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Tay-Sachs disease (G,,, gangliosidosis |) is an autosomal recessive lysosomal-storage
disorder confined to the central nervous system, resulting from deficiency of
hexosaminidase A.

The case presented Is of a twelve-month-old girl brought to the hospital because of
mental-motor deterioration and convulsions. She was the child of first cousins and
had a history of the deaths of two siblings with the same manifestations. Generalized
hypotonia, macrocephaly, hyperacusis and a retinal cherry red spot appearance were
present. There was no organomegaly. The diagnosis of Tay-Sachs disease was made
by means of absence of serum hexosaminidase A activity. Key words: Tay-Sachs
disease, hexosaminidase A.

Tay-Sachs disease (G,,, gangliosidosis 1) is an autosomal recessive lysosomal-
storage disorder that results from a deficiency or defect of the a subunit of
hexosaminidase A, which blocks the formation of intact hexosaminidase A'. In
the absence of enzyme activity, G,,, gangliosides cannot be hydrolyzed and
therefore accumulate primarily in neuronal tissues. This results in progressive
neurologic degeneration. The severity of the disease appears to correlate with
the degree of enzyme deficiency?. The disease is largely confined to children
of Jewish ancestry with Eastern European origin (Ashkenazi) and only rarely
has appeared in other Caucasians®. At four to six months of age, loss of interest
in his or her surroundings, exaggerated startle response to noise (hyperacusis),
and progressive psychomotor deterioration are the characteristic clinical findings
in a previously well infant!3, With time, hypotonia, loss of previously acquired
developmental skills, and then macrocephaly, seizures, hyperreflexia and
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