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PE3HOME

bonesHb fe BuBo ABNgeTCS peAKNM reHeTUHeCKUM HApYLUEHWEM, CBA3AHHbIM C AeUUMTOM TpaHCcnopTepa rmioKo3bl 1-ro
Tuna (aHrn. glucose transporter type 1, GLUT1). B cTatbe npeactasneH 0630p ny6anKaLmii, B KOTOPbIX ONUCaHbl Pa3fnyHble
KNIMHWYECKNe NPOsBIIeHNs 3a601eBaHNA, BKNOYAsA COYETaHWe 3NUencun ¢ Xopemdeckum runepkmHesom. OTmevaercsa pe-
3UCTEHTHOCTb NPUCTYNOB K 6a30BOM aHTUANUNENTUYECKON Tepanum, B KA4eCTBE OCHOBHOIO MeTO/a JIe4eHNs npeasiaraeTca
KeToreHHas nuerta. [puBefeH0 COGCTBEHHOE KNMHUYECKOE HaboAeHe 18-neTHero naumneHTa, y Kotoporo ¢ 1,5 et Bnepsble
BO3HUKJIN MUOKNOHUKO-acTaTU4ECKNE NPUCTYMbI U aTaKTUYECKNE NPOABIIEHNS B BUAE HAPYLLEHNA KOOPANHALMUN LBUXKEHNI
1 HEYCTOW4MBOCTU Npy xo4b6e. Ha (hoHe Tepanuu npenaparamu BasibNPOEBOA KUCIOTbI MPUCTYMbl COXPAHASIUCH C 4aCTOTON
[0 5 pa3 B mecay. C 17 net nosBUANCh HENPOWU3BO/bHbIE HACUSIbCTBEHHbIE HEPETYNSAPHbIE ABMKEHNUS MbILWL, TYSTIOBULLA U KO-
HEYHOCTell, coBepLIaroLLMecs B 6bICTPOM Temne. [IpoBeeHO KOMMNNEKCHOe 06CNe0BaHme, B pesysibTarte BepupuLmupoBaH
[MarHo3 «60se3Hb e Bueo». [lyTem Ha3Ha4yeHns afieKBaTHON NPOTUBO3NUNENTUHECKOW Tepanum N KETOTEHHOW AMeThbl yaa-
Nnocb cTabUNN3MpPoBaTb COCTOAHWE B6OJIBHOrO, KYNUPOBaTh NMPOABAEHUS 3NUNENCUIA U TUNEPKUHETNYECKOro PacCTPOMCTBA.
Mbl 06paliaem BHUMAHWE CNELManncToB Ha And depeHUmanbHy0 AMarHOCTUKY COCTOAHUIA, XapaKTepM3YoLWnxes anunen-
TUYECKUMU NPUCTYNamMn, YMCTBEHHO OTCTAN0CTbI0 U HACUIIbCTBEHHbIMU ABVKEHMAMM, @ TAKXKe HA ANArHOCTUKY U TaKTUKY
BeleHusa NaumeHToB ¢ 6051e3HbI0 fe BuBo. K coxaneHuo, He BCe 60JIbHbIE C AAHHOW NATONOrMeN Nosy4atT afekBaTHYH na-
TOrEHETUYECKYH 1 CUMNTOMATUYECKYI0 Tepanunto. 3a4acTyto NaLneHTbl NOABEPralnTCA MHOrO4YUCNEHHbIM rOCNUTANN3aLNAM,
T.K. HEe ANarHOCTMPOBAHA OCHOBHAS MPUYMHA CUMNTOMOB, a UMEHHO feduumnt GLUTI.

KNHYEBbLIE CJI0BA

TpaHcnopTep rnoko3bl 1-ro Tuna, GLUT1, cuHapom pedhmunta TpaHcnopTepa rnokodbl 1-ro Tuna, GLUT1DS, 60nes3Hb e
BuBo, reH SLC2AT, KeToreHHas auerta, SNunencus, AUCKMHE3NN, KNMHUYECKNIA Cny4ai.

MH®OPMALNA 0 CTATbE
MocTtynuna: 04.03.2024. B nopa6otannom supe: 10.05.2024. Mpunata k neyatu: 06.06.2024. Ony6nukosana: 30.06.2024.

KoHthnukT nHTepecos
ABTOpbI 3a9BNSAT 06 OTCYTCTBMMU HEOOXOAUMOCTI PACKPbITUSA KOH(DNNKTA MHTEPECOB B OTHOLLEHMM JaHHON Ny6nmKauuu.

Bknap aBTopos
ABTOpbI CAefianu 9KBMBAJIEHTHbIN BKNaA B MOArOTOBKY Ny6nunKauuu.

Ans uuTMpoBaHua

LWosa H.W., Muxannos B.A., Pomantoro I [1. BonesHb ae BuBo (CoveTaHe MUOKITIOHNKO-AcTaTUYECKOI ANUMEencum n xopeu): nu-
TepaTypHbI 0630p, ONUCaHNe KIMHNYECKOT0 HAONOAEeHNA. Jnuiencus v napokcndmasbHble cocTosHus. 2024; 16 (2): 145-156.
https://doi.org/10.17749/2077-8333/epi.par.con.2024.182.

anunencusa n napokKcuamalsbHble COCTOAHUA https://epilepsia.su 145


https://crossmark.crossref.org/dialog/?doi=10.17749/2077-8333/epi.par.con.2024.182

2024 Tom 16 Ne 2

.>>))_\.\
)
Ny AT

By CBAMM

SAMNAENCUA

U NAPOKCU3MAJIbHbIE
COCTOSAHMUSA

VS

146

De Vivo disease (myoclonic-astatic epilepsy combined with chorea): literature review, clinical case
description
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Corresponding author: Natalia |. Shova, e-mail: skins_cassi@outlook.com

SUMMARY

De Vivo disease is a rare genetic disorder associated with glucose transporter type 1 (GLUT1) deficiency. We provide a review
of publications describing various clinical manifestations of this syndrome, including the combination of epilepsy with choreic
hyperkinesis. The seizures related to De Vivo disease are resistant to basic antiepileptic therapy. The ketogenic diet is suggested
as the main treatment method. We present our own clinical observation describing an 18-years old male patient, who had
myoclonic-astatic seizures and atactic manifestations such as impaired movements coordination and walking instability, which
first appeared at the age of 1.5 years. Due to therapy with valproic acid drugs, seizures persisted with a frequency of up to
5 times a month. From the age of 17, involuntary violent irregular movements of trunk and limb muscles emerged, occurring
at a fast pace. The patient underwent a comprehensive examination; as a result, the diagnosis of De Vivo disease was verified.
By prescribing proper antiepileptic therapy and ketogenic diet, it was possible to stabilize the patient's condition and stop
De Vivo disease-related manifestations of epilepsy and hyperkinetic disorder. We pay attention to the differential diagnosis
of conditions characterized by epileptic seizures, mental retardation and violent movements, as well as to the diagnosis and
management tactics of patients with De Vivo disease. Unfortunately, not all patients with this pathology receive adequate
pathogenetic and symptomatic therapy often undergoing numerous hospitalizations, since the major cause underlying such
symptoms, namely GLUT1 deficiency, is not diagnosed.
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BBEJEHHE / INTRODUCTION

HenocTaToK rnioKo3bl B FOIOBHOM MO3re (HeMpornukone-
HUWS) B paHHWE NMOCTHATasNbHbIE FOAbI, BEPOSATHO, 0CTAHAB/N-
BAET Pa3BUTUE HEMPOHHBIX LIENeN, JIeXaLlnx B 0CHOBE pas-
HOO6PA3HOro penepTyapa CKOOPAMHMPOBAHHbIX ABUXEHNIA
1 CNOXXHOro noeeaeHns. OauMH U3 cnoco60B Ha4YaTb MOHU-
MaTb KJTIETOYHYIO NATONOrUNI0 11 MONEKYNSPHbIE MEXAHU3MbI,
CBSI3aHHbIE C HEMPOTNINKOMEHUEN, — 3TO U3Y4YeHNe MOHO-
FEHHbIX MPUYNH COCTOAHNSA. TUMNYHBIM MPUMEPOM IBASETCA
CUHIPOM Jedomumta TpaHCNopTepa riKo3bl 1-ro Tuna (aHrn.
glucose transporter type 1 deficiency syndrome, GLUT1DS),
unu 6onesHs ae Buso (OMIM #606777, ORPHA71277).

dnugemuonorusa / Epidemiology

C momeHTa mepBoHavyanbHoro onucanus GLUT1DS
B 1991 r. [1] 4ncno NAUMEHTOB C JaHHbIM 3a60N€BaHNEM
HEYKJIOHHO POCnOo, YemMy CNoco6CTBOBAO NOSAB/IEHNE MO-
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NeKYNAPHOW ONAarHOCTUKW. B HejaBHO 0ny6/MKOBAHHOM
LIOTNIAHACKOM NPOCNEKTUBHOM MONYNALMOHHOM UCCe0Ba-
HUKM CO06LLLAN0Ch 0 YaCTOTE POXKAeHUIA 1 cnyyani Ha 24 ThiC.
Clly4aeB anunencum B nepsble Tpu roga [2]. B cootsetcTsum
C MPOrHo3upyemoii 3abonesaemocTbto 1,65-2,22 cnyyas
Ha 100 Tbic. poxaeHni [3] aT0, BEPOATHO, MUHUMATbHAS
yactoTa, nockonbky GLUT1DS moxeT nposiBAaTbCs No3-
XKe anunencuein unu ABUratenbHbIMU PaccTpoCTBaAMU.
B peTpocnekTnBHbIX UCCNEL0BAHUAX PACNPOCTPAHEHHOCTb
GLUT1DS oueHuBanacb B 1 cnyyaii Ha 83 Tbic. B [aHum [4]
n 1 cnyyaii Ha 90 Tbic. B ABCTpanuu [5]. MopaxatTca Bce
BO3PACTHbIE rpynnbl, 0T MAAEHLEB 40 B3POCIIbIX.

I'enmeTuyeckue acnekTsl / Genetic aspects

B 1998 r. 66110 06HAPYXEHO, 4TO ranjoHea0CcTaTOY-
HOCTb reHa SLC2AT n, cneoBaTenbHO, HU3KIE YPOBHN €ro
TpaHcnupyemoro npoaykrta, 6enka GLUT1, nexart B oc-
HoBe GLUT1DS [6]. TeH SLC2AT cocTomT n3 10 3K30HOB
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N 9 UHTPOHOB, JIOKANN3YyeTCA HAa KOPOTKOM NJie4ye Xpo-
mocombl 1. Onucano 6onee 150 MmyTauuii B JaHHOM reHe.
BOSIbLWIMHCTBO NAUMEHTOB UMEIOT MyTaLun de novo n Tak-
)K€ MOryT HacnefoBaTb 3a60sieBaHne N0 ayTOCOMHO-[0-
MUHAHTHOMY Tuny [7]. B peaknx cnyyasax Habnwgaercs
ayTOCOMHO-PELeCCUBHbINA TN HacneaoBaHus GLUT1DS,
4TO MOXXET NPUBECTMU K CJIOXHbIM reTepo3uroram [8].

BbisiBnieHne reHetndeckon npuymHel GLUTIDS cnoco6-
CTBOBAJI0 TOYHON ANArHOCTIKE 3a60J1eBaHMA. ATO TaKXKe Npu-
BEJ1I0 K PacnO3HaBaHW0 3HAYNTENIbHO PACLUNPEHHOT0 KNK-
Hu4eckoro goeHotuna. CyLiecTByeT pa3HO06pa3Hblil CNEKTP
KIWHNYECKMX NPOSABAEHUA, HAYMHASA OT HAbB0AAeMbIX Mpu
Knaccm4eckon oopme paccTpoiicTBa U 3akaHYMBas Takumu
0COBEHHOCTAMM, KaK HEKWHE3UTEHHbIE JUCKUHE3MN, CNacTu-
YecKue napansneruy u remonutuyeckme aHemun [9, 10].

XOTA NPUHATO CYUTATb, YTO HAacToAWwMA cnyyan GLUTIDS
CBSI3aH C MONEKYNAPHbIMI NOBPEXAEHUAMN B reHe SLC2AT,
MyTauuy B HEM He ABNIAKOTCA CYLECTBEHHbIMMU AN14 3anycka
KNMHNYECKOro doeHoTMNa, COOTBETCTBYIOLWEr0 Aepuunty
GLUT1 [11]. B HekoTOpbIX CAiy4asnx y NOA0OHbIX NALMEHTOB
006HapyXMBaeTCA NOHMKEHHAA 3KCNPeccus TpaHcnopTepa,
HECMOTPS Ha HOPMAJIbHY0 NOCNEeA0BATENbHOCTb, KOAMPYHO-
Lyt 610K [12]. 3T0 HABOAMT HA MbIC/Ib O HEKOANPYIOLLEN
myTauun B reHe SLC2AT nnu HapyweHun B hakTopax, Ko-
Topble perynupyroT akcnpeccuto GLUT1. Takxxe BO3MOXHO,
4TO HOBbIE MEXaHWU3Mbl, BO3[IENCTBYIOLLE CKOPEE HA aKTMUB-
HOCTb, 4eM Ha €€ 3KCMPECCuto, 06bACHAKOT FUNOTNINKOPAXNI0
N KNUHUYECKUIA DeHoTHN.

KINMHHUYECKHUE ITPOAB/IEHUA /
CLINICAL MANIFESTATIONS

CUHAPOM MOXET ObITb NPefCTaBIIEH ABYMSA KJIMHUYECKN-
My popmamu:

— knaccuveckas (90% naymeHTOB) — 3NUENTUYECKNE
NPUCTYNbI HABMOAAIOTCA NPEMMYLLECTBEHHO B BO3pacTe 0T
1 Mec 0 2 net, 4ONONHUTENIbHO 0TMEYAKTCA 3afepXKKa ncu-
XWYECKOro pa3BuTus, AN3apTpus, ABUraTenbHble paccTpoii-
CTBa (aTakcus, remunierns, remunapes, rmnepKnHessbl);

— HeanunenTnyeckas opma (10-15% naumeHTos) — de-
HOTMN 6€3 CYLOPOXHOI0 CUHAPOMA, HO C NAapOKCU3MaSTbHbI-
MU ONCKUHE3NAMN.

KNUHNYECKNe CMMNTOMbI NPOBOLMPYHOTCA O3NYECKON
Harpy3Kown, roIofA0M C HEKOTOPbIM YNyYLlIeHNem COCTOs-
HWS nocne egbl.

dapmakope3nCcTeHTHbIe ANUENTUYECKNE NPUCTYNbI Ya-
CTO ABNIAKTCA NEPBbIM NPU3HAKOM 3a6oneBanus. MoryT Ha-
6nofaTbea Nobbie, pa3nnyHble N0 CBOEH CEMUOTUKE TUMbI
npunagkos [13]. Mpn aTOM reHepann3oBaHHbie DOPMbI
BCTpEYatoTCA yaule, 4em pokanbHble [14, 15]. A6caHcHas
3MUNIENCcua ¢ paHHUM Ha4anom (B BO3pacTe 40 4 NeT) 1 anu-
Nencus ¢ MUOKJIOHMYECKM-aCcTaTMYeCKUMI Npunagkamm
(cunppom [y3se) 6b1in CBA3AHbI C NATOrEHHbIMMW BapuaHTa-
mu B rene SLC2AT [16].

BTOpbIM N0 3HAYMMOCTM NPUIHAKOM ABNAKOTCA HENPO-
N3BOJIbHbIE KPATKOBPEMEHHbIE ABUXEHWUS FOM0BbI M0 TUMY
KWBKOB C MOBTOPAOLMMUCA Pa3HOHANPaBeHHbIMW OBU-
Xenusamu rnas [17]. Mo3xe B 4eTCTBE BOSHMKAKT pyrue
MapoKCM3MasbHble ABEHUS, HO UX TAXXECTb CUNbHO Bapby-
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pyetcsa (BO3MOXHbI TMNepKMHE3bl, Napesbl/nnernn, atak-
cun). Mo mepe B3pOCNIEHNS NaLyMeHTa NpouCcxXoaaT NOCTeNeH-
HOE YyYLLIEHNe KIMHNYECKOW KaPTUHbI, CHAXXEHWE YacTOTbl
U TSHKECTM MapOKCU3ManbHbIX ABJIEHWNA. [TapoKcuamanbHbie
HEMOTOPHbIE 3NN30/bl BKITHOYAOT MUTPEHb, NMOBEAEHYECKNE
HapyLleHns, LMKINYeCKyo pBOTY U ANCCOMHMYECKME pac-
cTpoicTsea [18].

Knaccmyeckn AaHHble HapyLweHUs npucyTCTBYIOT A0
npuema nuWKM 1 cMaryatoTcs ee npuemom. Ctonkne aBu-
raTefibHble pacCTPOACTBA NPEACTABNIEHbI CNACTUYHOCTLIO,
aTtakcuen u OUCTOHMERN, HacTo NPUBOAALLNMY K HapyLUe-
HUSIM NOXOAKW C NocneaytoLeid xopeeit n Tpemopom [19].
ATakcusi cTaHOBWTCA BCe 60S1ee 04EBUAHON B NO3AHEM
MNTaIeH4eCcTBe, KOrfa pe6eHOK CTOUT N HA4YMHAET XO4MUTb.
Atakcusi 60nbLUe TyNnoBuLLHAA. Xopes 4acTo ObIBAET ner-
KON 1 mopa)kaeT NNLO 1 ANCTaNbHble OTAENbl BEPXHMX KO-
HEYHOCTEN. TepMUHANbHbIA NHTEHLMOHHbIA TPEMOP BCTPE-
4aeTca 4acTo M 06bIYHO CBA3AH C APYTrMMU MPU3HAKaAMN
AncyHKUMM Mo3xedka. MUOKNOHYC, KaK NpaBuno, anu-
NenTUYECKNIA, HEAMUNENTUYECKUA MIUOKITOHYC HabnaaeT-
CS pexXe 1 BKJIYAeT MUOKJIOHYC B3AparnBaHus, MMOKII0-
HYC [EACTBMS W NOCTYpPasibHbIA MUOKJOHYC. [ucnpakcus
HeLO0CTaTO4HO pacno3HaHa, oHa 6biBAET rNa3oABuUraTesib-
HOV 1 0pO6YKKAaNbHOIA. MapoKcM3masbHble ABUraTeNbHbIE
paccTpoiicTBa OTMEYatTCA NPUMEPHO Y 75% nauueHTOB.
[ToTeHUMaNbHbIMK TPUITEPaMI ABNAIOTCA 3MOLMOHASIbHbIN
CTpecc, MxopajkKa, ycTanocTb, HeA0CTATOYHbIN KETO03, n-
LUeHNe CHa, nepenajbl TeMnepaTypbl U NPMEM NeKapcTB.

ATunuYHbIe NPOABEHMA BKIIOHAOT NUCYUIA CNasm, ne-
pemexxaroLLycsa aTakcuto, TeTpanfierunto, CUHapom 6ec-
MOKOWHbIX HOT, KpAMMMU-CUHAPOM. Y OTAENbHbIX NALMEHTOB
ONKCaHbl NepeMeXxaroLLasncs aeTckas reMunierus, remunse-
rmyeckas MUrpeHb, LMKMYeckas pBoTa U MHCYNbTONOA06-
Hble 3MN30/bl C NAPOKCU3MabHBIM FeMUNAPe3oM, An3ap-
Tpuen unu acpasueii [20].

Y 60nbHbIX ¢ GLUT1DS KOrHUTKBHbIN eULNT CUALHO
Bapbupyetcs. HacTo HabnwoganTCa 3a4epXKa peyu u Tpya-
HOCTW C 9KCMPECCUBHOI peybio (BO3MOXKHO, CBA3AHHbIE C Ha-
PYLUEHMAMM PeYM, TaKUMU KaK J1M3apTpus), TPYLHOCTMN B 06Y-
YeHUN 1 KOTHUTWBHbIE PacCTPOiACTBa. locnefHne MoryT 6bITh
NEerknumMmn, CPeAHETHKENbIMI NN TAXENbIMU, HO 63 onpeje-
NEHHOro Helponcuxonorunyeckoro npoguns [21-24]. Kor-
HUTWBHbIE HapyLWeHNs 06bIYHO NPONOPLNOHANbHLI BO3pa-
CTY Ha4ana u TSHKECTU HEBPOJIOrNYECKUX NPOABIIEHNI [22].

GLUT1DS cBsidaH ¢ YMCTBEHHOW OTCTAaN0OCTb OT Jer-
KOW [0 TAXKEN0i CTeNneHu, Npuyem CTerneHb TAXECTU Npo-
nopuuoHasbHa 06Len TaxecTn 3abonesanuns. usaptpus
C Pa3NNYHOI CTEMNEHbIO HAPYLLEHMS PEYM OTMEYABTCH Y BCEX
60/1bHbIX [25]. Tak>xe MOryT HabnoAaTbCA HApYLLEHMSA NoBe-
AEHMA, CUHAPOM AedUuMTa BHUMAHMA U TUNEePaKTUBHOCTY
u genpeccus [25, 26].

OUATHOCTHKA / DIAGNOSIS

T'eneTnueckoe oociaemoBanue / Genetic
examination

CekBeHupoBaHue reHa SLC2AT no CaHrepy asnsetcs
MONEKYNSPHbIM METOAOM BbiGOpa AN XapaKTePUCTUKK
GLUT1DS. OonxHbl 6bITb CEKBEHMPOBAHbI BCe 10 3K30HOB,
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BKMt04as No MeHbLueid mepe 10 cneundunyecknx naHkupyo-
LMX UHTPOHHbIX OCHOBAHWIA KaXXAoro u3 Hux. Ecnn cekse-
HUpOBaHMe 0TpuULaTeNibHOe, ClieayeT BbIABNATL rpy6ble Ae-
Neunn nan ayniaukauum ¢ Ncnonb3oBaHNeM MeTOA0N0rnu,
YYBCTBUTEJIbHON K 3TOMY TUMY BapMaHTOB, TAKON Kak MyJib-
TUNSIEKCHAsA NUrazo3aBnucumMas amnanukaunsa 3o0Haa (aHrn.
multiplex ligation-dependent probe amplification, MLPA).

MaccoBoe napansenbHOe CEKBEHUMPOBAHME U CPABHU-
TefbHas reHoMHas rmépuansaumns 4arT NpenmMyLecTBo
n3yyeHuns reHa SLC2A1 BmecTe ¢ 60/IbWNUM KONMYECTBOM
reHOB, YTO MOXET ObITb MOSIE3HO ANA Lenen auddepeHum-
anbHOM ANarHocTuku [27].

Mocne Toro kak pedekt reHa SLC2AT oxapakTepu3oBaH
1 MOATBEPXEH MOJIEKYNIAPHO, PEKOMEHAYETCS MPOBECTM
reHeTU4ecKne NCCeoBaHmMa y pOAMTENIEN NaLNeHTa, 4To6bl
UCKMIOYUTb CEMEIHBIN MCTOYHUK 3ab0neBanus [28].

JTnwb y He60MbLWON 40NN 60MbHBIX C KITMHUYECKUM Ana-
rHo3om GLUT1DS monekynspHoe uccnegoBaHue reHa
SLC2A1 6ypet otpuuatesibHbiM [29]. BO3MOXHO, B 9TUX Cy-
Yyasx MaToreHHbI BapMaHT NI0KANM30BaH B 0611acCTAX reHa,
KOTOpble 06bI4HO HE U3Y4aKTCA (MPOMOTOPHbLIE U TNy60-
KUe WHTPOHHbIe o06nacTu) [29-31]. HenaBHO 6b110 BbiCKa-
3aHO NPeAnosioXKeHmMe, YT0 NATOreHHbIe BapMaHTbI B LPYriX
reHax MOryT Bbl3blBaTb CUMNTOMbI, N0A06HbIe GLUT1DS,
nméo camu no cebe, NMBO KOCBEHHO, HapyLwas (MYHKLNIO
reHa SLC2A71 [32, 33].

Pa3paboTaH HOBbIN METOA MAEHTUMKALMK C UCMONb30-
BaHMEM CEKBEHMPOBAHNS BCEr0 3K30Ma, KOTOPbIN BKO4aeT
06HapyXeHne pefKNX roMO3UroTHbIX MUCCEHC-BApUaHTOB
(c.526C>T (p.Arg176Trp) n ¢.629C>T (p.Ala210Val)) B reHe
SLC45A1, Kognpyowux apyroii uepebpanbHblii TpaHCnop-
Tep r0KO3bl, 4TO YKa3blBAET HA PELLECCUBHYIO MyTaL M0
B SLC45A1 (BTOpOW LiepebpanbHbii TPAHCNOPTEP FHOKO3bI
B AononHexnne K GLUT1), KoTopasi BbI3bIBAET YMCTBEHHYIO
OTCTAN0CTb 1 3NuAencuto. Y nni, NPOTECTUPOBAHHbIX B 3TO
KoropTe, 0TCYTCTBOBANU Apyrue KNMHNY4ecKne 0CO6eHHOCTH,
cBA3aHHble ¢ GLUT1, a Takxxe He Oblna 3aperncTprupoBaHa
TUNOrIMKOPAXus.

InexrposuHnedanorpadpus /
Electroencephalography

ViHTepukTanbHas anekTpoaHuedanorpaduyeckas (33l)
KapTuHa 06bI4HO HOpMasnbHas. OfHaKo B 3aBMCUMOCTHN OT
BO3pacTa MOryT HabtOAATbCA Pa3NINYHbIe NaTTePHbI: Yy MAa-
[eHLEeB yalle HabnogaeTca 3amefsieHne n ookanbHas anu-
nentTuOopPMHas akTUBHOCTb, B TO BPEMS KaK y AieTel B BO3-
pacte 2 neT U cTaplle — reHepann3oBaHHas NMKOBas BOHA
4yactoTon 2,5-4 lu. VIHTepecHO 0CO6EHHOCTbIO, ECNN OHA
NPUCYTCTBYET, ABNAETCA aHOManbHas 33l neped npuemom
MUK, KoTopas yiyywaeTtcs npu npueme nuwm [34].

JIromGanbHas myHKIHA / Lumbar puncture

[MoHMXXEHHOE COAepXXaHuMe I0KO3bl B INKBOPE B COYe-
TaHWK C HOPMaJbHbIM YPOBHEM TNHOKO3bI B NJ1a3Me KpOBY —
oTnnYNTeNbHbIA Mapkep ans GLUT1DS [35, 36]. Mpumep-
HO Yy 90% nauueHTOB YPOBEHb IMHOKO3bl HUXKE 2,2 MMOMb/N
[37]. MombanbHy0 NYHKUWIO cnefyeT NPoBOAMTL nocie
4-6 4 ronogaHus, 4To6bl CTAGMNU3NPOBATL KOHLEHTPALNIO
r0KO3bl B CNMHHOMO3rOBO XnaKocTu [38]. YpoBeHb rnio-
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KO3bl B KPOBM ClieyeT M3MepsATb HENOCPeACTBEHHO Nepea
NOMOANIbHOI NYHKLMENA, T.K. 9T0 NO3BONMT U36exaTb no-
FPELUHOCTN BO BPEMS FUMEPTAINKEMUN, KOTOPast MOXET ObITb
CBSI3aHA CO CTPECCOBOM peakLmeil Ha JaHHYIO MaHNMYNALNIO.

Y nauymnenToB ¢ GLUT1DS Habntogaetcs NOHMXEHHOE CO-
Jep>XKaHune rnKo3bl B IMKBOPE C HOPManbHbIM UK HU3KUM
YPOBHEM MOJIOYHOM KUCMOTbI, 4TO MOMOraeT OTANYUTL €ro
OT APYTMX COCTOSHWIA, KOTOPbIE TakXXe CBA3AHbI C FUNOrIu-
Kopaxuen, Takux Kak 6akTepuanbHble MHEKLUN LLEHTPanb-
HOW HEPBHOI CUCTEMbI U HEKOTOPblE MUTOXOHAPUANbHbIE
3a6onesanud [39].

HeriposBusyanusanus / Neuroimaging

[Mpn NpoBeeHNN MarHUTHO-PE30HAHCHON TOMOrpadun
y nauuneHToB ¢ GLUT1DS oTmevatoTcsa nmbo OTCYTCTBME Xa-
paKTepHbIX U3MEHEHI [24], N60 He3HA4YNTEIbHbIE HeCneLm-
(bmyeckne OTKNOHEHMS, TaKMe Kak JIerkas KopTMKanbHas ru-
notpocus [40] unm HapyweHue muennHusaumn [41]. Kap-
TUHA aHOManuin pa3BuTMA 6e10ro BELLEeCTBA, BKIItOYaKOLLas
BbICOKWUI T2-CcMrHan noakopkoBbix U-BONOKOH, onucaHa
Y HEKOTOPbIX 60J1bHbIX [35] — 3TOT NpU3HaK, BEPOATHO, YKa-
3bIBAET HA HapyLUeHMe NPoLecca MMenHN3aLmnu.

JHuarHoCTHYeCKHH aaroputMm / Diagnostic
algorithm

Ha oCHOBaHWUW BblleyKa3aHHbIX METOA0B ANArHOCTUKN
HepocTato4yHocT GLUT1 B opraHm3me npeanaraeTca TakTu-
Ka BeleHNs NaLMeHTOB C NOA03peHNeM Ha 60ne3Hb ae Buso,
npencTaBsieHHas Ha pucyHke 1 [42].

Takum 06pa3oM, BOZHNKAET HEOOXOAUMOCTb NPOBEIEHUS
andepeHunanbHoOn anarHoCcTUKN ¢ 3abosieBaHNsMU, Co-
NPOBOXAAKLWMMUCS HapyLLeHEM MeTabonn3ma yrieBoaos.
MpuHUMNbl AndodepeHUnanbHOR ANArHOCTUKN YKa3aHHbIX
HO30J10TMii NpuUBeAeHbl B Tabnuue 1.

1HoaXOoAbl KJIEYEHUIO / SPECIFIC
TREATMENT

Tekywmii ctaHpapt nevyenuns GLUT1DS — keTorenHas ane-
Ta C BbICOKUM COLlEPXXAHWEM XXNUPOB, KOTOpPAs NOBbILLAET
YPOBEHb KETOHOBbIX TeN B KpoBK [48]. KeTOHbI, Takne Kak
B-rnapoKcmbyTmpar u auetoalLeTar, ABNA0TCA anbTepHaTUB-
HbIMU, XOTS U HECOBEPLLEHHbIMW, 3AMEHUTENAMMU TNHOKO3bI
B 06MEHHbIX MPOLECCax HEPBHON CUCTEMbI. KETOHbI NPOHU-
KaloT yepe3 rematoaHuedanuyeckmii 6apbep (M36) yepes
nepeHocYnK MmoHokap6okcunartos 1 (aHrn. monocarboxylate
transporter 1, MCT1) u cny»at UCTOYHUKOM aLeTus-KO3H-
3uma A (KoA), KOTOpbIii B MTOTe NOJAETCA B LMK TpUKap-
60HOBbIX KucnoT (LUTK).

[Mpn BBEAEHMUN HA PAHHUX CTaAMAX 3a60SIeBaHNA KETO-
FEHHOM AMEeTbl YMEHbLLATCSA KTMHNYECKME NPOosBeHNS
ANNNEeNnTUYeCKONn 601e3HN, 0JHAKO ee BIINSHNE HA Apyrue
KNIMHWYecKmne nposiBneHms 3abonesanns HeOAHOPOAHO [51].
JTOMY eCTb HECKONIbKO BO3MOXXHbIX MpUYuH. Bo-nepsblx,
MOXET MPOA0/MKATLCA HEXBATKA MINKONUTUYECKNUX NPO-
MEXYTO4YHbIX NPOJYKTOB, KOTOPbIE MPONCXOAAT UCKIHOYU-
TeSIbHO M3 FJH0KO3bl 11 NOTEHLMASTbHO IeXaT B 0CHOBE Chewm-
hnyeckmnx xapakTepucTuk 3abonesaHns. Bo-BTopbix, cama
rnoko3a n/unn GLUTT cnyxxat curHanbHbIMU MOEKyIamMu.

Epilepsy and Paroxysmal Conditions
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L suggestive eye-head movements)

KnuHuyeckue nposBnenus, ykasbisarowme Ha gecpuuut GLUTA / Clinical manifestations suggestive of GLUT1 deficiency:

— JIEKaPCTBEHHO-PE3UCTEHTHAA 3MUIeNncus ¢ paHHUM Havanom / drug-resistant epilepsy of early onset

—abcaHcHas anuencus ¢ paHHUM Havanom / early onset absence epilepsy

— MUOKJIOHUYecKas aToHnYeckas anunencus / myoclonic atonic epilepsy

— MOJHbI KOHTPOMb NPUCTYMOB C NOMOLL LK KETOTEHHOMN ANETbI Yy NALWEHTOB C ANUENCUEN, PE3UCTEHTHON
K MeankameHTO3HOW Tepanuu / complete seizure control with ketogenic diet in a patient with drug-resistant epilepsy

— [IBUTaTesibHble PACCTPONCTBA (aTakcus, ANCTOHUS, CNACTUYHOCTL 683 YCTAHOBIIEHHOW 3Tnosiorun) / continuous movement
disorders (ataxia, dystonia, spasticity without a clear etiology)

— napoKcu3marbHble ABVXeHNs (0C06eHHO aBepcum rnas v ronosbl) / abnormal paroxysmal movements (particularly

~

J

deficiency:
— UMTO3 B npejenax pepepeHTHbIX 3HaveHun / cells: normal

levels
N\

JlabopaTtopHble uccnenosanus nuksopa / Cytochemistry of cerebrospinal fluid:

MonroToBka K lOM6aNbHOM MYHKLMK (FONofiaHne B Te4eHne 4—5 4, M3MepeHne YPOBHS MHOKO3bl B NNa3Me KPOBMW HaToLaK) /
Preparation for the lumbar puncture (4- to 6-hour fasting, measurement of fasting blood glucose levels)

LinToxumnyeckne xapakTepucTmKi NMKBOPa, xapaktepHole Ans gecduuyuta GLUTT / Cytochemical panel compatible with GLUTT

— 6e10K B Npejenax pepepeHTHbIX 3Ha4eHnin / protein levels: normal
— rnoko3a 0,9-2,8 mmonb/n (vawle <2,2 mmonb/n) // glycorrhachia: 16—50 mg/dl (most <40 mg/dl)
— NaKTaT B npefenax pepepeHTHbIX 3HAYEHUN NI He3Ha4YNTeSIbHO CHUXKEH / normal or decreased cerebrospinal fluid lactic acid

~

J

Hayano ketoreHHow auetbl / Start of ketogenic diet

Cnepyet HavyaTh eLLe [0 3aBepPLUEHUs MOJIEKYIAPHOTO |<—

uccneposanus / Start even before the molecular study
has been completed

PucyHOK 1. AIrOpyUTM AMATHOCTUKU [TAITUEHTOB
C 1ePUITUTOM TPAHCIOPTEPA ITTIOKO3bI 1-T0 THMA (AHTJL
glucose transporter type 1, GLUT1) (ajanrTupoBaHo 1o [42])

Figure 1. The diagnostic algorithm for patients with glucose
transporter type 1 (GLUTT) deficiency (adapted from [42])

MocnepHee 06bACHEHNE 3aK04AETCA B ObICTPOM CHYDKEHIN
ypoBHa 6enka MCT1 nocne npekpatieHuns rpyaHoro BCKapm-
nueanua [52]. Kpome T0ro, ANnTeNIbHOE JIe4YEHNEe KETOreH-
HOVi INETOli He TONbKO C/TI0XHO M3-3a HECOOBJI0AEHUA PEXXU-
Ma, HO TaKXXe MOXXET UMeTb He61aronpumaTHbIe NOCeLCTBUSA,
BKJ/1t04as 3HAYUTESIbHOE CHIKEHME KOCTHOW Macchl, cepaes-
HO-COCYAMCTbIE OCNOXHEHMA 13-3a aTepPOCK/1ep0o3a u, B pej-
KUX CRyYasx, MHAYKLUMIO COCTOSHNS KOMbI.
VIHHOBAUNOHHbLIM NPEACTaBNANOCL NPUMEHEHNE TpUren-
TaHOWMHA — TPUrMLEpnaa ¢ HevyeTHoW Lenbto (C7), KOTOPbIN
CITYXKWT aHanIepoTU4eCKUM areHToM Ass NonosIHeHNs nNpo-
MEeXYTO4YHbIX NPOAYKTOB MeTabonuama LTK [53]. AHOHCK-
poBaJsica npenapar Kak anbTepHaTMBA KETOTEHHON AueTe,
MOCKONbKY OH MOXET MeTab0nmM3npoBaTbCs Kak B aueTui-
KoA, TaK n B nponunoHun-KoA — ucTO4HMK KeTOHOBbIX Ten G3,
KOTOpbIe NErko npoHukarT Yepe3 b nocpeacteom MCTH
[54]. OfHako paHAOMKU3NPOBAHHOE Cienoe niauebo-KoH-
TPONIMPYEMOE KJIMHWYECKOe 1CCNeaoBaHne no oLeHke BO3-

anunencus n NapokcnamMasibHble COCTOSAHUS

MonekynsipHoe uccneposanue / Molecular study:

— cekBeHupoBaHue reHa SLC2AT no CaHrepy / Sanger
sequencing of the SLC2AT gene

— MyJIbTUNJIEKCHASA IMra3o3aBncumas amniamukanns
30HAaa / Multiplex ligation-dependent probe amplification
(MPLA)

OnpepeneHve BapuaHTa naToNorM4ecKoi
nocneposarenbHocTH / ldentification of pathogenic
sequence variant

KomnnekcHbii ceMelHbIA aHanu3 U reHeTUYecKoe
KoHcynbTUpoBanue / Family segregation analysis
and genetic counseling

AelicTBMA npenaparta Ha nauueHTos ¢ GLUT1DS He cmorno
NPOAEMOHCTPUPOBATL €ro Nosb3y, 4TO NO3BOJIAET NPeAno-
NOXWUTb, 4TO TPMrENTAHOUH MMeeT OrpaHNYeHHOe Tepanes-
TUYECKOE NPUMEHEHME.

icnonb3oBaHne 6onee rubKux gueT, B T4. moanduum-
POBAHHOI AneTbl ATKMHCA 1 MHTMOMTOPOB KapboaHruapa-
3bl, TAKMX KakK aueTazonaMmui unm 30H1UCaMua, MoXeT 6bITb
adhheKTUBHO B 6051e€e Nerkux cnyyasx [25].

Oco6oe BHMMAHME HEOOXOAMMO YAENUTb AONOMHUTENb-
HOMY Ne4YeHno JeTen, HaXOAALMNXCA HA KETOreHHOW aueTte
B KOMMJIEKCE C MPOTMBOANUAENTUYECKUMIN NpenapaTamu.
Kom6uHaumn npenapartoB npejcTasiieHbl B Tabnuue 2 [55].

MocKonbKy Ans AaHHOM NaTonorun npeanararTcs gua-
FTHOCTUYECKME anropuTMbl C BbIpabOTAHHLIMU KPUTEPUS-
MW, BepuunKauns Ao cux nop 0CTaeTcs 3aTPYAHUTENbHOM.
B cBA3M ¢ aTUM NpeAcTaBniseM KIUHWYECKOe HabnaeHne
KNaccn4eckoro Te4eHms 3ab6oneBaHmns ¢ pesysbratamn gua-
FHOCTWKMN M NPOBELEHHbIM NEYeHNeMm.
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COCTOSAHMUSA C BAMM

Ta6auna 1. luddepeHnuanbaas AUarioCTUKA 320071€BAHNE, BBI3BAHHBIX HAPYIICHHUEM META60IM3MA YITIEBOJIOB
U COITPOBOXKIAIOTUXCS HEBPOTIOIMIECKUMH PACCTPOUCTBAMU

Table 1. Differential diagnosis of diseases caused by impaired carbohydrate metabolism and accompanied by neurological disorders

Mapamerp /
Parameter

bonesHb fie Buso/
De Vivo disease

Cunapom AHrenbmana /
Angelman syndrome

CemenHbINA
rMNEPUHCYNIMHNU3M /
Familial hyperinsulinism

CMHAPOM ONCOKJIOHYC-
muoknoHyc / Opsoclonus-
myoclonus syndrome

Cneumndpunyeckuin
aHamHe3 / Specific
anamnesis

BpoxpaeHHoe
3aboneBaHue
c AebrTom
B MNajeH4yecTBe
1 paHHeMm peTcTBe /
The congenital disease
with onset in infancy
and early childhood [2]

BpoxxaeHHoe 3a60M1eBaHue
¢ ne6iTom B 612 mec /
The congenital disease
with onset in the age of

6-12 months [43]

BpoxaeHHoe
3aboneBaHune ¢ oe6OTOM
B HEOHATaJIbHOM
nepuoge / Congenital
disease with onset in
neonatal period [44]

PassuBaetcs nocne
pecnupaTtopHoii
UH ek nnu
SBNAETCS NPOSBNEHNEM
napaHeonnacTu4eckoro
cuHapoma/ Develops
after respiratory
infection or manifestates
paraneoplastic
syndrome [45]

HeBponoruyeckas
cumnTomaTuka /
Neurological
symptoms

dapmakope3ncTeHTHas
anunencus, 3aepxka
MCUXNYECKOro
pa3BUTUS, AM3apTpus,
ABUraTenbHble
pacctpoiictea /
Pharmacoresistant
epilepsy, mental
retardation, dysarthria,
motor disorders [42]

BbipaxkeHHas 3aepxka
NCUXNYECKOro pa3BuTus,
aTakcus 1 Tpemop
KOHEYHOCTEN, B 60/MbLINHCTBE
Cny4aeB co4eTaroLimecs
C TOHWKO-KNTOHNYECKUMMU,
MUOKMOHUYECKNMU
NN acTaTUYeCKUMM
3NUNENTUYECKUMU
npuctynamu / Severe mental
retardation, ataxia and tremor
of extremities, in most cases
combined with tonic-clonic,
myoclonic or astatic epileptic
seizures [43]

dapMakope3nCcTeHTHas
anunencus,
acTeHus, 3afepxka
MCUXOMOTOPHOTO
pas3BuUTHS,
HapyLleHns apeHuns /
Pharmacoresistant
epilepsy, asthenia,
delayed psychomotor
development, visual
impairment [44]

BeretatusHble
HapyLueHus,
CMeHstoLLmecs
BO3HUKHOBEHMEM
MUOKNOHNYECKNX
noAepruBaHnii MbiLuL,
JiNLa N KOHEYHOCTEN,
OMCOKJIOHYCOM FMa3HbIX
A6J10K 1 MO3XKE4KOBbIMU
HapyweHusamm / Vegetative
disorders, followed by the
appearance of myoclonic
twitching of face and
extremities muscles,
ocular opsoclonus and
cerebellar disorders [45]

AHanna
CMUHHOMO3rOBOWA
Xunakoctn /
Cerebrospinal
fluid analysis

[unornunkopaxmusa +
runo/
HopMonakrTaTpaxus //
Hypoglycorrhachia +
hypo/
normolactatrhachia
[42]

be3 oTKnoHeHun /
No deviations [43]

[Mnornukopaxwus /
Hypoglicorrhachia [44]

be3 oTknoHeHun /
No deviations [46]

Heiipo-
BM3yanusauns /
Neuroimaging

be3 0TKNnoHeHuA 6o
He3Ha4YnTeNbHas
runoTpodus
roNI0BHOMO Mo3ra /
No deviations,
or minor brain
hypotrophy [24]

bes oTKnoHeHun 160
yMepeHHble aTpouyeckue
N3MEHEHUS KOPbI FONOBHOI0O

MO3ra, HeMpOoHabHble
reTepoTonun unu atpogus

Mo3xeyka / No deviations,
either moderate atrophic
changes in cerebral cortex,
neuronal heterotopias or

cerebellar atrophy [43]

[uctpoduyeckune
1 aTpodnyeckue
M3MeHeHus
npevMyLLeCTBEHHO
B 3aTbINOYHbIX OTAENAX
KOpbl 60NbLLINX
nonywapuin / Dystrophic
and atrophic changes
mainly in occipital cortex
of cerebral
hemispheres [47]

be3 oTKnoHeHunn /
No deviations [46]

Cneumnduyeckoe
neyeHue / Specific
treatment

KetoreHHas gueta/
Ketogenic diet [48]

Banbnpoeas kucnora unm
6eH30aMasennHsl / Valproic
acid or benzodiazepines [49]

[nazokcma n cobnogeHne
BbICOKOYIJ1EBOAHOW

ametsl / Diazoxide and

adherence to high-carb

[MoKoKopTMKOCTEPOU I /
Glucocorticosteroids [49]

diet [50]

KJIMHUYECKHH CIYYAH / CASE REPORT

MaumeHT P., 19 net, Habnogancs ¢ »anobamu Ha HEKOH-

TPONNPYEMbIE [ABUXEHUS B HUKHUX KOHEYHOCTSX B BUAE
«BHE3aMHbIX MOAHATUIA 06EUX HOT», B BEPXHUX KOHEYHOCTSX
Mo TUNy «B3AparuBaHus pyk» B yTPEHHME Yackl [0 5 pa3
B MECSL, NPUCTYMbl HACUIbCTBEHHbIX BUXEHWNIA FONTOBOA
Mo TUMY KUBKOB, NPUCTYMbl BHE3AMNHbIX NaAeHWUA, TPUCTY b
MOTEPK CO3HAHNS C CYJOpPOramu, Henponu3BOJibHbIM MOYe-

https://epilepsia.su

NCTYCKAHNEeM 1 MPUKYCOM S13blKa, NPEUMYLLECTBEHHO NPy
NoGY>XXAEHNN, @ TAKXKE HApyLUEHUS KOOPAMHALNN ABVKEHWIA.

drnueckue acrekts! / Ethical aspects

BefieHne naymeHTa 0CyLLECTBNANOCH COOOPA3HO NPUHLN-
nam XenbCUHKCKOI aeknapauun BceMupHon meaunumuHCKO
accoumnauumn (doptanesa, bpasunug, 2013 r.). OT 601bHO-
ro nosly4eHo NHPOPMUPOBAHHOE COrflacue Ha NPoBefeHne
KNMHWYeCKOro 06ceaoBaHnsa n nNpoaoIKeHHOro BUae0-
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TaGauua 2. COBpEMEHHBIC BAPUAHTBI JICUCHUS X MEPBI IPEOCTOPOKHOCTH ITPU CUH/IPOME JIe(PUIIATA TPAHCIIOPTEPA ITTIOKO3BI
1-ro Tuna (anr. glucose transporter type 1 deficiency syndrom, GLUT1DS) u anmiencuu (a1anTHpoBaHo 1o [55])

Table 2. Current treatment options and precautions for glucose transporter type 1 deficiency syndrom (GLUT1DS) and epilepsy

(adapted from [55])

MpoTuBo3nunenTM4YeckKue
npenaparbl /
Antiepileptic drugs

Tepanus / Therapy

cneayet usberatb Ha thoHe
Avetsl / Drug combinations
that must be avoided when

Mpenapate), KoTOpbIX lpenapaTtbl, KOTOPbIX CNegyeT

usberatb u3-3a GLUT1DS /
Drugs that must be avoided due

ey to GLUT1DS

AueTtasonamug /
Acetazolamide

KetoreHHasa gueta/
Ketogenic diet

®eHobap6uTan, Banbnpoesas
kucnota/ Phenobarbital,
valproic acid

Banbnpoesas kucnota/
Valproic acid

MoaudununposaHHas gueta

Atkutca / The modified Atkins diet | 1on“Pamar / Topiramate

IHrMbmTopbl TNPO3UHKUHASLI /

Sonmcamua / Zonisamide Tyrosinekinase inhibitors

icnonb3oBaHme cmecen

CO CpefHeLenoye4HbIMU
Tpurnuuepupamu / The use

of mixtures with medium-chain
triglycerides

3oHucamug / Zonisamide

KodhewnH, ataHon /
Caffeine, ethanol

Auetasonamupg /
Acetazolamide

[neTa ¢ HU3KUM FMUKEMUYECKUM
nHaekcom / A diet with low
glycemic index

®eHnTomnH / Phenytoin

Tonupamat / Topiramate [nasenam / Diazepam

Kap6amasenuH /

TpurentanouH / Triheptanoin Carbamazepine

Tpuunknnyeckune
- aHTugenpeccanTbl / Tricyclic
antidepressants

Anbpa-nunoesas kucnorta /
Alpha-lipoic acid

06Lme aHeCTEeTUKN,
- xnopanrugpart / General
anesthetics, chloral hydrate

J3r-MoHMTOpMHra. TakXXe Moy4eHo NMCbMEHHOe MHGOoP-
MWUPOBAHHOE COrnacue nauueHTa, paspellatoulee ny6amka-
LM nctTopun 3a60neBaHNa U pe3ynbTaToB 06CNea0BaHNS.

Anamue3 xxu3Hu / History of life

113 aHaMHe3a XXN3HU N3BECTHO, YTO HACNELCTBEHHOCTb MO
anunencun He oTarowieHa. PoXaeH 0T nepBoii 6epemMeHHO-
CTU, MPOTEKABLUEN C Yrpo30i NpepbiBaHUA HA PAHHUX CPO-
Kax. Mpwn poxaeHun macca tena 3500 r, pocT 52 cm.

CamocToaTenbHaa xoab6a ¢ 2 net, CaMOCTOATENbHbIN
npuem nuwy ¢ 2,5 net, ppa3osast peyb ¢ 3,5 NeT, INEMeH-
TapHbIA c4eT ¢ 6 neT. MaTepbl0 OTMEYAETCS, YTO B PAHHEM
JETCTBE NALMEeHT 4acTo CCOPWCS C AeTbMI CBOEr0 BO3pac-
Ta, Apancs.

B wkony nowen B 7 net. Y4uncs, co CNoB MaTepu, «B 0C-
HOBHOM Ha TPOWKK>», CO CBEPCTHUKAMK 06LIaNCcs ¢ He0Be-
puem. OKOH4MT 9 KNAcCoB.

Anamue3s 3a0osneBanus / History of disease

Ha nepBoM rogy »XW3Hu, N0 C/oOBam poauTenei, B03-
HUKW NepBble NPUCTYNbI B BUE aABEPCUii rasHbIX A6J10K,
a B 1,5 rofa nosABUANCL CNOHTaHHbIe NajeHus, 06ycnos-
NEeHHbIe JUCKOOPANHALMIA U HEYCTORYNBOCTBLIO NPU X04b6eE.
C 2 net oTMeYaloTCA B3aparnBaHns, BOSHUKAOLLME NpenmMy-
LLIeCTBEHHO NPU 3aCbiNaHNK 1 NPO6YXAEHNN, @ TAKXKe KUBKMN,
yyauarLimecs Ha hoHe ronoja.

B 7 net BbinoniHeHa 33I, 06HApY>KeHbl KOMMAEKChI «MNK —
BO/MIHA» C aKLLEHTOM B J1EBbIX NOOHO-BUCOYHbIX OTBEAEHMAX
¢ poTonapokcmuamanbHbiM 0TBETOM. [ocne 06¢cneaoBaHus
HEBPONOrOM Ha3HaYyeHa BanbNpoeBas KMCNoTa B 403MPOB-
ke 750 mr/cyT — 6e3 adhpekTa. B ganbHeiiem npoBoamun-

anunencus n NapokcnamMasibHble COCTOSAHUS

cs NoA60op NPOTMBOANWUNENTUYECKON Tepannm — Takxe 6e3
3Ha4YMMOro agppexTa.

Beuay Hanu4yna papmMakope3mcTeHTHOCTM K Tepanuu
anunencun, 3aep>XKn HeEPBHO-NCUXNYECKOT0 Pa3BUTns
11 BbIPAXXEHHbIX TMNEPKMHE30B NaLUMeHT Obl1 HanpaBfieH Ha
reHeTN4eckoe nccnegoBanme. B 9 net reHeTn4eckn sepu-
huumposan GLUT1DS: o6Hapy>XeH reTepo3nroTHbINA naTto-
reHHbIn BapuaHT B reHe SLC2AT (c.177del p.Thr60Argfs*18),
4TO COOTBETCTBYET ANarHo3y. lOCKONbKY CHMTAETCA, HTO 3TO
ayTOCOMHO-A0MUHAHTHAA NATONIOr A, NPU KOTOPOI 06a po-
ANTENs 340POBbI U HET CEMENHOr0 aHaMHe3a, CAesiaH BbIBOJ,
4TO UMEeT MecTo MyTaums de novo.

C 9 neT BBEAEHA KETOreHHan aumerta, Ha DOHE KOTOPOM
0TMeyanacb 3Ha4YnTeNibHas NONOXUTENbHAA ANHAMWKA CO-
CTOSHWA NauueHTa, NPOABNABLLAACA B CHUXEHWUM 4acTOThbI
NpUCTYnoB.

C 15 neT BO3HUKM XOpPendOPMHble TUMEPKNHE3bl B HO-
rax 4nuMTeNbHOCTbIO 0KONO 2 4. B TOM Xe roay tepanus
auetasonamuaom u npenaparamu Kanus n MarHus gana
MOJSIOKMTENbHbIN 3 (EKT B BUE YMEHbLUEHUS HaCTOTbI -
NepKnHe308.

Hesponorunueckuii craryc / Neurological status

3payku okpyrnoi dpopmbl, 0D=0S. doTopeakuumn (nps-
Masi U COAPY>XXEeCTBEHHASA) CUMMETPUYHbI. [IBUXEHUS rnas-
HbIX 16/10K B MOTHOM 06beME. A3bIK N0 CPEAHEN NMUHUN.
Hapn6poBHbIA, KOPHEaNbHbIA pedneKchl X1Bble, CUMME-
TpW4Hble. [NoTaHne He HapyweHo. lMpu paccnpoce — yme-
peHHas au3apTpus. MOTO4HbIE N HEOHbIE pedpneKChl XKUBbIe,
paBHble ¢ 06enx CTOPOH. GUMNTOMbI 0PafibHOr0 aBTOMATU3-
Ma OTCYTCTBYIOT. MblLEYHbIi TOHYC B PyKax 1M HOrax Hop-
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MasbHbIA, CAMMETPUYHbLIA. Bo BpeMs ocMoTpa nauueHTom
COBEPLUANTCH KPYMHOPA3MALLMNCTbIE ABMKEHNS BEPXHUX
KOHEYHOCTE No Tuny B3AparnBaHuii n nie4yesoro nosca
no TUNy uHMUMauun passopota. MblweyHas cuna 5 6an-
noB, D=S B BEPXHUX U HMXKHUX KOHEYHOCTAX. [Ny6oKue
pedniekcbl: D=S B pyKax n Horax, »usble. bplowHbie ped-
nekcbl D=S, xuBble. HapyLueHuii 601eBOiA, TEMNEPaTypHOIA
YYBCTBMTENIbHOCTU HE BbISIBNEHO. KOOpANHATOPHbIE NPO6bI
BbINOJIHAET HEYBEPEHHO, COBEPLUAET OLIMOKN Npu BbibOpe
KOHEYHOCTW, NpK BbINOJIHEHUN — MUMONONajaHue B obe-
nX KOHe4HocTAX. B no3e Pombepra HeycTon4ms. Moxoaka
HeYBEpEeHHas, C WNPOKO PACCTABEHHbIMM HOraMm, LWTam-
nytowas. MeHuHreanbHbIX 3HaKOB HeT. OYHKL MW Ta30BbIX
OpraHoB KOHTPOJIMPYET.

IIcuxugecKkuii craryc / Mental status

Co3HaHue fICHOe, OPUEHTUPOBAH BCECTOPOHHE BEPHO.
K KoHTakTy gocTyneH. ®OH HAaCTPOEHUA HEYCTONYMBDIIA,
BCMbI/IbYMB. IMOLMOHANBHO JTabuNeH. AXXNaTupoBaH, HEBHU-
MaTesieH, UTHOPUPYeT KpUTUYecKne 3amedanms. Boisensertcs
BbIP2XKEHHOE CHUKEeHME (PYHKL MM KOTHATUBHBIX NPOLLECCOB
B BU/e HAPYLUEHWS NaMATH, BHUMAHUS, 0TMEYAeTCa UCToLLae-
MOCTb. [10 KpaTKOli LWKane OLeHKN NCUXMYECKOro cTaTtyca
(aurn. Mini-Mental State Examination, MMSE) — 21 6ann. Ha
MOMEHT 0CMOTpa 663 arpecCuUBHbIX 1 COLMAbHO OMACHbIX
TeHAEHUNNA, 663 NPOLYKTUBHOW CUMNTOMATUKMN 1 6peioBbIX
naen. Kputnka K CBoemMy COCTOSHUIO OTCYTCTBYET.

JIaGoparopHsIe uccaegoBanus / Laboratory tests

[poBeaeH aHaNM3 KOHLEeHTpauun BanbnpoeBon Kuc-
NnoTbl B KPOBK Ha poHe npuema 500 mr/cyT. Pedynbrar:
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176,25 MKMONb/n (pedepeHTHbIN amanasoH oT 346 go
692 MKMOnb/n).

[pn aHanu3e mo4u Ha POHE KETOreHHON AMeTbl BbIsiB-
neHbl: runepctenypusa (1027 r/n), ketoHypusa (15 Mmonb/n),
ypobununypus (35 mr/n).

Bugeo-d3I-mouutopHr / Video-EEG monitoring

Pe3ynbTatbl Bae0-33M-MOHUTOPMUHIA JHEBHOTO CHa
npeAcTaBfieHbl HA PUCYHKE 2.

OcMmoTp Herponcuxonaora / Examination
by neuropsychologist

Mo pesynbratam 06CNeA0BaHNSA Y NALWNEHTA BbIABEHbI
MPU3HAKN N3MEHEHNS NCUXNYECKUX MPOLLECCOB NO OpraHu-
yeckomy Tuny. Kputnka K cO6CTBEHHOMY COCTOSIHUIO CHU-
KeHa (BCneAcTBMe HapylweHns QYHKLUN NOBHbIX A0SEN
rOSTOBHOT0 M03ra). YMEpeHHO BblpaXXeHHble AUCHYHKLNK
KWHECTETNYECKOr0 KNCTEBOrO 1 NasjibLeBOro rHo3mca (He-
MOJSIHOLEHHOCTb (PYHKLMOHNPOBAHNS NOCTLEHTPAIbHON 06-
NacTu NeBoro Nonywapus — 4epTbl KWHECTETUYECKON Ki-
CTEeBOW, NanblLEeBOV anpakcun), AMHAMNUYeCKOro npakcuca
(HENONHOLEHHOCTb (YHKLMOHUPOBAHUSA NMPEMOTOPHOIA 06-
NacTy NIeBOr0 NOJyLIapns), KOHCTPYKTUBHOMO Npakcmuca (He-
MOJSIHOLEHHOCTb PYHKLMOHUPOBAHNSA TEMEHHOW [OJIN NEeBO-
ro nonywapus), peLuunpoKHON KOOPANHALMN (AMCDYHKLMS
TEMEHHOM A0NN NeBOro nonywapus). YMepeHHO BbipaXkeH-
Hble HApYyLeHUs ONTUKO-MPOCTPAHCTBEHHOTO FHO3KCA (He-
MONMHOLEHHOCTb PYHKLMOHNPOBAHMA TEMEHHO-3aTbINOYHO
0651aCTN NPABOro NoJsyLwapus), yMepeHHO BbIPaXKeHHbIE Ha-
PYLUEHNS LBETOBOMO FHO31CA (HEMOJTHOLEHHOCTb (PYHKLMO-
HUPOBAHMA 3aTbINIOYHOI AONN NEBOr0 NONYyLAPNS).

PHCYHOK 2. Pe3ynbTaTsl BUJCO3NEKTPOIHIE(DATOrpaduyde-
CKOI'O MOHUTOPHUHI4:

a — HA IPOTSDKEHUU BCEH 3AIIMCU PETUCTPUPYETCS GONBIIOE
KOJINYECTBO HEYCTPAHUMBIX APTE(PAKTOB, YMEPEHHBIE TUDPY3-
HBIE HAPYIICHN OUOIEKTPUIECKOIN AKTUBHOCTH I'OJIOBHOT'O
MO3I'a CBUJIETEIBbCTBYIOT O IUCPYHKITUU CTBOJIOBBIX CTPYKTYP
C HAPYIIEHUEM AKTHUBAITUH KOPbI, PA3/IPAKEHUU KOPBI 110 BCEH
KOHBEKCUTAJIbHOU IOBEPXHOCTH, Pa3/IPa’KEHUN CTBONOBBIX
CTPYKTYP, B OOJIBINEH CTENEHN HA AN3HITE(PATBHOM YPOBHE, OT-
YET/IUBBIC JIOKAJIbHBIC HAPYIICHUS AKTUBHOCTH HE BBIABIISIOTCS;
b — Ha pOHE rUNEPBEHTIIIALIUYI PETUCTPUPYIOTCS CIUHUYHBIC,
YMEPEHHBIE TAPOKCU3MAIBHbIC HAPYIMIEHUS AKTUBHOCTU HE-
CHELU(PUUECKOIO XAPAKTEPA € AKLIEHTOM B ITTyOOKUX OTEIAX
JIEBOI'O MOJTYMIAPUS U YMEPEHHBIM BOBJICUEHUEM CTBOJIA MO3I'4,
SMWIENTU(MOPMHBIX HAPYLIEHUH aKTUBHOCTH HE OTMEYEHO

Figure 2. Video-electroencephalographic monitoring results:
a —alarge number of non-recoverable artifacts are recorded
throughout the recording; moderate diffuse disturbances

of brain bioelectric activity evidence about stem structure
dysfunction with impaired cortical activation; cortical irritation
throughout the convexital surface; stem structures irritation,
mostly at the diencephalic level; no distinct locally disturbed
activity is detected; b —isolated, moderate paroxysmal activity
disorders of non-specific nature are recorded primarily in

the deep parts of the left hemisphere along with moderately
involved brain stem during hyperventilation; no epileptiform
activity disorders are noted

Epilepsy and Paroxysmal Conditions



Hay4Hble 0630pbi1 / Review articles

O6Hapy>XeHbl YMEPEHHO BblpaXXeHHbIE HAPYLUEHMUA 3KC-
MPECCUBHOM N CMOHTAHHOM peyn. MpUCYTCTBYHOT 3/1EMEHTbI
anzapTpun. OTMeYeHbl 3/IEMEHTbI aKanbKynauumu, yMepeH-
HO BbIPQ)XEHHbIE HapyLlleHns abCcTparnpoBaHns U KaTero-
pUaNbHOro MbILUIEHNA (N06HaA A0NA NeBOro nonywapus).
OnepauunoHanbHas CTOPOHA MbILWJIEHWS HApYLLEHa No Tuny
CHUXXEHMSA YPOBHA 0606L1eHNS. MOTUBALWOHHbIA KOMNOHEHT
MbILUJIEHUS HAPYLLEH B YMEPEHHO BbIPAXKEHHOI CTEMNEHN N0
TUMY Pa3HONMIAHOBOCTH MblLLNEHNA. YMEPEHHO BbIpaXKeH-
Hble HapyLUEeHN KPaTKOBPEMEHHOI, OnepaTUBHOM, J0JIrO-
BPEMEHHOW, OnepaLnoHanbHOW NaMaTh (HENOMHOLEHHOCTb
(PYHKLIMOHMPOBAHUSA HUXXHER BUCOYHOIN JONN NEBOr0 Nony-
LIapus, HEMONHOLEHHOCTb (DYHKLMOHNPOBAHNS TNYONHbI
MO03ra, B 4aCTHOCTW runnokamna). MIHpaHTunbLHOCTb JINYHO-
CTW, OTCYTCTBME MCTUTESTIbHOCTU, HE 3aMeYaeT 0CKOPOIIEHNN],
OTCYTCTBYET YecToNtobme, He 06paLlaeT HUKAKOro BHUMaHMS
Ha KpUTn4eckne 3amevanns. OTCYTCTBYIOT 3roLeHTPUYECKIE
nobyxaeHns (MM60 OHM 6/10KMPOBAHbI). [paHNLbI NCUXUYe-
CKOro obpasa «f1» He 04epyeHbl, OTHOLLEHNE K Ce6e He Bbl-
pa6otaHo. DopMuMpoOBaHNE MOTUBALMI 3ATPYAHEHO.

Kiruaudeckurii guaraos / Clinical diagnosis

Ha ocHOBaHMM aHaMHe3a 3a60MeBaHNA U MONYYEHHbIX
pe3ynbTaToB BepuuumnposaH anarHo3: «<bonesHs ae Bugo.
[eHeTuYecKas reHepann3oBaHHas anunencus. YMCTBeHHas
OTCTanoCTb».

Tepamusa u ucxop / Therapy and outcome

BBuay HepgocTaTo4HOro agpdekTa OT BaNbNpOeBON KNC-
JIOTbl U €6 HECOBMECTUMOCTWN C KETOTeHHOW AueToi npe-
napart 6b11 MOCTENEHHO BbiBEAEH U3 Tepannm n Ha3Ha4eH
KnoHasenam Ans KynupoBaHWs rMnepKMHE30B B 103UPOB-
ke 1 mr/cyT (0,5 mr yTpom u 0,5 mr Be4epom). 3a nepu-
0 rocnuTanu3auuu NpUCTynoB U rMNepKMHE30B He OTMe-
4anoch, 06Lee COCTOAHNE NaUNeHTa HA MOMEHT BbINUCKN
yA0BNEeTBOPUTENbHOE. Ha hboHe onuropeHnmn pekomeH-
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anunencus n NapokcnamMasibHble COCTOSAHUS

L0BaHbl peabUNUTaLMs, KOTHUTUBHbI TPEHUHT, NOCELLEHNe
KJIMHWYECKOTO MCMX0Niora Ans OLeHKU AUHAMUKN HEPBHO-
MCUXNYECKOr0 Pa3BUTUS.

AK/IIOYEHHUE / CONCLUSION

bonesHb ae BuBo ABnseTCa OOHOW U3 OTIMHUTENbHbIX
dopm anunencun, KOTopas Bbl3bIBAET CIIOXKHOCTW B Ne-
ANATPNYECKO NpaKkTuKe, B T4. U B AuddepeHunanbHoii
ANArHOCTUKE MeXAy TaKumu HO3010rNAMM, KaK CUHAPOM
OMNCOKJIOHYC-MUOKJ/IOHYC, COCTOSHUSA C CY0pOramu y HOBO-
POXAEHHbIX 1 NpuobpeTeHHas Mukpouedanus (K npumepy,
CUHAPOM AHrenbmaHa), u Apyrumn NnpuynHaMm runoriimko-
paxuu, BKJt04asn COCTOSHUSA, BbI3bIBAOLLNE XPOHNYECKYIO
WU TPAH3UTOPHYIO TUNOTNINKEMUIO (Hanpumep, CEMeNiHbIN
TUNEPUHCYNHNA3M).

113 aToro cnegyer, YTo 3a4acTyto BeAyLMM METOAOM Ana-
FHOCTMKW peAKNX HEBPONOTrMYecKnx 3a601eBaHNIA ABNSeTCA
FEHETUYECKNIA, KOTOPbIA NO3BONSAET B KOPOTKME CPOKYU yCTa-
HOBUTb KOHKPETHYIO MPUYKUHY TOW WU UHOW KNTMHNYECKON
KapTUHbI 1 Ha3HAYUTb CBOEBPEMEHHYIO afleKBaTHY0 Tepa-
nuio. MNpeacTaBneHHbI CNyvai TakKe JEMOHCTPUPYET, HTO
MyTaumns MOXeT BOSHUKHYTb dé novo 1 CeMeiHblil aHaMHe3
MOXET ObITb HE OTATOLLEH, 0 YeM ClielyeT MOMHUTbL HEBPO-
nory npu paccnpoce 605bHOrO.

Takum 06pa3om, eCnu Ha NPUEM K HEBPONOry nonapaet
nauyueHT ¢ INUNEeNTUYECKMMI NPUCTYNamn B aHaMHe3e, KO-
TOpble He KYNUPYIOTCA Ha3HaYeHMEeM aHTUINUIENTNYECKON
Tepanuu, HaBA34MUBbLIMI ABVKEHUAMUN W 3aAePXKON HepB-
HO-MCUXNYECKOro Pa3BUTUSA, HEO6X0ANMO NOMHUTL O TaKNX
pefKnX NaTtofiormax, NPUBOAALLNX K HAPYLIEHWIO YINIEBOA-
HOro 06MeHa, Kak 6051e3Hb ae Bugo. MpuBeaeHHbIi HaMm
KNWHWYECKMIA CNyYali NOKa3biBAET, 4TO HE BCE NPOSBIEHMUA
3NNMencun BOSMOXHO HUBENMPOBATL HA3HAYEHNEM MPOTH-
BOCYAOPOXHbIX NpenapaToB n Tpebyetca 60nee TLlaTeNb-
Hblii NOA60P Tepanuu, B TH. N HEMEANKAMEHTO3HOIA.
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