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Cy6kopTuKanbHas IeHTOBUAHasA reTepoTonuA: aHanus 5 cnyyaes

'Y «PecnybnnKaHCKMIN HayYHO-NPAKTUYECKU LIEHTP HEBPOOTUM 1 HENPOXUPYPTry» MUHUCTEPCTBA 34PaBOOXPaHEHNA
Pecny6nukn benapycb, 220114, MuHck, Benapycb

CybKopTuKanbHas NIEHTOBUAHAsA reTepoTonua NpeacTaBnaeT coboi anddysHyo MmanbhopmaLio KOPKOBOTO pasBUTUA, AN KOTOPOI XapakK-
TEPHO PacnonoXeHNe reTepoToNUYECKUX HENPOHOB B MY6OKMX 11 CyOKOPTUKaNbHbIX OTAENax FoIOBHOrO MO3ra napasnienbHO Kope, YTo co3-
[AET unno3uto fybnmpoBaHmna KOpbl, 113-3a Yero AaHHbI BapUAHT NOJTyUn Ha3BaHNeE «CUHAPOM [BOVIHON KOPbI».

MpoaHann3npoBaHbl faHHble 0 5 MauueHTax: 3 feBoYKax 1 2 Manbumkax. CpefHuid Bo3pacT — 12,6 ropa (5-15 neT). Bo Bcex HabntogeHusx re-
TepoTonus Obina BYCTOPOHHEN CUMMETPUYHON: B 2 Cllyyanx — Anddy3HOI, B 1 MMena No6HO-TEMEHHYIO NIoKanu3aLuuio, B T — BUCOYHO-3aTbl-
NOYHYHO, B 1 — NOGHO-TEMeHHO-3aTbloYHY0. ConyTcTByOLME LiepebpanbHble ManbdopmaLv NprcyTCTBOBaNN Y BCEX NaLMEHTOB: BEHTPUKY-
nomeranua — B 5 HabnofgeHWAx, nobHaa naxurnpua — B 1, guddysHasa naxmrupua — B 1, gucrupua — B 1. SNUnencuio UMenu Bce NauyeHTbI.
Bo3pacT gebtota anunentuyeckmx npucrtynos — 6,1 [5,6; 7,5] roga. Y 3 yenosek anunencus 6bina pokanbHas, y 2 — reHepanunsoBaHHas. Mime-
NNCb criepytoLme BUAbl SMUIENTUYECKMX MPUCTYNOB: UHGaHTUbHbIE Cna3mMbl — Yy 1 nauueHTa, pokanbHble — Yy 3, TOHUKO-KNOHUYecKkne —y 4,
MWOKNOHNYeCKMe — Y 2, NPUCTYMbl NPeKpalLeHnsa ABUraTeNbHOM akTMBHOCTU — Y 1, aToHMYeckne —y 1. Hu B ogHOM ciyyae He Habnioaanocb
3NUNENTNYECKOTO CTaTyca 1 $ebpuIbHO-NPOBOLMPYEMbIX MPUCTYMNOB. IHTepUKTanbHas anunenTudopmMHasn akTVBHOCTb NMPUCYTCTBOBaNa BO
BCex c/lyyanx: B 3 — pervioHanbHas, B 1 — guddysHasn, B 1 — mynbTmpernoHanbHas + gudedysHan. DapmakopesncTeHTHOe TeueHne oTMeYeHo
y 3 uenoBek. VIHTeNNeKTyanbHble HapyLIeHWA BbIAB/EHbI Y 3 NaLMeHTOB: Nérkue — y 1, ymepeHHble — Yy 1, BbipaxeHHble — y 1. B 2 Habnio-
LEHVAX NHTENNEKT OblN COXPaHHbIA, U B 060X Clyyasx 310 6binv naumeHTbl 6e3 papmMakopesncTeHTHON anNunencum n 6e3 conyTcTayoLeN
naxmrnpmn. PaccTponcTBo peun BbIABIEHO y 3 YenoBekK, ABMraTesibHble HapyLUeHWA B NErkol cteneHn — y 1, Mukpouedanua —y 1.

Takvm 06pasom, BeAyLLMM KIMHUYECKUM NPOABNEHNEM CyOKOPTUKaNbHOW NIEHTOBUAHON reTepoTonnm ABAETCA SMNUENCUs C NpenMyLle-
CTBEHHO papMaKkope3nCTEHTHbIM TeueHneM. TpebyeTca 6osblue faHHbIX O BO3MOXHOCTU NMPUMEHEHUA anbTePHATUBHbBIX MEANKAMEHTO3HOMY
METOAOB fleYeHus.
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Sviatlana L. Kulikova, Sergey A. Likhachev, Olga L. Zmachynskaya, Marina A. Siz
Subcortical band heterotopia: analysis of 5 cases

Republican Research and Clinical Center of Neurology and Neurosurgery of the Ministry of Health of the Republic of Belarus, 220114, Minsk,
Belarus

Subcortical band heterotopia (SBH) is a diffuse deterioration of cortical development, which is characterized by the location of heterotopic
neurons in deep and subcortical regions of the brain parallel to the cortex, which creates the illusion of duplication of the cortex, from what
this variant was named the «double cortex» syndrome.

Data of five patients including three girls and 2 boys were analyzed. The average age was 12.6 years (from 5 to 15). In all cases, heterotopia
was bilaterally symmetrical: in 2 cases — diffuse, in 1 it was fronto-parietal, in 1 — temporal-occipital, and in 1 it was fronto-parietal-occipital.
Concomitant cerebral malformations were presented in all patients: ventriculomegaly in 5 cases (100%), frontal pachygyria in 1 case (20.0%),
diffuse pachygyria in 1 case (20.0%), and dysgyria in 1 case (20.0%). All 5 (100%) patients had epilepsy. The age of onset of epileptic seizures
was 6.1 [5.6; 7.5] years. In 3 (60.0%) people epilepsy was focal, in 2 (40.0%) — generalized. There were the following types of epileptic seizures:
infantile spasms — 1 (20.0%), focal — 3 (60.0%), tonic-clonic — 4 (80.0%), myoclonic — 2 (40.0%), attacks of cessation of motor activity — 1
(20.0%), atonic — 1 (20.0%). Status epilepticus and febrile-provoked seizures were no observed in any case. Interictal epileptiform activity was
presented in all cases: regional in 3 (60.0%), diffuse in 1 (20.0%), and multiregional + diffuse in 1 (20.0%). Drug resistant course was in 3 (60.0%)
people. Intellectual impairments were detected in 3 (60.0%) patients: mild — in 1 (20.0%), moderate — in 1 (20.0%), severe —in 1 (20.0%). In 2
(40.0%) observations, intelligence was intact, and in both cases these were patients without drug-resistant epilepsy and without concomitant
pachygyria. Speech disorder was detected in 3 (60.0%) people, mild movement disorders — in 1 (20.0%), microcephaly — in 1 (20.0%).

Thus, the leading clinical manifestation of SBH is epilepsy with a predominantly drug resistant course. More data are needed on the possibility
of using alternative drug treatments.

Keywords: subcortical band heterotopia; malformation of cortical development; drug resistant epilepsy
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BBepeHmne

Manbsdopmaniun KopkoBoro paszsutusi (MKP) —
OoJbIIasi TeTeporeHHasl TpyIa 3a0ojeBaHUI, BO3HU-
KaoUIUX BCJAEACTBUE BHYTPUYTPOOHOIO BO3IEIICTBUS
TeHETUYECKMX, MHMEKIMOHHBIX, COCYIUCTHIX U MeTa-
0onnyecknux (pakTOpoB U XapaKTepHU3ylollasics Hapylle-
HueM GOPMUPOBAHUS KOPbI TOJIOBHOI'O MO3Tra WJIU IIPU-
CYTCTBUEM TeTepOTOINMUYECKOTO ceporo BemiecTBa [1].
OCHOBHbIE KJIMHMYECKUE IIPOSIBJICHUS IIpEICTaBIie-
Hbl HapylIeHUEM WHTEJUIEKTYyaJlbHOIO Pa3BUTUsI, pac-
CTPOMCTBOM IIOBEACHMSI, LiepeOpajbHbIM IapaJudyoM
u snunerncueii. MKP gaBnsitorcs nmpuynHoii pokaabHOMI
snuienicun y 25% nereit u 5—15% B3pociabsix. Ha moio
MKP npuxoautcst okosno 20—40% ciaydyaeB hapmMakope-
3UCTEHTHO snuiencuu u 42% ciydaeB XUPYpPru4ecko-
ro jieyeHus [2—6].

CyokoprukanbHas JeHtoBuaHas reteporonust (CbK-
JIT) npencrasnseT coboii nuddy3nyio MKP, nis koropoii
XapaKTePHO PACIOJI0XEHUE FeTePOTOIMYECKIX HEMPOHOB
B INIyOOKMX U CYOKOPTUKAJIBHBIX OTIE/IaX TOJIOBHOI'O MO3Ta
MapajuleIbHO KOpe, YTO CO31aéT WILIIO3UIO 1y0IMPOBaHUS
KOpBI, M3-3a 4Yero JAaHHBII BapuaHT ITOJIyYMJI Ha3BaHME
«CHUHAPOM IBOIHOM KOPBI» [7].

OnuncaHne KNMHNYECKNX cyyaeB

IMpoaHanu3upoBaHbI TaHHBIE O 5 TTAIMEHTAaX JIeTCKOTO
Bo3pacTta ¢ CBK-JIT: 3 — xeHckoro mnoJja, 2 — MYXKCKO-
ro, TPOXOAMBIIMX JiedeHWe B PecIyOiIMKaHCKOM Hayd-
HO-TIPAaKTUYECKOM LIEHTPEe HEBPOJIOTMU U HEMPOXUPYPTUU
(MuHck, benapycs).

CpenHuii BO3pacT MalUMEHTOB HAa MOMEHT aHajJiu3a
JaHHbIX cocTaBua 12,6 romga (5—15 ner). ComnacHo gaH-
HBIM HEPOBU3YAIU3allUM, B 2 CTydasiX TeTepOTONMs Oblia
nubdy3Hoi, B 1 — uMmena J0OHO-TEMEHHYIO JIOKaau3a-
1m0, B | — BUCOYHO-3aThLJIOUHYIO, B 1 — JTOOHO-TEMEH-
HO-3aTbhlI0UHYI0. Bo Bcex HabIoneHUsIX reTepOTOMNHUs Obl-
Jla IBYCTOpOHHEeN cumMmeTpuyHoii (puc. 1). ComyTcTByIO-
mye liepedpanibHbie Malb(popMaly MPUCYTCTBOBAIN
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y BCexX NMALMEHTOB: BeHTpuKynoMeraaus — B 5 (100%) Ha-
OoneHusX, TooHas naxurupust — B 1 (20%), nuddysHas
maxurupust — B 1 (20%), mucrupust — B 1 (20%).

Dnuiencuio WMeNd Bce TalueHThl. Bospact ne-
010Ta 3MUJIeNTUYeCKUX mpuctymoB — 6,1 (5,6; 7,5) ro-
ga. Y 3 (60%) uyenoBex smmiencusi Oblia (hOKaJIbHOI,
y 2 (40%) — reHepanu3zoBaHHOW. MIMenuch cliiemyronie
BM/IbI SITWJICTITUYECKUX MIPUCTYIIOB: MH(MAHTUIbHBIE CITa3-
Mbl — B 1 (20%) nabmoneHun, poxaabHbie — B 3 (60%),
TOHUKO-KJIoHMYecKrne — B 4 (80%), MMOKIIOHWYECKIE —
B2 (40%), IpUCTYITBI TPEKpAICHHUS IBUTATCIbHON aKTUB-
Hocth — B 1 (20%), atonunueckue — B 1 (20%). Hu B on-
HOM cJlyyae He HaOJIoIaioch 3MUJIETITUIECKOro craTyca
1 (heOPIITBHO-TIPOBOLIMPYEMBIX IIPUCTYITOB. B Hamxymmmii
repuoa TedeHust 6oe3Hn y 3 (60%) marreHTOB MPUCTYITbI
ObUIM eXXeTHeBHBIMU, ¥ 2 (40%) — exxeHenebHbIMU. VH-
TEpUKTaJbHAsI SMWIeNTU(GOPMHAs aKTUBHOCTb TIPUCYT-
CTBOBaJia BO Bcex ciydasix: B 3 (60%) — pervoHasbHasl,
B 1 (20%) — nuddysHas, B 1 (20%) — MyJIbTUPErHOHATb-
Hag + nuddysHas.

DapMakope3UCTEHTHOE  TeUeHWe  HaOII0IaIoch
y 3 (60%) uyenosek. Ilpenaparbl BajbIIPOEBOM KUCIOTHI
npuMeHsUTCh B 5 (100%) ciydasx ¢ 9actuaHOM addek-
TBHOCTBIO. KapbGamMasernmH ObLT HazHaueH v 1 (20%) ma-
LIMEeHTA C YaCTUYHBIM KOHTPOJIEM HaJI TIPUCTYIIaMU, TOTI -
pamat ucrnosib3oBann y 4 (80%) narueHros: y 3 (60%) or-
MeYyeHO yacTuyHoe yiayuuieHue, v 1 (20%) — yxyaiieHue.
JleBetupaneram nmpuHuManu 4 (80%) yenoseka: y 1 (20%)
OTMEUEHO ITOJIHOE KYITUPOBaHKUE MPUCTYIIOB, y 1 (20%) —
yactuaHoe, y 1 (20%) — 6e3 addekra, y 1 (20%) — yxyn-
wenue. Kinonasenam npunumanu 2 (40%) nauueHTa ¢ 4a-
CTUYHBIM KOHTPOJIEM HaJl TIPUCTYTIaMHU.

WNuTennekryaabHble HapylIeHUsT TPUCYTCTBOBAIU
y 3 (60%) uenosex: nérkue — y 1 (20%), ymepeHHbIe —
y 1(20%), Beipaxxennnie —y 1 (20%). B 2 (40%) Ha6mnone-
HUSIX MHTEJUIEKT ObUT COXPAaHHBIM, U B 00OMX CITyJasiX 3TO
ObUIM MaLMeHTHl 0e3 (apMaKOpe3UCTEHTHOM SMUIENCUU
U COIYTCTBYIOIEH maxurupuu. ['pyOble MHTEIEKTyalb-
Hble HapylIeHWs TPUCYTCTBOBAIM y MaJlbiyuka C JI00-
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e/d d/e

Puc. 1. CBK-JII, T2-B3BelueHHOe n306parkeHune.

KnuHunuyeckne cnyyan

8/c

e/f

anb— npenmyuwecTtsBeHHO BMCOYHO-NMapmreTasnbHaA NoKannsayna; 8 ne — NO6GHO-TEMEHHO-3aTblI0YHasA NnoKannsauusa; one— ,El,l/l(bd)ySHaﬂ NIOKannsauuna

+ naxurupus.
a, 8, 0, e — aKcvanbHas NPoeKuus; 6, 2 — KOpOHapHas NPOoeKLus.

Fig. 1.Subcortical band laminar heterotopy (SBC-LH), T2-weighted image.
a and b — predominantly temporo-parietal localization; ¢ and d — fronto-parieto-occipital localization; e and f — diffuse localization + pachygyria.

a, ¢, e, f— axial projection; b, d — coronal projection.l-occipital localization.

Ho-napuetanbHoii CBK-JIT n comyTcTBylomeil J100HOM
MMaXUTUPUEH ¢ IeOI0TOM STMUICIICUU B 5 MeC B BUAC MH-
(hbaHTWIBHBIX CITa3MOB.

PaccrpoiicTBo peun 6bL10 BhIsiBIeHO Y 3 (60%) ueno-
Bek: B 1 (20%) ciyuae peub ObUIa MpeacTaBieHa OTAE/b-
HbIMU CJIoBaMH, B 2 (40%) — KOPOTKUMMU IPEIIOXKEHMS -
MH. JIBUTATEIHFHBIC HAPYIIIEHUS TIPUCYTCTBOBAIM B JIETKOM
cterieHu Tosibko y 1 (20%) nanmeHTa ¢ Haubosee TSHKETBIM
KOTHUTHUBHBIM PacCTPOMCTBOM.

Mukpouedanus orMmevanach y 1 (20%) nauueHTa.
WHTEpecHBIM ABISETCS TOT (DaKT, YTO y JAHHOTO TaIieH-
Ta OTCYTCTBOBAJIM MHTEJUICKTYaIbHbIC HAPYIIICHMS, a DITH -
Jlericus He OblTa (hapMaKOpEe3UCTEHTHOM. PaccTpoiicTBo
ayTUCTUYECKOIo CIieKTpa mpucyrcrBoBaio B 1 (20%) Ha-
OMONEHNM — y TanueHTa ¢ JooHo-mapuetanbHoii CBK-
JII" u conyTcTByOLIEH TOOHOW MaXUTUpUeEii, C BbIpaxKeH-
HBIMU KOTHUTHUBHBIMHY HapYIICHUSIMU 1 MH(MAHTUIIbHBIMU
crnazMamu B Ae01oTe 3a00J1€BaHUS.

Ha momenT c6opa manHbiX y 1 (20%) nauueHTa 10-
CTUTHYTa MEIWKAMEHTO3Has PEMMCCHS IO SIIICTITHIC-
CKUM TpucTynam, y 4 (80%) — mpUCTYIIbI COXPAHSIIOTCS.
O606ménHasg nHdopMayg O MaluMeHTaxX IpeacTaBieHa
B Ta0JmIe.

Clinical cases

[MpuBeném omucaHue OTOEILHOTO KIMHUIECKOTO Ha-
omonenus nauueHTa ¢ CBK-JIT'. deBouka, 15 mer. Bro-
poii pebEHOK B cembe. IlepuHaTaabHBII M HACJIENCTBEH-
HBII aHaMHe3 He OTSTOIIeHbl. PaHHee MOTOpHOE pa3BUTHE
He HapyueHo. CamocTosiTeNlbHag xoan0a ¢ 12 mec. B Bo3-
pacTe 3 JIeT pOOUTEIN 3aMETIIIN 3aIePKKY TICUXOPEeUeBO-
ro pa3Butus. B Bo3pacrte 7 5er BIiepBbIe pa3BUJICS TOHM-
KO-KJIIOHWMYEeCKU MMpHUCTyIl. [Ipu MTOBTOPHBIX MPUCTYIIAX
OBLT Ha3HAYEH TIperrapar BaJbIIPOCBOI KMCIOTHI, Ha (o-
He TpuéMa KOTOPOTO TOHUKO-KIIOHMYECKHE TIPUCTYITHI
HE MOBTOPsUTMCH. B 9 JieT mosBMIMCh TIPUCTYIIBI B BUIE
«KUBKOB», OMUHOYHBIX M cepuitHbIX. [Ipn BBemeHUHU Jia-
MOTPUIKMHA OTMEUEHa ajileprhyecKasi CHIlb, Ha JIeBe-
THpaleTaM — arrpaBaliysl TIPUCTYIIOB, IIPU T00ABICHUU
ToImMpaMaTa B TEpareBTUICCKON M03€ IPUCTYIBI CTald
3HAYUTEJIBHO peXe, B CBSI3M C YeM ITallMeHTKa IToIydJajia
KOMOWHUPOBAHHYIO TEpaIdio IIpermapaTtoM BabIIpoe-
BOI KMCJIOTHI M TONMpaMaToM B TeueHHWe S5 yneT. B Bo3-
pacte 14 jeT oTMe4eHO HapacTaHME YaCTOTBhI «KHUBKOB»,
MOSIBJICHNE CEePUIHBIX TTpUcTymnoB. [Ipu yBenmnmueHUN 1M0-
36l TOMMMpaMara J0 MaKCHMaJbHOI OTMEUYEH BPEMEHHBIN
MOJOXUTENbHBIN 3hhexT. OMHOMOMEHTHO C TIOSIBIEHUEM
MPUCTYIIOB 1O TUIY «KUBKOB» W BBEIEHUEM TONMpamaTa
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XapakTtepucruka naymeHtos ¢ CBK-JIr
Characteristics of SBH-LH patients

[Tokasarens
Index 1 P
Bospacr, jet 14 14
Age, years
[on Kenckuit Myxckoit
Gender Female Male
Jlokanuzarus JlobHO-TEMEHHO- BucouHo-TemeHHast
Location 3aThLJIOYHAS Temporo-parietal
Fronto-parieto-
occipital
Jpyrue uepedpanbHble  BeHTpukynomeranusi — BeHTpukymomeranust
ManbdopmMaumu Ventriculomegaly Ventriculomegaly
Other cerebral
malformations
Dnuserncust Ha Ha
Epilepsy Yes Yes
DapMaKope3UCTEHT- Her Ha
Hasl SMWIENCUs No Yes
Drug resistant epilepsy
Hauano snunencun 7 net 9 net
Onset of epilepsy 7 years 9 years
WMHrepukTanbHast PernonanbHas PernonanbHas
3MUAKTUBHOCTb Regional Regional
Interictal epiactivity
Mukporiedanus Her Her
Microcephaly No No
KornutupHbie Hert Jlérkue
HapyIIeHUst No Mild
Cognitive impairments
JlBUraTeabHble Hert Hert
HapyLIEeHUS No No
Movement disorders
PeueBbie HapylieHUs: Hert Hert
Speech disorders No No
PaccrpoiicTBo Hert Hert
ayTUCTUYECKOTO No No
CIIEKTpa
Autism spectrum
disorder
ComnyTcTByIoIINE Her Tuneprpuxos
3a00JIeBaHUS No Hypertrichosis
Accompanying
mornidities

POIUTENN U TeIaroTu o0paTIii BHUMaHNe Ha HapacTa-
1Iee yXyalIeHe KOTHUTUBHBIX (hyHKUMi. Tormmpamar 3a-
MEHEH Ha KJIoHa3ernaM (ITIpUHUMAET B TeYCHHE MecsIIia) —
TIPUCTYITBI HE TIOBTOPSIIOTCS.

B HeBposormueckoMm craryce: yMepeHHass MHTEIJICK-
TyaJIbHasI HEIOCTaTOYHOCTh, B PEUM UCITOIb3YeT KOPOTKHUE
(IBYX-TpeXCIIOXKHBIE) TIPEIUIOKCHUSI, CIOBApHBINM 3armac
3HAYUTEJIbHO 00eaHEH, cU€T mo 10, coXeHWe M BEIIUTAa-
HU€ HEe JOCTYITHbI, NMUIIET MOJ AUKTOBKY HE BCE OYKBBHI,
HaIlMCaHWE CJIOB HE BO3MOXHO. Ilpm HCITOIb30BaHUU
OIIPOCHHUKA PacCTPOMCTB ayTucTUIecKoro criekrpa CASD
mojydyeHo 13 0ayyioB, YTO HE COOTBETCTBYET HAIMYMIO
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[Mauwment / Patient
3 4 5
5 15 15
KeHckuit KeHckuit MykcKoi
Female Female Male
HuddysHas HuddysHas Jlo6HO-TeMeHHast
Diffuse Diffuse Fronto-parietal
Benrpukynomeranusi, BenTpukynomeranusi, BeHTpukymomeranus,
TACTUPUS TMaXUTUPUST MMaXUTUPUST
Ventriculomegaly, Ventriculomegaly, Ventriculomegaly,
dysgyria pachygyria pachygyria
Ja Ha Ia
Yes Yes Yes
Her Jla Ha
No Yes Yes
1.5 rona 7 ner 5 mec
1.5 years 7 years 5 months
PernonanbHas HuddysHas PerunonanbHas +
Regional Diffuse nuddysHas
Regional + diffuse
Jla Her Her
Yes No No
Het ‘YMepeHHbIe BripaxxeHHbIe
No Moderate Pronounced
Her Her JIérkue
No No Light
JI€rkue YMepeHHbIe BripaxkeHHbIe
Light Moderate Pronounced
Her Her Ja
No No Yes
Hert Hert Her
No No No

aytu3Ma. Co CTOPOHBI UEpEITHBIX HEPBOB OTKJIOHEHMI
He BBISIBJICHO. MBIIIIEYHBIN TOHYC U CHJIa B KOHEUHOCTSIX
He u3MeHeHBl. CyXOXWIbHO-TIEpUOCTATbHBIE pedeK-
CHI CpemHel XXNBOCTU, CUMMeTpUUYHEBIe. [laTomornyeckue
CTOITHBIE 3HAKU OTCYTCTBYIOT. KOOpIMHATOPHBIX HapyIIIe-
Huii HeT. [Toxonka He HapymieHa. PeHOTUITMYECKHUX OCO-
OeHHOCTel HeT.

I[lo manHBIM MAarHUTHO-PE30HAHCHOU TOMOTrpaduu
(MPT) rosioBHoro Mo3sra BbisiBjieHa Auddy3Hasi cyoKop-
TUKAaJIbHAS JICHTOBUIHASI TETEPOTOIHS, N3MEHEHNE HOP-
MOTOITMYECKOM KOPHI IO TUITYy MaXWUTUPUM, BEHTPUKYIIO-
Meranus (puc. 2).

Clinical cases

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2022; 3(3): 127-134



HEBPOJIOTMYECKUI XKYPHAI nmenm 11.0. BAOATIAAHA. 2022; 3(3): 127-134

https://doi.org/10.17816/2686-8997-2022-3-3-127-134

Pesynbratel  DOI-nccienoBaHus  TIPeICTaBICHBI  Ha
puc. 3. Ha donHe TeTa-anbda-BoTHOBOI AM3PUTMHUHN PETH-
CTpUpYeTCs SnmIenTI(OPMHAs AKTUBHOCTD B BUJIE ITPOIOJI-
JKEHHBIX Te€HEPaIM30BaHHBIX OMIaTepabHO-CUHXPOHHBIX
KOMIIJIEKCOB OCTpasi—MejieHHas BoyHa 1,8—2,7 Konebanuii
B CEKYHAY aMITTUTynoi 10 540 MKB ¢ akiieHTOM 1 4yTh 00-
Jiee paHHMM HavajoM B JIOOHBIX OTBeAeHUsIX. B xone Bumeo-
DBI-monuToprHra 3adukcupoBaHbl DB maTTepHBI KO-
POTKHX aTOHMYECKMX (MMATOHMYECKUX) IIPUCTYIIOB B BUIE
«KHMBKOB» B ITOJIOKEHUU CUIIS, IIPEACTaBICHHbIC pa3psiiaMu
reHepaIu30BaHHbIX MEIJIEHHBIX KOMIUIEKCOB OCTpasi—Me-
JIEHHas1 BOJTHA, MeUIEHHBIX BOJIH (aMrumnTynoii 1o 320 MxB)
¢ TocaemyomuM b dy3HbBIM 31eKTponeKpeMeHToM (1,5 ¢)
U JIeJIbTa-3aMeIIeHreM ¢ OUMPOHTAIbHBIM aKLIECHTOM.

KnuHunuyeckne cnyyan

O6cyxpaeHne

CBK-JIT' gBnsieTcss TreHETUYECKUM  3a00JIeBaHM-
eM. Y 80% mauueHTOB OOHApYXXMBAIOT MyTallMM B Te€HE
nabnkoptuHa DCX (Xq22.3-q23) wiu, pexe, B reHe LIS]
(17p13.3) [7-9]. Y myxuuH myTtauuu B reHe DCX BbI3bIBa-
10T TG HY3HYIO WU JTOKATU30BAHHYIO TPEUMYIIECTBEHHO
B JIOOHBIX OTAEJIaX JUCCOHIEMATUIO (TTOUTHU MTOJTHYIO ar-
pUIO WIK JOOHYIO TAXUTUPUIO) U PENKO JJOOHYIO MaXUTH-
puto ¢ nepexoaom B 3aaH00 CBK-JIT" unu tonkyio CBK-
JIT. Y xxenmyH mytauuu B reHe DCX BbI3bIBAIOT 1U(PdY3-
HYIO UJIM TOHKYIO, IPEUMYIIIECTBEHHO B JOOHBIX OTAEIaX
CBK-JIT. Mytauuu B reHe LIS1 oObHapyXMBarOTCs y Ta-
LIMEHTOB C MPEUMYIIECTBEHHO MapueTO-OKIUITUTATBHON

Puc. 2. AnddysHaa CBK-JII y naymeHTKM 15 net, uameHeHne HOPMOTONMYECKON KOPbl MO TUMY NaxXurupum, BEHTPUKyoMeranus.

Fig. 2. Diffuse SBH of a 15-year-old patient, change in the normotopic cortex according to the type of pachygyria, ventriculomegaly.

a/a

Puc. 3. Pesynbtatbl 93I-nccnepoBaHua nauneHTkn ¢ CBK-JII, 15 ner.

6/b

a— BHVIHEHTVId)OpMHaFI AKTUBHOCTb B BMAE NPOAOIKEHHbIX reHepasIn30BaHHbIX 6I/IJ']aTepaJ'IbH0-CVIHXpOHHbIX KOMMNEeKCOB OCTpaA—-mMesieHHaA BO/Ha

1,8-2,7 konebaHui1 B cekyHay amnanTygon Ao 540 mkB;

6 — naTTepPH MUATOHUYECKIX MPUCTYMOB B BUE <KUBKOB» — Pa3psf] reHepasim30BaHHbIX MEANEHHbIX KOMMIEKCOB OCTPasi—MeIeHHas BOMIHA, MefJ1eH-
HbIX BOSTH (amnnutygoin fo 320 MkB) ¢ nocnepytowmm auddysHbim anekTpoaekpemeHToM (1,5 €) 1 fenbra-3ameaneHreM ¢ GUPpPOHTanbHbIM akKLLeHTOM.

Fig. 3. EEG results of a 15-year-old SBH patient.

a — epileptiform activity in the form of continued generalized bilateral-synchronous spike-wave complexes 1.8-2.7 /sec amplitude up to 540 microvolts.
b — the pattern of myotonic seizures — discharge of generalized complexes as sharp-slow wave, slow waves (amplitude up to 320 microvolts), followed
by diffuse electrodecrement (1.5 sec) and delta deceleration with bifrontal emphasis.

Clinical cases
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KnnHnueckne cnyyan

JIOKaJIM3aleil IEHTOBUIHOM TeTepOTONrU, M, KaK Ipa-
BUJIO, 3TO OBLIM MO3aUYHBIC MYTAllMH C IIPOMEXYTOTHBIM
ypoBHEeM Mo3auiu3Mma (dacrora auieneit ~30%) [9]. Onu-
canbl Takxke cirydau, Korma CBK-JIT Opl1a guarHocTupo-
BaHa y ManueHToB ¢ mytanusamu B reHax KCNQI, RTTN,
KIF2A, DEPDC5, STX7, DCHS1[10].

I'ucTomornyecku JeHTOBUIHAS TETEPOTOIUSI COCTOUT
U3 CKOIUICHUI HECIOMCTHIX TaHTJIMOHAPHBIX HEPOHOB
C pa3IMYHOM CTEIIeHbIO CTOI0UaTOM opranu3anuu [7, 11].

OcHoBHbIM MeTomoM auarHocTuku CBK-JIT' sBis-
erca MPT. MP-kaptuHa xapakTepusyeTcsl HajJluyueMm
JICHTOBUIHOM MOJIOCKM CEPOr0 BEIIECTBA, MPOXOMSIIEH
mapaJijieIbHO OOKOBOMY KETYIOUYKY, OTIACIEHHON OT BbI-
IIejiexkanieit Kopbl M TPEThEro KeayIodKa CI0SIMH 0eJI0ro
BemrecTBa (puc. 1). Hepenko CBK-JII' coueraeTcs ¢ maxm-
rupueii u nuccoHuedanueii. 'ereporonuyeckast 1mosaoca
MOXET paclpoOCTPaHIThCI Ha ONHY, IBE U OoJiee NOJEH,
WMEThb Pa3INIHYIO TOJIIINHY, WHOTAA OBITh aCUMMETPUY-
HOM 1 0OBIYHO HauboJiee BhIpaxkeHa B JIOOHO-LIEHTpaslb-
HO-TeMeHHBIX obiacTsx [12].

ITpu nnposeaerHnu dyukunoHaabHoit MPT y 6 manu-
entoB ¢ CBK-JIT J.D. Jirsch 1 coaBT. 00HapyXUJIu, 4TO
IPY BBITIOJIHEHU Y IIPOCTBIX ABUTATENbHBIX 3a1a4 [IPOUC-
XOIUT aKTUBAIIMs HE TOJHKO KOHTpaIaTepalbHON IIep-
BUYHOI MOTOPHOI Kopsl (M1), HO M TeTepOTOIMMYECKO-
IO CJIOSI CEpOro BeIleCTBa, PACIIOIOXEHHOTO MOI 3TUM
yyacTkoM [7]. UncunatepanbHasi ABUratejabHasl akTuBa-
nus Habmoganach y 4 mamueHToB ¢ CBK-JIT'. Kpome To-
ro, OTMeUeHa JOIIOJHUTEIbHAS aKTUBAINSI HEOCHOBHBIX
HOpPMOTOTIMYECKNX objacteil Kopbl. CEeHCOPHBIN CTU-
MYJ TIPUBOIMI K aKTHMBALIMK KOHTpaJaTepaJbHOU Iep-
BUYHOI ceHCOpHOI Kophbl y Bcex manueHToB ¢ CBK-JIT,
a BTOPUYHOU COMATOCEHCOPHOM 30HBI — y 5 4yesloBeK.
T'erepoTonunyeckas mojoca Iof MepBUYHON CEHCOPHOIt
KOpOIl aKTUBHPOBAach B 3 ciydasx. ABTOPHI CIeJain
BeiBoA, uTto Tipu CBK-JIT nBuratenbHBIe U CEHCOPHBIE
3aJa4M BBI3BIBAIOT aKTUBAIIMIO HE TOJIHKO HOPMOTOIIM-
YEeCKOM KOpPBI, HO U IIOAKOPKOBOMU T€TEPOTOINMUYECKOM
TTOJIOCHI.

Knmnanueckne npostenenus npu CBK-JIT', kak mpa-
BWJIO, IPEICTABICHBI SIMIICTICUEI M MHTEJUIEKTyaIbHBIMU
HapyIICHUSIMU. DIUJICTICUSI MOXKET OBITh KaK (DOKAJIbHOIA,
TaK ¥ TeHEPaJIM30BaHHOI, 9acTO MMeeT (hapMaKOpe3M-
CTEHTHOE TeYEHME M B OOJIBITMHCTBE CIyJ9aeB Ie0I0TUPYET
B iepBbie 10 JIeT XXKM3HU. Y TPETH MaIlMeHTOB OTMEUAIOTCs
MHMOKJIOHMYECKHUE, aTOHUYECKNEe U TOHUKO-KIOHNYECKIE
cynoporu [7]. YpoBenn nnremnekra mpu CBK-JII" Mmoxer
BapbUpPOBaTh OT COOTBETCTBYIOIIETO BO3pacTy OO BhHIpa-
JKEHHBIX paccTpoiicTB. KOorHUTHBHBIC HApPYIIIEHUS 3aMeT-
HBI, KaK IpaBWJIO, yke B paHHeM Bo3pacTte. M. Spencer-
Smith ¥ coaBT. BBHITTOJHUIN HEHPOICUXOJIOTUYECKOE Te-
cTUpoBaHUe y 7 manueHToB (cpeaHuit Bo3pact 10,8 roma)
¢ CBK-JIT [13]. ABTOpBI 00OHAPYXKUIN HapylLIeHEe KOTHU-
TUBHBIX, 00pa30BaTeIbHBIX, COIIMATIBHBIX M TIOBEACHYC-
CKMX (PYHKIINI y BCeX 0OCIemyeMbIX, KOTOpPbIe HE KOppe-
JIMPOBAJIN C pe3yIbTaTaMU HEMPOBU3YaTIU3alnU (JTIOKaJIH-
31K U TOJIIMHA TeTEPOTOITHN).
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M.D. D’Agostino 1 coaBT. TIpoaHAIU3UPOBATIN K-
HUKo-paguojorndyeckre ocooeHnoctn CBK-JIT" y 30 ma-
LIMEHTOB MYXCKOIO I10jIa B cpaBHeHuU ¢ 60 paHee Omu-
CaHHBIMM ITallMEHTKAMU KEHCKOTO I10jla U YCTAaHOBWJIN
KJIMHUYECKOE CXOJICTBO MexXay nonamu [14]. Pamnonoru-
YeCKU Y MYXXUYMH JICHTOBUIHAS T€TEPOTONMS Yalle MMe-
JIa YaCTUYHYIO (BOBJIeKaIue 1 win 2 JOJW TOJOBHOTO
MO3Tra) U IMIPOMEXYTOYHYIO (BKJIIOUAOIIYIO 2 JOJU U YaCTh
TPEeThell) 3aMHIO0 JTOKAIM3AIINIO, a TAKKE BapUaHT ITaxu-
rupusi-CBK-JIT', B To BpeMs Kak y >KeHIIIH, KaK ITPaBUiIo,
oTMevanach kKinaccuueckas nuddysHas CBK-JIT.

DeKTpoDU3UOJIOTUYECKUE MCCIIeIOBAaHUS C  WC-
IMOJIb30BaHMEM MHBA3WBHBIX 3JICKTPOIOB IOKA3ajad, YTO
B TeHe3¢ MHTePUKTAJIBbHOM Y MKTAJbHON 3MUIeNTU(hOPM-
HOI aKTMBHOCTHU y4YacCTBYIOT KaK I'eTepOTOIMYecKasl, TaK
1 HOPMOTOITMYECKast Kopa. 3aperucTpupoBaHa MYJIbTHPE-
rMOHaIbHas, peTHoHalIbHag 1 nuddy3Has SmmienTrudop-
MHasl aKTUBHOCTb [15].

Bosnbiyto C10XHOCTh MpPencTaBiseT cOOOM JieueHue
sttenicun Tipu CBK-JIT. TTockoinbKy MHOTrMe IalneH-
THI UMEIOT (DapMaKOPE3UCTEHTHOE TeUeHE, 000OCHOBAaHHO
BO3HMKAET BOIIPOC O BO3MOKHOCTH TIPUMEHEHUSI aJIbTep-
HATUBHBIX METOMIOB JICYCHUS: PE3CKIINU SIMMICITOTCHHOMN
30HBI WJIM AUCKOHHEKIINH, MMIUIAHTALMU CTUMYJISITOpa
O1y>X/1aI011eT0 HEPBA WJIM TIPOBENCHUST TIIYOOKON CTUMY-
JISIIMHM MO3Ta, TIPUMEHEHUY KETOTCHHOM TNEThI.

A. Bernasconi ¥ coaBT. BBIITOJHUIN XUPYpradecKoe
neuenne y 8 maumeHToB ¢ CBK-JIT [15]. Bce o6cnenyembie
MPOXOIWIN JIUTEIbHbIA DD -MOHUTOPUHT, ¥ 6 U3 HUX
BBITIOJTHEHA MHBa3MBHas 3anuch DD (B 3 cayyasgx — cyo-
IypaJbHbIC TPUIBI, B 3 — CTepeOTaKCUUECKUE TIIyOMHHBIC
SJIEKTPOIbI). Y OONBIIMHCTBA MALIMEHTOB 3amucu D3OI
ITOKa3aJIi MYJBTIJIOOAPHYIO SIMICHTU(GOPMHYIO aKTHUB-
HOCTB, HayaJIO (POKAJIBbHBIX IIPUITAIKOB OBLIIO 3aPETUCTPH -
poBaHO y Bcex obcieayembix. [Ipy MPT Bo Bcex ciyyasix
BBISIBJICHA ABYCTOPOHHSISI ICHTOBUIHASI TETEPOTOIHS. X1~
PYpPIUYecKre BMEIIATEILCTBA BKIIIOYAIN MHOXKECTBEHHBIE
cyomuanbHble HaCEYKM y 2 TAllMEeHTOB, JIOOHYIO pe3eK-
o — y 1, BUCOYHYIO JIOO3KTOMUIO C aMUTAAJIOTUIIIIO-
KaMII3KTOMUEH — Y 5, DOTIOTHUTEIbHYIO TIePEIHIO0 Kaj-
no3zotomMuio — y 1. B karamHe3e y 5 mauiMeHTOB He ObLIO
3HAYUTEJIBHOTO YJIYUIICHUs, V 2 TAIIMEHTOB OBLIO HEKO-
TOpoe yaydllleHHe, a y |1 mammeHTa ObLIO 3HAYUTEIbHOE
yrnyuymienne. Ha ocHOBaHUM TIOMyYeHHBIX PE3YJIbTaTOB
aBTOpPHI TPUIILUIA K BBIBOAY, YTO XUPYPIUYECKOE yaaje-
HHE STIUJICTITOTeHHONW TKaH! Y TTAlIMEHTOB C «CUHIPOMOM
TIBOMHOI KOPBI» HE SIBISIETCS 3(P(PEKTUBHBIM METOIOM Jie-
YeHMs, JaxXe MPY HATUIUU OTHOCUTEIBbHO JIOKAIN30BaH-
HOW 3MUJIeNITOreHHOM 30HHI [15].

F.G.GilliamucoaBT. onmucalv onbITIPUMEHEHUS peaK-
TUBHOI HelpocTuMynsauu y mauueHTku 32 net ¢ CBK-JIT
MIPENMYIIECTBEHHO 3agHEl JIOKaJIM3alluu W MyTallk-
eii B reHe PAFAHIBI, xoTopasi cTpajmaja SIMujerncuei
¢ 20 Mec XM3HU, UMeJIa PE3UCTEHTHBIE K Teparmuu (po-
KaJbHBIe HEOKOPTUKAJIbHBIC BUCOUYHBIC SMIJICITUICCKIE
MPUCTYITBI M1 YMEPEHHbIE KOTHUTUBHbBIE HapyiueHus [16].
HecMmotpst Ha nBycTOpoHHUE KOpTuKajibHble MPT-aHo-
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MaJiM, MEXIIPUCTYITHAsg M WKTajabHasg D3OI ykasbIBaau
Ha (poKaITbHYIO STTMJIETITOTeHHYIO 001aCTh B JIEBO 3aaHEl
BUCOYHOI o0acTu. B pe3ynbpTaTe mpuMeHeHUs XpOHUYE-
CKOM KOPKOBOM HEMPOCTUMYJISLIAY Y TTALIMEHTKU OTMEYe-
HO YJIy4IIICHUE TTOBEACHUS 1 KIMHNYECKOE NCUe3HOBEHIE
TIPUCTYIIOB TP COXPaHEHUHU 3JIEKTpodHIIeaTorpadmye-
CKUX U3MEHEHUA.

B nyonukaumu A. Matsuhashi 1 coaBT. TipeacTaBiIeH
OIBIT BBHITIOJHEHUS KaJUIO30TOMMU ITallMeHTKe 23 JeT
¢ CBK-JIT, kortopas crpamana (apmMakope3rucTeHTHOU
SOuUJIeTiCueit ¢ 4 JIeT ¥ UMeNa BhIpaKeHHbBIE MHTEJUICKTY-
anbHble HapyuweHust [17]. Ilo manueim MPT onpenensi-
JIach OIBYCTOPOHHSISI JICHTOBUIHASI T€TEPOTOIIMSI, PacIIpo-
CTpaHSIOIIAasICs Ha JIOOHBIC, TTApUeTAJIbHBIC 1 3aTHUIOYHBIC
IONMU. Y MallMEHTKA UMEIUCh (DOKATbHBbIC aTOHUYECKUE,
TeHepaan30BaHHBIE aTOHWYECKMEe W (DOKAJbHBIC IIPH-
CTYITBI TIPEKpaIlleHUs ABUTATeIbHOI akTuBHOCTH. [locie
BBITIOJTHEHUS TIepeaHell Kalao30ToMuu 3¢ ¢eKTa He OT-
MeueHo. OqHAKO IPH BRIMOJIHEHUH MOCICAYIONIeH 3amHe
KaJUI030TOMUHU 3HAYMMO CHIXKaIach 9acTOTa BCEX BUIOB
TIPUCTYIIOB, OCOOCHHO reHepaIn30BaHHBIX aTOHUYECKUX.

A. Franco m coaBT. oOmMcajiM ONBIT IIPUMEHE-
HUS TIOYyOOKOM CTUMYJSIIUM TIEPeIHUX siIep Tajzamyca
y 2 maumeHToB ¢ CBK-JIT (51 1 48 net) [18]. Y oboux cry-
cta 12 1 18 Mec 0TMEUYeHO CHIDKEHUE YacTOTHI IIPUCTYIIOB
6osee ueM Ha 50%.

IIpumeHeHre MoOAM(PUUUPOBAHHON AUETHl ATKUHCA
IJIST KyIMUPOBaHUS OECCyTOPOXHOTO SIMJICHTUICCKOTO
cratycay manueHTKH 5 1et ¢ CBK-JITI" omucano T. Kumada
u coaBrT. [19]. [1oTpebieHne yrieBogoB OBLIIO OrpaHUUICHO
mo 10 r/cyT 6e3 orpaHUYEHUST MOTPEOICHUST OCIKOB, Ka-
Jopuit iy xuakoctu. Yepes 10 gHeit mocne MHULIMALIUNA
IHUETHI CTaTyC ObUT KyIUpoBaH, 3(D(HEKT COXpaHSICS B Te-
YeHME TIOCJICAYIONINX 4 MeC TUEeTOTePaITH.

B npencrasineHHoit Hamu koropte mauueHToB ¢ CBK-
JIT" BenymiM ¥ OOJIMIaTHBIM KJIMHUYECKUM CUMIITOMOM
ObUTa SmUIeNcus ¢ (HapMaKOpe3WCTEHTHBIM TeYeHHEM
B 60% ciyyasix. B onuMcaHHOM KJIMHUYECKOM IIpUMEpE
OCHOBHBIM BUIOM IIPUCTYIIOB Y ITaIIMEHTKU OBLIM aTOHU-
yecKre (MUaTOHUIECKNE) MIPUIIAIKK ¢ TeHEepaIn30BaHHOM
WKTaJbHON 3mmienT(OPMHOI aKTUBHOCTBHIO. B ciydae
npekpaireHus: 3¢pGEeKTUBHOCTA KJIOHa3eIaMa, KOTOPBIi
NaleHTKa MIPUHUMAJIA ¢ XOPOITUM 3(PpdDeKTOM B TeUeHUE
TOCJICTHETO MecsIa, aTbTePHATUBOM MOXKET SIBUTHCS KaJjl-
JIO30TOMMSI, MMIUTAHTALIMSI CTUMYJISITOpa OJIY>KIAIOIIEeTo
HepBa WM TYOMHHBIX 3JIEKTPOIOB B TIEpEIHUE SIIpa Ta-
nmamyca. HecMoTpst Ha TO 4TO B TIpeACTAaBICHHBIX paHee
MyOJIMKAIIASIX TIIYOOKYIO CTUMYJISIIAIO MO3Ta IMPUMEHSIIN
y manmeHToB ¢ CBK-JIT crapmre 18 i1et, umerorcest paboTHI,
TMOCBAIIEHHBIE TPUMEHEHHIO 3TOr0 METOIA Y MAllMEHTOB
mitanie 18 et ¢ anmiernicueii apyroit atuojgorun [20].

OO6paiasg BHUMaHUe Ha KOTHUTUBHBIE (DYHKIINU, XO-
YeTCS OTMETHUTb, UTO HamOoJiee TSKEIIble KOTHUTUBHBIC
pacCTpOMCTBA B HAIEW TpyIme MMEJI HalMEHT MYXCKO-
ro moJja c Ae0HTOM BIUJIENCUU B 5 MeC B BUIe MH(paH-
TWJIBHBIX CIIA3MOB C IIOCJEOyIOIIei TpaHchopMaImei
B MHOKJIOHMYECKHE, aTOHNYCCKUE, aTUITMYHbBIC aOCaHCHI
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KnuHunuyeckne cnyyan

U TeHepaJn30BaHHBIE TOHUKO-KJIOHWYECKUE CYIOPOTH
(Tabnuia; mamueHT Ne 5). MakcuMaabHBIN TTepephIB MEXK-
Iy MIPUCTYyMaMU 3a BeCh Iepuo 00Je3HU Y HEro ObL1 He 00-
nee 1 mec. PaHHee Havyayio 3MUJIETICUU, €€ PEe3UCTEHTHOE
TEUCHME B TICPUOJ TJTO0ATBHOTO TICUXUYECKOTO PAa3BUTHS
pebEHKa SBISICTCS M3BECTHBIM IPEIUKTOPOM 3HAYUTEIIb-
HOTO HapylIeHUs KOTHUTUBHBIX (PyHKUMIA [21].

Takum oOpazom, TpeOyeTcss OoJblle TaHHBIX O BO3-
MOXHOCTH TPUMEHEHMSI aJbTePHATUBHBIX MEIMKaMEH-
To3HOMY MeTomoB JeueHust CBK-JIT.
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