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Snunencusa n oco6eHHocTn 3 npm cuHgpome AHrenbmaHa

OCIM «HayyHo-nccnefoBaTeNbCKU KNUHUYECKUIA MHCTUTYT NejuaTpumn 1 AeTCKOW XMpyprm nmeHn akagemuka tO.E. Benstuiesa» OrAQY
BO «Poccuiicknii HaumoHanbHbIN NCCEA0BATENBCKNI MEAULIMHCKINIA yHUBepcnTeT nmeHn H.U. NMuporosa» MuHsgpasa PO, 125412, Mocksa,
Poccus

CuHgpom AHrenbmaHa (CA) — opdaHHoe 3aboneBaHve, Bbi3BaHHOE MoTepen GyHKLUM MaTepUHCKOro annens reHa UBE3A B xpomocome 15
(yuactok 15q11.2-q13). 3aboneBaHne xapakTepryeTca TAKENbIM HapyLUEHUEM NMCUXMYECKOTO 1 PEYEBOrO Pa3BUTWSA, ABUraTeNbHbIMU pac-
CTPOWNCTBaMU, YHMKaNbHbIM MOBEeAEHMEM B BUAE YacTOro CMexa W 3MUIeNTUYeCKMIN MPUCTYNami C XapaKTePHbIMY aHOMaJIMAMK 3NeKTPo-
sHuedanorpadum (33€). Inmunencra 4acTo papmakopesnCcTeHTHasA, JOMUHMPYIOT reHepan30BaHHbIE TUMbl MPUCTYMOB, CPeAN KOTOPbIX Hau-
6oree pacnpocTpaHeHbl MUOKJIOHNYECKUE MPUCTYMbl U aTUMUYHble abcaHcbl. MHdpaHTnbHbIe cnasmbl y feTen ¢ CA oTMevatoTcs pefiko, HO
KapTuHa 33l ocobeHHO B MIaAeHYeCKoM Bo3pacTe B BUAe AN PYy3HON MeANeHHOBOHOBOW akKTUBHOCTY C My/IBTUPErMOHaNbHOW U reHepanu-
30BaHHOW 3MUNenTUGOPMHOI aKTUBHOCTbIO, MOXKET HaNMOMUHaTb NaTTepH runcaputMun. CtaTba COAEPXKNT KpaTKuMii 0630p nuTepaTypbl Mo Te-
panum anunencumn y nauneHToB ¢ CA 1 peKkomMeHayeMblii anropuTm Beibopa NpoTUBO3NMenTyeckoro npenaparta (M3M). Mbl npuBoaum co6-
CTBEHHOe HabnoAeHNe pebéHKa, y KoToporo 33 HeBepHO onuMcbiBanach Kak rMncapuTMus, 1 U3-3a NMofio3peHUs Ha Halmume SnnenTuYecknx
cna3mMoB 6bina HasHayeHa ropMoHanbHas Tepanus. Takum o06pa3om, y AeTell paHHero Bo3pacTa C 3aePKKOIN Pa3BUTWSA, KAPTUHOWN PYTUHHOWA
33T, cXoXel C rTMMcapuUTMUENA, HO C OTCYTCTBUEM KIMHNYECKKX 1 I[-NaTTepHOB CMa3moB, HEOOXOAMMO NpoBeAeHne BUAEO-DI-MOHUTOPKHTa
C 3aNuUCblo CHa AJIA UCKIIOYEHUA NaTTepHa «NCeBAOrMNCAPUTMIUNY, UTO ABNAETCA 0COBEHHO BaXKHbIM Npu nofo3peHun Ha CA. Mpu neyeHunn
anunencun y aetein ¢ CA Heo6X0AUMO NPYAEPKNBATLCA PEKOMEHAYEMOTO, MO AaHHBIM NUTEPaTYpPbI, anroputMa Bbibopa M.

KnioueBble cnoBa: cHApoM AHrenibMaHa; MyTauma reHa UBE3A; snunencus; Tepanus; 930
Cob6nioaeHne 3TMYECKUX CTaHAAPTOB. [oyyeHo MHGOPMUPOBaHHOE AOBPOBOJIbHOE COorflacke OT poauTenell NauneHTa.
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Zareta K. Gorchkhanova, Elena D. Belousova, Ekaterina A. Nikolaeva, Aleksandra M. Pivovarova

Epilepsy and EEG features in Angelman syndrome

Academician Yu.E. Veltishchev Research Clinical Institute of Pediatrics and Pediatric Surgery, Pirogov Russian National University, Moscow,
125142, Russian Federation

Angelman syndrome (AS) is an orphan disease caused by loss of function of the maternal allele of the UBE3A gene on chromosome 15 (region
15911.2-q13), characterized by severe mental and speech retardation, movement disorders, unique behavior in the form of frequent laughter,
and epileptic seizures with characteristic anomalies in EEG. Epilepsy is often drug-resistant, generalized seizure types dominate, among which
myoclonic seizures and atypical absences are the most common. Infantile spasms are rare in AS children, but the EEG pattern, especially in infancy,
in the form of diffuse slow-wave activity with multiregional and generalized epileptiform activity, may resemble a hypsarrhythmia pattern. We
present own observation of a child in whom the EEG was incorrectly described as a hypsarrhythmia pattern, and hormonal therapy was pre-
scribed with suspicion of epileptic spasms. In this article, we made a brief review of the literature on the treatment of epilepsy in AS patients with
arecommended algorithm for choosing an antiepileptic drug (AED). In young children with developmental delay, a routine EEG pattern similar to
hypsarrhythmia, but with out of clinical and EEG patterns of spasmes, it is necessary to conduct video-EEG monitoring with recording of sleep, to
exclude the“pseudo-hypsarrhythmia” pattern, which is especially important when Angelman syndrome is suspected. In the treatment of epilepsy
in Angelman syndrome, it is necessary to adhere to the recommended, according to the literature, algorithm for choosing AEDs.
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BBepeHne

Cungpom Anreiapmana (CA; OMIM #105830; kom
no MKB 10 Q93.5) — pemkoe HEHpPOTreHETUIECKOE
3a00jieBaHME, BBI3BAHHOE IIOTeped (YHKIUM MaTe-
puHCKOoro ajuienst reHa UBE3A B xpomocoMme 15 (yua-
ctok 15q11.2-q13). YacToTa BcTpeyaeMocTn — 1 ciayyait
Ha 12 000—20 000 xuBbIX HOBOpOXAEHHBIX. CA XapakTe-
pU3yeTCsl TSKENBIMM KOTHUTUBHBIMU PaCcCTPOMCTBAMU,
OTCYTCTBHEM DKCIIPECCUBHOM pPeuM, YHUKAJIbHBIM IOBE-
JEeHUEM B BUIE YaCTOTO CMeXa, IBUraTeIbHON AUCPHYHK-
LUel, SMWICNTUYECKUMU IMPUCTYIaMM U aHOMAaJbHOM
anekTposHuedanorpammoii (833I) [1]. IIpu CA cyme-
CTBYIOT YEThIpE MPU3HAHHBIX MOJIEKY/ISIPHBIX MEXaHU3Ma
3aboyieBaHMs: neneuus pernoHa 15ql11.2ql13 xpomoco-
MbI 15 MatepuHcKoro npoucxoxnenus (70—75%); myra-
st B MaTepuHcKoM reHe UBE3A (15—20%); oToBcKas
omHopoautenbckas aucomust (5—7%); medekT LieHTpa
uMinpuHTUHrA (3—5%) [2—4]. ®eHoTuNMYECKKE OCOOEH-
HOCTU BapbUPYIOTCS B 3aBUCUMOCTU OT MOJIEKYJISIPHOTO
rmoarumna |3, 6].

Hapsiny ¢ uHTeNIeKTyaJbHBIMA M ABUrAaTEIbHBIMU
HapyLIEHUSIMU SIPKUM KJIMHUYEeCKUM IposiBieHueM CA
saBisieTcs smwiencust. OHa otMedaeTcs yacto — 90% Beex
cliydaeB, HauboJiee YacTo B TpyIle AeTel ¢ neneuuneit, 3a-
TparuBatonieii reH UBE3A. B rpynre peteil ¢ Myranueit
reHa UBE3A 1 OTIIOBCKOM OMHOPOIUTEIBCKON TUCOMUEH
SMUJIETICUST BCTpedaeTcsl B 75% ciydaes, a Ipy Hapylile-
HUM HeHTpa mMmnpuHTuHra — B 50% [7—9]. A. Moncla
¥ coaBT. cpaBHWIM 20 malMeHToB ¢ nejienueit n 20 maum-
€HTOB 0e3 TaKOBOM M OTMETWJIM, YTO BCE IMalLlMeHThI 0e3
JeJIeLIy UMENIKM peaKue MPUCTYIbL, a 7 u3 20 malueHToB
(Bo3pactHoOIt nuara3oH 4—30 jeT) BoBce HE MMENIH IIpH-
CTYIIOB, M HECKOJIbKUM MallieHTaM ObUIa OTMEHEHA Mpo-
TUBOCYIOPOXHAs Teparus 0e3 MOCIeAyIONIero pelyuaBa
npuctynos [10]. B koropTe manueHToB 6€3 IeJIeliiy He OT-
MEYaJIMCh TOHMKO-KJIOHMYECKUE IIPUCTYIIbI, SIMJICIITHU-
YecKUe CIa3Mbl M CTAaTyCHOE TeUYeHHE MUOKIOHUYECKMX
MIPUCTYIIOB.

Clinical cases

responsibility for the integrity of all parts of the manuscript and approval of its final version.

KnuHunyeckne oco6eHHOCTN 3nunencum

I[luxk nedGloTa 3MUIACIICUM TMPUXOOUTCS Ha BO3PacCT
ot 1 roga g0 3 net. ITo manabiM N. Khan ¢ coaBr., cpen-
HU1 Bo3pacT Hayvaia snujerncu — 1 r 7 Mec (IuarmasoH
ot 3 Mec 10 5 ner). Y 25% nereii 1e6OT IPOUCXOIUT B BO3-
pacte 10 1 roma, 4TO YacTO acCOLIMMPOBAHO C yYepTaMuU
aytusma [11]. ¥V 1/3 mereil mepBbIit IPUCTYIT IIPOBOLIPY-
eTcsl TUIIEpTEpPMUEi, B YaCTHU Cliy4aeB — cyodeOpunbHOi
Temnepatypoii [12]. @eGpuibHbIe TPUCTYITBI Y HEKOTOPBIX
601bHBIX ¢ CA MOTYT OBITh €IUHCTBEHHBIM TUTIOM ITPUCTY-
a, HO Yallle BCero BO3HUKAIOT U apeOpUIIbHBIE TPUCTYIIHI.
Kaxk npaBuiio, rocie 14 geT yacToTa NpUCTYIIOB YMEHbIIIA-
eTCsl, U OHM ITOJTHOCTBIO MpeKpalaTcs nocie 16—20 et
[13, 14]. I[Tpuctynsl mpu CA 0OBIYHO reHepaJIn30BaHHEIE,
Ho nouty B 30% cityyaeB BcTpevaloTcsl (hOKaJlbHbIE IIPH-
CTYIIbI, KOTOPHIE HE ObIBAIOT €NMHCTBEHHBIM TUIIOM IIPU-
cryma [12, 13, 15].

O6bryHO y manueHToB ¢ CA OTHOBPEMEHHO BO3HM-
KaloT HECKOJbKO THUIIOB IPUCTYNOB. B MiageHYeckom
BO3pacTe caMblil pacIpOCTpaHEHHBIA TUI MPUCTYIIOB —
MuokinoHnvyeckuii. ITo3xke, K 2 romam NpUCOSOUHSIOTCS
aTUIMYHBIC a0CaHCHl M aTOHWYeCKUe NpucTymbl. EcThb
COOOIICHMS O CIIydasiX MHGAHTWIBHBIX CIIa3MOB, HO 3TOT
TUII IPUCTYIIOB, KaK MPaBWIIO, peaKo BcTpevaeTcs mpu CA.
Bonee 95% nalueHTOB ¢ 3MUIEIICUE MOIYT UMETh €XKe-
THEBHBIC MPUCTYIIBI B TEUEHHUE OTPAaHMUYCHHOIO Iepruoaa
BPEMEHM B pPaHHEM BO3pacTe. DIMWICNTUYSCKUM CTaTyc
BcTpeuaetcs: B 35—85% ciyyaeB 1 Haubosiee 4acTo — MpU
KpPYIHBIX Aeneuusx permoHa 15ql1.2-ql13. B ocHoBHOM
HaOJIomaeTcss MUOKJIOHUYECKUI CTaTyC B BUIE IPOMOJI-
KUTEJbHBIX (PparMeHTapHbIX MUOKJIOHUI ¢ aTUITMYHBIMU
abcaHcaMM uaM 0e3 HUX, C HapylleHWEM OCO3HAHHOCTHU
U cloHOoTedeHueM. KiimHu4yecku B 3TOT neprona y 00b-
HbIX ¢ CA MOXET OTMeYaThCsl perpecc ABUTATEIbHBIX Ha-
BBIKOB B BUJIE€ YXYIIIEHUS IIOXOIKHU BILIOTh 10 HEBO3MOXK-
HOCTH XOIbOBbI.

BeccynopoxHblii cTaTyc SIBIISIETCS PacpoOCTpaHEH-
HBIM siBJieHHeM y aeteil ¢ CA. OH MOXeT IJIUThCS OT He-
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CKOJIBKMX YacOB 0 HECKOJBKUX THEH, OOBIYHO ITPOSIB-
JISIETCS  CNTa0OCThIO, COHJIMBOCTBIO, YacTO C TOTepeit
paHee TIPUOOPETEHHBIX HABBIKOB, CHMXXEHUEM KOMMY-
HUKAllMM M aKTWBALIMEH SIMICTTU(MOPMHBIX pPa3psIoB
Ha O3I. beccymopoXHbIil cTaTyCc OOBIYHO KIMHUYECKHU
HE COITPOBOXKIACTCS SMUICTITUYSCKUMU IIPUCTYIIAMU, WU
OHM KpaliHe peIKHe ¢ MUHUMAJbHBIMU TIPOSIBJICHUSIMU
(TTomBemeHMe TIa3 BBEPX, JIETKUE PEAKNE KUBKU TOJIOBOM,
MHOKJIOHMHU), TIO3TOMY MOTYT OBITh HEpacIiO3HAHHBIMU
ponutenssmu [16—18]. CrnemoBaresbHO, €CIA POLUTETN
JKaJTyI0TCS Ha Perpecc HaBBIKOB, M30BITOYHYIO COHIIMBOCTh
y peberka ¢ CA, HeoOoxonuMo TipoBeaeHue DDI miga mc-
KJTIOUEHMST OECCYIOPOKHOIO SIMIETITUIECKOTO cTaTyca.

Kpome Toro, y nereit ¢ CA yacTo oTMedaeTcsl Hed-
ONWIECNITUYCCKUA MUOKJIIOHYC, KOTOPBIA MaKCHUMAaJIbHO
MPEenCcTaBiIeH M YCWJIMBACTCS NpPU BEPTUKAIU3AIUU Pe-
O0EHKa ¥ MPUBOAMUT K BHIPAXKCHHBIM IBUTATEJIBHBIM pac-
crpoiictBaM. M3BeCTHO, YTO MHMOKJIOHUYECKUE CYIOPO-
T'M BO3HMKAIOT B MJIAAIINX BO3PACTHBIX I'pYyIIax, TOTIa
KaK HeSIMWICTITUICCKU MUOKJIOHYC — B TIOAPOCTKOBOM
u B3pocioM Bo3pacte [19]. Oba cocToSTHUST MOTYT OBITH
VHBAJIUIU3UPYIOIIUMHU, YCYTYOJIsisl IBUTATEIbHbBIE HApY-
meHusI. MUOKIIOHNYECKNE SIMUJICIITUICCKAE TTPUCTYITBI
MMEIOT YETKME KOppelsiiuu ¢ pa3psgaoM Ha DI u, kak
MPaBWJIO, KOHTPOJIUPYIOTCA C MOMOIIBIO ITPOTUBOCYIO-
POXHBIX IIpernapaToB, B OTIWYME OT HEIMWICIITUICCKO-
ro MMOKJIOHYCa, KOTOPHI HE KOPPEIUPYET C pa3psaoM
Ha D3I, He compoBoOXmaeTCsT HUKAKUMHU NU3MEHEHUSIMU
co3HaHus [18, 19] u ¢ TpyZoM KOHTPOJHUPYETCS MeIuKa-
MEHTO3HOM Tepanuei.

Buneo-D3I'-MOHUTOPUHT MOXKET IOMOYbL OIpeIe-
JINTh, SIBJSIETCS JIM TOBEACHYECKUM 3MHU30 MPUCTYIIOM
WJIN HE3MWICNTHICCKUM coobiTeM. CienoBarenbHO, Je-
TSIM, OCOOEHHO paHHero Bo3pacTa (1o 3 jet) ¢ CA, mpen-
MOYTUTEILHO TIpOBeleHUe BUae0o-DDI-MoHUTOpUHTA
C 3aITMCHIO CHA U XKeJIaTeJIbHO C YCTAHOBKOM JOTIOIHUTE -
HBIX MUOTPaPUIECKUX 3IEKTPOAOB (€CIU ITO MTO3BOJISIIOT
BO3MOXXHOCTH KabuHeTa D3T) ¢ 1enbio nuddepeHInaIb-
HO¥ ATMArHOCTUKHU SMIICHTUICCKUX IPUCTYIIOB U HEIITH -
JIETITUIECKUX TTAPOKCU3MATIbHBIX COCTOSTHU.

dnekTpo3Huedanorpamma

Kaxk n3BectHo, DBI' y maumeHToB ¢ CA xapakTepu-
3yeTCS BBICOKOW aMIUIATYAOM MEIJIEHHBIX BOJIH C OTCYT-
CTBUEM HOPMAaJbHBIX (DOHOBBIX PUTMOB. BrIcOKOaAMILIM-
TyAHble MeieHHble BoJIHBI (> 300 MKB) ¢ 3a3y0peHHBIM
nenbTa (notched delta) marreprom (1—3 I'i) mpucyTCcTBYET
6ojee yeM y 90% malueHTOB, YTO [IOMOTAaeT B PaHHEM I10-
cra”HoBKe nuarHosa (puc. 1) [20—23]. Kaptuna 60apcTBO-
BaHus 1 cHa 1o DIy 60mbHBIX CA, 0COOEHHO B paHHEM
Bo3pacTe, He TuddepeHIUpyeTCcs, 30HAIbHbIE Pa3INYns
CIVIaXXEHBI WJIM BOBCE OTCYTCTBYIOT. Y MAIlMEHTOB OT 3 Mec
1o 2 et KaptuHa 33 cxoxa ¢ TMIcapuT™Mueid 1 MHOTUMU
Helipodu3nosoraMu HEBEPHO OIMCHIBACTCS KaK MOIM-
(ULIMPOBAHHBINA BapUAHT TUIICAPUTMUU (4allle KaK «Mej-
JICHHOBOJIHOBOM BapHaHT» ), YTO MOXKET IPUBECTU K OLIM-
OOYHOI NMArHOCTUKE BMWICIITUYECKUX CIIa3MOB M, KakK
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CJICICTBUE, K HA3HAYCHMIO TOPMOHAJIBHOM Tepaluu WIn
BUTabaTpUHA.

B ny6aukanuu S. Darteyre ¢ coaBT. IpUBOAUTCS UHTE-
pecHOe COODIICHNE O IEBOYKE B BO3pacTe 7 MeC C 3aIepPK-
KO pa3BUTHS, TSIKETOU TMITOTOHUEN, MUOKJIOHUYECKUMU
MMOASPTUBAHMUSIMU, TTIOAO3PEHMEM Ha CIIa3Mbl M KAPTUHOM
D3I, moxoxeil Ha runcaputMuio. JleBouke ObUI Ha3Ha-
yeH BurabdarpuH B 1o3e 100 Mr/Kr B CyTKH, 9TO IIPUBEIIO
K YCUJICHUIO MUOKJIOHMYECKHUX TIPUCTYIIOB U IIpodieMaM
¢ KopmiieHUeM. [Ipu mpoBeaeHNN TeHETUIECKOTO MCCIIe-
JIoBaHMsI Obljla BbISIBIeHA Aeneuus B objactu 15q11-13.
ABTOpPBHI TaHHOW CTaTbM OTMEYAIOT, YTO OLIMOOYHAS M-
arHoCTMKa MHGAHTWIBHBIX CTIa3MOB BO3MOXHA M3-3a Ha-
JINYMsI YHMKAJIbHOIO MaTTepPHA «IICEBIOTUIICAPUTMUM» Ha
D3I, KoTophIii 0COOEHHO BBIpaXkeH y manueHToB ¢ CA
B Bo3pacte ot 3 Mec jo 2 net. B nudpdepenunanbHoit gu-
arHOCTHKE MOTYT IIOMOYb CJICAYIOIINE OTIUYUS «IICEBIO-
rUncapuTMumn» y 00abHbIX ¢ CA OT marTepHa TMIICApUT-
MMU: TpeodamaHre MEIICHHBIX BOJIH Hal SIUJICIITH-
(bopMHBIMM paszpsimaMu; OTCYTCTBHUE pPa3IUUMil MEXIY
kaptuHoil DDI' B cocTosSTHMM OOIPCTBOBAHUS M CHA; OT-
CyTCTBHE (pparMeHTalnM Bo cHe [24]. XoTsd mpouwio yxe
0oKoJ10 12 et ¢ MoMeHTa Imyosmkanuu cratb S. Darteyre
M COAaBT., aHAJIOTMYHbIE Cy4Yau HepeAKM B IPaKTUKE He-
BpoOJIOTa 1 IeaUaTpa, OYeHb CJIIOKHO, OCOOCHHO B paHHEM
BO3pacTe, M3-3a IPOHOJIKEHHON BBICOKOAMIUIMTYIHOM
Inddy3HoiT nebTa-aKTUBHOCTH pasrisaeTh notched-del-
ta-marTepH.

Ha pmc. 2 npencrasneH ¢pparment 331 B cocTosiHIA
OompCcTBOBaHMS MallMeHTa B Bo3pacTe 10 mMec, KOTOpbIit
OBbLI HAIIpaBJICH Ha MCCIEHOBAaHME B CBSA3M C 3aICPKKOM
TICUXOMOTOPHOTO pa3BuTUs U TpemopoM. Ha DBI peru-
cTpupoBaiach IUdOy3HasT BBICOKOAMIUIATYIHAS JIeJIb-
Ta-BOJTHOBasl aKTUBHOCTD C BKJIIOUCHHEM CITAliKOB, 3a3y-
OpeHHBIX AenbTa-BoiaH. Heitpodusnomorom kaptuna 39T
paclieHeHa Kak BapMaHT MOAM(MUIIMPOBAHHON TUIICApUT-
MUHU, U peOEHKY ObLT Ha3Ha4YeH BUTradaTpuH. B KoHIIe cTa-
TBM MBI TIPEICTaBIISIEM TOIPOOHOE OIMMCAaHWE aHAJIOTHY-
HOTO KJIMHUYECKOTO HabJIoneHNsI, Koraa peOEHKY B BO3-
pacre 8 Mec OblJIa Ha3HaYeHAa TOPMOHAIbHAS TepaITus.

B psne caydyaeB xapakrtepHbie mist CA maTojioruye-
ckue n3MeHeHuss DOI B BUIE BHICOKOM MpencTaBIeHHO-
CTH BBICOKOAMILIMTYIHBIX AEJIBTa-BOJIH MOTYT BCTPEYATh-
CsI VI IIPY HEKOTOPBIX IPYTUX TEHETUUECKMX 320016 BaHUSX,
SIUJIETITUYECKUX SHIeDanonaTusax. K mpumepy, mpu cuH-
npome Perta DOI" nmeer cramuitHOCTh UBMEHEHUM, NETb-
Ta-3aMeJIeHne CTAaHOBUTCS 0oJiee BBIPAXKCHHBIM U TIPH-
HUMaeT TPOIOJLKCHHBIN XapakKTep B CTapllieM BO3pacTe
(puc. 3), B ommmune ot CA, Korma mejbra-3aMeIiceHue
Oosiee BbIpaxkeHO B paHHeM Bo3pacTte [25]. [1pu cunapome
Bonbsha—XupiixopHa (CMHIPOM nejelinu 4p) Takke B ho-
HOBOI1 3aIMCH TOMUHMPYET AeJIbTa-3aMemieHue (puc. 4),
HO B muddepeHINaTbHON AMAarHOCTUKE HaM ITOMOTaeT
cneur@uuecknii (PeHOTUTT MaleHTa ¢ MHOXECTBEHHbBI-
MM BPOXIEHHBIMU Mopokamu [26, 27]. Ilpnu snunentu-
YeCKUX SHICPATONATUsIX ¢ MHGMAHTUILHBIMU CITa3MaMu,
KOTOpBIE OOBIYHO IeOIOTUPYIOT B Bo3pacTe no 1 roga, Ha
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DT peructpupyercs nmaTrepH TAIICAPUTMUU C MYIbTH-
pPEeTUOHANIBHOM 3MUIAEITU(MOPMHON aKTUBHOCTBIO (DA)
B COUETAaHUMU C CyINpeccueit 01M031eKTPUIECKO aKTUBHO-
ctu (puc. 5), uro He xapakTepHo 11 CA, a Ipu CUHIPO-
Me Jlennokca—Iacto Ha DDl ormevaloT crieuuduueckue

Puc. 1. Manbuuk, 1 rog, ¢ CA. 33T B cocTosiHUM 60APCTBOBAHUA.

KnuHunuyeckne cnyyan

MaTTePHbI B BUIIE KOPOTKUX IMPOOETOB reHepaln30BaHHOM
OBICTPOBOJIHOBOM aKTMBHOCTU B COUYeTaHUU C IUDPy3-
HbIMKM/OU(PPOHTAIbHBIMU [E/IbTAa-BOJHAMM, C MEIJIeH-
HbIMM KOMILIEKCAMU OCTpasl BOJHA—MeUIEHHAass BOJIHA
(puc. 6) [28].

YyBcTBUTENbHOCTD 20 MKB/MM. [lenbTa-BosiHbI B 3afiHVX OTAenax, popmupytoLme 3a3ybpeHHble MeaneHHble BoniHbl, — Notched delta-natTtepH.
Fig. 1. 1 year-old boy patient with Angelman syndrome (AS). EEG during awake state.
Sensitivity — 20 uV/mm. Delta waves in the posterior areas forming notched slow waves — Notched delta pattern.

Puc. 2. Manbuuk, 10 mec, c CA. 33l B cocToAHUN 60A4PCTBOBAHUA.

YyBCTBUTENbHOCTb 14 MKB/MM. MpoaonkeHHble BbICOKOAMMUTyaHble Auddy3Hble fefibTa-BoSHbI C aKLEHTOM B 33iHNX OTAESaX C BKIUYEHNEM CMaiikoB.,
dopmupyioLLe 3a3y6peHHble AenbTa-BonHbl. KapTrHa 33T, cxoxas ¢ runcaputMueil, — NceBAormncapuTMms.

Fig. 2. 11 months old AS boy patient. EEG while awake.

Sensitivity 14 pvV/mm. Continued high-amplitude diffuse delta waves with an accent in the posterior regions with the inclusion of spikes, forming notched
slow waves delta waves. The EEG pattern is similar to hypsarrhythmia — pseudo-hypsarrhythmia.

Clinical cases
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KnuHunuyeckne cnyyan

Puc. 3. leBouKa, 14 ner, c cungpomom PetTa. I3[ B cocToaHUN 604pCTBOBaHMA.
L|yBCTBl/ITe‘l'IbHOCTb 7 MKB/mm. |-|p0,D,OJ1>KeHHaﬂ AeNnbTa-BONHOBAA akKTUBHOCTb C aMMINTYAHbIM aKLLEHTOM B J'IO6H0-LleHTpaJ1bHO-BepTeKCHbIX obnacrax.

Fig. 3. 14 years-old girl with Rett syndrome. EEG while awake.

Sensitivity of 7 uV/mm. Continuous diffuse delta wave activity with an amplitude accent in the frontal-central-vertex regions.

Puc. 4. Manbuuik, 1,5 roga, ¢ cuigpomom Bonbda-XupxopHa. 33T B coctoAHNN 604pCTBOBaHUA.
YyscTBuTenbHoctb 300 MKB/cm. inddysHoe fenbra-3amepneHue, notched delta-nattepH, 6uokumnutanbHasa JA.
Fig. 4. 1.5 years-old boy with Wolf-Hirschhorn syndrome. EEG while awake.

Sensitivity of 300 pV/cm. Diffuse delta wave activity, notched delta pattern, bioccipital epileptiform activity.

Tepanua

B nacrosee Bpems B ieueHnn 001bHBIX ¢ CA TIpyMe-
HSIETCSI TOJIBKO CHUMIITOMATUYeCKasl Tepalusi, 1 KOHTPOJIb
HaJ SMJICITUYECKIMU TTPUCTYIIAMM SIBJISICTCSI HanboJIee ak-
TyallbHOM TpobJiemoil. Ha ceromHsiHuii 1eHb HET CpaBHU-
TeJILHBIX MCCIIEMOBAaHMI IO olieHKe 3 dekTrBHOCTH ITpu CA
Pa3IMYHBIX MPOTUBORNMIENTHYeCKUX TpernapaToB (ITDIT).
KmmHndeckast mpakTuka OCHOBBIBAETCSI HA CEPHSIX CITyJacB
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[29—31]. MccnenoBaHus ToKas3aiv, yTo Haubonee 3dhdex-
TUBHBI TaKWe TIperapaThl, Kak Kj00a3aM | JIeBEeTHpalIeTaM,
KOTOpBIE MOTYT TIPUHECTH TIOJIb3Y C MUHUMAJILHBIM 1T000Y-
HBIM JAEMCTBUEM U TTO3BOJISIIOT KOHTPOJIMPOBATh 10 80% TIpu-
ctynoB. HanHble [1911 pekoMeHayI0TCS B KQUueCTBE MEePBOM
JIMHUM JiedyeHus snuiencuu y naimumeHToB ¢ CA. Ilpenrmno-
YTeHWe MPY BBIOOPE TIperapaTa GeH3aaa3emMHOBOTO psina
JTOJIKHO OT/IaBaThCSl MUMEHHO KJ100a3aMy, a He KJIOHa3eramy,
B CBSI3U C YaCThIM pa3BUTHEM MPY Ha3HAYSHHMHM TIOCIIEITHETO

Clinical cases
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KnuHunuyeckne cnyyan

Puc. 5. leBouka, 10 mec, c cuHgpomom BecTa. I3I-coH.

YyecTBUTENbHOCTL 150 MKB/CM. [Mncaputmua. NMeprioabl cynpeccum 6Mo3neKTpryeckon akTBHOCTY BO CHE.
Fig. 5. 10 months-old girl with West’s syndrome. EEG during sleep.

Sensitivity of 150 uV/cm. Hypsarrhythmia. Periods of suppression of bioelectric activity over sleep.

Puc. 6. Manbuuk, 9 nert, c cuHgpomom JleHHoKca-lacTo. 93I-CoH.

YyscTBUTENbHOCTD 100 MKB/CM. [eHepanu3oBaHHas NapoKcm3manbHas 6biCTpas akTUBHOCTb, AndPy3Hble AeNibTa-BOMHbI 1 MeASIEHHbIE KOMIMIEKChI
cnank-BosHa.

Fig. 6. 9 years boy with Lennox-Gastaut syndrome. EEG over sleep.
Sensitivity of 100 pV/cm. Generalized paroxysmal fast activity (GPFA), diffuse delta- waves and slow-spike-wave (SSW) patterns.

MoOouYHbIX 3¢ deKToB (cemaTuBHOro 3¢deKTa, CHUXKEHUS csl TapaJuleIbHO pacCMOTpeTh OUeTOoTepariuio, KoTopasi
MBILLIEYHOTO TOHYCa M TOBBILIEHHOIO CIIOHOTEYEHM), YTO  BKIfo4aeT KetoreHHyto auery (K1) [32, 33] wiu Tepamnuio

HebJ1aronpusaTHo 1151 naureHToB ¢ CA. ¢ HMU3KUM TimKeMuaeckuMm mHaekcom (JITUT) [34, 35].

[To naHHBIM TIUTEpATYpHI, € Ipenaparamu |-t iuHnu  KJI peKOMeHayeTcs Iid MJIAAeHLIEB U JeTeil, MoIydaro-
B JICYCHUU 3MWIETICUU Y TauueHTOB ¢ CA peKOMEHIYeT-  IIMX NUTAHUE 4Yepe3 30HJ, TOrma Kak I APYTuX AeTeil
Clinical cases 239
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KnuHunuyeckne cnyyan

JITUT pexomeHayeTcsl B KauyecTBe aueTorepanuu 1-it
muanu. Ecim JITUT He momHocThio 3ddekTnBHaA, €€
npeobpasyoT B KJI. IIpy pe3aucTeHTHOCTU MPUCTYIIOB
BO3MOXHa KOMOMHaluMs TpenaparoB 1-il auHUU C Ja-
MOTPHUIKMHOM, 3TOCYKCUMHIIOM, 30HUCAMUIOM WJIN TO-
mupamaToM. CorJacHO pPEeTPOCIIEKTUBHOMY aHAIU3y
M.H. Dion 1 coaBT. ZONOJTHUTEILHON Tepanuu (n = 5),
JIAMOTPUIKUH OKa3ancs 3(P(PEeKTUBHBIM MIPU COYECTAHUU
Pa3HBIX TUIIOB MPUCTYIIOB U XOPOIIO TTePEHOCHIICS OO0JIh-
HeiMu ¢ CA [36]. ITo manHBIM McCeI0BaHNUsSI Ha OCHOBE
onpocHuka, npopeageHHoro R.L.Thibert u coaBr., Tonu-
paMat ObL1 BTOPbIM HauboJiee 4acTO UCMHOJIb3YeMbIM I10-
ciie Banbnpoara [1DI1 [37]. OngHako MoOOYHBIE ACUCTBUS
TonMpaMaTa B BUJE YXYIIICHWS KOTHUTUBHBIX (DYHKIINIA
¥ TIONABJICHMS aIlleTHTa HeXeJIaTeIbHBI IS OOJIbHBIX
¢ CA, ocobenHo B gerckoM Bo3pacte. C. Sugiura u co-
aBT. MPOIEMOHCTPUPOBAIN UCITOJIb30BaHNE BRICOKHUX 103
9TOCYKCUMHUIIA B KOMOMHAIIUM C BaJbIIPOATOM IS JIeUe-
HUS aTUITMYHBIX abcaHcoB y 2 manmeHToB ¢ CA [38]; 6110
OTMEUEHO 3aMETHOE KIMHUYECKOE YIYYIIeHHE B COUeTa-
HUM C TTOJABJICHNEM KOMIUIEKCOB CITaiik—BoJiHA Ha D3OI,
IIpennoyTUTeIbHO MCIOJb30BAaHME KOMOMHALIMM Bajlb-
IIpoarta ¢ 3TOCYKCUMUIOM Y OOJIBHBIX ¢ pedpakTe pHBIMU
abcancamu. B uccinenosanuu M. BoObIIOBOI M COAaBT.
MakcumanbHo 3¢dexkTuBHbIMU [1DI1 B MoHOTepanuu
0Ka3aj1Ch BaJIbIIpOEBas KMUCJIOTA, JIEBETUPAIleTaM, 3TO-
CYKCHUMUI, B AyOTepaItMi — BaJIbIIPOEBasi KMCJIOTa B CO-
YeTaHUH C JICBETHPALIETAMOM UJI 3TOCYKCUMUIOM, pexke
KOMOWHAIIMS JieBeTHpaleTaMa ¢ 3TocykKcuMumoMm |[39].
Ilo maHHBIM JUTEpPATYyphI, BEICOKAS YAacTOTAa MOOOYHBIX
a(PekToB (YycuaeHue TpemMopa, He3NMUIEITUIECKOTO MU~
OKJIOHYyCa, HapylIeHUEe PaBHOBECHSI, PETPecC MOTOPHBIX
HaBBIKOB), BBI3BAaHHBIX BaJIbIIPOCBOM KMCJIOTOM, SIBIISI-
eTCsl MPUYMHOM e€ 4YacTOM OTMEHbI B CTapllieM BO3pacTe,
ClIe0BaTENIbHO, ITOT IpeIapar XejJaTeJbHO Ha3HadyaTb
TOJILKO B UCKJTIOUUTENIbHBIX caydasx [31].

Jannbix nmo sdpdexkruBHocTr HoBeimmx [1DI1 Ha
CEeTONHSIIHUN IeHb HeT. PybrHaMun u nmepamIiaHesn uc-
MTOJIb30BAJIMCh B HEOOJIBIIINX CEPUAX CIyJaeB IS JICICHUS
HE3MWISTITUISCKOTO MUOKJIOHYCA, HO B HACTOSIIEE BpEMSI
CYIIECTBYIOT OTpaHUYEHHBIC TaHHBIE 00 X 3¢ (HEKTUBHO-
ctu [40]. Jaxe ecnn ux 3¢pGeKTUBHOCTD MMOKa He 10Ka3a-
Ha B JBOMHBIX CIICTIBIX MCCJICIOBAHUSIX, OHU MOTYT OBIThH
Ha3HAYCHBI SIUJIETITOIOrOM. [1py pe3ncTeHTHOM TeYeHN U
SIUJICTICUM OMHUCAHBI CIydad XUPYPTrUYECKOTO JICUCHUS
(MMIUIaHTALMSI CTUMYJISITOpa OJIyKIalollero Heppa, Kajl-
no3oromus) [41, 42].

Taxkue I1DI1, kak peHOOAPOUTAT, TPUMUIOH, KapbOa-
Ma3enuH, (PeHUTOMH M BUTA0ATPUH MPOTUBOITOKA3AHBI,
0COOEHHO ITPY HATMIMY MUOKJIOHUIECKUX ITPHCTYIOB IIPU
CA [43]. B Hacrog1iee BpeMsI CylIeCTBYeT npernapaT KaHa-
ounnon (He 3apeructpupoBaH B Poccuit), KOTOpHIif MOXKET
HCIIOJIb30BAThCS IIPU PE3UCTEHTHOM TEYCHUM SIUJICTICUU
npu cuHapomax pase, JlenHokca—I'acto, Jly3e, Aiikap-
I, TyOEpO3HOM CKJIEpO3€e, paHHE! AMUICITUYECKON 3H-
uedanomnaruu 2-ro tuna (CDKLS5-aH1Iedanonarus), mpu
nynnukanuu 15q [44, 45]. CyliecTBYIOT OTAEIbHBIE CO00-
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meHus: 00 3(PGEeKTUBHOCTY KaHaOMIMona y IMalueHTOB
¢ CA, HO HEOOXOAMMO TIHIATEJIbHOE PAaHIOMU3MPOBAaHHOE
KJIMHUYEeCKoe wucciienoBanve. Kanabumuon — MHOro-
oberraroiee JeKapcTBO OT SIMWICTITUYSCKUX ITPUCTYIIOB,
1 OHO MOXET ITOMOYb MPHU HESMMICIITUIECKOM MUOKIIO-
HycCe.

HOna XynmupoBaHMSI IIPOJIOHTHPOBAHHOTO  (OoJee
3—5 MWH) 3MUIETITUYECKOrO MPUCTYIIa C TOHUKO-KJIO-
HUYECKUMM CYIOpOTaMU PEKOMEHIYeTCs 3alleYHbI MU-
Ja30JlaM WJIM Oua3eriaM, pacTBOP PEKTAIBHBIA B MUKPO-
kmm3Max (B Poccum — pekranpHbIN cnba3oH). IaHHBIE
JIEKapCTBa XKeJIaTeJIbHO MMETh B allTeYKe POMUTENISIM IeTCH
¢ CA mi1st BO3MOXHOCTHA OKa3aHUsI 3KCTPEHHOI TTOMOIIIN.
ITo manupM L.Worden u coaBrT., mist KymupoBaHUsT Oec-
CYIOPOKHOTO SIMICTITUISCKOTO CTaTyca PeKOMEHIYeTCs
HCTIOIB30BaTh IIEPOPATbHO OHMa3eraM B CYTOYHOM HO-
3e 0,32 mr/kr, 2—3 pasa B ieHb B TedeHuM 4—12 nHeit [46].
ITpu Hea(ppekTUBHOCTM ITHMa3erama HeoOXOaUMa TOCITH-
Taau3aluMsl DI TIPOBEICHMSI TOPMOHAJIBHON Teparmmu
(TIpeTHU30JIOHOM) Y TOIKITIOYCHUS K Tepanmuy OCH3011-
azenuHOB (KyIobazaM, KJIOHa3eraM, Jopas3elaMm), a TaKkKe
IHUeToTepanuu (orpaHMYeHUE YIIeBoIoB) [47].

[IpencraBnsgemM ommcaHnme peOEHKA C TeHETUYECKU
noarBepxnéHHbiM CA (meneunust permoHa 15ql1.2q13),
C paHHUM JIe0I0TOM SIUIETICUU, KapTruHOM DDI, Toxoxeit
Ha TUIICAPUTMMIO, YTO SIBUJIOCH NMPUUYMHON Ha3HAYECHUS
TOPMOHAJIBHOM TEPaIiy, XOTS HAIMYKE CTIa3MOB He OBLIO
nmokazaHo. HyXXHO OTMETUTD, YTO B TaHHOM CJIy4ae KyITHh-
POBaHME MPUCTYIIOB OBUIO TOCTUTHYTA ITOCJE MOIKITIOUE-
HuUg 6eH301Ma3enrHa.

KnuHunuyeckum cnyvai

Manbuuk M., 4 roga, HaGmogaetcs B HayuHo-uc-
CJICIOBATEIbCKOM KIMHUYECKOM HWHCTUTYTE TeIUaTpUr
" JeTckoil xupyprum nmenu akanemuka FO.E. Benbruie-
Ba ®I'AOY BO PHUMY um. H.U. ITuporosa Munsapasa
Poccuu ¢ Bospacra 1 roma 4 mec.

Kayobwl Ha AMWIENITUYSCKUE TIPUCTYIIBI, TPEMOP PYK
IIpY TIPOOYKIEHNH, 3a0ePKKY IICUXOMOTOPHOTO Pa3BUTHSI.

AHaMHe3: MaJbuyMK OT 2-ii GepeMeHHOCTH (IeBOY-
Ka 5 jet oT 1-ii 6epeMeHHOCTH 310pOBa), MpPOTEeKaBIIei
6e3 ocobeHHOoCTel, Ha 37-11 Henmele 6epeMeHHOCTH — DKC-
TPpEeHHOE KecapeBo ceueHue, no naHHbIM Y3U — 3agepxk-
Ka BHYTpUYTpOOHOro pa3Butus. Macca Tejia mpu poxie-
Hum 2300 cMm, poct 47 cM, OKpPYXKHOCTb TOJOBBI 35 CM.
Ouenka no Anrap 7/8 6aminoB. JlnarHo3 B pOIMJIBHOM
IOMe: 3a7ep>KKa BHYTPUYTPOOHOTO Pa3BUTHUS 2 CTCIICHU.
IIcuxomoTopHOe pa3BuTHE C rpy0OOil 3a1ep:KKOIi, TOJIOBY
HayaJl yaepXuBath B 7 MeC, HE CUIUT, HE CTOUT, HE TOJI-
3aeT. B 3-MecssuHOM BO3pacTe MOSIBUJICS BBIPAKEHHBIN
TpeMop pykK. Briepsbie Ha DI ¢ 3ammchio cHa (B Bo3pac-
Te 4 Mec) 3aperucTpUpoOBaHO BHIpaXXEHHOE 3aMejIeHue
(boHOBOIT PUTMHUKH, BCIIBIIIKY ACIBTa-BOJIH ¢ (popMuUpo-
BaHMEM 3a3yOpeHHOro nmeibTa-narrepHa (notched delta),
MyJIbTUpernoHaabHass DA Bo cHe. MPT ronosHoro mo3ra
B Bo3pacte 3 Mec (08.10.2018) — cTpyKTypHBIX U3MEHEHMI
HeT. KoHCynbTHpOBaH HEBPOJIOTOM B 3,5-MeCIYHOM BO3-
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pacre, 3anono3peH CA, KOTOPBIi ObUT IIOATBEPXKIEH TeHE -
TUYECKHUM UCCIeNOBaHUEM (METOI METHIICTICITN(DUUSCKOM
II1IP) — BHIABIECHBI MONEKYISIPHO-TEHETUUECKHE H3Me-
HeHus, XxapakrepHbie 1151 CA (OTCYTCTBHE METHIMPOBAH-
HOTO ayiesist MpoMoTopHOit obnactu reHa SNRPN). I1o3-
XKe MpoBeAEH XPOMOCOMHbBIH MMKpPOMATPUYHBINM aHallu3
1 BbISIBJIEHA eJIeLMsI XPOMOCOMBI 15, pazmep 9642653 1.H.

B Bo3pacte 8 Mec mpoBeaéH Bumeo-DDI-MOHUTO-
puHT (puc. 7), O 3aKITIOYCHUIO — KapTUHA MOIU(DUIIM -
POBAHHOW TUINICAPUTMUU C AKLIEHTOM B 3alHEM PETUOHE.
Knuandeckn oTMedyaanch TPEMOp U XaOTHYHBIE MUO-
KJIOHMYECKHE TOJYKM TYJIOBHUINA M KOHEUHOCTEM, KOTO-
pble o4eHb Oecrokowtu Mmamy. HecMoTpst Ha oTCyTCTBUE
KIUHUYECKUX U CYOKIMHUYECKUX IMATTePHOB IIPUCTY-
TOB, B CBSI3U C MTOAO3PCHUEM Ha SIUJICIITUYSCKHE CTIa3-
MBI HEBPOJIOTOM II0 MECTY XKMTEJIbCTBA ObLIa Ha3HAYCHA
TOPMOHJIbHASA TEPANMUs TMAPOKOPTU30HOM B TaOJIETH-
poBaHHOIT (popme (kKopTed) mo cxeme (MaKCMMabHAS
HavaJbHasl 1032 8§ MI/KT C TIOCTEIICHHBIM CHUXXCHHUEM),
Kypc 5,5 mec. KiimHndecknx m sHuedazorpapuiaeckux
U3MeHeHMI Ha poHe Tepanuu He Obl10. B Bo3pacTe 1 ro-
Ia 4 Mec TIpu IMPOOYKIeHUM TTOSIBUJINCH OMIaTepajibHbIe
MHUOKJIOHUH KOHEYHOCTe MIPOIOIKUTETBHOCTHIO
no 2 ¢, 1o 10 3nM3000B MoApsa, KOTOpble KyNHMpOBa-
JIUCh TIOCJIe TOAKIIIoueHus1 neBetupaierama (40 Mr/xr).
B Bo3pacte 1 rom 9 Mec NMPUCOCTMHUINCH aTUITUMYHBIE
abcaHCHl B BUIE OCTAHOBKU JBUTATEIbHON aKTUBHOCTH
C MOCTEINeHHBIM HaKJIOHOM TOJOBBI BHepén mo 3—5 c
U C MUOKJIOHUSIMHU PYK, IO TUITY MUOKJIOHUYECKHUX a0-
caHcoB. K Tepanum moakio4éH aTocykeuMun (35 Mr/Kr)
C TIOJIOXKUTEJIBHBIM pe3yabTaToM. [IpucTymbl KymmmupoBa-

Puc. 7. Manbuuk M., 8 mec. D3I-COH.

KnuHunuyeckne cnyyan

HBI, HO COXpaHsSIaCh MYJIbTUPETMOHATbHAS DA ¢ aKIleH-
TOM B 3aIHEM PErMOHE, C BBICOKOM IPeACTaBICHHOCTHIO
BO cHe (65—70%) B cTpyKType nuddy3HbIX AeIbTa-BCIIbI-
11eK, 3a3yOpeHHol nenbTa. Yepes 5 mec mpou3o1uen pe-
IIUIWB MPUCTYIIOB C TTOCICOYIONINM CTaTYCHBIM TeUCHM-
€M aTUMUYHBIX a0CAaHCOB, MMOKJIOHWYECKHX abCAHCOB,
MHOKJIOHMYECKHUX IMTPUCTYHOB. OTMeUanNCh BEIpaskeHHAS
BSIJIOCTh, OTCYTCTBHE aIlIIETUTA, PErpecc HaBBIKOB (Iepe-
cTan yaepXXuBaTh rojioBy). Ha Buneo-33I'-MoHUTOpUHTE
(puc. 8, 9) — mpomomkeHHoe mUdpdy3HOE BBICOKOAM-
IUIMTYOHOE NeNbTa-3aMenjieHne, DA B BUAC TeHepalM-
30BaHHBIX W MYJIbTUPETHOHAJBHBIX pa3psiioB, 3aHMMa-
oumx 1o 100% samucu. Llukiabpl coH—OOIpCTBOBaHME
He nuddepenuupytorcsa. [ToBbilieHUE J03bI 3TOCYKCU-
muna 10 40 MI/KT ¥ BBeIEeHME IIpernapaTa BaJbIIPOSBOM
KMCJIOTBI 0Ka3aJioch HEeI(P(MEKTUBHBIM, MOSBUINCH He-
XeJaTeJIbHbIe SIBJICHUS B BuIe Bo30yxneHus. [Ipemapar
BaJILIIPOEBOI KUCIIOTH 3aMEeHEH Ha K1o6a3am (1,5 Mr/Kr),
OTMEYAaJIOCh 3HAYNTEJPHOE CHIDKCHUE YaCTOTBI IIPUCTY-
OB OO0 €IWHWYHBIX B IeHb. JleBeTupameraM IOCTeTeH-
HO oTMeHEH. [lo Bumeo-DDI'-monutopunry B 2022 T.
(puc. 10, 11) oTMedeHa MMOJIOKUTEIbHASI TMHAMHUKA B BU-
e 3HAYUTEIBbHOTO CHIDKEHUS MPEACTaBICHHOCTH IHD-
¢y3HBIX BBICOKOAMIUIUTYIHBIX HOeAbTa-BOJH M WHAECKCA
DA 110 HU3KUX 3HaYeHnit (25—30%).

B cratyce: pe6éHOK n100poKeIaTeIbHbIN, yiIbliOaeTcsl,
peub IpeacTaBieHa eIUHUYHBIMU 3ByKamu. ['pyboe Ha-
pylLIeHHEe Pa3BUTHUSI C BBIPAXXCHHBIMU ayTUCTUYECKUMU
nposiBieHusIMU. [1oaKOXHO-KMPOBOIM CJIOM MCTOHYEH,
macca 10 xr (< 3 nenTunm). Mukpouedanus (OKpyKHOCTb
rojioBBl 47 cM, 3 HEHTWIb), CKOIIEHHBIN 3aTHUIOK C «Ka-

YyscTButenbHocTb 300 MKB/cm. MpogonmkeHHas anddy3Has BbICOKOaMMINTYAHasA AeNbTa-BONIHOBasA akTMBHOCTb, notched delta-nattepH. Buokuymnutans-

HaA 1 reHepanusoBaHHadA JA. [aTTepH «nceBAOrUNCcapUTMUA».

Fig. 7. M. 8 months-old boy. EEG over sleep.

Sensitivity of 300 pV/cm. Continuous diffuse high amplitude delta wave activity, notched delta pattern. Bioccipital and generalized epileptiform activity.

The “pseudo-hypsarrhythmia” pattern.

Clinical cases
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KnuHunuyeckne cnyyan

Puc. 8. Manbuuk M., 2 roga 2 mec, c CA. 33I B cocToaHuM 60pcTBOBaHMA.
quCTBMTeJ‘IbHOCTb 20 mkB/mm. |-|p0,E|OJ1>KeHHaﬂ BbICOKOAMNNNTYAHAA AeNbTa-BOSIHOBAA aKTUBHOCTb, reHepann3oBaHHaA N MyNbTUPErnoHasabHaA JA.

Fig. 8. M. 2 years 2 months old boy. EEG while awake.

Sensitivity of 20 uV/mm. Continuous delta wave activity, generalized and multi-regional epileptiform activity.

Puc. 9. Manbuuk M., 2 roga 2 mec. 23I-coH.

YyBcTBUTENBHOCTL 20 MKB/MM. KapTuHa 331 Bo cHe He meHseTcA. MpopomxkeHHan anddysHan aenbTa-BONHOBAA akKTUBHOCTb, reHepan3oBaHHan U Mysb-

TMpernoHanbHas JA.
Fig. 9. M. 2 years 2 months old boy. EEG over sleep.

Sensitivity of 20 uV/mm. The picture of the EEG in a dream does not change. Continuous diffuse delta wave activity, generalized and multi-regional epi-

leptiform activity.

HaBKOI1». CBEeTJIOPYCHIC BOJIOCHI, TOJIYOBIC TJ1a3a. BICTY-
naromuii mondbopoaok. Pyku yacto nepxut Bo pty. M3-
OBITOYHBIE IBMKEHUS W BHICOBBIBaHMS SI3bIKa. IIpum Bep-
TUKAJIU3aliM TOJYKOOOpa3Hble, pe3Kue IBIKeHus. He
TOJI3aeT, He CUIUT, He CTOUT. YMepeHHasl TUIlepcainBa-
11sl. MbIlIeYHbI TOHYC TUITIOTOHUYHbII, OCOOEHHO B TYy-
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JIOBHINE, B HOTrax OMCTOHWYecKUil. CyXoXWiIbHBIC ped-
JIEKCHI pusmonorndeckue, D = S.

Texymass aHTUANWJICTITUYCCKAS Tepamus: 3TOCYKCH-
mun 33 Mr/kr + kinobasam 1,5 mr/kr. B HacTosee Bpe-
M m3penka (1 pas B 3—5 mHeit) MaMa OTMedJaeT SITH30IbI
KpaTKOBPEMEHHOM OCTaHOBKM B3opa (1o 2—3 c¢). OTMeda-
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Puc. 10. Manbuuk M., 4 roga. 33T B cocToAHUN 604PCTBOBAHUA.

KnuHunuyeckne cnyyan

YyecTBUTENbHOCTL 20 MKB/MM. 3a3ybpeHHas aenbTa-BoNHOBasA akTMBHOCTb — notched delta-natTepH.

Fig. 10. M. 4 years-old boy. EEG while awake.

The sensitivity is 20 uV/mm. Notched delta waves activity — notched delta pattern.

Puc. 11. Manbuunk M., 4 roga. 93I-coH.

YyectBuTenbHocTtb 30 MKB/mMMm. Notched delta-natTepH. BriokuunuTtanbHas JA.

Fig. 11. M. 4 years-old boy. EEG over sleep.

Sensitivity is 30 uV/mm. Notched delta pattern. Bioccipital epileptiform activity.

€TCs MOJIOXKUTEIbHAS TMHAMMKA B PAa3BUTUM: HavaJl yaep-
JKUBaTh UTPYIIKY B pyKe, IIepeBOpauMBaThCs C KMBOTA Ha
CIIMHY ¥ 00paTHO, TOSIBWJIACh OIOpa Ha HOTH.

ITpuBenE€HHbIA KIMHUYECKUNA CIydyail TeMOHCTPUPYET
HEOOXONUMOCTb  KJIMHMKO-3JeKTpo3HLepanorpagpuue-
CKOTO IIOATBEPKACHUS CIIa3MOB Y IeTell paHHEro Bo3pacTta
¢ CA c kaptuHoit D3I, HamoMuUHaIOIIEH TMIICAPUTMUIO.

Clinical cases

3ak/ouyeHve

YcraHoB/IeHME JAMarHo3a SMIWIENCUU, OIpenesie-
HUe TUIIa IpUCTyIa U auddepeHIManbHas JMarHoCcTUKa
C HE3MWICNITUYECKUMHU TapOKCU3MaJIbHBIMU COCTOSTHU-
ssMU y 60sibHBIX CA 3aTpyAHEHBI. DMUIENTUIECKIUE TTPHU-
CTYIIBI MOTYT OBITh 3aMacKMpPOBaHbI IOBEIECHUYECKUMU
OCOOEHHOCTSIMU U JOBUTaTeIbHBIMU PacCTPOMCTBAMU,
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KnuHunuyeckne cnyyan

PaBHO TaK Xe, KaK M IBUTATEJIbHBIC WM MOBEICHYCCKUE
paccTpoiicTBa MOTYT OBITH OIIMOOYHO pacleHEeHbl Kak
snujentudyeckue npuctymnbl. Haubonee mnoaBepKeHbI
OILIMOOYHOM AMATHOCTUKE AETH 1-TO rofa XX1U3HU ¢ rpyooit
3aIePKKOI TICMXOMOTOPHOTO pa3BUTHUS ¢ KapTUuHOK DT,
MOXO0Xel Ha «rurcaputMuio». HeBepHo ycTaHOBIEHHBIN
IMArHo3 MOXeT TpuBecTH K HasHadyeHuio [1DI1, B Tom
qycjae BUTA0aTpWHA, KOTOPBIM HeXelaTeJeH IMalueHTaM
¢ CA, a B psjie ciy4aeB 1 K HEOOOCHOBAHHOI TOPMOHAJIb-
Hoii Tepanun. CiienoBaTeIbHO, YIUTHIBAsI HATMYHE TPYOBIX
anoManmii Ha DI, B ToMm uncne notched delta-marrepHa
y 60osbHBIX ¢ CA, TpY MOIO3PEHNH Ha SITUJIETICUIO Tpeby-
eTcs mpoBeJeHre BuIeo-DD[-MOHUTOPUHTA C 3aITUChIO
CHA M perucTpalmeil KIMHNIECKUX COOBITUMA, SIBIISTIOIIMX-
cs1 IpeaMETOM KaJio0.

CiemyeT MIOMHHUTD O BEICOKOM YaCTOTE BCTPEYAEMOCTH
snwiencuu npu CA, o TpynHocTsIx auddepeHInanbHOro
MMarHo3a SMWICITUICCKUX W HEAMISTITUISCKUX TTapOK-
CU3MOB, a Takxe 00 oIpeneéHHbIX aJITOpUTMaxX BbIOOpa
[13I1 B neuenun snuitenicuu, oodyciopneHHoi CA.
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