250

[ R KER

5 83 % Bﬁﬂ#iﬁﬂl%]
H E250~E254

TR 2541 H

Epileptic spasms % & L 72 MECP2 $HISHAI EAERERERED 1 5]

"REL T ERR RN
"RRZFERRER S ER R

e AkN HHYF T o ywy v 2 A YA Y AvE

"tk K -WA BT - BH %E?"Z 7:»& Wt R R

1yHE by 43 LET b 43 rE b P V=t l:U?’JX 7!‘2!’*‘7"7;‘* I

AE RF-TE EF-ILIK &I‘“ /J\@ A EEART
(%38 ¥R244 11 A29H)

A Case Report of MECP2 Duplication Syndrome with Epileptic Spasms

Kaoru ETO', Masako SAKAUCHI', Shino SHIMADA"?, Yui OHT ANT', Mutsuki SHIODA’, Keiko ISHIGAKT',
Keiko SHIMOJIMA?, Toshiyuki YAMAMOTO"? Hirokazu OGUNI' and Makiko OSAWA'
! Department of Pediatrics, Tokyo Women's Medical University School of Medicine
?Institute for Integrated Medical Sciences, Tokyo Women's Medical University

Duplications in Xq28 involving the methyl CpG binding protein 2 gene (MECP2) are known to cause X-linked
mental disability in males, characterized by hypotonia in infancy, autism, epilepsy, frequent infections and a dys-
mophic appearance. Approximately fifty percent of patients present with epilepsy in childhood or adolescence,
and the seizures are often resistant to combinations of antiepileptic drugs. Atypical absences, myoclonic and
myoclonic-astatic epilepsy are reported, although the epileptiform pattern among patients has not been studied
in sufficient detail.

Our case showed epilepsy featuring loss of head and trunk tone from 13 years of age, and video-EEG re-
vealed the seizures to be epileptic spasms. Intraictal EEG showed diffuse poly spike and wave complexes fol-
lowed by diffuse beta-waves.

From recently reported data, the incidence of epilepsy in MECP2 duplication may be higher than previously
reported. The locus of Xg28 duplication in our patient included the neurodevelopmental genes, SLC6A8, LICAM
and FLNA. Further studies are needed to evaluate the correlation between the locus of duplication and the neu-
rological phenotype including EEG findings.

Key Words: MECP2 duplication syndrome, X-linked mental retardation, epileptic spasm, cystic lesion, brain MRI
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Fig. 1 Array CGH profile of chromosome X showing 733 kb duplication of Xq28
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Fig. 2 Axial T1 (A) and T2 (B) weighted images of brain MRI showing bilateral small
cystic lesions in posterior deep periventricular white matter (white arrows).

R-Deltoid

Fig. 3 (A) Intraictal EEG shows diffuse poly spike and wave complex followed by diffuse
beta-waves. (B) Arrow shows epileptic spasms in the patient.
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hospital and admission

LAntlepileptlc drugs | v Deterioration of voltation ¥
VPA I il —
cLB -
LTG Jn

ctcs A A

Drop attack

Oral cavity injury

Fig. 4 Clinical course of patient
VPA: valproic acid, ESM: ethosuximide, CLB: clobazam, LTG: lamotrigine

GTCS: generalized tonic clonic seizure

Table Onset of epilepsy in patients with MECP2 duplication from reported data.

Epilepsy (+)

Number of patients

Epilepsy (—)

Age of onset

Available data =3Y 4-12Y

Total (n)

Total (n) Total (n)
Vignoli et al®

2012 106 58/106
55%

48/106 5/48 33/48

48/106

10% 69% 45%

Seizure onset of our case was at age thirteen.
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