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PaHHAA MJIATCHYECKAA SITHJICIITHYCCKAS
sHIedaronaTug 4-ro TUIAa:
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JEKTpOo3HIE(haTorpadpuIecKon
3BOJIOIINH M ClIeMU(PHUKA TEPANTUHA

Xommu A.A., 3aBasneHko H.H., Konnakyan J1.M., @egoHiok N./].,
[lannksH A.C., 3aBageHko A.H., inbmuHa E.C.

®depfepanbHOE rocyfaapcTBEHHOE OIOAXETHOE 06pa30BaTeNIbHOE YYPEX[EHNE BbICLLIEro 06pa30BaHNA
«Poccuiicknii HaUNOHaNbHbIA UCCIIEQOBATENILCKNIA MEANLYNHCKNI YHUBEPCHUTET

um. HU. lMuporosa» MunuctepcTsa 3apaBooxparenns Poccuiickoi degepaynn

(yn. OctposutanoBa, 4. 1, Mocksa 117997, Poccus)

Jna koutaxrToB: XonuH Anexcen Anekcanaposny, e-mail: Drkholin@mail.ru.

Pesome
Lenb — u3yqeHne 0CO6EHHOCTEN KIMHUKO-371EKTPOIHLEANOrpaghnyeckon IBOMOLNN PAHHEN MAageH4ecKon 3MunenTuyeckom
aHyegpanonarnm (PM33) 4-ro Tuna, 06ycnosneHHoi myTaymes reHa STXBP1.

Marepuanbl n merogsl. 3a nepnog 2016-2019 rr. ocyLyecTBisnace AUarHoCTUKA, IEYEHNE U UHAMMUYECKOE HAOIO[EHNE [EBOYKM
¢ PM33 4-ro tuna ¢ ugeHTugpuympoBanHov mytaumen B reHe STXBP1. Cexksenuposanmne [JHK HOBOro nokoneHus (KnnHn4eckoe
9K30MHOE CEeKBEHNPOBAHNE) OCYLLECTBNIANOCHL Ha nnatghopme lllumina HiSeq 2500 (CLLA). Bugeo-33-MoHNTOpUHI npoBogucs
10CPEACTBOM CUCTEMbI «IHLehanan-Bugeo» Ha 6ase PM-331-19/26 «IHLE®ATIAH-PM» (HITK® «Megunkom MTL», TaraHpor, Poc-
cus).

Pe3syrnbtarel. Y eBo4ku ¢ MiageH4eckoin 3MnaenTuyeckon sHLeganonatnen Ha MOMEHT Hab/Ilo4eHns B Bo3pacte 3,5 rofa o6Hapy-
JKEHA PaHee He ONNCaHHas reTepo3nNroTHas ayToCOMHO-JOMUHAHTHAA MyTayns B reHe STXBP1, Bo3HuKLwwas de novo ¢ pacrnonoxe-
Huem Ha 9-ii XpoMocome ¢ reHoMHou koopanHaton Chr9:130453 (C.*96T>A) B 20-m 3k30He. Y JaHHOIo PeOeHKa ¢ TAXEbIM r1o-
Keunyecku-uiiemmyeckum  nopaxeqnem LHC u  ghopmupoBaHnem [eTCKOro LepebpanbHoro napanuda oTMmeyancs [e6T
3NNNENTUYECKNX MPUCTYNOB B BO3PACTE 6 MECALIEB B BUJE (hIEKCOPHbIX TOHUYECKUX CNAa3MOB C 3/IEKTPO3HLEANnorpaghnyeckon
KapTuHoii cungpoma MapkaHga-baome-0Taxapa — MHOXECTBEHHbIX HE3aBUCUMBIX CranK-BOSIHOBbIX (YOKYCOB B COYETaHUU C nat-
TEPHOM «4acTU4Has aTTeHyauns» (BapnaHT «CynpeccuBHO-B3PbIBHOro» narrepHa). OTmMeyeHa cnabas 3g@ekTMBHOCTb MOHOTEPA-
un BasbNpPoaTamm M BDEMEHHbI NO3UTUBHBIV OTBET HA FOPMOHATIbHYIO TePAnunio, O4HAK0 CTONKYIO KIMHUYECKYHI0 PEMUCCUIO DU -
CTYynoB yAanoch [OCTHYb HAa (DOHE NPUCOEANHEHUS K Tepanuu nesetupaverama. Pag MupoBbixX nyOoankaynmii CBUAETeNbCTBYeT
0 BbICOKOV 3ghgheKTMBHOCTYN neBeTupaLieTama npn mytaunsx reda STXBP1. C Bo3pacta 2,5 net y 16B04Ku OTMEYEHa 3BOHOLNS
JN1EeKTPOHLeanorpagnyeckoro narTepHa B npOZOMKEHHYI0 NMUK-BOSIHOBYIO aKTUBHOCTb MEAIEHHOBOIHOBOr0 cHa (CSWS) ¢ mop-
¢honornei pazpagos tmna «4IPL» (506p0oKayecTBEHHbIX ANNAENTUDOPMHbIX PA3PS[O0B AETCTBA).

3akso4eHne. HecMoTps Ha OTArOLEHHBIA NEPUHATATIbHbIE AHAMHES, JETY C IMUIENTUYECKUMN IHLEHANnonaTnamm TaKkxe Hyxja-
10TCA B reHETUYECKOM 06C/I80BAHUN METOAAMU 3K30MHOI0 CEKBEHNPOBAHWUS HOBOIO MOKOMGHNS — TAKUMU KaK MaHesb «Hac/aes-
CTBEHHbIE MUNMEIICUN», KITMHNYECKOE U M0JIHOIK30MHOE CEKBEHUPOBAHME. BbisIBNEHHbIE PE3yibTaTbl MO3BOJAT YCTAHOBUTH TOY-
HYI0 3TUOJIOTMIO 3MUIIENCUN U OCYLLECTBAATL AUhGhepeHLMPOBaHHbIN NOAX0A K HA3HAYEHUIO MPOTUBOINNIIENTUYECKUX IPENapaTos.

KnroueBbie cnosa
PaHHsI MnageHyYeckas anunentuyeckas sHueganonatus 4-ro tuna, reHetTuka anunencuu, reH STXBP1, 397

Ctatba noctynuna: 29.04.2019 r.; B gopa6otanHom Buae: 27.05.2019 r.; npuHaTa K neyatun: 18.06.2019 r.
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KoHhnukT nutepecos
ABTOpbI 3aBAIAOT 06 OTCYTCTBUWN KOH(PNIMKTA UHTEPECOB B OTHOLLEHWUN JAHHON Ny6nuKaumm.

Bce aBTOpbI caenanu 3KBUBaNeHTHbIN BKIa4 B MOArOTOBKY Ny6amnKaumm.
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Early infantile epileptic encephalopathy type 4: clinical, neurophysiological and therapeutic aspects
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Summary
Objective. Study the clinical and neurophysiological evolution of early infantile epileptic encephalopathy type 4 (EIEE4)
caused by a STXBP1 gene mutation.

Material and methods. During 2016-2019, we conducted dynamic observation and treatment of a girl with EIEE4 com-
bined with a mutation in the STXBP1 gene. DNA sequencing was performed using the "Hereditary epilepsies” panel (Next
Generation Sequencing on the platform of lllumina HiSeq 2500, USA). Dynamic video-EEG monitoring was performed
with an "Encephalan-Video" RM-19/26 ("Medicom MTD", Russia).

Results. In this 3.5 y.o. patient with infantile epileptic encephalopathy, a heterozygous autosomal dominant de novo
mutation in the STXBP1 gene was found. This mutation (not described previously) is located in chromosome 9, specifi-
cally, in the 20th exon with genome coordinates Chr9:130453 (C.*96T>A). This child suffered from severe neonatal hy-
poxic-ischemic encephalopathy, which led to spastic cerebral palsy. In addition, she developed seizures as early as at
the age of 6 month, the seizures (flexor tonic spasms) were paralleled with EEG changes similar to the Mar-
kand-Blume-Ohtahara syndrome, namely, multiple independent spike-wave foci in combination with the partial attenu-
ation pattern (kind of the "burst-suppression” pattern). Valproate monotherapy had little effect, and hormonal treatment
caused a temporary improvement. Permanent clinical remission with no Sseizures was achieved by including leveti-
racetam in the therapeutic combination. A number of studies demonstrated a high efficacy of levetiracetam in cases of
STXBP1 gene mutations. At the age of 2,5 years, the girl demonstrated changes in her EEG records toward the continu-
ous spike-wave during sleep (CSWS) pattern with the morphology of "benign epileptiform discharges of childhood"
("BEDC").

Conclusions. In spite of the aggravated perinatal anamnesis, children with epileptic encephalopathy need genetic exam-
ination using the Next Generation Sequencing (NGS) methods (such as "Hereditary epilepsies” panel), combined with full
exome sequencing. Such genetic examinations are helpful for establishing the exact etiology of epilepsy and developing
a personalized approach to antiepileptic therapy.

Key words
Early infantile epileptic encephalopathy type 4, genetics of epilepsy, STXBP1 gene, EEG.
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Bseaenue / Introduction pbIX aNunenTUHopMHas akTUBHOCTb cama no ce6e NPUBOANT
dnunenTuyeckne 3HueanonaTam — rpynna natonorunye- K NporpeccupytoLiemy Hapywwenuio yHkuin mosra [1]. Hau-
CKWUX COCTOSIHWIA Pa3nWYHOi 3TUONOMMM, BOHUKAKOLIMX NpU bonee TAXXENbIMKA (HOPMAMU ANUNENTUYECKIX 3HLeanona-
pasHbIX hoOpMax anuaencum n aNUNeNnTUHECKMX CUHAPOMAX, TAR ABNAIOTCA PaHHWe MnafeH4eckne ux (popmbl, NPUBOAS-
nposiBnALLMecs He|7|p0K0rHI/ITI/IBHbIM aeduunuToM, Mpu KOTO- e He TONbKO K TAXeNbIM WHTeNnneKTyanbHbIM, HO U, KakK
anunencusa n napokKcuamasbHble COCTOAHUA www.epilepsia.su
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NPaBumo, K BbIpaXXEHHbIM HAPYLIEHNSM BUraTenbHbIX DYHK-
umi. Eule cpaBHMTENbHO HELABHO, HECKOJIbKO AECATUIETUN
Hasaj, MMafeHYecknme anunenTudeckne 3HuUedanonatTmu
UMENNU MCKNIOYUTENBHO KIMHUKO-3NeKTPO3HLedanorpadu-
Yeckyl knaccudukaumio. K 2016 r. 66110 naeHTUdMLMpoBa-
HO Yy>Xe 35 reHoB, OTBETCTBEHHbIX 3a BOSHUKHOBEHWE PAHHUX
MNaLeHYeCKMX 3nuaenTudecknx aHuedanonatuin (PM39),
a nna paja myTtauuin paspaboTaHsl AndydepeHLnpoBaHHbIe
noaxofbl K Tepanum [2]. Ha HacTodwiee Bpems K maio 2019 .
B MexxayHapoaHyto 6a3y HacneLCTBEHHbIX 60/1e3HEN YenioBe-
ka ¢ MeHgenesckum Tunom Hacnegosanus (OMIM) BHeceHO
yXe 75 reHeTuyeckux sapuaHta PM393 ¢ ngeHTndmumposas-
HbIM MOHOTEHHbIM TUMOM HaCNeA0BAHNS U UX MOMCK NOCTOSH-
HO npogoskaetcs, a 6aza OMIM nocToAHHO MONOJTHAETCS.
N3 75 Tunos PM33 onucaHo 38 BapnaHTOB C ayTOCOMHO-
OOMWHAHTHbIM TUNOM HacnegosaHnsi, 30 BapuaHToB —
C ayTOCOMHO-PELEeCCUBHbIM TUMOM, YETbIpE BapuaHTa UMetoT
X-CLUENNeHHbIN peLecCUBHbIA U TPU BapMaHTa— X-CLENNEHHBbII
LOMUHAHTHBIA TUN HacnegoBaxms [3].

PM33 4-ro Tuna ¢ Homepom eHoTMNA N0 Knaccudnka-
uum OMIM 612164 obycnosneHa myTauuei reHa STXBP1. Ten
STXBP1 pacnonoxeH B nokyce 9934.11 n KogupyeTt CUHTaK-
CUH-CBA3bIBAIOLLMIA BENOK, PErYNNPYIOLLMA (DYHKLMIO CUHAN-
TUYeCKNX BE3UKYN; No knaccudukauum OMIM reHy npuceoeH
Homep 602926. MyTauumn reHa STXBP1 nmeroT ayToCOMHO-
LOMWHAHTHBIA TUN HAcnefoBaHUS W GOJSIbLUMHCTBO OMWCaH-
HbIX B MUPOBOIA NUTEPaType KIIMHUYECKNUX CnyYaeB 06YCNOB-
neHbl MyTaLuAMU, BOSHUKLLUMK de novo. Knuunveckn PM33
4-ro TUNa nNpOABNAETCA TakUMU MNALEHYECKUMU 3Mu-
nenTuyeckUMN aHuLedanonatusamu, kak cuHgpombl OTaxapa
n Becra [3].

Lenb — n3y4eHne 0COOEHHOCTEI KNUHUKO-3MEKTPO3HLE-
thanorpacuyeckoit agontouum PM33 4-ro tTuna 06ycnoBneH-
HOW MyTaumen reHa STXBP1.

Marepuabl 1 MmeToasl / Materials and
Methods

3a nepuog 2016-2019 rr. Ha 6a3e 0TAENEHUA NCUXOHEBPO-
norunm Ne2 Poccuiickoin [ETCKON KNUHWUYECKON 60MbHWLbI
®I50Y BO «Poccmitcknii HaLMOHaNbHbIA UCCIeA0BaTENbCKNIA
MeANLMHCKNIA yHuBepcuTeT uMenn H.W. Muporosa» MuHu-
CTepcTBa 34paBooxpaHeHus Poccuiickon depepaunn ocy-
LeCTBNANACL LMATHOCTUKA, JIeYeHWe U OUHAMUYECKOE Ha-
6ntoaeHune nesoukn c PM334-rotunacuaeHTnduuUMpoBaHHON
myTaumeii B reHe STXBP1.

CekBeHnpoBaHue [HK HOBOro nokoneHus (KAWHUYECKOe
9K30MHOE CEKBEHUPOBaHWE) OCYLLECTBNANOCH HA NiaTcopme
lllumina HiSeq 2500 (CLUA).

Brnaeo-33r-MOHUTOPUHT NPOBOANACA B AUHAMUKE MPOU3-
BOAMNCA  NOCPeACTBOM  cucTeMbl  «JHLUedanaH-Buaeo»
Ha 6a3e PM-33r-19/26 «3HLE®ANAH-PM» (HMNK® «Meam-
kom MT[», TaraHpor, Poccus).

MarHuTHO-pe3oHaHcHas BM3yanu3aums npon3BoLMnach
Ha annapare Signa Infinity 1,5 Tl (General Electric, USA).

Tak>xe ocyLLiecTBnsnca c6op aHamMmHe3a, JUHAMUYECKO. UC-
CliefloBaHNe HEeBPOJSIOrMYECKOro U COMATUYECKOro crartyca,
Habop nabopatopHbIX (O6LMA U BUOXUMUYECKUA aHaNU3bI
MOYU U KPOBW), NHCTPYMEHTASbHbIX UCCNEL0BaHUIA, HAbMI0-

JeHWe W KOHCYNbTauus cneumanuctos (HeBponor, neamarp,
HelipooTansMonor, reHeTuk, kapauonor, J10P-spau).

PesyabpraTsl / Results

Y nesoykn A.A. (Bo3pacT 3,5 roga Ha MOMEHT HabNoAeHMs)
C MIa[leH4YeCKOM 3MuIIenTU4ecKon 3aHuedanonaTnein B pe-
3ynbTaTe MOMHO3K30MHOIO CEKBEHMPOBAHUA 06HapyXeHa
ayTOCOMHO-A0OMUHAHTHAa MmyTaums B reHe STXBP1, xa-
pakTepHas Ana «PaHHeli MNageHYecKoi 3nuNenTu4ecKom
sHuedpanonatuun, 4-in Tun» (Epileptic encephalopathy, early
infantile, 4, OMIM#612164). PaHee He onucaHHas reteposu-
roTHas MyTauus BO3HUKLWIAA de novo pacnonoxeHa Ha 9-i
XpOMOCOMe C reHOMHOW KoopauHatoit Chr9:130453 B 20-m
3K30He reHa STXBP1, TpaHckpunt NM_003165.3, nonoxeHue
B TpaHckpunte C.*96T>A. Tak Kak JaHHas 3aMeHa Haxo4uTCs
B 3'-HeTpaHCNUpyemMon 06nacTi, LaHHbIA BapUaHT MyTaLuu
CNOCO6GEH HapyllaTb CUHTE3 MONHOMYHKLMOHANBHOIO CUH-
TaKCWUH-CBA3bIBAIOLLEr0 6enKa, Perynupyrowwero qyHKuuio
CUHANTUYECKNX BE3NKYI.

Y pebeHka oTMeyasncs Ae6t0T 3NUnenTUyecknx NpucTynos
B BO3pacTe 6 Mec. B BuAE (DNIEKCOPHBIX TOHUYECKUX CMasMoB
C  3neKTPoaHuedanorpadnyeckon  KapTUHOA  cUHApOMA
Mapkanga-bntome-0Taxapa — MHOXXECTBEHHbIX HE3aBUCUMbIX
CNaiik-BOIHOBbIX (DOKYCOB B COYETAHUM C NATTEPHOM «4aCTWy-
Has aTTeHyauns» (BapuaHT «CynpecCUBHO-B3PLIBHOM0» narTep-
Ha), KOPKOBO-MOAKOPKOBOWA atpodpuenn ¢ Andchy3HOM runo-
muenuHuzaumen Ha MPT. YV nauueHTKu oTmeyeHa cnabas
3(D(EKTUBHOCTb K MOHOTEpanun BasibnpoaTamMmn i BPEMEHHbII
NO3UTUBHBIN 3DTEKT HA TOPMOHAITbHYIO TEpanuio, 04HAKO CTOM-
KOW KNWHWYECKOW PeMUCCUKM NMPUCTYNOB YOANOCh J06UTHLCSA
Ha (POHE MPMCOEAMHEHUS K Tepanuu neseTupauetama. Tem
He MeHee C BO3PACTOM OTMeYeHa 3BOJIOLMA 3NeKTpOoHLedano-
rpacuyeckoro nattepHa B NPOAO/KEHHYIO MUK-BOSIHOBYH) aK-
TUBHOCTb Me[IeHHOBONIHOBOrO cHa (CSWS) ¢ mopdonorueii
paspsagos Tvna «J3P0» (406poKa4eCTBEHHBIX 3NUIenTUgOpM-
HbIX Pa3psaaoB [AETCTBa).

113 aHamMHe3a 3BeCTHO: pe6eHOK OT BTOPON 6ePEeMEHHOCTH
[BOVIHEN, NPOTeKaBLLE C BbIPAXKEHHbIM TOKCUKO30M Ha BCEM
CPOKe 6epEMEHHOCTM, CONPOBOXAABLIENCSH 4AaCTON 06MNbHON
pBOTOIA. B CBA3K C NpU3HaKamu aHTEHATanbHON CMEpPTH BTO-
poro nnoga Ha 30-i Hepene rectauuu, 6bIIM NPOU3BELEHbI
3KCTPEHHbIE ONepaTuBHbIE POAbI C NPUMEHEHNEM CMUHANBHON
aHecTe3nn. B BbINUCKe W3 POAMNLHOIO AOMA — yKasaHue
Ha runonnasmto nnauexTbl. OueHka no wkane Anrap — 5/6
6annos, Bec npu poxgenun — 1150 r, anmHa — 38 cm, OKpyx-
HOCTb FONOBbI — 28 CM, OKPYXXHOCTb rpyam — 22 cm. CocTos-
HUE NpU pojax TSKENI0e 32 CYET PEecnupaTtopHoro Au-
CTPecc-CUHAPOMA, HEBPOJIOrMYECKON CUMNTOMATUKN C Mpe-
o6napaHuem sBneHnin yruetenus LUHC y HegOHOLLEHHOrO pe-
6eHKa. OCyLLeCTBNANOCH BbIXaXKMBaHWE B OTAEEHUM NATONIO-
TN HOBOPOXAEHHbIX B TEYEHUE 18BATM CYTOK C MPUMEHEHNEM
WCKYCCTBEHHOM BEHTUNALMM NErkux, 3atem AeBovka Obina
nepeBefileHa B HeoHaTanbHOe OTAeneHue. Ha cepum Heipo-
COHOrpaMMm onpegensnacb yMepeHHas BEHTPUKYIIOMeranus,
cy6aneHaMManbHble  NCEBAOKUCTbI, NEPUBEHTPUKYNAPHAS
KNCTO3Has Neiikomansauus; B AanbHenwem B JUHaMUKe — Ha-
pacTaHue ABJIEHWI BEHTPUKYIOMEranuu, nepuBeHTUPUKYNap-
HOW nenkomansauuu. Haébnwopanacs B8 HayyHom LeHTpe cep-
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Pucynoxk 1. [TaruenTka A.A., 11 Mec. PAaHHSSA M1aIeHYeCKas AMWIENTHYECKAs dHIIeQanonaTrs 4-ro tTuna. D3I 60pCTBOBAHMUSL.
HabmomaeTcsa MyNnbTHPETHOHAIBHAS SIMWICITU(OPMHAS AKTUBHOCTD — IIATTEPH MHOKECTBEHHBIX HE3ABUCUMBIX CITANK-BOTHOBBIX
(POKYCOB C JOMUHUPOBAHUEM PA3PAIOB JIEBOMOYIIAPHOL 3aTBIJIOYHON U 3aTBIOYHO-TEMEHHO-BUCOYHOH, JIEBOIIOJTYIIAPHOL
JIOGHO-LIETPAJILHOM U IPABONOJTYLIAPHON TEMEHHOH JIOKann3anuy. HabmogaeTcs TaksKe yMEPEHHO SKCIIPECCUPOBAHHBIIN TATTEPH

«JACTUYHAA ATTCHYAIIUA>.

Figure 1. Patient A.A,, 11 mo. old, EIEE4. Awake EEG. Multiregional epileptiform activity is observed: multiple independent spike-
wave foci dominated by discharges of the left hemispheric occipital and occipital-parietal-temporal, left hemispheric frontal-central
and right hemispheric parietal localization. There is also a moderately expressed "partial attenuation” pattern.

JIe4HO-COCYAUCTON Xupyprum um. akagemuka A.H. bakynesa
Mo NOBOAY BPOXAEHHOI0 NOPOKa cephua: ABa AedekTa Mex-
npeAcepAHON Neperopofku (LeHTpanbHbIA U MeXnpencepa-
HOE COOGLUEHNE Y HUXKHEN NONON BeHbl 8 MM), YBENNYeHne
npasbIX OTLENIOB CEpALA, HeJ0CTaTOYHOCTb KPOBOOOPALLEHNS
2A ctenenn. C Bo3pacTta 6 mec. mama pe6eHka BnepBble OT-
MeTWNa NPONyNbCUBHbIE MHAYAHTUIbHBIE CNA3Mbl, FPYNIMPY-
foLnecs B cepumn, NOCne 4ero AeBOYKa cTana 6onee 6e3y-
4acTHaq, CTana MeHblle rynuTb, 0TMEYanocb 6ecnokoiHoe
noBefieHne Ha (DOHe OCTAHOBKW [ABUraTeSibHOro pPasBuTUS.
KoHCynbTMpoBaHa HEBPOJIOrOM C KOHCTaTauuen yrpossl qop-
MWUPOBAHMA [ETCKOro LepebpanbHOro napanuya, 0fHaKo
(hakT Hanuyms aNUIENTUYECKMX NPUCTYNOB He 6bIN 3adhNKCK-
poBaH M cneunduyeckoil NPOTUBOCYAOPOXHOA Tepanuu
no rocnutanusaunn 8 PAOKB nesoyka He nonyyana.

o faHHbIM CEMeRHOro aHaMHesa: mMatb — 23 roaa, Bapu-
KO3HOE PacLLUMPeHNe BEH HXXHUX KOHEYHOCTE; oTew, — 29 ner,
300p0B. [lepBas 6epeMEHHOCTb — Manb4uk, 4 roga, 340pOB.
OTarouieHne CeMeRnHOro aHaMHe3a No HEeBPONOrUK: Y CblHa
pOAHOIA cecTpbl 6abyLiKn npo6aHaa no AUHUM MaTepu 0TMe-
Yanmchb ABJIEHMA JETCKOro LepebpasibHOro napanuya u Hapy-
LUEHWS pe4eBOro pasBmTus, a'y Ao4epn POAHOM CECTpbl 0TLA
npo6aHfa — NeBOCTOPOHHMA FeMUNAPe3 U BPOXK/EHHbIA MO-
POK CepAaLa, noTpeboBaBLUNIA ONEPATUBHOTO NIEHEHUS.

Mepsas rocnutannaaumsa B otaeneHue NMHO-2 Poccuiickoit
JETCKON KNNHNYECKOIi 60M1bHMLbI ObiNa OCYLLECTBNEHA B BO3-
pacte 9 mec. lpn 3TOM BNepBble Obla YCTAHOBMEHA 3NUIEN-
TWYeckas npupoLa OTMeyvaBLIUXCA Yy [eBOYKW MNPUCTYMNOB

anunencus n Napokcu3mMasbHble COCTOAHUS

1 Ha4aTa Tepanus Basibnpoaramu. B cBA3N C pa3BuTUEM an-
Nepruyeckoit peakummu Ha genakuH xpoHocdepy 6bina nepe-
BefieHa Ha aenakuu cupon B fo3e 50 mr 3 pasa B ieHb (150 mr
B CYTKMN — 25 MI/Kr/cyT.).

PebeHKY 6bIN1 BbICTABNIEH KNUHWYECKNIA AnarHo3: «G 80,0 —
[etckuii uepebpanbHbIl napanuy, cnacTuko-napeTuveckas
thopma. P96,8 — lNocneacTema nepuHaTanbHOro runokcuye-
CKN-WULLEMUYECKOro NnopaxxeHns HepBHOM cuctembl. G 40,5 —
CumnTomatmyeckas 3anunencus, CUHAPOM WHMAHTUNBHBIX
cna3mos. F 83,0 — HapyweHne ncMxoMOTOPHOrO pPasBuTUA».
ConyTcTaytowmin guartos: «Q 24,8 BNGC — AMIMM (2 gedhekTa).
HK 0. J 00 — OcTpas pecnupatopHas BMPYCHas MHEEKLNS.
OCTpbIA NAPUHTUT»,

Mpn nocTynneHMnm OTMEYaNuUChb CNeaylolme nokasaTenu:
pe6eHOK HOPMOCTEHUYECKOTO TENOCNIOXKEHMS, TeMnepaTypa —
36,6° C, Bec Tena — 6 Kr, AnuMHa — 63 cM, OKPYXXHOCTb r0no-
Bbl — 41 cM, 60NbLIOIA POAHNYOK 3aKPbIT. KOXHbIE NOKPOBbI
W BUOMMbIE CNU3UCTbIE 6NEeHOBATbIE, YNCTbIE OT Cbinn. [bl-
XaHWe Yepes HOC He 3aTPYAHEHO, OTLEeNAeMoro Het. Typrop
TKaHeN y40BIIeTBOPUTENbHBINA, NOAKOXHO-XUPOBAA KIeT4aT-
Ka pa3BuTa HELOCTATO4HO, pacnpefenieHa paBHOMepHo. Me-
pudbepuyeckue numatnyeckne yanbl He yBenuyeHbl. KocT-
HO-CyCTaBHas cuctema 06e3 BMOMMbIX MOBPEXLEHUNA
1 aedpopMaLnii, 0TMe4aeTcs runepmMobunbHOCTb B CycTaBax.
MepKyTOPHbIA 3BYK SCHBIA NIErOYHbIA, [AbiXaHUe ayCKynbTa-
TUBHO BE3UKYNAPHOE, NPOBOAWNTCS BO BCE OTAENbl, XpMNOB
HET, 4acToTa AblXaHWii — 32 B MUH. TOHbI CepaLa PUTMUYHbIE,
4acToTa CepAeyHbIX COKpalleHnin — 124 ya./MuUH., 3BOHKUE.
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PucyHok 2. TTanuenTtka A A, 11 Mec. PaHHAS MTaJieHUECKAs SNWIENTHYECKas SHIe(panonatus 4-1o Tuna. DO 60ApCTBOBAHMUSL

3anuceh BO BpEMA CEPUU U3 ITPOIYIbCUBHBIX TOHNMYCCKNX CITA3MOB C Oq)TaIIbMOTOHI/I‘ICCKI/IM KOMIIOHCHTOM, COTIPOBOX/IABITNUXCA HA

DOT BBICOKOAMITTUTY/THBIMU JI€TIbTA-BOJTHOBBIMU BCIIJIECKAMU U MONN(AZHBIMU TOTEHITUAIAMU C TIOSIBJIEHUEM IPOOETOB OBICTPOI
HU3KOAMIUIUTYAHON akTUBHOCTH “lafa”, nudpy3HBIX, HO HEPEJKO C PErMOHAIBHBIMU AKIIEHTAMH B JIEBOH 3aTBIIIOYHO-TEMEHHO-
33THEBUCOYHOM OOIACTH, C HUIMYUEM TAKKE SMTU30/I0B MaIeHUS AMILIUTYbI OMOIEKTUYECKON aKTUBHOCTH (“electro-decrement

event”).

Figure 2. Patient A.A., 11 mo. old, EIEE4. Awake EEG.

Recorded during a series of propulsive tonic spasms with an ophthalmotonic component accompanied by high-amplitude delta-wave
bursts and polyphase potentials in the EEG with the appearance of the “lafa” fast low-amplitude activity, mainly diffuse but often with
regional accents in the left occipital-parietal-posterior temporal region, with episodic drops in the bioelectric activity (“Electro-

decrement event”).

MKnBoT MATKuiA, 6e36051€3HEHHbIA MK Nanbnauun. MeveHs,
CeNe3eHKa NanbnatopHO W NepKYTOPHO He yBenuyeHbl. CTyn
CaMOCTOATESIbHbIA, PerynspHbIA, MOYEUCNYyCKaHWe He Hapy-
LIEHO. JHLOKPUHHAS CUCTEMA — 63 BUAUMON naTonoruu. Ha-
PYXHble MOMOBble OpraHbl CGHOPMUPOBAHbI MO XXEHCKOMY
TNy, NpaBuiibHO. B HeBposiornyeckom craryce: 06LLEMO3ro-
BbIX N MEHUHTeaNIbHbIX CUMNTOMOB HA MOMEHT OCMOTPA HeT.
Co CTOpPOHbI YepenHbix HepBOB: B3rnsg KpaTKOBPEMEHHO
(bukcupyer, cneguTt HeNpoOLOMKUTENIbHO, 6bICTPO YTOMANAET-
cs. [MasHble LWenm CMMMETPUYHbIE, 3paYKn 06bI4HOI opMbI,
(boTopeakuus coxpaHeHa, NePUOANYECKN — ABJIEHUA CXOASA-
LLerocs Kocornasus, KOpHeanbHble W KOHBIOHKTWBANbHbIE
pedNieKChbl BbI3bIBAIOTCA, XUBble. JINLO CUMMETPUYHOE. Hu-
crarma Het. Msarkoe He60: CUMMETPUYHO, NMOABWXHO. [NOTOY-
Hble 1 HeOHbIE PeddNIeKChbl 0XKWUBJIEHbI, ANCHArNK HET, cannBa-
LM YMEPEHHO yCUNeHa, A3blK — N0 cpeaHeit nuHuu. O6bem
LBUXEHUN B HUKHUX KOHEYHOCTAX YMEPEHHO OrpaHuyeH. Ha-
6110aeTCA LIEHTPaNbHbIA CNACTUHECKNIA TeTpanapes Ha hoHe
SIBMIEHNIA MbILIEYHON AMCTOHMN. TpohKKa MbILUL, HE HapyLue-
Ha. HabntoaatTcs rnobanbHble 1 OpasibHble NaTonornyeckue
CUHKMHE3MN. Pedpriekcbl N0N3aHuns, aBTOMaTUHECKO NOX04KU
pefyLnpoBaHbl. 3afepxKa POPMUPOBAHNA LiEMHbIX BEPTMKA-
nu3yrwmx pednekcos. [onoBy yAepXuBaeT, He MEpeBo-
pa4YnBaeTCs, MAaCCUBHbLIA NOBOPOT 6110KOM. IMpn BepTMKanu-
3auum — onopa ¢ 9KBWUHO-BAPYCHOW YCTaHOBKOW cTon. YyB-

CTBUTENIbHOCTb OPUEHTUPOBOYHO He HapyLUueHa. BeretTaTueHo-
Tpodunyeckas capepa: rpy6o He HapyLueHa. Ta3oBble PYHKLUN:
HET KOPKOBOro KOHTpons. BK®: 0THOCMTENLHO MHTEpeCyeTCs
OKpY>XXawLwum, Ho 6bICTPO yTOMAseTca, AnddepeHunpyert
CBOMX W YYXMX, B CNOKOHOM COCTOSHMW F'YNNT, O4HAKO IMO-
L1n 06efIHeHbI, BUraTeNIbHas akTUBHOCTb Xa0TUYHas, HEMO-
TUBMPOBAHHAS.

Mo AaHHbIMK BWUAEO-IAT-MOHMTOPUPOBAHUA (puc. 1-3),
y [eBOYKM BO BpeMs 3anucu 604pCTBOBAHUA HAbNOAAN0OCH
OTCYTCTBME (DOPMUPOBAHNUSA (OM3MONOrNYECKUX KOPKOBbIX
PUTMOB 1 3a(PUKCUPOBAHA MYNbTUPErMOHANbHAA ANUAENTH-
(popMHaA aKTUBHOCTb — NATTEPH MHOXXECTBEHHbIX HE3aBUCK-
MbIX CNaiK-BOJIHOBbIX (POKYCOB C [JOMWHMPOBAHMEM pas-
pAOB  NEBOMOJNYLUAPHOA  3aTbUIOYHOW U 3aTbINOYHO-
TEMEHHO-BMCOYHOW, NEBOMONYLLAPHONA JI06HO-LETPasibHOM
M NpaBONONyLLIAPHOA TEMEHHOW noKanu3auuu, a Takxe
Habnancs YMEpPeHHO  9KCMPeCcCUPOBAHHbLIA  NaTTepH
«4aCTWUYHAA aTTeHyauus» («CTYLLIEBAHHbI» BAPUAHT «Cynpec-
CWBHO-B3PbIBHOr0» NaTTepHa, XapakKTepHbIA AN PaHHUX
MNafeHYecKnX 3anunenTu4eckux aHuedanonatnii, a Takxe
JJINTENTIbHO NepCUCTUPYIOLLMIA HA OHE 3aePXXKN U HapyLue-
HWi1 NpOLECCOB MUeNMHU3aLum). Takxxe no xoay 604pCTBOBA-
HUs 6blNa 3aNKCUPOBAHA CEpUs N3 MPONYNbCUBHbBIX TOHUYE-
CKMX CMasmMoB C O TaNbMOTOHUYECKUM KOMMOHEHTOM,
conpoBoXAaswnxca Ha I3 BbICOKOAMNINTYAHbIMI AeNbTa-
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Pucynoxk 3. [TanuenTtka A A, 11 Mec. PaHHASA MTaIeHUECKAS SMWIENTHYECKAs SHIeanonatus 4-ro Tuna. 0TI cHa.

Ha6mopmaeTcsa narrepH MOAUMDULIIPOBAHHON IMIICAPUTMHHU C IEPCUCTEHIIUEN TATTEPHA «9ACTUYHAA ATTEHYALIAA> (HETIONHBII

BAPUAHT «CYIIPECCUBHO-B3PBIBHOIO> IATTEPHA).

Figure 3. Patient A.A,, 11 mo. old, EIEE4. Sleep EEG.

There is a pattern of modified hypsarrhythmia with the persistence of the “partial attenuation” pattern (an incomplete version of the

“suppressive-explosive” pattern).

BOJIHOBbIMU BCM/IECKaMM W MONNGA3HBIMU NOTEHLUanamu
C NosiBAIEHNeM Npo6eroB 6bICTPOI HU3KOAMNIMTYAHOR aKTUB-
HocTn “lafa”, oM @Y3HbIX, HO HEPEAKO C PErvMOHaNbHbIMN
akLueHTamu B JIEBOW 3aTblJIOYHO-TEMEHHO-3aL4HEBUCOYHOI
obnactu, C HanM4YMeM Takxxe anNU3040B NAaLeHNs aMnanTyLAb
6.9.a. (“electro-decrement event”), ¢ 4acTOTOW WKTanbHbIX
naTtepHoB 1-3 cnasma 3a 10-CekyHAHYI 3M0Xy C ANNTENb-
HOCTbIO Cepuun B Te4eHune 6 MuUH. Ha hoHe norpy>xxeHus B CoH
Habl0JaN0Ch HapacTaHue MHAEKCA U aMnInTyLbl ANUNEnTU-
(hOpPMHbIX Pa3pamoB, UX CKNOHHOCTb K AN dy3HOMY Xapak-
TEPYy Ha BbICOKOAMMAWTYAHbIM MeANeHHOBONHOBOM (DOHE
C (bopMMpOBaHKUEM NaTTepHa MOSUCOMLMPOBAHHON rUNCapuT-
MWW C NEPCUCTEHLMEN ABMEHWIA «4ACTUYHON aTTeHyauum»
(HEeMOnHbIA BapUAHT «CYMPECCUBHO-B3PbIBHOr0» NaTTepHA).

[pn MarHMTHO-pPE30HAHCHON BWU3yanu3auus rofo0BHOIO
MO03ra Habnaanuch ABIEHNA KOPKOBO-MOLKOPKOBOW aTpo-
huu ¢ BEHTPUKYNOMEranueii ex vacuo v aeneHnem auddys-
HOW TMNOMUENUHN3ALMK HA ()OHE MOCTIUMOKCMYECKON JTIENKO-
natun (puc. 4). Jucnnactu4ecknx W3MEHEHWA rOJI0BHOrO
MO3ra He BbISIBNIEHO.

Ha anekTpokapauorpamme Habnoaanoch SBNEHWUE CUHY-
coBon Taxukapgum ¢ 4CGC 153-162 yg./mMuH., HopmanbHoe no-
NOXKEHMEe 3NEKTPUYECKOA OCM CepAaLa W HenonHas 6rokaga
npaBomM HOXKWM nyyka M1ca.

Mpu axokapanorpadmn naeHTUuUnpyoTCs 4B8a AedekTa
MEeXMNPeLCcepaHOil Neperopofku — LEHTPaNbHbIA 9 MM
W'Y HWXKHEN Moo BeHbl 8 MM.

[eHeTMYeCcKoe 06CNef0BaHNe: aHanM3 KPOBW HA KapuoTun —
46 XX, HOpManbHbIA XXeHCKWiA. AHanu3 kposu metogom TMC

anunencus n Napokcu3mMasbHble COCTOAHUS

(cenekTuBHbIA cKpuHUHT HBO) — naTonorum He BbISBAEHO. Takxe
B X0[ie rocnuTanuaauui 6b1n npon3seaeH 3a60p KpoBW L5 KNu-
HWYECKOro 9K30MHOI0 CeKpeHMpoBanHusa (naboparopus [eHOTEK).
B otneneHun y pebeHka oTMeHanuch anunienTuyeckue npu-
CTYNbl, A0 ABYX-4ETbIPEX CEPWil B CYT., OT Tpex Ao 15 npuctynos
B CEpuio B BWAE PE3KNUX (DIEKCOPHbIX TOHWYECKMX CMa3MOB
C KPATKOBPEMEHHbIM CEKYHAHbIM 3aCTbIBAHWEM C UCTYraHHbIM
B3rNAL0M, BCNeJ 3a Cepueit NpucTynoB — AJIMTESNIbHbIA CUITbHBINA
nnay u gsuratensHoe 6ecnokoicTBo. Ha oHe Tepanum Banb-
npoaToM (AenakuH CUPON) 4acToTa Cepuil CHU3MMACH O OAHOM
Cepum B CYTKU N0 4-6 CNasmoB B CEPUID, OHM CTANIN MEHEE UHTEH-
CWBHbIMM, [ieBOYKA nepectana nnakatb BO BPeMs MPUCTYMOB.
OcyllecTBIeHO HapaliMBaHue [03bl [enakuHa cupona
B0 75Mn 3 pBCyT. (225 Mr B CyT. — 37,5 MI/KI/CyT.). Takxe 6bin
NpoBefeH KypC rOpMOHafIbHON Tepanun CUHAKTEHOM-Aeno
no cxeme, HaymHasa ¢ 0,1 mn ¢ noBbiweHnem Ha 0,1 mn 1 pas
B YeTblpe AHA C AoBefeHMeM 0 Ao3bl 0,6 mn B oTAENEHMN
C 3(h(heKTOM NpeKpaLleHns 3NUNenTUYeCKUX NPUCTYMOB.
Ha hoHe Tepanuu B HEBPONOrNYECKOM CTATyCe OTMEYeHa no-
NOXNTENbHAA ANHAMWKA B BUAE YBENNYEHUS 06bEMA aKTUBHBIX
NBVKEHWIA, PYHKLWOHANbHON ABUraTeSlbHON akTUBHOCTW, MCU-
X0-3MOLMOHAMbHbIX PEaKLIMA Ha DOHE OTCYTCTBUS KNMHUYECKNX
NPUCTYNOB M CYLLECTBEHHOrO YPEXEHUs 3nunenTuthOpMHbIX
Pas3pA0B W CHUKEHUS UX aMMIMTYAHBIX XapakTepucTuk Ha 39T,
Bbino pekomeHA0BaHO MPOAOSIKEHME Kypca CUHAKTEHa
[eno no mMecty XxutenbcTsa 4o 1,0 Mr ¢ nocieayoLwnum cHu-
XeHunem no 0,1 mr ¢ warom 1 pa3 B 46TBEPO CYTOK.
OaHako Bcnep 3a HENPOLOMKMTENbHbIM NEPUOOM BJ10KN-
POBAHMSA MPUCTYNOB B TE4EHME HECKONbKNX MECALIEB OTMEYa-

www.epilepsia.su

169



SAMNAENCUA

M NAPOKCU3MArbHbIE
2019 Tom 11 No2 p oS

Pucynok 4. TTanuenTtka A A, 9 mec. PAaHHAA MJTaJIEeHUYECKAs SMUIEITHYECKAS SHIE(PATONATHA 4-TO THUIId. MATHUTHO-PE30HAHCKAS
BU3YAIM3A11A I'OJIOBHOI'O MO3T'a.

Hab6mo1a10TCsl KOPKOBO-TIOAAKOPKOBAS aTPOPUS C BEHTPUKYIOMETAINEL €X VACUO U IBJIEHUEM JU(P(DY3HOI ITNITIOMUETNHU3AI NN
Ha (pOoHE MOCTTUMIOKCUYECKO JTEHKONATHL.
Figure 4. Patient A A, 9 mo. old, EIEE4. Brain MRI scan.

Cortical-subcortical atrophy with ventriculomegaly ex vacuo and diffuse hypomyelination against the background of posthypoxic
leukopathy.

Fpl-F3
Fp2F4
F3C3
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C3-P3

FeLz

Cz-Pz
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PucyHoxk 5. [TarreHTka A A, 2 Tofa 6 Mec. PaHHSS MTaICHYECKAS SMUIETITHYECKAS SHITEDATONATHs 4-10 Tria. DO
6onpcrBoBanus. Habmogaetcs (popMupPOBAHKE (PUZUOIOTHYECKUX A7Ib(PA- U CEHCOMOTOPHOTO IPEAIIECTBEHHUKOB TETA-
Jurana3oHa. Ha 3ToM (hOHE OTMEYAIOTCS PETHOHAJIBHBIE CITAMKU U KOMILJIEKCHI ITUK- U IIOJTUIINK-BOJIHA B IIPABOI U JIEBOU
3aTHIJIOYHOM U 3aTBUIOYHO-32IHEBUCOYHO-TEMEHHOM 06JIACTSAX HE3ABUCUMO. P71 pa3psi/1oB 10 MOP(OIOT Y COOTBETCTBYET T.H.
«10OPOKAYECTBEHHBIM AMICITU(OPMHBIM Pa3psaaM AeTCTBa> (JOPL).

Figure 5. Patient A.A., 2 years 6 mo. old, EIEE4. Awake EEG.

The formation of the physiological alpha and sensorimotor precursors of the theta range is observed. Against this background,
regional spikes and peak—polypeak-wave complexes in the right and left occipital and occipital-posterior parietal areas
(independently) are noted. Some discharges correspond to the so-called "Benign epileptiform discharges of childhood" (BEDC)
morphology.
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FeCz

CePe

PucyHnok 6. TTanuenTka A.A., 2 roa 6 Mec. PaHHssA MIIaIeHYeCKas SMTWIETIITHYECKas SHIedanonaTus 4-ro Tumna, DT cHa,

PernoHanpHO-aKIEHTYUPOBAHHBIE SMTUIECNTH(OPMHBIE PA3PS/Ibl KOMILIEKCOB ITUK- U ITOJIUIIHK-BOIHA B IPABOY U JIEBOI
3aTHIJIOYHO-TEMEHHO-33/THEBCOUHOI 06TACTAX HE3ABUCUMO, 4 TAKIKE C ABJCHUAMM 6HIaTePaIbHON CHHXpOHU3auu. THeKC
SMWIENTAPOPMHBIX PA3PS/IOB BBICOKUI — OTMeUaeTCs siBjeHrue CSWS (IpOOIKEHHON ITUK-BOJTHOBOU aKTUBHOCTHU

MEIJIEHHOBOJIHOBOI'O CHA).

Figure 6. Patient A.A., 2 years 6 mo. old, EIEE4. Sleep EEG.

Regionally accentuated epileptiform discharges of the peak-and polypeak-wave complexes in the right and left occipital-parietal-
posterior temporal areas (independently), as well as bilateral synchronization can be seen. The epileptiform discharge index is high:
the phenomenon of CSWS (continued peak-wave activity of slow-wave sleep) is observed.

Nach UX peakTUBaLMs C NOCTENEHHbIM HApACTaHUEM UX KOJIU-
YyecTBa, HECMOTPA Ha HapawuBaHue [03bl BanbnpoaTos
00 300 mr/cyT.

MosTopHas rocnutanuaaums B MHO-2 POKB ocyuiecTtene-
Ha B BO3pacTe pebeHka ABa rofa LecTb Mec. Bec AeBOYKM
Ha MOMEHT BTOpOi rocnutanusaumm — 8,75 Kr, poct —
83 cm. B HeBponornyeckom cratyce: y pebeHka HabnaanTes
CepuitHble NPUCTYNbI B BUAE TOHUYECKOTO HANPSXEHUS aKCK-
aNbHOM M KOHEYHOCTHOM MYCKyNaTypbl C NPUBEAEHUEM PYK
K TPYLW, HANPSAXKEHUS TYNOBMULLA U KOHEYHOCTER C Nponysb-
CMBHbIM KOMMOHEHTOM, 4acTOTOil A0 Tpex-4eTbipex Cepuil
B CyTKM, 10 10 NpMCTynos B CEpUI0, NPM 3TOM C YepeoBaHu-
eM «CBET/bIX» [Heil 6e3 MpuUCTynoB M AHel C CepuitHbIMU
cnasmamu (go 10-15 npuctynHbix gHen B mecay). MeHuHre-
anbHOi cuMnToMaTuKM Het. OKPY>XHOCTb rosoBbl — 39 cm,
60NbLIOIA POLHUYOK 3aKPbIT, LWIBbI COMKHYTLI. [0N10Ba 0KpY-
rNon hopmbl, 106 CKOLIEHHbIA, ABNEHUS MuKpoLedanuu.
YepenHble HepBbl: 3a NpegmMeTamu CIEANT, nasHble Lienu
CUMMETPWYHbI, ABUXEHUS TNa3HbIX 610K B NOIHOM 06beMe,
3paukn 0D=0S, oTopeakuus (Npsmas n COAPYXKEeCTBEHHAA)
coxpaHeHa. Cxopasuleecs Kocornasue Ha (hOHe MaaBaoLLuUX
OBWXKEHUA rnasHbix 26n0k S>D. Tpoduka »eBaTeNibHbIX
MbILL, He HapylleHa. HucTarma HeT, Ha 3BYKU pearupyer.
JInuo cummeTpuyHo. A3bIK B NONOCTU PTA — MO CPEAHei nu-
HUW. ABNeHUs guccharun, nonepxuBaeTcs CIHOHON U XKECTKON
MULLENA, rNOTOYHbIE, HEOHbIE peddieKChbl BbICOKME, Tunepcanu-

anunencus n Napokcu3mMasbHble COCTOAHUS

Baums. Kpuk rpoMkuit. fon10Ba — No cpefiHei IMHUK, HO Yalle
C NOBOPOTOM BMPABO, ABMXKEHUS B LUEAHOM OThelie He orpa-
HUYeHbl. B pedpnekTopHO-ABUraTeNbHOI cdepe: 06beM [BM-
XKEHWIN B KOHEYHOCTAX OrpaHNYeH (LeHTpanbHbIA TeTpanapes).
OTMeYaeTcs MOBbILWEHWE MbILUEYHOr0 TOHYCa MO cnacTuye-
ckomy Tuny. CyXoxXusibHble pednekchbl ¢ PyK 1 C HOT BbICOKME
C pacluupeHunem 30H, aHn3opednekcus S>D. MaTtonornyeckne
rno6anbHble W OpanbHble CUHKWHE3WUW, MOBbILIEHME CTapT-
pedNieKCcoB, CMOHTAHHbIE U MPOBOLMPYEMbIE B3LparmBaHns
C pa3BefeHNeM PYK B CTOPOHbI. Ha TakTWIIbHble pasapakure-
nu pearupyet. HapyleHne ABUraTeNibHbIX HaBbIKOB: rO/0BY
JEPXNUT HEYCTOI4MBO, He NOBOPAYNBAETCS, NACCUBHbIN NOBO-
pOT 6JIOKOM, NMp06a Ha TpakLMio NoNoXuTenbHasa. He cugur,
HEe BCTAET HA KOMEHW, He NON3aeT. BbiclINe KOPKOBbIE (PYHK-
LMW: NPOCNeXMBaeT 3a npeameTamu, UKCUpyeT B3rNag npu
ocmoTpe. Ynbi6aeTcs, B T.4. B OTBET Ha 06LUeHNe, feneyer.

B xope Buaeo-33l-moHUTOPMPOBAHUA 60APCTBOBAHMUA
N cHa (pue. 5-6) y [eBOYKM OTMeyvaeTcss TpaHcgopmauns
9M1eKTpO3HLedanorpauyeckoro nattepHa B NPOAOIKEH-
HYI0 MWK-BOMHOBYH aKTMBHOCTb ME//IEHHOBOMIHOBOTO CHa
(CSWS) ¢ mopdhonorueit paspagos Tuna «J3PH» (Bobpoka-
YECTBEHHbIX ANUNENTU(OPMHbIX Pa3pPALOB LETCTBA).

C yyeTtom o6HapyxeHus myTaumm reHa STXBP1 pe6eHky
OblJ1 HA3HAYEH BTOPLIM MPOTUBO3NUIENTUYECKUM NPEnapaTom
neBeTMpaLeTam B CMpONe C MOCTEeNeHHbIM HapaliusBaHuem
[o3bl Ao 125 mr (1,25 mn) gBa pasa B cyT. (250 mr B cyT.) € no-
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NOXWUTENbHON AMHAMWUKONA B BUAE PEAYKLMN 3NUAENTUYHECKNX
NPUCTYNOB, CHYKEHWUA UHABKCA W aMNIUTYLbI ANMNEeNTUGOPM-
HbIX Pa3paoB Ha 33l 1 yyyLeHNeM KOrHUTUBHbBIX (DYHKLNIA.

O6c¢cy:xkaenue / Discussion

Brepsble ponb reHa STXBP1 (Takke W3BECTHOrO Kak
MUNC18-1) B reHe3e MiafieH4€CKMX ANUNENTUHECKMX SHLeda-
nonatwii 6bina BbiseneHa H. Saitsu ¢ coasTt. B 2008 r. npu 06-
CIeA0BaHNM SNOHCKOI AeBOYKM ¢ cuHapomom OTaxapa. B xone
CPaBHUTENbHOM reHOMHOM rmépuansaumn y pebeHka obiia Bbl-
asneHa 2.0-Mb mukpopeneums B nokycet 9933.3-q34.11, co-
aepxatlem red STXBP1. B utore MmyTtauuu gaHHOro reHa 6binu
06HapyXeHbl Yy YeTblPeX HEPOLCTBEHHbIX AMOHCKUX AeTeil
C «CYNpeCcCUBHO-B3PbIBHbIM» NATTEPHOM Ha 33, TOHMYECKUMU
crnasmamu 1 CnacTUHeCKUMMW LBUTaTENbHbIMI HaPYLLIEHUAMMK,
0 4eM 1 6bIN0 [ONOXKEHO AMNOHCKMMU MccnefoBatenamu [4].

B 2009r. F.F. Hamdan n coaBT. ony6nukoBanu [aHHble
06 06Hapy>xeHun myTaumnin rena STXBP1 B nonynsaumm dpas-
KOrOBOPALLMX KAHAALEB Y HEPOACTBEHHbIX XEHLUWUHbI 27 NeT
1 aeBywkun 15 net, cTpagaroLUX YMCTBEHHON OTCTANOCTbH
M 3NUNEeNTUHECKUMU NPUCTYNamu C paHHUM febiTom [J].
B 2010r. L. Deprez v coast. [6] 06Hapyxunu mMyTauum resa
STXBP1 y 6 (5,7%) 13 106 nauneHToB C 3NMNENTUHECKUMU
SHUedanonatusmu, Ae6TMPOBABLIMMU B MNAfEHYECTBe.
Mpn aTom y Tpex naumeHToB OTMeYeH [e60T B 5-MeCAYHOM
BO3pacTe, runcaputmMms Ha 33l 1 KNUHWUYeCcKas KapTMHa CUH-
Apoma BecTa ¢ cepuinHbIMM MHGAHTUBHBIMY Cia3MamMu U X0-
pOLUNM OTBETOM Ha Tepanuio BuUrabaTpuHom [6].

XoT4 y nofaBnstoLLero 60NnbWWHCTBA NALWEHTOB MyTaLMN
reHa STXBP1 BosHuknu de novo, B 2011 r. H. Saitsu ¢ coasT.
onucanu KIIMHWYeCKMiA cryyvaii [eBoykn ¢ cuHgpomom Otaxa-
pa, 00YCNOBNEHHBI reTepo3uroTHoi ¢.902+5G>A myTaumen
reHa STXBP1, oTel KOTOpOI UMeN COMATUYECKMA MO3aNLIN3M
Nno AAHHOM MyTaunu, KOTopas cogepxxanach B 5,3% KpOBSAHbIX
Knetok, 8,7% knetok cnioHbl, 11,9% LWe4yHoro anuTenus
1 16,9% KNeToK HOrTeBbIX NIACTUH [7].

Cyutanocs, 4to myTaumm B reHe STXBP1 cneundnyHbl ans
pasBUTUA  3NUMENTUHECKUX SHLEeManonatuin c Hanuymem
Ha 33l Takux naTTepHOB, Kak «CynpeccCMBHO-B3PbIBHOW»
W TUNCAPUTMUK, U KIIMHWYECKUMUN NPOSIBAIEHNAMU B BUAE Ce-
PUIAHBbIX TOHMYECKMX cnadmoB. OfHAKO ONWCaHbl TakXe Tpw
KJIMHWUYECKMX CNyYas cuHapoma [ipase, 06yCIIOBIEHHbIX MyTa-
umammn rea STXBP1. MMpucTynbl fe6i0TMpoBanit y nauneHToB
B BO3pacTte OT 6 [0 12 mMecC. U XapakTepn3oBannch BbIPaXkeH-
HbIM MOAMMOPCM3MOM: 6unaTepanbHble TOHUKO-KITIOHMYECKME,
aTOHWYECKNE, MUOKJIOHWYECKWe, aTUNuYHble abcaHCbl, (o-
KanbHble ANCKOTHUTUBHbIE, C YaCTbIM PA3BUTMEM 3NUIENTHYE-
CKOro CTaTyca, a TakXe OTMeYanachb arrpaBauusi NpUcTynos
Ha BbICOKYI0 Temnepartypy [8].

Bnepsbie 0 xopoluem apdekTe neseTmpaueTama npu anu-
NEeNTUYECKOI 3HUedanonatun, 06yCNOBNEHHOW MyTaUueil reHa
STXBP1, coobwmnmn B 2012 r. M. Vatta u coasr. [9] Ha 0CHOBaHUK
KNIMHUYECKOro HabneHns MnageHua ¢ OKanbHbIMU NPUCTY-
namu, 1e60TMPOBABLLKMU B BO3pacTe 2 Mec. Y 1aHHOro pebeHka
Oblia 06Hapy»eHa OAHOHYKNeoTuaHas aynankaums ¢.931dupT
(p.S311FfsX3) B 11-m 3k30He reHa STXBP1 [9]. B cnenytowem
2013 . onbIT yCNeLwHoro NpUMeHeHMs NeBeTupaLeTaMa npu anu-

NenTUYECKoii aHLeanonaTun, 06yCNOBAEHHON MyTaLUWen reHa
STXBP1, Ha 0CHOBaHWKM COBCTBEHHbIX KNUHUYECKMX Habnome-
HUIM ObIT NOATBEPXAEH ANOHCKUMMI anunenTtonoramu [10].

K HacToALeMy BpeMeHn (hakT BbICOKON 3(D(PEKTUBHOCTM
nesetupaueTama npu PM393 4-ro Tuna, 06ycyioBIEHHOR MY-
Taumsmu reHa STXBP1, He BbI3bIBAET COMHEHWA U NOA-
TBEPX/EH MHOTOYMCNEHHBIMU MEXAYHAPOAHbIMU Ny6ANKa-
umamu [9-14].

3axarouenue / Conclusion

Bce meTun ¢ anunenTuyeckom aHuedanonaTueil HyxgawTcs
B KOMMIEKCHOM 06cnefoBaHum, BKAtOYatoLWwem Buaeo-390-
MOHUTOPUPOBAHKE B AUHAMMWKE, HEipOBU3yann3aunto Xopo-
LIero Ka4ecTBa u 06513aTeNbHOE reHeTMYECKOe 06CNe0BaHNe
MeTOLMKaMW 3K30MHOI0 CEKBEHMPOBAHUA HOBOrO MOKOJe-
HUA — TaKUMU Kak NaHenb «HACNeACTBEHHbIE 3MUJIENCUmn»,
KNIMHUYECKOE M NMONHO3K30MHOE CekBeHupoBaHue. CrneayeTt
0c060 NOAYEPKHYTb, Y4TO HANM4ue OTArOLLEHHOrO NepuHa-
TaJIbHOr0 aHamMHe3a He JO/KHO YBOAMTL KNNHULMCTA OT Ana-
FHOCTUYECKOr0 NMOWUCKA FeHeTMYECKO 3TUONOTN 3NNENCUmn.
Cny4an co4eTaHus [ETCKOro LepebpasbHOro napanuya
W 9NUAENTUYECKOW 3HUedanonatnn MoryT MMeTb Pa3Hble
3TMONOrNYeckne (PakTopbl — 3TO TaK HasblBaeMble Cllyvau
«dual pathology» («4BOIiHOI NaTonornu») B BUAE COYETaHUA
KaK MepuHaTanbHOro rnnoKCUYeCcKN-nLEMMYECKOro Nopaxe-
HUS, TaK U FTEHETNYECKMX M3MeHeHniA. MyTaumn reHa STXBP1
MOTYT ABNATLCA NPUYUHON TaKUX 3NUNENTUYECKUX 3HLeda-
nonatuin MnafeH4ecTBa, kak cuHapomsl Otaxapa, MapkaHaa-
bniome-OTaxapa, Becta, COMpOBOXAAKLWMECH THKENbIMN
HapYyLWEHUAMN KOTHWTMBHBIX U ABUraTeNbHbIX QYHKLMIA
1 TpebytoLme 0c060ro NoAxoaa K Tepanuu.

Cnepyer OTMETUTb, Y4TO NIEBETMPALLETAM OTHOCUTCH K He-
MHOTMM aHTW3NMNENTUYECKUM npenapataM C [J0Ka3aHHbIM
NO3UTUBHBLIM BNUAHWUEM HA KOTHUTUBHbIE (DYHKLMW NauMeH-
TOB, a TakXe 06/1aJatoLWnM HapaLy C NPOTMBOCYAOPOXHbIM
eLle 1 HemponpoTeKTOPHbIM adpdekTom [15]. BaxxHoe 3Haye-
HUE UMEeeT yAo6Has ANa NPUMEHEHUS B NeJMaTPUYECKON anu-
NenTonorum Xuakas nutoesas copma npenaparta (/lesetu-
HONM B Cupone), 0CO6EHHO C YYETOM YacTblX HapyLleHuit
Oynb6apHONA MHHEPBALMW Y AAHHOTO KOHTMHIEHTa NaLUeHTOB.
OAHaKo C y4eTOM pWCKa arrpaBauuy 3NUAEnTUYECKUX Npu-
CTYNoB Y AIeTEN M1ajeHYeCKOro U paHHero 4eTCKoro so3pacra
noj BAWAHMEM JIEBETMPALETaMa UMEHHO FeHeTNYecKas NaeH-
TUUKaLUNa SNUNENTOreHHbIX MyTauuin SBASETCA 3an0rom
nponNakTnk NoAo6HbIX CNy4aeB U BbIYNEHEHUEM Tex na-
LIMEHTOB, KOTOPbIM Mpenapar XW3HeHHO He06X0LMM U BbICO-
KoahpekTuBeH. MpeHTndurkaums mytaumn B reHe STXBP1
ABNAETCA NOKAa3aHMeM [ANf Ha3HavyeHUs neseTupaleTama
B COCTaBe paLMoHabHO KOMOWHUPOBAHHON Tepanuu, a Tak-
)Xe U B MOHOTepanuun. Hakonnexnue n nocnegyrowiee KimHuye-
CKOe NpMMeHeHne MeXK AyHapOAHOr0 0MbITa No AnddepeHLn-
POBaHHOMY NMOAXOAY K NEYEHMO 3NUAeNnCcUin npu pasinyHbIx
FeHeTMYECKNX MyTaLnUAX NMO3BONNUT MOBbLICUTH LUAHCHI HA W3-
6aBneHne 0T ANUNENTUYECKUX NPUCTYNOB, YIYHLWNTL NOKa3a-
TENWU NCUXMYECKOr0 M MOTOPHOI0 Pa3BUTMA, YTO B UTOTe AacT
BO3MOXHOCTb 3HA4YMMO YNYYLWINTb Ka4€CTBO XWU3HU NaLMEeH-
TOB M UX POAMTENEN.
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