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Genetic comorbidity: clinical case of the combination of epilepsy and

myasthenia gravis in children

Pe3tome

Jnunencus — NOAKATUONOrM4ECKas, BbICOKO KOMOPOMIHAS NATONOrs, KOTOPas MOXET COYETATLCA C APYrUMIA TPYIHO KypabenbHbIMM 3a-
60neBaHMAMN. [Tpi1 3TOM NPUYUHHO-CIENCTBEHHbIE CBA3W MEXY Pa3HbIMIA GONE3HAMM MOTYT BbITb 06YCNIOBNEHBI CITYHaiAHbIM COYETAHMEM,
FEHETUYECKOM KOMOPOWIHOCTBIO MW CNEACTBUEM [pYT Apyra. B npe/cTaBneHHOM KMMHYECKOM HaOMIOLEHUN TeHETUYECKas anumencis
y pe6eHKa coYeTanach C HOLLECKOI MuacTeHueit. [JaHHoe HabMt0ZIeHNe COYETaHms [BYX FeHETUYECKWX, NOATBEKAEHHbIX 3a60NEBaHMIL:
SMANENCYN 11 HEPBHO-MbILLIEYHOrO 3a60NEBaHNA — ABNAETCA [OCTATOYHO PEAKIAM, B CBA3N C 3TUM MPEOCTABNACT UHTEPEC ANd Bpadel
KIMHALMCTOB. [MHAMIYECKOE HAOMIOeHKe, NPpaBurbHaA TaKTUKA BEOEHUA MALMeHT MO3BOMMMA J0OUTbCA CTOMKOM MeOUKAMEHTO3HOM
PEMMCCHN 060MX 3a60neBaHMI.

KntoyeBble CnoBa: anumnencis, MUacTeHus, reHeTUKa, KOMOPOUAHOCTh

Summary

Epilepsy - polyethylene, highly comorbid pathology, which it can be combined with intractable pathologies. In this case, cause-effect
relationships between different diseases can be caused by a random combination, genetic comorbidity or a consequence of each
other. In the presented clinical case, genetic epilepsy in a child was combined with youthful myasthenia gravis. This observation
of a combination of epilepsy and neuromuscular disease is quite rare, and therefore of interest to clinicians. Dynamic observation,

correct tactics of management of the patient allowed to achieve stable medical remission of these diseases.
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Beenenue

TepMHHOM «KOMOPOHUTHOCTB) MIIM CHHTPOMHS, 0003Ha-
YarT COUETAaHUE PA3JINYHBIX, IPEUMYIICCTBEHHO I1aTOJIOTU-
YEeCKUX COCTOSIHUH, YXYAIIAIOMUX IIPOTHO3 KU3HH IaI[HeHTa
[1]. Cpenu maroreHeTHYECKHX MEXaHU3MOB KOMOPOHIHOCTH
paccMaTpUBAIOTCS CHCTEMHOE BOCIAJEHHE, OKCHIATUBHBIN
CTpecc, ME3CHXHMAJIbHBIC AUCIUIA3UH, MOJEKYIISIPHO-TEHE-
THYECKHE MEXaHHM3MBI C BOBJICUEHHEM OOIIMX CHI'HAIBHBIX
nyTeit kiaeTku u apyrue. CI0KHOCTH BEIeHHUs KOMOPOUIHO-
ro MalyeHTa 3aKIYaeTcs B IOCTOSHHOM AUHAMHYECKOM Ha-
OJIONICHUH, JIEICHNH, BO3MOXKHOM BIIHSIHHEM TEpaIuy OHO-
ro 3a00J1eBaHMs Ha TEUCHUE PYTOT0, YXyAILICHHE IPOTHO3a U
KadecTBa )KU3HH IaIHeHTa.

Onunencus — MOJUITHONOTHYECKas, BBICOKO KOMOD-
OunHast marosorus. /laHHbIE KIMHUYECKUX M SMHIEMHOIIO-
IMYECKUX HCCIICIOBAaHUH CBUJIETEIBCTBYIOT, YTO MHUIPEHb
U SMWICTCUS 4aCTO KOMOPOUAHBI APYT APYTY, U MAlUCHTSI,
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CTpaJalolne OMHUM M3 ITHX 3a00JIeBaHHUN, UMEIOT KaK MH-
HUMYM BBO€ OoJblie MIaHCOB 3a0oners BTOphIM [2]. Tak
K€ TPEACTABICHbI HCCIICOBAaHUSI COYETAHHUs THUKO3HBIX
PacCTPOMCTB M SIUICTICHH, YTO MOATBEPKAACTCS TAaHHBIMU
Buzeo-03I -monuTOpHHra [3]. B TSOKENBIX Citydasix, SIuiIen-
CHs, SIBISIACH JIOBOJBHO PAacHpOCTPAaHEHHOW Ha CETOIHSII-
HUHM JIeHb MATOJOTMEW, MOXKET COueTaTbcs C TPYAHO Kypa-
OeNBbHBIMU TAaTOJIOTHSIMU: MUACTEHUSI, PACCESHHBIN CKIIepO3,
OokoBOW amMuoTpoduyeckuid ckiepo3 u T.A. [4]. [IpuwauHHO-
CJICACTBEHHBIC CBA3U MEXAY NJaHHBIM 3a00JIeBaHUSIMHI MOryT
OBITh KaK CIIEICTBHEM CIy4aiHOTO COYETaHUs, TeHETHIECKOI
KOMOPOHIHOCTH, a TAKKe CIIEICTBHEM JAPYT Apyra.
Muactenust — peaxoe ayTOMMMYyHHOe 3a0oieBaHUe,
KIMHUYECKUE MPOSIBICHUS KOTOPOrO B BHIE ClIAOOCTH U
MaTOJIOTHYECKOH YTOMIIIEMOCTH OOYCIIOBJICHBI SIBICHHEM
aytoarpeccus ¢ o0pa3oBaHHEM aHTHTEJ, HAIPABJICHHBIX K
PA3IUYHBIM aHTUTCHHBIM MMILIEHAM NEepUpEepUUecKOro Heil-
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HEBPOJIOIAA

POMOTOPHOTO amnmapara IoIepeyHONoI0CcaToil MyCKyIaTyphl
[6-8]. B paborax, mOCBSIIEHHBIX KIMHUKE W JAATHOCTHKE
FOBEHWJIBHON MHACTEHUH, OTMeUaeTcs, uTo y 75% netei 3a-
OoneBaHne HaunHaeTcs B Bo3pacte 10 et u crapme [5]. Jetn
U oApocTkH 10 17 mer cocraBusior 9-15% OonbHBIX MHa-
crenueil. B 10-18% ciyuaeB orMedaeTcsi KOMOPOHIHOCTH
MHACTEHHU C JPYTHMMH ayTOMMMYHHBIMH pacCTpOCTBaMH,
0COOCHHO C TaTOJIOTUEH LMTOBHIHOM jkene3bl (TUIep- Win
THIIOTUPE03), PEBMATOUIHBIM apTPUTOM, KPacHOH BOIYaH-
kot u nuaderom [9]. CoueraHue SMUICICHH U MHACTCHHH
OTIHCAHO B CIMHIUYHBIX CITydasX.

Knuauyeckoe Habniopenne

BamreMy BHUMaHUWIO TPEICTABICHO KIMHAYECKOE Ha-
OmrozeHue, KOTOpoe IEMOHCTPHUPYET COYeTaHHWEe ABYX He-
3aBHCUMBIX T€HETUYECKAX HEBPOJOTHYCCKHX MATOJOTHH —
SIUJICIICUS U JIOKAJbHAS MUACTCHUS.

IManmentka A., 10 ser. B Teuenue 5 net (¢ nexabps
2013 r. mo uronb 2018 r.) HaOmonanack B Tromenckom OO6-
JIACTHOM JIeueOHO-PeabMINTAIIMOHHOM LIEHTPE C IUATHO30M:
lenetnueckas smmenicus, (peOpUIBHBIE CYIOPOTH ILTIOC,
MOATBEPKACHHBIM (DCHOTHIIOM 3a00JICBaHUS M MOJICKYJISIP-
HO-TCHETUYECKUM HMCCJIEIOBAHUEM.

BonbHa ¢ 2-X ;meTHero Bo3pacTa, KOTAA BIEPBHIE Y
pebcHKa BO3HHMKIM TUIUYHBIC (DEOPHIIBHBIC MPHUCTYIIBI,
MIPU TOBBIMICHUH TeMieparypsl a0 39°C akcwisipHO, 1O
3 5mnu3010B 3a CyTKH. B nanpHelmeM mpuHCTyIbl CTaiu
NpOSIBIATHCS € yacToTo a0 2-3 pa3 B rox. [lamuenTtka
obu1a o0caenoBana: MPT romoBHOro Mo3ra — 6e3 marojo-
rUYECKUX M3MEHEeHUH; npu BuaeoII['-MoHUTOpUHTE 3a-
PerUCTpUPOBAHBI KOPOTKHE T'eHEepaJN30BaHHBIE pa3psIbl
NUK- BojiHa yactoTor 31’ mo 1,5 cex. YuureiBas yacTsie,
noBToOpstomuecs (GeOpuIbHbIe MPUCTYIBI U BBHISBICHHYIO
crnenuduYecKyro akTHUBHOCTh Ha ODI, Obl1 Ha3HaueH
rnpernapaTr BaJIbIIPOEBOH KUCIOTHI B J03e¢ 750 Mr cyTkH,
Ha (DOHE KOTOPOTO OTMEYAJCsl MOJOKHUTENbHBIH (et
B BUJe KynuposaHus npuctynos. K uronro 2018 r. Banb-
mpoeBasi KuciaoTa Oblila MIaHOBO OTMEHEHa, TaK Kak Oblia
JMOCTUTHYTa KJIHHHKO-3HIIe(anorpadpudeckas pEeMHUCCHUS
SMWICTICHH B TedeHue 3,5 nmet. [[eOroT MuacTeHWu y ma-
LIMEHTKU NpULIENCSd MMEHHO Ha 3TOT Nepuo] IJIaHOBOH
OTMCHBI aHTUANIICITHYCCKON Tepamun. [lepBbie cUMNITO-
MbI BO3HUKJIM B BHJ€ OOMILHOIO CAE30TCUCHUS U3 JIEBOTO
riasza, 00JM B 00JaCTH JIEBOTO IIa3a W C1abOCTH B JIEBOM
MOJIOBMHE JHIa (MaMa OTMETHJIA OIyIICHHE JIEBOTO yIia
pta). Uepes HECKONBKO THEH MPUCOCTUHUIACH aHATOTHY-
Has c1a00CTh B IPaBOW MOJIOBUHE JINIIEBOI MYCKYIATypHI,
HEYETKOCTh PEeUH, CIa00CTh JKEBATEIbHON MYCKYJIaTyphl.
Ha mMoMeHT ocMOTpa B HEBPOJOTHYECKOM CTATyce H3Me-
HEHUs B BUJC: Napanud bemnna ¢ 1ByX CTOPOH; HETOABHX-
HbIC HaJOPOBHBIC AYTH C JABYX CTOPOH; HEYETKAs, CMa3aH-
Has pedb; CIabOCTh KEBATEILHOW MYCKYJIaTypel € IBYX
CTOpPOH. B J1eTCKOM INCHXOHEBPOJOTHUECKOM OTHACJICHUH
TroMeHCKOM 001acTHON KIHMHHYECKOH OonpHMILI Nel Ha
(oHe MmpeBapUTEIBLHOTO IpHUeMa KaJIMMUHA + IIPO3EPUHO-
Bas Ipo0a MPOBEIACHO HCCIEI0BaHUE HEPBHO-MBIIICYHON
nepenavn (IEKPEMEHT TECT) C 3aKIIOUYCHUEM: HapyIIeHUe
HEPBHO-MBIIICYHON MEpeayd Ha YpPOBHE MOCTCHUHAICA,
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HaJIM4He JeKpeMeHTa aMIUuTyasl M-orBera 25% Kkpyro-
BOM MBIIIIBI [V1a3a CIpaBa B MOKOE. J[EeKpEeMEHT aMIuIU-
Tyasl M-otBeTa cocraBun 20% ¢ KpyroBod MBIHIIBI pTa
cIpaBa B MOKOe. BBIT BBICTaBIEH IMAarHo3: IOHONIECKas
MHACTEHUs, JIOKaibHas (opMa C MOpakeHHEM MHMHYe-
CKHX MBIMII, CpeJHel cTeneHu TshkecTH. HasHadueH kamn-
MHH B JIO3MpOBKe 60 MI/CyTKH, MPEeAHU3010H B no3e 70
MI/CYyTKH, C IOJIOXKHUTENBHEIM 3(dexkroM B BHIe MOTHOI
KOMIIEHCALMN IBHUTaTeIbHBIX HapymeHuid. OTmedaeTcs
perpecc HEBPOJOrHMYecKoro aeduuuTa, AEBOYKa CTaya
3aKMYpPHBATh INa3a, JOOHBIE CKIAIKU OYepUEHHBIE, pedb
YAy4IIWIachk, c1ab0CTH B MUMHUYECKOH MYCKylaTrype HeT,
YIJIBI PTa MOJBIKHBL.

VYuutbiBast HanUuKe ABYX 3a00JICBaHUH BEPOSTHO I'eHe-
THYECKOTO IIPOUCXOXKJICHUS, TTAIIEHTKE OBUIO PEKOMEHJ0Ba-
HO MOJIEKYJISIPHO-TEHETHIECKOEe HccleoBanHue. B pesynbrare
uccnenosanyusg NGS-naHeny Ha HACIEACTBCHHBIE AIIUIEHICHH,
BBIABJICHBI MyTaluu B reHax SCN1A (HOHCEHC CO COBHTOM
paMKH CUMTBIBaHUS, MOATBEP)KICHA CEKBEHHPOBAHHEM IO
Conrepy) u COL13A1 (MHCCEHC) B TETEPO3UTOTHOM COCTOSI-
Huu. Mytaruu B reHe SCN1A omnucassl y NallMEeHTOB ¢ paH-
Hel SIUIeNTHIeCKOH SHIedaonarueil 6 THIa, TeHEPaIn30-
BaHHOM smmutencueil ¢ GeOpHIbHBIMU CyI0pOraMu ILTIOC 2
THIA, cCeMEHHBIMU (eOpHIbHEIME cynoporamu 3A tuna. ITo
COBOKYITHOCTHU CBEJICHHH BBIABICHHBIN BapHaHT PaclCHUBA-
eTcs Kak naroreHHslif. Mytanuu B rene COL13A1 B romo3u-
TOTHOM M KOMHAyH/I-T€TE€PO3UTOTHOM COCTOSIHUH OTIUCAHBI Y
MalMEeHTOB ¢ MHACTEeHUIEeCKUMHU cuHApoMaMu. [lo coBokym-
HOCTH CBEACHHI BBISBICHHBIH BapHAHT PAcCIEHUBAETCS Kak
BEPOSTHO NIATOTCHHBII.

[IpencraBneHHOE KIMHUYECKOE HAONIONEHHE IIPO-
JEMOHCTPUPOBAJIO COYETAHHE ABYX TCHETHYECKHX HEBPO-
JIOTMYECKHUX 3a00JeBaHMH. Y NAalMEHTKH TEYCHHE 000MX
MaTOJNOTUH OBUIO OIArONPHUATHBIM, B3aHMHO HE OTATOIICH-
HBIM, BBUJy CBOE€BPEMEHHON AMAarHOCTHKH, KaueCTBEHHOI
Tepanuu u HaOmoneHus. [eOroT I0BEHUIBHOW MHACTEHHH
HE CIIPOBOIMPOBAN PELUIUB MPHUCTYIOB, HE yCyryOHia Te-
yeHue snuiuencud. Kpome toro, myrauun B reie SCNIA
MOTYT HPOSIBIATHCSI COBEPIIEHHO Pa3HBIM (DEHOTHIIOM, OT
BO3pACT-3aBHCHMO#, HWHOIIA camopaspernaromnieics ¢op-
MBI SHIJICTICHH WM eIUHUIHBIX (heOPHIBHBIX MPUCTYIIOB
IO TSDKEJNOH SHIe(alonaTH4ecKol SMUIIETICUH, CUHAPOMA
JpaBe. Yna4HbIM 1715 TAMEHTKU 0KA3a10Ch (OPMHUPOBAHHE
OnaronpusaTHOoro peHoruna snmiencuu. OJHAKO B OTHOIIE-
HUM TEUCHMs MUACTCHHH, MAlMEeHT TpeOyeT HanbHeHIiero
HaOmoenns. HeraTHBHBIM MOMEHTOM SIBIISIETCS] OTPUIIAHNE
pom/ITeneﬁ NManuCHTKU HCO6XO)11/IMOCTI/I JICUHCHUA OAaHHOI'0O
3aboeBaHusI.

3akniouenue

Takum o00pa3oM, OUArHOCTHKAa HEBPOJIOTMYECKUX
3a60J‘IeBaHPII71 U COUCTAHHUC HC3aBHUCHUMBIX Me)Kﬂy 0060171
HaTOHOFHﬁ, HE JOOJDKHO OFpaHI/I‘II/IBaTLCSI CTaH,ZIapTHLIMI/I
obcnenoBanusmu. [Ipu HEOOXOAUMOCTH, JKEIATEIBLHO MPO-
BEIICHUEC MOJ'ICKyJISIpHO-l“eHeTI/I‘ICCKOFO HUCCIICOA0OBaHHUsA, TaK
KakKk IIOMHUMO cnyqaﬁﬂoro CO'—leTaHPISI, HCJIB35 336blBaT]> (0]
CyHIeCTBOBaHI/II/I FCHETI/I‘{GCKOﬁ KOMOpGI/II[HOCTI/I 3a60JIeBa-
HUH. |
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