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F. Brackmann, R. Coras, K. Rössler, C. Kraus, O. Rompel,
R. Trollmann (Germany) 330

A severe female case of arthrogryposis multiplex congenita with
brain atrophy, spastic quadriplegia and intellectual disability caused
by ZC4H2 mutation

Y. Okubo, W. Endo, T. Inui, S. Suzuki-Muromoto,
T. Miyabayashi, N. Togashi, R. Sato, N. Arai-Ichinoi,
A. Kikuchi, S. Kure, K. Haginoya (Japan) 334

Duchenne muscular dystrophy with platypnea-orthodeoxia from
Chilaiditi syndrome

M. Ogasawara, A. Ishiyama, A. Sugiura, K. Segawa, I. Nonaka,
E. Takeshita, Y. Shimizu-Motohashi, H. Komaki,
M. Sasaki (Japan) 339

Novel BICD2 mutation in a Japanese family with autosomal
dominant lower extremity-predominant spinal muscular atrophy-2

M. Yoshioka, N. Morisada, D. Toyoshima, H. Yoshimura,
H. Nishio, K. Iijima, Y. Takeshima, T. Uehara,
K. Kosaki (Japan) 343

Hydrocephalus in pyridoxine-dependent epilepsy: New case and
literature review

V. Navarro-Abia, M. Soriano-Ramos, N. Núñez-Enamorado,
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E. Bültmann, L.M. Spineli, H. Hartmann, A. Sander,
H. Lanfermann (Germany) 376

Diagnostic challenge for the rare lysosomal storage disease: Late
infantile GM1 gangliosidosis

J.S. Lee, J.-M. Choi, M. Lee, S.Y. Kim, S. Lee, B.C. Lim,
J.-E. Cheon, I.-O. Kim, K.J. Kim, M. Choi, M.-W. Seong,
J.-H. Chae (South Korea) 383

The assessment of sniff nasal inspiratory pressure in patients with
Duchenne muscular dystrophy in China

S. Zhang, Q. Mei, J. Xin, H. Zhang, S. Wu, C. Liu (China) 391
Detection of fast (40–150 Hz) oscillations from the ictal scalp EEG
data of myoclonic seizures in pediatric patients

K. Kobayashi, Y. Ohuchi, T. Shibata, Y. Hanaoka,
M. Akiyama, M. Oka, F. Endoh, T. Akiyama (Japan) 397

Case Reports
De novo HDAC8 mutation causes Rett-related disorder with
distinctive facial features and multiple congenital anomalies

T. Saikusa, M. Hara, K. Iwama, K. Yuge, C. Ohba, J. Okada,
T. Hisano, Y. Yamashita, N. Okamoto, H. Saitsu,
N. Matsumoto, T. Matsuishi (Japan) 406

Rett-like features and cortical visual impairment in a Japanese
patient with HECW2 mutation

H. Nakamura, M. Uematsu, Y. Numata-Uematsu, Y. Abe,
W. Endo, A. Kikuchi, Y. Takezawa, R. Funayama, M. Shirota,
K. Nakayama, T. Niihori, Y. Aoki, K. Haginoya, S. Kure
(Japan) 410

Efficacy and safety of everolimus in patients younger than
12 months with congenital subependymal giant cell astrocytoma

I. Kuki, H. Kawawaki, S. Okazaki, E. Ehara, Y. Yoshida,
N. Kunihiro, Y. Matsusaka (Japan) 415

Successful use of non-invasive positive pressure ventilation in a
patient with the severe form of X-linked myotubular myopathy

K. Inoue, T. Kumada, I. Hiejima, T. Fujii (Japan) 421
Hemiconvulsion-hemiplegia-epilepsy evolving to contralateral
hemi-Lennox-Gastaut-like phenotype

K.A. Myers, I.E. Scheffer, J.S. Archer (Australia, Canada) 425
Familial cases of progressive myoclonic epilepsy caused by maternal
somatic mosaicism of a recurrent KCNC1 p.Arg320His mutation

H. Kim, S. Lee, M. Choi, H. Kim, H. Hwang, J. Choi, J.H. Chae,
K.J. Kim, B.C. Lim (South Korea) 429

ATP1A3-related epileptic encephalopathy responding to ketogenic
diet

T. Schirinzi, F. Graziola, R. Cusmai, L. Fusco, F. Nicita,
M. Elia, L. Travaglini, E. Bertini, P. Curatolo, F. Vigevano,
A. Capuano (Italy) 433
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