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Fig. 1 The EEG on day 11.
The EEG showed diffuse slowing of background activity around 5 Hz. Some high-amplitude slow

waves (2 Hz) were also seen.
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Fig. 2 Brain MRI on day 14.
T2 weighted images (A, B) showed diffuse high intensity lesions in the bilateral cerebral white mat-

ter. FLAIR images (C, D) revealed the signal intensity similar to that of cerebrospinal fluid, in the

central area of T2 alterations, surrounded by a rim of hyperintensity. T1 weighted images (E, F)

showed low signal intensity lesions in the white matter. In addition, hypoplasia of corpus callosum

and enlargement of lateral cerebral ventricle were seen.
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Table 1 Reported cases of vanishing white matter disease in Japan.

Author Onset age Sex Consanguinity Trauma/Fever Gene Mutation
Sugiura'¥ 1 F - + EIF2B2 N/A
Matsui' 19 42 F - - EIF2B5 EA87K
Ohtake!? 40 F + + EIF2B5 C545T
Akahoshi!® 9 M + + EIF2B5 G132A
Hoshino'? 8 Mo M - + EIF2B2 A252T/A682G
Katoh?? 8 Mo F N/A - N/A N/A
Matsukawa?! 43 F N/A + EIF2B2 T254A

50 M N/A + EIF2B5 G808C

28 F N/A + EIF2B3 T80A
Koga 20 M - + N/A N/A
Mo: months, F: female, M: male, N/A: not available, +: present, — : absent.
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Abstract

A case of adult onset vanishing white matter disease developed after minor head trauma

Shunsuke Koga, M.D., Yukari Sekiguchi, M.D., Kazuaki Kanai, M.D.,
Mayumi Mutoh, M.D. and Satoshi Kuwabara, M.D.
Department of Neurology, Graduate School of Medicine, Chiba University

A 20-year-old previously healthy man presented with prolonged consciousness alteration and severe hyperto-
nia in the extremities after minor head trauma. Laboratory blood tests and cerebrospial fluid (CSF) tests were un-
remarkable except for an elevated CSF glycine concentratons. Brain MRI revealed hypoplasia of corpus callosum,
enlargement of lateral cerebral ventricle and high signal intensity in the bilateral white matter on T. weighted im-
ages. On fluid attenuated inversion recovery images, the signal intensity resembled that of CSF in the central ar-
eas of T alterations, surrounded by a rim of hyperintensity. These characteristic history and the results of brain
MRI and CSF, the diagnosis of vanishing white matter disease (VWMD) was made.

VWMD is a rare autosomal recessive leukoencephalopathy which typically begins during infancy or early
childhood with a chronic progressive neurological deterioration with cerebellar ataxia and spasticity. Recently,
milder variants of the disease with adult onset have been reported. VWMD should be included in the differential
diagnosis of leucoencephalopathy in young adults.

(Clin Neurol 2012;52:561-566)
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