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Clinical and biochemical aspects of sialidosis

FEKERFRFAEAR (FE: BR BB

BmE ER

Masatoyo NISHIZAWA

Department of Neurology, Brain Research Institute, Niigata
University (Director: prof. Tadashi MIYATAKE)

A deficiency of lysosomal sialidase has recently been identified among a group of

disorders which had been classified clinically as Ramsay Hunt syndrome, or myoclonic
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epilepsy. Biochemically, they were separated into two groups: isolated sialidase deficiency
and galactosialidosis (sialidosis with partial g-galactosidase deficiency).

Galactosialidosis is a hereditary disorder of juvenile onset,. inherited as an autosomal
recessive trait. Most of the cases are Japanese. Characteristic clinical features consist of
mild dementia, cherry-red spot, myoclonus, cerebellar ataxia, convulsive seizures, angi-
okeratoma, and vertebral dysplasia. There has been found combined deficiency of lysosomal
B-galactosidase and sialidase. Urinary excretion of sialyloligosaccharides is markedly
increased.

The molecular defect of the disease has been extensively studied by Galjaard et al.
According to them, a glycoprotein of Mr. 32 kDa, which is necessary for S-galactosidase
monomer to be stabilized by making stable polymer, is defective in galactosialidosis,
resulting in rapid degradation of S-galactosidase monomer by lysosomal proteases. On the
other hand, Miyatake et al. have examined the subcellular distribution of sialidases and
found that sialidase, localized in lysosome fraction and specific for sialyloligosaccharides,
is deficient in lymphocytes obtained from galactosialidosis patients. The precise molecular

mechanism of sialidase deficiency in this disease remains to be clarified.
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Sialidosis (5 3)
A) sialidase B /KIEfE (B sialidosis)
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