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Pesrome

Cunapom /paBe — pedkas TeHeTMdeck OOyCAOBJAeHHasl SINMAeNTHdecKas
sHIlepasOIIaTsI paHHEIO BO3pacTa, acCOLMMPOBaHHAsl IIPEMMYIIECTBEHHO C
mytrauysamMu reHa SCNI1A wu  Xapakrepusymomascsi —¢apMaKOPe3UCTEHTHBIMU
IPUCTYIIaMM M BBICOKMM PWCKOM KOTHUTUBHBIX U TIOBeJeHYeCKUX HapyIIeHNII.
ITpoBeseH peTpOCIIeKTUBHBIN aHAaAM3 7 HalMeHTOB (Bo3pacT 4-12 aeT) c reHeTH4eCcKn
IIOATBEP>XXAEHHBIM  AmarHo3oM. OIleHMBaAuch KAMHMYECKMe  XapaKTepVCTUKI
MPUCTYTIOB, YacTOTa CTATYCHBIX COCTOSIHMIL, 00BbeM aHTUBNUAENTUYECKON Teparnuu
(ADII), a Takke KOTHUTUBHBIII U IICUXOpeueBOll craryc. YeThlpe mHalneHTa C
TAXKEABIMU ayTUCTUYECKMMM HapyLIeHMsIMU AeMOHCTpupoBaayu 0ojee TsKeaoe
TeuyeHNe SIMAEIICUY, YacThle SIMAENTHYeCKe CTaTyChl M HeoDXOAMMOCTD
noantepanun (3—4 ADBII). Tpoe mnammeHToB 06e3 CHMIITOMOB PacCTpPONCTBa
ayTUCTIYECKOIO CIeKTpa I1oAydaan 2 IPOTUBOCYAOPOKHEIX IIperiapara, He IMeAN B
aHaMHe3e MacCCMBHOI HOAUTepalMM U XapaKTepu3OBaAMCh MeHee BbIpa’KeHHbIMU
IICUXOpEYeBBIMI  HapylleHMsMu.  PesdyapraThl  IOKazaAM  (PEHOTUIINIECKYIO
BapnabeAbHOCTL  cuMHApoMma  /Jpase UM [OAYepKUBAIOT  HeOOXOAUMOCTh
IIepCOHAAM3MPOBaHHOTO TepareBTNIeCKOTO 1 peadMANTalMIOHHOTO II0AX04a. JHaHIe
Pa3HOBMAHOCTHM HeIPOIICUX0AOTMIEeCKOTo ITpodnas cuaapoma Jpase HEOOXOAMMO He
TOABKO AAs Bpadell U poANTeAeli, HO U AAs COUMaAbBHBIX pabOTHIKOB, KOTOPBIE YacTO
CTaAKMBAIOTCS C TAKUMU A€TbMU

Karouesble caoBa: curgpom Apase, SCN1A, ¢apmakopesncTeHTHas! DINAEIICHS],
paccTpOIICTBO ayTUCTUYECKOIO CHeKTpa, SHMAENITUYeCKUII CTaTyc, IoAuTeparms,
colmaabHble PaDOTHUKIN.

OTHOCUTCSL K TpymHIre 2e010TOM B IepBhITi 104, ku3HN [1-2]. B 70-80% caydaes

BRIABAAIOTC MyTanium reHa SCN1A, nmpusoasiine K
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HapymeHno (PpyHKIUM HaTpMeBbIX KaHaaoB Navl.l u

aucbasaHcy — BO3Oy’KJalOmIMX M TOPMOS3HBIX
HelpOHaAbHBIX ceTeit [3-5].

Kannnyeckas KapTHHa XapaKTepu3yeTcs
MOAMMOP(QHEIMI  IpUcTynaMu:  (peOpuAbHBIE U
adpeOpuabHBIE reMIKAOHIYECKIe HIPUCTYIIEL,
reHepaAM30BaHHbBIe TOHMKO-KAOHMYECKNe IIPUCTYIIHI,
MMOKAOHMY, aTUIN4YHBIe abcaHCh, (OKaAbHBIE
HNPUCTYTBI [6-7].

3aboaeBaHne XapaKTepuU3yeTcsl BbIPa’kKeHHOI

(apMaKOpe3NCTEHTHOCTBIO 1 BBICOKMM  PUCKOM
KOTHUTUBHOTO perpecca [8]. Yacrora coIyTcTBYIOIINX

2. HPESQHTaHMSI KAMHNYEeCKMX czlyqaeB

IIpoBeaeH aHaAM3 cepuii KAMHUYECKUX CAydaes
13 7 mauueHTos (4 MaabunKa, 3 4eBOYKM) B BO3pacTe OT
4 a0 12 aer ¢ KAMHMYECKM U TeHETUYeCKU
MOATBEpP>KAEHHBIM AMAarHo3oM cuHapoma Jpase u ¢
roAtsep>xAeHHor myTanueit SCN1A.

Y Bcex maumMeHTOB 4eOIOT IIPUCTYIIOB OBlA B
BO3pacTe A0 12 Mecs1eB [4], IMeeTCs
¢apmakopesucreHTHas DIINAETICUS
(neddpdexrtuBHOCTD 22 Mo400paHHbIX
NnpoTuBoOdOUAenITHYecKx  Inpenapartos  (IIDIT));
HEeoOXOAUMOCTh HnoAuTepanun (3-4 INICINNE
noAtsep>xAeHHast MmyTanys SCN1A [3,6].

ITarieHTaM MPOBOAMANCE:

aAeKBaTHO

o aHaAM3 aHaMHe3a, KAMHUYEeCKMUII aHaAus3
MPUCTYTIOB ¥ 9acTOTa SIIMUAENTUYEeCKIX CTaTyCOB

. ouenka 99I-MOHUTOpPHHTa;

. HePOIICHX0A0TIecKoe 00ceJ0BaHIE;

Tabauya 1 — OcHosHas xapaxmepucmuka nayueHmos

pacctporicts aytuctmdeckoro crnekrpa (PAC) mopwm
cuHapome Apase gocturaetr 40-60% [9]. Penorumn
3ab0seBaHMsI OCTaeTcs BapuabeAbHBIM, BKAIOYas
PpasAMYHYIO CTelleHb KOTHUTUBHBIX HapyIIeHMI U
yacroe couetanue ¢ PAC [§,10].

Lleas MCCAEAOBAHNS: IPOaHaAN3NPOBATh
KAVHIYECKIe U HeIIPOIICUX0A0TIeCK/ie OCOOeHHOCTHU
ceMM MAIVEHTOB C CMHAPOMOM /paBse B 3aBUCUMOCTHU
OT BBIPaXKEHHOCTU PacCTPONCTB  ayTUCTUYECKOTO

CIIeKTpa, YacTOTHI IIPUCTYIIOB u obneMa
IIPOTUBOBIINAEIITUIECKOI TepaIni.
. AVIAaTHOCTMKA PAC o DSM-5 C

JCII0/Ab30BaHMEM CTaHAAPTU3MPOBAHHBIX IITKaA.

. aHaam3  oObeMa
Teparmmn.

Y Bcex 7 manumeHToB AeDi0T 3aboaeBaHms
npomusomea B Bo3pacte 5-8  MecdAles, 4TO
COOTBETCTBYeT TUIIMYHOMY BO3pacTy MaHUpecTarum
cunapoma Apase. HauaasubsimMu 65141 peOpuabHbIe
reMIKJAOHIYECKIe MAU TeHepalM30BaHHbBIE TOHUKO-
KAOHMYECKIIE IIPVICTYIIEL. B AaAbHEeNIIeM
cpopMUpPOBaANICH nmoAuMop¢HbIe IIPVCTYIIBL:
MIOK/AOHMYIECKIEe, aTUIIMIHBIe aOcaHCHl, (POKAAbHBEIE
HPUCTYIIBI C BTOPUYHON TreHepaAm3auyent. Aas
AEMOHCTpallUM  KAMHUYIECKIX
nanyenTos ¢ PAC B 11.aaHe TS>KeCTU TeUeH s, HaANdIist
SINAENTNYECKNX CTaTyCOB ¥ ICHXOPeYeBoro craryca,
MBI pellnAu pa3AeAuTh IIallIeHTOB Ha ABe IPYIIIL C
PAC u 6e3 (Tabauma 1).

QHTUSINAEIITUYECKON

IPOsIBACHUM y

ITokasaTeab I'pynma 1 (n=4) I'pynma 2 (n=3)
PAC Tsxeaas popma OrtcyTcTByeT
Koanuecrso ADIT 2
OnnaenTrdecKye CTaTycChl Yacrsie PeK1e/OTCyTCTBYIOT

IIcuxopeuesoii craTyc

BripaskenHsle HapyLIeHus

Herpy0as 3agep>kka peun

IlepBas rpynma geteit (n=4) XapakTepusopaaach

TeM, qTo y HIX Onlaa BBICOKasI JacCcToTa

reHepaAM30BaHHBIX  IPUCTYHOB  (eXXeHeleAbHO);
yacTble IIOBTOPHBIE SINAENTHYEeCKMe CTaTychl B
aHaMHe3e, y O4HOIO U3 HMX A0 5 4acoB); 9TU AeTu
npunnmaan 3—-4 ADIl ogHOBpeMeHHO, B aHaMHe3e y
TaKMX JeTell OTMedacs IpueM 00ABIIOTro KOAMdecTsa
npotusocyaopoxubix mpenapartos (IICIT). Iloaobnoe
TeueHue COOTBETCTBYeT OIMCaHHBIM
He0AaronpuATHBIM IIPOTHOCTMYECKUM (paKTopaM IIpu
SCN1A-ntosautuBHOM cuHApOMe Jpase.

Bropas rpynma geteit (n=3) uMean MeHee YacThble

HNPUCTYILI-OAMH pa3 B 3-4 Mecslla, HO OHM TaKXe

XapaKTepu30BaAMCh CTaTyCHBIM TedyeHMeM — Ao 40
MuHYT. Jetn stoii rpynnsl npuHmmaau IICIL B
aHaMHe3e OTCYTCTBOBaA IpyeM 0O0ABIIOTO KOANJecTBa
cMmeHsAeMbIx ADI.

obpazoM,
IIpOsIBAEHMS SIUAEIICHMU BO BTOPOI TIpyIme Obla

Takum TsAKeCTb KAMHNYECKOTIO

TSKeee.
Jazee  OBLAO  IPOBEAEHO  TeCTUpPOBaHME
HePOIICMX0AOTMIEeCKOro  craryca.  PesyabraTni

TeCTMPOBaHII ITOKa3aao B rpymie 1 mpossaenus PAC
TsKeAOIl CTeIIeH) B BUAe:
*  BBIPa’KEHHOTO

debunura  COIMAABHOTO

B3aIMOAEMCTBIA;
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®*  OrpaHMYEHHOTO 3PUTEABHOIO KOHTAKTa;

®*  CTepeOTUIIHBIX (POPM IIOBEAEHIL;

*  BBIPaXKEHHO!l 3aJep>KKU VAU OTCYTCTBULL
¢pazosoit peun.

Y AByX manmeHTOB Habai04ajdach yMepeHHas
MHTe/AAeKTyaAbHas HeAOCTaTOYHOCTb.

3. O0Ocyxaenmne

IToayyennsie AaHHbIE IIOATBEPXKAAIOT
¢eHOTHUIIIMYECKYIO IeTepOreHHOCTh cuHApoMa Jpase.
HecmoTpss Ha eaAMHBINT TeHeTHMYECKUII MeXaHU3M
(SCN1A-acconmmpopaHHasi KaHaAOIaTU:) TIXKeCTb
KAVHUYECKUX MPOIBACHUV U HEMPOKOTHUTUBHDINI
1ICXOJ, CyIIIeCTBeHHO BapbUpOBaa.

KoruntusHble u mnoBegeHYecKue HapyLIeHUs
9HIlea10I1aTIIeCKOTO
¢enorumna cuagpoma Apase [8-10].

ITareHTHI € 60€€e YaCTBIMU SINAEIITUIECKIMU
MPUCTyTIIaMU U PacIIMpeHHON ToAuTepaImei uMmean
0o0.€ee BbIpa>keHHBIe ayTUCTUIeCcKe U IICUXopedeBbie
HapylleHus, 4YTO COrdacyercss C JaHHBIMU O
He0AaronpUATHOM BAVMSHUM BBICOKOV CyA0pPO>KHOI
Harpy3kyu ¥ CTaTyCcOB Ha KOTHUTMBHBIN IIPOTHO3 [3-
5,8].

B mpoTmBOIIOAOKHOCTL HTOMY, MaljMeHTH Oe3
npossaenniit PAC:

* I0AyYaau OTPaHMYEHHYIO Tepanuioo (2
Ipernapara);

* He MMeAM B aHaMHe3e MaCCUBHOJ CMEHbI

OIIVICaHBbI KakK qacCTb

IIPpOTUBOCYAOPO>KHBIX CXEM;

] Ioxasaau 0oaee 0AaronpUATHBIN
HeJPOIICUXOAOTMIECKUI HpO(l)I/IAb.
BoamoskHo, HaaAu4due IalieHTOB C

OTHOCUTEABHO COXpaHHBIM KOTHUTMBHBIM CTaTyCOM
YKa3bIBae€T Ha BAVIHNIE AOIIOAHUTEABHBIX (baKTOpOB:

5. BeIBOABI

Tsoxecty drmaerncumn l'IpI/I CI/IHApOMe ﬂ,paBe
KoppeAaupyeT c BBIPaskKeHHOCTBIO
HEeIPOIICHXOAOTUIECKOTO Aedunura. Aas
Hpe,ﬂ,pre)K,Zl,eHI/I}I HeﬁpOHCI/IXOAOI’I/I‘IeCKOFO

Jebumura HeoOXoAuMa: paHHSA arpeccuBHasl, HO
panuoHaAbHas Tepanus; npoduiakTuKa
SIUAENTUIECKUX CTaTyCOB; pPaHHSIA AMAarHOCTHKa
npossaeHnit PAC; MyAbTUAMCIIUIIAMHAPHBIN II0AXO0Z,
K Ha0AI0A€HUIO 3a IallieHTaMI ¢ CUHAPOMOM /Jpase.

3uaHne Pa3HOBUAHOCTH
HeIPOIICIX0A0TUYECKOTo mpoduasa cuaipoma Jpase
HeoOXOAMIMO He TOABKO AAsl Bpadell U poauTeael, HO

Bo BTOPOI rpyIie

MHTeAAeKTyaAbHble HapyIIeHMs OTCyTCTBOBaAM AMOO

BbpIpa’keHHbIE

OTMeyaACs TIOTPAHMYHBIN  MHTEAAeKT, MMeAach
HerpyOas 3ajgep>kKa peuyeBOoro pasBUTHUA  IIpU
COXpaHHOJ  COIIMaAbHOV  3aMHTEpPeCcOBaHHOCTM.
ITanmeHTsl CcoOXpaHsIAM O0Oy4aeMOCTh B YCAOBUAX

KOPPEKLIVMIOHHOM MOAAEPKKMU.

e Tun Mmytanuu (loss-of-function vs. MycceHc-
MyTallin);

. OIITUMM3ALIIAS Tepanuu C
MeXAyHapOJAHBIX pekoMeHanmii [8,11,12];

. OTCYTCTBUE HaTPUIT-010KUPYIOIIIX
IIperapaToB Ha paHHIUX DTarlax;

. reHeT4ecKue 17§
MOAU(UKATOPEL.

Baxxno ormeruts, uto mpossaennst PAC mpu
cuHapoMe /paBe MOTYT OBITL OOYyCAOBAEHBI ABYM:
OCHOBHBIMI (paKTOpaMm. DBo-mepBbIX, OHM MOIYT
SIBASITHCS YaCThIO TeHeTMYECKOro ¢dpenoTumna
3a002€BaHIL. I'enetnueckas BapnabeAbHOCTD
myTtanuii B reHe SCN1A 1 pazandHble TUITBI MyTall Vi
MOIYT OIpejeAsTbh CTelleHb (PeHOTUIINIECKO
BBIPa’KeHHOCTI u TSIKECTh KAVHUYECKIX
npossaeHuit. Bo-sroprix, PAC Moxer umeTh
BTOPMYHBIN XapaKTep:

- JacTple SMNIAeNTHYeCK)e CTaTyChl CITOCOOHBI
Cr10coOCTBOBaTh (POPMMPOBAHUIO BDIMAETITUIECKO

y4eTom

DIINTEeHeTn4YeCKue

sHIIe(al0maTnm;

-AAUTeAbHas HOAUTEPAIIUS
IPOTUBOSINAEIITUYECKMY IIperapataMyl  MOXET
OKa3blBaTh  IIOTEHIIMAABHOE  HEPOTOKCHYECKOe
Bo3gerictue. HecMoTps Ha moabop Tepammm c
y4eToM npoduas Ge3orracHOCTH,

MHOTIOKOMIIOHEHTHOe Je4YeHle MOXXeT BAMATb Ha
KOTHUTMBHOE pa3BUTHE.

U AAd COLMAABHBIX pPabOTHMKOB, KOTOpBEIE 4YacTO
CTaZKUBAIOTCS C TAKUMU A€TbMIL.

Kongankrt nmarepecos. OTcyTcTBre KOHPANKTA
MHTEpPecoB.

Bkaaa  aBTOpoB. Bce  aBTOpHI  BHeEcAM
CyIIIeCTBEHHBIII BKAaJ B IIOATOTOBKY CTaTbhl, IIPUHAAN
yyacTue B OOCYXAeHUM pPe3yAbTaToB, O0JA00puan
OKOHYaTeAbHYIO BepCUIO PYKOIIMCU M COTAaCHBI HECTU
OTBETCTBEHHOCTb 3a BCE aCIeKTHl pabOTHI.

®unancuposanne. Her.

IIpumenenne WMNU. Ilpu moAroTroBke AaHHOI
pykonucu VI He npuMensiacs.
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Tyiingeme

JpaBe CMHAPOMBI — CUPEK Ke3AeCeTiH, reHeTUKaAbIK TYPFblAaH TybIHAaFaH, epTe >KacTarbl SIMAEIICUAABIK
sHlepasonatua. Oa Herisinen SCN1A reniniH MyTanmsiapbIMeH OaiflaHBICTH >KoHe (PapMaKOpPe3MCTeHTTI
yCTaMasZapMeH, COHJAali-aK KOTHMUTMBTI >KoHe MiHe3-KYABIK Oy3BLABICTapPBIHBIH >KOFaphl KayIliMeH cHUIIaTTadasbl.
leneTnkaablk TYpFblgaH pacTaAfaH AMarHo3bl Oap 7 HayKacTbhlH (Kachl 4-12 >kac) >Xaraalibl peTpOCIeKTUBTI Typae
3epTreai. DNUACNICUAABIK yCTaMadapAblH KAMHMKaABIK CUIIaTTamMadaphbl, CTaTyC >KaFAailAapbIHBIH >KMiAiri,
aHTUBIINAENTUKAABIK TepanusaHblH (ADT) xeaemi, coHAali-aK KOTHUTHUBTIK >KoHe IICMXMKaABIK >KoHe celiaey-Tia
cTaTychl OaradaHAbl. AYTU3MHIH aybIp Oy3blayaapsl Oap 4 HayKacTa SINMAEINCHSHBIH ayblp aFbIMBI, SIIMAETICUAABIK
cTaTyC >KaF/JaiidapbIHbIH KUiAiriH KOPCeTTi JKoHe oAap YIIiH noautepanuaHbiy (3-4 ADT) kaxeTTiairi OanKaaabl.
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AyTnsM crieKTp OY3BIABICEI CMMIITOMAApbI JKOK 3 HayKac eKi KYpBICyFa Kapchl IpemnapaTr Kabnlagaanl. Oaapably
aHaMHe3iHJe ayKbIMABI HoAuTepanms 0OoaMa/bl >KoHe a3 FaHa MeAlllepAeri IICUXMKaAbK >KoHe celiley-Tia
OysblabicTapsl Oap. Hotiskeaep Jpase cHAPOMBIHBIH (PEHOTUIITIK KONTYPAiAiriH KOPCeTTi KoHe JKeKeleHAipiareH
TepanuAAbIK >KoHe OHAATy ToCiAJepiHiH KakeT eKeHAIriH ailKplH KepceTTi. /paBe CHHAPOMBIHBIH
HEePOIICUXOAOTHSABIK TpopuUAiHiH TypAepiH Oiay Tek Aopirepaep MeH aTa-aHaJap YILUiH FaHa eMec, COHBIMEH KaTap
MyHJal OazalapMeH X1i Ke34eCeTiH 91eyMeTTiK KbI3MeTKepAep YILUiH Ae KaKeT.

Tynin cesaep: Jdpase cunapomsl, SCN1A, aopire TesiMai smmaericus, ayTU3M CIEKTpiHiH Oy3BIAYEL
SHIACTICUSABIK CTATyC, ITIOAUTEpaIusl, d9A€yMeTTiK KbI3MeTKepAaep.

Dravet Syndrome: Analysis of 7 Clinical Cases of Drug-Resistant Epilepsy with Different
Neuropsychological Profiles
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Abstract

Dravet syndrome is a rare, genetically determined epileptic encephalopathy of infancy, associated
predominantly with mutations in the SCN1A gene and characterized by drug-resistant seizures and a high risk of
cognitive and behavioral impairment. A retrospective analysis of 7 patients (aged 4-12 years) with a genetically
confirmed diagnosis was conducted. The clinical characteristics of seizures, the frequency of status epilepticus, the
amount of antiepileptic therapy (AED), and cognitive and psychoverbal status were assessed. Four patients with
severe autistic disorders demonstrated a more severe course of epilepsy, frequent status epilepticus, and the need for
polytherapy (3—4 AEDs). Three patients without ASD symptoms received 2 anticonvulsants, had no history of massive
polytherapy, and were characterized by less pronounced psychoverbal impairments. The results showed phenotypic
variability in Dravet syndrome and highlight the need for a personalized therapeutic and rehabilitation approach.
Knowledge of the neuropsychological profile of Dravet syndrome is essential not only for doctors and parents, but
also for social workers who often encounter such children.

Keywords: Dravet syndrome, SCN1A, drug-resistant epilepsy, autism spectrum disorder, status epilepticus,
polytherapy, social workers.

https://doi.org/10.53498/20zrn148


https://orcid.org/0009-0002-8004-3934
https://orcid.org/0009-0006-1457-9609
https://orcid.org/0000-0001-5095-5719
mailto:raushankenb@mail.ru
mailto:mukha9993@gmail.com
mailto:altinay_elubaeva@mail.ru

