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SAMUAEMMUOJIOIUA U CTPYKTYPA

MYKOMNOJIMCAXAPUAO30B

Mykononucaxapugossl (MIC) asnsioTca camon pac-
NPOCTPAHEHHOW FPYyNnon HacneacTBEHHbIX 3aboneBaHUM
obMmeHa BelWecTB, OTHOCALLMXCA K IMB0COMHbIM 601€3HAM
HakonneHusa [1]. B ocHOoBe 3ab60fieBaHUA NIEXUT He[o-
CTaTOYHOCTb NIM30COMabHbIX GEepMeEHTOB, NpuBOASLLANA
K HapylleHu1Io KaTabonnama rnKko3amMmMHOrMKaHoB. 3abo-
fIeBaHME XapaKTepu3yeTcs MPOrpeccupyloliMm TEYEHHUEM,
NPUBOANUT K PaHHEN MHBaANUAM3aLWUW C BbICOKUM PUCKOM
NneTanbHOro ucxopda [2]. Martonorn4yeckme M3amMeHeHUs Bo3-
HUKalOT BCNEACTBME FeHeTMYeCKMX AedeKToB MeTabonmns-
Ma [MMKO3aMWHOMIMKAHOB C MOCAeayloWwnM HaKomnieHnem
B COEAMHUTENbHOW TKaHM XOHAPOUTWMHCYyNbdaTa B n/mnm
renapaHcynbdara [2, 3].

M3BecTHO HecKosibko Tunos MIIC, Bblgensembix B
3aBUCUMMOCTU OT GEepPMEHTATUBHbLIX AEPEKTOB U TAXKECTH
KNMHMYEeCKoOn cumntomatuku [2]. Bce Ttunbl MIMC oOTHO-
cATCa K rpynne opdaHHbIX 60n1e3HeNn. Mx pacnpocTpaHeH-
HOCTb HACTOMbKO HW3Ka, YTO A0 CWUX MOP HE HaKOMIeHo
[LOCTaTO4YHOro onbiTa MO NPoduUNaKkTUKe 3TUX 3abonesa-
HUIN M NIeYEHUID TaKMX OGOMbHbIX C LeNblo MOBbIEHUS
MX KayecTBa YXW3HU U CHUKEHMS neTanbHOCTM. YacToTa
BbigBneHusa MIC B pasHbIX WUCCNefoBaHUSAX CUJIbHO
BapbupyeT. TaK, MO pasHbiM [aHHbIM, 3a60/eBaeMoCTb
MMC | tuna (MIC |; cuHgpom [ypnepa-—Llene) moxeT
coctaBnatb oT 1:84000 go 1:70000 HOBOPOXAEHHBIX,
MMC Il (cuHapom XaHTepa) — oT 1:149000 go 1:92000,
MMC Il — ot 1:40000 po 1:100000, MIIC VI (cuHapom
MapoTto-Jlamun) — ot 1:235000 go 1:666 000 [4, 5].

Victoriya A. Aysina, Aleksandr A. Buksh, Ludmila M. Kuzenkova, Olga V. Kozhevnikova, Vladislav V. Lebedev,
Andrey A. Gazaryan, Tatyana V. Podkletnova, Sofiya G. Popovich

National Medical Research Center of Children’s Health, Moscow, Russian Federation

Epilepsy in Children with Mucopolysaccharidosis: Epidemiology,
Clinical and Electroencephalographic Features

The current knowledge of the causes and progression of epilepsy in patients with different types of mucopolysaccharidosis are
presented. The article discusses the dynamics of electroencephalographic changes with age and in connection with the disease
progression.

Key words: children, orphan diseases, mucopolysaccharidosis, epilepsy, diagnosis, electroencephalography, video-EEG monitoring.

(For citation: Aysina Victoriya A., Buksh Aleksandr A., Kuzenkova Ludmila M., Kozhevnikova Olga V., Lebedev Vladislav V., Gazaryan
Andrey A., Podkletnova Tatyana V., Popovich Sofiya G. Epilepsy in Children with Mucopolysaccharidosis: Epidemiology, Clinical and
Electroencephalographic Features. Voprosy sovremennoi pediatrii — Current Pediatrics. 2018; 17 (3): 250-253. doi: 10.15690/
vsp.v17i3.1895)



HEWPOMNATOrEHE3 MYKOMNOJIMCAXAPM1030B

HenpopgereHepatMBHoe TeyeHue 3aboneBaHusi Hanbo-
nee xapaKtepHo ans Tskenbix dopm MIC | v Il u Bcex popm
MIC 1l [B]. Mpu 3TOM OTMeYaeTcs MOCTENEHHOE pPa3BUTUE
KOFHUTMBHbIX HapyWeHW, U3MEHEeHNEe NOBEAEHUS, a TaKKe
COKpalleHNe MNpPOAOMKUTENbHOCTU XU3HKU [3, 4, 6]. pwu
BCEX HeWpoHonaTtuyeckux Tunax MIMC HapyweH meTabo-
nnM3m renapaH-cynbdarta [6]. NiccnenoBaHus, npoBeieHHble
Ha unBOTHbIX ¢ MIIC I, IlIA v llIB, noka3anu aHoManbHoe pas-
BUTWE HEMPOHOB W, B YAaCTHOCTH, MPOrpeccupyioliee NCTOH-
YeHWe UX MUENIMHOBOM 0BO0JI0YKK, YBENMYEHWE KONMMYecTBa
nm3ocoM, auctpoduto akcoHoB [7]. Bonee Toro, cumTaetcs,
4TO BeayLlyto posib B HerponaToreHede MIIC nrpaet rubenb
HEeNMpoHoB [6]. Bonpoc 06paTMMOCTH KNETOYHOIO NoBpexae-
HKs npun MINC ocTaeTca OTKPbITbIM.

HakonneHne raMKo3amMUHOMIMKAHOB B TKaHW MO3ra,
B YaCTHOCTM renapaH-cyibdarta, Bbi3blBaeT BoOcManeHue,
U3MEHEeHWe HenpoHaNbHOM nepefayn u rmbenb HEMPOHOB
[8—10], 4TO NPMBOAMT K TaKMM HEBPONOTMYECKUM MPOSB-
NIEHVAM, KaK HapylleHwe Mno3HaBaTeNbHOW [AefTeNbHOCTH,
NOBEJEHMS, @ TaKXKe 3NUIenTUY4ecknum npuctynam [11, 12].
Kpome Toro, HeBposiorMyeckas cMMNToOMaTKa MOXeT BO3-
HUKHYTb BTOPMYHO 3@ CYET KOMMPECCUM CMUHHOIo MO3ra,
BbI3BaHHOW MNPOrPeCcCUpyloLIMM CTEHO30M MO3BOHOYHOIO
KaHana no npu4YyMHe HaKOoMNEeHWUs MMUKO3aMWHOMINMKaHOB
nosagn 3y60BMAHOINO OTPOCTKA, MOBbLIWEHWS BHyTpU4Yepen-
HOro AaBnieHns, n GopmupoBaHus ruapouedanmm U CUH-
ApoMa 3ansicTHoro kaHana [11-13]. Ha npumepe 60/bHbIX
¢ MIC Il 66110 NOKa3aHo, YTO BO3HWMKHOBEHME CyA0POTr TECHO
CBfI3aHO CO CKOPOCTbIO NPOrpeccnpoBaHns HempoaereHepa-
TUBHOIO NpoLecca B LIeHTpasbHON HEPBHOM cucteme [14].

PACINMPOCTPAHEHHOCTDb 3MUJIENCUH

MPU MYKONOJIMCAXAPUAO3AX

Anunencus anarHocTupyetcs npumepHo y 30% 60MbHbIX
¢ MIC [15, 16], xoTa 3Ha4yeHWs 3TOro NoKasaTens B pasHbiX
UCCNefoBaHUAX CUIbHO BapbupyloT. Kpome Toro, B HEKO-
TOPbIX Cly4asax CyAOpPOrn BO3HWKAIOT BCAELCTBME MOBbI-
LIEHHOr0 BHYTPUYEPENHOrO AAB/EHUS, BEHTPUKYIOMEranunm
[15-17]. B pabotax 3apybexHbix [14, 15, 17], a Takxe
POCCUMCKMX aBTOPOB NOKa3aHo [6, 16], 4To camas BbicoKas
aons 60nbHbIX C anuaencuer HabnogaetTcsa NP HEMPOHO-
natuyeckunx tunax MIIC Il u 1. o AgaHHBIM MeXXAYHaPOAHbIX
M OTeYEeCTBEHHbIX UccnegoBartenen, cpean 6onbHbix MIC I
pacnpoCcTpaHEHHOCTb 3NUAENncun Konebnetcs B ananasoHe
oT 13 po 34% [17-19], ¢ 605ee BbICOKMM MPOLEHTOM
(oT 28 0o 63%) y 60/IbHbIX C HEMPOHONATUYECKUM DEHOTHU-
nom [20-22]; cpefHUit BO3pacT MNOSABMEHUS 3MUNENTUYe-
CKuMx npuctynoB — ~10 net [16-18]. Mo gaHHbIM |. Young
M COaBT., NPU HeHenpoHonatuyeckoM Tune MIIC Il anunen-
cus Gblna gnarHoctupoBaHa B 3% cnyyaes [20, 21].

MaumeHTtol ¢ MIC Ill, xapaKkTepu3yowerocs nopaxe-
HUEM LIeHTpasibHOM HEPBHOWM cUCTEMbI [18], umMetoT caMbli
BbICOKMI MOKasaTeflb PacrnpoCTPaHEHHOCTU 3nuiencum —
oT 26 po 52% [20, 21, 23]. PacnpocTpaHeHHOCTb Hecy-
LLIECTBEHHO OTNMYaeTcsa cpeaun 4deTbipex noatunos MIIC I,
HO 60Jiee paHHWI Le6IoT aNunencum 6bia yCTaHOBEH Y 60/1b-
HbIx MIC llla [24]. N3BECTHO TaKKe, 4YTO YacToTa anuaenTu-
YECKUX MPUCTYNOB YBENUYMBAETCA C MNPOrpeccupoBaHvem
HEVPOKOrHUTUBHbBIX HapyLleHuH [6, 25]. Kpome TOro, BbifiB-
fleHa arrpasauus NPUCTYNoOB NPU HapyLIEHUSAX CHA U YMEHb-
LIEHWUM NPOLOSIKUTENIbBHOCTU HOYHOI O CHa [26].

K/NIMHUYECKHUE NPOABJIEHUA AMUNENCUH

NMPU MYKOMNMOJIUCAXAPUAO3AX

Anunencus npeactaBfiseT co60M XPOoHUYecKoe 3abo-
NeBaHWe, XapaKTepuayloleecs MOBTOPHLIMKU, MpPeuMmyLle-

CTBEHHO HEMPOBOLMPYEMbIMU MPUCTYNAMMU, C HapyLLEHUEM
ABUraTeNbHbIX, YyBCTBUTENbHbIX, BEreTaTUBHbIX, NCUXUYe-
CKMX W MbICAUTENbHbIX GYHKUMIA, BO3HWMKAIOWMX BCnea-
cTBME GOPMMUPOBaAHUSA YPESMEPHbBLIX HEMPOHHLIX pPa3psaoB
B CEpPOM BeLLECTBE KOPbl rOJIOBHOIO Mo3ra [27]. B HacTo-
auee Bpema MexgyHapoaHasi NpoOTMBO3NUIENTUMYECKas
nura (International League Against Epilepsy, ILAE) npeg-
NIOXKKNa HOBOE OnpeaeNieHne MOHATUSA «3ANUAENCUs»:. 3TO
«XPOHUYECKOE COCTOSIHME MO3ra, KOTOpoe XapaKTepuayeT-
CSl YCTOMYMBOM MNpPeApacrnofioXeHHOCTbI0 NpoBOLMPOBaTh
NPOSIBAEHUS B BUAE INUAENTUYECKUX MPUCTYNOB C HEWPO-
OGUONOrMYECKUMU, KOTHUTUBHBLIMWU, MCUXONOTUHECKUMU U
coumanbHbIMK nocnegcteusamu. OnpeaeneHne anunencuu
TpebyeT BO3HUKHOBEHUS XOTSH 6Gbl OAHOMO ANUAENTUYECKOTO
npuctyna» [28].

Bce npuctynbl anunencuu nogpasgenstor Ha doKanb-
Hble M reHepannM3oBaHHble. POKanbHbIN ANUNENTUYECKUI
NPUCTYN ONPeaenstoT Kak UCXOAALWMN U3 KaKon-nnbo obna-
CTU HEWPOHaNbHbIX CETEN 3MU304 UMMNYbCHON aKTUBHOCTH,
OrpaHUY€eHHbIN OJHMM NonyllapueM; 3Ta 30Ha MOXKET ObiTb
NIOKaNbHOW WAKW 3aHMMaTb 60Mbly0 Mnaolwaib. Bo3MOXHbI
pacnpocTpaHeHne Ha COCeAHME 30Hbl MM MEPEXOA Ha KOH-
TpanatepanbHoe nonywapue [29]. leHepann3oBaHHbIN
3NMNENTUYECKMI MPUCTYN ONpefenseTcs Kak npuctyn um-
NySbCHOM aKTUBHOCTWU, UCXOASALMM U3 HEKOTOPOM ob6nacTu
r0JIOBHOMO MO3ra, ¢ 6bICTPbIM pacrnpoCTpaHeHMEM U Buna-
TepanbHbIM 3aXBaTOM HEWPOHa/bHbIX ceTen. [JBYCTOPOHHNE
HeWpoHaNnbHble CETU MOTYT BOBMIEKaTb B MPOLLECC KaK Kop-
KOBble, TaK U MNOAKOPKOBbLIE CTPYKTYPbl, HO He 0653aTeNbHO
BClO Kopy [29]. B npoeKkTe HOoBOM paboyen KnaccuduKaumu
ANUNENTUYECKNX MPUCTYNnoB, npeacrtasneHHom ILAE [30],
BblAeNEeHbl creaytoLme TUMbl ANMAENTUYECKUX NPUCTYMNOB:

1) ¢ doKanbHbIM Ha4yanom:
® MOTOpPHble (C ABUraTeNlbHbIM HaYyanoMm): ¢ aBToMaTM3ma-

MU, TOHUYECKNE, aTOHUYECKNE, MMOKITIOHUYECKNE, KIOHM-

YyecKue, anunenTnyecKme cna3mbl, TMNEPKUHETUHECKHUE;
® HEMOTOpHble (6e3 ABUraTeNbHOro Havana): CEHCOpHbIE,

KOrHWTUBHbIE, 3MOLMOHaNbHbIE, BeretaTuBHble, ¢ OCTa-

HOBKOW aKTUBHOCTH;

2) CreHepanM3oBaHHbIM Ha4YanoM:
® MOTOpHble (C ABWUratenbHbIM HavyasaoM): TOHUMKO-K/IOHK-

YeCcKue, TOHMYECKMe, aTOHMYECKME, MUOKIOHUYECKHe,

MWOK/IOHWYECKM-aTOHNYECKNE, KIIOHUYECKME, MUOKIIO-

HUKO-TOHMKO-KNOHWYECKME, INUNENTUYECKME CNa3Mbl;
® HEMOTOpPHble (abCaHCbl): TUNMUYHbIE, aTUNUYHbIE, MUOKJ10-

HUYECKME, MMOKIIOHYC BEK;

3) C HEW3BECTHbIM Ha4yanoMm:
® MOTOpPHbIE (C ABUraTeNbHbIM HA4YaN0oM): TOHUMKO-K/TOHUYe-

CKMe, anunenTuyecKne cnasmbl;
® HEMOTOpHble (6e3 ABWUraTeNbHOro Hayana): C OCTaHOB-

KOW aKTUBHOCTH;
°* Heknaccuoduumpyemble.

Y 6onbHbix MIMC Hanbonee 4acto BCTpeyatoTCs 3Mnu-
NenTuYecKne TOHUKO-KIIOHMYECKME NpUCTynbl cygopor [15].
MuoKnoHnyeckme n GoKanbHble NPUCTYMbl Cyaopor, abcaH-
Cbl, 6€CCYA0POKHbIV 3MUIENTUYECKUI CTATyC, HOYHbIE MUO-
KNOHWYECKME cMa3mbl M nobGHas anunencus BCTpeyatoTcs
3HaA4YUTENbHO pexe [6, 15, 17]. BaxXHO OTMETUTb, 4YTO Hau-
6051ee YyacTble TUMbl NPUCTYNOB Y 60/bHbIX 6€3 MIMC — mMuo-
KNOHUYECKME, FeHepannM30BaHHbIE TOHWKO-KNOHWYECKME,
doKanbHble NpUCTynbl 1 abcaHcbl [31].

CTpyKTypa anunentMdpoOpMHON aKTUBHOCTU Ha 3N1EKTPO-
sHuedanorpamme (33l y geten ¢ MIC onucaHa nulib
Ha npuMepe OTAeNbHbIX KIMHUYECKUX cnydvaeB [14-16].
OTHOCHTENbHO noapobHasa J3M-xapaKTepucTuKa nauueH-
T0B ¢ MIIC Il npeacraBneHa B goknage R. Barone u coaBT.
[17]. MoKasaHo, HanpuMep, 4YTO oTpuLaTeNnbHas AMHaAMKUKa
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nokasartenen 33 NONOXKMUTENBHO KoppenupyeT ¢ Bo3pac-
TOM M nporpeccupoBaHueM 3aboneBaHusa. B pesynbraTte,
y NauMeHToB B BO3pacTe A0 3 JIeT perncTpupoBanacb Hop-
ManbHasa $GOHOBasi aKTMBHOCTb BO BpeMsl 604pCTBOBaAHMS,
nocne 6 neT oTMeYanocb 3aMepd/ieHMe OCHOBHOrMo puTMma,
nocne 11 net Habnwganncb 3Ha4MUTENbHbIE HApYyLEHUS 6UO-
ANEeKTPUYECKOW aKTUBHOCTU. B pabote C. Paolozzi n coaBT.
onucaHbl J3lM-xapaktepuctukn 20 geten € pasivyHbIMU
TMnamm MIC Kak B AMHaMWKe, TaK M B BMAE pe3ynbTaTtoB
O[HOKpaTHbIX 06cnegoBaHWn. Y 60MbWUIMHCTBA AETEN BHE
3aBUCMMOCTM OT TUMA, a TaKKe Yy HEKOTOpbIX WX BnuKan-
LUMX POACTBEHHUKOB Ha A3l oTMeYanucb Hecneundbuieckne
M3MEHEHUS B BUAE ocnabneHns Mex3oHanbHon audpdepeH-
LMPOBKU, YMEPEHHOTO AUDODY3HOro YyCUNEHUA TeTa-aKTUB-
HOCTW, B HEKOTOPbIX CAy4yasx — 3aMeANeHne OCHOBHOIO
putMa. ABTOpaMM TaKXKe OTMevyeHa OTHOCMTENbHO BbICO-
Kasg YyactoTa O6GHapyXeHus anunentMdpopMHON aKTUBHOCTH
y neten ¢ MIMC 11l [19].

«30M10TbIM CTaHAaapTom» aunddepeHumnanbHoOn aAuMarHo-
CTUKM 3NUAENTUYECKUX U HEINUNENTUYECKUX NAPOKCU3MOB,
a TaKXe yToYHeHus GopMbl anunencun aBnseTcs nposege-
HWEe ONnuUTeNnbHOro BMAeo-33I MOHUTOPUHIA C perncTpaumen
napoKcnama BO BpeMs uccnenoBaHus [32]. 3ToT meTo 3Ha-
YWUTENbHO MOBbILWAET CBOEBPEMEHHOCTb MOCTAHOBKM Npa-
BW/IbHOFO [MarHo3a WM Ha3Ha4YeHWs afeKBaTHOro JieYeHus
[32]. BbisiBnsemMocTb anunentTudopMHOM U 3NUNENTUYECKON
aKTUBHOCTM MNpU BUAEO0-O3[ MOHUTOPUHIE MO CPaBHEHUIO
C pyTMHHOM 33l Bo3pacTaeT B 3,7 pasa [32].

[MocTaHOBKa pAuMarHosda anunencun y 6o0nbHbix MIC
OCJ/IO}HEHa TeM, YTO KIMHWYECKME MPOSBAEHNUS MOTYT ObiTb
3amMacKMpoBaHbl MOBEAEHYECKUMU OCOBEHHOCTAMM U Hapy-
LUEeHWEM NOBEAEHMUS, XapaKTepHbIMK 419 nauneHtoB ¢ MIC

CMUCOK JIUTEPATYPbI

1. KpacHononbckas K.[. HacnegctBeHHble 60/1€3HM O6MeEHa
BewjecTB. CnpaBoyHoe nocobue ansa Bpadven. — M.: doxat; 2005. —
364 c. [Krasnopolskaya KD. Nasledstvennye bolezni obmena
veshchestv. Spravochnoe posobie dlya vrachei. Moscow: Fokhat;
2005. 364 p. (In Russ).]

2. KynbnaHoBuy A.N., Haymunk U.B. BonesHn HakonneHus: MyKo-
nonucaxapugos | tuna // MeagmumHckas naHopama. — 2010. —
Ne 2 — C. 72-75. [Kulpanovich Al, Naumchik IV. Bolezni nakopleniya:
mukopolisakharidoz | tipa. Meditsinskaya panorama. 2010;(2):
72-75. (In Russ).]

3. KynbnavoBuy A.M., Haymumk W.B. MyKononucaxapuao3s
2 1una // 3apaBooxpaHeHune (MnHek). — 2011. — N2 5 — C. 38-45.
[Kulpanovich Al, Naumchik IV. Mucopolysaccharidosis type II.
Zdravookhranenie (Minsk). 2011;(5):38-45. (In Russ).]

4. CemsdkmHa A.H., HowukoB [1.B., BockoGoeBa E.HO., n ap.
Mykononucaxapuao3sbl y aeten // PoccuicKuii BECTHUK repuHa-
Tonormn v neguatpun. — 2007. — T. 52. — N2 4 — C. 22-29.
[Semiachkina AN, Novikov PV, Voskoboyeva EYu, et al. Mucopoly-
saccharidoses in children. Russian bulletin of perinatology and
pediatrics. 2007;52(4):22-29. (In Russ).]

5. Mykononancaxapugod Ill Tuna y geter. KnuHM4ecKne pekomeH-
faumn. — M.: Coto3 neguatpoB Poccuun; 2016. [Mukopolisakharidoz
Il tipa u detei. Klinicheskie rekomendatsii. Moscow: Soyuz pediatrov
Rossii; 2016. (In Russ).]

6. Ocunosa J1.A., KysernkoBa J1.M., HamazoBa-baparoBa J1.C.,
n ap. HelpoHonaTuyeckrMe MyKomnonvcaxapuio3bl: naToreHes wu
6yayllee TepaneBTUHECKUX NOAXOAO0B // Borpockl coBpemMeHHoM
negnatpun. — 2015. — T. 14. — N¢ 5 — C. 539-547. [Osipova LA,
Kuzenkova LM, Namazova-Baranova LS, et al. Neuronopathic types
of mucopolysaccharidoses: pathogenesis and emerging treatments.
Current pediatrics. 2015;14(5): 539-547. (In Russ).] doi: 10.15690/
vsp.v14i5.1436.

[3, 4, 15]. Pe3ynbtaTbl HEMHOIMOYUCNEHHbIX UCCNEeaOBaHNUN
[15, 17, 19] cBMAOETENLCTBYIOT O Ba*KHOCTU PErynsipHoro
ONUTENbHOro BMAEO0-33 MOHUTOPUHIA C LENbio BbISBIEHNUSA
3ANUNeNTMGOPMHON aKTUBHOCTH, MKTaNbHbIX NAaTTEPHOB ANs
CBOEBPEMEHHOM NOCTAHOBKM AMarHo3a anuaencuu ¢ nocne-
AYIOLWNUM Ha3HaYeHWEM ai€KBATHOMO IeYEHHMS.

3AK/TIOYEHUE

[Mpn BbICOKOW pacnpocTpaHEHHOCTHU anunencum y 60osb-
Hbix MIC cBegeHu no ator npobieme B COBPEMEHHOM
0TEeYEeCTBEHHOM M MHOCTPAHHOW Hay4YHOW NuTepaType KpanHe
Masno. [1o cMx Nop He HaKoMIeHO AOCTAaTO4YHO MHbOopPMaL MK
KacaTellbHO 0COGEHHOCTEN AMArHOCTUKU U JIeYeHUs anuen-
cuuny pneten ¢ MI1C B cBS3U C TeEM, 4TO 3abosieBaHWE OTHOCKUT-
csl K rpynne opdaHHbIX.

UCTOYHUK ®PUHAHCUPOBAHUSA
He ykasaH.

FINANCING SOURCE
Not specified.

KOH®JIUKT UHTEPECOB
ABTOpblI CTaTbM MNOATBEPAUSIN OTCYTCTBME KOHO NMUKTa
MHTEPEeCcoB, 0 KOTOPOM HEOBXOAMMO COOBLLNTD.

CONFLICT OF INTERESTS
Not declared.

ORCID
0.B. KoxeBHukoBa http://orcid.org/0000-0001-8562-
6851

7. Wilkinson FL, Holley RJ, Langford-Smith KJ, et al. Neuropathology
in mouse models of mucopolysaccharidosis type I, llIA and IlIB. PLoS
One. 2012;7(4):e35787. doi: 10.1371 /journal.pone.0035787.

8. Andresen BS, Dobrowolski SF, O'Reilly L, et al. Mediumchain acyl-
CoA dehydrogenase (MCAD) mutations identified by MS/MS-based
prospective screening of newborns differ from those observe in
patients with clinical symptoms: identification and characterize of a
new, prevalent mutation that results in mild MCAD deficiency. Am J
Hum Genet. 2001;68(6):1408-1418. doi: 10.1086/320602.

9. Settembre C, Fraldi A, Medina DL, Ballabio A. Signals from the
lysosome: a control centre for cellular clearance and energy metabolism.
Nat Rev Mol Cell Biol. 2014;14(5):283-296. doi: 10.1038/nrm3565.
10. Tomatsu S, Shimada T, Mason RW, et al. Establishment of
glycosaminoglycan assays for mucopolysaccharidoses. Metabolites.
2014;4(3):655-679. doi: 10.3390/metabo4030655.

11. Holt JB, Poe MD, Escolar ML. Natural progression of neurological
disease in mucopolysaccharidosis type Il. Pediatrics. 2011;127(5):
e1258-1265. doi: 10.1542/peds.2010-1274.

12. HacneacTBEHHbIE HapyLIEHWSI HEPBHO-MCUXMYECKOrO Pas3BUTUS
aete. Pykooacteo ans Bpayen / Mog pea. M.A. TemuHa, J1.3. KazaH-
ueBon. — M.: MeauumHa; 2001. [Nasledstvennye narusheniya
nervno-psikhicheskogo razvitiya detei. Rukovodstvo dlya vrachei. Ed
by PA. Temin, L.Z. Kazantseva. Moscow: Meditsina; 2001. (In Russ).]
13. White K, Kim T, Neufeld JA. Clinical assessment and treatment
of carpal tunnel syndrome in the mucopolysaccharidoses. J Pediatr
Rehabil Med. 2010;3(1):57-62. doi: 10.3233/PRM-2010-0103.
14. Schwartz IV, Ribeiro MG, Mota JG, et al. A clinical study of 77
patients with mucopolysaccharidosis type Il. Acta Paediatr. 2007;
96(455):63-70. doi: 10.1111/j.1651-2227.2007.00212.x.

15. Scarpa M, Lourenco CM, Amartino H. Epilepsy in mucopoly-
saccharidosis disorders. Mol Genet Metab. 2017;122S:55-61. doi:
10.1016/j.ymgme.2017.10.006.



16. Kuzenkova L, Podkletnova T, Namazova-Baranova L, et al.
Particular features of neurological symptoms with children suffering
from MPS syndrome type Il. Mol Genet Metab. 2013;108:S56-S57.
17. Barone R, Cocuzza MD, Guida G, Miano G, Sofia V, Fiumara A.
EEG features in patients with mucopolysaccharidoses Il at different
disease stages. J Inherit Metab Dis. 2016;39 Suppl 1:186.

18. Kriel RL, Hauser WA, Sung JH, Posalaky Z. Neuroanatomical
and electroencephalographic correlations in Sanfilippo syndrome,
type A. Arch Neurol. 1978;35(12):838-843. doi: 10.1001/
archneur.1978.00500360062013.

19. Paolozzi C, Carlomagno S, Pascotto A, Guazzi GC. [Electro-
encephalography of various forms of mucopolysaccharidosis: serial
studies of patients and occurence in close relatives. (In Italian).] Acta
Neurol (Napoli). 1977;32(6):778-817.

20. Young ID, Harper PS, Archer IM, Newcombe RG. A clinical
and genetic study of Hunter's syndrome. 1. J Med Genet.
1982;19(6):401-407. doi: 10.1136/jmg.19.6.401.

21. Young ID, Harper PS. The natural history of the severe form
of Hunter’s syndrome: a study based on 52 cases. Dev Med Child
Neurol. 1983;25(4):481-489. doi: 10.1111/j.1469-8749.1983.
tb13794 x.

22. Heron B, Mikaeloff Y, Froissart R, et al. Incidence and
natural history of mucopolysaccharidosis type Ill in France and
comparison with United Kingdom and Greece. Am J Med Genet A.
2011;155A(1):58-68. doi: 10.1002/ajmg.a.33779.

23. Nidiffer FD, Kelly TE. Developmental and degenerative patterns
associated with cognitive, behavioural and motor difficulties in
the Sanfilippo syndrome: an epidemiological study. J Ment Defic
Res. 1983;27 (Pt 3):185-203. doi: 10.1111/j.1365-2788.1983.
tb00291 .x.

24. Cleary MA, Wraith JE. Management of mucopolysaccharidosis
type lll. Arch Dis Child. 1993;69(3):403-406. doi: 10.1136/
adc.69.3.403.

25. Wijburg FA, Wegrzyn G, Burton BK, Tylki-Szymanska A.
Mucopolysaccharidosis type Il (Sanfilippo syndrome) and mis-

diagnosis of idiopathic developmental delay, attention deficit/
hyperactivity disorder or autism spectrum disorder. Acta Paediatr.
2013;102(5):462-470. doi: 10.1111 /apa.12169.

26. Mahon LV, Lomax M, Grant S, et al. Assessment of sleep
in children with mucopolysaccharidosis type Ill. PLoS One.
2014;9(2):e84128. doi: 10.1371/journal.pone.0084128.

27. MyxuH K.1O., MetpyxuH A.C., Thyxosa J1.KO. Snunencus. Atnac
3JIEKTPO-KIMHNYECKOM aMarHocTnku. — M.: AnbBapec [MabauwuHr;
2004. — 440 c. [Mukhin KYu, Petrukhin AS, Glukhova LYu. Epilepsiya.
Atlas elektro-klinicheskoi diagnostiki. Moscow: Alvares Publishing;
2004. 440 p. (In Russ).]

28. OnpegeneHne n Knaccupuxkaums anunencuun. Mpoekt Knac-
cudurKaumMn anunentuyeckux npuctynos 2016 roga. K.tO0. MyxuH
[Opredelenie i klassifikatsiya epilepsii. Proekt Klassifikatsii epilep-
ticheskikh pristupov 2016. K.Yu. Mukhin. (In Russ).]

29. Fisher RS, Cross JH, French JA, et al. Operational classification
of seizure types by the International League Against Epilepsy:
Position Paper of the ILAE Commission for Classification and
Terminology. Epilepsia. 2017;58(4):522-530. doi: 10.1111/
epi.13670.

30. Beck M, et al. Hunter Outcome Survey: a survey of patients with
mucopolysaccharidosis Il / 3rd World Symposium of the Lysosomal
Desease Netwotk [poster]; 2006 Dec 7-9; Orlando, Florida, USA.
31. Wranpep H.A., Wanosanosa E.A., AmuTtpeHko A.B., v gp. 3nu-
[emMuonorus ageTckon anunencuu // Cubmpckoe meanuymHcKoe 060-
3peHne. — 2012. — N2 2 — 44-50. [Shnaider NA, Shapovalova EA,
Dmitrenko DV, et al. Epidemiology of children epilepsy. Siberian
medical review. 2012;(2):44-50. (In Russ).]

32. lysesa B.W., lyzesa 0.B., [y3eBa B.B. Ponb B1A€0-33r MOHWTO-
pWHra B JMarHOCTUKE 3NWUNENTUYECKUX U HEAMUNENTUYECKUX MAPOK-
CU3MasbHbIX COCTOSIHUI Y AeTen // dnnaencusi u napoKCcu3masbHble
coctosiHms. — 2010. — T. 2. — N2 3 — C. 12-19. [Guzeva VI,
Guzeva OV, Guzeva VV. Role of video-EEG of monitoring in diagnostic
epileptic and not epileptic paroxysmal states at children. Epilepsia
and paroxyzmal conditions. 2010;2(3):12-19. (In Russ).]

U3 ucropun meguumHbI

MATBEW IKOBJIEBUY MYAAPOB

(1776-1831)

B MocKBy CblH 6€e4HOro CBSLEHHM-
Ka MaTBen $koBneBnd MyapoB npubGbIn
¢ GasHCOBOW YallKOM C OTOUTOWM PY4KOW,
25 KonemKamu geHer u nogapKom, caenat-
HbIM €My OTLOM,— Me[HbIM HaTeNbHbIM
KpecToM. Bpyyasi 3TOT He3ambicnoBaTbii
nap, oTeu ckasan: «llomHun 6egHocTb 1 6ea-
HbIX, TaK M He nozabyjelwb Hac, oTua
Cc MaTepbto». Bce aTto0 MatBen FKoBneBuY
COXpaHW A0 caMOW cMepTu. A OTLLOBCKOE
HanyTcTBUe caenanocb ero 4eBU30OM.

YHUBepcUTET OblSl OKOHYEH cpa3y C ABY-
MS 3010TbIMW MefansiMu. 3aTeM 6blan Nek-
umn B bepnuHe, Tambypre, Bexe, Mapuxe,
N Kawbl pa3 no Kakowu-HWbyAb HOBOW OT-
pacnvM MeauuuHbl — aKylepcTBy, rMasHbiM
60/1e3HAM, TMIMEeHe, BOEHHO-NONEBOM XMPYp-
MU U Tepanuu, KULWEYHbIM ANUaeMUaMm, ane-
TUKe, GM3MOoNornn, aHaToMun. bbino noxoxe,
4TO creumnann3npoBaTbCcs OH He coGupancs
HM Ha Yewm Boo6Ue. [la Npu ero BO33peHUn
Ha MeaMLLMHY, YTO wieyaT He 60ne3Hb, a Yeno-
BEKa», 3T0 GbI/I0 M HE OYEHb HYXXHO — XOPO-
UM Bpay AOMKEH 3HATb BCE MPO BCE HEeAyru.

OpHoBpemeHHO MygpoB paspabaTbl-
Ba/sl COOGCTBEHHble TEXHONOrMu. BnepBble
B Poccun OH Havan paccnpalunBaTb CBOMX
nauneHToB: A0 3TOr0 JOKTOPa OrpaHuyunBa-
JINCb OHWM NUWb OCMOTPOM. OH roOBOPUI:
«4706bI y3HaTb 60M€3Hb NOAPOGHO, HYXHO
Bpayvy A0NpocuTb 60MbHOro, Korga 60ne3Hb
ero noceTtuna B NePBbIV pa3, B KaKMX YacTsax
Tena nokasana nepBble yTECHEHUS .

MyapoB nepBbIM Havyan cocTaBnsaTb UC-
TOPMK GONE3HEN, U K KOHLLY }XM3HU UX HacYyu-
TbiBanocb 40 06bEMUCTbIX TOMOB.

Ocepnnas xu3Hb ans MyapoBa HacTynuna
B 1808 r., Korga oH fiBUICS B CBOK alma
mater — MOCKOBCKWI YHUBEPCUTET — B Ka-

YyecTBe opauMHapHoro npodeccopa Kadeapbl
naronoruM u Tepanun. B 36 ner Matsew
flKOBNEBMY CTan [AEKaHOM MeLULMHCKOro
daKynbTeTa, 1 B ero MojaHoe pacrnopsie-
HWe nocTynuna YHUBEPCUTETCKAs KIIMHUKA.
BrnocneactBuu Ha aTov 6a3e BO3HMK «[lepBbii
Mef» — HblHe Ce4eHOBCKUI YHUBEPCUTET.

OcHOBHOE BpeMs, OTBeleHHOe Ha npak-
TUKyY, OH nocBaAwan Heumywum. U geno 6bino
He TONIbKO B CKIIOHHOCTU K 6i1aroTBOpuTENb-
HOCTH, @ B YBEPEHHOCTU, 4TO TOSIbKO U3NEYU-
Bas 6eAHSAKOB, MOXHO MO HacTosALLEMY ABU-
raTb Bnepea HayKky. M aaxe 6bino BbieneHo
Luenoe HanpaBneHne — MeguumHa 6eaHbIX
1 pemecneHHUKoB. OAHO eno — BOCCTaHO-
BWUTb YeNloBEKa C NMOMOLLbIO JOPOroCTOSALLMX
MUKCTYp M COBCEM Apyroe — C MOMOLLbIO
TpaBbl, KOPEHbEB, BO3ayxa, «M60 6eAHOCTb
MX He NO3BO/SET MOKyNaTb JIeKapcTB U3 an-
Tek». OrpomMHoe 3HaveHue MyapoB yaensn
nUTaHWIO — aueTe.

B 1829 r. MyapoB 6bi1 Ha3Ha4veH npea-
cepaTenem Komuccum no 6opbbe ¢ xonepon
B MNoBomxbe. Yepes gBa roga v cam Hawen
NnocnegHU NPUIOT Ha XOJIEpHOM Khaabuuie
Metepbypra.

(agantupoBaHo ¢ canTa «Munocepame.ru»)
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