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Molecular Genetic Analysis of Juvenile Sandhoff Disease
Nobuaki WAKAMATSU

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

A case of juvenile type Sandhoff disease presenting with mental retardation and
local panatrophy was reported. In the patient, total hexosaminidase (Hex) activity of
leukocytes was decreased to 17% of control, and Hex B activity was barely detectable.
On Cellogel electrophoresis, majority of the residural Hex activity in the patient’s
leukocyte was Hex S(«, @ ), and Hex A(a, #) was present in a minor form. On
Southern blot hybridization analysis using Hex f subunit ¢cDNA as a probe, the patient’s
DNA showed identical pattern to those of normal controls. On Northern blot
hybridization analysis, the amount of Hex f mRNA was markedly reduced, although
These results suggest that the new phenotype
which

the size was identical to that of control.
of Sandhoff disease is caused by a small mutation in the Hex A chain gene,

leads to decreased amount of Hex f mRNA.

Key words: Juvenile Sandhoff disease, N—acetyl— f—hexosaminidase,

local panatrophy, reduced mRNA.
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