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Fig. 1 MRI findings and the image of dopamine transporter SPECT with *I ioflupane.
(A) Sagittal FLAIR MRI (1.5 T; TR 11,000 ms, TE 125 ms) showed remarkable atrophy of the medulla and spinal cord. Axial T,-weighted MRI
(1.5 T; TR 3,000 ms, TE 80 ms) showed increased signal intensity in the medulla. (B) Peripheral rim of midbrain and medulla showed
hyperintensity in axial FLAIR images. (C, D) Axial FLAIR MRI (1.5 T; TR 10,000 ms, TE 134 ms) images showed hyper intensity in the hilum
of the dentate nuclei (C, arrow), and the cerebral anterior periventricular regions (D, arrow head). (E) The image showed remarkably decreased
radiotracer uptake in bilateral striatum (Specific Binding Ratio: R1.95, L2.74). (F) The GFAP exonl sequence of our patient obtained from the
Sanger sequencing. It shows heterozygosity for the missense ¢.219G>T nucleotide change, corresponding to the p.M73I mutation.
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Table 1 Classification of Alexander disease (AxD).

Neurological signs

MRI findings

Cerebral AxD Core features ~ Psychomotor developmental delay,
(type 1) convulsions, macrocephaly
Supportive Dysarthria, dysphagia, dysphonia,
features hyperreflexia, cerebellar ataxia, sphincter
abnormalities, scoliosis
Bulbospinal AxXD  Core features  Muscle weakness, hyperreflexia, positive
(type 2) Babinski sign, dysarthria, dysphagia,
dysphonia
Supportive Cerebellar ataxia nystagmus, scoliosis, sleep
features disorder, extrapyramidal signs, dementia,

psychosis, sphincter abnormalities

Intermediate form
(type 3)

At least one of the core features in type 1 and
one of the core features in type 2

Cerebral white matter abnormalities with frontal lobe
predominance

Signal abnormalities with swelling or atrophy of basal
ganglia and thalami, periventricular rim, brainstem
lesions, contrast enhancement

Signal abnormalities or atrophy of medulla
oblongata and/or cervical cord

Signal abnormalities and/or atrophy of
cerebellum, white matter lesion, signal abnormalities
of basal ganglia and thalami, contrast enhancement

Core feature of type 1 and at least one of the core
features in type 2

Modified and reprinted from the figure in the article of 2) with permission. The underlined parts are signs presented in our case.
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Abstract

A case of Alexander disease presented with dystonia of lower limb
and decreased dopaminergic uptake in dopamine transporter scintigraphy

Eri Hayano, M.D.", Mikito Shimizu, M.D., Ph.D.?, Kousuke Baba, M.D., Ph.D.",
Munehisa Shimamura, M.D., Ph.D.”, Tomokatsu Yoshida, M.D., Ph.D.? and Hideki Mochizuki, M.D., Ph.D.V

U Department of Neurology, Osaka University
2 Department of Neurology, Kyoto Prefectural University of Medicine

A 50-year-old woman developed gait disturbances and dysarthria since the past 2 years. She also presented with
dystonia and hypokinesia of her left lower limb, and orthostatic hypotension. The dopamine transporter SPECT with %]
ioflupane showed abnormal scans in bilateral striatum. Cerebral MRI revealed atrophy and signal changes in the medulla
and spinal cord, from which Alexander disease (AxD) was suspected. Consequently, we checked the Glial fibrillary acidic
protein (GFAP) gene. The analysis of the gene detected a heterozygous ¢.219G>T mutation, which was the first
mutation reported in Japan, and finally she was diagnosed with AxD. Dystonia is relatively rare in AxD patients, but this
case demonstrated that AxD should be listed in the differential diagnosis of extrapyramidal syndromes with
abnormalities of the medulla and spinal cord on MRI.

(Rinsho Shinkeigaku (Clin Neurol) 2020;60:712-715)
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