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BBepeHue. B heHoTMNe LepebpanbHOro napanuya ABUratesbHble U NCUXMYECKUE PACCTPOICTBA YACTO CONPOBOXKAAIOTCA
anunencueil. B nocnegHue rofbl BpoXaeHHas aNUAENcUa UHTEHCMBHO u3ydaeTca. 0coboe BHUMaHUE yaenseTcs anunencuu,
BbI3BAHHOW BPOXAEHHbBIM HapylIeHWeM BO3BYAUMOCTH HEipOHaNbHOM MeMBpaHbl BCeACTBUE KaHanonaTwil.

Llenb pa6oTbl — NpoaHann3upoBaTh GONbLIOE KONMYECTBO FEHOB, CBA3AHHBIX C pa3BuTMEM (heHOTUNA Lepe6panbHOro
napanunya, v pacnpeaenuTb UX No onpefensieMbiM NpU3HaKam.

Marepuans! u meTopbl. MpefcTaBneHbl pe3ynbTathl KIMHUKO-FEHETUYECKOTO aHanu3a 136 cnyyaes LepebpanbHoro napa-
nnya c anunencuent. NaumeHTbl GbiIM pa3aeneHsl Ha Fpynnbl No KAMHUYECKUM hopMaM. INunenTuYeckue CUHAPOMbI Gblau
pasgeneHbl Ha 3 rpynnbl: hoKanbHas ANUAENcUs JETCTBa CO CTPYKTYPHBIMU U3MEHEHUAMU B MO3Te U JOOPOKaYeCTBEHHbI-
MW 3NMNenTU(OPMHbLIMKU NATTEPHAMM Ha 3n1eKTpo3Huedanorpamme — 41 (30,1 %) cnyyail, CTpyKTypHas dokanbHas anu-
nencus — 37 (27,2 %) cny4aes, anunentuyeckue 3Huedanonatum — 58 (42,7 %). MNatoreHHble BapuaHThbl B reHax Obliu
NoOATBEPKAEHBI METOLAMU CEKBEHUPOBAHUA HOBOMO NOKoNeHUs no CaHrepy 06pa3LioB BEHO3HOM KPOBU TPUO.
Pe3ynbtathl. [poBeAeHHbI aHanN3 PUCKOB NOKa3asn, YTO MPW HAANYMW HAPYLIEHNIA B FeHax, OTHECEHHbIX K rpynne pery-
UMM HOPMUPOBAHMA U PYHKLMOHMPOBAHNSA LLUTOCKETET], PUCK OTCYTCTBUA PEMUCCUMN LOCTOBEPHO HUXKE, YeM NPU UHBIX
AOMUHAHTaX, TOrAAa Kak aHOManuu B reHax, OTHECEHHbIX K rpynne perynauuu hyHKUMU MUTOXOHAPUANbHOTO annapara,
AOCTOBEPHO MOBBIWAIOT PUCKU HEJOCTUXEHNUS PEMUCCUM U NOTPEOHOCTU B NOAUTEPANUN aHTUINUNENTUYECKUMU Npena-
patamu.

BbiBOAbI. BeposATHO, HapylleHWe 3HepreTUYECcKOro 0bMeHa B KieTKe HeHTpanu3yeT cTabuan3aLmio HellpoHanbHOM MeM-
OpaHbl nop, fieiCTBUEM NPOTUBOCYAOPOXKHBIX CPEACTB. [leTepMuHaHTa popMUPOBaHUA U DYHKLMOHUPOBAHUS LIUTOCKENe-
Ta, N0 HaWWUM NpeABapuUTENbHbIM AAHHbIM, BO MHOTOM CBfi3aHa C ()OPMUPOBaHWEM NOPOKOB Pa3BUTUA TOJOBHOrO MO3ra.
B 3TOM cnyyae pedpakTepHOCTb INUAENCUN MOXKET ObiTb BTOPUYHON W ONPEENsATbCA BbIPaXKEHHOCTbIO CTPYKTYPHBIX W3-
MeHEHMWil rOJIOBHOTO MO3ra.

KnioueBble cnoBa: nepuHaTasbHOe nopaxeHue rojoBHOro Mo3ra, uepe6paanbu7| napanuy, anunencus, reHeTuka, d)apma-
KOreHeTnKa, npoTuBo3nunenTu4yecKkne npenaparbl, NPOTUMBOCYAO0POXKHbIE Npenapatbl
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Background. In the phenotype of cerebral palsy, motor and mental disorders are often accompanied by epilepsy. Con-
genital epilepsy has been intensively researched in recent years. Special attention is drawn to epilepsy caused by con-
genital disturbance of the excitability of the neuronal membrane due to canalopathies.

Aim. To analyze a large number of genes associated with the development of the cerebral palsy phenotype and distribute
them according to determinable traits.

Materials and methods. The results of clinical and genetic analysis of 136 cases of cerebral palsy with epilepsy are
presented. The patients were divided into groups according to the syndromes according to the classification of cerebral
palsy. Epileptic syndromes were divided into three groups: focal childhood epilepsy with structural brain changes and
benign epileptiform discharges in electroencephalogram - 41 (30.1 %) cases, structural focal epilepsy — 37 (27.2 %)
cases, epileptic encephalopathies — 58 (42.7 %) cases. Pathogenic variants in genes were confirmed by next genera-
tion sequencing Sanger methods of venous blood.

Results. The performed risk analysis showed that in the presence of disorders in genes attributed to the group of requ-
lation of the formation and functioning of the cytoskeleton, the risk of lack of remission is significantly lower than
in other dominants, while abnormalities in genes attributed to the group of regulation of the function of the mitochon-
drial apparatus significantly increase the risks of failure to achieve remission and need in polytherapy.

Conclusion. Probably, the violation of energy metabolism in the cell neutralizes the stabilization of the neuronal mem-
brane under the action of anticonvulsants. The determinant of the formation and functioning of the cytoskeleton, ac-
cording to our preliminary data, is largely associated with the formation of malformations of the brain. In this case,
the refractoriness of epilepsy may be secondary and determined by the severity of structural changes in the brain.

Keywords: perinatal brain lesion, cerebral palsy, epilepsy, genetics, pharmacogenetics, antiepileptic drugs, anticonvulsants
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BBepeHue

IIpoGiema BpoxIeHHOro LiepeOpaJbHOIO Iapaiuya
(IIIT) He Tepser cBoeii akryaabHOCTH. [IpmunHa 3TOTO —
B BBIPAXKCHHOCTH IBUTATE/TbHBIX Y IICUXUYECKIX PACCTPOICTB
1 B OTCYTCTBUHM (ITO KpaiiHeil Mepe B OTCYTCTBUM ) CHIKECHUST
YUCIIa CITy9aeB 3a00JIEBAaHNUS B TIOC/ICIHIE TOIBI.

B denorune 111 gBuraTenbHble M IMICMXUYECKUE pac-
CTPOMCTBA YaCTO COITPOBOXKIAIOTCS Arencueii [4, 5, §].
HacnenctBeHHast snmtericst THTEHCUBHO M3y4aeTcs B Ha-
crosee Bpems [ 1, 3]. Ocoboe BHMMaHME yaesIeTCs] SIAIeTT-
CHH, BRI3BAHHOM BPOXKICHHBIM HApYILICHUEM BO30YINMOCTH
HEeWpOHAJIbHOM MeMOpaHbI BCIEACTBUE TaK HAa3bIBAEMbIX
KaHaJIOATHI, KOTOPBIM CBOMCTBEHHBI TOPIIIHOCTD TEUCHUST
u (papmakope3ucTeHTHocTh [11, 13, 17].

TpaguunronHo npuunHamMu pasputus LIT cunrarorcs
TUIIOKCUS—UIIEeMUs, THTOKCUKAIIMS MaTepu M IJI01a,
a TaKkKe MpsIMoe TpaBMHUPOBaHKE TuioAa B pogax. OmHaKo
0k0J10 30 % ciy4aeB LII1 He/b3s1 OOBSICHUTD BIMSIHUEM STUX
daktopos. [TosaToMy B mocjiemHNE TOABI IIPOBOISTCS MH-
TEHCHUBHBIE TEHETUYECKUE UCCae0BaHus [6, 7, 22].

Yucno reHOB, CBSI3aHHBIX ¢ pa3BuTreM (peHotuma LIT,
IIOCTOSTHHO pacTeT. YKe ObLIM MPEeAIPUHSTH ITOIBITKI
KJIacCU(UIIIPOBATh 3TU T€HBI B COOTBETCTBUH C OIIpEIe-
JIIeMBIM (bepMEHTOM U MPOIecCOM (PYHKIIMOHUPOBAHUST
knetku. Tak, G. McMichael v coaBT. uaeHTU(GULIUPOBAIIA
TaKWe HalpaBIeHUs IeHCTBUS aCCOLIMMPOBAHHBIX T€HOB,
KaK HaBUTAIIMS IT0 aKCOHAM, YIaCTHE BO BHYTPUCUHAIITH-

YeCKUX B3aUMOACHCTBHSX OCIKOB M YIaCTUE B CTHAIITH -
yeckoit mepenave [17, 20].

Ilennio uccaenoBanusi ObLJIO BHIOPAHO OIpeAeieHue
BJIVISTHUS TCHOTHIIA Ha CTeTICHb pe(ppaKTePHOCTH SITHIICTI-
TUYECKOI0 Mpoliecca y MaluueHToB ¢ BpoxaeHHbIMuU LIT1,
COTIPOBOXKJAIOIIMMUCS SMUJIETICUE, C BbISIBICHHBIMU
TeHHBIMU aHOMAJISIMM.

Matepuanbl u meToAbl

[IpencrasisieM pe3yJIbTaThl KCClIeAoBaHUs 373 ciryda-
eB LII1 B coyeTaHuu c anujencueit y neTeii B Bo3pacre
ot 1 10 17 net. ¥ 136 (36,5 %) 13 HMX METOIOM CEKBEHUPO-
BaHMsI HOBOTO ITOKOJICHUSI ObUIM BBISIBJIEHBI aHOMAJIUU I'e-
HoMma. [TauueHThl ObLIY pa3feieHbl Ha TPYIIIbI 10 CUHAPO-
MaM cormacHo Kinaccudukaumy LIT [21]: co cnacTuaeckum
LIIT — 55 (40,4 %) neteii, ¢ AMCKMHETUYECKOM U TUIIEPKU-
HeTuyeckoii popmamu — 31 (22,8 %) pebeHOK, ¢ aTakCUei
u runotoHueit — 50 (36,8 %) neteil. DuaenTUIECKUE CUH-
JIPOMBI TTOAPA3IC/ISUINCH Ha 3 TpyNIIbL: (poKaTbHas SIUIeTI-
CHSl IETCTBA CO CTPYKTYPHBIMU M3MCHEHHMSIMU B MO3Te
1 J0OPOKAYeCTBEHHBIMM SITIENTU(MOPMHBIMM ITATTEPHAMU
Ha s1ekTpoaHLedanorpamme — 41 (30,1 %) ciydaii, CTpyK-
TypHasi (pokasibHas smunerncust — 37 (27,2 %) ciydaeB, S11-
JenTrudeckue sHiedanonatny — 58 (42,7 %).

ITauueHThl MpoOXoAWJM MJaHOBOE OOCIEIOBaHUE
C OLIEHKOI HeBpoJIoTUUecKoi cumnToMatnku. CTerneHb
HapyILIEHMS TI00ATbHBIX IBUTATEIbHBIX (DYHKIIWIA OIICHU-
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BaJIach IO cUcTeMe KiaacCu(PUKAIM OOIBITNX MOTOPHBIX
¢ynkumit (Gross Motor Function Classification System,
GMEFSC). InarHoCTUKA TUIOB 3IMIICIITUICCKUX TIPUCTY-
1oB, (OPM BIUJICIICUU W SMUJICTITUISCKUX CHHIPOMOB
OCHOBHIBAJIaCh Ha KJIACCU(UKAITNH SJICKTPOKIMHIYECKIX
CUHIPOMOB U APYTUX (hOPM SMUIIETICUU, TIPEACTABICHHOMN
MexnyHapomHo# TpoTuBoamienTideckoil mroit (ILAE),
oIepalMoHHOM KiaccuduKauuy TUIoB npuctyros 2017 .
u Kiaccudukauyy snuierncuii 2017 .

Bcem manmeHTaM IIpOBOIMIINCH BUICOJICKTPOIHIIE-
danorpadIecKrii MOHUTOPHUHT (BKITIOYAsT BUAICOSJICKTPO-
sHIedamorpahIecKii MOHUTOPUHT CHA) I MAaTHUTHO-PE-
30HAHCHAas ToMorpadust roJI0OBHOTO MO3ra. DJIeKTPOIHIIe-
dayorpadpuyeckre uccieIoBaHysI ObLIY BBHITTOIHEHBI Ha all-
napatax DDIA-21/26 «DHuedanan-131-03» 11-it Mmomudu-
kauun (000 «Memukom MT/l», Poccust), «Heitpockon
6.1.508» («buoma», Poccust).

Bce nmaneHTBI HA MOMEHT Havalla MCCIIeIOBAHUS 10~
JIy4ajay IPOTUBOSIMIICTITUICCKIE TIperapaThl Kak B MO-
HOTEepaIuu, TaK 1 B IIOJIUTEPAITNU, TIOCTOSIHHO, B TCUCHUE
>3 net. TeyeHME SMUIEITUYSCKOTO MPOIecca, CHUKEHIE
YaCTOTHI AMUICTITUYECKUX TIPUCTYIIOB, pepaKTePHOCTD
K aHTURIMIJICTITUIECKOM Tepariy OLIeHUBAIMCh HA MOMEHT
BKJIIOUCHMS B MCCIeAOBaHME. 3a BPpEMEHHOI MHTEPBa
OLICHKM MBI B3SUIM 2 TOIa, MPEAIIeCTBOBABIINE HAYATy
uccienoBanus. [1pu 3ToM 3a IMOJHYIO PEMUCCHIO IIPUHM -
MaJIoCh OTCYTCTBHE IIPHUCTYIIOB B T€YCHUE 2 JIET; 32 YMEHbB-
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IIIEHNE KOJIMYECTBA IIPUCTYIIOB BABOE — CHIKCHUE KOJI-
yecTBa MPUCTYIOB Ha >50 % u ymepxaHHUe 4aCTOTHI
MPYICTYIIOB HAa 3TOM YPOBHE B TeUeHHE 2 JICT; 32 OTCYTCTBHUE
PEMHCCUH — COXpaHEHUE TPUCTYIIOB WIM CHIDKEHHE MX
MeHee 4yeM B 2 pa3a 3a 2 roja.

[TaToreHHbBIe BapraHTHI B TeHAX OBUIH ITOATBEPKICHBI
MeToHaMU CeKBEHUPOBAHUSI HOBOTO MOKOJECHUS U TPUO
o CaHrepy y mpobdaHa 1 ero OMOJIOTMYECKIX POIUTEINIEHA.
B xauecTBe MaTepuaia UCIIOIb30BaIACh BEHO3HASI KPOBb
nauneHToB. Boeinenenue JJHK npoBomwim ¢ ucrmosab3oBa-
HureM Haoopa peareHTOB QIAGEN (CIIIA) B cooTBeTCTBUH
C IIPOTOKOJIOM IIPOM3BOAUTENS. MaccoBoe ITapajuIeIbHOES
CEKBEHHUPOBAHUE BBITIOJHSIIN C UCIIOJb30BaHMEM CEKBE-
HaTopa Illumina NextSeq500. O6paboTka JaHHBIX TTPOBO-
JIAJIAch 110 3aITaTCHTOBAHHOMY aJITOPUTMY, KOTOPBIIA BKITIO-
YaeT BEIPAaBHUBAHUE T10 3TAJIOHHOM ITOCIeI0BATeIbHOCTH,
IMOA0OPKY M aHHOTALINIO BapraHTOB. OnpeneacHne K-
HUYECKOM 3HAYMMOCTH BAPHAHTOB BBITIOJHSUIOCH C YIETOM
pekoMmeHaauuit « PykoBomcTBa 1o MHTepIpeTalyy JaHHBIX
nocnenoBateabHocTH JJHK yenoBeka, moaydyeHHBIX Me-
TOJAaMU MAacCOBOIO ITapajjieIbHOTO CEKBECHHUPOBAHUS
(MPS) (pemakius 2018, Bepcust 2)» U COOTBETCTBUS (be-
HOTHIIA TTAIlMeHTa IIpU3HaKaM 3a00JieBaHUsI, CBI3aHHOIO
C TeHOM, B KOTOPOM ObLI1 OOHApYKeH NaTOTeHHbIIA BApUAHT.
[enb1, maToreHHBIC BApUAHTHI KOTOPHIX OBUIM BBISIBJICHBI
B IIpolIiecce 00CIeNOBaHNSI, PACIIPEeIe/ISIUCH 10 TPYIIITaM
COIJIaCHO IETePMUHUPYEMBIM ITpU3HaKaM (Tab. 1).

Ta6auua 1. Ipynnuposka eenoe no npunyuny demepmuHupyemvix QyHKyuil

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

Group Gene group function

OO011Me acIeKThI PErysiliii 0OMEHa BEIIECTB B KJIIETKE

GACM . .
General aspects of the regulation of cell metabolism

GSD PCI‘yJIHHI/IH IIPOLIECCOB, paCC’I‘pOﬁCTBO KOTOPLIX IPUBOAUT K (1)OpMI/IpOBaHI/HO 00J1e3HE HAKOTUICHUS
Regulation of processes, the disorder of which leads to the formation of group storage diseases
Perynsius dyHKIMY MATOXOHIPUIA

RMF . . . .
Regulation of mitochondrial function

CT PCI'YIIH].[I/IH TOJIEPAHTHOCTU KJICTKU K BHECIITHUM BOSHCﬁCTBHHM (I‘I/IHOKCI/II/I, nieMuu, 9K30reHHOM MHTOKCUKALUN N T.)l.)
Regulation of cell tolerance to external influences (hypoxia, ischemia, exogenous intoxication, etc.)

cs Perynsims o6pazoBaHus 1 PYHKLIMOHUPOBAHMS LIUTOCKEIETA
Regulation of the formation and functioning of the cytoskeleton

NOG Perysiust HelipooHTOreHe3a (HepOHAIbHON MUTPAIIVH, CIIPYTUHTA, CHHANITOTeHEe3a, MUSIIMHU3AIMY 1 aTloNTo3a)
Regulation of neuroontogenesis (neuronal migration, sprouting, synaptogenesis, myelination and apoptosis)

GC Perysiust BHyTpUKIIETOYHOTO TPAHCTIOPTA U ceKpelny ((DyHKIIMOHUPOBaHUsI KoMILUTeKca [ombKi)
Regulation of intracellular transport and secretion (functioning of the Golgi complex)

ECM Perynsimms TpaHcImopTa 4epe3 Hapy>KHYI0 MeEMOpaHy KJIETKI
Regulation of transport across the external cell membrane

ENM Perynsiius Bo30yauMoCcTy HeMpOHaIbHOM MeMOpaHbl ((pYHKIIMY MOHHBIX KaHAJIOB)

Regulation of the excitability of the neuronal membrane (function of ion channels)
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OkoHnuanue maoa. 1
End of table 1

Group Gene group function

Perynsius pudbocoMaibHOTO OEJIKOBOTO CUHTE3a

RPS . . . ;
Regulation of ribosomal protein synthesis
Perynsims ooMeHa HelipoMeInaTopoB U (DYHKIIMOHUPOBAHUSI CHHATICOB

NTS . . o
Regulation of the exchange of neurotransmitters and the functioning of synapses
Perynsuus uMMyHUTETa U OHKOTEHE3a

10G . . . .
Regulation of immunity and oncogenesis

CMTR YipasneHre MoIUMUKAIUSIMI XpOMaTHHA, TIPOIleCCaMU TPAHCKPUTIIUY U PETUTMKAIIAN

Control of chromatin modifications, transcription and replication processes

B cirygae MHOTOYHKIIMOHAJILHOCTHY TeH KJIacCUupu-
LIMPOBAJICS 110 IIPUHITUITY HAMOOJIBIIETO BIUSHMS Ha (e-
HOTHIL.

ITpoBoaMIOCH CTaTUCTUYECKOE OJHODAKTOPHOE IPO-
THO3MPOBAaHME IIEJICBOTO TTOKA3aTeIIS TSI KOJTMISCTBEHHBIX
1 6buHapHBIX dakTopoB. CraTUcTUYEeCKasl 3HAYMMOCTD
BJIMSTHUS TIEPEMEHHBIX Ha OMHAPHYIO 1IeJIEBYIO IIEpeMeH-
HYIO OCYILECTBJISIACH C TIOMOLIbIO KpuTepus y2 [TupcoHa.
Bce (pakTophI COPTUPOBATIUCH IO YOBIBAHUIO 3HAUMMOCTU
(cTatucTuka x2), 1 TaKMM 06pa3oM ObLIM OTOOPAHBI KITIO-
YeBBIC ITOKA3aTENIN PA3BUTHUS PUCKOB COOBITHSI.

OTHOCUTENBHBIN PUCK TIPEACTABISET COOOM pUCK Ha-
CTYIUICHUSI OIIPEICIICHHOTO COOBITHUS Y JIUII, TTOIBEPIIIIIX~
CsI BO3IEHCTBHIO (haKTOpa PHCKa, IO OTHOIICHUIO K KOHT-
poabHOI TpymIie (rpymme 6e3 BO3meicTBUs (hakTopa).
OTHOCHTENBHBIN PUCK, PaBHBINA 1, 03HaYaeT OTCYTCTBHE
pa3IMYUil B pUCKe MeXIy 2 TPYNITaMU; OTHOCUTETbHBIN
puck <1 — 4TO B 3KCIIEPUMEHTAILHOI IpyIIie COObITUE
pa3BUBAECTCS PEXKE, YEM B KOHTPOJIbHOIM ; OTHOCUTEJIbHBIN
pucK >1 — 4TO B 3KCIIEPUMEHTAILHOM IpyIIie COObITUE
pa3BUBAETCS Jallle, YeM B KOHTPOJIBHOIA.

PesynbTarthl

[eHbl, naTOreHHbIE BAPUAHTHI B KOTOPBIX ObLIY BbISIB-
JIEHBI TTPU 00CJIeTOBAaHUY TTAlleHTOB, OBUIN pacIipeaeie-
HBI ITO TPYIIIIaM AeTepMUHaHT. Y 136 manueHToB, crpaga-
fomux LIT B coueTaHum ¢ sanmienicueii, HaiineHo 94 reHa
C IaTOreHHbIMU BapuaHTamu. JIJIsi Bcex IpYIIl IeHOB
3a uckmoyeHrneM ENM (peryisiiinst Bo30yIUMOCTH Hel-
POHATLHOM MeMOpaHbl) HAOOP FeHOB B KaXKIOM rpagaliiu
TskecTH MoTopHOTo nedunura mo GMFCS 6bu1 crieniy-
¢uyHBIM (TAbIMI. 2).

Y 65 (47,8 %) n3 136 nmauueHTOB B OOLIEil KOropTe
MPUCTYIBI OTCYTCTBOBaIU. M3 HUX KIMHUKO-HEpopu-
3M0JIOrnyYecKas peMuccus Habmoganachy 12 (8,8 %) na-
nureHToB (taba. 3), ay 53 (38,9 %) nmauueHTOB ObLIA 10-
CTUTHYTa KJIMHMYECKAsl PEMMCCHUSI, HO COXpaHsIach
sTIenTU(GOpMHAsT aKTUBHOCTb Ha 3JIEKTPOdHIIedao-

rpamme. Y 21 (15,4 %) u3 136 mauueHTOB 4acToTa IpH-
cTynoB cHu3wiach Basoe. Y 50 (36,8 %) maiueHTOB pe-
MUCCHUU TOCTUYb HE YIaJI0Ch.

AHaJIu3 rpyni reHoB IoKa3ajl, YTo Hauboiee yCToM-
YUBBIMU K T€pauy aHTUKOHBYJIbCAHTAMU OKa3aJIMCh I1a-
IUEHTHI ¢ aHOMAIMSIMK TeHOB U3 rpyrm RMF (peryssiiyst
MUTOXOHApHUANbHOU (pyHKIMM), CS (perymsiums oopa3o-
BaHUA ¥ QyHKIMY LuTockeneta), ECM (perysiiiys TpaHc-
mnopTa 4epe3 HapyKHyI0 MeMOpaHy KieTku) 1 GASM (06-
LK€ aCTEeKThI Pery/IsLMU MeTaboI1M3Ma B KJIETKE).

Ynanock 100UThCS PEMUCCUU Y TTALIMEHTOB U3 IPYIIIT
NOG (perymsuusa HelipooHToreHesa), RPS (perymsius
cuHTe3a 6enka Ha pudbocomax) u [OG (perymsius nMMy-
HUTETa M1 OHKOTEHEe3a).

WHTepeceH TOT akT, YTO y MALMEHTOB ¢ (DEHOTUTIOM,
CBSI3aHHBIM C TeHaMM KaHaiommatuii (rpyrma ENM), 0b01
MOJIy4eH OTBET Ha aHTUAIMWICIITUYECKYIO TEpaIMIo Oojiee
yeM B 2/3 cimydaeB. UHBIMU ciOBaMU, B 9TOM TPYIIIE SITH-
JIETITUYECKUI TIpoliecc OB He caMbIM pedpakKTepHBIM
M HE CaMbIM arpeCCUBHBIM.

IIpoBeneHHBLI aHAIK3 PUCKOB IIOKA3aJl, YTO IIPY Ha-
JIMYMU MATOFE€HHBIX BAPUAHTOB B I'eHaX, OTHECEHHBIX
K rpynnam GASM, GSD, RME, CT, ECM, ENM, NTS
n CMTR, puck OTCyTCTBUS PEMUCCUU NOCTOBEPHO
(p = 0,0253) Ha 39,4 % Bblllle, 1 PUCK PA3BUTHS IIOTPEO-
HOCTH B IOJIUTEPAIINY AHTUAIWICITUYSCKIUMU TIpernapa-
tamu (ADIl) wim OTCYyTCTBUS PEMHUCCUM ITOCTOBEPHO
(p = 0,0243) Beie B 4,28 pa3a, 4eM B IPYTUX IPyIIIax.

Mbl TakXe MpOaHaIU3UPOBAIM T€PaeBTUYECKYIO
TaKTHKY, IPUMEHSIEMYIO Y HalllMX naiueHToB. Komnyect-
BO IIPOTUBORIMWICITUYECKUX IPENAPATOB aHATM3UPOBATIU
B 3aBUCHMOCTU OT IPYIII, K KOTOPbIM IIPUHAJIEXAIH I'e-
HBI, accounrpoBaHHble ¢ peHoTUOM LII1. B 0611111 KO-
ropTe YKMCJIO MALMEeHTOB, IPMHUMABILINX 1 IIPOTUBOCYIO-
POXHBIN Ipemnapar, 2 NPOTUBOCYIOPOXHBIX CPEACTBa
¥ 3 u 6oJiee, CYIIECTBEHHO HE pa3InJaInCh (Tad. 4).

Bo Bcex 3 ciryyasix, cBg3aHHBIX ¢ reHaMmu rpyInsl [OG
(peryisiuys UMMYHUTETa M OHKOIe€He3a), MMOoJIUTepanuu
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Ta6muna 3. Dppexm anmusnusenmuueckoii mepanuu u noxkazamens peaucmenmuocmu y 136 nayuenmos ¢ 8poxcoeHHbIMU Yepedpanb-
HbIMU NAPALUMAMU 8 COUEMAHUU C SNUAencUell

Table 3. Efficacy of antiepileptic therapy and the degree of refractoriness of epilepsy in 136 patients with congenital cerebral palsy

Clinical remission Clinical and neurophysiological : . oz Lack of remission
S Reducing seizures by 50 %
Group remission

of genes
% a2 % A % %

GASM 2 3.8 1 8,3 - - 3 6,0
GSD 5 9.4 1 8,3 1 4.8 5 10,0
RMF 1 1,9 = = 2 9,5 5 10,0
CT - - - — - - 1 2,0
CS 7 13,2 - - 2 9,5 9 18,0
NOG 5 9,4 2 16,7 1 4,8 = =

GC 5 9,4 2 16,7 - - 4 8,0
ECM 2 3,8 - - 1 4.8 3 6,0
ENM 10 18,9 2 16,7 7 33,3 9 18,0
RPS 1 1,9 — — — — — —

NTS 5 9.4 2 16,7 3 14,3 4 8,0
10G 1 1,9 1 8,3 1 4,8 - -

CMTR 9 16,9 1 8,3 3 14,3 7 14,0
ﬁf;" 53 38,9 12 88 21 15,4 50 36,8

Taomma 4. Yucno 00Ho8peMeHO npUMeHAEMbIX NPOMUBOINUACNIMUYECKUX npenapamos y 136 nayuenmoes ¢ 8poicOeHHbIMU Uepedpan-
HbIMU NAPALUMAMU, CONPOBONCOABUUMUCS INULCNCUEL

Table 4. The number of antiepileptic drugs in the treatment of epilepsy in 136 patients with congenital cerebral palsy

Monotherapy Two anticonvulsants ) Total
Group of genes Three and more anticonvulsants

GASM 2 33,0 2 66,0 2 33,0 6
GSD 5 42,0 4 33,0 3 25,0 12
RMF 1 12,5 2 25,0 5 63,0 8
CT - - - - 1 100

CS 7 39,0 4 22,0 7 39,0 18
NOG 6 75,0 1 12,5 1 12,5 8
GC 6 55,0 2 18,0 3 27,0 11
ECM 1 17,0 3 50,0 2 33,0 6
ENM 8 29,0 9 32,0 11 39,0 28
RPS 1 100 - - - - 1
NTS 8 57,0 4 29,0 2 14,0 14
10G 2 67,0 1 33,0 - - 3
CMTR 9 45,0 7 35,0 4 20,0 20
IT*O"t‘;’j" 56 100 39 100 41 100 136

N
~
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ADII He morpedoBanack. Hanbobias 1ois1 MauueHTOB,
IMOJIyJaBIINX 3 1 60Jiee IPOTUBOCYIOPOXHBIX IIperiaparTa,
obuta B rpynmax RMF (perymsiiuss MUTOXOHIPHAIbHOM
¢ynkium), CS (perymsiuusa ¢GopMUpoBaHUS U (YHKIINO-
HUpoBaHUA uTockenera) u ENM (peryisiiust Bo30yau-
MOCTHY HeHpOHaIbHO# MeMOpaHbI) (CM. Ta0II. 4).

[IpoBeneHHBIN aHAIN3 PUCKOB ITOKA3aJ, YTO ITIPH Ha-
JIMYMU HapyllieHuil B reHax rpymnnbl RME, puck morpe6-
HOCTH B 3 1 OoJiee mpemnapaTax moctoBepHo (p = 0,0480)
BhIlIE B 2,15 pa3a. Ecnu HapyllleHUs BHISIBJICHBI B TeHAaX,
oTHeceHHBIX K Tpyniam GASM, GSD, RME CT, NOG,
GC, ECM, ENM, RPS, NTS, I0G umu CMTR, puck
pa3BUTHS TTOTpeOHOCTU B TouTeparuu ADIT unm puck
OTCYTCTBUS peMHccHU gocToBepHO (p = 0,0243) BEIIIE
B 4,28 pa3a.

06cyxxaeHune

[To maHHBIM TPOBEICHHOTO HAMU aHAJIN3a BHISIBJICHBI
TPYIIIBL IeTePMUHAHT, OKa3bIBAIOLINE JOCTOBEPHOE BJIH-
STHME Ha XapaKTep U TeUYeHHE SIMIICIITHIECKOTO IIpoliecca
Y HaIMEHTOB MCCIeAOBAHHON T'PYIIIbI, IIPUYEM BIMSHUC
moJsipHoe. Tak, IpUHAIJICXKHOCTh TEHOB C BBISIBJICHHBIMU
HapyumeHusIMU K rpynme CS (perynsmus o6pa3oBaHUs
1 (PYHKIIMOHUPOBAHUS LIMTOCKEJIETA) OIIPEAEIISIET TOCTO-
BEPHO CYIIICCTBEHHBIC PUCKH B IIOTPEOHOCTY Ha3HAYCHUSI
3 uu 6oJiee aHTUKOHBYJIBCAHTOB, a TAKXKE CYIIICCTBEHHO
0O0JIbIIIME COUeTAaHHBIE PUCKY MOTPEOHOCTU B MOJIUTEPa-
i ADIT 1 HeTOCTIKEHUST PEMUCCUU.

Hannuwre nocToBepHOi1 B3aMMOCBSI3U BblIeJIEeHHOM HAMU
TPYIIIBL IETEPMUHAHT C OCOOCHHOCTSIMU TEYCHMST SITMTICTI-
TUYECKOTO TIpoIiecca YKa3bIBaeT Ha aJeKBaTHOCTh TaKOTO
METOIMIECKOT0 ITOIX0/IA, KaK TPYIIITMPOBKA TEHOB I10 IeTep-
MHUHAHTHBIM TPYIIIaM, B TOM YHCJIC IT0 IPU3HAKY PETYIISIIII
00pazoBaHys 1 (GPYHKIIMOHUPOBAHUS IIUTOCKEIIETA.

H3BecTHA CBS3b (hOPMUPOBAHMS KOPTUKAIBHBIX JTHC-
re’esuii ¢ anomanusiMu B rene TUBAIA |9, 12, 14, 16].
YuacTtue aHomanuii B reHe TyOyJIMHa B TepaTOreHe3e
Ha OpraHM3MEHHOM YPOBHE OIIPEICIISIETCS TEM, YTO TyOy-
JIMH (DOpMUPYET 3JIEMEHTHI KJIETOYHOTO KapKaca, B 4acT-
HOCTH MUKPOTPYOOYKHM, KPOME TOTO, OH YIaCTBYeT B (hop-
MMPOBAaHUY MUTOTHUYECKOTO BepeTeHa (BepeTeHa AeICHNS),
MpUYeM MUKPOTPYOOUKH (hOPMUPYIOT COOCTBEHHO BepeTe-
HO. Poib KOpTHKaNIBHBIX NUCIIA3UI B ITATOreHE3¢ SITH-
JICTICUY Ha HACTOSIIIIMU MOMEHT OoJjiee 4eM OYeBHIHA.

OcHOBOI1 (pOpMUPOBAHUS SMUJECTITUYECKOTO IIpoliecca
B IaHHOM cJIydae SIBJISICTCS IIpeXIe BCEro HapylleHHE
dopMHUpOBaHUS MEXHEHPOHHBIX B3aMMOAECHCTBUIA U B3a-
UMOBJIUSIHUN. MHBIMM clIOBaMU, 3MUJIENITUYECKUN MTPO-
LieCC MPY HATMYUU JAHHOMN JEeTEPMUHAHTHI UMEET B 00JIb-
L€ CTETICHW BTOPAYHBINA XapaKTep, CBSI3aHHbIN CO CTPYK-
TYPHBIMH HAapYIIEHUSIMA B MO3TOBOI TKaHM.

DopmupoBaHUe SIWIETICUN Y TAITUCHTOB C AHOMAJIHSI -
MH B TeHaX, KOTOPBIX MOXXHO OTHECTH K IPyHIIaM TOMUHAHT
peryJsiliui OOILIMX acleKTOB KJIETOYHOIro MeTabojn3Ma
(GASM), dopmupoBaaust u pyHKImu murockeiera (CS),
a TaKKe TPAHCIIOPTa Yyepe3 BHEUTHIO MeMOpaHy KICTKHU
(ECM), monpo6Ho oncano B ureparype [10, 15, 19]. Tak-
JKe UMEIOTCS YKa3aHUsI Ha TOPITUIHOCTD TSUCHUST SITAJICTICI
y TIALIMEHTOB C TEHETMUYECKM AeTePMIHUPOBAHHBIMU HApy-
LIEHUSIMY (PYHKLIMI MUTOXOHApUAIBHOTO anmapara [2]. Ham
VIAJIOCh TIOKA3aTh M30JIMPOBAHHOE BIMSHUE HAIMYUS MH-
TOXOHIPHAIBLHO AeTepMuHaHTHI (rpyrma RMF) B marore-
He3e 3a00JjieBaHMSI Ha MOBBIIIEHUE pUCKa MOTPEOHOCTU
B rtoymtepariv ADI u HenoCTIKEHNST peMUCCUU.

MEI ipeamonaraeM, 9To AeTepMUHAHTa (DYHKITUN MU~
TOXOHAPHWIT Hambosee CYyIIeCTBEHHO BIMAET Ha 3(Ppdek-
TUBHOCTh aHTURIIWICIITUYECKON Tepanuu. BeposiTHO,
HapyIlIeHNe SHePTreTUIECKOro oOMeHa B KJIETKEe HelTpa-
JIM3YyeT CTaOMIM3alrI0 HEMPOHAIbHON MeMOpaHbl IO,
JIeificTBUEM TIPOTUBOCYIOPOXKHBIX cpeAcTB [18]. O6 aToM
TaKKe CBUIETEILCTBYET OOJIBINAst ITOTPEOHOCTD MALIMEHTOB
9TOi TpynIibl B noymtepanuu ADI. [IpuMeHeHue moim-
TepaIiy 3aTparuBaeT cpa3y HeCKOJIBKO MEXaHM3MOB BO3-
OYIMMOCTH HEePOHAJIbHOM MeMOpaHbl M MOBHIIIAET (-
(beKTUBHOCTD JICYCHMSI B 3TUX CIOXHBIX CITydasX.

BbiBOADI

Mertox aHaIM3a TeHHBIX JeTePMUHAHT ITO3BOJISICT Je-
TaJIU3UPOBATh ACIIEKTHI IIATOTeHEe3a M OCOOEHHOCTHU KIIH -
HUYECKMX MPOSIBJICHUM SMUIeTICUM ITPpU BpoxKaeHHbIX LI11.
Hanuune aHoMmanuii B reHaX, peryJrMpyoiux ooLIue ac-
MMEKTHl KJIETOYHOTO MeTaboIM3Ma, (DYHKIIMIO MUTOXOHI-
pUaNBLHOTO anmaparta, popMupoBaHue U GyHKIIUU LIUTO-
CKeJIeTa, TPAHCIIOPT Yepe3 BHEITHIOW MeMOpaHy KICTKH
U BO30yIMMOCTbh HEMPOHATbHOU MeMOpaHbI, MOXKHO MC-
II0JIb30BaTh B MPOTHO3UPOBAHUM TCUCHUS SITUJICTICUHU
1 (DOPMHUPOBAHUH JOJTOCPOYHOM TAKTUKY ITPUMEHECHUS
AHTUKOHBYJIBCAHTOB.
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