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BBepeHue. Npobnemarika BpoXAEHHbIX LepebpanbHbix napanuyeit (LiM) akTyanbHa U3-3a orpaHUYEHHbIX BO3MOXKHOCTEN
BOCCTAHOBMWTENbHOTO NIEYEHMUs U COLMANbHOM afanTalumu Takux nauMeHToB. [eHETUYeCKME acnekTbl natoreHesa 3abone-
BaHMA aKTUBHO u3yyatoTca. Yacro LM conpoBoxpatoTcs anunencuei, KOTOpPOW CBOMCTBEHHA pedpakTepHOCTb.

Llenb nccnepoBaHua — npoBefieHMe aHanM3a KNMHUYECKUX, TeHETUYECKUX U HEPOBM3YaNN3aLMOHHbIX aCNEKTOB AaHHOIA
naronoruum y naumenTos ¢ L.

Marepuanbi u metoabl. B uccnepgosanue BkaoyeHo 136 nauymnentos c L. leHeTuyeckne nccnegoBaHnus npoBoAMANCH
Ha maTtepuane BeHo3Hoi KpoBu meTogamun NGS u Tpuo no Canrepy. Pacnpegenenune reHoB NpoM3BOLMAOCH MO rpynnam
AETEPMUHAHT.

Pesynbtatbl. Y 136 nauneHToB BbifBAeH 91 ciyyai naToreHHbIX BAPUAHTOB HYKNEOTUAHOMN NOCNE0BATENbHOCTH B FeHax.
Hanbonbluee 4ncno NaToreHHbIX BApMaHTOB B reHax Obl10 0OHApYKeHO B AeTepMUHAHTHBIX rpynnax CS (perynauus obpa-
30BaHUA U BYHKLMOHMPOBaHHUA uutockeneta), ENM (perynauus Bo3dyaumocTu HelipoHanbHoit MemGpaHsl), CMTR (ynpas-
neHue MoaMdUKaLuMAMU XPOMATMHa, NpoLeccaMu TpaHCKpUnuuu 1 penaukauuu), NTS (perynsuus oOmeHa Heilpomeama-
TOPOB W (YHKLMOHMPOBAHUA CUHANCOB). PacnpeaeneHne reHoB No CTENEHU MOTOPHOTO AeduumuTa b0 CneuudUUHbIM:
BO BCEX rpynnax, Kpome reHos kaHanonatuit (ENM), kaxgoit cteneHu MoTopHoro geduLnTa COOTBETCTBOBANIN ONpeaeneH-
Hble reHbl. B rpynne ENM Takas cneunduyHocTb Nposeasnach nuwb otyactu. Haubonblee Yncno ciydyaes aHomanui
CTPOEHMSA TOJIOBHOTO MO3ra Obino BbisiBNeHO B rpynnax CMTR (ynpaBneHue MopucbuKaLMAMU XpOMaTUHA, NpoLeccamm
TpaHcKpunumu u penaukauum), CS (perynauus obpasosaHus U QYHKLUOHUPOBaHUA uuToCKeneTa) u ENM (perynauus
B036YAMMOCTH HelipoHanbHOM MembpaHbl). Haubonblueil pe3ucTeHTHOCTbIO 3nunencum otinyanack rpynna RMF (peryns-
uMs GYHKLMI MUTOXOHAPUANbHOTO annapata). B cayyasax u3 rpynnbl ¢ reHamu kaHanonatuu (ENM) anunentuyeckuit
npouecc 6611 He caMbiM pedpaKkTepHbIM.

BbiBopabl. o Bknagy B narorexes LM ¢ anunencueit gonyctumo pacnpefeneHue AeTepMUHAHT Ha obecnedyeHne Bo36yau-
MOCTU 1 npoBoAuMOcTH HepBHOW TkaHu (ENM u NTS), perynauuio npoueccos HeitpooHToreHesa (NOG u CMTR) v npepo-
npegenexne GpepMeHTaTUBHbIX Ae(EKTOB, NPUBOAALMX K 6one3HaM HakonneHus (GSD). letepmuHanTa ENM oTBeTcTBEH-
Ha Kak 3a (hopMMpOBaHME MOTOPHOTO fiednLMTa, TaK U 3a POPMUPOBAHME INUIENTUYECKOTO npolecca. pu 3Tom BauAHWe
€e Ha MOTOpHBIK aeduuuT HecneunduyHo, a cTeneHb pedpakTePHOCTU INUNENTUYECKOTO NpoLecca B 60/bluei cTeneHu
onpepensieT leTepMUHaHTa perynaunu GyHKLMU MUTOXOHAPUANbHOTO annapara.
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Background. The problem of congenital cerebral palsy (CP) is relevant due to the limited complexity of habilitation
and social adaptation of such patients. The genetic aspects of the pathogenesis of the disease are being actively studied.
CPis often accompanied by epilepsy, which is characterized by refractoriness.

Aim. To analyze the clinical, genetic and neuroimaging aspects of this pathology in CP patients.

Materials and methods. The study included 136 patients with CP. Genetic studies were carried out on venous blood
material using NGS and Sanger trio methods. The distribution of genes into groups of determinants was carried out.
Results. In 136 patients, 91 genes with pathogenic variants were found. There were more of them in the determinant
groups CS (requlation of cytoskeleton formation and functioning), ENM (regulation of neuronal membrane excitability),
CMTR (control of chromatin modifications, transcription and replication processes), NTS (regulation of neurotransmit-
ter metabolism and synapse functioning). The distribution of genes according to the degree of motor deficiency
was specific: in all groups, except for canalopathy genes (ENM): certain genes corresponded to each degree of motor
deficiency. This specificity was less pronounced in the ENM group. The largest number of cases of abnormalities in the
structure of the brain was in the CMTR (control of chromatin modifications, transcription and replication processes), CS
(requlation of the formation and functioning of the cytoskeleton) and ENM (regulation of the excitability of the neuro-
nal membrane) groups. The RMF group (regulation of the functions of the mitochondrial apparatus) was characterized
by the highest resistance to epilepsy. In cases from the group with the canalopathy genes (ENM), the epileptic process
was not the most refractory.

Conclusions. According to the contribution to the pathogenesis of CP with epilepsy, the distribution of determinants for
the provision of excitability and conduction of the nervous tissue (ENM and NTS), the regulation of neuroontogenesis
processes (NOG and CMTR), and the predetermination of enzymatic defects leading to storage diseases (GSD) are permis-
sible. The determinant ENM is responsible for both the formation of motor deficits and the formation of the epileptic pro-
cess. At the same time, its influence on motor deficit is nonspecific, and the degree of refractoriness of the epileptic
process largely determines the determinant of mitochondrial function regulation.

Keywords: congenital cerebral palsy, epilepsy, refractoriness, genes, determinations
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BBepeHue

IIpoGrema riepedpansHoro napanuya (LLIT) e Tepsier
CBOeH aKTyaTbHOCTH. [IpMYrMHa COCTOUT B BRIPAXKECHHOCTH
IBUTATEJIBHBIX U IICUXWUYECKUX PACCTPOMCTB, a TaKXkKe
B OTCYTCTBUM (KaK MUHUMYM) TEHAEHLIMA K CHIKEHUIO 3a-
o6oneBaeMoctu. B ¢penorurte LI nBuraTebHbIe 1 KOTHUTHB-
HbIe HApyLIEHMS YaCTO COUETAIOTCs C anwiencuei [1].

TpanuLIMOHHO MPUYMHAMU pa3BUTHUS 3a00JIeBaHUS
CUNTAIOTCSI TUIIOKCUSI-UIIEMUsI, THTOKCUKAIIUS MaTepu
U 1JI01a, a TaKXe pogosas TpaBMa. OmnHako okoio 30 %
ciygaeB L1 ¢ snuencueit Helb3st 00bSICHUTD BIUSTHUEM
9THX (hakTOopoB. [ToaTOMY B IoC/IefHIE TOIBI MHTEHCUBHO
MPOBOAATCS TeHEeTUUeCKe nuccaenoBanud [27].

Yucno reHOB, CBSI3aHHBIX ¢ pa3ButreM (peHotua LIT,
IIOCTOSTHHO PacTeT. Y:Ke NeJIaIuCh ITOMBITKA KiacCuhpu-
LIMPOBATh 3TH T€HBI B COOTBETCTBUM C OIpPEAEISIEMbIM
¢depMeHTOM 1 Tpo1ieccoM (QYHKIIMOHUPOBAHUS KIICTKH.
G. McMichael 1 coaBT. uAeHTUGUIMPOBATIA TaK1UE Ha-
MIpaBJICHUS ICHCTBUS aCCOLIMMUPOBAHHBIX TeHOB, KaK Ha-
BUTALIMS ITO aKCOHAM, YYaCTHEe BO BHYTPUCHHANITUIECKIX
B3aUMOJIEAICTBUSIX OEJIKOB U y4acTHe B CUHAIITUUYECKOM
nepeaaue [17].

VY nanuenTtoB ¢ LIT HabGmomaoTCs IpakTUYECKU BCe
TUIIBI STAJICITUYCCKIX IIPHUCTYIIOB, IIPUYeM HauboJee Ja-
CTO — CJIOXKHBIC TTapLIAIbHbIC M BTOPUIHO-TeHEePaTM30BaH-
Hele. YacTo BcTpeuaroTcst cuHapoMbl Becta u JleHHOKca—
lTacro [9, 10]. DnumenTUdeckKue IPHUCTYIBI y TaKHUX
MMalIMEeHTOB MMEIOT TEHACHIIMIO K 0ojiee paHHEMY Havaly 1
4yacTo NMosIBsoTCs y Aereit ¢ LITT 1 yMCTBEHHOM OTCTANIOCThIO.
Kak npaBuio, oHU ITPOTEKAIOT TEM TsiXKeliee, YeM 0oJiee Bbl-
pakeH HEBPOJIOTMYECKUIT M MEHTAIbHBIN aeduimT [21].

Brtenicus y 00JIbHBIX ¢ BRIPaXKCHHBIMU BPOXKICH-
HBIMU TTOPAXKEHUSIMH TOJIOBHOTO MO3Ta 9acTO YKJIaIbIBa-
eTCs B KAPTUHY YK€ OIMCAHHBIX HO30JIOTUIECKUX (PopM,
TeM HE MEHEee IIEPBUIHOCTD WJIM BTOPUIHOCTD SITWIICTITH -
yeckoro Ipouecca Ipu BpoxaeHHbIX LI mo HacTosiee
BpeMsI aKTUBHO TUCKyTUpYyeTcH [8].

B mocneqame romp! reHeTrdecKast SIMAICTICHS M3YJaeTCs
0COOEHHO MHTEHCHUBHO [3, 6,7, 11, 12, 15]. Ocoboe BHUMaHME
yAeJISIeTCST SIIISTICUH, BRI3BAHHOM HapyIlleHHeM BO30YIu-
MOCTU HeMpOHAIbHOM MeMOpaHbl BCIEACTBIE KAHATIOMNATUIA
[19, 21, 30]. lyist 3TOM ITATOJIOTUH XapaKTepHBI (hapMaKope-
3WCTEHTHOCTD U BBICOKASI CTEIIEHb ITOTPEOHOCTH B ITOJIAIIPA-
IMa3uy aHTUKOHBYJIbcaHTamu [17, 19, 26, 27, 30].
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Ieapio HacTosIICH padOTBI OBLIO M3YUYCHUE TEHETH -
YeCcKUX aHOMaIMil y MalueHTOB ¢ BpoxaeHHbIMU L1I1,
CTpaJalolIuX SMWICICUECH.

JLJ1st TOCTM>KeHMSI 11e/Iv ObLIY ITOCTaBJICHBI CIISAYIOIIE
3a1a4u:

1. I[IpoaHanmn3npoBaTh CIIEKTP TEHETUYECKIX aHOMAJIHMI
C UCIOJb30BaHMEM KIACCU(PUKAIUU I10 IPU3HAKY
JIETePMUHAHTBHI.

2. BBISIBUTH 3aKOHOMEPHOCTH PaCIIpeaeICHUS IeTePMU-
HaHT (¥ TeHOB) B 3aBUCHMOCTH OT (peHOTHUIIA 3a00J1e-
BaHUSI.

3. BeIIBUTH 3aKOHOMEPHOCTH pacIIpee/ICHIS IeTePMU-
HaHT (M TE€HOB) B 3aBUCHMOCTH OT KIMHUYECKUX
MIPOSIBJICHUI SIMIICITUIECKOTO IIpoliecca.

Martepuanbl u metogbl

Ilon HaGmoneHeM Haxomwiuch 373 manuenta ¢ LIT1
M 3IIericueil B Bo3pacte oT 1 no 17 netr. [eHetnueckme
MyTaiyu ObUtn noaTBepxaeHb MeTonoM NGS'y 136 (36,5 %)
TMaIeHTOB, cpeay HUX 84 (61,8 %) manpumka u 52 (38,2 %)
neBouky. OOpanaer Ha ceOsa BHUMaHNWE 3HAYMTEJIbHOE
npeobnagaHue MaabuyukoB. B Bo3pacre 1—3 roga ObLI10
ob6cemoBaHo 18 merei (ManbuukoB — 10, meBouek — §),
4—5 ner — 28 mereil (ManbumMKoOB — 17, meBouek — 11),
6—8 et — 41 pebeHOK (MaNbYUKOB — 28, neBoueK — 13),
9—14 net — 32 pebeHKa (MaTbYMKOB — 18, meBouek — 14),
15—17 ner — 17 peteii (ManpyvkoB — 11, neBoyek — 6).

BbisiBIeHBI 3 rpyMiibl SMMWIENTUYECKUX CUHIPOMOB:
(oxanpHas ctpykrypHas stnerncus (PCD) — 37 (27,2 %)
MAaLUEHTOB, (DOKAIbHAS SITWICTICHS IETCTBA CO CTPYKTYPHbI-
MU U3MEHEHUSIMU B MO3Te 1 I0OPOKAYeCTBEHHBIMU SITHJIEII-
T(hOPMHBIMU MATTEPHAMU JETCTBA Ha 3JIEKTPO3HIIE(DaIo-
rpamme (DBI) (OOACUM-ADIIA) — 41 (30,1 %),
smienTrudeckue sHiedanonatuu (99) — 58 (42,7 %) neteii.
Co cnactuueckum LIIT 6pu1m 55 (40,4 %) neteit, ¢ AMCKUHE-
TUYECKOI 1 ruIepKuHeTr4Yeckoi popmamu — 31 (22,8 %),
¢ atakcueit u runnoronueit — 50 (36,8 %) (kinaccuduxanms
LIIT, C.P. Panteliadis u P. Korinthenberg, 2005).

INalLyeHTBI IIPOXOIMIIY IUIAHOBOE 00C/IeI0BAHIUE, BKITIO-
yarolliee OLEHKY HEBPOJIOIMYECKOro CTaTyca; CTeIeHb Hapy-
LIEHUS [JI00AIbHBIX ABUTATEIbHBIX (DYHKILIMI OLIEHUBAIACH
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o mkaige GMFSC (Gross Motor Function Classification
System). InarHoCTHKa TUIOB SMIICITUYECKUX IIPYCTYTIOB,
opM SMIITETICUY U SITWICITHYECKIX CHHIPOMOB OCHOBBI-
BaJIach Ha KJIACCU(DUKALIMK 3IEKTPOKIMHINYECKIX CHHIPO-
MOB U IpyTuX (POpM SIMIICTICUY, TIPeACTaBIeHHOM MexXmy-
HapomHo#l mpotuBosnmiIenTudeckoir auroin (ILAE),
OIepalMoOHHOM Ktaccudukany TUIoB npuctyros 2017 T
U Kiaccudpukanuuy srmtercuii 2017 r.

Bcem marmeHTaM poOBOIMIMCH BUACOJIEKTPOIHIIE(hA-
Jorpadmdeckuii MoHuTOprHT (BOM) (BKITIOUast BUIEOMOHM-
TopuHT DDI" CHA) ¥ MAarHUTHO-PE30HAHCHAST TOMOTrpadust
TOJIOBHOTO MO3ra. DJIeKTposHIIeaorpadpuaeckuie ucciaeao-
BaHMs1 BbINOJHeHb! Ha DOTA-21/26 «OHLIEDATIAH-131-03»
11-i1 mopucdukauuu (000 «Meaukom MT/», Poccust),
«Heitpockor 6.1.508» («buoma», Poccust).

[laToreHHble BapMaHTHl HYKJICOTHIHOM IOCIEIOBa-
TenbHOCTH TToaTBepKaeHbI MeTogaMu NGS 1 tpuo 1o CaH-
repy y mpob6aHzaa 1 ero o6monorudeckux poaureneit. Mctou-
HUKOM MaTepHayia Obljla BEHO3Hasl KPOBb MHAIIMCHTOB.
Breigenenue JHK npoBoauim ¢ ncrnojib3oBaHMeM Habopa
peareHToB QIAGEN (CIIIA) B COOTBETCTBUU C ITPOTOKOIOM
IMPOM3BOAMTEIISA. MaccoBoe NapaieIbHOe CEKBEHUPOBAHIE
BBITIOJIHSUT C UCITOJIb30BaHMEM cekBeHaTopa Illumina
NextSeq500. O6paboTKy JaHHBIX IPOBOIMIIN T1I0 3araTeH-
TOBAaHHOMY aJIFCOPUTMY, KOTOPBIi BKIIIOYaeT BRIPABHUBAHIE
I10 3TAJIOHHOH ITOC/IeI0BATEIbHOCTH, IIOM0OPKY X aHHOTA-
1Mo BapuaHToB. OnpeneneHre KIIMHUTIECKOI 3HAUNMOCTH
BapUaHTOB BHITIONHSIIN C YYETOM peKoMeHmanmii «Pyko-
BOJICTBA IO MHTEPIIPETAIINN TAHHBIX IIOCJIEIOBATEIEHOCTH
JIHK uenoBeka, momydeHHbIX METOIaM1 MaCCOBOTO Iapai-
JIEJILHOTO cekBeHnpoBaHus (penakivs 2018 1., Bepcus 2)»
U COOTBETCTBUS (DeHOTHIIA MTAIIMEHTA IIPU3HaKaM 3a0071e-
BaHUsI, CBSI3aHHOTIO C T€HOM, B KOTOPOM ObLT OOHapyKeH
MaTOTeHHBIN BapUAHT.

[enb1, maroreHHbBIE BApUAHTHI B KOTOPHIX OBUIH BBISIB-
JICHBI B IIpoIecce 00CIenOBaHUsI, PACIIPEIeIsUIUCh I10
IPyIIiaM B COOTBETCTBUU C ACTEPMUHUPYEMBIMH TTPA3HA-
Kam# (Tabm. 1).

I[naBHBIM KpuUTEpueM OTHECEHUS K TOW WM MHOH
rpymnmne ObI OCHOBHOW AEeTepMUHUPYEMbBIN IPU3HAK.
[pu HaMMYIMKM HECKOJIBKIX IeTEPMUHUPYEMBIX IIPU3HAKOB

Ta6auua 1. Ipynnuposka eenoe no npunyuny demepmuHupyemvix QyHKyuil

Table 1. Grouping of genes according to the principle of determinants

Determinable features

Peryisiius mporeccoB, pacCTPOMRCTBO KOTOPBIX MPUBOAUT K (POPMHUPOBAHUIO 6OJIE3HEN HAKOIUIEHUST

Group of genes
O011Me acTeKThI perysiiuy 0OMeHa BEeIeCTB B KJIETKe
GASM . . .
General aspects of the regulation of cell metabolism
GSD . ; o : .
Regulation of processes, the disorder of which leads to the formation of storage diseases
RMF Perynsuust pyHKIMU MUTOXOHAPUI

Regulation of mitochondrial function
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OkoHuanue maon. 1
End of table 1

Group of genes Determinable features
PCI‘YJ'[HHI/IH TOJIEPAHTHOCTHU KJICTKU K BHCIITHUM BO3IEHCTBUSIM (I‘I/IHOKCI/II/I, HIIeMunu, 9K30r€HHOW MHTOKCHKA-
CT IIUY U T.1.)
Regulation of cell tolerance to external influences (hypoxia, ischemia, exogenous intoxication, etc.)
cs Perymsammst o6pazoBanms n GYHKITMOHNPOBAHUSI IIMTOCKETIETa
Regulation of the formation and functioning of the cytoskeleton
Perynsums HelipooHTOreHe3a (HeiipOHAIBHOM MUTPAIIUM, CIIPYTUHTA, CHHAIITOreHe3a, MUCTMHU3AIUN 1
NOG arornTro3a)
Regulation of neuroontogenesis (neuronal migration, sprouting, synaptogenesis, myelination and apoptosis)
GC Perynsiumst BHyTpUKIETOYHOTO TPAaHCIOPTa U ceKpelinu ((PyHKIIMOHUPOBaHUS KOMILIekca [0mbaku)
Regulation of intracellular transport and secretion (functioning of the Golgi complex)
Perynsiums TpaHcniopTta yepes HapykKHYyI0 MeMOpaHy KJIETKU
ECM .
Regulation of transport across the external membrane of the cell
ENM Perynsumst Bo30yamMocTy HeiipoHaIbHOI MeMOpaHbl ((DyHKIIMM MOHHBIX KAHAJIOB)
Regulation of the excitability of the neuronal membrane (function of ion channels)
RPS Perynsiumst pudbocomManbHOro 6eJ1KOBOro CUHTE3a
Regulation of ribosomal protein synthesis
NTS Perynsumst ooMeHa HeiipoMenuaTopoB 1 YHKIIMOHUPOBAHUS CHATICOB
Regulation of the exchange of neurotransmitters and the functioning of synapses
10G Perymmm{ UMMYHUTETA 1 OHKOTCHE3a
Regulation of immunity and oncogenesis
CMTR VnpasiaeHue MoauduUKausgIMU XpoMaTUHa, IpolieccaMy TPAHCKPUITIIUY U pEeTUIMKALIUNA

Control of chromatin modifications, transcription and replication processes
|

(TUTeifoTponMu) B Ka4eCTBe OCHOBHOTO M30UPaJICS TOT,
KOTOPbII OKa3ajl ompeaeisiollee BIMsIHNE Ha (HDeHOTUIT
B KOHKPETHOM CJIyYae.

1. Pacnpenenenue ciiyuaeB mepeOpaIbHbIX Mapamdei,
CONPOBOK/IAIOIMXCS IMIETICHENd, TI0 TPYNIAaM JeTePMUHAHT.
V¥ 136 manuenToB, crpagamoiux LI ¢ snunencueii, Boi-
siBJieH 91 reH ¢ maToreHHbIMU BapuaHTaMu (Tabi. 2).

[Ipu aHanKM3e YaCTOThI MPEACTABICHHOCTY OCHOBHBIX
IPYII T€HOB, B KOTOPbIX ObLIM OOHAPYXEHbI MyTALlUU,
HauOOoJIbIlIee YMCIIO CIIy4aeB ObLIO OTHECEHO K IeTEPMU-
HaHTHBIM rpynmaM CS (peryssiims oopa3oBaHus U (GyHK-
LIMOHMpPOBaHus 1uTockesnera) — 18 (13,2 %), ENM (pe-
TYJISIIASL BO3OYIMMOCTH HEHMpOHAJIbHOM MeMOpaHbI) —
28 (20,5 %), CMTR (ynpaBieHue MoaM(MUKALIMSIMU XPO-
MaTHHa, [IpoLeccaMy TPAHCKPUIILIMK U PEIUIMKALIMU) —
20 (14,7 %). bonee 10 % — 14 nmauueHTOB — BKJIIOYEHO
B rpyniry NTS (perynsims odMeHa HeiipoMeaInaTopoB
1 GYHKLIMOHUPOBAaHMS cUHArcoB), 12 (8,8 %) nauueHTOB
ObL10 OTHeceHO K rpymme GSD (perynsius mpoleccos,
PacCTPOMCTBO KOTOPHIX IPUBOIUT K (DOPMUPOBAHUIO 6O-
Jie3Hei HakorutieHust), 11 — k rpynme GC (pery/siyst BHYTpy-
KJISTOUYHOTO TPaHCIIOPTa 1 ceKpelny ((pyHKITMOHMPOBAHUS
koMrIutekca l[onpaxku)). [To 8 manmeHTOB OBLJIO OTHECEHO

K rpynmaMm RMF (perynsiust pyHKIIMM MUTOXOHIPUIA)
1 NOG (peryJisiiiys IIpoLieccoB HelipooHToreHesa). 1o 6 na-
1MeHTOB ObLIO B rpymmax GASM (o01ue acrekThl pery-
JIsiuu obMeHa BellecTB B KiieTke) 1 ECM. Tpu (2,2 %)
nauMeHTa ObUIM BKIIIOUYeHHI B rpyniy 10G (perymismus
MMMYHUTETa U oHKoTeHe3a). [1o 1 mamueHTy ObUIO OTHE-
ceHo B rpyrmbl CT (peryisiumst ToIepaHTHOCTH KIISTKHU
K BHEIITHUM Bo3neiicTBusM) 1 RPS (peryssitmst 6e1KoBo-
IO CMHTe3a Ha pub0oCcoMax).

TakuMm 00pa3om, 3aBeTOMO OOJIBILNI BKIAI B GOPMU-
poBanue ¢enorumna LI ¢ snumencueil BHOCUIN T€HBI,
JEeTepPMUHUPYIOLIKE yIIpaBIeHHe MOIU(PUKALMSIMU XPO-
MaTuHa, TpaHckpumiuy 1 permmkanuu (CMTR), rensr,
JleTepMUHUPYIOIIME 00pa3oBaHue M (PYKIIMOHUPOBAHME
mutockenera (CS), ¥ TaKk Ha3pIBaeMbIe TeHbI KAHATOIATUIA
(ENM).

B HecKoIbKO MeHbIIIEH CTereH ObUIM aCCOLIMMPOBA-
oI ¢ matoreHe3oM LIIT rensr rpymm NTS (perymstust 06-
MeHa HelipoMeauaTopoB U (HYHKIIMOHUPOBAHMS CHHAII-
coB), GSD (perynsmuss IpoOIECCOB, PacCTPOMCTBO
KOTOPbIX IPUBOAUT K POPMHPOBAHUIO OOJIE3HEI HAKOILIE-
aus), GC (perymsiuus BHYTPUKJIETOYHOIO TPaHCIIOPTA
" cexkpennn ((pyHKIMOHUPOBAaHUS KoMIuiekca [ombmkm)),
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IIETCKOM
HEBPOAOT UM

NOG (perysaiums IIpolieccoB HelipooHToreHe3a), RMF
(perynsust GyHKIIMM MUTOXOHIPHIA).

CootBerctBeHHO, ipu LITT ¢ armmiencueit B HanbOJIb-
IIeil CTeIeHU OIpenesisiioT popMupoBaHue (GeHOTUIIA
IMOpaKeHMST MO3TOBOM TKAHU Y U3MEHSIOT (DYHKIIMOHU-
poBaHME HEeWpOHA TaKuWe MPOIECChl, KaK HapyIIEHUS
B 00eCIeYeHNN KJIETOYHOIO MeICHMsI, afalTalluOHHON
CITOCOOHOCTU TeHOMa U BHYTPEHHEro ooOMeHa B KJIETKE.
Bnustaue atHx mpoieccoB Ha (hOPMUPOBAHUE TSIKEIOTO
ITOPaKeHMS MO3Ta He SIBJISIETCSI HEOXUIAHHBIM, B OTJIMINE
OT TAKOT'0 YIACTHS TeHOB KaHAJIOIATHIA.

2. Acconyanuy reHHbIX JeTEPMUHAHT C BBIPAZKEHHOCTHIO
MOTOPHOTO JeuimTa. [EHbI B KaXX10¥ TpyIIie AeTEPMUHAHT
OBLTH pacTIpenesieHbl IO CTeTICHU TSDKECTH MOTOPHOTO e~
¢unura B 6amiax no mkaine GMFCS (ta6ur. 2).

[Ipu aHanm3e rpynnmupoOBKYU F€HOB IO IIPU3HAKY Je-
TePMUHUPYEMBIX (DYHKIIMI B 3aBUCHMOCTHU OT TSIKECTHU
MotopHoro nedunura B rpynmnax GASM, GSD, RME CT,
CS, NOG, GC pacnpeneneHue reHOB I10 CTEIeHU TSDKECTA
MOTOPHOTO AeduumuTa OBUIO CTPOTO CIeUM(pUUHBIM,
T.€. HU B omHoM 13 Kateropuit GMFCS reHbl He TOBTOpPSI-
smch. K npumepy, mpu GMFCS-1 B rpyrme CS (peryrsiiys
(GYHKIMY IIUTOCKEJIeTa) OTMEUYAINCh aHOMAIMU B TeHE
DYNCIHI, npu GMFCS-2 — PAKI, nipu GMFCS-3 —
PCDH19, npu GMFCS-4 — TUBB4A, LAMA2, LAMA?2,
LAMA2, CEP41, nipu GMFCS-5 — NEB, SPEG, SPEG,
TUBB4A, FLNA, SPTAN 1. AHanornyHasi KapTUHa CITeI-
(UIHOCTH TEHOB B aCCOIMALINY MX CO CTETICHBIO MOTOPHO-
ro aeduIMTa HAOMIOIANIACh U B OCTAIBHBIX YIIOMSHYTHIX
rpyIImax.

PacripeneneHye reHOB 10 CTeTIEHU TSDKECTH TBUTATEITb-
HBIX paccTpoiicTs B rpymre ENM (peryssiiyst Bo3oymmmo-
CTH HEPOHAJIbHOM MeMOpPaHBI) CTPOTOM CIIELIM(UIHOCTHIO
He oTiimyajochk. aHoManmuu reHa SCNIA BcTpeyanuch
y 60sbHBIX MOTOPHBIM neduimrom GMFCS-1, GMFECS-2,
GMFCS-3 u GMFCS-4, anomanuu reHa ATPIA3 — ipu
GMFCS-1 u GMFCS-3, anomanuu reHa KCNO2 —
npu GMFCS-3 u GMFCS-5. CienupuyHbIMUA 0Ka3aJIMCh
redbl: KCNTI v TRPM6 — nnas GMFCS-1, KDM6A —
st GMFCS-3, SCN4Au SCN2A — nna GMFCS-5. B rpyn-
e ECM (peryisiiyst TpaHCIIOpTa Yepe3 HapyKHYIO MEM-
opany xkietku) anHoMmanuu reHa SLC2A1 (GLUT1) Bctpe-
YaJMCch IPH JIETKON CTEIIEHWM MOTOPHOro neduiimra
— GMFCS-1nu -2.

OCO0OEHHOCTH pacIIpeaeIeHUs] OTMEUCHBI HE TOJIBKO
IIJIST OTIETBHBIX TEHOB, HO U TSI MIX ceMelcTB. Tak, B TpyII-
e ECM (peryisiiust TpaHCIIOpTa Yepe3 HapyKHYIO MEM-
OpaHy KJIeTKH) reHbl cemeiictBa PIG Berpevanuch npu
GMEFCS-3 (PIGG) u GMFCS-5 (PIGA). B rpyrme NTS
(perynsauust ooOMeHa HeiipoMeaIaTopoB 1 (PYHKIIMOHUPO-
BaHMs CMHAIICOB) aHOMaJIuM reHOB cemeiictBa GABR
Habmomanuck nmpu GMFCS-3 (GABRG2 u GABRD),
GMFCS-4 (GABRB3) u GMFCS-5 (GABRAI).

Takum oOpa3om, s OOJBIIMHCTBA JETePMUHAHT-
TPYIIN paclipelnesieHre TeHOB 0 CTEIIEHSIM MOTOPHOTO

neduunTa 66UT0 CrIeIU(UIHBIM, IIPY 3TOM ITPABUIIO CIIe-
HU(PUIHOCTA HE PaCIPOCTPAHSIIOCH HA TETePMUHAHTY
ENM (perynsiumst BO30yIMMOCTH HEHPOHAIBHON MeM-
OpaHBbl) M B MEHBIIICH CTETICHN PacIIpOCTPaHsUIOCh Ha JIe-
tepmuHaHTY ECM (peryisius TpaHCIIopTa Yepe3 HapyK-
HYIO0 MEMOpaHY KJIETKH).

3. Accoupanuy reHHbIX TeTePMHHAHT ¢ AHOMAJHSIMH
CTPOEHHS IoJIOBHOro Mo3ra. CTpyKTypHBIC U3MEHEHUS TO-
JIOBHOTO Mo3ra HaOmogammchk y 67 (49,3 %) nauneHTOB
¢ LI ¢ srmunernicreit, mopoku mosra —y 51 (37,5 %) (tabm. 3).
MBI BKITIOYA/IA B aHAJIM3 BCE CTPYKTYPHBIC U3MEHEHMST He3a-
BHCHMO OT TOTO, TPAKTOBAJIMCh OHM KaK TMOPOKM JIMOO KaK
MTOC/IEACTBYS, K MPUMEPY, TUITOKCHUECKU-UIIIEMIYECKOTO
JI60 MH(PEKIIMOHHOTO NopaxkeHus. Llenbio ObII0 N3ydeHne
3aKOHOMEPHOCTEH pacIipeneicHUsI BCeX CTPYKTYPHBIX aHO-
Maymit. Kpome Toro, MbI MICXOIWIIN 13 TIPESATIONOKEHIST O TOM,
YTO JaJIeKO He BCera KaKasi-TO CTPYKTYPHAsT aHOMAJTVS, TaKe
€CJIM OHa MMeeT IMPU3HAKK TOTO WM MHOTO IIaTOTeHEeTHYEeC-
KOTO BO3IEHCTBYSI, HAIIPSIMYIO OOYCIIOBJICHA IMEHHO VM.

W3 anoManuii pa3BUTUSI ObUIM IIPEACTABICHBI: MUKPO-
nedanusa — y 18 manumneHToB, TUITONJIA3US MO3XeduKa —
v 9, dokanbHass KOPKOBAsI AUCILIA3USA — Y 3, IPOSBICHUS
MEPUBEHTPUKYIISIPHOM JIEHKOIMaTUN — y 2, TakxKe y 2 ma-
LIMECHTOB OBLIM BBISIBJICHBI TUITOTUIA3US YEPBSI MO3XKEUKa
U peTpolepebesisipHas KucTa. JIBa mauueHTa uMeIn riu-
ITOTEHEe31I0 MO30JIMCTOrO Tela. [eTepoTomnmio ceporo Be-
LiecTBa OOHAPYXUJIHU y 2 MALIMEHTOB, IEPUBEHTPUKYJISIP-
HYI0 TeTepOTOIMIO, TJINO3, ITOIKOPKOBYIO aTpoduio
B TEMEHHO-3aTBUIOYHBIX 001aCTSIX, HOJTUMUKPOTUPHIO, Ma-
Kpoledannio, KOpKOBYIO TeTepOTOIHIO — B 1 cirydae.

N3 67 ciydyaeB aHOMaJINi pa3BUTHS TOJJOBHOTO MO3Ta
OHM MMEJIM XapaKTep MopoKoB pa3Butus B 51 (76,1 %)
cilydae, M €Ba JIM He KaxKabli 2-1i u3 Hux — 29 (43,3 %) —
COITPOBOXKIAJICS TTOPOKAMU Pa3BUTHS BHYTPEHHUX Opra-
HOB. TOJIEKO OTHO 3TO TOBOPUT O TOM, UYTO TaKTHKa aHa-
JIn3a BCel COBOKYMMHOCTHU CTPYKTYPHBIX U3MEHEHU ObLia
n3bpaHa 000CHOBAHHO.

Hawub6osbiee yucio ciydaes — 17 (25,45 %) — aHo-
MaJuii CTPOCHMS TOJOBHOTO MO3ra OBLIO BBISIBICHO
Brpymre CMTR (yrpasireHre MomudrKarpsMu XpoMaTrHa,
IporieccaMy TPAHCKPUITLIMK 1 perumkaiin). [To 13 cimyga-
eB — BTpymmax CS (pery/siiys oopa3oBaHys ¥ (DyHKITMOHH-
poBaHus 1uTocKeaera) 1 ENM (peryssiis BO30yInMOCTH
HelipoHabHOM MeMOpaHbl). B rpymnie NOG (peryisiust
HelpooHTOreHe3a) ObLI0 oTMeueHo 7 cirydaeB. MHTepeceH
TOT (haKT, YTO BO BCeX MEPEUNCIICHHBIX KATETOPHUSIX B 00JIb-
IIMHCTBE CBOEM MMEBIIMECS aHOMAJIUM OBbLIA OTHECEHBI
K YKCJIy IIOPOKOB Pa3BUTHSI, UTO MO3BOJISICT IPU3HATD UX
MIPUPOAY NEPBUYHO-TU30HTOTCHETUIECKOM.

K moxoxum BEIBOZaM MPUBOIUT 1 aHAIN3 COUETAHMS
ITOPOKOB Pa3BUTUS TOJIOBHOTO MO3Ta C IOPOKAMM pa3BU-
THUsI BHYTPEHHUX OpraHoB. Takoro poja coyeTaHue ObLIO
BbIsiBIIeHO B 11 (64,7 %) u3 17 cay4aeB B rpynne CMTR
(yripaBieHre MOAM(DUKALTMSIMU XPOMATHHA, IIPOIIeCCaMu
TPAHCKPUIIINI 1 PETUIMKAIINI), YyTh MEHEEe YeM B TTOJIOBUHE
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Taomuna 3. CmpykmypHbie uzmeHeHus: U NOPOKU Pa3eumus 20106H020 Mo32eay 136 nayuenmos ¢ uepedpanrbHbiM Napatuuom u Snuiencuen

Table 3. Brain structure changes, brain malformations and somatic malformations in 136 patients with cerebral palsy and epilepsy

Brain malformation

Brain stucture changes

Group
of genes

Number
of patients, n

Proportion
of patients, %

GSD 3 2,1 1
RMF 2 1,4 1
CN 1 0,7 0
cs 13 9,6 1
NOG 7 5,1 6
GC 4 2,9 3
ECM 3 2,1 2
ENM 13 9,6 9
RPS 1 0,7 0
NTS 1 0,7 0
10G 1 0,7 1
CMTR 17 12,5 17
e 67 100 51

Total

ciayuaeB (5u3 11, 45,5 %) B rpynmne CS (peryssiuus oopa-
30BaHUA U GYHKIMOHUPOBAHUS IHMTOCKeEIeTa),
B moJioBHHE citydaeB B rpymie NOG (perymisiust Heipo-
OHTOTeHe3a), B 2 ciaydasix B rpymie GC (peryisimust hyHK-
uoHMpoBaHMs KoMIuieKca Tonpmku). JlaHHOE TIpaBIIIO
He pacrupocTpaHsioch Ha rpymniry ENM (perymsiims Bo3-
OyIMMOCTH HEMPOHATILHOI MeMOpaHbI), B KOTOPOIi ITOPO-
KaMM pa3BUTHUsI BHYTPEHHMX OPTaHOB COIIPOBOXIAIKNCH
quib 2 (22,2 %) u3 9 ciiydaeB IOPOKOB MO3Ta.

Hawmu BbmciieH KoaGUIMEHT KOpPesILi TOPOKOB
B 3aBUCUMOCTH OT IPYIIIbI F[EHOB-AeTePMUHAHT. OYeHb BbI-
CoKasl IpsMasl KOppeJsIiMOHHAsT 3aBUCUMOCTD (r = 0,92)
ObLIa B IPYIIIAX «[IOPOKU PAa3BUTHUS TOJIOBHOIO MO3Ia» U «I10-
POKM BHYTPEeHHUX OpraHoB». KoadduimeHT Koppensaimmn
«CTPYKTYPHBIX U3MEHEHHUIA TOJIOBHOTO MO3Ia» U «[IOPOKOB
BHYTPEHHIX OPTaHOB» ITOJTYYIMJICS TAKKe BRICOKVM (r = 0,84).
TakuM 006pa3oM, BhIIE/IEHBI TPYITITHI JETEPMUHAHT, KOTOPbIE
HaunboJIee YacTo 00YC/IOBIMBAIOT OMHOBPEMEHHO KaK ITOPOKU
TOJIOBHOTO MO3ra, TaK U BHYTPEHHUX OPraHOB.

Number
of patients, n

Somatic malformation

Number
of patients, n

Proportion
of patients,

Proportion
of patients,

—_

0,7 0 0
0,7 0 0
0 0 0
8 5 3,7
4.4 3 2,1
2,1 2 1,4
1,4 2 1,4
6,7 2 1,4
0 1 0,7
0 1 0,7
0,7 1 0,7
12,5 11 8
100 29 100

4. ®enorun II1 ¢ snuiencueii ¥ rpynmsl reHOB-IeTeP-
MHHAHT. [{e0I0T SIUIEeNTUYECKUX IIPUCTYIIOB Y HALIKMX
MaluKMeHTOB HaOJIofaiCcsa B Auamna3oHe C MEPBhIX 4acOB
Xu3HU 10 4 net. JeboT srmiercun 1o 1 roma otMe4eH
y 70 (63,3 %) meteii, B Bo3pacTe OT 1 roma oo 2 JeT —
y 14 (10,3 %), c2 mo 3 ner —y 6 (4,4 %), c 3 no 4 ner —
y 13 (9,5 %), B 4 roga — y 8 (5,9 %) neteii. CemuoTnKa
¥ CUHAPOMOJIOTHSI B 3aBUCUMOCTY OT IPYILI FeHOB-IETep-
MUHAHT NPeACTaBJIeHBI B Ta0I. 4.

AHaIM3 rpyIm 3MWIenTHYeCKUX CMHApoMoB rpu LITT
oKa3ajl, 4YTo IIpeo0dIagaao YMUCIo MamrueHToB ¢ 99D (58
(42,7 %) cnydaeB). Y HUX BBISBJICHBI MyTalluu B 43 reHax.
Ipyrma DD Hanboaee yacTo OblIa MpeacTaBieHa IpyIa-
mu reHoB KaHanomatuii (ENM): SCNIA, SCNIA, SCNSA,
KCNQ2, KCNQ2, KCNTI1, KDM6A, HCN1, KCNC1 —
y 17 (12,5 %) nauneHToB.

Hawub6omnbiee uncno ciaydaes — 28 (20,6 %) — ObL10
IpeacTaBiaeHo B rpymie aetepMuHaHT ENM (peryssiiyst
BO30YIMMOCTU HelipoHaIbHOM MeMOpanbl); 20 (14,7 %) —

S
=)

ORIGINAL REPORTS

CTATbMH

s O PUTWUHAINDBHEBIE
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Table 4. Genes associated with the formation of phenotypes of cerebral palsy with epilepsy
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Types of seizures

Number
of patients

Group
of genes

I'CIl, snunenTtuyecKue Cra3Mbl,
MUOKJIOHUYECKN-AaTOHUYECKHUE,
atunuuHbie adcaHcol, BI'CII,
6 ¢boKaJIbHbIE KTOHUYECKUE
JIEBOCTOPOHHUE
GCS, epileptic spasms, myoclonic-
atonic, atypical absences, SGCS,
left-sided focal clonic

GASM

ToHunueckue, snuienTUIECKUE
12 crasmel, I'CIT
Tonic, epileptic spasms, GCS

GSD

I'CII, snunenTuyeckue cra3mbl

RMF 8 GCS, epileptic spasms

CT 1 ToHuueckue, nonuMopgHbIe
Tonic, polymorphic
AIIBEpCHBHBI C TOBOPOTOM
roJioBbI Bripaso 1o tumy ALLITP,
I'CII, nonumopdHbIe, TOHUYE-

CS 18 CKUCEC, SIMUJICTITUICCKUEC CIIa3MbI

Adversive with a head turn to the right

according to the ATNR type
asymmetric tonic neck reflex, GCS,
polymorphic, tonic, epileptic spasms

NOG 8 G)nnﬂer[_m'{e_zcme CIa3Mbl
Epileptic spasms
11 I'CIl, dokanbHbIe KIOHUYECKHUE

GC GCS, focal clonic

I'CI1, snuienTuyecKe Cra3Mbl

ECM 6 GCS, epileptic spasms

MI/IOKJ'IOHI/I‘IGCKI/IC, aTOHUYE-
ckue, tonnyeckue, ['CII,
SMUJICIITUYECKHUE CIIa3MBbl,

MHOKJIOHNUYCCKMU-aTOHUYECCKUCEC,
arunmuHbie abcaHcel, BI'CII,
q)OKaJ'[LHI)IC KIIOHUYECKHNE
Myoclonic, atonic, tonic, GCS,
epileptic spasms, myoclonic-atonic,
atypical absences, SGCS, focal clonic

ENM 28

1 MuokaoHnYecKue
Myoclonic

RPS

Epileptic syndromes

Cunnpowm Jloze, DD, dedpun-

HO-IIPOBOLIUPYEMBIE CYTOPOTHU
Doose syndrome, EE,
febrile-induced seizures

Merabonmueckas SIMUIETICHUS,
DD, hedpUIIbHO-TIPOBOIIUPYE-
MbI€ CYIOpPOTH
Metabolic epilepsy, EE,
febrile-induced seizures

MeTabonnyeckast SIUAIEIICHUS,
CIC)
Metabolic epilepsy, EE

COd
SEE

CD3, 33, DOACUM-IDIIA
SFE, EE, FECSC-BEDC

CXC}
IENE)

DD, OOACUM-ASDI]
IFE, FECSC-BEDC

Panussa MnaneHyeckas 99
3-1o THma, cHHAPOM e BuBo
Early infantile EE type 3,
de Vivo syndrome

Cunapomsl Otaxapa, Jpase,

Becra, Jlennokca—Iacto, ESES
Syndromes of Ohtahara, Dravet, West,

Lennox—Gastaut, ESES

CC)

Electroencephalogram changes

MynbrudoxanbHast
u nuddy3Hast SMUIeITUGOPM-
Hast aKTUBHOCTh
Multifocal and diffuse
epileptiform activity

MynsrudokanpHast
u 1uddy3Has anuaenTudopm-
Hasl aKTUBHOCTb
Multifocal and diffuse
epileptiform activity

DoxkanpHas anuIenTUGOpMHAs
akTuBHOCTH ¢ BBC
Focal epileptiform activity with SBS

®oxkanpHas snuIenTHG:OPMHAS
AKTUBHOCTh
Focal epileptiform activity

AT
BEDC

AT
BEDC

AT
BEDC

MynbTudoxanbHast
¥ Tudhy3Has ST TUHOPM-
Hast aKTUBHOCTh
Multifocal and diffuse
epileptiform activity

DOTI'-marTepH «BCIBIIIKA—TII0-
naBieHue», DD ¢ TPOIOIKEHHON
CHaiK-BOJHOBOM aKTUBHOCTbHIO
BO CHE, MyJbTU(hOKATbHAS
u nuddysHas snuIenTrudopM-
Hasi aKTUBHOCTb, TUTICADUTMMUS,
MeUIEHHBIE TeHEPAJIM30BaHHbIE
Pa3psIIbl «IMMK—BOJTHA», JIDT1J]
EEG pattern “burst—suppression”,
EE with continued spike-wave activity
during sleep, multifocal and diffuse
epileptiform activity, hypsarrhythmia,
slow generalized spike—wave
discharges, BEDC

HNuddysHasa smutentrudopMHast
AKTUBHOCTb
Diffuse epileptiform activity
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Number Types of seizures

of patients

OnuienTuyeckre cna3Msl,
ODMB, atunmyHbIe aGCaHCHI,
aTOHUYECKUE, OECTIPUCTYITHBIA

CHILD
NEUROLOGY

Epileptic syndromes

399, ESES, CDD

3

OkoHuanue maoba. 4
End of table 4

Electroencephalogram changes

DB ¢ MPOIOIKEHHOU
CITaliK-BOJTHOBOI

NTS 14 SJIEKTPUUECKUI SITUIIENTHYE- D e AKTHBHOCTBIO BO CHE
(CLaNl CIENIYE IR, RIOTIQIRIATE ’ ’ EE with continued spike-wave
Epileptic spasms, EME, atyplca_l activity during sleep
absences, atonic, intractable electrical
sleep status epilepticus, myoclonus
Pannsia MnageHueckast
ITonrumopdHbIe, SIWIENTUYecKas sHuedanona-  MyasTudoKaibHas SMUIENTH-
10G 3 WHOaHTUILHBIE CTIa3MbI THS 28-TO THIIA dopMHasT aKTUBHOCTD
Polymorphic, infantile spasms Early infantile epileptic Multifocal epileptiform activity
encephalopathy type 28
DokanbHas snuIenTUhOpMHAs
I'CIl, BICII, o5 aKTUBHOCTb, (hoKaJbHAS
CMTR 20 SIWIENITUIECKUE CITA3MbI SIIWIENTHGOpMHasL
SFE akTUBHOCTL ¢ BBC

GCS, SGCS, epileptic spasms

Focal epileptiform activity, focal
epileptiform activity with SBS

Ilpumenanue. ICII — cenepanuzosantvie cydopoxctvie npucmynsi; BICII — emopuuno- eenepanuzosaniuie cy0opodcHbie NPUCMYNbL;
CDY — cmpykmypnas pokanvhas snunencus; BEC — emopuunas 6uramepansras cunxponusauus; DMB — snusenmuveckuil
muoxaonyc eek; I — dobpokauecmeentbie Inusenmughopmusie nammeprsl demcmaa; 39 — anusenmuyeckas snyeparonamus;
DIOJ/ICUM-IBI — ¢oranrvhas snusencus demcmea co CmMpyKmypHboiMU USMEHEHUAMU 8 M032e U 000POKa4ecmeeHHbIMU INULeN-
opmuoimu nammepramu dememea; HDD — uduonamuveckas goxanvras snunrencus; ESES — snunencus ¢ anekmpuveckum
InurenmuuecKum cmamycom 8 ¢asy mednenroeo cha; AIIITP — acummempuunbiii wielino-moHuueckuii pegaexc.

Note. GCS — generalized convulsive seizures; SGCS — secondary generalized convulsive seizures; SFE — structural focal epilepsy; SBS — secondary
bilateral synchrony; EME — epileptic myoclonus of the eyelids; BEDC — benign epileptiform discharges of childhood; EE — epileptic encephalopathy;
FECSC-BEDC— focal epilepsy of childhood with structural changes in the brain and benign epileptiform discharges of childhood; IFE — idiopathic focal
epilepsy; ESES — epilepsy with electrical status epilepticus in slow-wave sleep; ATNR — asymmetric tonic neck reflex.

B rpyrre CMTR (yrpaBineHne MomuduKausiMu XpoMa-
THHA, IIPOLIeCCAMM TPAHCKPUIILINK U peIUTUKaum), 18 —
B rpynae CS (peryisiys oopa3oBaHUs M GYHKIIMOHUPO-
BaHMs IUTOCKeneTa), 14 — B rpynme NTS (perymsmust
oOMeHa HelipoMeIaTopoB U (DYHKITMOHUPOBAHMUS CUHAIT-
coB), 12 (8,8 %) — B rpyme GSD (peryJsiiusi mpoLeccosB,
PacCTPOICTBO KOTOPHIX IPHUBOIUT K (DOPMUPOBAHUIO OO-
JIe3He HaKoIUIeHusT). Bo Bcex oCTabHBIX TpyIIIax IMpe-
CTaBJICHHOCTbD CJTydaeB 3a00JIeBaHMSI ObLJIa HIDKE, HO TeM
He MEHee He OBLJI0 HM OTHOM I'PYIIIbI, B KOTOPBIX HE TIPH-
CYTCTBOBaJ XOTsI ObI 1 ciryvaii.

Takum o6pa3om, B matoreHe3e BpoxkaeHHBIX LITT, co-
MPOBOXIAIOIIMXCS SIIWICIICUEN, 3aACAICTBOBAHBI TE€HBI BCEX
rpyrm aerepMuHaHT. K hopmupoBanuio (peHoTHIIA 3200ITC-
BaHMS TIPH 3TOM HaMOOoJIee YacTO IMPUBOASIT KaHAIOIATHH,
HapylmieHus MOOM(UKALIMM XpOMAaTUHA, TPAHCKPUIILINI
U peIUIMKALK, 00pa3oBaHus U (GyHKLIMOHUPOBAHMS 111 -
TOCKeJIeTa, OOMeHa HeMpoMearaTopoB U (GyHKIIMOHUPO-
BaHUS CUHAIICOB, 00JIE3HN HAKOILJICHMSI.

06cyxpeHue

B HacTostiiee BpeMsi IMEETCsI MHOXECTBO JaHHBIX 110
accolLMaly MaTOreHHBIX BAPMAHTOB HYKJIEOTUIHOM I10-
cliemoBaTeIbHOCTH ¢ popmupoBaHueMm ¢enorumna LII1,
M KOJIMYECTBO MX HApacTaeT JIABUHOOOPA3HO: JIMILIb 34 I1e-
puon ¢ 2011 mo 2021 1. YMCIO BBISIBIIGHHBIX TEHHBIX aCCO-
YAl YBEJIMYUIOCH €1Ba JIK He BABoe — ¢ 550 1o 961 [14,
16, 20, 22—24, 29]. KoHeuHo, Takoii 06beM MHGOPMALIUK
TpeboBaj KiacCU(PUKAIMOHHOTrO MOIX0na, U B padore,
onyoimmmkoBaHHoM B 2015 1., G. McMichael 1 coaBT. BbI-
JISJIAJIM TaKKe HalpaBIeHKs BO3IEMCTBIYS aCCOLMUPOBaH-
HbIX [€HOB, KaK HaBUralldsl aKCOHOB IPU CIPYTUHIE,
y4acTue B 0€JIKOBBIX BHYTPUCUHANITUYECKMX B3aUMOIEI-
CTBUSIX U HEIMOCPEACTBEHHOE y4acTUEe B CUHANITUYECKOMN
nepenade [26]. Mbl 1To3BoIMIIN ceGe TTOTOUTH K BBIIEIEHUIO
TPYIII AeTePMUHAHT OoJiee IIMPOKO, MOMYYuB 11 rpymm
pa3IMYHOM HAMpPaBIeHHOCTH BIMSHUS Ha (PEHOTHII.
ITo nmoy4eHHBIM HAMM JAHHBIM, OOJIBITMHCTBO cirydaes LT,
COUETAIOIIMXCS C AMUIEICUEH, paclpeae/isUIiCh MEXIy
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nerepmuHaHTaMu ENM (perymisiiust Bo30yIuMOCTH Heli-
poHanbHOI MeMOpanbl), CMTR (ympaBinenue moaudu-
KallMsIMHA XpOMAaTWHA, IpOIeccaMu TPaHCKPUIILIUHN
u pervmkanmn), CS (peryisims oopa3oBaHus U (PYHKIIIO-
HUpOBaHUs LUTOCKeeTa), NTS (peryssmms ooMeHa Heli-
poMenuaTopoB 1 (GYHKIIMOHMUPOBaHUsS cuHaricoB), GSD
(peryJsimst IpoILeCCOB, PACCTPOMCTBO KOTOPBIX IIPUBOIUT
K dopMHupoBaHUIO OoJie3HE HakoIieHMs ). Bo Bcex
OCTaJIbHBIX IPYIIIAX IIPEICTaBICHHOCTD CIyJ9aeB 3a001eBa-
HUS OblIa HUXKE, OHAKO He ObLIO HM OJHOI TPYIIIIbI,
B KOTOPOM He IIPUCYTCTBOBAJI XOTs ObI 1 cityyaid.

C Halliei TOuK1 3peHust, IOIYCTUMO PacTpeieNIeHUE STHUX
JIETEPMUHAHT Ha Te, KOTOPbIe 00eCITeYNBAIOT TAKKE CBOMCT-
Ba HEPBHOI TKaHM, KaK BO30YIMMOCTb U IIPOBOINMOCTD
(ENM u NTS), perynmpyroliye Iporecchl HepOOHTOIeHe-
3a (NOG u CMTR) u omnpenesnsitonue ¢hepMeHTATUBHBIC
nedeKThl, MpuBoAsIue K 6one3Hs M HakoruieHust (GSD).

B nutepatype, nocssineHHO npobiaematuke LI,
COITPOBOXIAIOIINXCS SIUJICTICHEH, CYIIIeCTBYeT 2 B3IJIsIaa
Ha JaHHYIO ITaTOJIOTUIO: peaOMINTOIOTH PACCMaTPUBAIOT
nx Kak LI1, compoBoxnatommecs smwiencuei [2, 4, 13,
18], a smMIeNnTONOTY — KaK SMUJICTICUIO y TTallMeHTOB
C TpyObIMM ABUTATEIbHBIMU HapyIleHUsIMU |5 ]. VI3Hauab-
HO MBI IOJIaraJId, YTO 3TO CBSI3aHO C «IIEPBUYHOCTHIO MH-
Tepecar: y peadIMTOJIOTOB — K MOTOPHOMY Ie(UIINTY,
B paboTe ¢ KOTOPHIM MEIIaeT SMIICITUICCKUI IIPOLIeCC;
Y SIIWIENITOJIOTOB — €CTECTBEHHO, K anuierncuu. CoBep-
IIEHHO HEOXXMIAHHBIM 00pa30M MBI ITOIYYMIN CBUICTEIIb-
CTBA CIPaBEIJIMBOCTHU Y TOTO U IPYTOro MOAXOAOB, BbIICIUB
JIETePMMHAHTHI TU30HTOICHETUYECKOTO PSiia 1 IeTSPMU-
HaHTBI 00ecIIeyeHUsI BO30YIMMOCTU U IIPOBOIUMOCTH.

[Ipu uccnenoBaHY acCOLMALINN A TEPMUHAHT-TPYIIIT
C BBIPaXXEHHOCTBIO MOTOPHOTO e(pUIITa MBI OOHAPYKH-
JIM, 9TO UISI UX OOJBIIMHCTBA paclipeleicHIue T'eHOB

1. Bareimesa T.T., [TnatoHoBa A.H., Yebanenko H.B., brikoBa O.B.
Koppexkuusi KOTHUTUBHBIX HApyLIEHWH Y AeTeil U MOIPOCTKOB
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and Psychiatry 2013;113(9):48—53. (In Russ.)

2. Bykpeesa E.A., CennenkoBa T.A., Cepreenko E.YO. u np. Peabu-
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10 CTETIEHSIM MOTOPHOTO Je(PULINTA ObUIO CITELIM(PUIHBIM.
KoHneuHo, B 1uTepaType UMerTCcs 000CO0eHHbIE JaHHbIE,
KOHCTaTHPYIOIINE PA3IUIHYIO CTETICHb BEIPAXKEHHOCTH MO-
TOPHOTO IedUIUTA IIPY TOM WM MHOM TeHHOM ITaTOJIOTHI
[20, 25, 28, 31], HO MBI CMOIJIM BLIIEJIUTH F'€HbI, aCCOLALIAS
(eHOTHITA C KOTOPHIMH JTOBOJIBHO CITELIM(UIHO COIPOBO-
KIanach JETKMME, CPETHUMU JINOO TSIKETBIMU JIBUTATEITb-
HBIMU HapyiieHusIMA. [1py 3ToM crielmuIHOCTh He pac-
IIPOCTPaHSIIACH Ha IETEPMIHAHTHI KAHAJIOIATHI, eI1ie Oojiee
IMOMYEPKUBAsI €€ He TOJIbKO (DM3UOJIOTUIECKOEe, HO 1 OHTO-
TeHEeTUIEeCKOoe CBoeoOpasue.

JUU1s1 IeTEpMUHAHT «IU30HTOI€HETUYECKOTr0» psiaa ObLT
B 1IeJI0M 0oJiee XapaKTepeH TepaToreHe3, U MOJIydeHHBIS
JTaHHBIC TIO3BOJISTIOT TPAKTOBATDH OOJIBIITMHCTBO U3MEHEHUI
CTPYKTYpPBI MO3TOBOI TKaHU B OOJIBIICH CTETICHH KaK V-
30HTOTEHETUIECKIE, YeM pe3UayaTbHbIC.

BbiBOADI

LTI, conmpoBoXxnalomuecs 3MUIECTICUEN, SBIASIOTCS
VHUBEPCAIBHBIM (PEHOTUTIOM, PEATU3YIOIIIMCS IIOCPEI-
CTBOM BJIMSIHUSI PA3JIMYHBIX TeHHBIX HAPYILLIEHWI BO MHO-
TMX HaIlpaBJIEHUSX I€TePMUHALIMH.

MotopHbIii neeKT B 3aBUCMMOCTUA OT CTEIICH! BbI-
PaXEHHOCTU AETEPMUHUPYETCS pa3HbIMY T€HAMU BO BCEX
JIETePMUHAHTAaX, KPOME PETYJISILMHA BO30yIUMOCTU HEM-
pPOHAJIbHOIT MEMOpaHHI.

®enorun LI, chopmupoBaBIIMIiCS C y4acTUEM Jie-
TePMUHAHTBI BO30YAMMOCTU HEMPOHATbHOM MEMOpaHHI,
OTJIMYaeTcsl cBoeodpaszreM. [eHbl 3TOl JeTepMUHAHTHOM
TPYIIIBI He TIPOSIBIISIOT IIPU3HAKOB CITCIIU(PUIHOCTH BIIH-
STHUST Ha CTEIIEHb MOTOPHOTO AeuIInTa.

BoJBIIMHCTBO CTPYKTYPHBIX UBMEHEHUI B MO3TrOBO
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