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EcTrecTBEHHOE TeYeHNe HeMpoHonaTnyeckomn ¢Gopmbl
mykononucaxapugosa ll Tuna (cungpoma XaHtepa) y pgeteir:
HabnogaTenbHoe KOropTHOE NccieaoBaHmne

TOTAY «HaunoHanbHbI MeANLMHCKUIA NCCNeRoBaTENbCKUIA LIEHTP 300poBbsA aeTe» MuHsgpasa Poccum, 119991, Mocksa, Poccus;
2OrAQY BO «[MepBblii MOCKOBCKMIN rOCYAaPCTBEHHbIN MEAVULIMHCKIIA yHUBepcuTeT M. .M. CeyeHoBa» MuH3gpasa Poccun (CeueHoBCKMIA
YHusepcuteT), 119991, Mocksa, Poccua

BeepeHmne. Mykononucaxapugo3s Il Tuna (MIC Il; cuHgpom XaHTepa) — nporpeccupyiollee MynbTUCMCTEMHOe 3aboneBaHue. [ns Taxénon
(HeipoHonaTnueckoii) popmbl MIC |l xapakTepHO HellpoAereHepaTUBHOE TeyeHUe 6onesHu. MaToreHeTnyeckasa Tepanua TAXKENON Gopmbl
3ab0/1eBaHNA HaXOANTCA B CTaAMM pa3paboTKy, a NOCUHAPOMHasA HEBPOJIOrYecKas NnomoLb TpebyeT ycoBepLUeHCTBOBaHMA. [nA paumnoHa-
N3auuM CUMNTOMATYECKOW MOMOLLY NaLMeHTaM U OLieHKN 3GPEeKTUBHOCTU HOBbIX METOAOB Tepanuyi HEOOGXOAVMbI AdHHbIE O eCTECTBEHHOM
TeyeHum MMCIL.

Llenb nccnepgoBaHna — onucaTh KIIMHUYECKOE TeYeHNe HellpofereHepaTiBHOrO npoLiecca y AeTel ¢ HelipoHonaTtnyeckon ¢opmont MIMC II.
Matepuanbl n meToapbl. B nccneposaHvie BKAYeHbl 58 ManbunKoB C NOATBEPXAEHHbIM AnarHozom MIC Il, y 42 naumeHTOB yCcTaHOB/IEHa
HelpoHonaTuyeckas popma bonesHu. 3yueHbl aHamHe3, anobbl, JaHHbIE HEBPOJIOTMYECKNX OCMOTPOB, OMNMCaHHbIE B paHee 0pOpPMIIeHHO
MeAMLMHCKON AOKYMeHTaLuMy 1 NoJlyYeHHble Ha 3Tarne HacToALLero UccaefoBaHus, onncaHna Buaeo-23I-MOHUTOPUHIOB, BbIMOHEHHbIX B
OrAY «HMWL 3popoBba geTein» MunHsgpasa Poccuu.

Pesynbrarbl. OnucaHbl CNEKTP U XPOHOOTNA BOSHUKHOBEHWA HEBPOOrMYECKMX CUMMTOMOB Yy AeTelt ¢ Taxénon popmoin MIC II. YcTa-
HOBJ/IEHO, YTO HaBbIK NCMONb30BaHUA PpPA30BOI Peun Ha TOM UIN MHOM 3Tane pasBuTUA nprobpeTaoT 64% nauneHToB. MapoKcm3mbl
HacUIbCTBEHHOTO CMexa 1 Mnava y fleTeil ¢ HeiipoHonaTuueckoi popmoit MIMC Il cnepyet cuntath NposBneHnem ncesfobynbbapHoro
addekxTa. lNoKaszaHO, YTO TAKECTb HapyLLEeHNI CHa Y 60/IbHbIX HapacTaeT C BO3pacToM. B TeueHue 2 neT nocne NoABNeHUA SMMaKTUBHOCTH
Ha 33[ y naymeHTOB ¢ TaxEno popmon MIC Il oTcyTCTBME NPUCTYNOB PErMCTPUPYETCA 3HaUMMO yvalle, uem febtoT anunencum (75% no
cpaBHeHuio ¢ 25%; p = 0,046).

3akntoueHune. [loflyyeHHble onvcaHNnaA ecTeCTBEHHOro TeueHna TaKenon dopmbl MIC Il MoryT 6bITb MCMONb30BaHbI AA ONTUMW3ALMN HEBPO-
JIOrMYeCKol NoMoLLM 6ONIbHBIM 1 OLeHKN SGPEKTVBHOCTY HOBbIX METOAOB JIEYEHNA B PeanbHON KIIMHUYECKON NpaKTUKe.
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Introduction. Mucopolysaccharidosis type Il (MPS II, Hunter syndrome) (mucopolysaccharidosis type I, MPS Il) is a progressive multisystem
disorder. Neurodegenerative course characterizes the severe (neuronopathic) form of MPS II. Pathogenetic therapy for the severe form of the
disease is under development, and symptomatic neurological treatment is to be improved. Natural history data are required for rationalization
of symptomatic care and assessment of emergent treatment effectiveness.
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The aim of the study. To describe the course of neurodegenerative disease in children with neuronopathic form of MPS II.

Materials and methods. Fifty eight boys with established diagnosis of MPS Il were included in the study. The course of the disease in 42 pa-
tients was classified as neuronopathic. Data on complaints, anamnesis and neurological examination obtained from medical documentation
and within the framework of this study, as well as descriptions of video-EEG monitorings, performed in National Medical Research Center of
Children’s Health, were used.

Results. The spectrum and chronology of neurological symptoms in children with severe Hunter syndrome were described. 64% of patients
were found to achieve the level of phrasal speech at any time of the development. Laughter or crying paroxysms in children with neu-
ronopathic MPS Il were judged to be a manifestation of pseudobulbar affect. Burden of sleep disorder was demonstrated to increase through
the course of the disease. Absence of epileptic seizure was significantly more frequent than epilepsy manifestation during the first two years
after epiactivity appears on EEG (75 vs 25%; p = 0.046).

Conclusion. Obtained natural history descriptions of severe MPS Il cases are intended to be used in optimization of neurological care for pa-
tients and in assessment of emergent treatments’ effectiveness in real clinical practice.
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BBepgeHune

Myxkononucaxapuno3 II tuma (MIIC II; cunapom
XaHTepa) TpencTaBiIsieT co0O0il TPOrpeccupylolee MyJib-
TUcUucTeMHOe 3abosneBaHue u3 rpynnsl MITC. MIIC 11
00YyCJIOBJIEH TeHETUYECKU 3aITPOTrpaMMUPOBAHHBIM ey -
LIMTOM JIM30COMHOTO (hepMeHTa UIypOHaT-2-CcyabdaTassbl,
OTBEYaloIEero 3a Jecylb(aTrupoBaHue WAYpPOHAT-2-CyJib-
(bata, BXozsIIIETO B COCTAB remapaH- U AepMataHcyibdara
[1—4]. B pe3ynbTaTe HEAOCTATOYHOCTU UIYPOHAT-2-CyJb-
(atazpl MpPOMCXOMUT HAKOIUIEHWE HepacIIeTUIEHHBIX
rermapaH- W JepMmaTaHcyibdaTa B pa3IWIHBIX OpraHax
U TKaHSIX, B TOM YUCJIe B LIIEHTPAJIbHOM HEPBHOI CHCTEME
(LIHC), o6osi0uKax roJJ0BHOIO U ciMHHOTO Moara [1, 3, 5].
MIIC II Hacnenyetcs 1o X-CLEIJIEHHOMY PelieCCUBHOMY
TUITY U SIBJIIETCS MTAHATHUYECKUM 3a00JIeBaHMEM, BCTpe-
yatomuMcs ¢ vactoroir 1 Ha 75 000 XKMBOPOXKAEHHBIX
MaJIbuuKOB [2, 4, 5].

TsxecTp 607€3HU ONpEaeNseTcss He 10 CTENEeHU Bbl-
PaXXeHHOCTH COMAaTUYECKMX CHMIITOMOB, a IO HAJIMYUIO
WA OTCYTCTBHUIO Tporpeccupytomiero nmopaxenus: [THC.
OnHako kjaccugukalus 00Je3HU Ha JETKYIO0 U TSKETYIO
(bopMBI, TTO MHEHMIO CTIEIIUATIMCTOB, SIBJISIETCST OOJIBIITUM
YIPOIIEHWEM, a JBa BBIICJIEHHBIX BapuWaHTa TEYCHUs
TIPEICTABIISIIOT COOOU KpaliHWe TIPOSIBICHUST HEeIpephIB-
HOro crekTpa Tskectu 6ose3Hu [4]. [Tockonbky y nauu-
€HTOB C JIETKUM (PEHOTHUIIOM OOJIE3HM MOTYT OTMEUaThCsI
TSDKENBIE  COMAaTMYECKWe TIPOSIBJICHUsI, YIOTpeOJieHue
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TePMHHOB <«HEBPOJOTUYCCKMI» (HEHPOHOIMATUICCKUIA)
U <«HEHEBPOJOTMIECKUil» (HCHEHPOHONMATUYSCKUI) SIB-
JIseTcst Gosiee MpaBUJIbHBIM [6]. ¥V IBYX TpeTeil ImanueHToB
3aboneBaHue nmporekaeT ¢ mopaxkeHuem LITHC u mpeacras-
ssteT coboii Tsekényio popmy MIIC 11 [4]. BuoxumMnyeckue
pa3IMumsI MEXKIy AByMsT (DEHOTUITAMU, a TAKXKe YETKHE Te-
HO-(PeHOTUNMYECKHE KOPPEISILNU HE BBISIBJICHBI, B CBSI-
31 ¢ YeM MPUYMHA PA3TIMYHOTO B OTHOIIICHUH ITOPaXKCHUS
LIHC Teuenunsa MIIC II ocraércst HeBbIICHEHHOI [3—5].
HecMoTpst Ha 3HAUMUTEIBHBIN IPOTPEcC B IATOTCHE-
tnyeckoir tepanuu MIIC, mpousomenmuii 3a mocien-
HUe 4 necATWIeTHsI, TPAaHCIUIAHTALIMSI TeMOTIO3TUYECCKUX
CTBOJIOBBIX KJIETOK, IIpeIOTBpallaolias KOTHUTUBHBIN
perpecc y maumeHToB ¢ Tsekénoit ¢popmoit MIIC 1 (cun-
npom ['ypiepa), He obOjamaeT aHAJIOTMIHBIM 3PdeKkToM
npu HeilipoHonatuueckoit opme MIIC II, a BHyTpuBEeH-
HO BBoAMMasT (DepMEHTO3aMECTUTEIbHAS TePAITUsI HE TIPO-
HUKaeT yepe3 reMaTosHIeanmIecKuii 0apbep 1 He BIUsI-
eT Ha TeueHMe HelipoaereHepaTuBHOTO Tporecca [1, 2, 7].
HccnenoBaHnst HOBBIX METOIOB JICUCHUSI, CTIOCOOHBIX BO3-
NEMCTBOBATb HAa HEUPOIEreHEepaTUBHLIA IPOLECC IIPU
MIIC II, npomomxkatorcs [1, 2, 4, 5, 8]. Haubomnbime
HameXObl IJII TIepeceYeHMs TeMaTO3HIIe(haTnIeCcKOro
bapbepa BO3JIararoTCsl Ha MPUMEHEHHWE TaK Ha3bIBACMBIX
MOJIEKYJI «TPOSTHCKMX KOHE», IPEACTaBIAIOIINX COOO0M
SHIOTCHHBIC TEeNTUABl UM MOHOKJIOHAJIbHBIC aHTUTENA,
CBSI3aHHBIC C (DepMEHTAMM WY reHaMH [8, 9], 1 Ha TeHHYIO
Tepanuio ex vivo [8, 10]. B kIuHMYeCKOI TTpaKTUKE yxKe
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TTOSIBJITIOTCS TIEPBBIC MperapaTbl HOBOTO MTOKOJICHUS IS
JleueHUs HelipoHomnaTtuyeckoit dopmber MIIC I1. B 2021 r.
B SITToHMY OBLIO TIOJIYYEeHO pa3pelleHre Ha TPOU3BOICTBO
npenapaTa HMAypcyibdasza-06era mIsi MHTparepeOpOBeH-
TPUKYISIPHOTO BBeneHus [11], a Tak:ke peKOMOMHAHTHOTO
KOMILIEKCHOTO OeJiKa, COomepKaIllero aHTUTEIO K pelier-
TOpy TpaHchepprHa U GepMeHT UAypoHaT-2-Cyabdarasy
(mmpemapat madbuHadycmn-anbga) [12]. I olleHKY KJIMHU-
yecKoit 3(p(HeKTMBHOCTH HOBBIX MperiapaToB HEOOXOIUMBI
NIeTaJlbHbIC JTaHHBIC O €CTECTBEHHOM TCUCHMM HEMpome-
TeHEepaTUBHOTIO IIpoliecca, KOTOphIe, HECMOTPSI Ha OoJjiee
YeM CTOJICTHIOIO MCTOPHIO U3YUCHUS CHHAPOMA, B JIUTEpa-
Type 4pe3BbluaitHo peaku [3, 4, 13].

Ileap0 HACTOSIIETO UCCICAOBAHUS SIBIJIOCH OIIPEIC-
JIeHUEe KJIMHUYECKUX 1 BO3PACTHBIX XapaKTePUCTUK TeUe-
HMSI HEMpOIEreHepaTUBHOIO MpoLecca y IeTe ¢ HEMpo-
HormaTtuyeckoii popmoit MITC I1.

Ma'repwanbl n metoabl

B ®TI'AY «<HMMUII 3n0poBss aereit» Munzapasa Poc-
cuu B TeueHue 10 et Habmomaamuch 58 MaJIbYuKOB ¢ OMO-
XUMHMYECKH Y MOJICKYJISIPHO-TEHETUUECKN TTOATBEPKIEH-
HeM quarHo3om MIIC I1. K HeitpoHomaTnyecKoMy Bapu-
aHTY TeYeHMSI 3a00JIeBaHMSI ObLIM OTHECEHBI 42 MallleHTa,
K HeHelpoHomnaTuiyeckomy — 16. OmnpeaeneHue TUIIA Te-
yeHMsI 3a00s1eBaHus y 50 maleHToOB, KOTOPhIE HA MOMEHT
rnocJjiegHero HabmoaeHnst Obutn crapiie 60 Mec, OCHOBBI-
BaJIOCh Ha KJIMHUYECKON OIICHKE IICUXOPEYEBOrO pa3BU-
THSI BO BpeMsI IIOCJIETHET0 OCMOTpa HeBpoJIora. s marm-
€HTOB, KOTOpPbIE HA MOMEHT I1OCJIeJHETO HAOII01eHUSI ObI-
au miaame 60 Mec, ObUIM TaKXKe MCIIOJb30BaHbl JaHHbBIE
0 TeuyeHUH 3a00JIeBaHUs y CTAPIINX CUOCOB (1 = 2) 1 OIH-
CaHHBIC B JIMTEpAType TeHO-(PEHOTUIMMYECKUE KOPPEIIsi-
muu (n = 3). @eHoTun 2 MaabYMKOB, HAOIIOMABIINXCS
10 24 1 36 Mec, ObLI onpeAe€H KakK TSKEbI Ha OCHOBA-
HUU KIMHUYECKNX JAaHHBIX: TPYOOit 3aMep>KKU IICUXOpede-
BOTO Pa3BUTHUS U HapyIIeHUI ToBeaeHMsI. OnuH OOJIBHOIA,
JOCTUTIIMI Ha MOMEHT TTOCJIeAHEeTO HabmoaeHus 53 mec,
ObLT OTHECEH K JIETKOMY (DEHOTHUITY Ha OCHOBAHUM COXPaH-
HOTO MHTEJUIEKTa U COOTBETCTBYIOIIETO BO3PACTy YPOBHS
pPEYeBOro pa3BUTHS.

Bospacrnavananadomonenus BOI'AY <HMMUAIL 3nopo-
Bbs neTeli» MuH3apaBa Poccum nalimeHToB ¢ TSKEoi (pop-
moit MIIC II (n = 42) Bappuposai ot 10 mo 204 mec, marm-
eHTOoB ¢ 1érkoit popmoit MITCII (n=16) — ot 3 10 206 mec,
MelIuaHa cocTaBisuia 69 [MHTepKBapTWIbHBINA pa3max
(MKP): 39; 108] u 64 [UKP: 40; 95] Mec cOOTBETCTBEHHO.
MenuaHa NpoAOJKUTENbHOCTH HAOIONEHUST MAallMEHTOB
B uentpe — 31 [MKP: 7; 66] u 5 [MKP: 1; 38] mec, Makcu-
MaJIbHbII Tleproa HabmoaeHus — 105 u 86 Mec 11t Majib-
YUMKOB C HEHMPOHONATUYECKOM M HEHEUPOHOIIAaTUYECKOUN
dopmamu MIIC II coOTBETCTBEHHO.

7151 omicaHUsI €CTeCTBEHHOTO TeUeHHUSI HEBPOJIOTIE-
ckux nposiieHuii y gereit ¢ MITC 11 6b111 Mcionb30BaHbI
JNAHHBIE, TIOJIyYCHHbIE U3 MEOULIMHCKON NOKYMEHTALIUU,
0(OPMIIEHHOI IO MECTY KUTEIbCTBA, Y U3 MEAUIIMHCKIX
KapT CTallMOHApHBIX OOJIBHBIX, oopMIieHHBIX B PIAY
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«HMMLII 3mopoBbst nmeteii» MuHznpaBa Poccum, a Tak-
Xe B mpolecce cOopa aHaMHe3a U Kajao0 U MPOBeIeHUs
HEBPOJIOTMYECKOTO OCMOTpa B paMKaxX HACTOSIIETO HC-
caenoBaHus. CiemyeT 3aMETUTD, YTO Y YaCTH MAlEHTOB
HUCTUHHBIC M3MEHEHUs pe(IeKTOPHO-IBUTATEIBHOTO CTa-
Tyca MOIJIM OBITh HETOOILIEHEHBI B CBSI3U CO CJIOXHOCTBIO
MMPOBEICHUSI OCMOTpa Ha (DOHE HAPYIICHMI TOBEICHUS
1 HEBO3MOXHOCTH COTPYIHUYECTBA C PEOEHKOM.

OrmpeneneHue HAIWYMS WM OTCYTCTBUS 3aIepPKKU
MOTOPHOIO Pa3BUTHS Y ITAIIMEHTOB IIPOBOMWIOCH C HC-
IMOJIb30BaHUEM JAaHHBIX O HOPMAaJIbHOM Pa3BUTHUM IBUTA-
TeJIbHBIX (YHKIUI pebénka [14]. B ¢Bsa3u ¢ TeM, 4TO Ha
MOMEHT OKOHYAHMSI HACTOSIIETO MCCIeIOBAaHUS HE BCe
MMAIleHTHI TOCTUTIIM BO3pacTa MOSBICHUS TOTO WUIM MHOTO
HaBbIKa WJIM CUMIITOMA, a TaAKXKe B CBSI3W C HEIOCTATKOM
HEKOTOPBIX TaHHBIX aHAMHE3a, B pe3yIbTaTax UCCeI0Ba-
HUS YKa3aHO KOJMYECTBO MALMEHTOB, U1 KOTOPBIX IIPO-
U3BEIIEH pacu€T COOTBETCTBYIOIIMX IToKa3areieit. [Ipu He-
BO3MOXHOCTU YTOYHUTD [0 JAHHBIM MEAULIMHCKOW JOKY-
MEHTAllMU W IIpH cOOpe aHaMHe3a y POOUTEsIeii BO3pacT
nebloTa WM MCYE3HOBEHUST TOTO WJIM MHOTO HEBPOJIOTH-
YeCKOro IPOSIBIICHUsI (GUKCUPOBAJICS BO3PACT TIEPBUYIHO-
r0 YIIOMWHAHUS O HAaBBIKE, CUMIITOME WX TIPEKpAIICHUS
¢uKcany COOTBETCTBYIOIIMX HABBIKOB MJIM CHMIITOMOB
B MEIUIIMHCKOI TOKYMEHTAIIUM.

J7s1 BBISIBIIEHUS 3JIEKTPODU3NOIOTMISCKIX OTKIOHE-
HUI1 MUCITOJIb30BaAJIM ONMUCAHUS BUIEO-DD[-MOHUTOPUH-
roB, npoBenéHHbIX B PI'AY «<HMMULI 3mopoBbsa meteii»
Munsznpasa Poccuu Ha anekTpoaHiiedanorpadax «DHIe-
danan-259I'/P-19/26» (OO0 HIIK®D «Meaukom MT]/I»)
u «Nicolete One» («CareFusion Ltd.»).

JI1s1  cTaTUCTUYECKUX Pacuy€ToB MPUMEHSIM IIPO-
rpammy «Statistica v. 10» («StatSoft Inc.»). OnucareapHast
CTaTUCTHKA MJI KOJMYECTBEHHBIX M KauyeCTBEHHBIX IIO-
PSIAKOBBIX JTaHHBIX MpeacTaBieHa B Buae meauaH, UKP,
MHWHHMMAJIbHBIX W MaKCHUMAaJbHBIX 3HAUCHMI IIpH3HAKa,
IIJIs1 OMHAPHBIX TTOKa3aTesIeil — B BUAEC aOCOIIOTHBIX U/ WIIN
OTHOCUTEJIbHBIX YaCTOT Mpu3Haka [15].

WccnenoBaHue ObLI0 0J00pEHO JIOKAJbHBIM HE3aBU-
cuMbIM 3TYeckuM KomuteToM GI'AY «HMMUAII 3m10poBbs
nereii» Mun3apasa Poccum (tipotokon Ne 11 coBMecTHO-
ro 3acefaHus YUY€HOro coBeTa 1 JIOKaJIbHOTO HE3aBUCUMO-
ro 3TUYECKOro KomureTa ot 17.12.2013).

PesynbraTbl

Hu y omHoro m3 16 mamumeHTOB ¢ JErKoi (HOpMoii
MIIC II He 6bUTO 3a(PMKCUPOBAHO MPU3HAKOB 3aIEPXKKU
U perpecca KOTHUTUBHOTO Pa3BUTHS WJIN YXYAIICHUS IBU-
raTeJIbHBIX (DYHKIIUIA.

3amep:KKa paHHET0 MOTOPHOTO Pa3BUTHSI UMEJIa MECTO
y 7 (17%) u3 42 nereii ¢ tsekénoit popmoit MIIC 11. 3a-
JepKKa pedeBOro pa3BUTHS Y MALIMEHTOB C TSKENOM hop-
moit MIIC II (n = 39) Obl1a IMAarHOCTUPOBAaHA B MEIMAH-
HoM Bo3pacte 30 [24; 40] mec (MuHuManbHOM — 10 Mec,
MaKCUMaJIbHOM — 72 Mec); 3aepKKa ICUXUIECKOTO pa3-
BUTHUSI — B MeIMaHHOM Bo3pacTte 32 [24; 43] mec, MUHU-
MyM — B 7 MeC, MAKCUMYM — B 72 MeC COOTBETCTBEHHO.
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Ha ToM wiu nHOM 3Tamne pa3BUTHs (hpa3oByIO pedb OCBOM-
1 27 (64%) n3 42 manbunkoB. Y 15 (36%) w3 42 neteii ppa-
30BOI1 peur He ObLIO0, TPUYEM TOTBKO 2 U3 15 IaliimeHToB Ha
MOMEHT IIOCJIeIHEr0 Hab/IoAeH!sT ObLIM Milajle 36 Mmec.
HasBbik ucrnonb3oBaHus MpeaaoXeHuil U3 3 u 0oJjiee CIOB
npuobpean b 8 (19%) u3 42 mauueHTOB, MPUYEM
B IOCTaTOYHO TIO3AHEM Bo3pacte — 48—78 mec (Menua-
Ha — 59 [49; 70] mec).

Hapyuienus: noseneHust y geteii ¢ HeilpoHonaTuye-
ckoii (popmoit MIIC II 6butM mpencTaBieHbI BUTATEb-
HOM pacTOPMOXKXEHHOCTbIO, IIOBBILIEHHON BO30YIMMO-
CTbIO, arpecCcuent, ayroarpeccueii, 1eCTPyKTUBHBIM I10BE-
JIEHUEM, CTEPEOTUIIHBIM IOBEACHUEM, IIePCeBEPATUBHBIM
JKeBaHMEM, OIU304aMU  HEMOTHBUPOBAHHOIO CMeXa
¥ T1J1a49a, TIOMEIIeHeM B POT M KyCaHNEM KHUCTH 1 TTAJIbIICB
KHCTH; TIOMEIIeHUEM pPa3IMIHbIX IIPEIMETOB B POT, 000-
3HauyeHHBIM paHee M. Potegal u coaBr. kak «orality» [16].
IIposiBiieHUsT MOTOPHOM PACTOPMOXKEHHOCTU HA TOM WJIN
MHOM 3Tale pa3BUTHs uMen MecTo y 34 (81%) u3 42 na-
LYeHTOB (MenuaHa Bo3pacTa aedora — 38 [19; 63] mec,
muHuMyM — 10 mec, makcumym — 108 mec). B nuHa-
MMKE, 1O MOMEHTa ITOC/IEAHEro O0CIeq0BaHUs, TaHHbIE
MPOSIBJIEHUSI PETPECCUPOBAIN WM 3HAYUTEIbHO YMEHb-
IIMINCH Yy 22 TManeHToB. MennaHa BOo3pacTa YMEHbIIIE-
HUSI WIK IIOJIHOTO KyIMPOBAaHUSI TMIIEPAKTUBHOCTU CO-
craBuia 93 [68; 120] mec, MuHuMym — 49 Mec, Makcu-
mym — 175 mec.

VYkazaHusg Ha HapylleHus TIIOBeAeHUsT (BO30yIu-
MOCTb, U/WIM arpeccuio, u/Win AeCTPYKTUBHOE IOBE/e-
Hue) umenu mecto y 38 uz 42 (91%) nauuenroB. Menuana
Bo3pacra aebloTa HapylleHU MOBEICHUS PEruCTPUpPO-
Basiach B 36 [23; 54] mec, MUHUMYM — B 6, MAKCUMYyM —
B 108 mMec. Ha MoMeHT mociieqHero HaOJIOICHUS Hapy-
LIEHMS TTOBEAECHUS YXKe IMPAKTUYECKU WU IOJTHOCTBIO OT-
cyrcTBoBayiM y 15 u3 38 manmeHToB. MenuaHa Bo3pacTa
KYIMPOBAHUSI WM 3HAYMMOIO YMEHBIICHMS HApPYLICHUI
noBegeHuss — 109 [93; 128] mec, MuHuMyM — 66 Mec,
MakcuMyM — 175 mec. CTepeoTUNUU pPEeTUCTPUPOBA-
JIMCh TOCTATOYHO YacCTO Y MAlMEHTOB C TSLKENON (popMoii
MIIC II: moTopHbIe — y 24 (57%), BoKainbHble — Y 9 (21%)
u3 42 manveHToB. MenuaHbl BO3pacTa IEepBUYHOIO Ha-
OJIIOJCHUSI MOTOPHBIX M BOKAJIbHBIX CTEPEOTUIIMIA OTHO-
criich K 95 [67; 117] n 53 [53; 89] Mec cOOTBETCTBEHHO,
MHUHUMYM — K 39, MakcuMyM — K 168 u 164 mec cooTBeT-
CTBEHHO.

IlepceBepaTuBHOE KeBaHME, OIMCAHHOE paHee
J.B. Holt u coaBr. [265], ormeuanocs y 6 (14%) u3 42 na-
UEeHTOB ¢ TseKEnoit popmoit MITC 11, Mennana Bo3pacrta
MosBJIEHUs JaHHOTO cumIitoMa — 124 [109; 133] mec, Mu-
HUMYM — 57 mec, makcumyMm — 207 mec. MHTEpecHO, UTO
y 3 u3 6 geTeil ¢ HAIMYMEM IEePCEBEPATUBHOIO XEBaHUsI
JAHHOMY CUMIITOMY 3a HECKOJIbKO MECSILIEB IIPEILIECTBO-
BaJi0 TOSIBIEHUE NPYTUX OpodalMaIbHBIX CTEPEOTUITUIA
(IpUYMOKMBAHUIA, LIEJOBAHUS IPEIMETOB, BBICOBbIBA-
HuA s3bIKa). OoUH U3 3 MAlMEHTOB ¢ OpodauaIbHBIMU
CTEPEOTUIIUSIMU 10 Havalla JaHHbIX IPOSBIECHUI IOJIyYal
tropunaasuH (20 Mr/cyr), Apyroit MaabuMK Hadas ITOJy-
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YyaTh XJOMpPOTHUKCeH (15 mr/cyr) mocie Hadajga opoda-
IIUATBHBIX CTEPEOTUITUM M OO AeOI0Ta IIePCeBEPATUBHOIO
JKeBaHMS, OCTaJbHBIC 4 MallMeHTa C IepPCeBEePATUBHBIM
>KeBaHMEM He TTOJTyJaId TIPeIrapaToB HePoOJeITHIeCKOTO
psiga. Takum oOpa3oM, HECMOTPSI Ha CXOXKECTh KJIMHUYE-
CKUX IIPOSIBJICHUI ¢ TUTIEPKUHE3aMM IIPY TTO3THEH TUCKM-
HE3WH, OIMMCaHHbBIe 0pOo(halliaIbHbIC TUIIEPKIHE3BI HETh-
35 OTHECTU K CHUMITOMaM WHIYLMPOBAHHOTO IIPUEMOM
HEMPOJECNTUKOB ABUTATEILHOIO PACCTPOMCTBA.

W3 42 mamueHTOB ¢ HelpoHOMaTUYeCcKoil (hopMoit
MIIC II ykazaHus Ha TUIIEPKUHE3BI, OTJIMYHBIE OT CTe-
PEOTUTIMIT U TIePCEeBEPAaTUBHOIO XKEBaHUsI, UMEIU MECTO
b y 1 Maaburka ¢ Tsekénoii popmoit MITC I1. T'unep-
KMHETUYECKUI CUHAPOM y TAIlMeHTa OBLT IpeacTaBIcH
TaKTWJIBHO IIPOBOIMPYEMBIMH KPYITHOAMIUTUTYIHBIMU
IBIDKCHUSIMM TI0 THITy TeMHuOayii3Ma. BriepBeie onmcaH-
HBIE BKCTpalMpaMUIHBIC HApyIIeHUs ObUIM OTMEYCHBI
B Bo3pacte 116 mec.

W3 42 naumenToB ¢ tskénoit ¢popmoit MIIC II nHe-
MOTUBMPOBAaHHbBII cMex uMmea Mmecto y 7 (17%) nereii.
Menuana Bo3pacrta nebioTa MpUCTyNoB HEMOTUBUPOBAH-
HOTO cMexa oTHocuiach K 122 [72; 151] Mec, MUHUMYM —
K 48 mec, makcumyM — K 165 mec. HeMoTuBUpOBaHHBII
TIay rmosiBujcd y 1 maumeHTa ¢ Tskénoit popmoit MITC 11
ITocJie BOSHMKHOBEHUSI HEMOTHUBHUPOBaHHOTO cMmexa. Clie-
JIyeT OTMETUTD, YTO Y 5 U3 7 OOIBHBIX C TSKENIOM (popMoii
MIIC II snu30abl HEMOTUBUPOBAHHOTO CMeXa MU Tuiada
MMOSIBWJIMCH TIOCJIC SIBHBIX TIPOSIBIICHUI nucGharuu, B CBSI-
31 C YeM MOXKHO IIpeIIoIarath, YTO OMMCHIBAEMbIC CHM-
IITOMBI MOTYT OBITh OTHECEHBI HE CTOJIPKO K HapyIICHUSIM
MMOBENEeHUsI, CKOJIBKO K TICeBIOOynMpOapHOMY adhexTy.
MMeHHO 31130161 HEMOTUBUPOBAHHOTO CMEXa BBI3bIBAIN
0CO0YI0 HACTOPOKEHHOCTDh POIUTENICH B TIJIaHE MCKITI0UE-
HUS UX STAJICTITUYECKOTO TeHe3a.

[TomerneHne B pOT M KycaHWe KUCTH U MAJIBIIEB KUCTU
6bL10 OTMe4YeHO y 12 (29%) u3 42 nauueHTOB. MenuaHa
BO3pacTa IIepBOT0 HAOIIOIECHUS JAHHOTO CUMITTOMAa OTHO-
cunach K 115 [80; 137] mec, MuHnmMym — K 42 Mec, Mak-
cumyM — K 207 mec. Onmcannas M. Potegal u coasr. [16]
TeHICHINS K TTOMEIICHUIO Pa3IUYHBIX IPEIMETOB B POT
umesia Mecto y 14 (33%) u3 42 6obHbIX. MenuaHa BO3-
pacta MaHH(peCTalIMM YKa3aHHOTO HapyIIeHUSI ITOBEIC-
Hust oTHocuyach K 90 [81; 133] mec, MmuAMYM — K 50 Mec,
Makcumym — K 175 mec.

Ilonnast yrpaTa peur K MOMEHTY IIOCJIeJHET0 00Caen0-
BaHus uMmena Mecto y 24 (57%) u3 42 MajlbuMKOB C TSIKE-
noit hopmoit MIIC I1. MenuaHa Bo3pacTa IMOJTHOM yTpaThl
BepOaIbHO KOMMYHUKALMU cocraBuia 89 [72; 114] mec,
MUHUMYM — 24 Mec, MakcuMyM — 159 mec.

V nereii ¢ Tsxénoit popmoii MIIC II mepBbiMu po-
SIBICHUSIMU perpecca ABUTATeIbHBIX (DYHKIIMI, 00YCIOB-
JICHHOTO B OCHOBHOM IICHTPAJbHBIMHU Tape3aMy KOHEU-
HOCTeli, ObUIM YTOMJISIEMOCTb IIpU XOAbOE, M3MEHEHUE
maTTepHa TEPeIBIKCHUS C TOSIBJICHUEM TapamnapeTude-
CKOU TIOXOIKM, HapyIIeHWe paBHOBECHUS W IMaleHUS IpU
xoap0e, IoCTypaibHas HecTabuibHOCTh. HapyiieHus
MOXOOKN YCYIYOJISUINCh TOpakeHWeM CYCTaBOB, IIPH-
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BONSIIMM K Cru0aTe/IbHbIM YCTAaHOBKAM B Ta300eIpeH-
HbIX, KOJICHHBIX CYCTaBaX U K dKBUHYCHOM JedopMaLun
cror. K MOMeHTy mocienHero HaOIIOAeHUsT yTpaTra Ha-
BbIKA CAMOCTOSITEJIbHOI XOAb0ObI UMejia MecTo Yy 15 (36%)
u3 42 manueHToB. MeayaHa Bo3pacTa yTpaThl CaMOCTO-
ATebHOM X0np0bI coctaBuiaa 136 [100; 155] mec, MuHM-
MyM — 78 mec, makcumyM — 160 mec.

CUMIITOMBI TTOPaXKeHUSI KOPTUKOCIIMHAIBHBIX U KOP-
TUKOOYJIbOApHBIX TyTeH y JeTeil ¢ HeHpOHOINaTU4YeCKOn
dopmoit MIIC Il mosgBasiIMch ¥ MPOTPECCUPOBAIIN C BO3-
pactoM. Ha MoMeHT mocieqHero HaOa0IeHUs IPOosIBIIe-
Husa aucharuu orMedanuch y 27 (64%) u3 42 manueHTOoB.
Menuana Bo3pacra nedoTa MoneépxuBaHus MpU IIOTAHUU
otHocwiach K 108 [89; 133] mec, MuHUMYM — K 64 Mec,
MakcuMyM — K 189 mec. IToBblllIeHUE MBIILIEYHOIO TOHY-
ca B KOHEYHOCTSIX K MOMEHTY IIOCJIe[IHEr0 HaOJI0AeHUSsI
peructpupoBaioch y 15 (36%) u3 42 nauueHtoB. Meau-
aHa BO3pacTa IIEPBUYHOTO HAOJIONEHUSI IMOBBILIEHHOIO
MBIIIEYHOTO TOHyca coctaBmia 121 [110; 159] mec, mu-
HumyMm — 102 mec, makcumym — 171 mec. ITopaxkeHnue
MMUPAMUIHOTO TPAaKTa Y GOJIbHBIX MPOSIBISIOCH TAKXKE I10-
BBILIEHUEM CYXOXWJIbHbBIX pe(IeKCOB, B TOM YKUCIIE B PSIIE
CJlydyaeB MOSIBJIEHUEM KJIOHYCOB CTOIT M/MJIU PacIlIMpeHu -
eM pedieKCOreHHbIX 30H. Ha MOMEHT mocjeaHero Ha-
OJIIOAeHUS IIPU3HAKY [TMPAMUIHON HEAOCTATOYHOCTH IIPU
KMCCJICIOBAHUN CYXOXWIbHBIX pPe(IeKCOB OTMEYallCh
y 21 (50%) u3 42 nauueHTOoB ¢ Tsekénoii popmoit MIIC 11.
MenuaHa Bo3pacTa MEPBUYHOrO HAOJIOAEHUS JAHHOTO
cumnrToma — 113 [80; 138] mec, MuHUMYM — 51 Mec, Mak-
cumyM — 204 mec. Ha MOMeHT mocienHero HabMoaeHUS
HallMyMe IATOJOTUYECKMX PedIEKCOB, BbI3bIBAEMBIX CO
cromn, uMesio mecto y 14 (33%) u3 42 GonbHbIx. Menua-
Ha BO3pacTa MEePBUYHOM PErMCTpalldy IATOJOTMYECKUX
CTOITHBIX pediekcoB oTHocuaack K 116 [108; 161] mec,
MUHUMYM — K 51 Mec, MakcuMyM — K 207 Mec.

Hapyiienust cHa B aHamMHe3e U/WIM BO BpeMsl Ha-
OJMIONEHUST Ha JTale MUCCIeIOBaHUsS ObUIM OTMEYEHbI
y 37 (88%) u3 42 mauuMeHTOB C HEHPOHOMATUYECKOM
dopmoit MIIC II. Ykazanus Ha 6eCIOKOMHBIN COH MMe-
1 MecTo y 25 (60%) u3 42 GonbHbIX. [Je0ioT Xanob Ha
OECIIOKOMHBII COH OTMEYaJicsl B LIMPOKOM BO3PACTHOM
uHTepBaje: ot 2 1o 129 mec, Mmeauana — 66 [17; 85] mec.
Hounoit 6pykcusm umen mecto y 3 (7%) nmauneHTos ¢ jie-
61otoM B Bo3pacre 50, 56 1 102 mec. Yka3zaHust Ha IIpo0yx-
JICHMSI BO BpeMsI HOUHOIO CHa 0e3 HapyllleHuUsI TIOBTOPHOIO
3acplnaHus npucyTcTBoBaiu y 16 (38%) u3 42 601bHBIX.
MenuaHa Bo3pacTa MEepBUYHOIO IMPEAbSBICHUST JaHHbBIX
kajnao6 coctaBuia 69 [41; 111] mec, munumym — 10 mec,
MakcuMyM — 199 mec. TpymHOCTM 3achIIaHUST MMEIU
mecto y 16 (38%) u3 42 ManpburkoB. MenuaHa repBUY-
HOro HaOJIOAeHUsI HapYLICHUI 3aChIIaHUSI OTHOCUJIACH
K 86 [40; 140] mec, MmunumyM — K 10 Mec, MaKkCuMym —
K 207 mec. IIpoOyxneHus: ¢ HapylIeHUEeM OaJbHEHIIero
3aChlaHus U MPOMOJLKUTEIbHBIM IIEPUOIOM OOIPCTBO-
BaHUA TIOCIIE TIPOOYXKIeHUs rpucyTcTBoBanu y 11 (26%)
u3 42 MabuuKoB. MeanaHa Bo3pacTta Ae0loTa yKa3zaHHO-
ro HapyuieHus1 cHa coctaBwia 115 [87; 166] mec, MuHu-
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MyM — 61 mec, MakcumyMm — 175 mec. Ponutenu 4 (10%)
nauueHToB ¢ Tsokénoit popmoit MIIC 11, 2 u3 KOTOpBIX
ObLIM cOcaMU, COOOIAIM O TIEPUOIANYECKOM OTCYTCTBUU
CHa B TeUCHHE CYTOK; IEpBUIHOE (DMKCUPOBAHNE TAaHHOTO
MPOSIBJIIEHUS y IeTeii oTHocmnoch K 102, 124, 1311 170 mec.
WMuBepcus umkiaa cHa M OOAPCTBOBaHUS OTMevaach
y 6 (14%) u3 42 60nbHBIX; MeAMaHa Bo3pacTa ae0roTa UH-
Bepcum cHa — 172 [140; 204] mec, munumym — 135 Mec,
MakcumMym — 207 mec.

Drurenicusi Ha OCHOBAaHUY HAJIMYMST TIOBTOPHBIX He-
CIIPOBOLIMPOBAHHBIX TPUCTYIIOB WJIN EIUHCTBEHHOTO
MIPUCTYTIA, KIMHUISCKN PACIICHEHHOTO KaK SIMMJICTITHIC-
CKUI, MPY HAJTUYUU MEXITPUCTYITHOU 3MuaenTU(GopMHOI
akTUBHOCTHU (DA) 110 maHHBIM D3I (coracHoO ompenene-
Huto International League Against Epilepsy, 2014) [17],
ObLTa AMaTHOCTHpOBaHAa y 11 ManmMeHToB ¢ TSKEIOoM op-
moit MIIC II. Hu y Xoro 13 manmeHToB ¢ JIETKOi (hopMoit
MIIC II 3a mepuron TIpo- U PeTPOCIEKTUBHOTO HAOIIOe-
HUS He OBUIO YKa3aHMSI Ha SIMICTITUYCCKUE ITPUCTYIIBI.
Takum obpa3omM, 4acToTa pa3BUTHUS SIUJICIICUHU y TAIlM-
eHTOB C HelipoHomnaTtuyeckoil ¢popmoit MIIC II cocraBu-
1a26% (11 u3 42). MenuaHa Bo3pacTa IepBOIo IIUIEIITH-
YeCKOTO MPUCTYIIA Y MAalMEHTOB ¢ TsLKENoil ¢popmoit MITC
II (n = 11) — 132 [115; 145] mec, muaumym — 80 Mec,
MakcuMyM — 188 mec. JIo Havana SMMIENTUYECKUX TIPU-
CTYIIOB HEIMpEephIBHAS aHTURIWJICIITUYCCKAs Teparus
(ADT) B TepaneBTUUECKOI JO3UPOBKE ITPOBOAMIACE 3 T1a-
nueHTaMm. MaTepBan Mexay HavaiaoMm npuéma ADT u mep-
BBIM TIPUCTYIIOM cocTaBui 4, 7 1 45 Mec COOTBETCTBEHHO.

CeMMoOJIOTHSI TIPUCTYIIOB TIpeACTaBiieHa B Ta0Jm-
ne. KonuyecTBO TMIIOB MPUCTYIIOB Y OTHOTO TAIIMEHTA
BapbupoBaio or 1 go 6. Y 3 mereit ¢ Tskénoit hopmoit
MIIC II umen MecTo TOJBKO 1 THUN MPUCTYNOB, y 4 Ta-
IMEHTOB — 2 THMA TpUcTyna, y 1 — 3 Tuma MpucCTyIoB,
y 1 — 5 TnoB nipucTynos, y 2 — 6 TUITOB IIPUCTYIIOB.

CraTycHOe TeueHMe OmIaTepaJbHBIX TOHUKO-KIIOHM-
YECKHUX SMUJICTITUYCCKUX MPUCTYIIOB OTMEYAIoCh y 2 ma-
eHToB ¢ Tsekénoit ¢popmoit MIIC II. Y3 11 nmanmeHTOB
C IMArHOCTUPOBAHHOU SMUJIETICUEN TTPOBOKALIUS TTPUCTY-
noB (GeOpMIbHOM 1 cyodeOpUIbHOIM TeMIlepaTypoii Tea
OblTa XapakTepHa it 2 MAlUEHTOB C TIXEnoi (opmoit
MIIC II, nmpuuém y 1 mamuyeHTa sHujiericusl 1e0I0TUPO-
Bayia ¢ (peOPWIHLHOIO IPUCTYIIA, BO3HUKIIETO B BO3pac-
Te 122 Mec. Y ocTabHBIX OOBLHBIX SITMIIETICUS Je0I0TUPO-
Basia ¢ aheOPMIIBHBIX IIPUCTYIIOB.

DeOpunbHBIE CYTOPOTH B BO3pacTe 0 S5 JeT UMEIu
MECTO y 2 TalueHToB ¢ TseKenoit popmoit MITC I1. Ha-
OMromeHre B MaHHOM MCCAENOBaHMHM |1 W3 2 MAllMeHTOB
C CIMHCTBEHHBIM (beOPUIBLHBIM IIPUCTYIIOM B BO3pac-
Te 24 MeC TIPOI0JIKATIOCH 10 55 MeC, IIOBTOPHBIE TIPUCTYITHI
oTcyTcTBOBaIM. HaGntoneHue BToporo naiyeHTa mpoaosi-
Xanoch 10 175 mec, mpu 3ToM 1ociie GeOpUIbHBIX CyI0pOT
B Bo3pacTte 12 Mec MpUCTYNIbl OTCYTCTBOBaiM 1o 135 Mec,
Korjga MaHu@ecTupoBaja snujiencust ¢ apeOpuIbHBIMU
npuctynamu. Yacrora pasBuUTHSI (PEOPUIBHBIX CYIOPOT
B BO3pacTe 10 5 JIET y MalMeHTOB ¢ HeiipOHOMaTU4YeCKOM
dopmoit MIIC II, mocturmmx Bo3pacTta 5 JeT Ha MO-
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MEHT OKOHYaHusI McclenoBaHusi, coctaBuiaa 1 (2,8%)
u3 36. JlaHHbIe TTOKa3aTeJd COOTBETCTBYIOT YaCcTOTE pa3-
BUTHUS (DeOPUIIBHBIX CYIOPOT B OOIIEH OIS IeTei
(2—5%) [18].

Jannabie Buaeo-O3'-MOHUTOPUHTOB OOAPCTBOBAHUS
W/WUIY THEBHOTO CHA ObLIM OOCTYIIHBI M1 56 MalUMeHTOB
¢ MIIC (40 — ¢ Tsxénoit popmoit MIIC 11, 16 — ¢ nér-
koit ¢popmoit MIIC II), B Tom yucie nng 11 mameHToOB
C JIMArHOCTUPOBAHHOM snuiencueit. DA perucTpupo-
Bajlach TOJIBKO Yy JIeTeid ¢ HelpoHOIlaTUYeCcKou (opmoit
MIIC II (n = 22), DA otrcyrcTBOBajna y 18 meTeit ¢ TsoKe-
soit popmoit MIIC 11, y 16 — ¢ nérkoii. M3 22 manuen-
TOB C 3aperucTpupoBanHoit DA 10 cTpamganu snujencuei,
y 12 manmeHTOoB yKa3aHUs Ha STUJICTITUYECKIE TIPUCTYITHI
OTCYTCTBOBa/IU. ¥ 1 MajbuMKa, CTpaJaBIIEro SIUIencuei,
MEXIIPUCTYITHAsS DA He ObUIa BBISIBIeHA HA MOHUTOPUH-
re CHa, MPOBEIEHHOM ITTOCJIe 1e0loTa IIPUCTYIOB Ha (poHe
ADT B TepameBTUYECKUX M03aX (BaJbIIPOEBOM KUCIOTOM
n (eHobapouTasom). Bospact mepBHYHOIT perucrpa-
uu DA Obut ornpenenéH y 11 neteit ¢ Tskénoit hopmoit
MIIC II, maa KOTOpBIX OBLIA TOCTYITHBI TaHHBIC BUICO-
DB -MOHUTOPUHTOB, MPOBEAEHHBIX A0 TEPBUYHON pe-
TUCTpau DA M B TOM Xe (PYHKIIMOHAJIBHOM COCTOSI-
HUM, B KOTOPOM BIIepBbic DA ObUIa 3aperMCTPUpPOBAHA.
Mennana Bo3pacTa ITOSIBJICHMSI MEXITPUCTYITHOIM DA co-
craBwia 91 [57; 171] mec, MmuaumMyM — 44 Mec, MaKCH-
MyM — 176 mec.

BepossTHOCT, BO3HMKHOBEHHS OJIIWICTICUM B TeYe-
HUE 2 JIET mociie mosiBieHus DA 1o gaHHbBIM D3OI Obuta
OlleHeHa y 8 TallMeHTOB C HeifpoHOmaTU4ecKoil (hopMoit
MIIC II. DA 1o nim 6e3 BO3HUKHOBEHMSI IIPUCTYTIOB B TIe-
pron HabmoaeHNs OblIa 3ahMKCHUpOBaHa y BceX 8 malm-
€HTOB, a BpeMs HaOIIONCHMS IeTel TTOCIE BBISIBJICHUS DA,
He oOycnoBuBIIeil HazHayeHue ADT, coCTaBIIsSIIO HE Me-
Hee 2 yeT. B Teuenue 2 neT mocie mosiBIeHUs DA 31H-
JIENITUYECKUE TIPUCTYIIbI BOZHUKIN Y 2 (25%) u3 8 6oJb-
HbIX, ¥ 6 (75%) maLuMeHTOB B T€YCHUE YKA3aHHOIO IIe-
prona TOoCe MOSBACHUS DA MPUCTYIIBI OTCYTCTBOBAJIM.
[Ipu cpaBHEHMHM YaCTOT ABYX MCXOMOB ITOKA3aHBI 3HAYM-
Mble pazanuus (p = 0,046).

O6cyxaeHune

B cBs3u ¢ pa3BuTHEM HOBBIX METOIOB TEpaIlvu, I10-
3BOJISTIONIMX IIPEOAOJIETh TeMaTodHIedannIecKuii Oa-
pbep, B MHOCTPAHHOW MEIMLIMHCKOMN JINTEpAType CTAIU
BCE yallle TOSBIISIThCS TaHHBIC, ITOCBSIIEHHBIC €CTECTBEH-
HOMY T€UEHHIO HEepoaereHepaTUBHOTO IIpoliecca y Tallu-
enToB ¢ MIIC III. ITpu 3ToM paboOT, ONMUCHIBAIOIINX HE-
Bposiornueckoe teueHne MIIC II, 3HaUNTETLHO MEHbIIIE
[1, 3, 13, 19, 20]. IIpencraBieHHOe HaAMU MCCIIEIOBaHIE
eCTeCTBEeHHOTO TeueHUd Tskenoit popmbr MIIC 11, o mo-
JIy4eHHBIM Ha MOMEHT ITyOJIUKAIINK CBEICHUSM, SIBIISICTCS
nepBOi aHAJIOTMYHOM pabOTOl B POCCUMCKOI MEAUIIMH-
CKOM JIUTEpaTypE.

I'pacdmueckoe onrcanue Bo3pacta MaHUbecTaluy He-
BPOJIOTUYECKUX CUMIITOMOB y JIeTeil ¢ TSKEIoi (hopmoii
MIIC II mpeacTaBiaeHO HA PUCYHKE.

Original investigations
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Cemuonorus snuienTUYeCcKNX NPUCTYnoB y NaLeHTOB C HellpoHoMna-
Tnyeckoin popmoii MMACII (n=11)

Semiology of epileptic seizures in patients with neuronopathic MPS Il
(n=11)
Tun npucTynos

Seizure type

®DoxkanbHbIE MOTOPHBIE (0€3 YTOYHEHHMS TUTIA)
Focal motor (without specification)

®DokabHbIE KIOHUYECKNE

. 4
Focal clonic
DoKanbHbIE TOHUYECKHE )
Focal tonic
DoxkanmbHbIE MUOKIIOHUYECKHE )
Focal myoclonic
DoKaNIbHBIE TOHUKO-KIOHUIECKIE 1
Focal tonic-clonic
DoKalbHbIC BETETATUBHBIE )

Focal autonomic

DoxkaTbHbIE TPUCTYIIBI C 3aTOPMOXKXEHHOCTBIO
TIOBEIEHYECKMX PeaKIIMiA 1
Focal behavior arrest

BuatepaibHble TOHUKO-KIOHUYECKHE ¢ (hOKATbHBIM
MOTOPHBIM IE0I0TOM 2%
Focal motor to bilateral tonic-clonic

BunarepanbHbie TOHUYECKME ¢ (DOKATBHBIM MOTOPHBIM
IE0I0TOM 1
Focal motor to bilateral tonic

BuatepanbHble TOHMKO-KIOHHUYECKUE C HEYTOYHEHHBIM
IE0I0TOM 8*
Bilateral tonic-clonic with unknown onset

BunarepaibHble KJIOHUYECKKE C HEYTOUHEHHBIM JI€0I0TOM
Bilateral clonic with unknown onset

bunatepaibHble TOHMYECKUE C HEYTOYHEHHBIM JI€0I0TOM
Bilateral tonic with unknown onset

T'eHepan30BaHHbIE MHOKIIOHMYECKHE
Generalized myoclonic

ITpumevanue. *Y | naumeHTa MMeIM MeCTO oba TUMA MPUCTYIIOB.
Note. *One patient had both seizure types.

JIaHHBIX O TOYHBIX CPOKAX BBISIBIICHUS 3aI€PXKKH TICHU-
XMYECKOTO U PEUeBOTO Pa3BUTHUsS, a TaKKe TMOAPOOHBIX
OMUCAHUI peyr y NaluueHTOB ¢ TskEIoi hopmoit MITC 11
B JIUTepaType HaMu He OoOHapyxkeHo. B Hacrosiiiem uc-
CJIeZIOBaHMM TTOKa3aHo, 4To 64% mMalMeHTOB C Helpo-
Honatuyeckum tunoM MIIC II Ha TOM Wiu UHOM 3Tamne
pa3BUTHUSI TIPUOOPETAIOT HABBIK MCTIOJB30BaHUsS (hpaso-
Boli peun, a 19% nmereil — HaBBIK MCITOJIB30BAaHMS pac-
MPOCTPAHEHHBIX TIPEIJIOKEHU, COCTOSIIMX U3 3 1 Oosee
cnoB. 1o manubM [.D. Young 1 coaBT., peTpOCIIEKTUBHO
MPOAHATIM3UPOBABIINX PAa3BUTHE Peyr y 36 MalMeHTOB
¢ Tsekénoit popmoit MIIC 11, 5 (14%) u3 36 nmauueHTOB
HUKOTJIa HE WCIOJIb30BAIUA CJIOB CO CMBICIIOM, W TOJIb-
Ko 5 (14%) — xorna-i1mbo MCIOJNb30BAIM MPETOXEHUSI,
cocrosiiue 6osee yem u3 2 uiau 3 ciaos [13]. Takum 06-
pa3oM, Hallli JaHHbBIE B 1IEJIOM COOTBETCTBYIOT TAKOBBIM
OpUTAHCKUX UCClIenoBaTeieil U CBUIETEIbCTBYIOT O TOM,
yto Hanuuue y pedbénka ¢ MIIC II HaBbika ucrnonap3oBa-
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Bo3pacT maHudbecTalym HeBponormyecknx CMMNToMoB Y feTeii ¢ Taxénon dopmoii MMC 1.

1 — 6eCnOoKONHbIV COH; 2 — rMNepaKkTUBHOCTb; 3 — HapyLUeHUA NoBefeHNs; 4 — 3afiepKka PeueBoro pasBuTHS; 5 — 3afiepKKa NCUXMYECKOro pasBuTus;
6 — TPYAHOCTY 3acbiNaHunsa; 7 — NpobyxaeHnA; 8 — BOKalbHble CTepeoTUnu; 9 — MOTOpHble cTepeoTnniu; 10 — yMeHblLeHne/KynmpoBaHue rnepak-
TMBHOCTY; 11 — yTpaTa peun; 12 — nceBaobynb6apHbi apPeKT; 13 — MoBbILeHMEe CYXOXKIbHbIX pednekcos; 14 — mouthing behaviour;

15 — npobyxaeHnA C HapyLleHneM 3acbinanns; 16 — gucdarus; 17 — ymeHblueHne/KynupoBaHue HapyLUeHnii noBeAeHus; 18 — yTpaTa caMoCcToATe N b-

HO x0fbbbI; 19 — natonoruyeckune pedpnekcbl; 20 — NepceBepaTUBHOE XKeBaHe; 21 — MOBbILIEHNE MbILLEYHOTO TOHYCa; 22 — 3nunencus; 23 — NHBep-

cnA CHawn 60,C|pCTBOBaHI/Iﬂ.

Age of neurologic symptoms’ manifestation in children with severe Hunter syndrome.

1 — restless sleep; 2 — hyperactivity; 3 — behavior disorder; 4 — speech delay; 5 — mental retardation; 6 — difficulty falling asleep; 7 — awakening;

8 — vocal stereotypy; 9 — motor stereotypy; 10 — decrease/cessation of hyperactivity; 17 — loss of speech; 12 — pseudobulbar affect; 13 — deep
tendon reflexes’increase; 14 — mouthing behaviour; 15 — awakening with subsequent falling asleep difficulty; 76 — dysphagia; 177 — decrease/cessation
of behavior disorder; 18 — loss of ambulation; 79 — pathological foot signs; 20 —perseverative chewing; 21 — increased muscle tonus; 22 — epilepsy;

23 — sleep-wake inversion.

HUs Gpa3 He MOXKET UCKIIOYUTh TeUeHUE HEHPOHOIIaTH-
YeCcKoil (hopMBbI 3a00J1€BaHMS.

[IpencraBneHHOe HaMHU OIMCaHUE Ae0lOTa IBUTa-
TEJIbHBIX HapYIICHUI SIBJISIETCS Ba>KHBIM JUISI TIPaKTUYC-
CKMX CITeIIMAJIIMCTOB; MOSIBJICHUE OMHOTO WM HECKOJIb-
KMX TIEPEYUCICHHBIX CHMIITOMOB. YTOMJISIEMOCTh IIpHU
Xonp0e, M3MEHEHHME TIIOXOAKHU, IIOCTypajbHasl HecTa-
OMIBHOCTD, AMHAMUYECKAsI aTaKCHS, ITaleHUs IPU XOIb-
0¢ — CBUIETEIbCTBYET O Pa3BUTUM Y OOJILHOIO Mape3oB
1 KOOPAMHATOPHBIX HapYIIEHUWH M TOKHO MPUBECTHU
K OBICTPOMY M CBOEBPEMEHHOMY O0ECIIEUCHUIO TTalleHTa
TEXHUUYECKUMU CPEeICTBAMM peadUIUTALIMU U K UH(POP-
MHUPOBAHUIO POIUTEIEI 0 HEOOXOOUMOCTU M CIocobax
npoduirakTuku TpaBM. B cBolo ouepenb, ompenelieHue
BO3pACTHBIX ITOKa3aTesiell MOSBICHUST nUc(aruy BaxkKHO
IJIST CBOEBPEMEHHOI KOPPEKUMU KOHCUCTEHIIUM ITUIINA
M XKUIKOCTU U CIIOcOo0ax ux mpuéma M, COOTBETCTBEHHO,
Uit mpoduyiakTuku acnupauuu. [IpuMeuaTtenbHo, 4TO
XapakTep Ae0l0Ta IBUTAaTebHBIX HAPYIIICHUI Y MaJIbunKa
¢ HeiipoHomaTuueckoii opmoit MIIC II, onmucanHoTO
anoHckuMu Bpadamu M. Kurihara m coaBT., cOOTBeT-
CTBYET HAIllUM JaHHBIM. Tak, aBTOpbI COOOIIIANIN, YTO Ta-
NIeHUsI BO BpeMs XOIbOBI 3a 3 rojga MpealiecTBOBaIU €€
TOJIHOM yTpaTte, MPOU30LIeaIIeii B Bo3pacTe 9 JIeT y OIu-
chIBaeMoro 6oyibHoOTO [21].
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CpenHuii BO3pacT NMPUKOBAHHOCTA K WHBAIUTHOMY
Kpeciy y nauueHToB ¢ Tsixkeénoii dopmoit MITC II (n = 22),
no gaHHbIM [.D. Young u coasr., coctaBui 11,9 rona [13].
MenuaHHBIN BO3pACT yTpaThl HaBbIKA CaMOCTOSITEIHLHOMN
XOAbOBI B IPYTIEe HAIIMX MALIMEHTOB C TSKENOU (hopMoii
MIIC II cooTBeTCTBOBaJI OMMCAHHOMY OPUTAHCKUMU UC-
cyie0BaTeNsSIMUA U cocTaBu 136 Mec.

Bbicokue 3HaueHKS YaCTOThI TepakTuBHOCTU (81%)
Y HapylleHuil moBeaeHus (91%) y HalMX MalUMeHTOB
¢ tsakénoir popmoit MIIC Il Takxke COOTBETCTBOBAIU
nanHbM [.D. Young 1 coaBT., OKa3aBIIKUM, YTO YaCTOTa
TUTIEPAaKTUBHOCTU W HApYIIEHWI TIOBENEHUS Y TallMeH-
TOB C TAaHHBIM TUTIOM ¥ BapUAHTOM Te€UYeHUs 3a00IeBaHUS
cocraBisieT 76% (29 u3 38) u 95% (36 uz 38) coorBeT-
ctBeHHO [19, 20]. ABTOpHI yKa3bIBalOT HA MOSIBICHUE TU-
MEePaKTUBHOCTU Y MALIMEHTOB € TsKENo hopmoit MITC 11
(n = 38) Ha 2-M roay XU3HU U MePCUCTUPOBAHKUE JAHHOTO
nposBieHus: 1o 8—9 net, korga Ha HoHe MporpeccupoBa-
Hus nepsuyHoro nopaxenusi LIHC npoucxonun perpecc
NBUTAaTebHOU akTUBHOCTU [20]. YKa3zaHHbBIE CPOKU pe-
rpecca MOTOPHOW pPAacTOPMOXKEHHOCTU TaK¥kKe COOTBET-
CTBYIOT HAllTUM JTAHHBIM.

YTnoMuHaHUs O CTEPEOTUITHOM TIOBEIEHUU Y TTalTUeH-
ToB ¢ MIIC II B nuTepaType mpakTUYEeCKU OTCYTCTBYIOT,
a cortacHo R.K. Rumsey u coaBT., ayTucTUYeCKHUE CUMII-

Original investigations
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TOMBI B paMKax IIPOTPECCUPOBAHUS HeHpomereHepalnu
HE XapaKTepHBI HU U] KAKMX HEHPOHOITATUIECKIX TUIIOB
MIIC, xpome cuHapoma Candununmo [22]. IIpu sTOM
y HallMX IalMEeHTOB C HelpoHomaTUu4eckoi (opmoii
MIIC II noka3zaHO HaaTW4YMe MOTOPHBIX M BOKAJIbHBIX CTe-
peotunuii B 57% u 21% ciydaeB coorBeTcTBeHHO. O 3HAa-
YUTEJIbHOM PaCIpOCTPAaHEHHOCTH MOTOPHBIX CTEPEOTH-
Uil y 60IbHBIX ¢ HelipoHonatndeckoii popmoit MIIC 11
roopsT Toabko J.B. Eisengart u coaBT., U3y4yMBIINE I10-
BeIIeHUYECKME MPOSIBJICHUST JTaHHO# (hopMBI O60se3Hu [23].
Takum 00pa3zoMm, CTEpPEOTUITHOE MOBEJCHUE HEe IOJIKHO
ciy>kuTh KputepueM uckimouennss MITC II npu o6cneno-
BaHUU peOEHKa C 3aJepxXKKO ICUXOPEYEBOIO pa3BUTHSI.
Kpome Toro, crepeoTuriHoe IOBeIeHUE CIIEAyeT YIUThI-
BaThb MPU MpoBeneHUM AuddepeHIInaIbHOrO IMarHo3a
BHOBb BO3HUKIIMX MOTOPHBIX WJIM BOKAJBbHBIX ITapOK-
CHU3MOB Y ITalIMEHTOB C HelipoJaereHepaTUBHBIM TeUYCHUEM
MIIC 11.

Bonbimas cxoxecTs IepceBepaTUBHOTO XKeBaHUS Y Ta-
EeHTOB ¢ TseKeEmoit popmoit MITC 11 ¢ mo3aHeit nucKkuHe-
31 He MCKITI0YaeT HapylleHUs (GyHKINU T0(PaMIHOBBIX
pelenTopoB u 10haMUHOBOTO OOMeHa y mauneHToB. [1a-
TOT€HE3 3TOTO CIEHN(MUISCKOTO IBUTATSIIPHOTO HaPYIIe-
HUS IPEICTaBIIIeT MHTEPEC WISl TaTbHEMIIETo N3YIeHUS.

DnmM30abpl HEMOTHMBHUPOBAHHOIO CMeXa WM IUIa-
ya, onMCcaHHble B JIUTepatype y namueHtoB ¢ MIIC III
[2, 22], BcTpeyanuch M y HAIIMX OOJBHBIX C TSKEIOM
dopmoit MIIC II. JeOr0T maHHBIX TPOSIBJICHUI B Oojiee
MO3THEM IIepUOoAe HelpoaereHepaTUBHOIO IIpoliecca,
B TOM YHCJIE TIOCJe BOSHUKHOBEHUS nucparum, a Tak-
K€ 3HaYMMasi OTCPOYCHHOCTD 10 OTHOIICHUIO K IPYTUM
HapYIICHUSIM TTOBEACHMS TTO3BOJISIOT OTHECTHU SIU30IbI
HEMOTMBHMPOBAHHOTO CMeXa WM Iulada K TPOSIBICHUIO
rnceBnoOyabpbapHoro adgpdexra y MaluueHTOB C Iporpec-
cupymollleii aereHepalueid KOpTUKOOYJIbOApHbIX MYTEH.
ITpumeuaTtenbHo, yto M.A. Cleary 1 coaBT. yKa3bIBaJIu
Ha OTCYTCTBHME B3aMMOCBSI3U IIPUCTYIIOB IUTada ¢ OoJe-
BBIM CMHIPOMOM 1 Ha BO3HMKHOBEHUE 3IMM30/I0B NUMEH-
HO B ITO3IHEH cTamnu 3a00JIeBaHMS Y TAIIMEHTOB C CUH-
npomoM CaHduumto [24].

O BBICOKOI YacToTe HapylueHuil cHa (72% ciydaeB)
y MalMeHTOB ¢ HelipoHonaTnyeckoit popmoit MIIC II pa-
Hee coobmanu J.B. Holt 1 coast. [3]. XpoHOoJ0rus omnm-
CaHHbBIX HAMU HApYIIEHUN CHA y IeTel ¢ TSLKENoi (hopMoit
MIIC II cBuaeTenLCTBYET O HAapaCTAHUM TSKECTU TTPOSIB-
JIEHUI C BO3PACTOM.

INokazaHHass B HACTOSIIEM HCCIEOOBAHUU ITAaTOTHO-
MOHUYHOCTb SOUJICNITU(GOPMHBIX TPOSIBICHUN MO HaH-
HeIM DD 1 snutenicny I HelipoHOoNaTUYeCKOi (DOpMBbI
MIIC II cornmacyercst ¢ TaHHBIMU JINTEPATYPHI, OIMUCHIBA-
IOIIIMMHM PA3BUTHUE STICIITUICCKUX IIPUCTYIIOB Y TTAIlUEH-
TOB ¢ TsKEnbIM TeyeHuem MIIC 11 [6, 13, 19, 21, 25-29].
ITo muenuio M. Scarpa 1 COaBT., CIy4yaud OIMCAHUS DITU-
JIETICUU Y TTAIIUEeHTOB ¢ JIETKOI (popmoit MIIC II obyciioB-
JIEHbl OLIMOOYHON OLIEHKOW CTENEHU TSKEeCTU 3abosie-
Banug [27]. I.D. Young 1 coaBT. mokKa3aju, 4YTO CpeIHUit
BO3pacT MaHUGECTAlIMU CYIOPOT y TMAIIMEHTOB C HEelpo-

Original investigations
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Horatuyeckoii popmoit MIIC II orHocuTcs K 10 romam,
MWUHUMAaJbHBIN — K 2 rogam 3 Mec, a MaKCUMaJIbHBIA —
K 13 rogam (n = 19) [13, 19]. MenuaHa Bo3pacta BO3HHUK-
HOBEHMSI TIEPBBIX SMUJICIITUUCCKUX TPUCTYIIOB y HAIIUX
marmenToB ¢ MIIC II (132 mec) cooTBeTCTBOBaja IaH-
HBIM OpUTAHCKUX UCCIIea0BaTe e, OMHAKO IIPEeICTaBICH-
Hblii 1.D. Young u coaBT. cTOJIb paHHUIT MUHUMAJILHBINA
BO3pacT AcOroTa IMOJyYeH 3a CYET BKIIOUCHMS TAllMEHTA
¢ (beOPUIBHBIMU CyIOpOTaMU Ha 3-M roay ku3Hu [13, 19].
C yu€ToMm OoJIee ITo3MHeT0 MUHUMAILHOTO BOo3pacTa 1e0ro-
Ta SMWIETICUU B Hallei rpymme 6oabpHbIX (80 Mec), a Tak-
K€ TIPOAEMOHCTPUPOBAHHOTO COBITANEHUS YacTOTHI (pe-
OPWIBHBIX CYIOPOT Y MMAIleHTOB ¢ HEPOHOITATUYECKHMOI
dopmoit MIIC 11 (2,8%) ¢ TakoBoii B momysiuu (2—>5%),
MBI TI0JIaTaeM, YTO TUITMYHBIC MPOSBICHUS (heOPUIbHBIX
cynopor y nauueHToB ¢ MIIC II ciexyer paccmaTpuBaTh
KaK M30JIMPOBAHHYIO HO30JIOTHMIO, a HE KaK NIeOI0T 3ITH-
JICTICUU.

OnucaHHBIN B HaIlleM MCCICA0BAHUU TTOJIUMOPGU3M
SMUJICTITUYCCKUX TIPUCTYIOB C IIpeodiiagaHueM OujiaTe-
paJTbHBIX TOHUKO-KJIOHNYECKUX C (DOKATBHBIM 1 HEYTOU-
HEHHBIM ne6oToM (9 M3 11 manueHToB; 82%) HaXOAUT
CBOE OTpakeHUe B 0oJiee paHHUX paboTax 3apyOesKHbIX aB-
topoB. I.D. Young u coaBrt. (1983) coobmianu o pa3BUTHA
TeHepaIn30BaHHBIX TOHUKO-KIOHWYECKUX IIPHUCTYIIOB
y OOJIBIIIMHCTBA MAIIMEHTOB ¢ dMIUJIETICUel Ha (DOHE TIXKE-
noit dopmbt MITCII [13]. Cpenu npyrux TUTIOB STWIIETITH -
YECKHUX IIPUCTYIIOB, OIMMCAHHBIX IIPU HEMPOHOIIATUYECKOM
dopme MIIC II: HouHble MUOKIOHNYecKuUe [13], pokanb-
Hble MUOKJIOHNYecKue [27], ToHmyeckue mpucTyInsl [30],
HOYHBIE TUIIEPMOTOPHBIE TIpUcTyIbl [26]. Cayyait Oeccy-
TOPOXHOTO JTOOHOTO SMUJICTITUYECKOrO cTaTryca y Iallu-
eHTku ¢ MIIC Il mpencrasnen P. Bonnani u coasr. [25].

3ak/ouyeHme

Takum 06pa3oM, B HACTOSIIEM MCCIEIOBAHUU YTOY-
HEH BO3pacT MaHU(bECTAIIMA HEBPOJOTUUECKUX CHMIITO-
MOB M CHHJIPOMOB Y JIeTei1 ¢ HeiipoHOMaTUUeCcKoi (hopMoit
MIIC 1II, noka3aH ero 3HaYMTEJIbHBINA OMAIla30H, OTpa-
JKAIOIIMK BapuaOeIbHOCTh KIMHUYECKOTO KOHTHHYYMa,
XapaKTEepHOTO UIST JTU30COMHBIX OOJIe3HEIl HaKOILICHUS.
YcraHoBieHO, 4To 64% TMallMEHTOB ¢ HelpoHONaTUYe-
ckuM tunoM MIIC Il Ha TOM MM MHOM 3Tarle Pa3BUTHUS
pUOOPETAOT HABBIK UCIIOJIb30BaHUSI (PPa30BOii peun, KO-
TOpast y OOJIBIIMHCTBA U3 HUX OIrpaHUYCHA MCITOJIb30BaHM -
€M IIPOCTHIX MPEIIOXECHUI. AHAJIN3 XPOHOJIOTUN BO3HUK-
HOBEHMSI TTApOKCU3MOB HACUJIbCTBEHHOTIO CMeXa M IIavya
B IpYMIIe HAIIMX OOJIbHBIX MTOKA3aJl, YTO JaHHBIC IIPOSIBIIC-
HUSI JOJIKHBI OBITh OTHECEHBI K TTPOSIBJICHUIO TICEBIOOYITb-
b6apHoro addekTa Ha (PoHe TporpeccUpylolieil JereHe-
pauMu KOpPTUKOOYIbOapHBIX myTeil. Kpome Toro, BbISIB-
JieHa 60JibllIasl YacTOTa HE BKJIIOYEHHOTO B KJIACCUYECKUE
OMNUCAHUSI CTEPEOTUITHOTO MOBEACHUS Y JeTel C TSKENOM
dopmoit MIIC II. YcraHoBiieHO, YTO TSKECTh HapyLIeHU I
CHa y OONBHBIX C HelipoHonaTuueckoit popmoit MIIC 11
HapacTaeT ¢ Bo3pactoM. [loka3zaHo, 4TO B Te4eHUE 2 JIET
nocyie mosiBieHuss DA y MallMeHTOB ¢ TSKENIo (hopMoit
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MIIC II orcyTcTBHME MPUCTYIIOB PETrMCTPUPYETCS CTaTH-
ctuyecky 3Hayumo yvamie (p = 0,046), yem neGIOT BMu-
JICTICUU.
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