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Focal Cortical Dysplasia Genetics and EEG-Features:
A Literature Review

Peslome

DokanbHasa KOpTMKanbHasA AUCMasnsa — ofHa U3 Haubonee YacTblX MPUUMH 3NUIENCUN (OKO-
1o 14%).
MpoaHanu3npoBaHbl Ny6NMKaLmMy 0 reHeTUYeCKnx oCHoBax U 33M-0cobeHHOCTAX 3Nunencum npu
¢doKanbHbIX KOPTUKaNbHbIX Ancnnasuax. M3 cnctematmyeckoro o63opa Joana Jesus Ribeiro 1 coas-
TOpoB (2021) N3BECTHO, UTO AAHHbBIX O reHeTMYecKnx ocHosax OKJ] 1-ro TMna HeJoOCTaTOYHO, TaK Kak
MyTaLumM MOTyT MPUCYTCTBOBATb B €Lle He pacrno3HaHHbIX reHax. Kpome Toro, MyTtaumm MoryT BAn-
ATb Ha HeKoAMpyoLre 0611acTU FeHOMa, UTO MOXKET ObITb 06HapY»KeHO B ByayLLem nyTem riny6okoro
CeKBEHMpPOBaHNA reHoma. [lpyroe anbtepHaTMBHOE 0OBACHEHME 3aKMYaeTCca B TOM, UTO HU3KasA
NNOTHOCTb KNETOK, HeCyLMX NaTonornyeckre BapraHTbl (AucMopduryHble HeNPOHbI U GannoHHble
KneTku), B obpasue TKaH1 MOXKeT NPUBOAUTb K MO3anLM3My MO3ra HUXKe NMOpPOroBOro ypoBHaA 06-
HapyXeHus.
Ana ®KJ tuna Il (ocobeHHo llb) B cuctematnueckom o63ope Joana Jesus Ribeiro n coastopos (2021)
6b1TN MAEHTUMLMPOBAHbBI MHOMXECTBEHHbIE COMATUYECK/e, 3apOAbILIEBbIE 1 COMATUYECKME MO3a-
WYHble MyTaumMm B reHax, cBA3aHHbIx ¢ nytem mTOR.
CornacHo gaHHbIM, nonyyeHHbiM K.HO. MyxuHbim (2016), a Takxe Epitashvili n coastopamu (2018),
®OK[ 1-ro Tuna He nmeeT YeTKUx 3M-ocobeHHocTel. Y 6onblimHcTBa naymeHTos ¢ OKL | Tvna Bos-
HVKaeT HeO6XOAUMOCTb NMPVIMEHEHUA MHBA3UBHDBIX NIEKTPOAOB ANiA 6onee YeTKoW Nnokanusaumm
30HbI AUCMNSIa31K, KOTOPYIO 3a4acTylo OYeHb CloxHo onpeaenuts. Mpu OKA Il Tna, ocobenHo llb,
HabnogaTCa BbicoKocneumouyHble nsmeHeHnsa Ha 931 — doKanbHble 3nNMnenTMdopPMHbIe pasps-
Ibl Ha GoHe HeperynapHoro 3amegneHusa (FEDOIS).
OtpenbHyto obnacTtb nHTepeca npeactasnaT OKA Il Tuna, cnctemaTnyeckre faHHble O KOTOPbIX
NPaKTUYECKN OTCYTCTBYIOT.
KnioueBble cnoBa: pokanbHasa KopTKanbHasa ANCNNa3WA, SNUNENCUA, reHeTrKa, SNeKTposHueda-
noramma.
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Abstract

Focal cortical dysplasia is one of the most common causes of epilepsy (about 14%). Authors analyzed
the publications about the genetic basis and EEG features of epilepsy in focal cortical dysplasia.
From a systematic review Joana Jesus Ribeiro et al. (2021), is known that there is a lack of information
on the genetic basis of FCD type 1, since mutations may present in genes that have not been
recognized. In addition, mutations can affect non-coding regions of the genome, which can be
detected in the future by deep sequencing of the genome. Another alternative explanation is that
the low density of cells carrying pathological variants (dysmorphic neurons and balloon cells) in
the tissue sample may result in brain mosaicism. For FCD type Il (especially lIb), a systematic review
by Joana Jesus Ribeiro et al. (2021) identified multiple somatic and germline mutations in genes
associated with the mTOR pathway.

According to K. Mukhin (2016) and Epitashvili (2018) findings, type 1 FCD does not have clear EEG
features. In most patients with type | FCD, it is necessary to use invasive electrodes for localization of
the dysplasia zone, complex to determine. Type Il FCD, especially Ilb, show highly specific changes
on the EEG - frequent epileptiform discharges on irregular slow (FEDOIS).

A separate area of interest is represented by type Ill FCDs, there is a lack of systematic information
on its genetics and EEG-findings.

Keywords: focal cortical dysplasia, epilepsy, genetics, electroencephalogram.

QokanbHaa KopTuKanbHaa gucnnasua (PKJ) — sto 3aboneBaHue 13 re-
TEPOreHHON rpynnbl aHOMaNui Pa3BUTMA KOPbl FONIOBHOIO MO3ra, XapaKTe-
pu3yioLieecs HapyLleHnem nponudepauv HENPOHOB U HAPYLLEHNEM apXU-
TEKTOHWKM Kopbl. IBNAETCA 0gHOM 13 Hanbonee YyacTbiX MPUYUH SNMNencum
(B0 14%), MOXeT coyeTaTbCA CO CKNEePO30OM MMMNMOKamnoB 1N KOPTUKanbHbI-
MW IIVOHeNPOHanbHbIMK onyxonamu. Bnepsble TepMuH npumeHeH Teylor B
1971 r.[1,2,4,19, 23, 26].

Mo mepe HakonnieHns AaHHbIX B 2011 T. € Lienbio NaToMopdonornyeckoro
pasgeneHusa noatunos OKJl, MeloLWrX pasnyHble KIIMHUYECKNE, SNeKTPO-
3Huedanorpaduryeckre, pagronormyeckme, MoneKkynfapHO-reHeTnyeckme
XapaKTepUCTUKM M MPOrHo3, MexayHapofHas NpoTMBO3NUAENTUYECKas
nura (ILAE) onybnukoBana CBOW NepBblIii MeXAYHaPOLHbI KOHCEHCYC No
knaccudurkauymm OKJL. CornacHo gaHHoMy KoHceHcycy Bce OK[l 6biny pas-
ZeneHbl Ha 3 Trna: nsonmposaHHble (DKM Tvn | v OKO tvn 1) v ancnnasuum,
accoumMmnpoBaHHble C MHOW CTPYKTYpHoW natonornert mosra (OKA tun lll) - ¢
rMNNOKamnanbHbIM CKIEPO30M, FMIMOHEBPAJIbHBIMI OMYXONAMU, COCYAU-
CTBIMU ManbGopMaLMAMY, NOBPEXAEHNEM MO3ra, BO3HMKILEM Ha PaHHUX
3Tanax pa3BuTnA pebeHkKa (MoCTUWEMNYECKM, MOCTUHEKLNOHHBIM, NOCT-
TpaBMaTUYecknm 1 ap.). Kaxabin n3 tpex Tunos OKJ 6bin 4ONONHUTENBHO
pa3geneH Ha noatunbl [3].

bonblumHCTBO nccnepoBaHun o reHetuyeckon npupoge OKJL Bknova-
10T Manoe KOonMnuyecTBo naumeHToB. CncTemaTnyeckuin 063op Joana Jesus
Ribeiro n coastopos (2021 r.) Bkntouan 648 naymerHtos ¢ OKL 1-ro u 2-ro
Tna. Mo AaHHbIM CMCTemMaTMYecKoro 063opa, MyTaLuuy B 3apOAbILLIEBbIX
nuHuAax PCDH19, SCN1A, KCNT1, STXBP1, DEPDC5, NPRL2 n comaTunueckne
STXBP1 AKT3, DEPDCS5, SLC35A2 BapuaHTbl 6binn 3aperncTpupoBaHbl y na-
umeHTtoB ¢ OKJ | Tvna, 3aTparvBas o4eHb pa3HOO6Pa3HbIN CNeKkTp reHos [4].
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MaToreHHble BapuaHTbl B reHe npotokaarepuHa 19 (PCDH19), nokannsosaH-
HoM B Xq22, nepBOHa4anbHO 6blIN 3aperncTPrPOBaHbl y XEHLLWH C Snunen-
Cuen 1 YMCTBEHHOW OTCTanoCTbio U B HeGONbLWIOM npoueHTe GpeHOoTMNOM
cuHapoma Opase (Kurian et al., 2018) [5].

OH 3KcnpeccmpyeTca BO Bpema pa3BUTUA MO3ra 1, Kak nonaraiot, yya-
CTBYeT B MUrpauuy HEMPOHOB W YCTaHOBMEHWM CUMHANTUYECKUX CBA3eN
(Kurian et al.,, 2018) [5]. MloHHble KaHanonaTnK, Takne Kak cybbeamnHmua al-
HaTpueBoro kaHana (SCNTA) n reH HaTpuUA-aKTUBMPOBAHHOIO KanneBoro
kaHana (KCNT1), obbluHO cBA3aHHble C cMHAPOMOM [lpaBe U ayTOCOMHOM
JOMMHAHTHOW HOYHOW NOGHON 3NMnencum, COOTBETCTBEHHO, MOTYT coye-
TaTbCA C rcToNnornyeckn noareepxaeHHoim OKJ (Barba et al., 2014; Rubboli
etal, 2019) [6].

HeunsBecTHO, ABNAETCA 1M COCYLLECTBOBaHME STUX ABYX BbICOKO3MMEn-
TOreHHbIX Cy6CTPaTOB C/TyYaliHbIM WA MPUYNHHO-CNeACTBEHHbIM. BapuaH-
Tbl 3apPOAbILIEBO MNHUM 1 Ancnnasna-cneundmnyeckmnin mosanumsm STXBP1
Takxe 6bin BoneyeHbl B OKJ Tvna | (Weckhuysen et al,, 2013; Uddin et al.,
2017). STXBP1 KogupyeT CUHTaKCMH-CBA3bIBaOLW NI 6eNToK, KOTOPbIN Urpaet
BaXKHYI0 pOJSib B BbICBOOOXKAEHNM HENPOMeLMaTOPOB NMOCPEeACTBOM pery-
nayun cnHTakewHa (Uddin et al, 2017) [7]. Coobuanoch Takxke 0 HapyLue-
HUM nyTM MTOR-myTaumamm B poacTBeHHbIX reHax (AKT3, DEPDC5, NPRL2)
(Baulac et al., 2015; Weckhuysen et al., 2016; Baldassari et al., 2019a) [8].

SLC35A2 (nokyc Xp11.23) kopnpyeT nepeHocumk UDP-ranakTtosbl, Ko-
TOpPbI NO3BONAET TPAHCMNOPTUPOBATb ranakTo3sy, HeobXxoauMylo AnA -
ko3unuposaHua (Winawer et al., 2018) [8]. HecHOHMMUWYHbIE BapuaHTbl B
SLC35A2 6binn o6HapyxeHbl B TKaH OK |, HO He B KpoBK, 1 GbiNn naeH-
TMMUMPOBaHbI Kak NnaTtoreHHble. B HeckonbKkux nccnegosaHuax OK tuna
| He yganocb HalMTK comaTUyeckue MyTauuu B reHax, CBA3aHHbIX C NyTem
mTOR (Jansen et al., 2015; Nakashima et al., 2015; Moller et al., 2016; Sim et
al, 2016) [9] n N-reHom SLC35A2, cBA3aHHOrO C NyTeM MMKO3UANPOBaHNA
(Baldassari et al., 2019b; Sim et al., 2019) [10]. ®yHKLUMOHaNbHaA OLEHKa aK-
TMBHOCTM Komnnekca 1 mTOR (mTORC1) B Tkanu OKJ] | Takxe npoTrBopeyn-
Ba. B To Bpema Kak HeKkoTopble aBTOpPbI HabNOAANW r’MNepaKTUBaLNIO NYTU
PI3K/AKT/mTOR (Conti et al., 2015; Weckhuysen et al., 2016) [11], apyrue co-
o6wmnn 06 oTCyTCTBUM ABHON UMMYHOpPeakTuBHoCTH $pocdo-S6 B obpasuax
®KA | (Nakashima et al., 2015; Winawer et al., 2018).

Mmelolmeca paHHble He MO3BONAIOT CAeNaTb HafleXKHbI BbIBOJ O Nexa-
Lem B OCHoBe naToreHeTnyeckom mexaHmame OKJ tmna | [12].

MprunHON KOPTUKaNbHBIX AWCNNA3NA ABNAIOTCA COMaTUYecKkne My-
Taumu, akTuBupylowme nyte MTOR B npepwecTBeHHWKax TensHuedana
(D'Gama et al,, 2017) [13]. Pe3ynbtupytowmii deHotnn 6yaeT 3aBuceTb OT
MOPaX}eHHOro KNEeTOYHOro TUMa Y BPeMeHW MyTaLMOHHOro cobbiTuAa BO
BpemMsA KopTuKoreHesa. lMNpy 3ToM myTauuy, BO3HUKaOLWMe MO3XKe, Bbi3bl-
BaloT 6onee Menkune ovarosble nopokn (Marsan and Baulac, 2018). Ucxoaa
u3 31oro cueHapua OKJ Il, Ty6epbl (komnnekc Ty6epo3HOro ckneposa) u
remmmeranaHuedanva (HME) nmetot obLume xapakTepHble MPU3HaKK, Takne
KaK KOpTUKanbHasa AMcnaMuHaumsa, AMCMopdUYHble HeMPOHbI U 6anoHHble
KneTKW, NpeAcTaBnAlT coO0N KOHTUHYYM OJHOFO M TOTO e CBA3aHHOro C
mTOR paccTpoiicTBa pa3BMTUA KOpbl C 6osiee BbICOKOM 4acTOTON MO3au-
um3ma Kknetok mo3ra npm HME no cpasHenuto ¢ OKJ Il (D’Gama et al., 2015;
Jansen et al., 2015; Mirzaa et al., 2016; Marsan, Baulac, 2018; Baldassari et al.,
2019b; Sim et al., 2019) [14].
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B To Bpemsa Kak TouHasa reHeTuyeckaa ocHoea QK[ Tmna | octaeTca He-
nsBectHon, ana OKJ tuna Il 6binn naeHTMPULMPOBaHbI MHOXECTBEHHbIE
comaTMyecKne, 3apofbllueBble U COMaTUYeCKne MO3anyHble MyTauuun B
reHax, cBsizaHHbIx ¢ nytem mTOR. B 60/blWNHCTBE UCCNefoBaHMiA cO0bLa-
NOCb O HECMHOHWMMWYHOM OfAHOHYK/IEOTUAHOM BapuaHTe B KOHKPETHOM
reHe. MTOR n DEPDC5 6binn Hanbosiee 4acTo nopakaeMbiMy FeHammn npu
OKA tvna Il ¢ pasnuyHbIMM MyTaLMOHHBIMU MeXaHU3MaMu. EgVHUYHbIe co-
MaTuyeckne aktusmpyrowme mytayum 8 MTOR (Leventer et al.,, 2015; Lim
et al, 2015; Nakashima et al., 2015; Mirzaa et al., 2016; Moller et al., 2016)
1 MyTaLuy 3apoAblLLIEBOW MHWM U MO3aUyHble MyTaLMn BTOPOro yaapa B
DEPDC5 (Baulac et al., 2015; Carvill et al., 2015; Scerri et al., 2015; Ribierre
et al., 2018; Lee et al,, 2020) npnBOAAT K N3OLITOUHONM Nepefaye CUrHanoB
mTOR. [laHHble NoATBEP>KAEHDI B SKCMEPUMEHTAIbHBIX MOAENAX Ha MblLLAX
[15,16].

Tem He MeHee 3HauuTeNbHadA YacTb NaLUMEHTOB OCTaeTCA C oTpuLaTesb-
HbIMW pe3yfibTaTaMu CEKBeHMPOBaHUA. MyTaumm MoryT nprcyTCTBOBaTb B
eLle He pacno3HaHHbIX reHax, Kak noguepkHynu Zhang et al. gentnonun-
poBaHbl HoBble reHbl-kaHauaaTsl (IRS1, RAB6B, ZNF337, RALA, HTR6) (Zhang
etal,, 2020) [17], koTopble MOryT BANATL Ha NyTb MTOR. Kpome Toro, 3t my-
Tauuy MOTyT BAUATb Ha HeKoaupytowme obiacTi reHOMa, YTO MOXET ObiTb
obHapyxeHo B byayLlem nyTem rnyboKoro cekBeHMpoBaHuAa reHomMa (Sim et
al, 2019) [18]. Apyroe anbTepHaTMBHOE OOBbACHEHNE 3aK0YaeTCs B TOM, UTO
HM3KaA NNOTHOCTb K/ETOK, HeCyLUX NaTonornyeckre BapuaHTbl (gucMop-
dUUHble HelpPOoHbI 1 6anoHHble KNeTKu), B 0bpasLie TKaH! MOXKeT NPUBOAUTb
K MO3auLuM3My MO3ra HUXe MOPOroBOro ypoBHsA obHapyxeHus (Baldassari
et al., 2019b). Yem BbliLe NNOTHOCTb ANCMOPPHBIX HENPOHOB 1 GaNNIOHHBIX
KIIeTOK, TeM BbllLe OyfeT Harpy3ka MyTaLuii 1, ClieloBaTeNlbHO, BEPOATHOCTb
obHapyxeHus BapraHToB (Baldassari et al., 2019b; Lee et al., 2020) [10].

MpryMeHeHne Opyrux MeToAoB, MOMMMO CEKBEHWPOBAHUA, TakKMX Kak
MaccuBbI C BbICOKMM pa3peLleHnem, MOXKET BbIABUTb HebonbLune CTPYKTYp-
Hble BapuaHTbl, Takne Kak gynanKkawumm nnm genewmm reHoB i XPOMOCOMHbIe
nepecTpoiiku (Baldassari et al., 2019b). Kom6rH1poBaHVe ceKBEHNPOBaHNA
opHoknetouyHon [HK/PHK, a Takke METUNIOMHOIoO 1 NPOTEOMHOrO aHanm3a
MOXeT MMeTb Ba)kHOe 3HaueHune ana pacwmdposku atnonorum OKA [10].

OKO - 30Ha noctoAHHoro snunentoreHesa. Nino Epitashvili n coasT.
(2018) obcnepgoBanu 71 nauneHTa ¢ anunencuen, sbiaBaHHon OKLl geTcko-
ro 1 B3pOC/IOro, CPaBHMBAA UX C rPyNmnon nauMeHToB C CUMATOMAaTUYECKON
anunencren apyrom 3Tmonornm (rpymnna KOHTPonA coctasBuna 43 yenoseka).
M3yyanu 61osaneKTpryeckyto akTMBHOCTb FOSIOBHOMO MO3ra Mpuv CKasbno-
Bo 33l B cocTosAHUM 60APCTBOBaHNA U CHA B TedeHne 30 MUHYT.

BbiaBunmn 6 33M-mapkepoB, xapakTepHbix ana OKA:
®  cepun NOBTOPAIOLNXCA PUTMUYHBIX CMANKoB / ocTpbiXx BoiH 4-10 Iy

OnuTenbHoOCTbio 1-4 ¢;
®  KBa3UHenpepbiBHble, 6onee MeAneHHble, PUTMUYHbIE OCTPbIE BOJIHbI

2-7Ty;
= BCMbIWKN PUTMUYHOI BbICTPOBOSTHOBOM aKTMBHOCTY Unun FRBEA;
= noBTOpALWMECA pa3pAabl TPOJOIKNTENbHOCTbIO 5 CeKyHp 1 6onee;

" [POAOJIKEHHAA 3nmnenTMdopMHas aKTUBHOCTb, 3aHMMatowasa 80% 3a-
nucw;
= nonucnanku.
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NaHHble D3M-ocobeHHocTK, no gaHHbIM Nino Epitashvili n coasrt., ¢ ogu-
HaKOBOW YacToToW BblABNATCA Y nauneHToB ¢ ®KI 1-ro u 2-ro Tvna Kak B
[eTCKOM, TaK 1 BO B3pociiom Bo3pacte [19].

B otnnune ot OKJ llb Tuna, ®K | Tvna He nmetoT cneundryecknx nsme-
HeHui Ha 3T Mpun OKJ | Tna focToBEpPHO Yalle HabnogaeTcs 3ameasieHne
OCHOBHOW aKTUBHOCTV GOHOBOW 3aMnncK, a Tak>Ke Nepuoamnyeckoe HepuTMm-
Yyeckoe 1nn NPoJOKEHHOE permoHanbHoe 3ameanieHue. Mpy faHHOM Tune
AVCNnasnm naTonormyeckme HeanunenTndopmMHble NaTTepHbl 06bIYHO 60-
Jiee BblPaXKeHbl 1 Yalle BCTPEYaloTCs, Yem anunenTudopmHasn akTUBHOCTb,
1 MOTYT MeTb 6osblUee AnarHOCTMYECKOe 3HaueHue. Peub ngeT o 3 ocHoB-
HbIX MaTONOrMYeCKMX NPOoABNeHUAX Ha DI
1. MNepuopuueckoe (peaKo — NOCTOAHHOE) HEPUTMUYECKOe 3aMefJieHNe B

30He gucnnasuu.

2. Pepykuunsa ¢pursnonornyeckomn 6eTa-akTMBHOCTM Ha CTOPOHE AWCMa3nm.
3. Pepykuna ¢u3nMonormueckux MaTTepHOB CHa Ha CTOPOHe AWCnnasuv

(06bI4HO COHHbIX BepeTeH) [20].

Mo MHeHwuto P. Krsek 1 coasr. (2009), xapakTepHbix D3-NaTTepHOB ANA
naumenToB ¢ OKJ | Tina He cywlecTByeT. BmecTe c Tem aBTOpbI TaK»Ke Bblje-
NAT 3 OCHOBHbIX D3-NpoaABneHna faHHOM ANCNNasnn:
®  flepuoanyeckoe HepUTMUYECKOe 3amMeffieHune, yalle B BMCOYHbIX/3a-

[OHEBMCOYHBIX OTBEJIEHMSAX;

aCMMMETPUA OCHOBHOW aKTUBHOCTY GOHa;

¢$beHoMeH BTOPUYHOI BunatepanbHoON CUHXpPOHM3aLum [21].

AnunenTMPopMHan NUK-BONTHOBAA aKTUBHOCTb He BCErfa perncTpupy-
eTcA co ckanbna y naumeHToB ¢ OK[ | Tuna. OHa MoXeT 6bITb NpeAcTaBeHa
peaKnUMM HU3KOAMMINTYAHBIMM OCTPLIMU BOSIHAMM 1 KOMMNIEKCaMM OCTpas —
MeAJiIeHHasi BOJIHA Kak B 604pcTBOBaHMY, Tak 1 BO cHe. OfHaKo y aeter
paHHero Bo3pacTta Mpu BbICOKOW 4acToTe U nonvmopdurame MpucTynos
(BKNtouana «rnceBfgoreHepanm3oBaHHble» NPUCTYMbI) SNunenTudopmHan ak-
TUBHOCTb MOXET ObITb OUEHb BblPa)KeHHOW, BbICOKOAMMNTYAHOW 1 KpaiHe
BbICOKOrO MHAeKca. B 3Tom cniyyae xapakTepHo nosBneHne MynbTmpermo-
HaNbHOW MWK- 1 MONNMNWK-BONIHOBOW akTUBHOCTUN B coueTaHnu ¢ AnddysHbl-
MU pa3psagaMm co 3HaUUTENIbHbIM HapacTaH1eM BO BpeMms cHa. «[epebpoc»
3NuNenTMdOPMHON aKTMBHOCTU C 6onbHON remmncdepsbl Ha 3goposyto (de-
HOMEH BTOPUYHOW BunaTepanbHON CUHXPOHMU3ALNUN) MOXKET MPONCXOAUTD
6ecuncneHHoe KonMyecTBo pas 3a Bpems NPOAOIKEHHOro Buaeo-I3I-Mo-
HUTOPWHFa, YTO HEPEeAKO OBYCNIOBNMBAET Pa3BUTUE TAMESbIX KOFHUTUBHbIX
1 NoBefleHYeCKNX HapyLeHn y feTew [22].

Y 6onbwmHcTBa naumeHToB ¢ OKJ | Tna Bo3HMKAeT HeOOXOAMMOCTb
NPYIMEHEHUA WHBA3MBHbIX 3NeKTPOAOB ANA 6onee YETKOW nokanusaumu
30HbI ANCNNa3nK, KOTOPYIO 3a4acTyl0 OYeHb CNOXHO ONpeAenvTb No AaH-
HbiM MPT. BONbLIMHCTBO aBTOPOB NOAYEPKIMBALOT, YTO AANIEKO HE BCEraa UH-
TepuKTanbHasa anunenTMGopMHasn akTUBHOCTb Ha D3I TOYHO COOTBETCTBYET
30He Agucnnasnm no gaHHbim MPT [23].

Mpu O®KJ llb Tna HabniopatoTcs BblcoKocneundrnyHble N3MEHEHMSA Ha
23 IMeHHO Ans JaHHOro TWMa AWCNa3nK XapakTepHbl GOKanbHble 3nu-
nenTudopMHble paspaabl Ha GoHe HeperynapHoro 3amepneHus (frequent
epileptiform discharges on irregular slow, FEDOIS) - peub nget o nosTo-
PAIOLWMXCA PErMOHANbHBIX ObICTPbIX CMafkax U BbICOKOAMMIUTYAHbIX KOM-
nnekcax «nuKk — BOJIHA», KOTOpble YepefyloTca C Neprogamu ynioLeHuns
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61oaneKTpryeckon akTusHocTu. B pasy REM-cHa snunentndopmHasn akTme-
HOCTb 3HAUUTENbHO YMEHbLIAETCA MM UcYe3aeT NONHOCTbIO. [aHHbIl T1n
anunentudpopmHoi akTneHoctn (FEDOIS) BbicokocneuuduueH ana OKL lib
TMna. B a3y meaneHHoro cHa Habnopaetca HapacTaHue anunenTudopm-
HOW aKTVBHOCTW, YBE/IMYEHNE ee aMmNAuTYAbl U pacnpocTpaHeHre Ha co-
cefjH1e pervoHbl. [laHHbIN NaTTepH BCTpeyaeTca Ha 331 faxe y naunMeHToB
C OTCYTCTBMEM 3MUENTUYECKMX MPUCTYNOB K obHapyxeHnem OK[ npu
MPT-nccnegosaHun [24]. OaHako, no mHeHwuto L. Tassi n coasT. (2010), Tonb-
KO MKTaJIbHasA aKTUBHOCTb MOXET C BbICOKOW BEPOATHOCTbIO YKa3blBaTb Ha
nokanusauuto aucnnasum [25].

®KI ocHoBaHWA 60po3abl ManeHbKUX pa3MepoB MOTYT He iaBaTb HUKa-
KMX dneKTporpadpunyeckmnx npnusHakoB Ha NoBepxHocTHoM D3I [23].

Mpu Hanuumum mynbTMpernoHanbHon 1 AnddysHon snunenTUPopm-
HOW aKTUBHOCTM BbICOKOTO UHAeKca y naumneHToB ¢ ®K[ | Tuna gna 6onee
TOYHOW NoKann3aLmm oyara pekoMeHayeTcsa NpoBoANTb NCCNefOBaHUE MO
cncteme «10-10» 1 C NpUMeHeHnemM pedepeHTHOro 3KCTpaKpaHManbHOro
anekTpoga (Hanpumep, ¢ nnev). MosAsneHne 3NUNeNTUGOPMHOI aKTUB-
HOCTW (CMamKu, OCTpble BOJSIHbI, KOMMJIEKChI MUK — BOJIHA») B NepegHnx
otBeaeHuax npu OKJ | Tuna ganeko He Bcerga CBUAETENbCTBYET O NaTo-
NOTNYECKMX U3MEHEHNAX B TOOGHOI Kope: Hepeflko HabnogaeTca pacnpo-
CTpaHeHue 3nmnenTUPOPMHOI aKTMBHOCTY U3 3ajHUX OTAENIOB Knepeau
(«vppuTaTMBHbIE CMaNKMy»). TakKe HepefKo BCTPEYaeTCA pacnpocTpaHe-
HUe 3nnnenTnGOPMHON aKTUBHOCTM U3 3afHNX OTAENIOB NAaTONOrMYeCcKon
remucdepbl B 3afiHMe OTAENbl 340POBOroO MOJyLWapua, YTo, Kak NpPaBuo,
He CBMAETeNbCTBYET O OBMOKUMMUTaNbHOM MOpaKeHUn no AaHHbiM MPT
[24]. OpHako NO AaHHbIM MOBEPXHOCTHOM I3l y NauMeHTOB MMEHHO C
OK[ | TMna ycTaHOBUTb rpaHuLbl ANCMIa3nm B 6ONbLUMHCTBE CllyyaeB He-
BO3MOXHO. [NuTenbHbIN Npeaxupypruyeckuii Bugeo-33I-MOHUTOPVHT,
BbIMOJIHEHHDBIN No cucteme «10-10», ¢ 06513aTeNIbHON perncTpaunen npu-
CTYMOB, MOXET NOBbICUTb MHPOPMATUBHOCTb OTHOCUTENBHO NTOKaNM3aLmm,
OfHaKo CTporo obA3aTeNibHbIM YCIOBMEM ABNAETCA KOPPenAauma C KNNHKU-
YeCcKMMK faHHbIMU 1 pe3ynbTatamy MPT (KNMHMKO-3N1eKTpo-aHaToMunye-
ckana koppenaums) [21].

Mo paHHbIM Marco Giulioni n coasT. (2018), ®KJ] Tuna llla saBnaeTca oT-
AenbHbIM 3MWIENTOreHHbIM O4aroM U, cfiefoBaTeslbHO, MHANBUAYaNbHbIM
naTTepHom 3abonesaHus. Diihrsen et al. coo6uwatoT, uto nNaumeHTol ¢ OKI
Illa (kombuHauua HS n OKJ] Tvna | B BUCOYHOM NOSIOCE) UMENU 3HAUUTENb-
HO ny4wmnn ncxop npuctynos nocne AMTLR, yem naumeHTbl Tonbko ¢ HS.
OTn pe3ynbTaTbl CTaBAT NOA COMHEHVe NepBoHavanbHoe onucarnme OKA llla,
B KOTOPOM OCHOBHbIM Cy6CTpaTOM 3ab60neBaHUsA, onpeaensiowmm Ncxos 3a-
6oneBaHusA, ABNAETCA CKepO3 rurnnokammna.

MpuctynHaa 33T y naumeHToB ¢ OKJ] 3aBNCUT OT XapakTepa anunenTu-
yeckux npuctynos. Hanbonee xapaktepHbiM Tnom npuctynos ana OKJ
(ocobeHHO | TMNa) ABNALTCA Neproanyeckre cnasmbl. O6blyHO 3T cras-
Ma NposABAAeTcs pa3psAaaoM anddysHbIX BbICOKOAMMANTYAHbBIX MeANeHHbIX
BOJIH C NMocCneayowWwUM nageHreMm amnantygbl ¢oHa. MNpu neprognyeckmx
cna3max 33[-naTTepHy cna3ma MOXeT NpejLecTBOBaTb pernoHanbHas nu-
nentndopMHasa akTMBHOCTb [26].

KopcakoB 1 coasrT. (2019) Bblgenunm aga TMna Havyana UKTaabHOro nat-
TepHa Ha 23 y pgeten ¢ OKJl: reHepann3oBaHHbIN 1 NoKaNbHbIN. MokasaHo,
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YTO coBMafieHVe 30H MPOABMEHUA WKTalbHON U UHTEPUKTaNIbHON aKTWB-
HOCTK Ha 33T yalle BbIABAAETCA Yy NALMUEHTOB C JIOKaSIbHbIM TUMOM Havasna
MKTanbHOro nattrepHa. BoiaBneHbl kKoppenauun tunos OKJ ¢ xapakTepHbI-
MW NPOABNIEHMAMUN Hayarna UKTasIbHOro NaTTepHa: JIoKasbHbI/ TUM Havana
MKTanbHOro naTTepHa vawe Habnogaetcs npyu OKA Il Tvna, Torga Kak reHe-
panu3oBaHHbI Tun — npu O®KA | v Il Tunos. He yaanock BbIABUTL cneyndmy-
HOCTW MPOABMIEHNA TUMA Hayana UKTalbHOroO MATTEPHA B 3aBMCUMOCTU OT
NIOKanusaumm 1 pacnpocTpaHeHHOCTY NOPaXeHUA FONIOBHOMO MO3ra.

m 3AK/TIOYEHUE

ABTOpamu 6blIM NPOAHANM3UPOBaHbI MYGNKaLMUK O FeHETUYECKUX OC-
HoBax 1 D3M-ocobeHHocTAX OK/.

M3 cnctematnyeckoro o63opa Joana Jesus Ribeiro n coast. (2021) us-
BECTHO, UYTO [laHHbIX O reHeTudyecknx ocHoax OKJl 1-ro Tvna HegocTaTou-
HO, TaK KaK MyTauu1 MOTYT MPUCYTCTBOBATb B €Lle He Pacno3HaHHbIX reHax.
Kpome Toro, MyTtauum MoryT BAUATb Ha HeKoaupytowre o6aactu reHoma,
UTO MOXeT ObITb O6HAPYKEHO B ByayLuem nyTem rnyboKoro ceKBeHUpoBa-
HMA reHoma. [lpyroe anbTepHaTMBHOE OObACHEHME 3aK/TI0YaAeTCA B TOM, YTO
HM3KasA NNOTHOCTb KNETOK, HeCyLMX NaTofiornyeckne BapruaHTbl (aucmopd-
Hble HEeMPOHbI 1 GaNINIOHHbIE KNEeTKM), B 06pa3sLe TKaHU MOXKET NPUBOANTD K
MO3aunLM3My MO3ra HVXKe NMOPOroBOro YPOBHS OOHAPYKEHUS.

Ona OKJ tvna Il (ocobeHHo lIb) B cnctematnyeckom o63ope Joana Jesus
Ribeiro 1 coasT. (2021) 66111 MAEHTUOULNPOBAHBI MHOXECTBEHHbIE COMATU-
yecKkme, 3apoapllleBble U COMaTUYeCcKre Mo3anyHble MyTaLun B reHax, cBf-
3aHHbIX ¢ nyTem mTOR.

CornacHo pfaHHbIM, nonyyeHHbiMm KIO. MyxumHbim (2016), a Takke
Epitashvili u coasr. (2018), ®KJ] 1-ro Tvina He umeeT YeTKnx I3M-0cobeHHo-
cTen. Y 6onbwnHcTBa nauymeHToB ¢ OKJ | Tna BO3HMKaeT Heo6xoanMOCTb
NPUMEHEHNSA VMHBA3VBHbIX 3M1EKTPOAOB AN 6ofiee UYETKOWM JloKanm3auum
30HbI AMCMNa3MK1, KOTOPYHO 3a4acTyIo OYEHb CNOXHO onpedenuTb. Mpu OKA
Il Tvna, ocobeHHo llb, HabnlopatoTca BbicoKOCNeUNPUUYHbIE U3MEHEHUA Ha
33l - dokanbHble anunenTudopmMHble Pa3pamdbl Ha GoHe HeperynspHoOro
3amepnenusa (FEDOIS).

OtgenbHyto obnactb nHTepeca npegctasnstot OKA Il Tuna, cuctematu-
yecKme faHHble 0 KOTOPbIX MPaKTUYeCKN OTCYTCTBYIOT.

Bknap aBTopoB: Kynukosa CJ1. — KOHUeNuma 1 An3anH nccnefoBaHus;
CaBueHko M.A. — 0630p nuTepatypsl; inxauyeB C.A. — pelakTUpOBaHMe.

Authors’ contribution: Kulikova S. - research concept and design;
Savchenko M. - literature review; Likhachev S. - proofreading.
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