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PE3HOME

MpepacTtaBneH KAMHUYECKUA NPUMEp MauueHTa ¢ cuHapomom [pase, Bbi3BaHHbIM MyTauuein B reHe SCNTA. Cunagpom [pa-
Be — 3TO0 TAXeNas anufenTnyeckas aHuedanonaTns, BCTpeYatoLLancs B paHHEM AeTCKOM BO3PacTe U CONPOBOXAatoLLascs
noAMMoptN3MOM NPUCTYNOB, (haPMaKOPE3MCTEHTHLIM TEYEHNEM dNUAENCUM, FPYBLIMUA KOTHUTUBHBIMI HapyLweHnamu. [aH-
HbliA CllyYai NOATBEPXAAeT BO3MOXHOCTb MeIMKAMEHTO3HOr0 KOHTPONS TeYeHNns cuHapoma [pase. [JoCTUrHyTa 2-NeTHAS
pemuccus Ha POHe NPUMEHEHNS NOIMTEPANUI aHTU3NUNENTUYECKUMI NpenapaTtami. B HacTosLee BpemMs COXpaHAeTcs pe-
MWUCCMA Ha AyOTepanui: TonupamarT B CO4eTaHum ¢ negeTupauetamMom. ONUCaHHbIA KNMHWYECKMNIA Cy4ai TakXXe JeMOHCTPU-
pyeT COXPAHHOCTb KOTHUTMBHbLIX (DYHKLWIA: pe6EeHOK YCMeLHOo, B NOSIHOM 06bemMe 0cBanBaeT 06Le06pa3oBaTesibHy npo-
rpammy. CneayeTt 0TMETUTb, YTO MPW PAHHEM KYMMPOBAHUM NUAENTUYECKNX MPUCTYNOB KOTHUTWUBHbIE (DYHKLMW HE CTPafatoT.
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KoHhnuKT nitepecos
ABTOpbI 3aBIAOT 06 OTCYTCTBUWN HEOOXOAMMOCTM PACKPBITUA KOH(JINKTA MHTEPECOB B OTHOLUEHWUW JaHHOW Ny6ankauun.

Bknap aBTopoB
ABTOpbI CAeNanu 3KBUBANEHTHbIA BKNa4 B MOATOTOBKY Ny6amKauuu.
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KnuHunyeckue cny4vaun / Case reports
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SUMMARY

A clinical observation of a patient with Dravet syndrome caused by SCN7A gene mutation is presented. Dravet syndrome
is a severe epileptic encephalopathy that occurs in early childhood, accompanied by seizure polymorphism, drug-resistant
course and severe cognitive impairment. The current clinical case confirms the opportunity for drug controlled course of
Dravet syndrome. A two-year remission was achieved using polytherapy with antiepileptic drugs. Currently, a complete
remission during duotherapy with topiramate in combination with levetiracetam is sustained. The described clinical case also
demonstrates preservation of cognitive functions: the child successfully acquires full general education program. It should be
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noted that upon early relief of epileptic seizures, no cognitive functions become affected.
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BBEJEHUE / INTRODUCTION

Y [eTei paHHero so3pacTa cpefu naronoruveckux co-
CTOSIHWUI Ba)XXHOE MECTO 3aHUMAET CYL0POXHbIA CUHAPOM:
10% 0T BCEX HEOTNOXHbIX 06PALLEHNI 32 MELNLMHCKON MO-
MOLLbO [1]. BblAenstoT HECKONbKO OCHOBHbIX MPUYUH CYL0-
POXHOMO CUHAPOMA: MH(PEKLMOHHO-BOCNANNTENbHbIE 3a60-
NeBaHMA LLEHTPAJIbHO HEPBHOI CUCTEMbI, MOPOKW Pa3BUTUA
rO/I0BHOrO MO3ra, rMnepTepM1YecKinini CUHAPOM, MeTabosn-
YecKue Hapylenus u T.4. [2, 3].

YacToTa BCTpe4yaemocTun (pebpunbHbiX Cyaopor B geT-
cKon nonynsauum coctasnset 2—4%. MpocTble (TUNUYHbIE)
(he6puibHbIE CYA0POrk HEe CONPOBOXAAOTCSA 04ar0BOI HEB-
PONOrNYecKoii CUMNTOMATUKON, UX NPOLOMKNTENIbHOCTb CO-
cTaBnseT MeHee 15 MyH, TOrAa Kak ClNoXHble (pe6pusbHble
cypoporu anartca 6onee 15 MUH U KNUHUYECKN XapakTepu-
3yl0TCS 04aroBbIMU cumnTomamu [3, 4].

Cunppom [pase (CL) — TsxKenas MuokoHu4eckas anu-
nencus getctea. MepsbiMu npusHakamu G asnstoTca de-
6punbHble 1 adebpunbHbIE FeHepann30BaHHbIe N OKaNb-

anunencus n NapokcnamMasibHble COCTOSAHUS

Hble 3NMMNenTUYecKMe NPUCTynbl. B TUNMYHBIX cnyvasx
0043aTeNIbHO Ha/lM4yme MUOKJIOHUYecKux npuctynos. CJ,
XapakTepna3yeTca 0TCTaBaHWEM B NCUXUYECKOM pPasBUTUU
N PE3NCTEHTHOCTbIO K aHTUANMIIENTUYECKMM Npenapartam
(A3M) [5-7]. CornacHo Knaccudukauun MexgyHapoaHON
npoTuBoanunentTuyeckon nuru (anrn. International League
Against Epilepsy, ILAE) 2017 r. G[1 oTHOCMTCS K reHeTuye-
CKUM dhopmam anunencum ¢ pebpunbHLIMU NpUCTynamu
nntoc [5]. Y ocHoBHO YacTu (80%) nauueHtos ¢ Gl o6Ha-
py>XuBatoT MyTaumio B reHe SCN7A [8]. HacToTa BCTpeyae-
MOCTW, NO AAHHbIM Pa3finyHbIX aBTOPOB, — 1 cnyyaii Ha
20-40 TbIC. HaceneHns. COOTHOLLEHNE MANbYMKOB U AEBO-
yek coctasnset 2:1 [7].

3abosieBaHne Yalle BCEro Ha4nHaeTca B NepBblii Fof Xn3-
HW, C NMKOM Ha 5-6-1i mecsl. IHoraa ero Ha4yano MoxeT
coBMnajarb ¢ NepuoaoM OCTPON pecnupaTopHOi BUPYCHOM
nHekyun (OPBU) unu nocne BakyMHaLmn, 0LHAKO BAXKHO
MOHMMATb, YTO 3TO He 0643aTeNIbHO YKa3bIBAET HA MPAMYIO
CBSI3b MEX /Y BaKLMHaUMen n natonoruei. Mossnexune 3a60o-
NeBaHus Nocne BakLUHALNUK MOXET BbITb CBA3AHO C APYrMMu
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hakTopamu, 1 3T0 HanpaBneHne akTUBHO U3y4aeTcs Ang
NYYLLUEro NOHNMaHNS BCEX aCMeKTOB AaHHOW NPO6JIEMbI.

B Te4yeHun 3a60neBaHNs MOXXHO BbIAENUTL TPU CTaAuUN.
MepBas — po 1 roga, ctagusa ae6wTa, NEPUOA KIOHNYECKUX
NpUCTYNoB, B OCHOBHOM (hebpuibHbIX. BTOpas — katacTpo-
huyeckas ctagusa B Bo3pacte 1-4 roga. Habnwopatwores de-
OpusibHble M adyebpubHble MPUCTYNbI (T.6. BOSHMKAKOLLNE
Ha (poHe comaTtuyeckoro 6naronofyyqns peéeHka). K Hum
0THOCATCA )OKasIbHbIe MOTOPHbIE MPUCTYMbI, MUOKIOHNYE-
CKMe, aTUMNYHbIe aBCaHCbI, aNbTEPHUPYIOLLNE TEMUKITOHMNA,
TOHMKO-KJTIOHMYeCcKMe npuctynbl. O4HAKO KJTHOYEBbIM 3BEHOM
B KNIMHNYECKON KapTUHE ABNSAETCS ANUENTUYECKUA MUO-
KJIOHYC (aKTWUBHbIA W HeraTuBHbIN). Bce npuctynbsl UMEOT
TEHAEHLMIO K cTaTycHOMY TeveHuto (30 MuH 1 6onee), pesu-
CTeHTHbI K AQ[-Tepanun [6]. C MOMeHTA yyalleHUs 4acToThl
NPUCTYNOB 0TMEYaeTCA BbIpaXKEHHAA 3a[epXKa Ncuxuye-
CKOro pa3BuTus pebeHKa ¢ JanbHENLMM Perpeccom paHee
NPUOBPETEHHbIX NCUXOPEYEBbLIX HABbIKOB, B TO BPEMS Kak
MOTOPHOE pa3BuTne 3aMeTHO He Hapywaetcs [11]. TpeTba
CTaans (cTabunmaaumsa) HacTynaeT nocne 4-5 net, 4acToTa
MPUCTYNOB CHUXAETCA, NPEBASIMPYIOT IPy6ble KOTHUTUBHbIE
1 HEBPOOrNYecKmne HapyLueHus [5, 6].

Mpwn anekTpoaHuedanorpadunyeckom (33l) nuccnepno-
BaHMM OTMEYaeTCcsd 3aMefJieHNe OCHOBHOW aKTUBHOCTH,
a TakXe JOMWUHUPOBAHNE TeTa-puTMa ¢ YacToton 4-5 lu.
B mexnpuctynHom nepuoge B 70% cny4aes perncTpupyet-
ca audbdpy3Has n pernoHanbHas anunenTudopMHas akTuB-
HOCTb. Y 50% naumeHTOoB MKTanbHas 33l xapakTepuayercs
(POTOCEHCMTUBHOCTbIO, MHOTAA BO3MOXHA ayTONHAYKLNA
MPUCTYNOB APKMM CBETOM. AnNunenTudOopMHas akTUBHOCTb
MO>XeT NPOBOLMPOBATHLCA 3aKPbIBAHMEM a3, POTOCEH-
CUTWBHOW peakuuei N UMeeT TeHLEHUNIO K HapacTaHuio BO
BpemMs cHa. Cneayet OTMETUTL, 4TO C MOMEHTA Ha4ana 3a-
6051€BaHNA A0 YCTAHOBIEHWNS JMarH03a NpoXoAuT He MeHee
1-2 net [6].

OcHOBHbIMU KpuTepusamu anarHoctuku G sensawTcs
[12]:

— Je60T NPUCTYNOB HA NEPBOM FOLY XXU3HU;

— (bebpusibHbIe MPUCTYNbI, aANbTEPHUPYIOLLNE TEMUKOH-
BYJIbCUY;

— MWOKNOHMYECKNEe NMPUCTYNbI, KOTOPbIE NPOSABNAAOTCA
nocne 2 net;

— aTUMUYHble aBCAHCbI, TAXKENbIe TOHNKO-KIIOHUYECKIE
NPUCTYNbl, POKaNbHbIE NPUCTYMbI;

— BbICOKAs YacToTa NPUCTynoB, e6puiibHO NPoBOLMpYe-
Mble NPUCTYNbI, 3NUNENTUYECKNIA CTATYC;

— BbIPAXKEHHbIE KOTHUTUBHbIE PACCTPONCTBA;

— 3amefJ1eHe OCHOBHOI (POHOBON aKTUBHOCTM Ha JIT,
coyeTaHne AN dy3HON N permoHanbHoM anunentTugopm-
HOW aKTUBHOCTHW, PaHHME NPOSBIEHUA (POTOCEHCUTUBHOCTMY;

— nerkue and@ysHble N3MEHEHNS HA MarHMTHO-pe30-
HaHCHOW ToMOorpaduu;

— InarHo3 B 0CHOBHOM noaTeepxaaetca [AHK-aHann3om,
0[IHAKO OTCYTCTBME MyTauum B reHe SCN1A He ncknw4aet
aunarvos C[ [6, 12].

B pamkax gudppepeHunanbHoi gnardoctuku CL cne-
AYeT paccmaTpuBaTb 3BOJIOLUOHHYIO U 3NuienTuye-
CKyto aHuedanonatmio (aHrn. developmental and epileptic
encephalopathy, DEE), cBA3aHHyl0 ¢ MyTauuen B reHe
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PCDH19. 3TOT CMHAPOM COMPOBOXAAETCA 3NUIENTUYECKU-
MU MPUCTYNAMU, UHTENNEKTYanbHON HeA0CTaTOYHOCTbIO,
HO OrpPaHNYeH XEHCKUM MONOM. B KNMHNYECKOI KapTuHe
Yy HEKOTOPbIX NALNEHTOB C YKa3aHHbIMU 3a60/1eBAHUAMU
HabnoparTca ebpunbHbie U adebpusibHble NPUCTYMbI
B MJ1a[IeH4€CKOM BO3PacTe, CEPUIAHOE 1 CTaTYCHOE TeYeHne
NapoKCU3MOB BO BPeMS NINXOPaAKW, Perpecc pa3BnTus no-
cne ae6tota [13]. Beneactsue Toro 4T0 aT1 iBa 3a60neBaHns
VMEIOT CXOXYH0 KIIMHUYECKYIO KapTUHY, He06X0AUMO Ucche-
JI0BaHMe Ha MyTauuto B reHe PCDH19 y NaumeHToB C KNUHN-
yeckumun npuaHakamu G n oTpuLaTenbHbIM reHeTUYeCKuMm
aHanu3om Ha myTtauuo SCNTA [9].

dnunencus npu CJ1 xapakTepuayetcs dpapmakopesu-
CTEHTHbIM Te4eHMeM. BaKHO He JonyckaTb noAgbema Tem-
nepatypbl Tena [14]. Mpenapatamu Bbi6opa Ans neveHns G
ABNAOTCA Basibnpoatbl [15], 0HN 0CO6EHHO 3P EKTUBHbI
Mpy aTUNnYHbIX abcaHcax, aNUNENTUHeCKOM MUOKJIOHYCE.
Banbnpoatbl npumeHstoT B fo3e 30-80 mr/kr/cyT. OTmMeya-
eTca ocobas achdekTUBHOCTb Tonupamata npu GI: oH adgh-
(beKTUBEH NPMN reHepann3oBaHHbIX CYA0POXHbIX NPUCTY-
nax u reMUKOHBYJIbCUAX C aNbTEPHUPYIOLLEN IOKann3aunen.
Mpenapart Ha3Ha4alT Ha4MHas ¢ 12,5 Mr/cyT ¢ NOCTENEHHbIM
noBbiWweHnem no 12,5 mr B Hegento Ao Ao3bl 50-200 mr/cyT
B 2 npuema [15]. bnokaTopbl HaTpueBbIX KaHanoB (kapba-
Ma3enuH, NaMmoTpUaKINH, (DEHUTOUH, BurabaTpuH) npn G
NPOTNBOMOKA3aHbl, T.K. UMEIOT BbICOKWUIA PUCK arrpasaunm
MPUCTYNOB, B YaCTHOCTW MUOKJIOHMYecKux [16, 17]. Mpu He-
3O (PEKTUBHOCTM MOHOTEPANN NPUMEHSAIOTCSH KOMOUHALNN
A3, n3 KOTOPbIX CamMbIM NPEANOYTUTENIbHLIM ABNAETCH CO-
yeTaHue Tonmpamara u Banbnpoara. [pyras addekTuBHas
KOoMOMHauus — Tonupamar u fieBetTmpaleTam uam Basibnpoa-
Tbl-CYKLUMHUMUAbI. ATOCYKCUMMNA Ha3Ha4aeTcsa B JO3MPOBKE
250-750 mr/cyT B 2-3 npuema [15].

B pa6ote M.FO. bo6b110BO#A [6] NPMBOAMTCSA ONbIT NPUME-
HeHns nepamnanena npu CL Ha npumepe ABYX cny4aes. AB-
TOp NOA4YEPKMBAET BbICOKY 3D EKTNBHOCTL NepaMnaHena
B Ka4eCTBE AOMNOSHUTESIbHON Tepanun: y 0JHON NaLNEHTKK
MeOMKaMeHTO3Has pemuccus 6blia JOCTUTHYTa Ha 3 roaa
B OTHOLLUEHMW BCEX MPUCTYMNOB, a y BTOPOro nauueHTa adgoe-
6puNbHbIE MPUCTYNbI KYNUPOBASINCL, OTMEYANINCh TOJIbKO
he6bpunbHble npuctynsl Ha gooHe OPBI. MpumeHeHne apy-
FMX METOA0B NeveHns (KOPTUKOCTEPOUAbI, UMMYHOrN06YNK-
Hbl, KETOreHHasa AneTta, CTUMynAauns 61yXXAatLLero Hepea)
nokasanu Hu3Kyt addekTuBHocTb npu CL [6].

C uenbto 60pb6Obl C (DOTOCEHCUTUBHOCTLIO N aYTOVHAYK-
LiMeli NapoKCM3MOB PEKOMEHAYETCS HOLWEHNE 04KOB C rony-
6biMn cTeknamu. O4eHb BaXXHO He [OMYCKaTb MOBbILIEHNS
Temneparypbl Tena, a npu runepTepMun Heo6xo4Mmo cpoy-
HOE NPMMEHEeHNe XXaponoHmxXatoLwmx cpeacts. GCneayer uc-
KJt04aTb rops4me BaHHbl U neperpesanue [6, 18].

3abosieBaHne UMeeT He6NAroNPUATHLIA NPOrHo3. Mpu
CH wHBanuaunsauusa vaie Bcero rny6okas. Pemuccus Ha-
CTynaeT B €MHUYHBIX C/ly4anX, Kak NpaBuio, Ha Henpo-
nomkutensHoe Bpems [15, 19]. CnegoBaTenbHO, 0CHOBHBIMM
Lenamu fie4eHns SBAAKOTCA CHUXKEHNE YaCcTOTbl NPUCTYMOB,
nNpounNaKkTNKa CEPUIAHOTO N CTATYCHOrO TeYEeHNs, yny4-
WeHNe KOTHUTUBHbIX (PYHKUMA. CL — 3T0 3BONOLMOHHASA
1 anunenTuyeckas aHuedanonaTns, T.e. NOMUMO 3NKUENCUN
B KJINHWYECKOI KapTUHE OTMEYalTCA UHTENNEeKTyasbHble
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paccTponcTBa, B 3HAYUTENLHON CTENEHN NPUBOAALLNE K CO-
unanbHoW pesafgantauyun naumeHta [11]. B nogpoctkoBom
BO3pacTe NPUCTYNbl CTAHOBATCA Pexe, 0AHAKO B HEBPOJIO-
rMY4eCKOM CTaTyce NpeBannpytoT aKCTpanupamugHole pac-
CTPOWACTBA, BbIPAXXEHHbIE KOTHUTUBHbIE HAPYLIEHUS.

JleTanbHOCTb B MNafieH4ecTBe cOCTaBnsAeT 0kono 20% [6,
7]. Y B3pOCAbIX NALWEHTOB OAHON U3 Y4ACTbIX NPUYUH CMEP-
T BO CHE ABNSETCA CMHAPOM BHE3aNHOW CMEepTU Npu anu-
nencun (anrn. sudden unexpected death in epilepsy, SUDEP).
BTopoe mMecTo Mo 4acToTe 3aHMMAET ANWNEeNnTUYECKNIA cTa-
Tyc [20].

KIUHUYECKHUU CJIYYAM / CASE REPORT

MpeacTaBnsem KNMHMYeCKOe HabnoaeHne pebeHka ¢ Ta-
XKenon anunencuein maageHyecTsa (cuHapomom [pase) —
naumeHtkn C. 2015 r.p.

Anamue3s / History of disease

Pe6eHOK 0T nepBOii 6EPEMEHHOCTH, POAbl NPOTEKann 6e3
natonoruu. focne poxaeHns 3akpuyana cpasy, no Likane
Anrap 8-9 6annos. [lo 1 roga passuBanacb COOTBETCTBEH-
HO Bo3pacTy. G poxaeHus obpaliano Ha cebs BHUMaHUE Ha-
pyLUeHWe TepMOpPEerynauum, TeMnepaTypa Tefia nosbilwanach
MpW HaX0XAeHUN pebeHKa B TEMMOA 06X Ae, B XXapKyto no-
roay. [leBo4ka naoxo nepeHocuna CosHLe, OTHOCUTENbHO
XOPOLUO — ropsiYyo BaHHy 1 ayw. CeMenHblil aHaMHe3 Mo
AMUNENCUN He OTATOLLEH.

ITepssie npuctymsl / First seizures

lMepBbIli NPUCTYN CNy4mnscsa B 6 Mec BO CHe — MPOA0IKN-
TeNnbHOCTbH 10—15 MUH C MUOKNOHNYECKMMI NOAEPriiBaHNS-
MU Ha poHe runepTepmum. [anee npucTynbl NOBTOPASINCH
B 10 1 12 mec, Takxe Ha (DOHE NUXOPAAKM, HO YXKe CO CTa-
TYCHbIM Te4yeHnem 40—45 MUH 1 pa3BUTUEM NOCTUKTASIbHOTO
napanuya Toaaa, Kynuposanuch penadunymom. MNosxe Bo3-
HUKanu Kak ebpunbHbIe, Tak U adebpusibHbIe MPUCTYMbI.

Mocne 1 roga ctan 0TMeYaTbCs HEBPONOrM4eCKuin aedu-
UWT B BUAE TUNOTOHWUN, LIATKOW MNOXOAKM, 3aePXKN Ncu-
Xope4yeBoro pa3sutus. Ha 33l B 1 roa 3apernctpmpoBaHa
anunenTndopMHas akTUBHOCTb — B MPABOMN BUCOYHO-3ATbI-
NOYHOW W NeBOii NOBHO-LEHTPaNbHOW 06nacTax Habnwga-
NINCb OAMHOYHbIE KOMMJIEKChI «0CTPas — MeeHHAs BONHA».

Cexsenuposanue JHK / DNA sequencing

[MONIHO3K30MHOE CeKBEHMPOBaHWE NPOBOANAN HA NnaT-
opme NextSeq 500 (lllumina, CLLA) B na6opatopun «le-
Homen» (Poccus). Mo pesynbTatam cekBeHupoBaHusa OHK
(naHenb «HacneacTBeHHbIE anuencun») o6HapyxeHa rete-
pO3UroTHas MyTauns B 3k30He 6 reHa SCNTA, npuogsulas
K Ieneuun amuHoKucnoTsl B 318-i no3nuun.

Jleuenue / Treatment

B Bo3pacTe 10 mec 6bii1a npeanpuHATa NONbITKA Tepanuu
BaNbMNPOEBOV KMCOTON B KaNnsx Ans npuema BHyTpPb, 3a-
TeM B MUKpOrpaHynax — 6e3 apgekra, npucTynbl NOBTOPS-
nuck. NMonoXnTeNnbHbIA 3 dEKT NPOABUNCS NPU BBELEHWN
Tonupamara B 403e 25 Mr 2 pa3a B [IeHb B COYETAHNM C Baslb-
npoatom B fo3e 100 mr 2 pa3a B ieHb.

anunencus n NapokcnamMasibHble COCTOSAHUS

B 1 rog 6 mec B CB31 C MMELMMUCS XanobaMn Ha
LIATKOCTb MOXOAKM, YacTble NajjeHns BO BPeMS X0AbObI, CHU-
XKEHME MbILLEYHOr0 TOHYCA, 3aePXKKY Peyun, CHUXEHNE KOH-
LIeHTpauMn BHUMAHNS, HECDOPMUPOBAHHOCTb UTFPOBOI Aes-
TEeJIbHOCTU, 3MOLMOHASIbHYIO NABUIIbHOCTbL A8 NaLUEHTKN
6bina pa3paboTaHa peabunuTaunoHHas nporpamma. OHa
BKJIK0Yasia 3aHATUA € NIOroneaom, yie4ebHyo U3KynbTy-
py, huamoTepanunio (TennoBbie NpoLeaypbl, anekTpodopes,
napauHoTepannio Ha gucTasbHble 0TAENbl KOHEYHOCTEN),
YPOKM NniaBaHus B 6acceriHe.

B Bo3pacte 2 net NosBMANCHL NPUCTYNbI B BUAE 3aMupa-
HWIA, @ Npu yNbTPa3ByKoBOM nccnepoaHum (Y3W) Boisene-
Hbl TEMaTo- U CNJIEHOMEranmns, a TakXxe onpeaensnanch us-
MEHEHNs 6OXMMMYECKMX NOKa3aTesien KpOBM, PacLeHEeHHbIe
Kak HexxenaresbHble gBfieHns. [03TOMy NauneHTKy nepese-
Nn ¢ Banbnpoara Ha neseTupauetram B go3e 180 mr 2 pasa
B [I€Hb, NOBLICMNM AO3MPOBKY TonMpamaTa Ao 50 mr 2 pasa
B 1eHb. B MOMEHT NoBbILWEHMA A03bl 0TMeYanach peaykumus
MPUCTYNOB HA HECKOJIbKO Hefeb.

VYxyamenue cocroauusa / Condition deterioration

B 2 roga 4 mec npou3owwno yxyaweHne — Tpu cTatyc-
HbIX NnpucTyna 3a 1 mec. [1Ba npucTyna LINTeNbHOCTbIO
40-45 MuH, TpeTuii npucTyn pebpunbHbIA, KOTOPbINA He yaa-
BanoCb KynupoBaTb 60nee 2 4, N03TOMy 6puragoii CKopoi
MOMOLLM NaLueHTKa 6bl1a JOCTaBNeHA B AMArHOCTUYECKOe
otaenenune [BY Pecnybnuku Jarectan «[etckas pecnybnu-
KaHCcKasa KnuHuyeckas 6onbHuua um. H.M. Kypaesa».

CocTosAHMe 6bIIO pacUeHeHO Kak Tsxenoe. Mo 3aBep-
LWeHnK npuctynay pebeHka oTMe4annchb TOWHOTA U PBOTa,
MONOXMUTENbHAS MEHWHTealbHas cumnTomaTika (purua-
HOCTb 3aTbISI0YHbIX MbILWL, — ABA Nafbua, cumntom KepHura
140-150 rpaaycoB). B cB3u ¢ 9TUM nauneHTKa 6biia nyHkK-
TUPOBAHA, HO B CMHHOMO3IOBO XXWAKOCTW 3HAYUMBIX U3-
MEeHeHWii He 06Hapy>xeHo. Moce npoBeAeHNs NOMOabHON
MYHKUWX COCTOSAHME 60IbHON YNYYLINIIOCh, CUMNTOMATNKA
perpeccupoBana. [IpUHATO peLLeHne HapacTUTb 403y TONU-
pamata Ao 75 Mr 2 pasa B JeHb.

Texyuree cocrossaue / Current condition

B Te4eHme nocnegytownx 3 neT BHOBb Cly4anuch npu-
CTYNbl Npu nuxopagke Ha poHe OPBI 1 0K0J10 ABYX-TPeEX Ha
¢hoHe comaTny4eckoro 340poBba. Becb nepnoa HabnaeHus
NpoBOANNCS KOHTPOb Y3U n 6uoxnmmnyecknx nokasaresnen
(OYHKLMW NeYeHn 1 NoYeK: Mocsie 3ameHbl Banbnpoara Ha Jie-
BeTMpaueTam Bce 6b110 B Mpefenax Hopmbl.

B Bo3pacTe 6 net Ha hoHe npuema A3I HacTynuna pe-
mucems no npuctynam. [leBo4ka npojonKaeT nocewatb 3a-
HATKA C TOroneaoM-aeeKTON0roM, no HEMPOCEHCOPUKE,
HeMpoaAMHAMMNYECKON TMMHACTUKE, a TaKXe YPOKKU nnasa-
HUA B 6acceliHe. Kypcamu npoBOAUTCS MACCaX C UCKNHOYe-
HWEM LUEAHO-BOPOTHNKOBOW 30HbI 1 FOJI0BbI, BbINOJTHAOTCA
MWUKPONONSApM3aums n TennoBble NpoLeaypbl.

C HacTynfieHnem peMmccum 0TMeHeH BbIPaXXeHHbIN Npo-
rpecc B MCMXOMOTOPHOM M PE4EBOM Pa3BUTUN HA DOHE Npu-
MEHEHUSI METO0B (PU3NYECKOW peabunuTaLnm, 3aHATUR
C MCKUX0NOrom, noroneaomM, CEHCOPHON UHTerpauuu, Hen-
pPOrMMHACTUKK. HeCMOTPA Ha TSXKenbli NHBANUAN3NPYIO-
WKMiA AnarHos, K 5 rogam nauueHTKa oBfiagesia MHOTUMM
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HOBbIMU HaBbIKAMU U 3HAHWAMM, NONb3YETCA UHTEPAKTUB-
HbIMU UTPYLIKaMU, COBUPAET CIOXHbIE KOHCTPYKUMK. K 8 ro-
[am NnoLuna B LWKOJy, YCNeLHo, B MOTHOM 06beMe 0CBanBaeT
06e06pa3oBaTeNbHY NPOrpamMmmy, HaBbIKK OMPSATHOCTN
1 Camo0O6CyXNBAHUSA MOJTHOCTbIO CPOPMUPOBAHbI, NOMO-
raeT B yXoAe 3a Maaawwum 6patom.

Buaeo-d3I-mouuTopuHr (2018 1) / Video-EEG
monitoring (2018)

[aHHble Buae0-33r-moHutopuHra ot 2018 r., roe pern-
CTPUPYETCA pernoHanbHas anuienTugopmHas akTMBHOCTb
Ha 3aTblJI04HO-BUCOYHOM OTBEJEHIM CleBa, MPeLCTaBIEHbI
Ha pucyHke 1. B 2023 . 0CHOBHOW pUTM B Npefenax Bo3-
PACTHOW HOPMbI U ANUNENTUGOPMHAA aKTUBHOCTb OTCYT-
CTBYET.

OBCYKJIEHUE / DISCUSSION

Teuenwne snmrencuu / Epilepsy course

CuHppom [paBe ABNAeTCA TPYLHOKYPAOESIbHbIM 3MN-
NenTU4ecKUM cuHgpomom [14], KoTopblii Ae6TUPYET Ha
MepBOM roAy XU3HU y pebeHKa ¢ HOpMasbHbIM aHAMHE30M
1 NCUXOMOTOPHbIM pa3BuTMeM. B ge6t0Te npucTynbl Mo-
ryT 6bITb KOPOTKUMM M NPOLOSIKUTENbHBIMI, KaK MPaBMUIO,
hebpunbHO nposounpyembiMn [5, 7, 9]. B npeacTtaBnieH-
HOM HaMW Ccily4yae y NaunmeHTKN NpucTynbl 4e610TMpoBam
B 6 MeC Ha (DOHE rMnepTepMuu.

®ebpusibHble NPUCTYMbl BOZHUKAOT AaXKe NpU HeBbl-
COKOI TemnepaType, UMerT POKaNbHbIA XapakTep, B 0C-
HOBHOM 3TO aJibTEPHUPYHOLLNE TEMUKIIOHUYECKIME NMPUCTY-
Mbl C TpaHcdOpMauuei B anunentuydeckuin ctatyc [10].
CtaTycHoe Te4yeHMe HabMOAANOCh W Y HaLIElh NaLueHT-
Kn. COXpaHABLINECS NPUCTYNbl XapakTepnu3oBaauch no-
nMmMopu3mMom — bunatepasibHble TOHUKO-KIIOHNYECKMe
MPUCTYMbl, CEPUAHbIE MUOKJIOHUW, (DOKaSIbHbIE NPUCTYbI
C nocneaytoLwen BTOPUYHOW reHepannaaunein 1 pe3ancTeHT-
HOCTbt0 K A3[-Tepanun.
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HeBpooru4ecKkuH cTaTyCc 1 KOrHUTHUBHBIE
¢yukmmn / Neurological status and cognitive
functions

Mo paHubim E.[. Benoycosoi n ap., y nauymeHtos ¢ GJ
pa3BuBaETCA NUPammUHas HeA0CTaTO4HOCTb B BUAE rUnep-
pednekcuu, AN EY3HOA MbILLIEYHOW TMNOTOHWUM, MOTOP-
Has HENOBKOCTb, aTakcua [9]. Mocne 7 NeT NpucoeanHsI0T-
CSl 3KCTpanMpaMupaHble HapyLweHus (TMNOKWHE3Ns, TPeMop,
MOBbILIEHME MbILEYHOTO TOHYCA MO NACTUYECKOMY TUMY)
[5], B ny6epTaTHOM BO3paCTe BO3HUKAIOT OPTONeaMYeckmne
0CNTIOXHEeHNs (Kngockonnos, nnockoctonue) [6].

B Hawem cnyvae pebeHoK passuBancs Ao 1 roga co-
OTBETCTBEHHO BO3PaCTy, H4TO He NPOTMBOPEYUT LAHHbIM
nutepatypsl. Mocne 1 roga y nauneHTKN OTMEYEH HEBPO-
noruy4ecknin geduunt B BUAE rMNOTOHWUN, WATKOW NO-
XOOKW, 3aepXKn NCuxopeyeBoro pa3sutua. G MomeH-
Ta nosiBneHnsa B 1 rog 6 Mec 04aroBOM HEBPONOTMYECKON
CUMNTOMATUKK [eBOYKA nofy4yana Heo6XoauMbIn 06bEM
peabunnTaLnoHHOro Sie4eHNs C y4eTOM NOKa3aHuii n npo-
TMBONOKa3aHuin. K ToMy e yaanocb KynupoBaTb anunen-
TU4eckne npuctynbl. Mo HaWeMy MHEHUIO, 3TO Aano BO3-
MOXXHOCTb KOMMNEHCMPOBATb 3a[ePXKKY Pa3BUTMS.

Hdauneie DOI-uccaenosanmsia / EEG data

B npepctaenieHHoOM cnyyae y naumeHTku B 1 rog Ha 33l
perncTpupoBanach pernoHasibHas anunentTugopmHas ak-
TUBHOCTb, KOTOpPAs KOppenupoBana ¢ yXyaweHnem Kiu-
HU4YEeCKON KapTuHbl. Buaeo-33I-MOHNTOPUHT B BO3pacTe
8 neT JeMOHCTPNUPYeT BO3PACTHYIO HOPMY OCHOBHOMO PUT-
Ma 1 OTCYTCTBME 3NUIeNnTUGOPMHOI akTMBHOCTK. o nu-
TepaTypHbIM JaHHbIM, y nauuenToB ¢ G npu 33M-ucecnepno-
BaHWM ANArHOCTMPYIOT 3aMeeHne 0OCHOBHOM akTUBHOCTM
C JOMUHNPOBAHNEM TeTa-puTMa HacToToi 4-5 lu. B mex-
npuctynHom nepuoge B 70% cny4aes perncrpupyercs
AndpysHas n pernoHanbHas anunenTudopMmHas akTuB-
HOCTb C HapacTaHMeM BO BPEMS CHa, XxapakTepHa (poTo-
CEHCUTUBHOCTb [6].

Pucynox 1.
DnexTpoaHiedanorpamMma
natueHTky oT 2018 1. PernonanbHas
AMUIEITA(POPMHASA AKTUBHOCTD —
PAa3ps NOMUCIIANKOB B JIEBOH 33 JHE-
BUCOYHOU U TEMEHHO-LIEHTPAJIBHOM
30HAX aMIUIATYAOM 10 120 MKB

Figure 1. The patient’s
electroencephalogram dated 2018.
Regional epileptiform activity —
polyspike discharge in the left
posterior-temporal and parietal-
central zones, amplitude up

to 120 uv

Epilepsy and Paroxysmal Conditions



KnuHunyeckue cny4vaun / Case reports

Tepanusa 3MHJIENICHH IIPHU cUuHApoMe [Ipase /
Therapy of epilepsy in Dravet syndrome

Kak y>xxe 6bI10 OTMEYEHO, NPK FreHepPann30BaHHbIX CY-
JOPOXHbIX NPUCTYNax N reMUKOHBYNbCUAX C anbTepHN-
pytowien nokanusauuein npu CL adpdekTmBeH Tonmpamar,
KOTOPbIA HA3HA4YalT Ha4yMHas ¢ 12,5 Mr/cyT ¢ nocTeneH-
HbIM MOBbIWEHWEM A03bl MO 12,5 Mr B HeAento A0 A03bl
50-200 mr/cyT B 2 npuema [15].

B Hawem KNMHNYECKOM Cny4ae NonoXnUTeNbHbIA Pe3ynb-
TaT 0TMEYeH MMEHHO NpPW NpUMEHeHUn Tonupamara. Takxe
J1IeBOYKA NOMy4ana Banbnpoar, Ha )OHe KOTOPOro Habnaa-
NOCb yny4LWeHre N0 NPMCTYNam, HO Pa3BUIIMCH HEXenaTesb-
Hble sBfieHns. [IpoBeeHa NOCTeNeHHas 0TMeHa Banbnpoara
1 nepexoj Ha neseTupaueTam. B 6 net Ha hoHe gyoTepanium
A3MN (neseTupauetam u Tonupamar) 6biia 4OCTUTHYTA KNK-
HU4Yeckas pemuccns no npuctynam. K MOMeHTY HanmcaHms
CTaTbW PernucTpupoBanach NOAHas KNUHUKO-3N1EKTPO3HLE-
hanorpaduyeckas pemuccus, npum aTOM KJIMHUYecKas pe-
MUCCMA COXpaHaeTcs Ha npoTsxeHun 30 mec.
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SAK/IIOYEHHUE / CONCLUSION

MpeacTaBneHHbIN KNMHUYECKWIA Criyyaii AeMOHCTPUpPYeT
Lieneco06pa3HoOCTb HadHaveHusa nonutepanum ASMM npu G,
LIeSb KOTOPOI COCTONT B MAKCUMasbHO ObICTPOM AOCTUXKE-
HUM 1 NOJJIEPXXAHMN PEMUCCUN W, KAK CNeACTBUE, YNyulle-
HUM ncxoa 3a60neBaHNs, a TAKXKE B YMEHbLUEHUU CTEMEHN
BbIPAXXEHHOCTW KOFHUTUBHbIX HapyLeHUiA. [IpUMEHEHHbIe
peabunuTaLMoHHbIe METOAbI MOKa3ann CBOK 6e30NacCHOCTb
1 3 PEKTUBHOCTb.

[laHHbIi NpuMep A0Ka3biBaeT BOSMOXXHOCTb 6naronpu-
ATHOro ncxoda npu G B cnyvae ycnewHoro u 6bICTPOro
KYNUPOBAHNA 3MUNENTUYECKNX NPUCTYNOB, a TAKXe Mpu
NPOBEJEHNN PeabunUTALMOHHbIX N aBUNNTALUOHHbBIX Me-
ponpuATKIA, NPU KOMNAAEHTHOCTW MALNEHTA, ero 3aKoH-
HOro MPeacTaBUTENs M Bpava. 3TO CTaBUT MOA COMHEHUE
0IHO3HAYHOCTb HEBNAroNPUATHOrO UCX0A4A NpK TAaKOM na-
Tonoruu. Hawe HabnaeHne yHUKanbHO B CBOEM poOJe,
B MUPOBOV NUTEpaType BCTPEYaTCA eAMHNYHbIE CNyYan
NOAOGHOI0 TEYEHNS.
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