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PE3HOME

B cTatbe npefcTaBnieHbl KNWHUYECKNe HAbNAeHNs 6 NauneHTOoB ¢ anuencuei, 3afep>XxXKoi NCUXOMOTOPHOIO U Pe4eBOro
pa3BuTKs. Mpu NpoBEAEHMN NONTHOIK3OMHOI0 CEKBEHPOBAHMA BbISIBIIEHbI TETEPO3NTOTHbLIE BAPUAHTbI HYKNEOTUAHON No-
cnenosatenbHoCcTK B reHe SPTANT. Mytauun B reHe SPTANT onucaHbl y NaUUEHTOB ¢ aHUedanonaTnei pa3sutms n anu-
nenTuy4eckon aHuedanonatnen 5-ro tuna (aHrn. developmental and epileptic encephalopathy 5; OMIM: 613477). Knuxu-
YeCKMi aHaMHe3, faHHble 31eKTPoaHLuedanorpadu N MarHUTHO-PE30HAHCHON TOMOrpacun HaLIUX NALWEHTOB CXOXMK
C JaHHbIMW feTeii ¢ BapnaHTamu B reHe SPTANT, paHee onncaHHbIMW B Hay4HOW nuTepatype. [10kazaHo, 4TO BapuaHThl
B reHe SPTANT, nokann3oBaHHble 61mxe K C-TepMUHANIbHOMY PEruoHy, acCoLMUpPOoBaHbl C 601ee TAXebiM OeHOTUINOM,
a BapuaHTbl B6nn3n N-pernoHa — ¢ 60nee nerkum Te4eHneM 3a6oneBaHns 6e3 CTPYKTYPHbIX aHOManuii rofI0BHOr0 MO3ra.
OLHaKo Heo6X0ANMbI JanbHellne NCCIe0BaHMA A8 NIYHLWEro NOHUMAHUA TeHOTUN-PEHOTUNNYECKNX KOPPENauuin npm
SPTAN7-accounmpoBaHHOI HLEedanonaTuu.

KJTHO4EBDIE CJIOBA
anunenTtuyeckas aHuedanonaTus, NOAHOIK30MHOE CeKBEHUPOBaHue, reH SPTANT, reHOTUN-(DEHOTUNNYECKNE KOPPENALn.
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KoHthnukT uHTepecos
ABTOpbI 3a9BNAOT 06 OTCYTCTBUM HEOOXOAUMOCTU PACKPLITUA KOH(P/IMKTA MHTEPECOB B OTHOLLEHWUW SAHHON Ny6nKauuuy.

Bknap asTopoB
ABTOpbI cAeNnanu 3KBUBaNEHTHbIV BKaa B NOArOTOBKY Ny6nmkaumu.
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KnuHunyeckue cny4vaun / Case reports
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SUMMARY

The article presents the clinical cases of 6 patients with epilepsy, psychomotor and speech developmental delay. The
heterozygous variants of the nucleotide sequence in SPTANT gene were detected by whole exome sequencing. Mutations in
SPTANT gene have been described in patients with developmental and epileptic encephalopathy 5 (OMIM: 613477). The clinical
history, electroencephalographic and magnetic resonance imaging data of our patients are similar in children with variants
in SPTANT gene described previously. It was shown that variants in SPTAN7 gene located closer to the C-terminal region are
associated with a more severe phenotype, whereas the variants near the N-region — with a milder course of the disease without
structural brain anomalies. However, further research is necessary in the future to better understand genotype-phenotypic
correlations in SPTAN7-associated encephalopathy.
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BBEJEHUE / INTRODUCTION

JHuebanonaTa pa3BUTAS 1 aNuenTMYecKas sHueda-
nonatua (3Pnd3) npeacTaBnaT co60M rpynny HeBPOJIO-
rMYecKux 3ab0neBaHnii, KOTopas XxapakTepm3yeTcs paHHUM
Ha4yanom (apmakope3mCTeHTHbIX NPUCTYNOB, TAXENbIMM
3NeKTPOaHLedanorpadn4yecKMm HapyLeHAMNI, 3aepXK-
KON pasBUTUA U MHTeNNeKTyanbHbiM gedpuuyutom [1]. Cygo-
pOru, Ha4YMHAKOLLMECSH HA MEPBOM rOAY XWU3HU, B TH. B HEO-
HaTasbHOM Nepuoae, MoryT UMeTb 61aronpuaTHOE Te4eHue,
HanpumMep y geten ¢ JO6POKA4ECTBEHHOW CEMENHON Heo-
HaTanbHOW dnuiencueir, NPOCTbIMKU PebPUIILHBIMN UK
0CTPbIMK CMMNITOMATU4eCKUMM cygoporamu. OHAKO B He-
KOTOPbIX C/lydasnx 3nuyiencus ¢ Ha4anom Ha nepBoM rogy
YKU3HU UMEET NPOrpeccupytoLLee TeHeHne C BbIPAXXEHHbIMM
LepebpanbHbiMK HapyLweHnsamu [2, 3].

[laHHas rpynna BKJIK04aeT PaHHIOK MJ1afleHYeCKYH0 3BO-
JIIOLMOHHYIO N 3NUNEeNTUYeCKY0 aHuedanonaTunio, anu-

anunencus n NapokcnamMasibHble COCTOSAHUS

Nencui MNajeH4yecTBa ¢ MAUTPUPYOLWMMU (DOKANbHBIMK
npucTynamu, CUHAPOM UHAAHTUNbHLIX ANUAENTUYECKUX
cna3moB n cuiapom Lpase [3]. OCHOBHbIMU NpUYNHAMU
3NuUNencumn ABNAKTCA CTPYKTYPHbIE aHOMAIN TOI0BHOIO
MO3ra, BpOXX/eHHbIe HapyLeHns Metabonnama n npuobpe-
TEHHble NOBPEXAEHMSA roIoBHOr0 Mo3ra. OJHaKo B Te4eHne
MHOTWX NTET naToreHes paga cnyy4aes IPnd3 octasancs He-
N3BECTHbIM. B nocnefgHee gecATuieTme reHeTn4eckKne nc-
CNnefoBaHNs Nokasanu, 4To 3Ha4YUTeNbHAas 4aCTb PAHHUX
KpunToreHHbix APn33 accouunpoBaHa ¢ MyTaumsamu B re-
Hax, y4acTBYHOLMNX B HEMPOOHTOreHe3e [4].

SPTANT BXOAWUT B YNCNO FEHOB, BAPUAHTbI HYKNEOTUA-
HOI MOCNeA0BaTeNIbHOCTY B KOTOPbIX CBA3aHbI C dHUeda-
nonatuen pas3BUTUS U ANUENTUYECKON 3HUedanonaTueil
5-ro Tuna (OMIM: 613477) [5]. 3TOT reH KOAUpPYET Chek-
TPUH all, 0ANH 13 TMOKNX CyOMeMOBPaHHbIX KapKacHbIX 6eJ1-
KOB, Y4aCTBYIOLMX B CTaBUAN3ALMN KNETOYHbIX MEMOPaH.
[Be o- 1 NATb B-Cy6beAUHUL CNIEKTPUHA ObIIN ULEHTU-

https://epilepsia.su

247


https://doi.org/10.17749/2077-8333/epi.par.con.2023.150
https://doi.org/10.17749/2077-8333/epi.par.con.2023.150

2023 Tom 15 Ne 3

SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMSA

248

duumpoBaHbl. [JaHHble cy6beanHMLbl COOUPAIOTCS aHTU-
napannenbHo 60K 0 60K B reTepoanMmepbl, 06pa3oBbIBas
TeTpamepbl, KOTOPbIE, B CBOK 04epefb, MHTErpupyrTcs
B LUMTOCKeNeT MembpaHsbl. [T0CKONbKY LENOCTHOCTb FeTepo-
TeTpamepa Heobxoanma 19 pPa3BUTUA HEPOHHbIX OTPOCT-
KOB 1 06pa30BaHNsA TOPMO3HbIX CMHANCOB [6], NaTOreHHbIE
BapmaHTbl B reHe SPTANT MmoryT npMBOAUTL K BbIPAXXEHHbIM
HEBPONOrMYEeCKUM HapyLleHusm [7].

OfHAKO KNMHUYECKNE NPOSBIEHNS Y NPOaHANN3NPOBaAH-
Hbix 34 yenoBek co SPTAN7-accouMmpoBaHHbIMM 3HLEeDa-
nonaTMsaMM He BCcerga COOTBETCTBOBANM KnHuke IPndd
[8] — BepoATHO, pa3Hbie BapuWaHTbl HYKNEOTUAHOR NoCne-
JA0BaTeNbHOCTU B reHe SPTANT MoryT 06bACHATb KNNHUYe-
CKYt0 BapnabesibHOCTb. MONbITKA YCTAHOBUTL FreHOTUN-e-
HOTUMUYECKNE KOPPEeNaLmi N03BONIN NPEAN0N0XNTb, YTO
MEeCTO W TN MyTaLum B reHe MOTYT UrpaTh posib B Pa3BUTUAM
1 TSHKECTU MOPAXKEHUs HEPBHOM cucTembl. Ho 13-3a He60/b-
LIOro yncna naumeHToB co SPTANT-accoLnmMpoOBaHHbIMMN 3H-
LedanonatuaMmu U OTHOCMTESIbHO 6OMbLLIOMO KONMMYecTBa
OMUCAHHbIX K HACTOALLEMY BPEMEHW TEHHbIX MyTaLuii re-
HOTUN-(PEHOTUNNYECKINE KOPPENSALMUN A0 CUX MOP OCTaloT-
CA HeonpeAesieHHbIMM,

B cTatbe Bnepsblie B Poccun npeacTtaBiieHbl KNUHU-
4yeckue cnyvam HabnwoaeHns 6 nauymeHtToB co SPTANT-acco-
LMMPOBAHHbIMU 3HLEdANoNaTUAMN.

KINMHUYECKHUE CIIYYAU / CASE REPORTS

C 2020 r. 4 nauyneHTa C BbISBJIEHHbIMI BapMaHTaMu Hy-
K/IeOTUAHON nocniegoBatenibHOCTU B reHe SPTANT Ha-
6n0alTCcsa B NCMXOHEBPONOrnyeckom otaeneHun Nrby3
«Hay4HO-NPaKTUYECKUIA LIEHTP CMeunanu3npoBaHHoOn Me-
JULUHCKON nomoLmn fetam um. B.®. BoitHo-SceHeuKoro»
O3M, 1 nauneHT — B ®TAY «HaumnoHanbHbIi MeANLUHCKNRA
nccrenoBaTenbCKUA LLEHTP HEMPOXUPYPrMN UMEHU aka-
aemuka H.H. bypaenko» Munsgpasa Poccun n 1 naym-
eHT — B CI6 TBY3 «[leTcknin ropoACcKoi MHOronpogub-
HbIA KNTMHUYECKUIA CNeLnann3npoBaHHblil LLEHTP BbICOKUX
MeANLMHCKUX TEXHONOT N>,

drnueckue acrnekrtsl / Ethical aspects

BefieHMe NauMeHTOB OCYLLECTBNANOCH COO6PA3HO NPUH-
umMnam XenbCUHKCKON Jeknapauuu BcemupHoOn megnumuH-
ckoi accounaunn (doptanesa, bpasunng, 2013 r.). Ot
poAuTenen NauneHToB NONy4eHo NHPOPMUPOBAHHOE CO-
rnacue Ha NpoBeJeHNe reHeTUYeCKoro nccneaoBanns (nos-
HO3K30MHOE CEKBEHNPOBAHUE).

IMamuent 1 / Patient 1

Manb4uk 2 net 6 mec Habnogancs ¢ AnarHo3om: «CuH-
APOM [leTCKOro uepebpanbHOro napanuya, aTaktuyeckas
chopma (4- ypoBeHb no wkane GMFCS'). 3agepxxka ncuxo-
pe4yeBOro pa3BuTnA. ANUNencus — BEPOATHO, FreHeTUYecKan
MYNbTUPOKaNbHAS, KITMHUKO-MEANKAMEHTO3Has PEMUCCUS»,

AHamHe3

Pe6eHOK OT BTOpPOW 6EpPEMEHHOCTU, NMPOTEKaBLUEN
C Yrpo30ii npepbiBaHns Ha 16-1 1 22-it HeAENSAX recTaunm.
Ponbl nepBble B CPOK, camocToaTeNnbHble. Macca Tena npu
poxneHun 3070 r, gnuHa 50 cm.

[1e60T NpUCTYNOB B 5 MeC, KOraa NoSBUANCH CEPUiiHbIE
B3[parnBaHus ¢ 3aBeeHNEM rN1a3HbIX S6/10K BBEPX, B Aaflb-
HENLLIEM MPUCOEANHUNNCH FTEHEPanN30BaHHbIE TOHUKO-KI0-
HWYECKIE NPUCTYNbI.

J3r n MPT

Mo paHHbIM anekTpoaHuedanorpadgum (331) B 2 roga
6 Mec perucTpupoBasnch reHepann3oBaHHbIe N PErnoHanb-
Hble pa3padbl ANUNENTUHOPMHON aKTUBHOCTK, JI0KANIN30-
BaHHbIE B NEBOV N NPABOV LEHTPASIbHO-TEMEHHbIX U UHbIX
(pexxe) 06nacTax, He3aBUCMMO, CrPYyNNUPOBAHHOI0 Xapak-
Tepa, B BUJE KOMMNNEKCOB «MUK — BOJIHA» (puc. 1).

1o AaHHbIM MarHUTHO-pe30oHaHcHoW Tomorpadun (MPT)
FONOBHOr0 M0O3ra CTPYKTYPHbIX U3MEHEHWUI He BbISBIIEHO
(pme. 2).

Tepanus

HazHa4veHa NpoTUBOCYAOPOXKHAS Tepanus BaibNpoeBoi
KMCNOTOMN, NPOBEeAEH KYypC ropMoHOTEpanum (rnapokop-
TW30H) B Te4yeHMe 1 mMec, Ha (pOHe KOTOPOro 0TMe4anoch
YMeHbLUEHNE YacTOTbl U ASIMTENIbHOCTU NPUCTYNOB. B Tepa-
nuio 0o6aBreH NeBeTupaLeTam, NPpUCTynoB He 6bINO, a Ye-
pe3 1,5 MeC OHV BO30OGHOBUNNCH B MPEXHEM 06beMme.

Ha cboHe BBeEHUA B Tepanuto BUrabaTpuHa NpucTynbl
6b111 NOJSTHOCTbIO KYMMPOBAHbI, B MCMXOMOTOPHOM pa3Bu-
TUM O0TMEYEeHa MONoXuTenbHaa auHammnka. Ha 33l anunak-
TUBHOCTb HE 3aperucTpuposaHa. Jleeetmpaueram n Tonu-
pamat OTMEHEHbl.

HeBponoruyeckwuii cratyc

B HeBpoOsiOrMyeckom ctatyce Ha MOMEHT HabOAEeHNA
B 2 rofa 6 Mec: anbTePHUPYHOLLIEE PACXOAALLEECS KOCO-
rnas3ue. OCMbICITEHHOIO KOHTaKTa HeT. Peyn HeT. Ykasa-
TeNbHOro xecta HeT. KomaHabl He noHuMaeT. MoTopHoe
pa3BuTUe: YAEPXNBAET roN0BY, NepeBopavmBaeTcs, cu-
[UT, CTOMT, NON3aeT, XOAMT C NOALEPXKKOI Ha LLMPOKO pac-
CTaBJIEHHbIX HOrax. CnoHTaHHas BuraTesibHas akTMBHOCTb
CUMMETPNYHAsA, XxaoTnyHas. Ctepeotunun. IHTepec K okpy-
XKAKLWEMY CHUXKEH.

B 2 ropa 6 mec xoaut cam. LieneHanpaBneHHas aeaTenb-
HOCTb 6eaHas. CtepeoTunuu. KOHTAKT C OKpYXXaKLWUMM
KpaTKOBPEMEHHbIA. Pe4n HeT. Mblvalme 3ByKu n npuymo-
KuBaHua. MaHunynauum urpywkamu npumMuTuBHbie. XKe-
CTOBbI/ AMANOr 04eHb CKYAHbIA. HaBbIKOB OMPATHOCTK
1 CaMO0O6CNYXMBAHUSA HET. BONOChI TOHKKE. [Ma3HbIe LWenu
KopoTKkue. [psmble ANUHHbIE PECHULIbI. ANbTEPHUPYHOLLWIA
cTpabuam. Barnapg B rnasa ukcmpyeT KpaTKOBPEMEHHO.
YUIHbIE PAKOBUWHbI C YTONLWEHHbIM U AUCMNIACTUYHbIM 3a-
BUTKOM. BopoHKoo6pa3Has fedopmaums rpyaHoi KneTku.
[MnoToHua. TOHKNE KOHYCOBUAHbIE Nanblbl. KNMHOAAKTN-
NN MU3VHLIEB.

" GMFCS (aHrn. Gross Motor Function Classification System) — cuctema knaccmdukaumm 06LNX ABUraTeNbHbIX PYHKLNIA.
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Pucynoxk 1. Jlannbie ajekrposniiedanorpaduu Mauenra 1 (2 roga 6 Mec) Ha poHE prueMa BUrabaTpuHa:
4 — CTPEJIKOH YKA3aHBI I'CHEPAIM30BAHHBIC PA3PS/IbI SIMMICITH(MOPMHOIN AKTHBHOCTH B JIEBOI U IIPABOI IICHTPATIbHO-TEMECHHBIX
061ACTAX; b — CTPESIKO YKA3aHbI PEIHOHAIBHBIE PA3PS/IbI ATHJIETITU(HOPMHOM AKTHUBHOCTH CI'PYIIITUPOBAHHOTO XAPAKTEPA B BU/IC

KOMIIJICKCOB «ITMK—BOJIHA»

Figure 1. Patient 1 (aged 2 years 6 months). Electroencephalography data upon vigabatrin administration:
a — the arrow indicates generalized discharges of epileptiform activity in the left and right central parietal regions; b — the arrow
indicates the regional discharges of grouped epileptiform activity in the form of peak-wave complexes

PucyHOK 2. MarHMUTHO-PE30HAHCHASA TOMOI'PAMMA
rosioBHoro Mo3ra IaruentTa 1 (2 roga 6 mec). CTpyKTypHBIC
M3MEHEHHUA B TOJIOBHOM MO3T'E€ OTCYTCTBYIOT

Figure 2. Patient 1 (aged 2 years 6 months). Brain magnetic
resonance imaging. No brain structural changes

IMamuent 2 / Patient 2

[leBo4ka 9 net HabnoAanach ¢ POXXAEHMA C ANArHO30M:
«Jnunencusa okanbHas ¢ ANUIENTUYECKUMU CNa3Mamm co
CTaTyCHbIM, (DapMaKope3NCTEHTHbIM Te4eHMEM NPUCTYMOB.
HapyLueHne NncMxo-nHTENNIeKTyanbHOro 1 pe4eBoro pa3eu-
TS (CEHCOMOTOPHASA ananus)».

anunencus n NapokcnamMasibHble COCTOSAHUS

AHamHe3

Pe6eHOK OT BTOPO 6€PEMEHHOCTI B HEPOCTBEHHOM
6pake (nepBas 6epeMeHHOCTb 3amepluas B 7 Mec, pOAbl
MepTBbIM M040M), MPOTEKABLLEN HA (DOHE Yrpo3bl Npepbl-
BaHUA, aHEMWM 2-11 CTeNeHN, heTONNaLeHTapHO HeaocTa-
TOYHOCTM € 32-ii Hepenw rectayuu, CONPOBOXAABLUEACS
BHYTPUYTPOOHON 3a[epXKKOW pa3suTus nnoga. Poabl BTO-
pble CAaMOCTOATENbHbIE, CPOYHbIE HA 41-i HeLlene recTaunm.
Macca tena npu poxaenun 2140 r, annHa 49 cm. OueHka no
wkane Anrap 7/8 6annos. Pa3BuBanach ¢ 3aep>XK0N ncu-
XOMOTOPHOI0O pa3BuTHs.

[leBo4yka 601bHA C POXKAEHMSA, KOTAA HA 2- CYTKU XKU3-
HW BO3HUKJIN TOHWKO-KJIOHWYECKNE CYA0POrn Ha )oHe ne-
pUHATANIbHOr0 NOPAXXEHNS LeHTPaNbHOW HEPBHON CUCTEMBI
(LHC), cunapoma yrHeteHus, reMopparn4eckoi 60ne3Hun
HOBOPOXX[EHHbIX, 3a[JeP>XXKWN BHYTPUYTPOOHOrO pa3sBnutus
3-11 cTeneHn.

Tepanus

Monyyana deHobap6butan. B 2 mec nocne nepeHeceH-
HOW KOpW NPUCOEANHUANCL YOKaNbHbIE NPUCTYNbI B BUAE
BEPCUM FOMOBbI W FNa3 BNPaBo, MUOKIOHNYECKIX NOAEpri-
BaHWI B NPaBOIi KNCTU ASIMTENLHOCTbIO [0 3—5 MuH. K Te-
panuu no6aBneHa BanbnpoeBas Kucnota B Qopme cupona
C BPEMEHHbIM MOJIOXKMNTENbHBIM 3 (EKTOM.

[anee npoBofgunacb Koppekuus npoTUBOCYA0POXKHOM
Tepanuu, NpUCcoeanHeH NeBeTnpaLeTam 6e3 BbIpaXXEHHOr0
addhekTa, nocne BBEAEHUS B Tepanuto 66H301Ma3ennHOB
MPUCTYNbl KynupoBaHbl. B Bo3pacTe 3 net Ha poHe de-
OpUNbHOA TeMnepaTypbl BHOBb CTATYC TOHUKO-KJTOHWYE-
CKMX MPUCTYNOB, KYNMPOBaHbl B OTAENEHN pPeaHUMaLum
I VHTEHCUBHOW Tepanun BBeLEHNEM Anasenama. Pe6eHoK
yTpaTun paHee NPMOOPETEHHbIe HABbIKK. [lMarHoCTMpOBaH
CMacTUYeCcKUin reMmnapes cnpasa.

B manbHeiiliem Cygoporu co ctaTyCHbIM TeYeHMeM no-
BTOPANNCH €XXEerofHo. B HacTosLLee BpEMS BPEMEHHbIN NO-
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NOXUTENbHbIA 3 (KT AOCTUraeTcs KOMOMHaLUen npena-
paToB fieBeTMpaLeTamM, nakocamug, BurabaTpuH.

J3r, TMC n MPT

Mo paHHbIM 33T B 9 NeT perncTpmpyeTcs permoHanb-
Has anunenTuOpPMHas akTUBHOCTb B 3a[JHEBUCOYHO-3a-
TbIIOYHON 0651aCTN CleBa C PAaCcNpOCTPAHEHMEM Ha JIEBYIO
TEMEHHYI0 0611acTh HA hOHe 3ameanieHusi. oKanbHbINA
acUMMeTPUYHbIN S>D KOPOTKWUIA TOHMYECKWUA NpucTyn
(staring — runoMOTOPHBIA NPUCTYN, NIErKOE TOHNYECKOE Ha-
NPSKEeHUe NIEBON PYKN ANNTENbHOCTLIO 1,5 MuH) (pue. 3).

TpaHckpaHmanbHas marHutHasa ctumynauusa (TMG)
B 9 NleT: AaHHbIX 32 HACNeLCTBEHHblE aMUHOALMaoNaTuu,
OpraHmyeckne aunaypun, LedeKTbl MUTOXOHAPUANBHOIO
6eTa-0KNCNEHNS HE BbISBNEHO.

MPT ronosHoro mo3ara (3 Tn) B 9 net: pe3ugyanbHble rnu-
03HO-aTPOUYECKNE NSMEHEHUA B TEMEHHO-3ATbINOYHbIX
0651aCTAX 60NbLUNX NONYLLIAPWIA TOSIOBHOMO MO3ra (puc. 4).

Hesponoruyeckwuii cratyc

B HeBponornyeckom cratyce 3afiep»Ka ncuxoMOTOPHO-
ro passuTns ¢ poxxaeHus. B 11 net mukpokpanus. lyctble
BOJIOCbI, HU3KMIA POCT BONOC Ha N16y. [lucnnacTuyHble yul-
Hble PAaKOBWHbI C YTO/LEHHbIM 3aBUTKOM. [MnepmeTpo-
MUYeCKUn aCTUrMaTu3m (MoJsib3yeTca o4kamu). KopoTkuii
dunbTp. AHOManusa npukyca. Yakue nnedn. TOHKME KOHYCO-
BUIHbIE Nanblbl. BanbrycHas ycraHoska cton. Judpdeper-
LUMPOBKA Ha «CBOW/4yXune» coxpaHeHa. Pe4n HeT. XKecTo-
BbI AUanor npuMUTMBHBINA. Mefikas MOTOpUKa He pa3BuTa,

[BKEHMS HeNoBKMe. TPeMOP KOHEYHOCTEN. IMOLMOHASbHA.
Haeaz4na. [TOHUMAET CUTYATUBHYHO ObITOBYH MHCTPYKLINH.
HaBbIK OMPATHOCTM YacTUYHO CAPOPMUPOBAHLI. [Toxoaka
JMCKOOPANHMPOBAHHAS HA LWUMPOKO pacCTaB/eHHbIX HOrax
C BanbryCcHOM yCTaHOBKOW CTOM.

IHamuenrt 3 / Patient 3

Manb4nk 13 net Habnogancs ¢ guarHo3om: «3nuencus
Hen3BeCcTHas, KOMOUHMPOBAHHAS (C NPU3HaKaMmn hoKasib-
HOW 1 reHepanim3oBaHHoIi), )apmMakope3NCTEHTHOE TeYeHue.
Anunentunyeckas sHuedanonaTus. PaccTpoincTBo Bereta-
TUBHOWN HEPBHOW CUCTEMbI».

AHamHe3

Pe6eHOK OT TpeTbeli 6epeMeHHOCTH, NpOTeKaBLlen 6e3
0C06eHHOCTEI. Poabl TpeTbM B CPOK, CAMOCTOATENbHbIE.
Macca tena npu poxaenun 3200 r, anuHa 51 cm. Mcuxo-
MOTOPHOE pa3BuUTME N0 BO3paAcTy (CO C/IOB poAunTesnien, no-
CKONbKY pe6eHOK He FOBOPMT MO-PYCCKK).

[1e610T NpucTynoB B 2 rofia, yCTaHOBMEH AMArHO3 «MNOCT-
TpaBMaTnyeckas dookanbHas anunencus, KOrHUTUBHbIE Ha-
pylieHus». Mony4an NpoTUBOANMUIENTUYECKME NpenapaThbl
(M3M) 6e3 adppekTa. Mpu nepBoi rocnuTann3auun B ncu-
XOHEBPOJIOrMYeckKoe OTAeNeHMe Ha (DOHe npuema Cylb-
TamMa — BbIpaXKeHHOE yny4lieHune. [laHHbIli npenapar He 3a-
peructpupoBaH B Poccuickon ®eaepauuu, B CBA3M C H4eM
6blna NpoBeeHa BpadebHas KOMUCCUS, HA KOTOPOW onpe-
JleneHa HeobXx04MMOCTb NpUemMa cynbTmama.
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Pucynok 3. Jlannbie anekrposnnedanorpadpuu Ianuentku 2 (9 ser). CTpeskor yKazaHa SnuIenTU(GOPMHAA AKTUBHOCTD
B 33/JHCBMCOYHO-33ThUIOYHOM OOIACTH CJIEBA C PACIPOCTPAHEHUEM HA JIEBYIO TEMCHHYIO OO/IACTD HA (DOHE 3AME/JICHUS

Figure 3. Patient 2 (aged 9 years). Electroencephalography data. The arrow indicates epileptiform activity in the left posterior
occipital region with spread to the left parietal region during deceleration
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PucyHoxk 4. JlaHHble MArHUTHO-PE30HAHCHOH ToMOorpaduu IanuenTku 2 (9 jer). CrpesikaMy yKa3aHbl INTMO3HO-ATPO(PUUECKUE
U3MEHEHUS B TEMEHHO-3ThIJIOUHBIX OO/IACTAX OOJIBIINX ITOJYIIapHIi TOJIOBHOTI'O MO3Ia (3, b)

Figure 4. Patient 2 (aged 9 years). Magnetic resonance imaging data. Arrows indicate glial-atrophic changes in the parieto-occipital
regions of the cerebral hemispheres (a, b)

MPT u 33r €M Ha COCeaHue OTAEeNbl, TEHAEHUNER K BTOPUYHON OU-
Mo paHHbiM MPT ronoBHoro mosra B 13 neT cTpykTyp- narepasibHOM CUHXPOHM3ALUN, B NMPaBbIX LEHTPaNbHbIX
HbIX MI3MEHEHWI He BbISIBIIEHO (pUC. 5). 0TAeNax — ¢ pacnpoCcTpaHeHneM Ha BEPTEKCHbLIE B NIEBbIX
33l B 13 net: pernctpupyeTcs anunenTugopmHas ak- TEMEHHO-3aJHeBMCOYHbIX o0TAenax. Kongurypauus pasps-
TUBHOCTb B JIEBbIX NOGHbIX OTAENAX C PACNPOCTPAHEHU- [I0B HAaNOMWHAET «A06POKA4ECTBEHHbIE ANUNENTU(OPMHbIE

PHCYHOK 5. [JaHHBIC MATHUTHO-PE30HaHCHOM ToMorpaduu [TaruenTa 3 (13 net). CTpyKTypHbIE H3MECHEHUS B TOJIOBHOM MO3I'€
OTCYTCTBYIOT (3, b)

Figure 5. Patient 3 (aged 13 years). Magnetic resonance imaging data. No brain structural changes observed (a, b)

anunencusa n napokKcuamalsbHble COCTOAHUA https://epilepsia.su
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paspsaabl 1eTCKOro Bo3pacta». IHaeke npeacTaBneHHOCTH IMamuent 4 / Patient 4
B 604pCTBOBAHMU U BO CHe cpefHuii (30-50%) (puc. 6).
Manb4uk 8 net 3 mec HabnwAaNCca ¢ ANArHO30M: «Jnu-

HeBponoru4eckuit ctaTyc nencus KPpUNToreHHas reHepan3oBaHHas, apmakopesi-
B HeBponornyeckom ctatyce 663 0co6eHHOCTeln. Coxpa- CTEHTHOE Te4yeHuMe. Anunentuyeckas sHuedanonatud. Ha-
HAETCS KOTHUTUBHbIN p.ed)mum. pyLleHne NCUXOUHTENJTIEKTYaNNbHOT0 PA3BUTNA>».
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PucyHok 6. JlanHbie aekTposHiedanorpaduu Harpenta 3 (13 ner):

4 — CTPENIKAMH YKA3aHa AMMUIENTU(POPMHAA AKTUBHOCTD B JIEBBIX JIOOHBIX OT/EIAX C PACTIPOCTPAHEHUEM HA COCEHUE OT/EIIBI
1 TEH/ICHLIUEN K BTOPUYHON OUJIaTEPAIbHON CUHXPOHU3ALIUH, B IPABBIX LEHTPAIbHBIX OTAENAX — C PACIPOCTPAHEHUEM HA
BEPTEKCHBIE B JIEBBIX TEMEHHO-34/JHEBUCOYHBIX OTAEIAX; b — CTPEIKOHN YKA3aHBI «TOOPOKAYECTBEHHBIE AMUICITH(POPMHBIE
Pa3pAABI ICTCKOTO BO3PACTA», MH/IEKC MTPECTABICHHOCTH B 60/IPCTBOBAHUN U BO CHE cpeaauii (30-50%)

i
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1

Figure 6. Patient 3 (aged 13 years). Electroencephalography data:

a — arrows indicate epileptiform activity in the left frontal regions with spread to neighboring regions tended to secondary bilateral
synchronization, in the right central regions spreading to the vertex in the left parieto-posterior temporal regions; b — the arrow
indicates “benign epileptiform discharges of childhood”, with average sleep-wake representation index (30-50%)
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AHamHe3

Pe6eHOK OT BTOpO 6epeMeHHOCTU, NpOoTeKaBlLLei 6e3
0C06EHHOCTe. Poabl nepBbie B CPOK, CAMOCTOSATENbHbIE.
Macca Tena npu poxaeHun 3360 r, anuHa 53 cm. Mo wka-
ne Anrap 7/8 6annos. [lcuxomoTopHoe pa3suTie 1o 4 net
Mo BO3pacTy.

[le6toT 3a60n1eBaHNs B 4 rofa Ha (DOHE NOJIHOrO 340P0-
BbSl, KOFa NpyW 3acbiNaHnn pa3BuaCcs NPUCTYN: MUOKNOHN-
4yecKue nNoJepruBaHuns 1IEBOM NOMOBKHbI LA C NEPEXOA0M
B TOHWUKO-KJIOHUYECKUIA NPUCTYN ANUTENIbHOCTbI0 A0 1 MUH.
HasHavyeHa Banbnpoesas KMCNOTa, NPUCTYNOB He ObIN0 40
5 nert, 3aTeM OHW BO30OHOBMIINCD.

Tepanusa

(DapMElKOJ'IOFI/HeCKI/IVI aHaMHe3: BanblnpoeBas KUCNoTa —
nPUCTYNoB He 6b110 0Kono 1 rofa, nesetupaueram — 6e3
adhpekTa, okckapbasenuH — arrpaBauus, Tonmpamar — 6e3

adhhekTa.

J3r n MPT

Mo paHHbiM 33T B 8 NeT perncTpupyeTcs anunenTu-
hopmHaa akTUBHOCTb B MPaBO NOGHO-BUCOYHON 06na-
CTW, NEPMOANYECKN C MUTPaLNeN aKLeHTa HAa TEMEHHO-LIEH-
TpanbHble OTAESbI, B JIEBbIX BUCOYHO-LIEHTPalbHbIX OTAENaX
B BUAe AN dy3HbIX pa3psfoB ¢ NPaBOCTOPOHHUM aKLEH-
TOM. Bo cHe anunenTudopMHas akTMBHOCTb NpeAcTaBeHa
A dy3HbIMU (TeHepann3oBaHHbIMI) pas3psaamu Kak oan-
HOYHOTO, TaK 1 CrPYNNUPOBAHHOTO, PUTMUYHOMO XapakTepa,
Ha HEKOTOPbIX anoxax 3aHumaet o 90% 3anucu.

Mo nanHbiM MPT ronoBHOr0 Mo3ra onpeeNieHbl 30HbI UC-
rapMOHMYHOT0 (DOPMMPOBAHUA KOPTEKCA B NOJIHOCE NTEBON
NO6HON J0NN, eANHNYHbIE 04aroBble U3MEHEHNS BeLlecTBa
rO/IOBHOrO MO3ra, fIBfEHMA NePUBEHTPUKYNIAPHOIO rNnMo3a
60KOBbIX XXeNyA04KOB — BEPOATHO, PE3NAYabHOr0 XapakTepa.

HeBponoruyeckwii cratyc

B HEBPONOr4YeCKOM CTaTyCE 04arOBbIX HAPYLUEHUI HET.
KOrHWTUBHbIA aecuumnT. lMnepanHamMmmnyecknini CUHAPOM.

IMamuenTka 5 / Patient 5

[leBoyka 5 net 11 mec Habnoganach ¢ AWarHO30M: «Jnu-
Jiencuda cumnTomatmn4yeckas, (bOKaﬂbele MPUCTYyNbl C reHe-
panusaumnen».

AHamHe3

Pe6eHOK OT BTOpPOW 6EPEMEHHOCTU, MPOTEKABLUEN
C Yrpo30i npepbiBaHus Ha 12-in Hegene. Poabl BTOpbIE, Ca-
mocTosATenbHble. Macca Tena npu poxgeHun 2990 r, onmHa
50 cm. Mo wkane Anrap 8/8 6annos. Ha 1-e cyTkn oTmeva-
NOCb BHYTPUXKENYA04KOBOE KPOBOM3NUAHUNE 2-if CTENEHN.

[le6t0T NpucTynoB B BO3pacTe 1 MeC B BUJIE «TapalLeHbs»
rnas, npuYMOKMUBaHWIA, rTMnepcanBaLim ¢ TOHUYECKUM Ha-
NPSHKEHNEM 1 OTBEIEHNEM B CTOPOHbI NPaBbIX KOHEYHOCTEA
ANNTENbHOCTbH HECKOMbKO CEKYH.

Tepanusa

®dapmakoaHamHe3: heHobapbuTan — pemuccus 14 gHen,
BanbnpoeBas kucnota — 6e3 apdekTa, nepeTupaueTam —

anunencus n NapokcnamMasibHble COCTOSAHUS

pemuccus 3 Hef, 30HerpaH — N060YHOE ABSIEHME B BUAE
3aJIepXXKM Mo4u, BurabatpuH — 6e3 adpdekTa, knobasam —
6e3 adhhekTa.

B 2,5 rofa neBo4ke BBEEH METUNPEAHN3O0NIOH C NOo-
NOXWUTENbHOW OWHAMUKOW B BUJE COKPALLEHMS MPUCTY-
noB. O4HaKo Ha )OHE CHUXXEHMS A03bl TOPMOHA CTanu
0TMEeYaTbCA CTaTYCHbIE MPUCTYMbI. TakXXe NpeanpuHsATa
NonbITKa BBEAEHNS NaLMEHTKE KETOTeHHOM AMeTbl, HO Ha
2-e CYyTKM y pebeHKa 0TMe4anach 0cTpas 3aepxxkKa Mo4u.
[neta oTMeHeHa, COCTOSIHWE HOPMAIM30BaNioCh B Te-
yeHue 1 cyT. 3aTem NOSBUNNCL (POKaSIbHbIe NPUCTYMbI
B BUJe 3aBeAeHNs rna3 ¢ 0poasMMeHTapHbIMKU aBTOMa-
TU3MaMU 1 BereTaTUBHbIM KOMMNOHEHTOM (MOKPaCHeHue
BOKPYr rnas). B HacTosulee Bpems y pebeHka Habntoga-
I0TCA POKanbHble MOTOPHbIE MPUCTYNbI B BUAE KIOHWIA
B NNPaBOWi PyKe C 0TBeAEeHMEM NPaBOro yrna pra aAnnTenb-
HOCTbIO A0 6 MUH.

J3r n MPT

Mo gaHHbIM 33T B 5 f1eT B 60APCTBOBAHNM 3aPErNCTPM-
pPOBaH OCHOBHOW pUTM YacToTon 7—-8 . Takxxe 0TMevaeTcs
anunenTugopmHas akTUBHOCTb Ha POHe NPOAOTKEHHOIO
3amMefJieHmns B N1eBON NOGHO-LEHTPasIbHON 06nacTu ¢ aud-
¢hy3HbIM pacnpocTpaHeHnem. Bo cHe kapTuHa moanduum-
POBAHHON rMNCAPUTMUM, 30HANbHO-AKLEHTYNPOBAHHbII Ba-
pWaHT (N06HbIE OTAENbI NoNyLwapuii) (pue. 7).

Mo fnanHbiM MPT B 5 neT BbIBNIEHbI MPU3HAKM FMMNOKCK-
4yeckmn-uwemmyeckoro nopaxkeHus LLHG, cmewanHas rugpo-
uedanus (puc. 8).

Hesponornyeckuii cratyc

B HeBponorun4yeckom crartyce mukpouedganus (46,5 cm).
Mepnoanyeckoe CXOAsLLEECA KOCOrNasne, MblllevHas rm-
notoHus. fpybasa 3agepxKa NCUMXOMOTOPHOrO Pa3BUTUS:
pe6eHOK yAep>KMBaeT rosioBy B NMOMNOXKEHUN CUAA U B MO-
NIOXXEHUWN HA XXUBOTE, NPW TPAKLMKN 3a PYKU HE Tpynnu-
pyeTcs, He Mon3aeT, He XoauT. [leBo4ka cneaunT 3a nNpej-
meTamu (DOHApUK, UTpyLIKa) 1 6epeT NX B PyKWU, MOXeT
nepenoXutb. AKTUBHOWM PEYM HET, HO eCTb eANHNYHbIE
cnorum.

IManuenTtka 6 / Patient 6

[leBoyka 4 net 2 mec HabnoaaeTcs ¢ 3 Mec No nNoBoay
VIHd)aHTVIﬂbeIX Cna3moB.

AHamHe3

bepemeHHOCTb BTOpas B HepPOACTBEHHOM 6pake. lpo-
Tekana 6e3 0co6eHHOCTed. OnepaTuBHble NNaHOBbIE POAbI
B CPOK (Ta30Boe npeanexanue), macca tena 3100 r, gnnHa
51 cm. Mo wkane Anrap 8/9 6annos.

[1o MOMeHTa Ha4ana NpuCcTynoB B Te4YeHNe 2 Mec Bbina
6ecnoKoiiHon. McuxomoTopHOe pa3BuTme no Bo3pacty. Mo-
nyvana Kypc TeTpako3aktuaa B 10o3e 0,3 M BHYTPUMbILLEY-
HO 1 pa3 B HeAesto Ha 6 Mec (C NONOXUTENbHOW ANHAMU-
Koi). [laHHbIl npenapaTt He 3aperncTpupoBaH B Poccuiickon
®epepauymu, B CBA3M € Yem Obina NpoBeJeHa BpayebHas Ko-
MUCCUS, HA KOTOPOW OnpefeneHa He06X0ANMOCTb Npuema
TeTpako3akTuaa.
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Pucynok 7. JanHsle anexTposniedanorpadun [amuentku 5 (5 et 11 mec):

a — 3nuIenTU(OPMHASA AKTUBHOCTD HA (POHE MPOIOJLKEHHOI'O 3AMEJIEHUA B JIEBOH JIOOHO-LIEHTPAILHOM 06/1aCTH € AU DY3HBIM
pacnpocTpaHeHueM; b — KapTUHA MOAU(MUIIPOBAHHOMN THIICAPUTMUH, 30HAJIBHO-AKLCHTYUPOBAHHBII BADUAHT (JIOOHBIC OT/ICIbI
IIOJIYNIAPUIT) BO CHE

Figure 7. Patient 5 (aged 5 years 11 months). Electroencephalography data:
a — epileptiform activity during continued deceleration in the left fronto-central region with diffuse spread; b — a modified
hypsarrhythmia, sleep zonal accentuated variant (frontal parts of the hemispheres)

TMC n 33r

CenekTMBHbIA MeTab0ONMYECKIUIA CKPUHUHT MeTogom TMC
B 2 roga— Hopma. Peunaus npncTynos B Bo3pacTe 3 net no-
cne cHa ¢ domukcauuen B3opa, aaBepcueii rnasHbix 1650K. Mo
JaHHbIM 33 B 604PCTBOBAHMM 1 C HApPACTaHMEM BO CHE 3a-
perncTpupoBaHa anunenTn4eckas akTMBHOCTb: KOMMEKCbI
«0CTpas — MeSIeHHas BOSIHA» B JIEBON BUCOYHO-JI06HOM 06-
nacTu ¢ nocneaylowmum Angdy3HbIM pacnpocTpaHeHnem.
McuxomoTOpHOE pa3suTme No Bo3pacTy. O4aroBoi HeBpPO-
NOrNYECKO CUMNTOMATUKM HET.

93l B 4 ropa: cy6oMUHMpPYeT 6eTa-aKTUBHOCTb C UH-
nekcom g0 20%, npeacTtaBneHHas Audy3HO, C aKLIEHTOM
no nepeaHUM oThenam. INMakTUBHOCTb HE 3aperncTpupo-
BaHa. lMpucTynbl MMOKIOHMYECKME (DOKasbHbIE B J1EBOIA
MOJIOBKHE NMLA ¢ ukcaunen B3opa ANUTENbHOCTbIO A0
2 MUH, «3aMUPAHUSA».

Tepanus

HasHaveH BurabaTpuH B o3e 250 mr 2 pasa B fieHb Ha
3 Mec ¢ nocneayoLnm CHKEHMEM 103bl M NPUCOEANHEHN-
eM NlamoTpuaKnHa 1o 4,5 mr/kr B 2 npuema. Yepes 1 mec
peunauns npuctynoB ao 10-12 B cytku. Mo gaHHbIM 330
B NIEBOV BUCOYHOW 06MaCTM PErMCTPUPYETCS PernoHapHas
anunenTnOpPMHas akTUBHOCTb, MEPUOANYECKN KNacTep-
HOro xapakTepa. B Tepanuio BBefeHa Banibnpoesas Kncno-
Ta 30 Mr/Kr, yBenn4eHa f03a naMoTpuaKuHa 1o 7 Mr/kr. Ha

PuCYyHOK 8. JIAHHBIC MATHITHO-PE30HAHCHO TOMOrpaduu npeacTaBneHHbix MPT-u3o6paxeHusx B 4 rona — chokans-
MarpenTtku 5 (5 et 11 Mec). CTPesKoi yka3aHbl IPU3HAKH Has KopTuKanbHas AUcnnasns nesow BUCOYHON fONU.

TUIOKCHYECKU-UIIEMHUYECKOTO IOPAXKEHUS [IEHTPATLHOMN Y4MTbIBAsk COXPAHAOLIMECH NMPUCTYMbI, HAaYaTbl NOCTE-
HEPBHOM CUCTEMBI, CMEITAHHAA THAPOLE(aIns NeHHas 0OTMeHa BasibnpoeBON KUCNOTbl U BBEAEHNE B Tepa-

nui0 OKckapbasenuHa B fo3e 1o 600 mr/cyT.
Figure 8. Patient 5 (aged 5 years 11 months). Magnetic P hose A ¥

resonance imaging data. The arrow indicates signs HeBponoruyeckmil cratyc
of hypoxic-ischemic damage to the central nervous system,

mixed hydrocephalus HeBponoruyeckuin ctatyc B BO3pacTe 4 NeT: BHELIHE

1 U3N4eckn pebeHoK pas3BuT (X04uUT, 6eraet, npbiraet
1 T.4.). B pequn 3HaeT MHOr0 OTAESIbHbIX CNOB, HO TOJIbKO
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KnuHunyeckue cny4vaun / Case reports

O0CHOBAHUK HAGNMOAEHMS NALNEHTOB UX BbIABIEHUE CBSI- pacnosioXKeHHbIe B NOCAEAHNX [BYX NOBTOPAX CMEKTPUHA
3bIBAOT TAKXe C Pa3BUTNEM HACNELCTBEHHOW MOTOPHON all B C-TepMuHanbHoM pernoHe (puc. 9). MockonbKy 3tu
HeBponaTun 1 ayToCOMHO-PELLECCUBHOI HACNeACTBEHHON NOBTOPbLI HEOOXOAMUMbI ANs o/B-CBA3U reTepoaumepa Crek-
cnactuyeckon napanserven [11-13]. Y 60nbHbIX ¢ anunen- TPWHA, CYNTABTCS, 4TO 06PA30BAHNE NBMEHEHHOIO reTEpo-
TUYECKOI dHUedanonaTnen NatoreHHbIe BapuaHTbl B reHe anMepa MexJy CNeKTPpUHAMM Bbi3blBAET HECTABUSIbLHOCTb
SPTANT npuBOAAT K HAPYLUEHWUO PA3BUTUA FONOBHOIO MO3- 1 arperaumio cnekTpUHOBbIX Kapkacos [15]. Y Takux 601b-
ra u 6e50ro BeWecTBa, YT0 B KOHEYHOM UTOre NPUBOAMUT HbIX 3MUMENCcUs ABNAETCA BAXHbIM KIMHUYECKUM NpU3Ha-
K ndddy3HoiA aTpoum Kopbl, MO30JIMCTOrO Tefa, CTBONA KOM 1 NposABNAeTCA UHGAHTUIbHBIMU Cna3mami, dpapma-
MO3ra 1 MO3)e4yKa NocpeacTBOM JOMUHAHTHO-HEraTuB- KOpe3ncTeHTHOCTbI0 K MAMN nnu nogaaowmnuMncs neveHmnio
HOr0 MexaHu3Ma, BbI3bIBAIOLLEr0 arperawymio KOMNIeKcoB reHepann3oBaHHbIMU (MUOKNOHNYECKUMMN, TOHUYECKUMU,
cnekTpuHa [14]. aTOHNYeCKUMUN) N (POKaNbHBIMW MPUCTYNaMK C HapyLle-
S. Syrbe et al. [8] npoaHanuanpoBanu gaHHble 20 naum- HMeM co3HaHms [8]. Ha 33l BbIABAAT runcaputmuto, re-
EHTOB C MaTOreHHbIMMW W BEPOSATHO NATOrEHHbIMU Bapy- Hepanu3oBaHHOe 3amefsieHne PoHa U MyNbTUGOKANbHbIE
aHTamu B reHe SPTANT v cpaBHUNIN UX C BapuaHTamu B pa- anunentTudopmHbie aHomanun. OgHako HepasHo V. Gartner
Hee 0nyb6/MKOBAHHbIX NCCNeA0BaHNAX. ABTOPbI NOKa3zasnm, et al. coo6LmMIn 0 2 NauneHTax, HecyLLUX MyTaLnum B KPUTK-
4T0 62% 60NbHbLIX AeTei umetoT AP ¢ paHHUM Havanom 4eCKMX NOBTOPax CNeKTPUHA ANd pa3BuTus anunencun 6e3
peunanBupyoLWmnx hapMakope3nCTEHTHbIX CyA0POr, TAXe- nctopun npuctynos [10].
NYI0 3aepXXKy pas3BuTns. Y HECKONbKMX MaLWEHTOB ObiN ViccnepgoBaHusa in vitro, npoBeIeHHbIE KaK HA TpaHCcU-
onucaH cMHApoM BecTa ¢ TMNMYHbIMKU J3-NPOSABNEHMS - LMPOBaHHbIX MEPBUYHbIX HEMPOHAX, TaK 1 Ha Numdo6na-
MW, KOTOPbIE UMENN TEHAEHUWUIO Pa3BUBATLCA B HEOPraHu- CTOMIHbIX KJIeTKax naumeHTa ¢ MyTaunsMmu B ABYX nNocnem-
30BaHHY MeJSIEHHYI0 (POHOBYH aKTUBHOCTb C HacTbIMU HUX NOBTOPaXx cnekTpuHa all, nokasanu, 4To reTepoaMMepsl
MynbTUOKANbHbIMI CnaikaMu. 3aMeIIeHHas 1 HeNnonHas cnekTpuHa all/Bll, cogepxxawyne MyTaHTHbIA CNEKTPUH, 60-
MUENTMHN3aLNS, CBA3aHHAsA C aTpomel roNoBHOrO M03ra, nee HecTabuibHbl, Y4eM reTepoanMepbl C HOPMaJibHbIM
Obly1a OCHOBHbIM NPOsABIEHNEM 3a60J1eBaHNA, 06HAPYKM- cnekTpuHoM. Kpome Toro, HeCTabuibHOCTb Gbina CBA3aHa
BaeMbIM Ha MPT, n MOXET cYMTaTbCs OTNMMYUTENBbHOI Yep- ¢ o6pa3oBaHuem arperatos [8]. 3T0 NpMBOAMT K NoTepe Le-
Ton SPTANT-accounnpoBaHHoii aHuedanonatun. CmepTb NOCTHOCTW HA4YanbHOro CerMeHTa akCcoHa, KOTOpbIii He06-
B NepBble rOAbl XU3HU YaCTO OTMeYanach y AaHHbIX Nauu- XOLUM /1 HOPMAJIbHOT0 Pa3BUTUS N PYHKLMOHUPOBAHUS
€HTOB B uccnegoaHuu. OgHako npumepHo B 30% cnyvaes HEPBHOI CUCTEMbI, U HE YAWBUTEIIbHO, YTO €ro NOBPeXAeHne
heHOTMN ObIN NErKUM, C Cy0pPOraMu, Ha4aBLIMMMICS NOCNe MOXET BbI3BaTb TXKEN0e TeveHne IPn33 [16].
MIafeH4YeCcTBa, C OTHOCUTENbHO XOPOLLIMM 0TBETOM Ha 1301 Mbl Habntoganu 6 NauMeHTOB C PAHHUM Ha4anoMm Cyao-
1 OTCYTCTBMEM pUCKA PaHHel cmepTu [8]. por (0T 2 CYT XXW3HM [0 4 NneT), 3aAePXXKOW NCUXOMOTOPHO-
VIHTepecHo, 4To BapuaHTbl B reHe SPTANT, BbISBNIEHHbIE ro v pe4eBoro passuTus. Mpu npoBeeHMI NOSTHO3K30MHOMO
y NauneHToB C NEerkum TevyeHnem 3abonesBaHns, 6binun o- CEKBEHUMPOBAHMSA ObITN NAEHTUMDULMPOBAHLI BAPNAHTbI HY-
Kanu3oBaHbl Aaneko ot C-TepMuHanbLHOro pernoHa. Hamnpo- KNeoTuaHOW nocneaoBaTenbHOCTU B reHe SPTANT.
TUB, B 60JIbLUINHCTBE TAXKEJbIX CNy4aeB 06HaApYXeHbl MyTa- AHann3 KNNHNYECKOTo Te4eHns 3aboneBaHns NOATBEP-
Lnu ¢ geneunen/aynnnkaymein BHyTpu pamMmKi CHUTbIBAHUSA, [T NOJSTy4eHHble paHee AaHHbIe O CBA3W BAPWAHTOB B MeHe
flomeH CneKTPUHOBbII o/B pomeH
T reeion el pArgs27* b Alal493Args a4 Dowepuain!
domain repeat p.Trp376* lp.Arg733‘ p.Lys871Serfs*5 p.Ly51486Asnfs*5il p.GIn1646* domain EF-hand
- =

OLy S1.S2 S3 S4 S5 S6 S7 S8 SQ% Slﬂg: S11 512 $13 S14 S15 S16 S17 S18 $19 $20 a,

2 empaaERog ‘ﬂmwﬂxwﬂiﬂ'ﬁﬁ i L S

DEL4 I p.GIn1448=I (TDoEz | I
.Ser2448Ph
P-Arg19Trp Egggirc c.1595A>G p.Arg1464Trp P.Lys2083del plGit 52e7ny58 ¢
’ ¢.1595A>G p-Arg2124Cys | p Glu220ydel
€.1595A>G p.Arg2204GIn |
¢.3519+2T>G p.Asp2303_Leu2R05dup

¢.6893_6901del
[[55T] chro:128,597,905-128,602,892. p.(Asp1139_Lys1193)delss  [[DELA |chro: 128,582,754-128,587,726. p.(Asn571_?)del
[DEz chr9:128,609,213-128,613,675.p.(lle1563_?)del [[BEET chro:128,587,422-128,600,316. p.(Ala927_Lys1193)del267
[[BE3]] chr9:128,591,376-128,600,369. p.(Asp1003_Lys1193)del191

PucyHOK 9. Panee OnMCcaHHbIE BAPUAHTHI HYKJICOTUIHON MOCJIEJOBATEIBHOCTHU B reHe SPTANI 1 JOMEHHAS CTPYKTYPa
KOauPyeMoro all-crekTpuHa (aganTpoBaHo 1o [11]). 3eJIeHbIM IIBETOM BBIIEIEHBI BAPUAHTHI HYKJIEOTHIHON OCIEA0BATENBHOCTH,
BBIABJIEHHBIE Y HAOMIOAAEMbIX HAMHU ITAIIUEHTOB

Figure 9. Previously described variants of SPTANI gene nucleotide sequence and all-spectrin-encoded domain structure (adapted
from [11]). Variants of the nucleotide sequence identified in the patients we observed are highlighted in green
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¢ nopaxeHnuem LIHC. Kpome Toro, Ha pocCUNCKOI KOrop-
Te NaLMeHTOB YCTAHOBJIEHA CBSA3b MEXAY NoKanuaaunen
BapuaHTa u Te4eHmem 3aboneBaHus. Tak, B Tpex Habno-
JeHuax (naumenTsl 1, 3, 6) BapMaHThbl B reHe N10Kanu3oBsa-
Hbl B paiioHe N-KOHUaA, OHM xapakTepuaytoTcs 6onee ner-
KUM Te4yeHnem 3a60neBaHNsA, OTCYTCTBUEM CTPYKTYPHbIX
W3MEHEHWI TONOBHOMO MO3ra (nayuenTsl 1 u 3), MArKum
KOTHUTWUBHbIM AeULNTOM 1 NONTOXUTENTbHLIM 3 HEKTOM
B OTHOLLIEHWUM NPUCTYNOB npu npumeHeHum MAMT. B cnyvasax
BapuaHToB B6/IM3U C-TePMUHANBLHOIO pernoHa (nauneHTbl
2, 4, 5) TS)KeCTb Te4eHms 3a60neBaHns 006yCOBJieHa CTa-
TYCHbIM T€4EHMEM MPUCTYNOB (NAUWUEHT 2), BbIPAXKEHHOMN
3a/1eP>KKON MCUXOMOTOPHOTO 1 PEYEBOro PasBuTKS, U3-
MeHeHnsMU Ha MPT rofioBHOro mo3ara (rnno3Ho-atpogu-
4eCcKMe N3MEHEHNs — NauneHT 2, AUCropMOHNYHOe dhop-
MUPOBAHME KOPTEKCA, eJNHNYHbIE 04arOBble N3MEHEHUA
BELLeCTBA rOSIOBHONO0 MO3ra, ABJIEHUS MEePUBEHTPUKYNAP-
HOTO0 rN103a 60KOBbIX XeSTyA04YKOB — NauuneHT 4) n dpapma-
KOPE3UCTEHTHOCTbIO.

3AK/IIOYEHHUE / CONCLUSION

BriepBble B Poccum npefcTaBnieHbl KNUHUYECKME CIyHan
SPTAN7-accouunpoBaHHoi aHuedanonatun. Monekynsp-
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