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Pe3rome. Onucanvl 08a ciyuas anvmepuupyroweti eemuniecuu (Al) y oemetl 00HOU 803pacmHOU epynnbl, HO C Pas3-
JUYHBIMU O CIENeHU MAXCeCMU KIUHUYECKUMU NPOAsIeHUuAMU. Y nepeoeo nayuenma Hapsaoy ¢ ceMuniecuiecKumu
U INUTENMUYECKUMU NPUCMYRAMU UMEIOMCA peyesble, NosedenyecKue U UHMeNL1eKmyalbHble paccmpolicmad, a max-
Jice 0gueameribHvle HapyWeHus. Y 6mopo2o nayuenma, HeCMOmpsi Ha HAauyue O0B0NbHO YACMbIX 2EMUNIESUYeCKUX
amak, Hem O8ULAMENbHBIX U UHMELTEKMYAIbHbIX paccmpolicms. Tounvle npuuunbl MaKou KAUHUYeCcKol sapuabdens-
HOCMU NOKA Heu38eCMHbl, YMo 3ampyoHsen npozHo3 medenus y nayuenmos ¢ Al
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Abstract. The article describes two clinical cases of alternating hemiplegia (AH) in children of the same age group,
but with different severity of clinical manifestations. The first patient, along with hemiplegic and epileptic seizures,
demonstrates speech, behavioral and intellectual disorders, as well as motor disorders. The second patient, despite
the presence of fairly frequent hemiplegic attacks, has no motor and intellectual disorders. The exact causes of such
clinical variability are not yet known, which makes it difficult to predict the course in patients with AH.
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Anwsrepuupytomas remuruierusi (Al) — penkoe
U TSKEI0€ HEBPOJIOTMUECKOE pacCTpOMCTBO, Xapak-
TepHU3yroleecs: MapOKCU3MATbHBIMUA AIU30aMU Te-
MUIIJICTUU U JUCTOHUH, KOTOPBIC YaCTO COUYCTAIOTCA
C TSDKEIBIMH HapyIICHUSIMH TCUXUYECKOTO W JIBHTA-
TenpHOTO pasButus [1]. Pacmpoctpanennocts Al co-
CTaBJIAECT MpUMEpHO 1 ciydyail Ha 1 MIIH HOBOPOXICH-
HBIX [2].

D10 crenuPuIecKkoe HEBPOJIOTHIECKOE PACCTPOi-
cTBO ObIIO BHepBele omucano B 1971 1 S. Verret
u J. Steele m Ha3BaHO aJbTEPHHUPYIOMIAS TEMHUILIETHS
nerctBa [3]. ABropsl coobrianu o 8 mamueHtax ¢ Al
OCIIO)KHEHHOH MHTPEHbI0, KOTOpas [eOrTHpoBaja
B MilaieHueckoM Bozpacte. B 1979 r. Dittrich u coasr.
OTHCANU JPyTHe KIMHWYECKHE TPOSBICHUA: TIIa3HBIE
u quctonuueckue [4]. B 1995 r J. Aicardi u coasr. [5],
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K. Silver u F. Andermann [6], L. Fusco u F. Vigevano
[7] omyOnmKoBamM 4eTKOEe M OOIIMPHOE OMMCAHUE CHM-
MITOMOB U NPU3HAKOB 3a0osieBanus. JlabHelIIas, XoTs
1 He3Ha4YMTeNbHast, KOppeKTUPOBKa Kputepues Al Obuta
BBITIOJIHEHA Ha OCHOBaHWU HaOmoneHuit N. Sakuragawa
[8] m M. Mikati [9]. B 2012 1. MexmyHapOIHBIA KOH-
copuuyMm [10] u HeMelKHe UCCIIEeNOBATEIN HE3aBUCH-
MO JpYyT OT APYra BBISIBUJIM TeTEPO3UTOTHBIE MyTalUu
de novo narorenHsie BapuaHThl B reHe ATP1A3 kak rnpu-
yuHy Al [11]. [loBTOpUB 3TO HCClIENOBaHUE, SITOHCKUE
y4€HbIe MPEAOCTAaBWIM JOTOIHUTEIbHbBIE JIO0Ka3aTellb-
CTBa TOTO, YTO MAaTOT€HHbIC BapuaHThl B reHe ATP1A3
SIBIISIOTCS TIPUYMHON aNbTEePHUPYIOMIEW TeMHUILIETHH.
Crenyer ynoMsHyTb, YTO U3BECTHBI TOJIBKO /1BA TCHA —
ATPIA3 n ATPIA2, xoTtopble KOAMPYIOT JIBE€ pasHbIe
anb(a-cyObeAMHUIBI TPAaHCMEMOPAHHOTO MOHHOTO Ha-
coca Na*/K*-AT®a3m1 [12, 13].

[Natodmsnonorust paccrpoiicts npu Al ocraercs
0 KOoHIIa Hem3ydeHHOH. PasButne Al cBsizaHo ¢ My-
tammsiMu B TeHe ATPIA3 (AHC-2; OMIM#614820).
Myrtamuss ATP1A3 BcTpewaeTcs Topasio dyaile, 4em
mytauust ATPIA2 [14]. 75% kIuHUYECKH OUATHOCTU-
POBaHHBIX CiTy4aeB OOYCIIOBJICHBI MATOTEHHBIMH BapH-
anTamu de novo B rene ATP1A3. CriekTp KIMHHYECKUX
MPOSIBIICHNH, BBI3BAaHHBIX MyTauusmu B ATPIA3, mo-
CTOSIHHO DPACHIMPSIETCS, YTO MPEAINOJaraeT HCIOb30-
BaHUE TEPMHUHA «PaCCTPOICTBO, cBsA3aHHOE ¢ ATPIA3»
B CJIOKHBIX cityyasx [15].

3a0oneBaHNe BO3HMKAET, KaKk IPaBWJIO, B TEpBbIE
18 MecsueB xHu3HU peOCHKA ¢ A€OIOTOM KIMHUYECKHX
MPOSIBICHUN MPEeuMyIIeCTBEHHO Ha 5-9-X Mecsmax.
[Ipu AT napanuy ogHON NOJOBUHBI TENA BO BPEMsI IPU-
cTymna HaOmonaeTcs y 1/3 maiueHToB, IpeXosaIiui Te-
Tparape3 — B 2/3 cirydaeB. boIbIIMHCTBO XapaKTepHBIX
st AI' atak conmpoBOXKIAIOTCSI TOHUYECKUM Harpsike-
HUEM, AMCTOHMYECKUMH YCTaHOBKAMH KOHEYHOCTEH,
XOpEOATeTOMTHBIMU JIBM)KEHUSIMH, HUCTarMoM, ciabo-
CTBIO MBIILI] JINIA, JUCKUHE3UEH Ia3HbIX S0JI0K, Hapy-
LHIEHUEM DIOTaHus, Ausaprpuei. IIpogomKuTenbHOCTh
MapOKCHU3MOB MOXKET BAPHHPOBATH OT HECKOJIBKUX YacOB
JI0 HECKOJIBKUX CYTOK. B G0oJbIIMHCTBE CilydaeB BoccTa-
HOBJICHHE (DYHKLMII KOHEYHOCTEH MPOUCXOAUT OOBIYHO
OTHOCHUTENFHO OBICTPO, B TeueHue 30 mMuH. [Ipuctymnsl
AT MOryT BO3HUKATh C PA3IMYHON 4aCTOTON OT HECKOJIb-
KHX pa3 B MeCII 10 HECKOIBKUX pa3 B cyTkH. [IpoBonn-
pyomuMu (paKTOpaMd B Pa3sBUTHU T'€MUIUIETHYECKON
aTaky SIBIAIOTCA SMOLIMOHAIBHBINA cTpecc (UCIYT, CUITb-
HBIN MJ1a9), )KapKasi UM XOJI0HAasl [T0T0/1a, BO3/AEHCTBHE
BOJIBI, (PU3UUYECKasi aKTHBHOCTb, JIMXOpPaaKa, IPOMKUH
3BYK, SIpKUH cBeT. HeBponornueckue HapyLeHus B BUIE
HENPOU3BOJIBHBIX JIBUKEHUH, aTaKCUH, HUCTarMa MOTyT
COXPaHATHCS U B MEXKIIPUCTYIHOM niepuoze. [lpumepno
y TIOJIOBUHBI MAIMEHTOB ¢ Al" HaOIIOMAIOTCS STTUICTITH-
yeckue npunankd. OZHUM U3 OCHOBHBIX MPOSIBICHUN
Al Taxxe siBIgercs 3aJep)KKa HEPBHO-TICUXUYECKOTO
pasBUTHSL.

Huarno3 Al yctanaBmuBaeTcs pex/ie BCETo KINHU-
yecku 1o kpurepusam J. Aikardi u coasrt. [5] (Tabm. 1).
Jlns monTBepkIaeHUs W MPOTHO3MPOBAHUS TEUEHUS 3a-
OoneBaHMsl TMPOBOIAUTCSA MOJIEKYJISIPHO-TE€HETHYECKOE
o0cienoBaHne — MOUCK MATOT€HHBIX BAPHAHTOB B T€HE
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ATPIA3. Omnako y 25% manmentoB ¢ Al' He ymaercs
00HapYXUTh KaKUX-TH00 MyTanuii [16].

OOmenpruHATEIMA CPEICTBAMH JICUEHUS SBISIOTCA
¢uryHapu3uH (penapar He 3aperucTPUPOBaH Ha Teppu-
topun P®) u AT®. MHOTOYNCIICHHBIE WCCIIETOBAHUS
MOKa3aj, 4YTO (IyHapu3WH YMEHBLIAET MPOHOJIKH-
TENBHOCTH, TKECTh M YaCTOTY MPHUCTYTIOB T€MUIIIIETHH
y 80% manmenToB ¢ A" [17]. Ilpu aToM oTMedaeTcs, 4To
oTMeHa (hIyHapHU3WHA TPUBOINUT K PE3KOMY YXYALICHHIO
cocTossHua nanueHToB [18]. beH3oauazenuHbl MOTyT
MIPUMEHATHCS KaK MPH SIMIICITHYECKUX, TaK U HE3IH-
nentudyeckux npucrynax [19]. [Ipumenstorcs u apyrue
Iperaparsl: Iuasenam, MHAa3oliaM, KJIoHa3ernaM M JIo-
pazenam. [IpeBocxoncTBa ogHOTO THIA OEH30AMA3ETUHA
HaJ APYTUMH He TIO0Ka3aHo, MPH 3TOM OyKKaJIbHBINH MHU-
Ja3onaM okazaincs 3p(eKTUBHBIM Y BCeX MATH MalUeH-
TOB, Y KOTOPBIX OH MPUMEHSIICA, TOTAA KaK KIOHAa3emnam
061 3(h(PeKTHBEH TOJBKO y OJHOTO M3 TPEX NalueHTOB
[19].

Ipedcmasnsem coocmeennvie Habmooenus. Knunu-
yeckuti cryyau 1. Pomurenn namuenta, ., 5 net, oopa-
TWINCH C Xalo0aMM Ha TeMHIUIETHYECKHE Hapandu
y pebenka 110 3—4 pa3 B MeCsIIl, pAKUE SITUICITHICCKIE
MPUCTYNBI CO CTAaTYCHBIM TEYEHUEM, AMCTOHHYECKUE
TUIEPKHUHE3bI, 33JCPKKY TCUXHUECKOTO W JBUTATENb-
HOrO pa3BuTUsl pebenka. [lepuHaranbHbIi aHAMHE3 HE
otsaromieH. J[e0I0T TeMUIUIErHYeCKUX PUCTYIIOB B BO3-
pacte 8 mec. (HHCTarMm, c1abocTh B pyKe M HOTE C Iie-
PEMEHHO# JaTepanu3aiueii), MOBTOPSUTUCH €XKETHEBHO,
CO CJIOB MaMBl: «OT cHa 110 cHa». C 13 Mec. MoABUINCH
JTUCTOHMYECKHE THIIEPKUHE3BI B BUE HACHIbCTBEHHOTO
0oJie3HEHHOTO CcrudaHusi KOHEYHOCTeH. B 310 ke Bpems
OBLT Hauar npueM QIIyHApU3WHA B J03€ 5 MT B CYTKH.

HebroT ¢oKanbHBIX 3MUICNITHYECKUX IPHUCTYIOB
B BO3pacTe 22 Mec. B BUJE 3aJCPKKH JIBIXaHUS, C I[Ha-
HO30M HOCOTYOHOTO TPEyTOJIbHUKA, YACTOTO MOPraHHMs,
HUCTarMa, KJIOHHH B pyKax, THIepCalINBallid, HEMpPO-
M3BOJIBHOTO MOYEHCITYCKaHHA, MOCTIPUCTYITHOIO CHa
JUTATETEHOCTRI0 30 MUH (SIWICNITHYECKHI CTaTyc).
PebeHok Haxonmuiicsi B OTAETICHUH PEaHUMAlUHU B Tede-
HUE CyTOK. B panbHelieM HIEHTUYHbIE, HO KOPOTKHE
MIPUCTYTHI MOBTOPSUTUCH 2—3 pa3a B CyTKU. bbln Ha3Ha-
YEeHBl CIIEAYIONE MPOTHBOCYIOPOXKHBIE Tperaparsl:
JaMOTPH/UKHH, BaJbIIPOAT B MUKPOTPaHyNaX, pyQuHa-
MU — YacTOTa MPHUCTYNOB yBEIWYNBAJIACh; HA TOIH-
pamat oTMeuancs To00uHbIH 3 GEKT B BUAE arpeccui.

Ha momeHT rocmuranm3amyu B KIMHUKY Talld-
eHT MpuHUMal Ouosnorudyeckyio no6aBky ATD 160 mr
B CyTKH U (ryHapu3uH 15 Mr B CcyTKH. BrIpakeHHBII
MOJIOKUTETBHBIA 3P QEKT B BUJIE YMEHBLICHUS YaCTOTHI
¥ TIPOJOJDKUTENBHOCTH T€MHUIUIETHYECKUX TPUCTYIIOB
OT mpuema (QIyHapu3uHAa POAMUTENM CTald 3amMedaTh
ciycts 2 roga. Ha MoMeHT noctymnenus y pebeHka ot-
Meuajnch MPUCTYIBI HE TOJIBKO C TEMHUIUIETUEH C Tiepe-
XOJIIOM TO Ha TIPaByI0, TO HA JIEBYIO CTOPOHY, HO U TE€Tpa-
IUJIETUU ¢ IPUMEPHOM 4acToTol 10 6—7 pa3 B MecCHI.

Hesponoeuueckuti cmamyc: KOHTaKT ¢ peOeHKOM (op-
MaJbHbIH, MPOCThIE MHCTPYKUUHU HE BBINOIHSET, Pedb
B BHUJI€ OT/IENBHBIX 3BYKOB, HA TIPUKOCHOBEHUS pearu-
pyeT Bo30OyxneHneM. OTMEUatoTCs ay THCTHUECKUE MPO-
ABNICHUSI. | OpM3OHTANBHBIA HHUCTAarM, THIIOMHMHYHOE



RUSSIAN NEUROLOGICAL JOURNAL, N¢ 3, 2024
DOI10.30629/2658-7947-2024-29-3-71-76

0. CaMOCTOSTEIbHO HE XOIWT, TMPH TOAIECPIKKE
MOXeT mpoiTu He Oonee 10 maroB. MoxkeT camocTos-
TEJILHO CU/IETh. MBILIEUHBIH TOHYC TU((y3HO CHIKEH.
CyXOXXHITbHBIE W HAJIKOCTHUYHBIE pedIeKchl Ha pyKax
BbI3bIBatOTCs. KosleHHBIE peduiekchl CHHXEHbl. DyHK-
LMY Ta30BBIX OPTaHOB HE KOHTPOJIHUPYET.

Jlabopamopnoe u uncmpymenmanvhoe 006ciedosa-
nue. llomHOE TEHOMHOE CEKBEHHpOBAHWE: BBISBIICHA
rerepo3urotHas (de novo) myrauus B rene ATPIA3
(chr19:42474436C > T), npuBonsmias K 3aMeHE aMU-
HokucioThl p.Glu828Lys (NM _001256214.1). Iloxa-
TBepkJeHa MeToioM CaHrepa. Y poauTesei OTCyTCTBY-
eT.

MPT romnoBHOTO MO3ra: HeOONbIIas BEHO3HAs aHTHU-
oMa B 0eJIoM BEIIECTBE EPUBCHTPUKYIISIPHO Y 3aHETO
pora mpaBoro OOKOBOTO JKENYJOYKa, YMEPEHHas BEH-
TpHUKYJIOMeTanus. JIpyrux CTPYKTYPHBIX U3MEHEHUI He
BBISIBJICHO.

[Ipn monutopupoBanuu I3 B TeueHue 2 4 B co-
CTOSTHUM aKTUBHOTO OompcTBoBaHus (puc. 1) BmepBbIe
ObLIa 3apETUCTPUPOBAHA SIHIIETITUIECKAsS aKTUBHOCTh
B JIEBOH TOOHOUW 00JIACTH, JIEBOH IIEHTPaTbHON 00NIacTH,
OmnaTepalibHBIE Pa3ps/Ibl B IOOHBIX 00IACTSIX CO CKIIOH-
HOCTBIO K T (Py3HOMY pacpoCcTpaHEHHIO.

Takum 006pazoM, Tocie J000CIIeIOBaHMUS CTAI0 0Ye-
BHJIHBIM, YTO y peOeHKa UMEIOTCS HE TOJIBKO TeMHII-
JIETHYECKUE, HO U DMHUJICTITHYECKUE MapOKCU3MBI, KOT-
HUTUBHBIA JTEeQUINT, a TaKXKe TKEIbIe JTBUraTeIbHBIE
HapymieHus: (OTCYTCTBHE CaMOCTOSTEIHHOU XOABOHI,
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JTUCTOHMYECKHE TUTIEPKUHE3HI), YTO B MOJIHOM Mepe Co-
OTBETCTBYIOT KAPTUHE TXKENBIX NposiBIeHUM Al
Knunuueckuii cnyuau 2. Btopoil BEIOpaHHBIH HaMu
ciayyail AI' mpOTHBOMONIOXKEH MO KIMHUYECKOMY Teue-
HUIO onucanHoMy BhImie. Poqurenu manuenra C., 6 Jer,
oOpaTuich BHEpPBBIE C Kajlo0aMM Ha T'eMHUIUIETHYe-
CKME NapoKcu3Mbl. [lepuHaTanbHbIil aHaMHE3 HE OTArO-
nieH. B paHHeM pa3BUTHH OTMEYaslach 3a/€pKKa JBH-
raTelbHOTO PA3BUTHSA: TOJIOBY JAepKai ¢ 4 Mec., CHAET
¢ 13 mec., xonuT ¢ 2 et 2 Mec. [|e0r0T MPUCTYIIOB B BO3-
pacte 5 Mec. B BHJIE pe3KOTo KpHKa, TeTPaIIeTuH, OTBe-
JICHHS TOJIOBBI BIIPAaBO, 3aBEICHUS I71a3 BBEPX, [IMAHO3a
HOCOTYOHOTO TpPEyrojbHHMKa ATUTENBHOCTBIO 15 MuH.
PeGenok ObLT MOCTaBIIEH B CTallMOHAp, TAE NpH 00CIe-
JIOBaHUU Ha pyTWHHON D3OI marojoruu He BBIABICHO.
[Ipu MPT ronoBHOro mMo3ra OMUCHIBAIUCH MUKPOLIUP-
KyJASTOpPHbIE M3MEHEHHS YMEpPEHHOW CTEleHH BhIpa-
JKEHHOCTU M paclIMpeHHE HAapYKHBIX M BHYTPEHHUX
JIUKBOPHBIX MPOCTPAHCTB. bbIT BBIMTUCAH C peKOMEHa-
IUSIMH O BBEICHHH B TEPAIMIO BAJBIPOEBOH KHCIOTHI
B cupore. Uepes Heleno MPUCTYTI MOBTOPUIICS (TTOTeps
CO3HAHUS CO CHIDKEHHEM MBIILIEYHOTO TOHYCa Ha OTHON
CTOpOHE TeJla U aJBepCHeil TOJIOBBI BIPABO) IJIUTEINb-
HoCcThIO 10 MuH. BbuT mMocTaBneH nuarHo3 (okanbHON
SMMJIETICUM M TIPEANPHUHSATA MONBITKA BBEACHHS JIeBe-
TUpaleTaMa — COCTOSIHUE YXYALIMIIOCh — OTMeYajach
cepust IPUCTYIIOB — aJIBEPCHsI TOJIOBBI BIPaBO, TOHHUYE-
CKOE HalpspKeHHWE U OTBEIEHHE B CTOPOHY BBITSHYTOH
MpaBoOM PyKH, pacxofsIiieecs KOCOIa3ue, pOTaTOPHBIN
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Puc. 1. [TanmenT U., 5 ner. 33T 6ompcTBOBaHUS: pa3psibl pETHOHAIBHON U reHePaTM30BaHHOM SIIIENITHYECKO aKTHBHOCTH
Fig. 1. Patient 1., 5 years old. EEG of wakefulness: discharges of regional and generalized
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JlnarnocTuyeckne KpUTEPHH aJbTePHUPYIOIIeH reMunierun J. Aifkapau u coasT. [5]

Tabnuia 1

JInarHocTnyeckne KpUTEPUH aJIbTEPHUPYIOLIEH reMunJieruu

[NosiBnenne npu3HakoB 3aboneBaHus 10 18-MecssyHOTO BO3pacTa
[oBTOpsitoIIMECS MPUCTYITBI TEMUILIETHH, 3aTParkBaIOIIUE OHY HUIIM 00€ CTOPOHBI Tea
[Tapoxcu3MabHBIC IPUCTYTIBI [NTa30BUTATEIBHBIX HApYIIEHHH, TAKUX KaK KaK HUCTarM, TOHHYECKHE WM IUCTOHIMYECKHE TIPUCTYIIBI, OIbIIIKa
Y aBTOHOMHBIE PacCTPOWCTBA, KOTOPhIE BOSHUKAIOT BO BPEMsi IIPHCTYIIOB TEMUTLIETUH HUITH U3WINPOBAHHO
DIU30/1b1 ABYCTOPOHHEH I'€MHILIEI U, BOSHUKAOIIME BO BPEMsI IPUCTYIIOB, KOTOPbIC HAYWHAIOTCS OJJHOCTOPOHHE
PaspenieHne Bcex CHMITOMOB BO BpeMsI CHa C BO3MOXKHBIM ITOBTOPEHHUEM JUTUTENIBHBIX TIPUCTYIIOB Yepe3 10—20 MuH mocie npoOyKIeHust
YcroiiurBbIe HEBPOJIOTHYECKHE HAPYIICHUsI, TIPOSBIISIOIINECS B BUJC 33CPIKKHU ICUXHUYECKOTO Pa3BUTHUsI (KOTHUTUBHOM AUC(HYHKIINN)
HeBposornyeckue aHOMaIHU: XOPE0aTeTo3, IUCTOHMS MIIH aTaKCHs

Diagnostic criteria for alternating hemiplegia of childhood [5]

Table 1

Diagnostic criteria for alternating hemiplegia of childhood

independently

Not attributable to other disorder

Onset of paroxysmal events before 18 months of age

Repeated episodes of hemiplegia that alternate in laterality
Episodes of quadriplegia as a separate attack or generalisation of a hemiplegic attack
Other paroxysmal symptoms, including dystonic spells, oculomotor abnormalities, or autonomic symptoms either concurrent with attacks or

Immediate disappearance of all symptoms during sleep, with probable recurrence of long-lasting bouts 10-20 min after waking
Evidence of developmental delay or intellectual disability, neurological abnormalities, choreoathetosis, and dystonia or ataxia

HUCTarM mpaBoro rasza. [IpucTymsr KynmupoBaivch BBe-
JleHreM nuaszenama. JlepetuparieraM 3aMEeHUIIN Ha BaJlb-

MIPOEBYIO KHCIIOTY.

B Teuenue yerbipex mecsueB peOCHOK HabOmroma-
¢ ¢ AMarHo3oM (GOKaIbHOW SIHIIETICHU. 3a 3TO Bpe-
M OPCANPHUHHUMAIINMCE TOIBITKHU IMOCICAO0BATCIILHOIO

BBEJIEHHUS Pa3HBIX MPOTHBOCYAOPOXKHBIX IpEnaparos,
BKJIFOYAsl TOMMPAMAT, KOTOPbIC HE TPUHOCHIIU 00Jerie-

HUs TeyeHus: npuctynoB. Jlo 18-MecsiuHOro Bospacra

YacTOTa TEMUIUIETHUYECKUX MMAapPOKCH3MOB COCTAaBIsIA
1 pa3 B Mecsl, Nocie — y4acTHINCh A0 2 pa3 B Hele-
mo. B 15-MecsaHoM Bo3pacte K TpuienTaity — 75 Mr
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Puc. 2. ITanuenr C., 6 net. @parmenT Buneo-23I -monuTopunra (napamerpsl 3anucu: ®HY 1 'y, ®BY 70 I'n, ceteBoii punbrp 50 I',
cKkopocTs 3amucu 30 MM/c, IyBCTBUTENBHOCTE 10 MKB/MM) BO BpeMsI CHa: IIATOIOTHIECKOH aKTHBHOCTH He 3apeructpupoano. Hecmo-
Tps Ha JIOBOJBHO BBICOKYIO YaCTOTY T€MUIIIETNUECKUX MPHUCTYIIOB, y JAHHOTO peOEHKa B OTIIMYHE OT MEPBOTO KIMHUIECKOTO CITydast
He cpOpMHUPOBATIOCH HUKAKUX HAPYIICHUH IICHXUYECKOTO ¥ PEYSBOTO PA3BUTHS, & TAKKE JIBUTATEIbHBIX HAPYIICHHUH

Fig. 2. Patient S., 6 years old. Fragment of video EEG monitoring (recording parameters: low frequency 1 Hz, high frequency 70 Hz,
mains filter 50 Hz, recording speed 30 mm/s, sensitivity 10 mv/mm) during sleep: no pathological activity was registered. Despite the
rather high frequency of hemiplegic seizures, this child, unlike the first clinical case, did not develop any disorders of mental and speech

development, as well as motor disorders
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B CyTKHU ObIn no0aBiieH (QIyHapu3uH — 5 MI' B CYTKH.
Ha ¢done ero mpuema nosBUINCh O€CIPUCTYIHbIE TPO-
MEXyTKH 10 1 mec.

Hesponozuueckuti cmamyc: o0palieHHyIO pedb IO-
HUMAeT, OT3bIBAETCS Ha UM, OTBEYaeT Ha BOIIPOCHI. Pa3-
JMYaeT BeTa. YMeeT cuuTaTh. Cxonsieecs Kocorasme.
3pauku okpymisie D = S, peaknuu uX Ha CBET, aKKOMO-
JaLUIo yAOBIETBOPUTENbHBIE. JINIIO CUMMETpUYHO, I'H-
nomuMuuHoe. JKeBaHue, moraHue He HapyuieHbl. Do-
HalMs yAOBJIETBOpUTENbHAs. Msrkoe HEOO MOABMKHO.
[Noxonka He mameneHa. [uddys3Has MpleuHast THITO-
ToHUs. He3HaunTenbHOE CHIDKEHHE MBIIIEYHON CHIIBI
1o 4 6amwioB. CyxoKuibHbIE pediieKchl BBI3BIBAIOTCA,
D =S. YUyscTBHTENBHOCTH HE HapylIieHa. KoopanHarop-
HbIE TIPOOBI BBHITIONHSET YAOBIETBOPUTEIHHO.

@DyHKIMM Ta30BbIX OPraHOB KOHTPOJIUPYET.

Jlabopamopnoe u uncmpymenmanvroe o0c1e0osa-
Hue: TIOJIHOE CEKBCHHPOBAHUE HK30Ma BBISIBUIIO MyTa-
ruto B 17 uatpone rena ATP1A43 ¢.2401G > A (3amena
AK p.Asp801Asn). Buneo-231 -MOHUTOPHHT B TeUCHHE
4 9 B COCTOSHUM aKTMBHOT'O, MTACCUBHOTO OOAPCTBOBA-
HUS ¥ CHa (pUC. 2) TOKa3al yMEPEHHOE 3aMeIJICHHE
OCHOBHOTO puTMa. Perronanbnoit, nuddy3Hoii, reHepa-
JU30BaHHOM 3MUIENTU(OPMHON aKTUBHOCTH HE BBISB-
JIeHO. DNMIENTHYECKUX MPUCTYIIOB 3aperuCcTPHUPOBAHO
He ObLI0.

B ornenennn mnpuHUMan QiuyHapusWH S5 Mr/cyT;
tpunentan 75 mr/cyt (0,2 mr/kr/cyt). [locne momyde-
HUS Pe3yNbTaToB BUAE0-DO] -MOHUTOPUHTA, HECMOTPS
Ha OTCYTCTBHE SIIJICNTUYECKOH aKTUBHOCTH, OBIIO
NPUHATO pEIIeHHE TPOTUBOCYIOPOKHYIO TEparHio
OCTaBUTHh NPEXKHEH, Tak KaKk POAWUTENH peOCHKa CBS-
3BIBAIM YpE)KE€HHE TeMUIUIETHUYECKUX MapoOKCU3MOB HE
TOJBKO C HpueMoM (IyHapu3WHa, HO W TPHJIENTAIa.
HecMotps Ha 1OBOJIBHO BBICOKYIO HYAaCTOTY T€MHILIETH-
YECKUX MPUCTYIOB, y JTaHHOTO peOeHKa B OTINYHE OT
NEepBOr0 KIMHUYECKOTO ciy4das He c(HOpMHPOBAIOCH
HUKaKUX HapyUICHUH TICHXUYECKOTO U PEYEBOTO Pa3BH-
THS, a TAaK)Ke JIBUTATENbHBIX HApyIICHHH.

3akirouenue. BapnaGenpHOCT MyTanuii He mMOI-
HOCTBIO OOBSCHSICT KIMHUYECKYI0 BapuabelbHOCTh
C pasNUYHBIMU (PCHOTHUIAMH, IMO-NIPEKHEMY, OCTaBIISSL
HCccliefioBaTeNeil ¢ BompocaMu 0e3 OoTBETa O BO3MOXK-
HOMW POJIM IpyTruX T€HOB/BapHalliii BO BCEM T'€HOME WIIH
SMUTEHETHYECKUX (PAKTOpax, KOTOpPhIE BIMSIOT Ha Ia-
TOTEHHYIO BapHalMi0O WM aHOMAaJIBHOE CBEPTHIBAHHE
OeJiKa/pa3InuHOe COOTHOIICHHUE HOPMAIILHBIX H ITOBpE-
JKIOeHHBIX 0enkoB reHa ATP1A3. B Halel KIMHUYECKOMT
MPAKTHKE MBI HEOJHOKPATHO CTaJKUBAIHUCh C TPYAHO-
CTAMH B ONIPEAEICHUH NporHo3a TedeHust Al y kaxxaoro
KOHKPETHOTO MallMeHTa B Hadaie 3a00JIeBaHUs B CBSI3U
¢ BapualeNbHOCTBIO TSDKECTH TEYEHHS KIMHUYECKHX
nposiBiieHuH. [1o3TOMYy mpencTaBISIFOTCS HEOOXOIUMEI-
MU JajbHeHIe HaOMIOAeHUs U aHaJIN3 KIMHUKO-TeHe-
TUYECKUX Koppemsiuil y nanuentos ¢ Al. BozmoxHo,
YTO HEOOXOIUMO M MPUMEHEHUE PAa3INYHBIX ITOIXOA0B
B TEpaNy IS Pa3HBIX BBISBICHHBIX (DEHOTHIIOB.

KonduinkT uHTepecoB. ABTOpHI 3asBIAIOT 00 OT-
CYTCTBHU KOH(IIMKTa UHTEPECOB.

dunaHcupoBaHue. lccienoBanue He UMENO CIIOH-
COPCKOM MOJAEPIKKH.
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