ISSN 2077-8333 (print)
ISSN 2311-4088 (online)

IMNINENCUA

M NAPOKCUM3MASIbHbIE
COCTOSHMUA

2025 Tom 17 No?2

EPILEPSY AND PAROXYSMAL CONDITIONS
2025 Vol. 17 Ne2

https://epilepsia.su



SAMNMNAENCUA

M NApPOKCU3MAJSIbHbIE

2025 Tom 17 Ne 2 D S g
(cc) TRl %) Chock for upsates ISSN 2077-8333 (print)
https://doi.org/10.17749/2077-8333/epi.par.con.2025.213 ISSN 2311-4088 (online)

142

DMUICTICUSA, SITHICITH(DOPMHBIE
Pa3PAIABI H 0OCOOCHHOCTH MATHHUTHO-
PE30HAHCHOM TOMOI'Pa(PHH rOJTOBHOT'O
MO3ra IIPHU MEPO3UH-ICPHUITUTHOMI
MBIIIIECYIHOM TUCTPOPUH

A.B. Monaxosa, E./]. benoycoBa, 3.K. [op4yxaHoBa

06ocobneHHOE CTPYKTYPHOE NoApa3geneHne «Hay4Ho-ncenegoBaTensCckui KITMHUYECKUIA HHCTUTYT NEQNATPUN
W BeTcKou xupyprum uM. akagemmnka F0.E. BenbTniyesa» (hegepanbHOro rocygapcTBeHHOro aBTOHOMHOIo
06pa30BatTenibHOIo Y4YPEXJEHNSA BbICLLEr0 06Pa30BaHNA «POCCUITCKNI HALNOHASIbHBIA UCCIIEQOBATENLCKMI
megnynHcknii yunsepeutet um. HU. luporosa» Munncrepeta 3apaBooxpaHeHns Poccuiickoi degepaymm
(yn. Tangomekas, 4. 2, MockBa 125412, Poccuiickaa degepayns)

Jna koutakToB: AHactacusi Bs4ecnaBosHa MoHaxoBa, e-mail: stasyal803@mail.ru

PE3HOME

AktyanpHoctb. Mepo3unH-aeduunTHas moliwedHas guctpodpus (MOMI) — 970 HEPBHO-MbILLIE4YHOE 3a60/1eBaHNE, KOTOPOE
BO3HMKAET B pe3ynbTare nosiBNeHnsa 6uannenbHbiX BApUaHTOB B reHe LAMAZ v nposaBRseTcsa NpOrpeccupytoLlen MblLeYHONR
cnabocTblo, Anddy3HOA rNNOTOHNEIA, HAPYLLIEHNEM OCAHKM, KOHTPAKTypaMu KPYnHbIX CyCTaBOB, PeCNNpaTopHOiA NaTonoru-
eii. Anunencus sasnsetca 4acteiM cumntoMmom MIMU, 04HAKO B HACTOSLLMIA MOMEHT KJTMHNYECKOE TeHeHMe 3Nnencun npu
MOMJ ocTaeTcs HEA0CTaTOMHO U3YYEHHBIM.

Lens: onpepenieHne 0CO6EHHOCTe anusiencum, aeKTpoaHuedanorpaduyecknx (33) n pagnoniorniecknx XxapakTepucTmk
y nauueHtoB ¢ MOAM[, BbifiBfieHNEe B3aUMOCBSA3M NAaTONOMMYECKMX U3MEHEHWUIA B TOIOBHOM MO3re C TEeYEHWeM 3nuaencum,
natosniormeit Ha 33l 1 pacnonoXeHWeM BapuaHTOB HYKNEOTUAHOW NocnenoBaTefibHOCTH B reHe LAMAZ.

Marepunan n metogel. lpoaHann3npoBadbl A3 63 4enoBeK B BO3pacTe 0T 6 Mec 0 29 NeT ¢ reHeTUYeCKN NOATBEPXK AEHHbIM
auardosom MOMZA. B Hay4yHo-uccnenoBareibCKOM KIMHUYECKOM MHCTUTYTE NeanaTtpum v LETCKON XUPYpruy M. akagemuka
H0.E. BenbTuiuesa mexnpuctynnaa 33 nposefeHa 29 naumeHTam, y 34 60MbHbIX M3yYeHbl HATUBHbIE AAHHbIE MEXNPUCTYM-
HOW I3, BbINOMHEHHOW NO MECTY XUTENbCTBA. BO BCEX CRy4asx OLEHUBANUCH KINHUYECKNIA 1 HEBPOMOTrMYECKUIA CTATYChl,
55 naumeHTam npoBeLeHa MarHNTHO-pe3oHaHcHas Tomorpadusa (MPT) ronoBHoro mosra.

Pesynbratel. Inunencus Habnoganack y 12 n3 63 (19%) nauueHtos ¢ MOMJ n xapakTepn3oBanacb OTHOCMTENIbHO NO34HUM
ne6oTom — 11,5 roga. OTMeyeH NnpenmyLLeCTBEHHO (hoKaNbHbIA XapakTep npucTynos: y 7 u3 12 (58,4%) 60nbHbIX. [ons cny-
yaes (papMakopes3nCTeHTHOCTM Oblsia CONOCTaBNMa ¢ anunencuen B Lenom u coctasuna 33,3% (4 s 12). V 12 n3 51 yenose-
Ka (23,5%) 6e3 anunenTM4eCcKMX NpUCTYNOB 3aperncTpupoBaHa anunenTuopMHas akTuBHOCTb Ha JII. iameHeHns Ha MPT
rONOBHOr0 MO3ra Obinu NPeLCTaBlieHbl IeKonaTueil, KOTopas NOATBEPXAeHa Y BCeX NauneHToB ctapwe 1 roga, a Takxe
[BYCTOPOHHEN 3aTblN04HON naxurupuen B 4 u3 63 cnyvaes (6,3%). B npeactaBneHHomn BbI6OPKe He Ob110 YCTAHOBJIEHO CTa-
TUCTNYECKW 3HAYUMOII B3aUMOCBA3N Mexay (PopMoil 3a6051eBaHNS, u3MeHeHnamMn Ha 33T, naTonorne LLeHTpanbHON HepB-
HOW CUCTEMbI 1 HANM4MeM BApUAHTOB HYKJIEOTUAHON NOCNenoBaTeNIbHOCTY B LG-goMeHe. OTCYTCTBUE KOPPEnaLmn MOXeT
ObITb CBA3AHO C OTHOCMTENbHO HEOOJIbLLIMM YMCITIOM NALMEHTOB.

3aknroqenne. Halwe nccneaoBaHe BHOCUT BKNAaZ B NOHUMaHMe TedeHus anunencun npu MAMLI. YanTbiBas Hanu4ue coma-
TUYECKNX OCJTOXKHEHUIA, MACKUPYIOLLMNX 3NUNENTUYECKEe NPUCTYNbI, AJ19 CBOEBPEMEHHON YCTAHOBKM inarHosa 1 okasaHus
MoMOLLM HEO06X0A4MMO NPOSABIIATL HACTOPOXKEHHOCTb B OTHOLLIEHUW 3MUNENCUN y AAHHOI TPynnbl NALMEHTOB.

KJTHOYEBbIE CJIOBA
MepO3UH-AeUUUTHASA MblLLeYHAa AUCTpodus, anunencus, anekTpoaruedanorpadgus, reH LAMA2, Mepo3uH, npucTynsl
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ABSTRACT

Background. Merosin-deficient muscular dystrophy (MDMD) is a neuromuscular disease resulting from the emergence of
biallelic variants in the LAMAZ2 gene and manifested by progressive muscle weakness, diffuse hypotonia, impaired posture,
contractures of large joints, and respiratory pathology. Epilepsy is a common symptom of MDMD. However, at the moment,
the clinical course of epilepsy in MDMD remains understudied.

Objective: To determine the features of epilepsy, electroencephalographic (EEG), radiological characteristics in MDMD patients,
to identify a relation between brain pathological changes and the course of epilepsy, pathology on the EEG data and the location
of nucleotide sequence variants within the LAMAZ gene.

Material and methods. The study analyzed the EEG from 63 subjects with a genetically verified MDMD diagnosis. At the
Veltishchev Research Clinical Institute of Pediatrics and Pediatric Surgery, an interictal EEG was carried out in 29 patients, the
native data of an interictal EEG performed at the place of residence were collected and reanalyzed for 34 patients. Clinical and
neurological statuses were assessed in all patients; 55 patients underwent brain magnetic resonance imaging (MRI).

Results. Epilepsy was observed in 12 of 63 (19%) patients with MDMD and was characterized by a relatively late
onset — 11.5 years of age. A predominantly focal seizure pattern was noted: 7 of 12 (58.4%) patients. The percentage of
pharmacoresistance was comparable to epilepsy in general and amounted to 4 of 12 (33.3%) cases. Twelve of 51 (23.5%)
subjects without epileptic seizures had EEG-verified epileptiform activity. Changes in brain MRI were represented by leukopathy,
which was registered in all patients aged above 1 year old, as well as bilateral occipital pachygyria in 4 of 63 (6.3%) cases.
In the presented group, no statistically significant relationship between disease form, EEG changes, central nervous system
pathology and the presence of nucleotide sequence variants in the LG domain was found. The lack of correlation between such
parameters may be due to a relatively small number of patients examined.

Conclusion. Our study has advanced in understanding the course of epilepsy in MDMD. Given the presence of somatic
complications masking epileptic seizures, it is necessary to be alert for epilepsy for timely diagnostics and care in this group
of patients.
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BBEJJEHUE / INTRODUCTION KapTuHbl, ana MOMJ xapakTepHa Tak>ke NaTonorua LeH-
TpanbHoii HepBHOM cuctemsl (LLHC): anunencus, pacctpoii-
Mepo3uH-geduunTtHas mbiweyHas guctpodusa (MOMUI) CTBO ayTucTuyeckoro cnektpa (PAC), CHUXEHNE NHTeNNEeKTa,
BO3HWKAET B pe3ynbrate mytauuin B reHe LAMA2, koTo- MOPOKW pPa3BMTMA FONOBHOIO Mo3ra [1-3].
pbI KOAMPYET a2-CyObeanHnLy Mepo3nHa (NaMuHuHa-o.2, Mo paHHbIM nuTepatypsl, npu BMJ 1A pacnpocTpaHeH-
UM namuHnHa-211). B 3aBucmMocTu 0T Ae6toTa BbigenstoT HOCTb anunencum coctaenseT 5-8% [4, 5], Toraa Kak npu
ABe (hopmbl 3a605ieBaHMS: BpoXaeHHy0 (BMJ 1A; OMIM MKMA P23 npuctynsl oTmMevatotca y 20-36,8% naumeHToB
607855) n noscHo-KoHe4HocTHYt0 (MKM[ ayTocomMHO-pe- [5, 6]. Vix dheHOMEHONOTMA MOXET ObITb Pa3nu4HON. BeTpe-
ueccusHasa 23, MKM[ P23; OMIM 618138). Momumo asura- 4alTCca hoKasbHbIe NPUCTYMbI C HAPYLUEHWEM CO3HaHUA [6],
TeSIbHbIX HAPYLUEHWIA, COCTABNAOLWMX A4PO0 KIUHUYECKON NPy KOTOPbIX HEPEAKO (PUKCUPYHOTCS 3PUTESIbHbIE U BEre-
anunencusa n napokKcuamalsbHble COCTOAHUA https://epilepsia.su

143



2025 Vol. 17 Ne 2

EPILEPSY

and Paroxysmal
Conditions

144

TaTUBHble PEHOMEHDI, CBSI3aHHbIE C Npeo6iajaHnem Mex-
MPUCTYNHbLIX Pa3psAA0B Ha 3neKTpoaHuedanorpamme (33N
B 3a[iHMX OTAeNax rofoBHOro mo3ara. Takxxe HabtoaanTca
ABYCTOPOHHWE TOHWKO-KJTOHUYECKNE MPUCTYMNbl, aTUMNMNY-
Hble abCaHcbl, Apon-aTtaku (MPUCTYNbl C NAaJeHNeM) 1 anu-
NnenTUYeCKNe cnasmbl Y HEKOTOPbIX NaLneHToB [7]. dnunen-
CMS Yalle BCTpeYaeTcs y NaLWeHTOB C NOpoKaMu pasBuTus
KOpbl FOJTIOBHOTO MO3ra, 1 6bII0 0OHAPYXKEHO, YTO Mab-
dhopmaLm rosIoBHOr0 MO3ra B 3HAYUTESIbHOW CTEMNEHN CBSI-
3aHbl C 60/bLUEI 4aCTOTOW (POKaNbHbIX W FeHepann3oBaH-
HbIX NpUCTynos [8].

MaToreHe3 pa3BMTUS HEBPONOrMYECKNX HAPYLIEHWIA ac-
COLMMPOBAH C AeUUUTOM NaMUHKUHA. JTAMUHUH-02 3KC-
MpPeccupyeTca NPeMmyLeCTBEHHO B MbILLIEYHON TKAHU, HO
Tak>Xe NPUCYTCTBYET B LUBAHHOBCKMX K/eTKax, BHYTPUMO3-
rOBbIX MUKPOCOCYAAX W ABNIAETCA BAXKHOW COCTABNAOLLEN
rNNoBacKyNapHON 6a3anbHON NNACTUHKM remMaToaHueda-
nuyeckoro 6apbepa [9, 10]. MoTeps Mepo3nHa He TONbKO
BbI3bIBAET Aerpajauuto M1OLMTOB, HO 1 MOXET NPUBOANTD
K Cepbe3HbIM NOPOKaM pa3BUTUSA KOPbl FONOBHOTO M0O3ra
1, BEPOATHO, CBA3aHA C MOBbILLIEHHOW YaCcTOTON 3NUNIENCUm
[11]. Benok namnHUH-02 COCTONUT U3 HECKOMbKUX JOMEHOB:
cnupanbHbIX goMeHoB | u Il, cTepxHeBUAHbIX AOoMeHOB llla,
b, V, rnobynsapHbix N-TepMuHanbHbix fomeHoBs [Va, 1Vb,
VI n C-tepmnHanbHoro pernoHa (LG-gomeH), cogepxatlero
nATb rno6ynsapHbix AomeHoB (LG1-LGS5). LG-aomeH BKNOYa-
€T KpaliHe BaXKHble CalTbl y3HaBaHWUS A5 MeMOPaHHbIX pe-
LLenTopoB, o-AMCTPOrfnKaHa n uHTerpuHa o7p1 [12], koto-
pble, N0-BUANMOMY, BAINAIOT HA afare3unto, AndMepeHLnpoBKy,
pocT, (hopmy U MUrpanto HelpoHos [13, 14]. bbino nokasaHo,
470 MyTaunu B LG-gomeHe reHa LAMAZ (3k30HbI 45—65) 4ae
NPUBOAAT K NposiBAeHUsM co cTopoHbl LHC npu MOM[ [15].

Y4nTbiBas BaXkHeiwyo posb C-TepMUHANIBHOTO Perno-
Ha B reHe LAMAZ v 60nee BbICOKY BEPOATHOCTb BO3HMK-
HoeHmus natonorun LUHC y nauymenToB ¢ mytauyuamn B LG-
JOMEHE, Mbl Pl NpoaHanu3nmpoBaTh HEBPOJSIOTNYECKMIA
CTaTyC, JOCTYNHbIE HaM AaHHble 33T n MPT ronoBHOro Mo3-
ra nauneHToB U YTOYHWUTb 3Ty B3aUMOCBA3b.

Lenb — onpeneneHne 0COOEHHOCTEN anunencun, anek-
TpoaHuedanorpaduyecknx n pagnonornyecknx xapakre-
pUCTUK y nauneHtoB ¢ MOM[, BbiiBNEHNE B3aUMOCBS3M
naTosorM4ecKnX N3MEHeHMiA B TONIOBHOM MO3re C TE4EHNEM
anunencuu, natonorueit Ha 33l n pacnonoxeHnem Bapu-
AHTOB HYKJIEOTUHOW NOCNeA0BaTeNnbHOCTYU B reHe LAMAZ.

MATEPHUAJI 1 METOJbI / MATERIAL
AND METHODS

3agagu 1 JU3aiH ucciaegosanus / Study tasks
and design

Llns BOCTUXXEHNS LeNin UCCnefoBaHns 6b1n NOCTaBEHbI
cnegytouime 3agayu:

— ONpeaesinTb 4acToTy ANUIENCUN, CHKEHUS NHTESIEeK-
Ta, PAC y naunentos ¢ MOM[;

— onucaTb CeMMONOrno NPUCTyNoB y nauueHtos ¢ MOAMI
1 anunencuei,;

— onpefenntb ocobeHHocT MPT ronosHoro mosra
y 60nbHbIX MOMZ;

https://epilepsia.su

— n3y4mntb I3M-xapakTepucTuku 60nbHbIx MOML ¢ nato-
norven UHC (CHMXeHnem MHTenneKTa, ayTuaMom, anunen-
cuen, manbopmaunsaMm Kopbl rofI0BHOTO M0O3ra) 1 63 Hee;

— oueHnTb 0cobeHHocTn I3, Hanunyme natonorum LIHC
1 BAPMAHTOB HYKJTIEOTUAHOW nocneaoBaTenbHOCTM B LG-
fomeHe y nauuentos ¢ MOML ¢ anunentudopMHOii akTUB-
HOCTbIO (QA) Ha 33l 6e3 KNNHNYECKUX NPOSBAEHWNIA aNUnen-
cun ny naynentos ¢ MOML, umerowmnx anunencuio;

— NPOBECTU aHaNn3 3EKTUBHOCTI NPOTUBOCYAOPOXK-
HOW Tepanun y 60nbHbIX ¢ MOM[, umeowmux anunencuio.

Iun3aiiH ncecnefoBaHus: peTpoCneKTUBHOE KPOCC-
CeKLNOHHOe.

Kpurepuu BKIIOYEHUA U HCKIIOYEHUA /
Inclusion and exclusion criteria

[Mpu BKIOYEHWUM NALWEHTOB B UCC/IE40BAHNE NCNOMb30-
Banu creaytoLne Kputepun:

— o601 BO3pacT 1 non;

— anario3 MOMI, noatBepXAeHHbIA AaHHbIMU FeHeTNYe-
CKOro o6cnefoBaHns Ha OCHOBAHUW HANMNYNS Kay3aTUBHbIX
BApMAHTOB (ABYX KOMMAyHA-reTepo3nroTHbIX UK rOMO3N-
rotHoro) B rede LAMAZ,

— noanncaHne MHPOPMMPOBAHHOIO JOOPOBOJSILHOIO CO-
rnacus.

Kputepmamm NCKNHOYEHNS SBNANNCH:

— Hanunyue Apyrux HepBHO-MbILLEYHbIX 3a601EBAHNIA, HE
CBSA3aHHbIX C MyTauuamu B reHe LAMAZ;

— KNUHUKO-AnarHocTnyeckasa kaptuia MM 6e3 reHe-
TUYECKOro NMOATBEPXAEHMA AMarHo3a.

IHamuenTsl / Patients

B nccnepoBaHue BKOYeHbl 63 4enoBeka B BO3pacTe OT
6 Mec 10 29 f1eT C reHeTUYeCKM NOATBEPKAEHHBIM ANArHO30M
MIOMI;: 56 nauueHtos ¢ BM[ 1A, 7 nauneHtos ¢ MKM[ P23.

Bce nauueHTbl B BO3pacTe A0 12 neT 6binn OLEHEHbI N0
wkane npoduna pa3sutua (aHrn. Development Profile 3,
DP-3). 3aiep>XKy KOTHUTUBHOIO pPa3BMTMS ONpPeSensnn no
pesdynbTatam AaHHOM OLEHKN MIIN HA OCHOBAHWUM 3aKioye-
HWIA MCUX0NOro-Neaarornyeckon KOMUCCHM B MeANLUHCKON
nokymeHTauuu. narHo3 PAC Bo Bcex cny4vasx 6bin ycTa-
HOBJIEH NCUXNATPOM.

HNHCcTpyMEHTANbHBIE HCCIEOBAHUA /
Instrumental examinations

InekTpo3Huedanorpacus

B Hay4Ho-nccnenoBaresisCKOM KIIMHNYECKOM UHCTUTYTE
neauaTpuu n JeTckon xupyprum um. akagemumka tH0.E. Benb-
TuwieBa MexnpuctynHas 33 nposeaeHa y 29 nauneHToB Ha
cuctemax Bugeo-33r-moHutopunra «Muuap» (000 «Mu-
uap», Poccns) n BE Plus (EBN, Vtanus): 16 605bHbIM, B TH.
umetownm natonoruto LIHC, 6611 npoBeaeH 33-MOHUTOPUHT,
13 naumnentam ¢ MOM[ 6e3 natonorum LIHC — pyTuHHas 33T,
B 34 cny4asx nepeaHannanpoBaHbl JaHHbIE MEXMNPUCTYN-
HoW 93T, BbIMOSTHEHHOI MO MECTY XUTENbCTBA.

MaruuTHo-pe3oHaHcHas Tomorpadms

Takxxe y BCeX 60MbHbIX OLIEHMBANMN KITUHNYECKUIA 1 HEB-
pONoOru4eckKunin cTatychbl, 55 nauneHtam nposegeHa MPT
ronoBHOro mMo3ra Ha o6opygosanun Philips Intera (Philips,

Epilepsy and Paroxysmal Conditions
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Hupaepnangbl) ¢ HaNPsXKeHHOCTbIO MarHUTHOro nons 1,5 Tn
n SIGNA Architect 3.0 T (General Electric, CLUA) B Tpex B3a-
VMHO NepneHAnKYNApHbIX NPoeKUnsax B pexumax T1- n T2-
B3BELUEHHbIX U306paxeHuin n FLAIR co cTaHaapTHbIM Wwa-
rOM CKaHMpOBaHus.

leHeTMYecKKUe uccnenoBaHus

lns noucka Kay3aTuBHbIX BapuaHToB B reHe LAMAZ BbI-
MOMHANN Pa3NMYHble TEHETUYECKNEe NCCIIeJOBaHNA: XPO-
MOCOMHbIA MUKPOMATPUYHbLIA aHANN3, MOTHOTEHOMHOE
CEKBEHUPOBAHMWE, MOJIHOIK30OMHOE CEKBEHUPOBAHME, CEK-
BEHWPOBAHME NO NaHenn reHoB. XpOMOCOMHbIA MUKpOMa-
TPUYHBIA aHANIN3 BbIMOSHANN HA MUKpOMATpuULe, Coaep-
Xawen 2,67 MIIH MapKepoB C UCMONb30BAHMEM CUCTEMbI
aHanuaa «feHockaH 3000» (000 «leHomepn», Poccus, ®CP
2010/08511). BbicOKONPOM3BOAUTEIbHOE CEKBEHUPOBAHME
npoBoaunu Ha cekseHaropax lllumina MiSeq, NextSeq500
(lMumina Inc., CLWA), lon Torrent PGM (Thermo Fisher
Scientific, CLUA).

CraTucTudeckui ananu3 / Statistical analysis

CTaTtMcTMYeCKNii aHann3 NPoOBOAMIIN C MPUMEHEHUEM
nporpammHoro nakera SPSS Statistics sepcuun 26.0 (IBM,
CLUA). HyneByto runotesy oTBepranan npu ypoBHe 3HA4M-
mocTu p<0,05. [Ins onucaHus KaTeropuanbHbIX NepemMeH-
HbIX UCNONb30BANMN YaCTOTY W A0MH0, KONMYECTBEHHbIX Ne-

PEMEHHbIX C HEHOPMaNbHbIM pacnpeaeneHnem — meanaHy
1 KBAPTWUW, OOMOMHUTENbHO YKa3blBaNy Anana3oH 3Ha-
4yeHnii. CpaBHEHNE ABYX HECBA3AHHbIX FPYNN MO KaTero-
puanbHbIM NEPEMEHHbLIM MPOBOAUAN C NOMOLLbI TecTa
x? MnpCoHa, a NPy HaMM4YMKU OrpaHNYEHNA K ero NpuMeHe-
HUKO — TOYHOTO Kputepus ®uwepa. MOCKONbKY Yy 0JHOIO
1 TOrO0 XXe naumeHTa Hanudue natonoruu LLHC oueHunsanu
O[IHOKPATHO, a FeHeTUYeCKne xapakTepucTukn (Mytauns
B LG-oMeHe) — IByKpaTHO (B ABYX annensix), Ans oLeH-
KN CBSI31 MEXAY HUMW UCMONb30BaNN NNHEHYH CMELLIAH-
HYI0 MOAENb.

PE3YJIBTATBI / RESULTS

XapaKTepUCTHKA MAITHEHTOB / Patient
characterictics

B uccneposaHne BkoYeHbl 63 naumenta ¢ MOAMIA. Me-
AunaHa BozpacTta coctasuna 11 [6; 15] net. Camomy mnag-
Lwemy nauueHTy 6bino 6 mMec, camomy ctapwemy — 29 ner.
Mopasnstowiee 60nbLNHCTBO (56; 88,9%) uMenn BpOXAeH-
Hyt0 hopmy 3a6onesanns u Tonbko 7 (11,1%) — nosicHo-
KOHEYHOCTHYH hopmy. PacnpeaeneHune 60bHbIX N0 N0y
6b110 NpakTu4eckn pasHbiM: 32 (50,4%) My>XCKOro nona
n 31 (49,6%) xeHckoro nona (taén. 1). Y 30 (47,6%) nauyu-
€HTOB PErMcTPUPOBASINCH Kakne-nnbo naTtonorunveckme ns-

TaGnnua 1. Xapﬂ,KTCpI/ICTI/IKﬂ. TIAIIMEHTOB, BKIIIOUCHHBIX B UCCJICIOBAHUEC

Table 1. Characteristics of study patients

Napametp / Parameter | 3uavenue / Value
Bes rpynna (n=63) / Total (n=63)

Mon myxckon/>keHckui, n (%) / Gender: male/female, n (%) 32 (50,4) /31 (49,6)
[unarnos, n (%) / Diagnosis, n (%)

BM[ 1A/ CMD 1A 56 (88,9)

NKMA P23/ LGMD23 7(11,1)
Bospacr, net/ Age, years

Me [Q1; Q3] 11,0 [6,0; 15,0]

min—-max 0,5-29,0
Jo6as natonorua LHC, n (%) / Any CNS pathology, n (%) 30 (47,6)
AnunenTtucpopmHas akTueHocTb Ha 3T, n (%) / EEG epileptiform activity, n (%) 24 (38,1)
dnunencus, n (%) / Epilepsy, n (%) 12 (19,0)
3ajepxka KOrHUTUBHOMO pa3BuTus, n (%) / Delayed cognitive development, n (%) 7 (11,1)
PaccTtpolicTBo ayTuctu4yeckoro cnektpa, n (%) / Autistic spectrum disorder, n (%) 4 (6,3)

Cpepgw nny ¢ MPT ronosHoro mo3ra (n=55) / Subjects with brain MRI (n=55)
Maxurunpus, n (%) / Pachygyria, n (%) | 4(7,3)
Cpepun nny ¢ anunencueii (n=12) / Subjects with epilepsy (n=12)

®apmakopesncTeHTHOCTb, N (%) / Pharmacoresistance, n (%) 4 (33,3)
BospacT anarHoctuku anunencum, net/ Age at epilepsy diagnostics, years

Me [Q1; Q3] 11,519,0; 13,0]

min—-max 5,0-16,0

ITpumeuanue. BM/] 1A — epoocoenman mouueuras oucmpogpus 1A; IIKMJ] P23 — noACHO-KOHEUHOCIIHASL MbIUEYH AL OUCTPOPUA
23-20 munay, LIHC — yenmpanvrasn neperas cucmema; DI — anexmpoanyepanozpagpus; MTP — MazHummo-pe3oHarCHas momozpagpusl.

Note. CMD 1A — congenital muscular dystrophy type 1A; LGMDZ23 — limb-girdle muscular dystrophy type 23; CNS — central nervous
system; EEG — electroencephalography; MRI — magnetic resonance imaging.
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MeHeHns ¢o cTopoHbl LLHC (anunencus, 3A, 3agepxka Kor-
HUTUBHOTO pa3snTus, PAC, manbopmaLnm Kopbl FONIOBHOMO
MO03ra) OTAEeNbHO UJIN B COYETAHMNN.

Ocooennoctu snmnencuu / Epilepsy features

[lnarHo3 anunencum 6bin noctasneH y 12 n3 63 (19,0%)
naumeHToB. Inunencus npn MAM[ xapaktepu3oBanacb 0T-
HOCWUTENIbHO NO3HWM Ha4yanom: CpeAHuii BO3pacT AebroTa
3abonesaHus coctasun 11,5 roga (guanasoH ot 5 4o 16 ner).
ViHomBmayanbHble xapakTepUCTUKM ANUENCUN Y NaLUeHTOB
npuBedeHbl B Tabnuuye 2.

XapakTep npucTynos

Hanbonee 4acTbiM TUMOM NPUCTYNOB 6bIN DOKANbHbIE —
7 n3 12 cny4aes (58,4%). MpucTynbl ¢ DOKANbHLIM Ha4a-
NIOM UMeNn pa3Ho06pasHyt0 (PEHOMEHONOTUI: TOHUYECKME,
KNOHMYECKME C aBTOMATM3MaMmn n 6€3 HUX, anunentuye-
CKMWe Cna3Mbl, BereTaTBHbIE U 3pUTENbHbIE. [TpakTu4ecku
BCe (DOKasibHble NPUCTYMNbl CONPOBOXAANNCH HAPYLLEHNEM
0CO3HAHHOCTHU.

BeretatueHbie NPUCTYMbl OTMEYANINCh Y 2 MALUEHTOB
1 NPOSBNANNCH FONOBOKPY>XEHWEM, TOLUHOTOIA, NO3bIBAMM
K pBOTE UM PBOTON, Taxu- n 6paankapaneid, 4yBcTBOM He-
XBaTKN BO3Ayxa. Y4nTbiBas 0COGEHHOCTU NPOSB/IEHNS BE-
reTaTuBHbIX MPUCTYNOB, faHHbIE 3NN30AbI ObINN PACLEHEHDI
Kak ocnoxHennsa MOML (runoseHTUnAUMS, ractpoasodare-
anbHaa pesitoKcHas 601e3Hb), My 060MX NALMEHTOB 3MNN-
nencus 6bina JMarHoCTUPOBAHA HE Cpasy.

Y Tpetn 60/bHbIX (4 13 12; 33,3%) pernctpupoBannch
reHepanun3oBaHHble npucTynbl, 1 nayneHt (8,3%) umen
co4eTaHme (DOKasbHbIX N reHepann30BaHHbIX NPUCTYMNOB.
®eHOMEHONIOTNA FeHepasn30BaHHbIX MPUCTYNOB COOTBET-
cTBOBasa abcaHcam, aTOHUYECKUM, TOHUKO-K/TOHUYECKUM
1 MUOKJTOHNYECKMM NPUCTYNAM.

KOrHuTMBHbIE HapyLLeHHs

Y 71363 (11,1%) nauneHToB Halwen BbI6OPKM 06HAPYXe-
Hbl UHTENJIEKTYallbHble HapyLleHus, y 3 n3 HuX Habnanach
natonorudeckas 39l. Tonbko y 2 n3 7 (28,6%) 4enosek uk-
CUPOBANUCH 3NUNENTUYECKNE NPUCTYNbl. Cnesyet OTMETUTD,
4TO0 BCE NMALMEHTbI C KOTHUTUBHBIMU HApPYLUEHUAMU CTPaZanm
BPOXAEHHOW pOpMOIi 3a60neBaHms.

Tepanus

Han6onee 4acTo Ha3Ha4YaeMbIM aHTU3NUNENTUHECKNM
npenapartom (A3MM) 6bin neseTupauetam (7 u3 12 cnyyaes;
58,3%), TaKk>xe NnpuMeHANUCh Banbnpoarsl (6 u3 12; 50%), na-
MOTPUIXKMH (2 13 12; 16,6%), kap6amasenuH (1 u3 12; 8,3%),
Tonupamar (1 n3 12; 8,3%) B MoHOTEpanuu n B KOMOMHALMAX.

[1Ba naymeHTa no CO6CTBEHHOMY PELUEHUIO HE NPUHU-
manu A3M B CBA3M C peAKUMMU NPUCTyNamu, y 0JHOro 13
HUX NMPON30LLIA CaMONPON3BObHAS PEMUCCUS, B TEYEHNE
5 et 40 HACTOALEro MOMEHTA HOBbIX 3NU3040B He (DUK-
CMpOBasoCh.

Y 2 feTeit Ha (DOHE MOHOTEPANUN JOCTUIHYTO YpeXxKeHme
npuctynoB Ha 50% n 75%. B nepsom cny4ae npumeHsanach
BasbMpoeBas KMcyoTa, BO BTOPOM — JieBETHUpaLeTam.

TpeTb 60nbHbIX (4 13 12; 33,3%) nmena capmakopesu-
CTEHTHYI0 anunencuio. B Hawen BbiI6GOpPKe He HabNaanoch

https://epilepsia.su

3aBUCUMOCTU TeHepannu30BaHHON 1 (DOKaNbHOW anunen-
CUK OT OTBETA HA aHTUANMAENTNYECKYIO Tepanuto. Maym-
EHTbl C ped)paKTEPHO anunencuein nMenn Kak gokane-
Hble (1; 25%), Tak 1 reHepanuaoBaHHble (2; 50%) NpucTynsbl,
y 1 (25%) 4enoBeka 0TMEYEHO UX COYeTaHue.

dmwrenTudopmuas akTuBHOCTH / Epileptiform
activity

HopmansHas 33l Habnoganack y 39 u3 63 (61,9%) nauu-
eHTOB, JA —y 24 13 63 (38,1%). 13 24 60nbHbIX ¢ JA Ha AT
12 cTpapanu anunencueii (Bce UMenu BPOXAEHHY hopmy
3a60neBaHus).

Y BCcex 60/bHbIX aNUNencuein perncTpruposanacs naTo-
norunyeckas akTuBHOCTb Ha A3, VIameHeHmMs Ha 33T 6binn
pacnpegeneHbl cneaylwum 06pa3omM: pernoHanbHas A —
y 2 n3 12 (16,7%) nauymeHTOB, MyNbTUPernoHanbHas A —
Takxey 2 (16,7%), reHepanuzoBaHHas 3A —y 3 (25%), coye-
TaHUe PermoHanbHOM u reHepanuaosanion A —y 1 (8,3%),
C0YeTaHNe MyNbTUPErMOHANBLHON 1 reHepann3oBaHHom A —
y 4 (33,3%). OCHOBHOW KOPKOBbIA PUTM B 60JIbLUMHCTBE
C/ly4aeB COOTBETCTBOBAJI BO3PACTHOI HOPME, UCKITHOYEHME
coctasun 1 6onbHoM (8,3%). Y 2 (16,6%) nauueHtos 3A co-
yeTanacb ¢ 3aMeAsIEHNEM OCHOBHOW aKTUBHOCTH.

B rpynne nayueHToB ¢ 3A 6e3 anunencun (12 n3 51;
23,5%) natonoruyeckne 33M-n3meHeHuns 6binn npeacTas-
NeHbl pernoHansHoi (5 3 12; 41,7%), reHepann3oBaHHoO
(2; 16,6%) 3anunenTM4eckon akTMBHOCTbIO, @ TAKXKe MX CO-
yeTaHuem (2; 16,6%), y 3 n3 12 yenosek (25%) perncTpupo-
Basnca )oTonapokcuamanbHblil 0TBET (Tabn. 3). OCHOBHON
KOPKOBbIA pUTM Y BCEX 60JIbHbIX COOTBETCTBOBAJ BO3PaACT-
HOW HopMe, Y 1 yenoBeka (8,3%) 0TMe4anoch coyetanme A
C 3ame[i/IeHNeM OCHOBHOI akTUBHOCTW. Hambosee yacto 9A
NOKaiM3oBanachb B TEMEHHbIX, 3aJHEBUCOYHbIX W 3aTbINOY-
HbIX 06/12CTAX HE3aBUCUMO OT HANUYWUA AuarHo3a anunen-
cun. Cneundun4ecknx M3MeHeHnn No aaHHbIM 33 y nayu-
eHToB ¢ MOML BbISIBNIEHO HE 6bIN10.

ComnocrasieHue JTaHHbIX MPT u 93T /
Comparison of MRI and EEG data

MPT ronosHoro mosra nposefeHa 55 6osbHbiM ¢ MOM[.
Y 4 n3 63 yenosek (6,3%) oTMeyanacb ABYCTOPOHHAN 3a-
TbIIOYHAsA NaxXurupus, npuyem Bcero 1 mauneHTka cTpa-
nana anunencuen, 1 nauneHT umen natonoruydeckyto 33,
aB 2 cnyyaax J3M-xapakTepucTuK COOTBETCTBOBASIM HOPME.

Y nauueHTKM ¢ naxurupuei n anunencueit HA6GNAANUCHL
hoKkanbHble BereTaTUBHbIE NPUCTYMbl 4acTOTON 1-2 pasa
B MECSL, a Ha MeXnpucTynHon 33 perncTpupoBanuch re-
Hepann3oBaHHble pa3psibl B BUAE KOMMNEKCOB «0CTpas —
MeJJIeHHas BOJIHA», «CMalK — nonmcnank — measneHHas
BOMHA» M (DOKasibHas JA B NpaBoi NO6HOW 1 NEBON TEMEH-
HO-3aTbISI04HO-3aAHEBMCOYHOI 0651aCTAX, CNPOBOLNPOBAH-
Has runepeeHTUnAuMei. Mpu npueme BanbNpPOEBON KUCNOTbI
4acToTa NPUCTYMOB COKPATUNACH MUHUMYM BABOE, faNbHel-
wnit nog6op A3 He npoBoauncs.

Y Opyroro nauneHTa ¢ ABYCTOPOHHEN 3aTbINIOYHON Ma-
xurnpuen (puc. 1), Ho 6€3 anuiencun perncTpupoBanoch
YMEepPEHHOE 3aMeAJIeHNe OCHOBHO PUTMUKI, PErnoHasbHas
anunenTmyeckas akTUBHOCTb B 3aHEBUCOYHO-3aTbIN0Y-
HbIX 06NACTAX B COYETAHMU C TeHepann30BaHHOI 3NUNenTu-
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Conditions
Ta6auna 3. XapaKTepUCTHKA MAIIUEHTOB C MMICITHPOPMHOIN AKTUBHOCTBIO 6€3 SMUIIETICUN
Table 3. Characteristics of patients with epileptiform activity without epilepsy
Bospact
T A nposepennsa A3, | OcobeHHocTu 33l / EEG 3au:g:("KTa“:o/rg:T:B::ro MPT ronoBHoro | LG-pomen /
u ner / Patient age features c(': nitive develo ynent mo3ra / Brain MRI | LG domain
at EEG, years g P

MaymneHt 13/ Patient 13 13 [9A / GEA Het / No Jin/Lp Na/Yes

) @0 2-ro Tuna no Waltz /
MauneHT 14 / Patient 14 15 Waltz 2 PPR Het/ No nin/LpP Ha/Yes

. Maxurupus + 11N/
Maumnent 15/ Patient 15 5 P3A + T'3A/REA + GEA Het/ No Pachygyria + LP Het/No
MauywneHT 16 / Patient 16 6 P3A / REA Het/No nin/Lp Na/Yes
MNaymneHt 17 / Patient 17 12 P3A + T3A/ REA + GEA Het/ No nn/Lp Na/Yes
MauyunenT 18 / Patient 18 6 P3A /REA Ha/Yes Jin/LP Ha/ Yes
MauwneHTt 19/ Patient 19 5 P3A/REA Het/ No nn/Lp Ha/Yes
MaumeHT 20 / Patient 20 5,5 P3A/REA Het/ No nn/Lp Het/No

. ®r0 2-ro Tuna no Waltz /
MaumeHt 21 / Patient 21 3,5 Waltz 2 PPR Het/ No nn/Lp Het/ No
MaymneHT 22 / Patient 22 14 [9A / GEA Het/ No Jin/Lp Na/Yes

) M0 2-3 Tunos no
Maument 23 / Patient 23 2 Waltz / Waltz 23 PPR Het/No Jin/Lp Het/No
MauneHnT 24 / Patient 24 6 P3A /REA Het/No nn/Lp Het/ No

IIpumeuanue. DOI" — anexmposryedpanozpagpus; MPT — mazHUmHO-pe3oHAHCHAaA momoepagpus; TDA — 2eHepanu308arnHas

INUNCNMUPOPMHAL AKMUBHOCL, PIIO — homonapoxcusmanvHoiil omeem,; PDA — pe2uonaioras INuienmugpopmmas

axmusHocma, JI[T — netixonamus.

Note. EEG — electroencephalography; MRI — magnetic resonance imaging; GEA — generalized epileptiform activity;
PPR — photoparoxysmal response; REA — regional epileptiform activity; LP — leukopathy.

PucyHoKk 1. MarHUTHO-PE30HAHCHBIE TOMOI'PAMMBI I'OJIOBHOT'O MO3Ta NMaruenTa I (BO3pacT 5 JIET) C NOACHO-KOHEYHOCTHOM
(popmort MEPO3UH-AEPUITUTHON MBIMIEYHOH JUCTPOhUH, T2-B3BEIEHHbIE H300PAKEHNS:
a — JIByCTOPOHHSAA 3aThIJIOYHAS NAXUTUPUA (YKA3aHA CTPEJIKAMM) M YUACTKU MOBBIEHUA CUT'HAJIA OT OEJIOrO BENECTBA

MIEPUBEHTPUKYJSIPHO; b — OBBIMEHNE CUTHAIA OT GEIOTO BEMIECTBA B IOOHO-TEMEHHBIX JIOJISIX (JIEMKOMATUYECKUH TATTEPH)

Figure 1. Brain magnetic resonance images of Patient G. (aged 5 years) with the limb-girdle merosin-deficient muscular dystrophy,

T2-weighted images:

a — bilateral occipital pachygyria (denoted by arrows) and signal increase from periventricular white matter; b — signal increase from
white matter in the frontal-parietal lobes (leukopoietic pattern)

https://epilepsia.su
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(hOPMHOM aKTUBHOCTbHIO M NMPO6EXKKaMU CrpynnuMpOBaHHbIX
cnankoB, NONUCNANKOB C NEPEMEHHOI natepanni3aumen ak-
LIeHTa B 3aIHEBUCOYHO-3ATbIIOYHON 0651aCTAX (puE. 2). NH-
nekc JA B 60pCTBOBAHUN ObIN HU3KKIA, BO CHE HapacTan
[0 CpeaHMX 3Ha4eHnin — okono 35-40%. Mpu npoBegeHum
(OYHKLUMOHANbHbIX NPO6 NaTONOrM4YeCcKne N3MEHEHMUS He yBe-
NMYnBaNnCh. KnnHmyecknx cobbiTUil y NaLneHTa He oTMe-
4anocb, OAHAKO BO3PACT HA MOMEHT NOC/IeHEro ocmMoTpa
pebeHKa coCTaBnAN 5 ner.

[Maxurupusa B paBHOW CTEMNEHM BCTPeYanacb Kak npu
BPOXAEHHOM (2; 50%), Tak 1 NPy NMOSACHO-KOHEYHOCTHOIA (2;
50%) copmax. MpakTuyeckn y Bcex 60sbHbIX (52; 94,5%)
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Habnoaancs Tak Ha3biBaeMblil «JIEAKONATUYECKNIA» NATTEPH
(rMNepuHTEHCKBHBIV CUTHaN B pexxume T2 0T 6e10ro BeLle-
cTBa Ha MPT ronoBHOro mo3sra), 3a UckJito4eHmem 3 feTeil,
nccnefoBaHne KOTOPbIM 6bIN0 NPOBEAEHO B BO3pACTe [0
roga, B Nepuof He3aBepLUEHHON MUENUHN3ALNN.

B Hawel BbI6OpKE BCE NaLMeHTbl ¢ anunencuen (12;
100%) umenu BpoXXAeHHY0 hopMy 3a601eBaHNS, U TONbKO
y 2 (16,6%) 60JIbHbIX C NATONOMM4YECKO aKTUBHOCTbIO Ha 33T
BbISIBJ/IEHA MOACHO-KOHEYHOCTHAA popma. OAHAKO CTaTuCTU-
YECKM 3HA4YMMON pasHMLbl HK No Hanu4uio JA (p=0,699), Hu
M0 NPOABSIEHNIO dnuaenTuyeckux npuctynos (p=0,329) y na-
LMEHTOB ¢ pasHbiMu popmamu MIML He oTMeYeHO.

PHCYHOK 2. D1eKTPO3HIIE(DANIOrPAMMBI TALUEHTA I, (BO3PACT 5 JIET) C ABYCTOPOHHEN 3aThIJIOYHON TAXUTUPUELL:
a — PErMOHAJIbHAA SNMWIENTU(POPMHAS AKTUBHOCTD B 33/IHEBUCOYHO-33aTBUIOYHBIX O0/IACTAX (YKa3aHa CTPENKAMHU) (TApaAMETPHL
3anucu: puibTp HU3KUX yacToT (PHY) 1 I'r, punbTp Beicokux yactoT (PBY) 70 ', ceresoit hunbTp 50 1y, CKOPOCTDH

3arucu 30 MM/C, 4yBCTBUTEIBHOCTD 14 MKB/MM); b —

NIPOOEKKA CI'PYIITUPOBAHHBIX CIIAMKOB, TIOJIUCIIANKOB C TIEPEMEHHO

JIATEPATU3ALIMEN AKLEHTA B 33JHEBUCOYHO-3ATJIOYHBIX OOMACTAX (YKAa3aHbI CTPENKAMK) (mapameTpsl 3amucu: ®HY 1T,
®BY 70 I'r, ceTesot puabtp 50 I'tt, CKOPOCTD 3anucu 30 MM/C, 9yBCTBUTENLHOCTD 20 MKB/MM)

Figure 2. Electroencephalograms of Patient G. (aged 5 years) with bilateral occipital pachygyria.
a — regional epileptiform activity in the posterior temporal and occipital regions (denoted by arrows) (recording parameters: low
frequency 1 Hz, high frequency 70 Hz, mains filter 50 Hz, recording speed 30 mmy/sec, sensitivity 14 uV/mm); b — a run of grouped

spikes, polyspikes with variable lateralization of accentuation in the posterior temporal-occipital regions (denoted by arrows) (recording

parameters: low frequency 1 Hz, high frequency 70 Hz, mains filter 50 Hz, recording speed 30 mmy/sec, sensitivity 20 uV/mm)
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MyTanuu B rene LAMA2 / Mutations
in the LAMA?2 gene

Tak>e Mbl OLEHUNTN CBA3b MEXAY HaNM4ymem MyTauui
B LG-nomeHe reHa LAMAZ n natonorn4yeckumm n3MeHeHns-
mu LUHC. MUHUMYM OfiMH KIIMHWYECKN 3HAYUMbIA BapuaHT
HYKNeoTUAHOW nocnepoBaTenbHoCT B LG-fOMeHe reHa
LAMA?Z BbisiBneH y 38 4enoBekK, 4TO CPean BCeX NaLueHToB
BbIOOPKYM cocTaBuo: 16 (42,1%) ¢ 3A, 9 (23,7%) ¢ anunen-
cueit, 6 (15,8%) CO CHMXXEHHbIM KOTHUTUBHbLIM Pa3BUTUEM,
4 (10,5%) ¢ PAC, 2 (6,3%) C 3aTbI/I04HON NaxXUrupuen.

CornacHo HalMMm AaHHbIM CTaTUYECKN 3HAYNMOWA pas-
HULbI MEXY HaNM4YMeM anunencum, pa3panos Ha I3l n Ha-
nuynem BapmaHtoB B LG-gomeHe reHa LAMAZ He BbisiBne-
Ho. OgHako y naunenToB ¢ MOAM[ n nHTennekTyanbHbIMmn
HapyLIEeHMAMMU AOCTOBEPHO Yallle OTMEeYanucb MyTauum
B LG-gomeHe (p=0,028) (Ta6n. 4).

OBCYKJIEHMUE / DISCUSSION

B Hawem nccnenosanum y naumeHtos ¢ MAMI pacnpo-
CTpaHeHHoCTb anunencum (19%) n 3A (38,1%) B Lenom oka-
3anacb 3HA4MTENbHO Bbile, YEM Y 3[J0POBbLIX NoAen. ATu
JaHHble COOTHOCATCH C pe3yfibTaTaMu, 0ny6INKOBAHHbI-
MW LpyruMun astTopamu [7].

Hn oauH nauueHT ¢ NOSAICHO-KOHEYHOCTHON hOopMON 3a-
60/1eBaHNA He MMeST [nuarHosa anuiencun, XoTs CornacHo
nuTepaTtypHbiM nctoyHmnkam npu NKMJ P23 ee yactorta mo-
XET ObITb BbIle, 4em npu BMI 1A [5]. Bo3MoXHO, Hawum pe-
3ynbTaTbl 06bACHAOTCA NPEMMYLLECTBEHHO NeAnaTpUYecKoii
BbIOOPKOI U ManbIM 41ucnom 60nbHbIX ¢ KM P23.

Anunencus morna NpoTekatb Kak ¢ pokanbHbIMU, TaK
1 C reHepann3oBaHHbIMK TUNAMK NPUCTYNOB, XOTA hOKasb-
Hble npeobnaganu. Y 2 nauyneHToB Habnaanucb okanb-

Hble BeretTaTUBHble NPUCTYMbl B BUAE TOLWHOTbI, PBOThI, Ha-
pYLIEHMS CePAEYHOr0 pUTMa, YyBCTBA HEXBATKN BO3AyXa.
Takue ann3oAbl C y4eTOM MyNbTUCUCTEMHOCTM 3a60J1eBa-
HUA MOTYT ObITb NPUHATLI 32 OCTPYH AblXaTeNbHYI0 Heao-
CTaTOYHOCTb, FMNOMIMKEMUYECKUA KPU3, NPOSABIIEHNA ra-
cTpo33odhareanbHon pedokcHoi 60ne3Hn. MposeaeHne
93l nomMoXXeT NOATBEPAMTb ANUIENTUHECKUIA XapaKTep na-
POKCW3MOB 11 BOBPEMSA HAa4YaTb TEpanuo.

Y BCeX 60NbHbIX anunencuei 3apernctTpupoBaHa JA.
bonbwnHcTBO (8 13 12; 66,7%) UMenun reHepann3oBaHHy0
3A, B T4. B COYETAHNN C PETNOHANBHON U MYNbTUPErno-
HanbHoW JA. HanpoTue, B rpynne nuy, ¢ Hanu4mem A, HO
6e3 anunencuu, npeo6sagana UCKIKYNTENIbHO PernoHanb-
Has OA (5 u3 12 cnyyaes; 41,7%), a TakXxe perncTpupoBarn-
csi hoTonapokcuamanbHblidi 0TBeT (3 13 12 cnyyaes; 25%)
6e3 Apyrux BUAOB NaTONOrMYeCKON aKTUBHOCTM.

MpakTU4yecKy BCe NaLMeHTbl UMEeNN JIeRKonaTuyeckKunia
nattepH Ha MPT, uckntwo4eHue coctaBunm 3 pebeHka, uc-
cnefoBaHne KOTopbiM 6blSI0 MPOBEAEHO HA MEPBOM rofy
XKU3HW 1 B JUHAMUKE HEe NOBTOPANOCh. OTCYTCTBUE NIEMKO-
MaTM4ecKoro naTTepHa B JaHHON BO3PACTHOM rpynmne MoXeT
06bACHATHCS HE3aBePLUEHHON MUenuHu3aunen. Hanu4une
M3MEHEeHU B 6eJ10M BeLLEeCTBE F0JIOBHOTO MO3ra He Koppe-
NPOBAJIO HN C POPMOWA, HN C TAXKECTbIO 3a60/1EBaHMA, HU
c natosiornen LLHC.

B Haweii Bbibopke y 4 (6,3%) nauneHToB 0TMeYanach na-
XUTUPWS, Y BCEX — iBYCTOPOHHEN 3aTbINOYHOI NOKaNn3aLnim.
0[HaKO TONbKO Yy NOMOBKHbLI N3 HUX Habnwaanuce JA-uns-
MEHEHNS 1 TONbKO Y 1 naumeHTa — KIIMHNYeCKne NpucTynbl.
BTOpOi naumeHT umen CoveTaHne PernoHanbHOW 1 reHepa-
NN30BAHHOI 3NNAKTUBHOCTU, @ TaKXe CneunduyHbli nat-
TEPH Npu NUCC3HUedanun/naxurupum, perncTpupyemblii Ha
CKanbnoBomn nHtepukTanbHon I3l — hokanbHbie BbICTPbIE
anunenTUOpMHble paspaabl (pokanbHbie CNaiKu-nosmn-

Ta6auna 4. ConocTapnenne (hakTa HaTMIus SMIICTICUHY, STTHIECITH(HOPMHON AKTUBHOCTH Ha JICKTPOIHIIE(DANOrPAMME,
3/JICPKKHU PA3BUTHUSA, PACCTPONCTB Ay TUCTUYECKOI'O CIEKTPA U MAXUTUPUN C MyTaruen B LG-qomene rena LAMAZ BO Bcen

HCCIIe/IyeMOl BEIGOPKE (n=63), n (%)

Table 4. A relation between the presence of epilepsy, epileptiform activity on the electroencephalograms, delayed cognitive
development, autism spectrum disorders, pachygyria and mutant LAMA2 gene LG domain in total study group (n=63), n (%)

MyTtauus LG ecTb MyTaumit LG et Vposenb
xoT4 6b1 B ogHom annene / LG Hu B ofHom annene / No LG
LB I mutation at least in one allele mutation in any allele 3"3"'!3:":;" p/
(n=38) (n=25) p
AnuNenTUdOPMHas aKTBHOCTH / Ha/Yes 16 (42,1) 8(32,0) 0.442
Epileptiform activity Het / No 22 (57,9) 17 (68,0) ’
, Ja/Yes 9(23,7) 3(12,0)
Anunencus / Epilepsy 0,334
Het/No 29 (76,3) 22 (88,0)
3az1epKKa KOrHUTMBHOTO PasBuTMS / Ha/Yes 6 (15,8) 1(4,0) 0.028"
Delayed cognitive development Het / No 32 (84,2) 24 (96,0) ’
PacCTPOICTBO ayTUCTUYECKOrO Ha/Yes 4(10,5) 0(0,0) 0145
cnekTpa / Autism spectrum disorder HeT / No 34 (89,5) 25 (100,0) ’
i [a/Yes 2(6,3) 2(8,7)
Maxurupuns / Pachygyria 1,000
Het/No 30(93,8) 21(91,3)

ITpumeuanue. * 3a0epicka KOZHUMUBHOZ0 PA3BUMIUL OOCOBCPHO HALe CBA3ANA C HANUYUCM XOMA Obl 00HO20 8aAPUANINA 8 OOMEHE

LG 2ena LAMAZ2.

Note. * Delayed cognitive development is significantly more often associated with the presence of at least one variant in the LAMAZ gene

LG domain.
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cnaiku ¢ 4actoToi He meHee 10 T, NPOAOMIKUTENBHOCTLHO
He MeHee 3 C), a Kpome TOro, 6bIN ONUCAHbI TaK Ha3blBa-
eMble WweTkmn (aHrn. brashes). OTCyTCTBME Y 3TOr0 NaumeH-
Ta KNMHNYECKMX 3MN30A0B MOXET 0OBACHATLCA PAHHUM
BO3PAcTOM (Ha MOMEHT NOCNEeAHEro HabnaeHns pebeHKy
66110 5 neT). HecmMOTpSA Ha HALWM JaHHbIE, C Y4ETOM TOrO,
4TO CTPYKTYPHbIE U3MEHEHWNS FOI0OBHOTO MO3ra MOryT §B-
NATbCA (PAKTOPOM pas3BUTMS 3NUIIENCUN, Mbl CHUTAEM HE-
00X04MMbIM BCEM OO0JIbHLIM C FEHETUYECKU NMOATBEPXKAEH-
HbIM gnardo3om MOML nposoauts MPT ronosHoro mosra.

Y nauuneHtoB ¢ MOM[ 4acTu4yHO unu NONHOCTbLIO OT-
cyTcTBYeT 6enok namuHnH-211 [3], KOTOpbIA urpaet
Ba)XXHENLWY pofb B MUrpauun HelMpoHOB 1 POpMMpo-
BaHWM CTPYKTYPbl FOJIOBHOTO MO3ra B 3MOPMOHANIbHOM ne-
puogae. MNpeo6naganne permoHanbHon A NpenMyLLIeCTBEH-
HO B 3a[IHENPOEKLNOHHbIX OTAeNax, He3aBUCMMO OT HaNIM4NS
mManbgopmMaunii Fo0BHOrO M03ra, COBNaAaeT Co CX0Xen
nokanuzaunein naxurupun. MoXxHo nNpefnonoXuTb, 470
y 605bHbIX ¢ MOMI nmeoTcs MUKPOCTPYKTYPHbIE N3MEHe-
HUS, KOTOPbIE HEe BUIHbI NMPU HelipoOBM3yann3aumn, Ho nNpo-
ABNAKOTCS NATO/IOMMYECKOA aKTMBHOCTbIO Ha 3l 3Tu faH-
Hble TPEOYIOT fanbHENLLero n3y4eHus.

SAK/IIOYEHHUE / CONCLUSION

Hawn pe3ynbTaThbl NOKAa3bIBAKOT BbICOKYIO PACMNPOCTPAHEH-
HOCTb anunencum n A y naymentos ¢ MOML. Mpn 3TOM MbI
He 00HAPYXWNIN B3aMMOCBA3N MEXY HaNn4nemM Kakon-nm-
60 natonorum LIHC ¢ chopmoii 3a6oneBanus, 410 pacxoamnTes
C paHee 0Ny6IMKOBAHHLIMMW AaHHbIMU. 1PN OLEHKE KIMHNKO-
reHeTUYeCKOW KOppenaumm ToNbKo 3aiepXXKa KOrHUTUBHOMO
pa3sutusa npu MIAM[ okasanacb 4OCTOBEPHO CBA3AHA C Ha-
nuynem BapnaHTos B LG-gomene reHa LAMAZ. O4eBuaHo, He-
06X0MMbl JanbHeAWmne nccnefoBaHns Ha aTy TeMy.

Y4uTbIBAs 3HAYMTESIbHYO PAcNPOCTPAHEHHOCTb 3Nuen-
CUN, 3a[ePXKKN KOTHUTMBHOIO Pa3BUTUS, CTPYKTYPHBIX 13-
MEHEHWI KOpPbl FONOBHOr0 M03ra, 60/1bHbIE C FTEHETUYECKM
BepuduUUMpoBaHHbIM AgnarHosom MM aosmxHbl npoxo-
ANTb TWATeNbHOe 06CNe0BaHmMe, BKITHO4atoLLee Nogpo6OHYH0
OLEHKY MCUXMYECKOro pas3BuTus, HeMpou3nonornyeckoe
o6cnenoanme n MPT ronosHoro mosra. Hannume okarnb-
HbIX BEreTaTMBHbIX NPUCTYNOB Yy NaLNeHTOB TpebyeT 0COo-
60V HACTOPOXEHHOCTM NO 3NUNENCUI CO CTOPOHbI HEBPOJIO-
roB, MOCKOJIbKY OHWU MOTYT NPUHUMATHCA 32 COMATUYECKNE
ocnoxHenus MAMI n He AnarHocTUPOBATLCS.
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