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Pesome

CuHgpom geghmymta tpaHecrnoptepa GLUT 1 (cuHouumbl — cuHgpom [e Buso, GLUT 1 deficiency syndrome, De Vivo
Disease) — pesikoe reHeTn4yecKoe 3ab0s1eBaHne, CBA3aHHOEe C HeA0CTaTKOM TpaHcrnopTepa riwko3sl GLUT 1. Benesactsune
Aecuynta faHHOro 6eKa-TpaHcrnopTepa orPaHNYnBaeTCs U MoaHOCTLI0 6J1I0KUPYETCS ANgheby3uns rloKO3bl U3 KPOBU
4yepe3 remaTo-aHLyeann4eckuii 6apbep K roi0BHOMY MO3ry N BOSHUKAET KIIMHUYECKNI CUMITTOMOKOMITIEKC HEBPOJIO-
TMYEeCKNX PACCTPOVICTB — 3NUIIENTUYECKNE NPUCTYIbI, KOTHUTUBHbIV JeQOUUNT, ABUraTe/IbHbIE PACCTPOVCTBA. B cTatbe
npegctassied 0030p INTEPATYPbI PA3INYHOIO TEHEHNS INUABNICUN NPU JAHHOM CUHAPOME, BK/KOYas uanonatuyeckyro
reHepann30BaHHyo 3NUENcu0 ¢ abcaHcamm, MUOKIOHNYECKN-aCTaTUYECKYI0 SMUABTNICUIO U (DOKASIbHYIO 3NUTIENCUIO.
OTMeYaeTcs Pe3anNCTeHTHOCTb NPUCTYNOB K 6a30BOV aHTUINUAENTNYECKO Tepannu. OCHOBHbIM METOL0M JIEYEHUS NPES-
siaraetcsi KeToreHHas guneta. llpegcraBieHo cO6CTBEHHOE KITMHUYECKOe HabIo04EeHNe.

KnroyeBbie cnoBa
CuHgpom [le BuBo, anunencus, aHTuanuaenTn4eckas Tepanus, KeToOreHHas aneta, Bugeo-33[-MoHUTOpuHr.

Cratbsi noctynuna: 01.07.2019 r.; 8 popaboranHom Bupe: 05.08.2019 r.; npundaTta k neyatu: 04.09.2019r.

KoH(hnuKT nuTepecos
ABTOPbI 3aABNAAIOT 06 OTCYTCTBUM KOH(INKTA UHTEPECOB B OTHOLUEHUN AAHHOW Ny6auKaLun.

Bce aBTOpbI cAenanu 3KBUBANEHTHbIV BKNa B MOArOTOBKY Ny6nnkauuu.
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Muponos M.B., Anapeesa H. /1., ®omyenkosa [.C., He6aHeHnko H.B., Py6nesa 0. B., Kpacunswmkosa T. M., bypg C.T. Snunen-
cus npu cuHgpome fe Buso. JiutepaTypHbiil 0630p 1 ONMCaHMe KIWHUYECKOro criydas. dnunencus u napokcusManbHble co-

ctoanma. 2019; 11 (3): 270-277. DOI: 10.17749/2077-8333.2019.11.3.270-277.

www.epilepsia.su Epilepsy and Paroxysmal Conditions

OaHHaa nHTepHeT-Bepcua ctatbm 6bina ckauaHa ¢ canta http://www.epilepsia.su. He npegHa3sHaueHO AN UCNOJIb30BaHUA B KOMMEpPUYeCKUX uensax.

NHdopmaumio o penpuHTaxX MOXKHO NMONy4YuTb B pepgakuum. Ten.: +7 (495) 649-54-95; an. nourta: info@irbis-1.ru.


mailto:mironovmb@mail.ru
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
https://doi.org/10.17749/2077-8333.2019.11.3.270-277
https://doi.org/10.17749/2077-8333.2019.11.3.270-277

0630p nuTepaTypbl U KNuHU4Yecknin cny4dam / Review articles and Case studies

Epilepsy in de Vivo syndrome: a literature review and a clinical case

Mironov M.B."2, Andreeva N.l.2, Fomchenkova D.S.%, Chebanenko N.V.3,
Burd S.G."*

" Federal Center for Cerebrovascular Pathology and Stroke (1-10 Ostrovityanova Str., Moscow 117997, Russia)

2 Medical Center for Pediatric Neurology and Pediatrics (13/32 Andropov Avenue, Moscow 101100, Russia)

3 Russian Medical Academy of Postgraduate Education, Moscow (2/1-1 Barrikadnaja Str., Moscow 125993, Russia)
4 Pirogov Russian National Research Medical University (1 Ostrovityanova Str., Moscow 117997, Russia)
Corresponding author: Mikhail B. Mironov, e-mail: mironovmb@mail.ru.

Rubleva Yu.V.", Krasilshchikova T.M.4,

Summary

GLUT 1 transporter deficiency syndrome (De Vivo syndrome, GLUT 1 deficiency syndrome, De Vivo Disease) is a rare
genetic disease associated with a deficiency of the glucose transporter GLUT 1. Due to this deficiency, diffusion of
glucose through the blood-brain barrier is limited or completely blocked. As a result, a clinical symptom complex of
neurological disorders — epileptic seizures, cognitive deficit, and motor disorders — develops. The article provides a
review of the literature on the variety of epilepsy manifestations in this syndrome, including idiopathic generalized
epilepsy with absences, myoclonic-astatic epilepsy, and focal epilepsy. The inability of the basic antiepileptic therapy to
stop the seizures is noted. The main treatment method is the ketogenic diet. A clinical observation made by these authors

is also presented.
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BBeaenue / Introduction

B HacTofiLLee Bpema onucaHo 60MbLLOe KOJIMYECTBO re-
HeTM4YecKux 3ab0JIeBaHNiA, CONMPOBOXAAIOLLMUXCA 3nunIen-
Cnen 1N 3aQep>XKo NCUXOMOTOPHOro passutus. K aTon
rpynne 601e3Hen MOXHO OTHeCTU 1 cuHapom [le Bugo.

B 1991 r. [le BuBo ¢ coaBTOpamu npefcTaBuan coob-
CTBEHHOE HabnwaeHne OBYX NaUWEHTOB C 3a4epXKoW
NMCUXOMOTOPHOI0 Pa3BUTUA, ANUSIENTUYECKUMU NPUCTY-
naMmu U CHWXXEHUEM YPOBHS IH0KO3bl B CMUHHO-MO3r0-
BOM xunakocTu [1]. Mo3xe 66110 NPeASIOKEHO 3MOHUM-
HOe Ha3BaHWe [AHHOr0 paccTpoincTBa «cuHapom [e
Bugo».

MaTtorexes

CuHgpom geduumta TpaHcnoptepa GLUT 1 (cuHo-
HUM — cuHgpom [e Buso, GLUT 1 deficiency syndrome,
De Vivo Disease) — pefikoe reHeTn4eckoe 3abosieBaHue,
CBA3aHHOE C HeaoCcTaTKOM (pepMeHTa-TpaHcnopTepa
rntoko3bl GLUT 1. Bcneacteue gedouunTta JaHHoro 6en-
Ka-TpaHcnopTepa orpaHu4yuBaeTCcs UM NOJTHOCTbIO 6/10-
Kupyetcs anddysuns rikKo3bl U3 KPOBM 4Yepes rema-
TO-3HUedann4yecknin 6apbep K roJIOBHOMY MO3ry U BO3-
HUKAET KNMHUYECKUA CUMMNTOMOKOMIIIEKC HEBPOJIOrMn-
4YeCKWX pPaCCTPOWNCTB — 3MUMENTUYECKUE MNPUCTYNbI,

anunencus n Napokcu3mMasbHble COCTOAHUS

KOTHUTUBHbLIN JeduunT, ABUraTelbHble paccTpoOMCTBa.
GLUT 1 npeactaBnseT co60i UHTErpanbHblli MeEMOpaH-
HbIl 6enok-nepeHocHnk. OH coctouT M3 12 ruapocob-
HbIX Crnupanei, nepecekawwmx memépany. Mo oaHon
13 TeOpuin pALOM pacnosioXXeHHble cnupanu opmMmupy-
10T creunanbHbI TpaHCMeMOPaHHbIA KaHan ¢ y4acTka-
MU NOBbILWEHHOW rMAPOUIbHOCTH, KOTOPbIE CBA3bIBA-
0T TMHKO3Y NO X0y €ee NPOABVMKEHMS NO KaHany.
[aHHbIN MexaHU3M obecnevynBaeT CKOPOCTb AN dy3unn
rnoko3bl B 50000 pa3 60nblie CKOPOCTU 06bIMHOWN
TpaHcMeMOpaHHON anddy3un. Yem HUXKE YPOBEHb
rNIOKO3bl, TeM Bbie akcnpeccus GLUT 1 m Hao6opoT.
Takum 06pasom o6ecne4ymBaeTCs MOCTOAHHAA KOHLEH-
Tpaums rnoKo3bl B MO3re.

PacnpocTpaHeHHOCTb

PacnpocTpaHeHHOCTb 3TOro 3a60eBaHNs Ha JaHHbIN
MOMEHT TOYHO He M3BeCTHA. [10 AaHHbIM nuTepaTypbl,
Bcero B mupe onucaHo ot 100 go 500 cnyuaes [2].

leHeTMveckue acnekTbl cuHapoma [le Buso

benok GLUT 1 kogupyetca reHom SLC2A1. TeH pac-
nonaraeTcs Ha KOPOTKOM njeve 1-i1 XpOMOCOMbI, UMeeT
10 3K30HOB M 9 MHTPOHOB. BONBWMHCTBO Natonornye-
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CKUX W3MEHEHWIA reHa npeacTaBfieHbl MUCCEHC-, HOH-
CEeHC-MyTauuamu, BapuaHTamu caita CniancuHra,
CLBUra paMKmn CYUTbIBAHWUA W WHMLMALUN TPAHCAALNN.
3Ha4YNTENbHO MEHbLUWIA MPOLEHT MyTauWi AAHHOTO reHa
ABNAETCA BHYTPWUreHHOW peneuuMen n Aynnukauuen.
MpuynHon cuHgpoma aedomuuta GLUT 1 aBnsietca myTa-
unsa B reHe OMIM # 606777, ORPHA71277 [2].

MyTauum B reHe SLC2A1 npyn gaHHOM CUHAPOME BO3-
HWKAKT KaK de novo, Tak 1 UMEKT CEMEIHbIA Hacnea-
CTBEHHbI (KaK npasuio, ayTOCOMHO-LOMMWHAHTHbIN)
xapakTtep [3].

YHacToTa MyTauuii reHa npu ngnonaTU4eCcKuX reHepa-
NN30BAHHbIX anunencusax coctaenser 1% Kak B Kaye-
CTBe JOMWHAHTHOIO reHa, Tak U B Ka4eCTBe assens Boc-
NMPUMMYUBOCTU NPU CIOXHOM HacnegoBaHum [4].

NTanbsaHCKMe yyeHble NPOBENN nccnesoBaHune, B Ko-
TOPOM MOKasanu 4To0 KNUHWYeckas KapTuHa 3abonesa-
HWUA 3aBUCMT OT BapuaHTa HacnefosaHusa (cnopagunye-
CKUiA cny4alm unu cemeiiHblin). Mpu cnopagnyeckom
BapmaHTe anuencun otmevaetcs 60nee paHHee Ha4ano
NPUCTYNOB 1 60Mee BbipaXXeHHAS CTeNeHb YMCTBEHHOM
otcTtanocTtu. lNpu cemenHOM BapuaHTe Haclie4oBaHUA
KNUHNYECKME NposaBreHns 3abonesaHns obiam 0CoO6eH-
HO U3MEHYMBbLIMMN U HEOAHOPOAHbIMU, BKJIOHASA NaLMEeH-
TOB C 6CCMMNTOMHbIM TEYEHWEM UMK MALUEHTOB C MU-
HUManbHbIMKU cUMNTOMamMu [5].

Knuuuyeckue nposBneHuns

06WWMMy Npu3Hakamm, NO3BONAOLWNMN 3aN0A03PUTh
cuHgpom [le Buso, ABNAOTCA Hanu4mMe annnenTu4eckmx
NMPUCTYNOB, OTCTaBaHMe B NCMXOMOTOPHOM Pa3BUTUM.
MpucTtynbl npoBOLUPYHOTCS U3NYECKON HArpy3KOiA, ro-
1040M, YBEJINHEHNEM BPEMEHMN MEXAY NPUEMOM MULLK,
MHMEKLNOHHbIMU 32601€BaHNAMM.

Y4eHble BbIAENA0T KIIMHUYECKN ABA OCHOBHbIX Bapu-
aHTa Te4vyeHMs [aHHOro 3aboneeaHus. Knaccuyeckas
hopma (accoummpoBaHHas ¢ anunencuen) — okono 90%
cny4aes. Kak npasuno, 3T0 LeTW C HEOCJIOXKHEHHbIM ne-
puvHaTafNibHbIM aHaMHE30M, POAWBLUMECS MOCSie HOp-
MasibHO MpOoTeKaBLled 6epeMeHHOCTIN, C XOPOLWNUM Be-
COM, C BbICOKMMU Ludpamun no wkane Anrap. Janee
B BO3pacTte OoT 1 Mec. 0O 2 NeT MNOABMAAIOTCA NepBsble
anunenTu4eckne npuctynsl. HaymHaetcsa oTcTaBaHue
B MCUXOpPEYEBOM Pa3BUTUMN, BTOPMYHAA MUKpouedanus,
JBUraTenbHble HAPYLLIEHWUS — aTakCus, anbTepHMpytoLLas
remMunnerns, runepkuHesbl B BUAE OUCTOHUM, XOPewW.
KOrHMTUBHbIE HapyLLUEHNSA PA3HOW CTENEHMN BbIPAXXEHHO-
CTW — OT NIErKnX A0 TAXEN0NW YMCTBEHHOW OTCTanoCTu.

HeanunenTtudeckaa dopma (okono 10%) umeet 60-
nee MArkoe TeyeHue, OTCYTCTBYIOT npuctynbl. OTmeya-
I0TCA NAPOKCM3MalibHble ABUIaTeSIbHbIEe PACCTPONCTBA —
NnapoKcuamanbHasi AUCKWHE3Ws, nepemMexaroumincs
X0peoaTeTo3s, atakcus [6].

AscTpanuiickue y4eHble B 2010 . onucanmn Heckosb-
KUX nauMeHTOB C MApPOKCM3MaNbHOW ANCKUHE3nENn
C OBUraTefibHONW aKTMBHOCTbLIO, Y KOTOPOW nocne mone-
KYNSPHO FEHETMYECKOro nccneaoBaHns 6bina BbisBieHa
myTauus B reHe SLC2A1 [3].

www.epilepsia.su

Suls A. n gp. Habnaanu cnyvyam covyeTaHus napok-
CM3MaJIbHOW AUCKWMHE3NMN 1 3NMNENTUYECKUX NPUCTYNOB
B ceMbe 13 39 YyenoBeK (MATb NOKOSIEHUIN) U 06HAPYXM-
nm mucceHc-myTtaumm B reHe SLC2A1 [7]. Oecouuymt
GLUT1 Bnepsbie 6b1S1 CBA3aAH € 3HUedanonaTue, a B no-
cnefiHee Bpems 06Hapy>XeH B peAKNX JOMUHAHTHbIX Ce-
MbSAX C 3MUNENCMUen N NapoKCcM3manbHON OUCKUHEe3Nen
[4]. ATaKcusl —HaCTMYHOE UK MOJIHOE HapyLLEeHne Koop-
OVHAUMN NPON3BOMbHbLIX MbILWEYHbIX ABWXeHWUA. [laH-
HbIA CUMNTOM TaKXXe Habnpancsa y nauneHToB ¢ CUH-
apomom [e BuBo B coyeTaHum ¢ anuMnenTUHeCKMMU
npucTynamm u HeanuMNenTU4eCKUMM napoKcuamamu.
[0N10BHbIE 601K, B HaCTHOCTM MUTPEHO3HOM0 XapakTepa,
Tak>Xe OnucaHbl Kak npossnexdne cuHgpoma e Buso.

KOrHUTUBHBLIA BeduUUUT NPUCYTCTBYET MOYTU Y BCEX
605bHbIX ¢ cuHapomom [le BuBo. CTeneHb BbIpaXXeHHO-
CTU BapbupyeT — OT NEerkon Au3apTpuu, JO TAXKES0N
YMCTBEHHOM OTCTAJIOCTW.

Inunencusa npu cungpome [le Buso

Mullen S.A. n coaBT. B cBOeii paboTe nokasanu, 4T0
y nauneHToB ¢ myTauusmu SLC2A1 anunencus Bo3HMKa-
eT B 80% cny4aes [3].

BoNbWINHCTBO MccneoBaTenen CXoAMTCS B TOM, 4TO
npu cuHgpome e BMBO 0TMevaeTcs cxoxas KapTuHa
TedeHus anunencun. ®eHOTUN 3NUNENCUN, NO LAHHBIM
NnnUTepaTypbl, UMeeT CXOACTBO C MANONATUYECKUMM Te-
Hepannm3oBaHHbIMKU oopmamMu anunencum [3,8].

AbcaHcbl fBNAOTCA Haubonee pacnpoCTPaHEHHbIM
TUNOM NPUCTYNOB Npu cuHapome [e Buso n BcTpeyaroT-
cay 83,3% 60nbHbIX. BO3MOXHbI pa3nnyHbie heHOTH-
nbl 3NUNEencun, BKJIYAA UANONATUYECKYID reHepanu-
30BaHHyI0 anunencuio ¢ aécaHcamm (66,7% cny4aes),
MMWOKJIOHUYECKUN-acTatnyeckyo anunencuio (16,7%)
1 hokanbHyo anunencuio (16,7%) [3].

Han6onee 4acTo B KJIMHWYECKOWA KapTUHE Yy nauueH-
TOB C CUHAPOMOM e BUBO 0TMeHaroTCca abCaHCHble Npu-
CTYMbl B paMKax AeTCKON abCaHCHON 3NUIencum ¢ paH-
HUM ae6toToMm. Mpn 9TOM XapakTepeH Ae6T NPUCTYNoB
B Bo3pacTte Ao 3-5 nert. [peo6nanatoT TUNMYHblie abCcaH-
Cbl, cCONpoBOXAaeMble Ha 33 NOSBIEHNEM reHepanun3o-
BaHHbIX OunarepanbHO-CUHXPOHHbLIX Pa3pafoB KOM-
NnieKkcoB O0OCTpas-mMeAsieHHas BOJSIHA 4acTOTOM 6o0Jee
2,5 Tu [9]. Mo onucanuio Roulet-Perez E. n coaBT. oTme-
4AKTCH KOPOTKME TUNUYHbIE a6CAHCbI C feBUaLment rnas
BBEPX W TakXe C Nepuoanyeckum MUOKJIOHUYECKUM
komnoHeHTom [10]. MpucTynbl MakcumasnbHO HabnwAa-
I0TCA B NEPUOJ ronoja, a Tak>xe npu CTPeCCOoBbIX CUTYa-
umax. K nposouupyrlowmm akTopam OTHOCAT TakxXe
rMNEPBEHTUNALNOHHYIO NPOOY.

Ha 309l pernctpupytoTcs KOpOTKMe reHepann3oBaH-
Hble paspsajbl KOMMNEKCOB OCTpas-meadsieHHas BOJIHA
yactoToin 2-4 Tu. Take BO3MOXHbl OGUIPOHTANIbHbIE
NUK-BOJIHOBbIE paspaabl [10]. Pag aBTopoB yKasbiBatT
Ha 3HAYUTENIbHOE CHWXXEHWEe MHAeKca anunentugopm-
HOW aKTMBHOCTK B Nepuog nocne npuema nuwm [10,11].

MpencTaBnseT MHTEpPeC MccnefoBaHue, NoKasaBLuee
J0CTaTo4HO 60J1bLLION NPOLEHT BCTPEYAEMOCTHY NaLueH-
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TOB C cuHapomom [e BuBo cpeamn 60MbHBIX C OETCKOM
abcaHcHom anunencueii [3]. iccnegoBaTtenu npoLeMOH-
cTpupoBanu, 4to gecpuunt GLUT1 BCTpeyaetcs 6onee
4yeM y 10% nauneHTOB ¢ aBCaAHC-3MUIENCUEN C PAHHUM
Hadanom. Suls ¢ coaBT. (2009) npoBenu CKpWHUHT 34
nauneHToB ¢c abcaHcaMu C paHHUM e60TOM Ha Hanu4yune
myTauuin B SLC2A1, reHe, KOQMpPYHOLWEM MepeHOCHMK
rnoko3dbl GLUT1 [7]. MyTauuu, npuBoAsLLNE K CHUXE-
HUIO yHKLUK 6enka, 6binnm 06HapyXeHbl Yy 12% (4/34)
nauneHToB.

CyLiecTBYOT MCCnefoBaHUA, NOKasasLUWe BO3IMOX-
HOCTb HaNN4uMs y NauueHToB ¢ CUHAPOMOM Ae BuBo mu-
OKJIOHUYeCKUu-actatuyeckux npuctynos [12]. Mpwu atom
0TMeyarTca aebpunbHble MUOKIIOHNYECKN-aTOHUYe-
CKWNe, MMOKJTIOHUYECKUE, aTOHUYECKNe NPUCTYNbl U aTh-
nuYHble abcaHchbl [3].

Ratona n coast. (2014) npenctaBunun KNUHUYECKU
cnyyan naumeHTKW ¢ cuHapomom aeduumuta GLUT 1,
B KJINHNYECKOW KapTWHe KOTOpPOW OTMeYanucb reHepa-
NMM30BAHHbIE TOHMKO-KJIOHNYECKME NPUCTYNbl B COYeTa-
HUM ¢ murpenbto [13]. MNpeacTasnseTt nHTepec, 4To reHe-
pann3oBaHHble CYLOPOXHbIE MPUCTYMbl Yy4allanuch
B nepuoj ronogaHns. Bo3mMOXHOCTb BO3HWKHOBEHUSA
reHepasn30BaHHbIX TOHMKO-KJIOHUYECKUX MU FeHepa-
NN30BAHHbIX KNOHWYECKUX NPUCTYNOB MPWU CUHAPOME
[e Buso noaTeepxpeHa gpyrumu astopamu [10].

Roulet-Perez 8 2008 . co06L11 0 BO3MOXHOCTHN BO3-
HUKHOBEHUS MUOKJTOHMYECKMX NPUCTYNOB Hapsay ¢ ab-
caHcamu. 970 Xe nonTeepxpaeTcs paboTtoi Striano
¢ coasT. (2012), B KOTOPO MoKa3aHa TpaHcdopmaumns
Yy NauUneHTOB ¢ CMHAPOMOM Ae BuBo n3 neTckomn abcaHc-
HOW 3NWUNencun B HOHOLWECKYID MUOKIOHUYECKYID 3Mun-
nencuio [14].

B pAge ny6nukaumin nokasaHa BO3SMOXHOCTb Hasu-
4yua GoKanbHbIX NPUCTYNOB npu cuHgpome [e Buso.
B pa6ote Wolking ¢ coaBT. (2014) onucaHbl uctopum
60/163HM YETbIPEX NALNEHTOB C DOKaNbHbIMK NpUCTYNa-
mun. NaeHTnduumnpoBaHo Tpu HoBble MyTauum SLC2A1
y 3TUX HepOACTBEHHbIX ntogen [15]. Peeraer ¢ coasT.
(2017) npeanonaratot, 470 myTauum SLC2A1 moryT cno-
cob6CcTBOBaTb Pa3BUTUIO (poKanbHOM anunencuun. [pu
cybnonynaumax okanbHOW anunencum ¢ 6onee paH-
HUM BO3pacToOM ae6i0Ta NPUCTYNOB, 0COBEHHO C conyT-
CTBYHOLMMU HapyLeHUaMn aBmxeHmns, myTtauum GLUT1
MOTYT UrpaTb Ba>KHYH posnb [16,17].

Jleyenune

BONbWMHCTBO aBTOPOB OTMEYalT PE3UCTEHTHOCTb
NpUCTYnoB K 6a30BOV aHTUINWMENTUYECKOW Tepanuu.
C y4eToM naTtoreHe3a B Ka4eCTBE OCHOBHOI0 MeToa ne-
4yeHusa npepnaraeTcsa KeToreHHaa aueta. [Mpu Hopmanb-
HOM MeTabonn3me NOCTynaKLWme B OpraHm3m 4enoBeka
KPYNHOMOMNEKYNsApHble  YrneBoAbl  npeobpasykoTca
B HU3KOMOMNEKYNAPHbIA YrneBod — rAHKO3Y, KoTopas
N SIBNAGTCA OCHOBHbIM UCTOYHWMKOM 3HEPrun Ans Helpo-
HOB. [1pn OorpaHnyYeHun yrneBoAoB OPraHU3My Mpuxo-
ONTCA UMCKAaTb aNnbTEPHATUBHbLIA WCTOYHWUK 3HEpPruu.
B nevyeHu HaynHaeTcs npeobpas3oBaHMe XMPOB B XKUP-

anunencus n Napokcu3mMasbHble COCTOAHUS

Hble KUCIOTbl 1 KeTOHOBbIe Tena. Konnm4ecTBo KeTOHO-
BbIX T€/ YBENNYMBAEGTCA M 3TN BELLECTBA HAYUHAKOT UC-
Mofib30BaTbCA MO3rOM Kak anbTepHATUBHbIA NCTOYHUK
aHeprun. Keto3 (NOBbILWEHME YPOBHSI KETOHOBbLIX Ten
B OpraHuM3me) NpUBOAMT K YMEHbLUEHUIO 4acTOTbl 3MNu-
nenTUYecKMx NPUCTynoB. Ha 3TOM CBONCTBE KETOHOB
1 OCHOBAH TepaneBTUYecKuii 3 PeKT KETOHOBOW ANEThI
AN NeYeHns anunencumn.

KianHnueckui cayda

Mpencrasnsem Halle KAUMHUYECKOoe HabnwoaeHue
3a nayumeHToM ¢ cuHgpomom [e BuBo, y KoToporo ot-
MeYaNincb pa3Hoo6pasHble TUMbI NAPOKCU3MOB, @ TaK-
)K€ 3aNn30A4bl YaCTUYHOI yTpaTbl CO3HAHWSA, Nepea Ko-
TOPbIMW OTMEYaeTcs LWATKOCTb MOX0AKW, €nabocTb,
BANOCTb, COHNMBOCTb. [lapokKCcu3Mbl NpoBOLMPYOTCA
ronogom.

MauneHt N.A., 13 ner. lnarHos: «cuHapom ae Buso.
leHeTnYeckaa reHepanuaoBaHHas anunaencus. 3agepx-
Ka NCuUxo-peyeBoro pa3sutus». XKanobbl — reHepannso-
BaHHble TOHWKO-K/TIOHMYECKME MNPUCTYNbl, 3adep)kka
pPa3BUTMS, NPUCTYNbl YHaCTUYHON NOTEPU CO3HAHMUSA, Ha-
YyunHawLLMecs co cnabocTu, BANOCTU, LWATKOCTU, COHNN-
BOCTMW.

AHamHe3

AHamHe3 3ab0sieBaHns

Ha 1-m rogy npu KynaHuyu oTMedanu Tpemop pyk npu
KynaHuu, B34parmBaHuns BO CHe.

[lepBbIfi MAPOKCM3M OTMEYEH OTMEYeH B 5 Mec., 4epes
3 nHs nocne BakuuHauuu AKOC v nonnomuenur. MNoseu-
JI0Cb CX0pAfLLeecs Kocornasue, fanee pebeHoK 3akaTui
rnasa BBepx, MOTaHWA rONOBON B CTOPOHY, OJINTENb-
HOCTb — 2-3 MUH. Yepes3 HeJeso COCTOSAHME MOBTOPU-
nocb. CocTosHmMe 6bIN10 pacLeHeHo Kak rmnepTeH3noH-
HbI CUHAPOM. PebeHKy OblM Ha3Ha4yeHbl MaHTOram,
marHe B6.

B 7,5 mec. Ha poHe MOMHOro 340P0OBbA YTPOM Nocsie
MPOCbINAHNUA CNy4nsIca NapoKCM3M B BUAE TOHNYECKOr0
Hanps>XeHWs, HAK/IOHOB Brepes, rmnepeMumn, noTeps co-
3HaHus Ao 5 muH. MNpoeeaeHo 33l — anunenTUOPMHOIi
aKTUBHOCTU He BbifBNEHO. MpOTMBOCYA0POXKHAA Tepa-
N He Ha3Ha4veHa.

HNanee B 11 mec. n 1 rog 1 mec. oTMevyanoch ABa re-
Hepasin30BaHHbIX TOHUKO-KNOHUYECKNUX NpucTyna. Pe-
6eHKY Obl1 Ha3HayeH KOHBYNeKC B cpefHein nose 30
Mr/Kr. Ha dooHe nedYeHns oTMeYanu MOTOPHYIO HEJl0B-
KOCTb, HU3KWIA MbILLIEYHbIA TOHYC, 3aMeIeHHbIN POCT
3y608B.

C 2 neT cTann oTMeyaTbCa NPUCTYNbl B BUAE cnabo-
CTW, BAJIOCTW, 3aMeJIEHHON U HEYETKOW peyun, LLaTKo-
CTW NpKn xoab6e (N0 ONUCaHMIO CaMOro nauneHTa — «Mo-
TaeT»), CTAaHOBWUTCA 3aTOPMOXXEHHbIM, HO MOSHOCTbHO
CO3HAHME He TepsieT, KOHTAKTUPYeT C OKPY>XaKLUMu,
Ha BOMNPOCHI OTBEYAET, MOXKET 3aCHYTb Ha Bpema L0 5
MUH. OTMeYanocb HECKOJIbKO 3MU30408B C NOJTHOW NoTe-
pei co3HaHms. MpucTynbl KYNUpYytoTCa NpUemMom claj-
KOro 4as.

www.epilepsia.su

OaHHaa nHTepHeT-Bepcua ctatbm 6bina ckauaHa ¢ canta http://www.epilepsia.su. He npegHa3sHaueHO AN UCNOJIb30BaHUA B KOMMEpPUYeCKUX uensax.

NHdopmaumio o penpuHTaxX MOXKHO NMONy4YuTb B pepgakuum. Ten.: +7 (495) 649-54-95; an. nourta: info@irbis-1.ru.

273


http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
http://www.epilepsia.su

2019 Vol. 11 (3)

EPILEPSY

and Paroxysmal
Conditions

B 2008 r. B Bo3pacTte 3-4 fieT NOCTENEHHO OTMEHUIIN
KoHBYnekc. PebeHok cTan aktueHee. B 2012 r. Ha3Ha-
yascs nesetupaleTam KOPOTKMM KYpCOM.

AHaMHe3 XWU3HU

Pe6eHoK 0T 6epeMeHHOCTU, NpOoTeKaBLWen Ha (ooHe
aHeMUU cpesHen CTeneHN TAXKECTU, HA PAHHUX CPOKaX —
npuem reHTamuumHa. Pogsl — Ha 37-38-1 Hefene, camo-
CTOSITENbHbIE, MpoBOAMNach ctumynauus. Macca Tena
npu poxaeHun — 3025 r, onuHa — 49 cMm, KpuK — cpaay,
oueHka no wkane Anrap — 8/9 6ansnos. [o0BY Aepxut
B 4 Mec., CUAUT B 7 Mec, xoauT ¢ 1,5 ner.

HeBponornyeckui cratyc

B co3HaHuWW, B KOHTAKT BCTYNaeT, Ha BOMPOChI OTBe-
4aeT OHOCNOXHO, AnM3apTpus. Pedb — 0TAeNbHbIE CNOBA
n npoctble dpasbl. MMnepmoTopeH. MMoxoaka wwarkas,
C WNPOKOKA onopoi. MblleYHbIA TOHYC YMEPEHHO AUC-

S (i

TOHUYeH. [My6okue pediekcbl BbiICOKMe. KoopanHartop-
Hble NPOo6bI BLINOJTHAET C BbIPAXXEHHbIM UHTEHLUOHHBIM
TPEMOPOM C [iBYX CTOPOH.

MPT ronoBHoro mo3sra

EAMHWYHBIE 04ary rnmo3a B Cy6KOPTMKaNbHOM OTAe-
ne no6HbIX Aonei. ANBEHTPUKYNApHAsA 3aMecTUTeNbHas
rugpoueganus.

Bupeo-33I mouutopuur (2018, 2019)

MynbTupernoHanbHas anunenTuopmHas akTuB-
HOCTb, 6Ud)pOHTaNbHbIE (pUC. 1a) M AMdy3HbIE pasps-
Ibl (puc. 16) KOMNIEKCOB NWK-, NOAUMMUK BOMHA. 3aperu-
CTPMPOBaHbI MUOKJIOHNYECKNE NPUCTYIbI.

C okTa6psA 2018 I. C y4€TOM BbISIBJIEHHbIX MUOKOHN-
4eCKMUX NPUCTYNOB BBEJEHA BaNbNpoeBas KMCNoTa Xpo-
Ho-cbopma B po3e: 500 mr ytpom, 500 mr Bevyepom
(1000 mr/cyT). Ha cboHe npuema npenapara 0TMe4arTCA

W
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i N Ve
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EKG-l— i e e e e e »11“'"3
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16 meB J0mmte 1 My - 36 My

PucyHok 1a

Manuent Y.A., 13 net. Inarnos: cuagpom Jle Buso. lanabIe BUIEO-DOI-MOHUTOPUHTA.
B x00e 610e0-DII-MOHUmMOPpUH2a 6 Nepuod CHaA Peucmpupyromcs OUPPOHMO-UeHMPO-MeMNOPALLHbLC PA3PA0bE KOMNIEKCO8

0CMpas-meonNeHnasn 60Ha AMnAUMYool 0o 200 mxB.

Figure 1a

Patient I.A., 13 years old. Diagnosis: De Vivo syndrome. Data of video EEG monitoring.
During video-EEG monitoring in sleep, bifrontal-central-temporal discharges of the acute-slow wave complexes with an amplitude

of up to 200 uV were recorded.
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Figure 1b

Patient I.A., 13 years old. Diagnosis: De Vivo syndrome. Data of video EEG monitoring.
During video-EEG monitoring in sleep, diffuse discharges of the acute-slow wave complexes with an amplitude of up to 250 uV were

recorded.

no60o4YHble 3dEKTbl B BUAE 3aTOPMOXEHHOCTM, pe-
rpecca B pa3BuTuM, HAbMOAAETCA YXyALleHNe novyepka
(co cnoe poawuteneir MNOABUIICA MWOKNOHYC/TPEMOP
B pyKax).

leHeTnyeckoe o6cnepoBaHue

MaHenb «HacnefncTBeHHble anujencuu» (feHomen,
Poccus): BbisSiBNieHa paHee He OMNuUcCaHHas TreTepo-
3UroTHas MyTauusi BO 2-M WMHTpPOHe reHa SLGC2A1
(chr1:43396878C>T), npuBoAsAWAas K HapyLIEHWUO
KaHOHMYEeCKOro  caita cnnancuHra  (c.115-1G>A,
MM_006516.2). TeTepOo3nUroTHble MyTauuu B TreHe
SLC2A1, npuBoasLLmMe K HAPYLLEHUIO CUHTE3a NONHOPas-
MepHOro 6efika, ONuWCaHbl, B YaCTHOCTW, Y MaLWNEHTOB
¢ Taenbm aecpuumtom Glut1 ¢ Hayanom B MnageH4e-
ckom Bo3spacTe (OM1M: 606777). MyTaunsa He 3aperu-

anunencus n Napokcu3mMasbHble COCTOAHUS

CTPMUPOBaHa B KOHTPOSbHbIX Bbi6OpKax «1000 reHOMOB»,
E5P6500 n ExAC. [daHHbIA MONEKYNAPHbIA MEXaHWu3m
NMeeT [0Ka3aHHYl (OYHKLUMWOHANbHYI0 3HAYMMOCTb
W ABNIAETCA NPUYUHON CUHAPOMA AeduumTa TpaHcnop-
Tepa rnKoabl 1-ro Tuna.

Mocne noaTBEpXAEHUS AMarHosa «cuHgpom [e
BuBo» pekoMeHA0BaHa KETOreHHas gueTa.

Bor1iBOABI

[narHo3 CTaBUTCH Ha OCHOBaHUWM CNeuuguUYeckKnx
KNUHWYECKUX [AaHHbIX — PaHHWA Ae6lT MNpMCTynos,
CBA3b MAapPOKCU3MOB C rofI040M, (hU3NYECKON Harpys-
KOW, WHAEKLUUOHHbIMU 3a60/1EBAHUAMU, PESUCTEHT-
HOCTb K NPOTUBOCYA0POXHO Tepanum, nporpeccupyto-
WA KOTHWUTMBHBLIA aeuunT, conyTcTBylOWNe ABU-
ratefibHble paccTpoiicTea.

www.epilepsia.su
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SAMNAENCUA

M NAPOKCU3MAJIbHbIE

276

MaumeHTam ¢ nojo3peHueM Ha cuHppom [le Buso,
a TakXXe B Pe3UCTEHTHbIX CllydYasx anunencun ¢ abcat-
CcaMMn, MWOKJIOHUYECKUMMU, MUOKJIOHUYECKN-aTOHUYe-
CKUMW NPUCTYNaMmn y NaLUEHTOB C KOTHUTUBHLIMU Ha-
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