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K BOITPOCY OB 3 TUOMATOT'EHE3E ®OKAJBHOM ®OPMBI

IIMMUJIEIICUHA
Annomayun. Onunencus — 5MO  XPOHUYECKOE  HEEPOJIOSUHECKOe
3abonesanue, xapakmepusyroujeecs NOSMOPAIOUUMUCS CROHMAHHbIMU

CYOOPOIICHLIMU ~ NPUNAOKAMU,  BbI3GAHHLIMU — AHOMAILHOU  3JIeKMPUYECKOU
AKMUBHOCMbIO HEUPOHO8 20JI06H020 Mo32a. [Ipunadxku npossnaomes cyoopoamu,
BDEMEHHOU NymaHuyeu, nomepeu CO3HAHUA, HAPYUWEHUAMU  BOCHPUAMUA,
O0BUICEHULl, NCUXUKU U MO2YM B8apbUpOBAMbCs Om Je2KUX N0o0epeUus8aHutl 00
CUNIbHLIX  KOHBYAbcul. Jluacno3 cmasumcsi npu Hawuuu 08yx uiu 0Oosee
HeCnpoBoYUpOBAHHLIX NPUNAOKO8. 3abonesanue umeem OpeaHudeckylo npupooy,

HO anujiencus H€00H0p0@H61, mo ecmb moareem umems - pasiudHyrO
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cumnmomamukKy, npuduHsvl U mMunsvbl NPUCMYNO6. B cmamve pa36upaiomc;z
80NpOCyHL ocobennocmen Ymuonamozenesd ¢OK¢Z]ZbHOL7 anujiencuu.

Knrouesvie cnoea: ¢0Kd]lea}Z onujiencusd, 39muoJlocuA, namoceHes,
OUACHOCIMUKA, 2NIeKMPOIHYehanrocpapus, MazHUmMHO-pEe30HAHCHASL MOMo2paghusi.

Annotation: Epilepsy is a chronic neurological disease characterized by
recurrent spontaneous epileptic seizures caused by abnormal electrical activity of
brain neurons. Seizures are manifested by convulsions, temporary confusion, loss
of consciousness, impaired perception, movement, and psyche, and can range from
mild twitching to severe convulsions. The diagnosis is made in the presence of two
or more unprovoked seizures. The disease has an organic nature, but epilepsy is
heterogeneous, that is, it can have different symptoms, causes, and types of
seizures. The article examines the features of the etiopathogenesis of focal
epilepsy.

Keywords:  focal epilepsy, etiology, pathogenesis, diagnosis,

electroencephalography, magnetic resonance imaging.

Onunencuss - OJHA W3 CaMbIX pPaCIpPOCTPAHEHHBIX HEBPOJOTHYECKHUX
narojiorui. Takoil OUarHo3 MMEKT HE MEHee 65 MUUIMOHOB YEJIOBEK B MUDE,
npudeM OOJICIOT JIF0JU B JIFOOOM BO3pacTe | Jito0oro mosa. B moxuiaom Bo3pacte
SIUJIETICUSI MOXET OBITh Pe3yJIbTaTOM HHCYJbTOB, HEHPOJETeHEPATUBHBIX
3a0oseBaHui U omyxosei [1].

dokanbHas OBOWIENCHS — BHUI JNWICICUH, NPU KOTOPOM IPHUCTYIIBI
XapAKTEPU3YIOTCA OTPAHUYCHHOM M YETKO JIOKAJIM30BAHHOW 30HOW IMOBBILLICHHOU
MMAPOKCU3MAJIBHOM AaKTUBHOCTH TOJIOBHOTO Mo3ra. KiumHHYeckue mNposBICHUS
(GOKAIBHBIX TPUCTYNOB MOTYT OTpaXkaThb WU OOIIMPHYIO CE€Th B OJIHOM
MOJYIIAPUU, WU JUCPYHKIHUIO CTPOTO OrPAHMYEHHOTO KOPKOBOTO PETrHOHA.
HecmoTpss HAa TO, 4TO CHUMNTOMAaTHMKAa MPUNAAKOB Yy JE€TEHM U B3POCIBIX YaACTO

CX0’Ka, 3TUOJIOTHSI SIUIICTICHH Y STHX JBYX I'PYIII MAIlMEHTOB pasiuyaetcs [1].
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Boigenstor cnenyroiye npuuuHbl BO3HUKHOBEHUS (DOKATBHOM SMUIIETICUN Y
B3pPOCIHBIX:

1. CrpykrypHble 3THOJIOTHYECKHE (aKkTOpbl. BOIBIIMHCTBO clilydaes
BO3HHMKAIOT B pPE3yJibTaTe MPUOOPETEHHBIX CTPYKTYPHBIX AHOMAJIUN TOJIOBHOTO
MO3ra, HalmpuMep HWHCYJIbTa, YEPEIHO-MO3TOBOM TpPaBMbl WM HUH(EKIIUH.
[IpyurHOM  MOTYT  TIOCHYXXKHTh  TaKK€  HOBOOOpA30BaHMS,  COCYAMCTHIC
Majgb(hopMaIiil WIA TEHETHYEeCKHEe 3a00JieBaHUSA. Y HEKOTOPHIX IMAIMEHTOB C
AIUJICTICHEl MOTYT HaOJI0/aThCsl KaK MPUOOPETEHHBIE CTPYKTYpHBIE aHOMAJIUU
rOJIOBHOT'O MO3Ta, TaK U TeHeTHYecKue 3aboseBanus [1-2].

2. T'eHeTnueckasg DTHOJOTHA. 3a MOCIEIHUE TOAbI BBIABIEHO OOJBIIIOE
KOJIMYECTBO TE€HETUYECKUX BapUAHTOB, CBS3aHHBIX C pPa3IM4YHBIMUA (opmMamMu
smmiencur. Hampumep, cemeiiHas BHCOYHAs OIWICIICHS ¥ ayTOCOMHO-
JIOMUHAHTHasi TUIIEPMOTOpHAs »nuiierncus, cBszanHas co cHoM (ADSHE), panee
U3BECTHAsl KaK ayTOCOMHO-IOMUHAaHTHAs HouHas JioOHas smunencus (ADNFLE),
MOTYT IPOSIBUTHCS KaK B TIOJIPOCTKOBOM, TaK ¥ BO B3pOCIIOM Bo3pacTe. B pa3sutun
ATUX JABYX TEHETUYECKUX (POPM DMHIICTICUU YYaCTBYIOT HECKOJBKO TI'eHOB. Tak,
ADSHE wmoxer ObiTh BbI3BaH myTainusmu B CHRNA4 (aukotuHoBas anbda-4
cyopeauHuIia XonuHeprudeckoro perentopa), CHRNB2(amkoTHOBas OeTa-2
cyoreaununa xomuneprudaeckoro perenropa) 1 CHRNA?2 (aukoTuHOBas anbda-2
CyOBeOMHUIIA XOJUHEPTUUECKOTO pEIEenTopa), KOTOpPhIE SBISIOTCS T'e€HAMH,
KOJUPYIOMUMHA CyOBEUHUIIBI HUKOTHHOBOTO allETUIIXOJIMHOBOTO peEIrenTopa
(nAChR).

3. Hudexuunonnsie 3a00jeBaHUs. OMUIENTOICHE3 MOXKET 3aBUCETh OT
BO3OYAMTENSA, CTENEHNW MOPAKEHUs KOPBhI TOJIOBHOTO MO3ra M BO3HHUKAIOIIECH B
pe3ynbTaTe BOcHanuTenbHOM peakuuu. CyliecTBYIOT JOKa3aTelbCTBa TOTO, YTO
3aJICPKKU B JICUCHUH MOTYT BIIUATH HA SITUAJICTITOTCHE3.

4. Merabonnueckue mnpuuuHbl. K Hambomnee pacmpocTpaHEHHBIM
HapyIlIEHUsIM OOMEHA BEIECTB OTHOCSTCS TMEPBUYHBIE MHUTOXOHJIpUATbHBIC

3a00JIeBaHUs, KOTOpPhIE MOTYT MPOSIBIATHCS B BHIE (DOKANBHBIX MPHUIAIKOB Y
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B3pOCJIbIX, OHU BKJIKOYAIOT B C€Osl MATOJOTUH, CBSA3aHHbIE C FaMMa-CyObeAMHULIEH
JHK-mmomumepaser (POLG); MUTOXOHIpHAIBHYIO SHITE(ATONaTHIO, JTAKTOAIHI03
U UHCYJIbTONO0A00HbIE 313016l (MELAS); a Takke MUOKIIOHUYECKYIO IHIICIICUIO
¢ panbIiMH KpacHbIMU BosiokHaMu (MERRF). CBoeBpeMeHHass AMarHOCTUKA ITHX
pacCTpOMCTB HMMEET pEHIalollee 3HA4YEHHUE, II0CKOJIBKY OHH  IOAJAKTCA
crenuduIeckoMy JeueHuo [2].

5. HWmMmyHHas 3THONIOTHA. AYTOMMMYHHas OJHWIECHCHA IO-IIPEKHEMY
OCTa€TCs HEAOOLEHEHHON NMPUYMHON NMPHUIIAJKOB. B 3TOM mponecce y4acTBYHOT
HEHPOHHBIE ayTOAHTUTENA, HALEJICHHbIE HA KIETOYHYIO II0BEPXHOCTh WU
BHYTPHKJIETOYHbIE aHTUTE€HBI. J[MarHo3 MOXHO MOATBEPAUThH C MOMOILBIO aHATN3a
HA aHTUTENA B CIIMHHOMO3IOBOM JKHJIKOCTH WJIM CBIBOPOTKE KPOBHU.

6. HeusBecTHas aTHon0rus. B HEKOTOPBIX Cilydasx HE yAaeTCsl yCTaHOBUTH
ATUOJIOTHIO JMWIETICUM, HECMOTPS Ha 3HAYUTENbHBIA Mporpecc B 00JacTh
TECTUPOBAHUS.

@oKaspHAs DNUJIENCHS - CaMbId PACIPOCTPAHEHHBIM THUIT DSHHICIICUM B
JETCKOM BO3pacre, Ha HEE NPUXOJUTCS OKOJO JBYX TpETed BCEX ClydacB
anuiIencur. BpoxkaEHHBIE AHOMAJIMHM Pa3BUTHS TOJIOBHOTO MO3ra SIBJISIFOTCS
BEIyIIEH HTHOJOTMYECKOM MNPUUYMHON (OKAJBbHOM HOWIENCUH Yy JAETeH, 4To
00yCIOBIMBAET BHICOKUI PUCK MHBAJIMIN3ALIMU U CHIPKEHUE KauecTBa KU3HU.

OTU COCTOSIHUA TPEJCTABISAIOT COOOM TeTEpOreHHYIO TpYIIy HapylIeHUN
CTPYKTYpHOM OpraHu3aluyd KOpbl  OOJBIIMX MOJYIIAPHi, BO3HUKAIOIIUX
BCJencTBUE COOEB B HOPMAIbHBIX JTanax MPeHaTalbHOrO HeWporeHesa u
3aTparvBalOIIUX  MOMYJSALUM  KIETOK, YYacTBYIOUIMX B  (OPMHPOBAHUU
KOPTUKAIBHOM macTuHku [2-3].

Mopdonoruueckne  OCOOEHHOCTHM  TakKUX  IOPOKOB  OMNPEIEISIOTCS
NAaTOr€HETUYECKUM MEXAaHU3MOM, BKIIOYasl HapylleHus mpojudepanuud uiu
IPOrpaMMUPYEMO KIIETOYHOW TruOenn (amomnro3a), HEHPOHATBLHOW MUTpAINH,

JAMUHAPHOW OpraHu3aliy JIM00 TepMUHATILHON AU hepeHITUPOBKH HEHPOHOB.
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Cucremaruzanus GopM KOPTUKAIBHBIX Mallb(opMaluii 0CTaETCsl CIIOKHOU
3aJ1ayel, MOCKOJIbKY Y OJTHOTO MAllMEHTa MOTYT COCYLIECTBOBATh HECKOJIBKO TUITOB
HapyIIEHUH KOPTUKAJIBLHON apXUTEKTYphl (HampuMep, MOJIUMHUKPOTUPHUS MOXKET
HaOJII01aThCS B COUETAHHUHM C Y3JIOBOM reteporonueii) [3].

BrisBienne reHHBIX Je(EKTOB IMO3BOJIMIO TIY0XKe TOHSITh MEXAaHH3MBI,
Jexalmue B OCHOBE HOWIeNToreHesa y Jnerei. Psg  uccnemoBanmii ¢
WCIIOJB30BAaHUEM TEXHOJIOTUM CEKBEHUPOBAHHUS MOKa3aJld, 4YTO MYyTaluu
3apOJbIIIEBOM  JMHUM W HHU3KOYPOBHEBBIE  COMAaTHUYECKHME  MYTallMH,
aktuBupytomue nytb GATORI nnmum mTORCI, BebBatoT no ~60 % cimydaeB
remuMmeramdHiedamuu (I'MD) unu ¢deranbHOr0o KOTHUTHUBHOTO Aedunmra 2-ro
TUIA, XapaKTEPU3YIOUIETOCs KOPTHKAJIBLHOW JHCIaMUHAIMEd W JUCMOpP(HBIMU
HelipoHaMu  (deTanbHbId  KOTHUTUBHBIA  jAeduuutr 2-T0  TUOa A) WIH
OAITIOHO0Opa3HBIMU KJIETKaMU ((peTanbHbIA KOTHUTUBHBIN AeuuuT 2-ro Tuna b).

[Tomumo Hapymienuii curianbHoro nytd mTOR, npu FCD tun I, mMCD u
dbokaibHOM H3mmiencuu 0€3 BUAMMBIX CTPYKTYPHBIX HW3MEHEHUM BBISIBIICHBI
comatuueckue BapuaHThl B reHe SLC35A2, xomupyronieM nepeHocuunk Y J[D-
rajlakTo3bl, YTO MPUBOAMUT K AederrtaM N-TIIMKO3UIUpOBaHUs. YTpaTa (yHKIUU
oenka SLC35A2 mnpenstcTByeT TpaHcnopTy Y d-ramakto3sl U3 LUTO30JSI B
anmapat [onbIKu, BCIENCTBHE YErO0 B PE3CHUPOBAHHBIX 00pa3lax MO3TOBOMU
TKaHU 00pa3yroTCs YCeUEHHBIC, HETTOJTHOIICHHBIC TIIMKaHbI [3-4].

Ha npoTskeHMM JIUTETbHOIO BpPEMEHU U3BECTHBI T'€pMHUHATUBHbBIC
BapUaHThl 3TOro X-CIETUICHHOTO TE€HAa, BBI3BIBAIOIINE PEIKyr Gdopmy
BpOXKAEHHOTO HapymieHus riuko3uwirpoBanus (CDG), 11 KOTOporo xapakTepHbI
BBIPQKEHHBIC HEBPOJIOTMYECKHE MPOSIBICHUS (OT YMCTBEHHOW OTCTaJIOCTH O
AIUJICTICUN).

Henapuue uccienoBanus MoATBEPAUIN HATUYNE COMATHUECKUX MO3aUIHBIX
mytaruii SLC35A2 B 45% ciydaeB, AEMOHCTPUPYIOMIUX PaA3IUIHYIO CTEMEHb

Mo3autiu3ma (ot 7 mo 52 %) u nérkue (opmbl HapyLIEHUHA KOPTUKAJIBHOTO
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pa3BuTHs ¢ MOP(HOIOTHYECKUM (PEHOTUIIOM OJIUTOACHAPOTINAILHON TUIIepILIa3un
(MOGHE) [4-5].

MOGHE npencraBnser coboit  popmy ¢okambHON MHUOKIOHUYECKOM
AIUJIETICUM JETCKOTO BO3pPAacTa, XapaKTepU3YIOUIyocs (papMaKkope3uCTEHTHOCTHIO
U HEepeAKO TPeOYyIOIIyI0 XHPYpPrHYecKoro jedeHus. Mopdomorndecku aias Heé
TUNHWYHBI JIOKAJIbHBIE CKOIUIEHUSI OJIMTOACHAPOLUTOB C MOBBIIIEHHON KJIETOYHOU
MJIOTHOCTBIO, O4YaroBbIe 30HBI TUTIOMUEIIUHU3ALINH, MPUCYTCTBUE
reTepOTONMYECKIUX HEUPOHOB B O€JIOM BEIIECTRBE.

[Ipumepno 60-70% mNaNMEHTOB C HSOWIENCUENH JOCTUTAIOT CTOMKOM
PEMHCCUU WM CYIIECTBEHHOIO YPEXKEHUS TMPUCTYIIOB Ha (OHE JICUCHHS.
BONBIIMHCTBO M3 HUX JOCTUTAKOT PEMUCCHM Ha MOHOTepanuu. OIHAKO HECMOTPS
Ha MIMPOKUN BHIOOP aHTUKOHBYJILCAHTOB, MPOOJIEMa MAaTOr€HETUYECKOro MOIX0/1a
K Tepanuu TMO-NPeKHEMY akTyaiabHa. KpoMe 5Toro, BBIOOpP HEMOAXOISIIETO
JICYEHUs CBA3aH C PUCKOM YYallleHHs MPUCTYIOB, BO3MOXHBIX TPaBM, CHUKECHUS

KaueCTBa JKU3HH M JIETaJIbHBIX UCX0I0B [5].
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