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Fig. 1 Brain MRI findings (A, F; sagittal view, B-E, G; axial view, A-E: this patient, F G: the elder brother).
A, F: Sagittal T;-weighted image (TR 407 ms, TE 6 ms, 1.5 T). B, C: Axial T;-weighted image (TR 2,451 ms, TE 10 ms, 1.5 T). D, E, G: Axial
T,-weighted image (TR 4,001 ms, TE 90 ms, 1.5 T). Brain MRI shows atrophy of the cerebellum, the hypoplastic corpus callosum, the small

pituitary gland, hyperintensity of the cerebral white matter on T,-weighted image and hypointensity of the cerebral white matter with

anterior predominance, compared with the gray matter on T,-weighted image. There are hyperintensities of the basal ganglia, the thalami and

the dentate nuclei on T,-weighed image, and hypointensities of the basal ganglia, the thalami and the dentate nuclei on T,-weighed image.
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Fig. 2 Tc-99m ECD SPECT (A; axial view, B; sagittal view) shows decrease of cerebellum blood flow.
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Abstract

A case of hypomyelinating leukodystrophy with new homozygous mutation in POLR3A

Asako Tamura, M.D.", Atsushi Niwa, M.D.", Yuichiro Ii, M.D., PhD",
Ryogen Sasaki, M.D., PhD”, Hidekazu Tomimoto, M.D., PhD" and Hirotomo Saitsu, M.D., PhD?

YDepartment of Neurology, Mie University Graduate School of Medicine
“Department of Human Genetics, Graduate School of Medicine, Yokohama City University

We describe a 34-year-old man with hypomyelination, hypogonadotropic hypogonadism, ataxia, and myopia without
hypodontia. He was born to non-consanguineous parents, and had an elder brother who showed a similar phenotype.
Laboratory studies demonstrated low level of LH, FSH and testosterone. MRI showed hypomyelination, atrophy of the
cerebellum and the hypoplastic corpus callosum. Homozygous missensze mutation ¢.2350G>A (p.Gly784Ser) was found
in POLR3A, which codes for the largest subunit of RNA polymerase III. Since Pollll-related leukodystrophies shows
various combination of neurologic and non-neurologic features, additional reports will help to confirm the mechanism of
this disease.

(Clin Neurol 2013;53:624-629)
Key words: Pollll-related leukodystrophy, POLR34 gene, ataxia, hypomyelination, hypogonadotropic hypogonadism






