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Pesrome

anunencusi — 4acTbivi CUMITTOM BPOXAEHHbIX JeGHEKTOB METab0/in3ma, 0COOEHHO TeX, KOTOPbIE HAYUHAIOTCA B HEOHA-
Ta/IbHOM Y M71aJeHYeCKOM Bo3pacTe. OHa MOXET ObiTb [EPBbIM, 8 UHOTAA M BEAYLUMM CUMITTOMOM 3a60/1eBaHus. PaHHss
MUOKJIOHUYecKas aHyeqhanonarus u MUOKIIOHUN, KaK TUI 3NUIENTUYECKOro MPUCTyna, ABASAKTCA MPOTOTUIIOM 3uJIen-
cum npu BPOXAEHHbIX JegheKTax meTabosmama. Ho anuaerncusi MOXeT nposiBASTLCS M PE3UCTEHTHbIMU K Tepanuu Heo-
HatasibHbIMy cygoporamu, cuHgpomom Otaxapa, UHGaHTUIIbHbIMY Cria3mamu, a TakXXe OeHOTUNOM POrPeccupyroLen
MUOKJIOHYC-3nuerncun. bonbLnHCTBO 3nunerncuii npy BPOXAEHHbIX eqeKTax MeTabo/m3ma TeKYT Kak 3nuaentnye-
ckue aHueghanonatum u heHoOTUNINYeckn cxoxu. 06CyXXAarTca OTAEIbHbIE KypabesibHble [eGhEeKTbI META00/1M3Ma, nx
AnarHoctuka u neqenue. [puBognTcs anroputm 1a60paTopHoN ANarHOCTUKN HAC/IELACTBEHHbLIX METa00/INYeCKX M-
nericuii. BosamoxHo, criegyet n3beratb Ha3Ha4eHus Baibnpoarta B TexX CUTYaUnsx, KOrga Mbl He 3Haem, KakuM BPOXEH-
HbIM [ehekToM MeTabosim3ma cTpagaetr pe6eHoK. AllbTepHATUBOM BaslbPOATy SIB/SETCS JIEBETUPALIETAM, BbICOKO (-
OEKTUBHbI 1TPU MUOKIIOHMYECKNX npucTynax. [lpu HeknaccuuympoBaHHbix geekTax MeTabosmama ¢ nuaentmye-
CKOV 3HLjechanonatnei UMeeT CMbIC/ MPOBHOE MOC/e40BAaTEIbHOE HA3HAYEHNE B TEYEHUE 3-5 AHE MUPUAOKCUHA, MU-
pugokcanegocgara, 6MOTUHA M hOSINEBON KUCTIOTbI.
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EPILEPSY IN INBORN ERRORS OF METABOLISM
Belousova E.D.

The Russian National Research Medical University named after N.I. Pirogov of the Ministry of Health of the Russian
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Summary

Epilepsy is a frequent and sometimes leading symptom in inborn errors of metabolism, especially in neonatal or infantile
ones. Early myoclonic encephalopathy and myoclonus as a seizure type are the prototypes of epilepsy in inherited
metabolic diseases. But clinical presentation also includes refractory neonatal seizures, Ohtahara syndrome, infantile
spasms and progressive myoclonic epilepsy. Clinical manifestations seems to be similar in different etiology and in
majority of cases look like unspecific epileptic encephalopathy. Selected treatable inborn errors of metabolism are
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discussed alongside with diagnostic approach to inherited metabolic epilepsies. Probably it’s better to avoid the
treatment with valproic acid in clinical situations when etiology is unclear. Alternative use of levetiracetam is
recommended. Besides the antiepileptic drugs we can also make pyridoxine, pyridoxal-5-phosphate and folinic acid
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NUIencns — 4acTbll CUMNTOM BPOXKAEHHbIX [e-

(beKTOB MeTabonnama, 0CoO6eHHO TeX, KOTopble

HA4YMHATCS B HEOHATaNlbHOM W MJafeH4eCKOM
Bo3pacTe. OHa MOXeT ObiTb NEPBbIM, a MHOTAA U Beay-
WM cumnTomom 3aboneeaHus. IHOrga KOHKPETHbINA
aNUNenTUYeCKUA CMHAPOM WAW TWUN 3NUENTUYECKOro
nMpuUcTyna NOMOratT HaM MOHATb, C KAKUM UMEHHO fe-
bekToM MeTabonmama Mbl CTONIKHYNUCL. TO XKe camoe
MOXXHO CKa3aTb U 06 M3MEHEHNAX BUOXUMUYECKNX NO-
KasaTenen, anektTpoaHuedanorpamme (33r) n MPT ro-
NOBHOT0 MO3ra. B 70 ke BpeMs 04eHb MHOTMNE BPOXKAEH-
Hble Aed)eKTbl MeTabonm3mMa no KNMHNYEeCKUM NposiBfe-
HUAM CXOXXW APYr C APYrom, W Aaneko He Bcerga Mol
MO>XXEM BbIAENINTb KaKNe-TO ANArHOCTUYECKN 3HAYNMbIE
cneunduy4eckme CUMNTOMbI, CMOCO6GHble  yKalaTb
Ha NpaBWMbHbIA AMArHo3. boNbLWMHCTBO 3aNKUAENCcuid Npu
BPOX/EHHbIX AethekTax MeTabonm3Ma TeKYT Kak anu-
nentuyeckme sHuedanonatun. B uenom paHHAs muo-
KNoHMYeckasa aHuedanonatus U MUOKMNOHWW, Kak Tun
3aNMNenTUYecKoro NpucTyna, accouMmMpoBaHbl C BPOX-
JeHHbIMU aedekTamm meTabonuama. Ho anunencus
MOXET TaK>Ke NPOABNATbLCSA PE3UCTEHTHbIMU K Tepanum
HeoHaTanbHbIMK cygoporamu, cuHapomom Otaxapa, NH-
(QaHTUNbHBLIMKU CMa3dMamMu, a TakXe (PeHOTUNoOM npo-
rpeccupyolien MMOKNOHYC-3anunencumn. NMoHATHO, 4TO
naeHTudunKauna metabonumyeckoro pgedekta MOXeT
NMPUBECTU K cneundnyeckoin Tepanun 1 UMEHHO NO3TO-
My Heobxoauma 6bicTpas AMarHoCTUKA U paHee Havano
ne4vyeHns. Ho B 06bIYHOI KNMHNYECKO HEBPOJIOTMYECKONA
NMPaKTUKe 3TO He BCErAa BOSMOXXHO B CBSAI3W C HEOOX0 M-
MOCTbH0 JOBOSIbHO CNIOXKHOTO 1 JOPOrocTosALLEr0 06CNe-

[L0BaHMA. Y)Xe 00 Nony4YeHUs pe3ynbTaToB UCCNef0Ba-
HWUIA Mbl JOMKHbI MOHUMATb, YTO BbIOOP AHTUINUMIENTM-
yeckux npenapatoB (A3M1) npu BPOXKAEHHbIX AediekTax
MeTabonn3ma gomKeH NPOBOANTLCS C YH4ETOM NOTEHLN-
aJIbHOr0 TOKCMYECKOro Mx AeicTBMS Npu 3Tux 3abone-
BaHMAX. B naHHOM cTaTtbe Mbl XOTENN 6bl OCTAHOBUTbLCA
Ha HeCKOJIbKMX acnekTax npo6sieMbl ANArHOCTUKN U fne-
YeHUs aNUNencun Npu BpOXaeHHbIX AedpekTax MeTabo-
nmama:

— Kak BblienuTb pebeHKa ¢ BPOXXAEHHbIM Aedek-
TOM MeTabonmama 13 o6LLei rpynnbl 3NUIencuin?

— MoXXHO nn no Tuny 3anuaenTUY4ecKoro npucTtyna
NPeanonoXnTb, C KAKUM BPOXAEHHbIM AeEKTOM MeTa-
6051M3Ma Mbl CTONTIKHYJINCBH?

— MoryT nn Ham 4To-HUOYAb NOACKA3aTh B OTHOLLE-
HUKM 3TUONOrMM nameHeHus Ha 33 n MPT ronosHoro
mo3ra?

— KakoBbl CUMNTOMbI OTAENbHbIX MeTab0In4yecknx
3nunencun, Npyu KOTOPbIX CYLLECTBYET cneynduyeckoe
neyeHne?

— Anroputm 06cnef0BaHNsA, Ha3HA4YeHUs aHTUINN-
NENTUYECKNX 1 APYTUX NpenapatoB y pebeHka ¢ anunen-
cuei, 06yCNOBNEHHOW BPOXIEHHbIM LeekToM meTa-
6o0nu3ma.

Kak Bbipenutb pe6eHka ¢ BpPOXAEHHbIM fAedhekTom
meTabonusma u3 o6Lell rpynnbl aNUNEncun?

B aHamHe3e y Takoro peb6eHka Hepeako BCTpeyaeTtcs
CeMelnHas 0TArOWEeHHOCTb N0 HEBPONOrN4eckuM 3abone-
BaHUAM U 6GNM3KOPOACTBEHHOMY 6paky. MoxeT oTme-
4aTbCA NATONOrMs HEOHATaNbHOrO Nepuoga — Yy HOBO-
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POXXAEHHOT0 C MbILLIEYHON TMNOTOHMEN BO3MOXHbI Hapy-
LUEHNS FA0TAHMA U COCAHMS C NeTapruen, abIxaTesibHbIMU
HapyLLEHNAMN 1 NakTaT-aLMA030M, B KNaccu4eckom Ba-
pvaHTe — C 3NUNENTUYECKUMU MPUCTynamu no Tuny
MUOKNOHWIA. [pn ocMOTpe MOryT BbIBAATLCA ANCMOP-
humn, HEMPOKOXKHbIE CUMMTOMbI, MAaKpO- UMW MUKpPOLie-
chanus, a Tak>XKe aHOMasnuKu opraHa 3peHus, BK4as Ka-
TapakTy, HapyLlleHns cryxa, KapagummuonaTus, xXonecTas,
ONCAYHKLNSA NeYeHN, KNCTbI B MOYKax. [1pn aTOM TSXKeCTb
COCTOSIHNS peb6eHKa HeBO3MOXXHO OOBACHUTH TSHKENbIM
Te4yeHneM 6epeMeHHOCTM 1 POLOB. ANUIIENTUYECKIE NPU-
CTYMbl NPU BPOXKAEHHbIX AedeKTax MeTabosn3ma He HyB-
CTBUTESIbHbI NN MaNo YyBCTBUTENbHbI K AT,

MoXxHo nM no TMNY 3NMNenTUYecKoro NpucTyna unu
no 3NWIEeNnTUYECKOMY CUHAPOMY NPEeanosioXuTb, C Ka-
KUM BPOXAEHHbIM AedekToM mMeTabonusma mbl CTON-
KHYNHUCb?

MHorpa nposounpytowme aktopbl NPUCTYNOB MOTYT
noAcKasarb Ham 3TUOJNIOTMI0 CTpajanua. Tak, runornuke-
MWUS B HEOHATaslbHOM Mepuofe CBA3aHa, Kak npasBuio,
C HApPYLUEHNAMM B-0KUCNEHNSA XXUPHbBIX KUCIIOT UK rune-
pUHCYNMHM3MOM. ®ebpusibHble Cyaoporn MoryT ObITb
Ha4asiom runepnposiHemMun 2-ro Tuna, a CyLOPOXKHbIN
(oebpunbHbLIN CTaTyC MOXKET O6bITb NPOSBIIEHNEM 60J1E3HM
MeHkeca [5]. Anunencus, TekyLlas Kak paHHAs MUOKO-
Huyeckas anwuientudeckas aHuedanonatus (pe6oT
B NepBble AHW XXWU3HWU, MUOKIIOHWMW, BCMbILWKA-NoAaBe-
Hue Ha 33l), xapakTepHa A9 CaMbIX Pa3HbIX LedeKTOB
MeTabonm3ma, Ho 4alle 370 CUMNTOM MUPULOKCUHOBON
3aBMCMMOCTK, MULUMHOBON 3HUedanonatum, geduymTa
NMUPUAOKCUH-0KCMAA3bI 1 CYNb(UT-0KCUAA3bl, BPOXKAEH-
HOr0 HeJOCTaTKa TpaHcNopTa riTamaTa U MUTOXOHLPU-
anbHbIX 3HUedanommonaTuin [5]. Inunencus ¢ nHax-
TUJIbHBIMU CNa3MamMu XxapakTepHa ansa eHUIKeToOHypum,
PasnnYyHbIX MUTOXOHAPWANbHBLIX HAPYLIEHWIA, BKIIKO4Yas
myTauun NARP 1 HapylieHns o6mMeHa KapHUTKHA, fedu-
unta 3-cdhocpornuuepar germaporeHassl, nupysar geru-
[poreHasbl 1M ageHwWnaT UWMKNasbl, AN HEOHaTasIbHOWN
ajapeHonenkoanucTpodum n ana 6onesHn MeHkeca [5].
ATunnyHble abCaHCbl XxapakTepHbl Ana geduuymta GAMT,
HapyLleHnin o06MeHa MOY€eBUHbI, decpuumnta nupysataeru-
AporeHasbl n mytauun GLUT1. CumntomoKoMmniekc npo-
rpeccupyroLLnx MUOKIIOHYC-3NUNencui (Co4eTaHme Mmo-

KNOHWIA 1N NPOrpecCMpylolero KOrHUTUBHOMO U [ABUra-
TENbHOr0 perpecca) BCTpedaeTcsa npu peduunTe Cyfib-
(Ut okcupasbl (B HeOHaTasNbHOM Nepuoge), Aedumunte
61OTUHMAA3LI (B MJ1afeH4YecTBe), LepouaHom nunodyc-
LMHO3e W aTakcum — MNPOrpeccupyroLledn MUOKIIOHYC-
anunencumn (B N0O34HEM MIaJeH4yecTBe), cmanuaose, 60-
nesHn YHpeppuxta-Ilynabepra, Jlagopa, fowe n Huma-
Ha-lMnka (B NOAPOCTKOBOM BO3pacTe), MPpn MUTOXOHAPM-
aJibHbIX 3a601eBaHNAX — B N060M Bo3pacTe. DoKasibHbIN
MWOKJIOHUYECKNI cTatyc (epilepsia partialis continua) xa-
pakTepeH ana cuHapoma MERF, Ts)kenble NOBTOPHbIe
anun30bl reHepann3oBaHHOrO0 MUOKJTIOHUYECKOro CcTaTy-
ca (vHorpa netanbHble) — Ang 6onesHu Anbnepca [5].

MoryT i1 Ham 4TO-HMGYAbL NOACKa3aTh B OTHOLIEHUU
aTtuonorum nameHenusa Ha 33 u MPT ronoBHoro mo3sra?

Hepopaguonoruyeckne nccriefoBaHns npu BPOX-
JeHHbIX AedekTax meTabosin3ma faneko He Bcerga siBe-
NIAOTCA KJIHOHOM K AnarHosy. IsmeHeHnss MOryT HOCUTb
CaMblii pa3HOOOpa3HbIi XapakTep — MOXXHO 06OHapy-
XUTb NOPOKU PAa3BUTWSA FOJSIOBHOMO MO3ra, W3MEHEeHUs
MJIOTHOCTY 6€n0ro BeLlecTsa, HeCneunuYecKyo atpo-
(outo ceporo v 6e510ro BeLecTBa. B kKayecTse xapakrep-
HbIX CUMNTOMOB MOXHO BbIA4EINTb NOBbILEHNSA CUrHaNa
B 6azanbHbIX aapax npu 60ne3Hun Jles n Herpopaanono-
FMYECKY) KapTWHY WLLUEMUYECKOr0 WHCYNbTa, CBONM-
CTBEHHYI0 cuHapomy MELAS.

HecmoTps Ha TO, 4TO OTAENbHbIE aBTOPbI BbIAENAOT
XapaKTepHble ANS OTAeNbHbIX 3a60/1€BAHWIA U FPynn 3a-
6onesaHmin J3M-nattepHsbl [2] (cM. Tabn. 1), B Lenom
KapTuHa 33l 4OBONbHO HecneundguyHa. Takme Mexnpu-
CTYMHble NATTEPHbI KaK «BCMbIWKA-N0O4ABAEHNE» W TUM-
CapuUTMus BCTPEYATCA NPy 60bLIOM YUCIE BPOXAEH-
HbIX 4eDEKTOB MeTaboIN3Ma 1 He ABNSKTCA «KIH0YOM»
K OMArHOCTUKe KOHKPeTHOro 3abonesaHus [2].

OTpenbHble MeTabonuyeckue 3NUAENCUM, NPU KOTO-
pbiX cywWwecTBYeT cneunuyeckoe neveHue

Hu>xe Mbl 0CTaHaBNMBAEMCS Ha KPAaTKOW XapaKTepu-
CTUKe TONbKO Tex AedeKToB meTabonuama, npu KOTo-
pbIX 3Nuencua ABnNseTca BeAyWMmM CUMITOMOM, U Me-
Tabonuyeckas Tepanusa KOTOPbIX NPUBOAUT NMOO K WC-
4e3HOBEHUIO, NMMO0 K CYLECTBEHHOMY O6GMErvyeHuto Te-
YeHUs anunencuu.

J3l-natTepH

3aboneBaHue

Putm «pacyecku»

bBonesHb KNeHOBOro cypona, NPon1oHoOBas aunaemius

BbiCTpbIe LEHTPanbHble cnanku

bonesHb Tesa-Cakca, aeduunT 6UOTUHNAASDI

PnTMUYHbIE BEPTEKC-NO3UTUBHbIE CNIANKW

Cuannpo3s

«Vanishing» 39r
(c yracaHmem 0CHOBHOW 61M03JIEKTPUYECKOA aKTUBHOCTN)

NHpaHTAbHBINA LeponaHbIA NMNodyCcLnHO3

BbicokoamnnutynHas (16-24 i) akTUBHOCTb

NHhanTunbHaa HellpoakcoHanbHas aucTpogus

[MraHTCcKe COMaTOCEHCOPHbIE BbI3BAHHbIE MOTEHLMANbI

MporpeccupyoLne MUOKIOHYC-3MUAencui

3HaumMTesbHas (hOTOCEHCUTUBHOCTb

MporpeccupytoLine MUOKITOHYC-3MUIENnCcum

HuzkoamnnutygHoe 3amesieHne u MynbTUdOKaSIbHbIE Pa3psafbl

HapyLieHns LukKna Mo4YeBUHbI

Ta6auna 1. DOT-naTTepHbl, XapaKTEPHBIE A1 OTACIbHBIX 3400/I€BAHUI 1 IPYIII 3a601€BAHU [2].
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Hapyuwienvus o6MeHa 6MOTUHA BO3SHUKAIOT NPU reHeTu-
YeCKN OEeTPMUHMPOBAHHOM CHUXXEHUN aKTUBHOCTU ABYX

(PepMeHTOB — BUOTUHMAA3bI U CUHTETA3bl FONTOKAPOOK-
cunas. Tun HacnefoBaHNA — ayTOCOMHO-PELECCUBHBIN.
CvMNTOMbI NOSBNAOTCA B HEOHATANbHOM WW MNAJEeH-
4eCckOM BO3pacTe. TUNMYEH CUMNTOMOKOMMJIEKC «BSAJIO-
ro pe6eHKka» B COYETAHMMN C KOXHbIMMW MPOSABJIEHUAMM
1 anunenTudeckumm npuctynamu. KoxxHble nposiBnieHns
B BUAe AepmaTtuTa W anoneuun pa3BMBAKOTCA pPaHblue,
4eM NPUCTYMbl. ANUAENTMYECKNE NPUCTYMbI MOTYT NPO-
TeKaTb KakK MHMaHTWIbHblE CNasmbl, HO Yalle BCEro
3T0 — MuokKJIoHKK [1,8]. M03XKe CTAHOBATCS 04eBUAHbI-
MU 3ajiepXKKa pa3BUTUS, CHUXKEHME CryXa W aTakcus.
CyLecTBYIOT 1 peAKue aTunuyHble BapuaHTbl C Pa3Bu-
Tnem B 60slee NO34HEM BO3pacTe, CO C/laboCTbio B KO-
HEYHOCTAX, Nape3amu n ckotomamu. [JuarHo3 ctaButcs
Ha OCHOBAHMMN 0OHAPYXXEHUS CHXKEHNS UAN OTCYTCTBUSA
aKTUBHOCTY GMOTUHMLA3bI B CbIBOPOTKE KPOBU (HOpMA
4,40-12 HMONb/MUH/MN). Kak YacTUYHbIN feduumnT oue-
HUBAETCS CHUXXEHNE aKTMBHOCTU Ha 20-30% OT HOpMa-
TUBHbIX NOKa3aTesiei, Kak TSKENblii — CHUXXEHNE MeHee
10% OT HOpMasibHOW aKTUBHOCTU dpepMeHTa. Bo3aMoXKHa
MOJIEKYJIAPHO-TeHeTUYecKas AnarHocTmka — onpepge-
nenne mytaumin B reHe HLCS npu pedomunte ronokap-
6okcunas n B reHe BTD npu geduumte 6UOTUHUAASLI
[9]. MpucTynbl 6bICTPO pearnpyroT Ha Ha3HavYeHue 61O-
TnHa B cyTo4HOM no3e ot 10 oo 30 mr. CBOEBpeMeHHOE
fieqeHne 6MOTMHOM NpefoTBpaLLaeT passuTue Uiy npo-
rpeccMpoBaHne CMMNTOMOB (3afep>XKu pas3BuTus, NO-
TEpW cliyxa u OCTPOTbl 3PEHMUA), a TaKXKe Crnocob6CTBYeT
KynupoBaHuto npuctynos. lNpenapar npuHumMaeTcs no-
YKN3HEHHO: B TAXKEJbIX CNy4asix B CyTO4HO fo3e 5-10 mr,
NMpWM 4YacTUY4HOM AeduUUUTE aKTUBHOCTU (pepmMeHTa —
1-5 mr B cyTku [8].

lupugokcnH-3aBucumas anuaencusi — ayToCOMHO-
peueccnBHOe 3a60NieBaHNe, KOTOPOe BO3MOXXHO BCTpe-
4yaeTcs Yalle, 4eM ONKUCbIBANOCh paHblue. Mpeanonara-
eTCA, 4TO ero pacnpocTpaHeHHocTb cocTasnsdeT 1:20000
HOBOPOXAEHHbIX [12]. XapakTepHO Hayano npucTynos
nn60 B NepBble Yachl MOCe poXAeHNs, N160 B Nepable
[1Ba MecsLa XN3HU. B nanbHelwem 3aboneBaHne Te4eT
Kak anunentu4yeckas saHuedanonatus. B knaccmyeckom
BapuaHTe nauueHT ¢ NUPULOKCUH-3aBUCUMON 3nunen-
Cunen — 3T0 BO30OYXXAEHHbIi HOBOPOXAEHHbIN C Hapy-
LUEHNEM CHA 1 aHOMaJIbHbIMMN ABUXEeHUAMM rnas. Y Hero
0TMEeYatTCa NOBTOPHbIE (POKANbHble MOTOPHbIE, FeHe-
pann30BaHHbIE TOHNYECKNE Y MUOKOHUYECKIE NPUCTY-
Mbl, NO3)Xe MOTYT Pa3BMBaTLCA U MHAAHTUIIbHbIE CNA3-
Mbl. ECnin pe6eHKy He NPOBOAUTCA NevYeHne nMpupoKcu-
HOM, OH MOXXET MOrNOHYTb OT 3NUNENTUYECKOro cTatyca
UNu gatb B AasibHeileM pa3BuTme YyMCTBEHHOM OTCTa-
JIOCTW W JeTcKoro uepebpanbHOro napanuya. PaHHee
fle4eHne MOXKEeT YMEHbLMUTb CTeneHb ABUraTeNbHbIX
N NCUXUYECKUX HApYLLeHWiA. ECTb 1 aTunuyHble cnyvam
c 60nee NO3JHWM Ha4asioM U C MepBOHAYANIbHON 4yB-
CTBUTEJIbHOCTbIO K MPOTUBOCYA0POXHOW Tepanuun. 33l
He UMeeT cneundunyeckux XxapakTepucTuk, MoryT uk-
CMPOBATbCA NOObIE N3MEHEHUS OT «BCMbIWKN-N0AaBe-

HUs» [0 HOPManbHOM MexnpuctynHon I3l Takxe HeT
cneunduyeckoro narrepHa Ha MPT rofioBHOro moara,
OnucaHbl pas3nunyHble CTENeHN LepebpasnibHOW aTpoum
y NauueHToB, KOTOPble He NoNy4atoT nevexuns [12].

[lnarHocTmka 0CHOBbIBAETCA Ha Npo6e ¢ NUPULOKCHU-
HOM, KOTOPbIA MPUMEHSAETCH B TEYEHWE HECKONbKMX
JHeln. Ecnu npucTynbl NOBTOPHbIE, HO KOPOTKWKE, TO NK-
PUOOKCUH Ha3Ha4vaeTca nepopasnbHo Ao 30 mr Ha 1 Kr
BeCa B CYTKU. A eKT HabnoaaeTcs B CPOKKU 0T 3-ro
[10 7-ro aHA. Ecnu npucTynbl TAXeNbIe 1 NpOTeKatoT cTa-
TYCHO, TO NMPUAOKCUH BBOAUTCA BHYTPUBEHHO B CYTOM-
Hoi no3e ot 20 o 100 mr Ha 1 kr Beca. B ycnoBusax pea-
HUMaLUN MOTYT NPUMEHATLCA 1 60N1ee BbICOKME A03bl,
HO OHW YpeBaTbl YTHETEHNEM LIEHTPaSIbHON HEPBHOW CU-
CTeMbl. O(PdeKT HacTynaeT ObICTPO — Y HEKOTOPbIX
NnauueHTOB B TEYEHME HECKOSIbKUX MUHYT. B ganbHen-
lemM CYTO4Hble A03bl nupugokcuHa ot 50 pgo 200 mr
(8 1 nnn 2 npuema) B COCTOSAHUY NPeS0TBPATUTL NOBTO-
pbl npuctynoB. 1o mMepe pocTta pebeHKa [03y MOXHO
He YBenM4mBaTb, M NOCTENEHHO OHA CHIKaeTcs Ao 15-
20 mr Ha 1 kr Beca. [103y MOXKHO YBenM4MBaThb BO BPems
NHpekumn [12]. HacTb NauneHTOB HApALY C NUPULOKCKU-
HOM BCe-TaKW MPOA0JSKAKT Mosly4aTb M NPOTMBOCYLO0-
pOoXHyto Tepanuio. C Lenbio NOATBEPXAEHUS AMArHO3a
NpoBOAUTCSH MONEKYNspHas AWarHOCTUKA C onpenesne-
Huem myTauuin B reHe ALDH7A1, kogupytowmm 6e0oK
AHTUKBUTUH.

lupugokcanbgbocghar-3aBucumele cygoporn — Tak-
)K€ ayTOCOMHO-peLeccuBHOe 3abosieBaHue, 06YCNOB-
neHHoe mytaumamu B reHe PNPO. Mo TevyeHuto 3abone-
BaHWE NMOX0Xe Ha NUPULOKCUH-3aBUCUMYIO 3MUENCUI0
C paHHUM (MHOrfga npeHaTanbHbIM) Hayanom cymopor
notcytcTeueM acppekta ot A3M. Hapsgy ¢ npuctynamm
y pebeHKa 0TMe4atTCsa aHOMalbHble [BVWXEHUA rfas
1 rpumacsl. MoryT pernctpmpoBaTtbCs «BCblLLIKA-NOAA-
BNneHue» Ha 33, a Ha MPT — artpodousa ceporo BeLle-
CTBA M HapyLleHWs MUeNuMHMU3auuu 6enoro BeLuecTBa.
BeeneHve NnMpuMAoOKcMHA He3MEKTUBHO, HO OKa3bIBaeT
3(hbhekT nepopanbHOe Ha3Ha4yeHWe NUpuUAoKcanbgoc-
dhata 30-50 mr Ha 1 Kr Beca B CyTKM (CYTO4YHYH 03y
HeobxooumMo penutb Ha 4-6 npuemos). Ecnu pebeHok
He nosiyyaeT cneumdu4eckon Tepanum, To OH N160 no-
rnéaet, nM60 B JanbHeleM Yy HEro pa3BMBAETCS TSAXKe-
NbliA ABUrATENbHbIA N UHTENNEKTYaNbHbIA geduunt [6].

Heo6xoammo ynomMsHyTb W CYA0pPOri, YyBCTBUTENb-
Hble K (DONMEBON KUCOTE, 06YCNOBNIEHHbIE MyTaLuen
B reHe FOLR1, xoTsi OHM 4OCTATOYHO HEMOJSIHO ONMCaHbI
B foCcTynHoM nutepatype. K2014 . 66110 0n1ucaHo Bcero
10 Takux naumeHToB [6]. CHUTAKOTCS aNnsenbHbIMU NO OT-
HOLIEHMNIO K MMPULOKCUH-3aBUCUMbIM CyLOpOram, nos-
TOMY 4acTb NaLMEHTOB YyBCTBUTESIbHA U K MUPUAOKCU-
Hy. MpuCTynbl pa3BnBaOTCA B NEPBbIE NATb AHENR XXU3HMN,
3a60/ieBaHNe Te4YeT KaK anunenTuyeckas aHuedanona-
TMa. Kpome anunencuy y naumeHTOB OTMeYalTcs 3a-
JepXXKa NMCUXM4ecKoro 1 MOTOPHOIr0 pasBuTKSA, aTakcus
1 4epTbl ayTuama. Ha 33l o6HapyxunBaetca MmynbTudo-
KanobHaa anunentudopmHas akTUBHOCTb, Ha MPT ro-
JIOBHOTO MO3ra — 3ajepxkKa MuenuHmsauum 6enoro
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BELLECTBA 1 3Ha4UTeNbHasA aTpodusa mo3xeyka. donne-
Bas Kucnota no 2,5 mMr 2 pasa B [ileHb CMOCo6CTBYeT
YNy4LIeHNo cocTosHMA pebeHka [3,11].

K 4actnyHo KypabenbHbIM MeTabO0/U4eCKUM 3Nu-
NencusiMm € PaHHUM Ha4anom OTHOCAT W Jgeguunt
TpaHcrnopTepa rnoko3sl, Tun | (GLUTT). YactoTa 3a60-
neBaHna B NONynAUNM HEM3BECTHA, OHO 06YCNOBJIEHO
myTauusmm B reHe SCL2A1, nokanu3oBaHHOM Ha 1p35-
31.3. XapakTepHO paHHee Ha4yano (B CpefHEM OKOJIO
1 roga) n pe3nCTEHTHOCTb pas3BuBatOLLeica anunen-
cuun. MpucTynel B MiaeH4eCKOM BO3pacTe Yalle MUO-
KJIOHN4ecKue, B 60Nee cTapliem Bo3pacTe — reHepa-
NN30BaHHble TOHUKO-KNOHMUYeCcKne, abCcaHCbl, mapuu-
alibHble, MUOKOHUYECKME W acTaTu4yeckmne. Y naymen-
TOB, nojiyyawowux Tonbko A3[l, pasBusaetcH
MuKpouedanna n 3agepxka pa3BuTns, aTakcus u na-

pOKCU3ManbHble ABMXEHUS (ONUCaHbl OMCOKJIOHYC,
X0peoaTeTo3, MAUOKNOHYC), CNACTUYHOCTb UK, HA060-
pOT, CHUXXeHNe MbIeYyHOro ToHyca. lpeanonaraercs,
4TO OAMH U3 PeHOTUNOB 3a60NeBaHNA — aJibTEPHUPY-
towas remunnerusa. KaptuHa 33 He cneuuduyHa,
Ha MPT onucbiBaeTCs CHUXXEHE MUENTMHM3ALUN 6eno-
ro BewecTBa u Herpy6asa atpodus Kopbl. 3a6oneBaHue
LMarHoCTUPYEeTCH HA OCHOBAHWUU 0BHAPYXXEHUSA CHUXE-
HWA TI0KO3bI B INKBOPe 80 40 Mr/4n npu HOpMasbHbIX
nokasaTensax rnKo3bl B KpoBW. Mbl ynomMuHaem 34echb
3TO COCTOSAHME, TAaK OHO XOPOLUO JIEYUTCA C MOMOLLbIO
KeToreHHow auetbl. OTBET HA KETOrEHHY ANeTy Obl-
CTPbIA W OpamMaTu4ecknin, KeToreHHas amerta nposo-
ANTCA ONUTENIbHO BNNOTb 4O NOAPOCTKOBOr0 BO3pac-
Ta. CoobuwaeTca 0 TOM, 4TO nNpu 3TOM 3a6oneBaHuu
HeXenatenbHO npuMeHeHne dyeHobapbuTana, Basb-

Pe6eHok ¢ Hecneumcnyeckumu n3meHeHns Ha MPT + n3MeHeHUsIMI OCHOBHOIA aKTUBHOCTI Ha 93l
M0 TUMY TUNCAPUTMIAK WU «BCMbILLKIA — NOAABEHUS», UM MHOXXECTBEHHbIX CMaiK-BOTHOBbIX KOMMIEKCOB

ViccnepoBanus:

Kncnora, mo4eBasa Kucnota

JIMKBOP — FHOK03a, NPOTENH, MOACYET KNeToK

KQOBI: — 3NIeKTPOSIUTI, NEYEHOYHbIE (DEPMEHTbI, aMMOHUIA, NAKTAT-NUPYBAT, aMUHOKWUCAOTbI, NUNEKONKOBas

Mo4a — opraHuyeckue K1cnoTbl, MO4eBas K1cnoTa, NuneKonmkoBas Kucnota

Y

JInarHoCTNYecKne TecTbl He OblIn
MHGOPMaTUBHBIMU

) JIHK TecTbl Ha reHeTUYeCKNe 3NUNEncun:
cap. Avrensmana, SCNA1, MECP2, CDKL5, ARX u ap.

v

ccnepoBanus:

NYPWUHbI N NUPaMUNHBI

KpoBb: npochunb auunkapHUTMHA, 6MOTMHMAA3], KPeaTuH, ryaHnauHaLeTaT, FOMOLUCTENH,
NN30COMarnbHble (OePMEHTbI, PePMEHTbI LLepOUAHOr0 IMNodyCLMHO3a, (OMTaHOBAs KUCIIOTA,

Moya: npocusib FNLUHA, KPEATUHWUH, NTEPUHBbI, CYyNbGUTbI, THOCYbat

JIMKBOP: aMUHOKMCIIOTHI (FIULMH, CEPUH), NAKTAT, HEONTEPUH, HEPOTAHCMUTTEPbI (FOMOBAIMHOBAS KUCIIOTA,
meTun-LJODA), opraHuyecKne KUCIOoThI, NNPUAOKCanb-5-gocdar, CyKUNHNIaAeHO3NH

v

Onpenenutb HEO6X0AUMOCTb BUOMCUN MbILLIL, BUOMCUN KOXN

PucyHox 1. IMarHOCTUYECKUH aITOPUTM OOCIEA0BAHNS PEOEHKA C SMUJIETICUEH, €C/I OHA MOKET OBITH OOYCIOBIEHA
BPOXACHHBIM fIc(PeKTOM MeTa6omu3Ma ([11] B MOgU(pUKALITUH).

anunencus n NapokcnamMasibHble COCTOSHUSA

www.epilepsia.su
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Ne1

SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMSA

npoara v 6eH3ofnasennHoB, a auerazonamui, Hao6o-
POT, MOXET NMOMOYb B OTHOLLUEHWUW 3MUIENTUYECKOrO
M HeanunenTU4eckKoro MMOKIIOHYCA, & TaKXXe B OTHO-
LIEeHUW HapYLLIEeHWA ABUXeHn: [4].

Anroputm o6cnepoBaHus pe6eHKa ¢ anunencuen,
NpPeanonoXuTeNlbHO 06YCNOBNIEHHON BPOXAEHHbIM fe-
thekTom meTabonusma

B nepByto 04epeab NCKOYAOTCS HeMeTabonnyeckume
MPUYNHbBI 3MUNENCUN C PAHHUM HA4anoM — rUnoKcuye-
CKU-ULLIEMUYEeCKne 3HLedanonatum HOBOPOXXAEHHbIX,
HEeMPOMHEKLMMN, HEAPOKOXHbIE 6O0JSIE3HU, HApYLUEHUS
00MEeHa 3MIEKTPONNUTOB (TUMOTANKeMUSA, runokanbLue-
mus) u gp. Ha atom atane 06¢/ieoBaHNSA 3aKOHOMEPHO
o6crnefoBaHNe Ha Hanuyne UHMEKUNiA, B T.4. BHYTPU-
YyTPOOHbIX, NpoBedeHne nNM6anbHONW nyHkuuu, MPT
rofIoBHOr0 mo3sra u 33l, a Takxe 6MOXUMUA KPOBU
C onpefeneHneM 3NeKTPOnMTOB. [JanbHenwuini anro-
pUTM NOUCKa Npu4nHbl anunencum npusoaat A.L. Pinto
and P.L. Pearl (2013) (cm. puc. 1) [10].

13 pucyHka 1 cneayert, 4TO NOA03PEHNE HA BPOXK/EH-
HbIN JedeKT MeTabonm3Ma 3anyckaeTt LeSbll Kackaj,
1a60opaToOPHbIX UCCNEeLOBAaHWUNA, KOTOPble LOJSDKHbI 3a-
BEPLUATHLCA MOJIEKYNIAPHON AUArHOCTUKOW KOHKPETHOr O
3a6oneBaHns. Ho KNUHWYECKN 3TN COCTOSIHUS YPE3BbI-
YaiHO CXOXW 1 NOYTN BCE TEKYT OAHOTUMHO — C 4aCTbl-
MU NpUCTYNamMu, C perpeccomM pa3BuTus pebeHka u ¢ 4a-
CTbiMK paspagamm Ha I3, TO eCTb KaK aNUNenTU4ecKne
aHuedanonatui. KMMeHHO noaTtoMy npodyeccopom
E.J1. Japanu 6b1na pa3paboTtaHa oTaenbHas AUarHocTu-
yeckas naHesib, HanpaBJfieHHAsA HA AMArHOCTUKY MyTa-
LWiA B TeHaX, BbI3bIBAKOLLMX PaHee pa3BuTne anunencum.
[unarHocTuyeckas naHefb NO3BONSAET ONPEAENUTb My-
Tauum 6onee yem B 400 reHax, BKN04Yasa n reHbl, OTBET-
CTBEHHbIE 3a Pa3BUTUE BPOXKAEHHbIX AeDEKTOB MeTab0-
nnama. lNpumeHeHne 3TOM NaHenn, a TakXXe B HEKOTOPbIX
CNny4asax 3K30MHOr0 CeKBEHWPOBAHWSA, MOXET Cylle-
CTBEHHO YNYHWMNTb AWATHOCTUKY BPOXIAEHHbIX AedeK-
TOB MeTabosIn3ma, NpoTeKatoLwmx ¢ anusencuen.

OTaenbHbIE BONPOCHI JIEYEHUS

[narHoCcTM4ecKMin NOUCK 3TMOSIOrUU MOXET 3arts-
HYTbCA Ha HECKOJIbKO MecsLeB. YT0 MOXeT cefaTb He-
BPOOr B CUTYauMn HEONPELENEHHOr0 HO30JI0MNYECKO-
ro auardHosa? Begb poamtenn 601bHOM0 pebeHKa 0Xu-
Jal0T OT Hero He TOJIbKO Ha3HavyeHus 006C/Ief0BaHUN,
HO W KAaKOW-TO peasibHOW TepaneBTUYEeCKON MOMOLLN.
[ns HeBponora NPUHUMNKMANLHO BAXXHO He NPONYyCTUTb
KypabenbHble BpPOXAEHHble AedeKTbl MeTabonun3ma,
OCHOBHbIM CUMMNTOMOM KOTOPbIX ABSAETCA 3MUIIENCUS.
Mo3gHee (Mecsiubl M, NHOTAA, TOAbI NOCIE POXIEHWUSA)
Ha3Ha4vyeHune cneunguyecknx npenapaTos (6MOTUHA, NU-
puIoKcuHa, nupupokcanbgocdaran onmesoi KUCNo-
Tbl) HE CNOCOGHO NPeAoTBPaATUTL (DOPMUPOBAHUNE CTOWA-
KOro HeBponornyeckoro geduunta. B 10 e Bpems nx
npo6bHoe MpuMeHeHne B TevyeHue 3-5 AHeN Bbi3biBaET
6bICTPOE NpeKpaLleHne Cyaopor U perpecc HeBpooru-
4eCKOW CUMNTOMATMKK NPU YCITOBUW, 4TO BbIGPAH KOH-

KPETHbIN npenapaT Ans ycTpaHeHus cneundurnyeckoro
Jedpekta. [1o3ToMy 6GOMBLWIMHCTBO  CMELMaNNCTOB
MO0 BPOXK/JAEHHbIM HapyLleHnsaM meTab0osin3ma CoOBeTYHT
3MNMUPUYecKoe MocsiefoBaTeslbHOE NPUMEHEHWE 3TUX
npenapartos B Jie4eOHbIX J03aX, €C/N ANArHOCTUMPOBAHA
anunenTuYeckas aHuedanonarns, n ectb NPeLNosoxe-
HUe, YTO OHA HOCUT MeTabonnYecKnin xapaktep. Apyrum
acrneKTOM Tepanuu iIBNSETCA OCTOPOXHOE Ha3HavyeHue
Banbnpoara B Ka4eCTBE MPOTMBOCYA0POXKHOO npenapa-
Ta. Bo3amoXxHo, cnepyet n3beratb Ha3Ha4eHus Banbnpo-
ara B TeX CUTyauusx, Korga spay TO4HO He 3HaeT, Kako
BPOX/IEHHbIN AeheKT meTabonnama uMeeTca y pebeH-
Ka. [pu npueme Banbnpoarta MOXeT HapyLaTbCA LUK
MQYEBUHbBI, 4TO BJIeYeT 32 CO60N pa3BuUTME TMNepamMmmo-
HUEMUW, COHNTMBOCTU U JaxKe KOMbI [2]. BanbnpoaT mo-
)KET CNOoCO6CTBOBATL YXYALIEHUIO TEYEHNUA HApYLUEHWNN
B-OKMUCNEHMS XKUPHBIX KKCNoT, cuHgpoma MELAS
n POLG-myTauwnii [7]. Mpu BpoXXAeHHbIX AeekTax Me-
TabonM3ma HasHavyeHue Basibnpoara TpebyeT MOHMTO-
prupoBaHnsA OYHKLMIA NevyeHn, Tak Kak camblii 60JbLLON
PUCK CBSI3aH C Pa3BUTNEM OCTPON MEYEHOYHO HeA0CTa-
TOYHOCTW. [pynnoi pucka ABAAIOTCA AETU OO0 ABYX NeT
C 3a0ep>XKOW pasBUTUA W 3nuUNencuein, pe3ancTeHTHON
K MPOTMBOCYLOPOXXHbIM Mpenaparam, a TakXe [LeTu
¢ myTauuamun POLG [7]. Mpo6nema 3ako4aeTcs B TOM,
YTO MHOrMe nauneHTbl K MOMEHTY BO3HUKHOBEHMUA NO-
[03peHNst Ha BPOXKAEHHbI AeheKT MeTabonuama yxe
nonyyawT BanbnpoaT. Ecnn HasHaveHue Basbnpoara
He BbI3BANO YXYALIEHWS COCTOSAHUA MauueHTa, TO ero
MO>XHO PEKOMEHA0BATb U B flafibHeNLLeM, MOHUTOPUPYA
nevyeHoYHble hepmeHTbl [5]. ANlbTepHATUBOI Basibnpoa-
Ty ABNAETCS NeBeTMpaleram, KOTOPbIA NMoKasan CBOO
BbICOKYI 3(P(PEeKTUBHOCTb MPNU MUOKJTIOHUYECKMX MNpU-
CTynax v Niy4yLle nepeHoCcUTCA Npu BPOXKAEHHbIX Aedek-
Tax metabonuama [5].

Bu1BOIBI

1. BONBLWWHCTBO 3NUENCUA NPU BPOXAEHHbIX Aedek-
Tax MeTabonm3mMa TeKyT Kak anunentuyeckne aHLe-
hanonatum.

2. PaHHsiA MMOKNOHMYeCKas aHUedanonaTns u MMOKJI0-
HWUK, KaK TUN NPUCTYyna, acCoLUNPOBaHbI C BPOXAEH-
HbIMU fedekTamn metabonuama. Ho aTn 3abonesa-
HWUSA MOTYT NPOSABMATLCA U PE3UCTEHTHBIMU K Tepanuu
HeoHaTallbHbIMK cypaoporamu, cuHapomom OTaxapa,
MHAAHTUMbHLIMKU  CMAa3Mami, MPOrpeccupyoLwnumim
MUWOKJIOHYC-3MUIIENCUAMN.

3. Bo3moXxHO, crnieayeT nsberatb Ha3Ha4eHNs Banbnpo-
arta B TeX CUTyauusax, KOrga Mbl He 3HAeM, Kakum
BPOXXAEHHbIM pAedekToM MeTabonuama cTpajaeT
pe6eHOK. AnbTepHaTMBOW Banbnpoary ABMseTcs ne-
BETUpALETaM, KOTOPbIA BbICOKO 3(D(heKTUBEH Npu
MUOKOHUYECKUX MPUCTynax.

4. Mpun HeknaccuuuupoBaHHbIX AedekTax MeTabo-
NIN3Ma C 3NWUNenTUYecKoi aHuedpanonatmen umeert
CMbIC/T Npo6HOe nocnefoBaTesIbHOE Ha3HaveHue
B TeyeHue 3-5 JHEN NMUPUAOKCUHA, NUPUAOKCANb-
dhoccparta, 6UOTHUHA 1 PONTMEBON KUCIOTHI.
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