnkin-
fley) XoHe MiHe3-Ky/bIKTblK e3repicTep (OpPbIHCbI3 KY/Ki
wabyblngapbl, HazapablH KbiCKa YaKbITTbIFbl, YAKbIHbIH

6y3blNybl, TMNEPMOTOPbIK MiHE3-Ky/blk) 6oabin Tabbl-
nagbl.

byn cnHagpom 159l1-13 xpomocomAapbiHbIH,
kaTbicybiMeH 6onatbiH (UBE3A) F3A ybukBUTUH svrasa
aKybI3blHbIH, 3KCMpeccusnaHy TamnwbliblFbIMEH Tbifbi3
H6ainaHbICTbI.

Jypbic anarHocTvkanay MeH aypyabl 6omkay AH-
resibMaH CMHAPOMbI bap oTbackl yiiH 6bonalakTa 6ana-
Hbl Topbueney MeH OTbacbiHbl Kypy YLUiH 6Te MaHblI34bl.

Heri3ri cespep: AHrenbmMaH CUMHAPOMbI, ayTU3Mm,
6ananapgblH Lepebpangpl can aypybl, NCUXOMOTOPAbIK,
famyabiH 6erenyi, 15q11-13 xpomocomgapsl, UBE3A.
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SUMMARY
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maty, Republic of Kazakhstan
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ANGELMAN SYNDROME AS AN ILLUSTRATION OF A DIFFERENTIATED
APPROACH TO DIAGNOSING CAUSES OF AUTISM, DELAYED PSYCHOMOTOR
DEVELOPMENT, AND CEREBRAL PALSY

The majority of diseases have a genetic causes
that could vary from the minimal mutations in the one
gene of the DNA to the chromosomal abnormalities.

Part of them are inherited but there is always a
possibility of de novo mutations. Angelman syndrome
is inherited disorder with nervous system development
involvement. Main features are intellectual deficit,
absence of the speech, seizure and abnormal behavior
(laughing episodes, attention deficit, sleep disturbance,
hypermotor activity).

This syndrome connected with deficits of
expression UBE3A protein on 15q11-13 chromosome.

Precise diagnostics and prognosis of the disease
are necessary for understanding by the family members
further rehabilitation tactic of a child with Angelman
syndrome and for genetic counseling.

Keywords: Angelman syndrome, autism, pediatric
cerebral palsy, delayed psychomotor development,
15q11-13 chromosome, UBE3A



