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Patients Information Tay-Sachs is a rare genetic-metabolic disease inherited by autosomal
recessive inheritance. The reason for appearance of this disease is a defect in {3-hexosaminamide
A enzyme and the accumulation of glycosphingolipid in cell lysosomes. The disease is
characterized by progressive weakness, loss of motor skills, increased motor response, and
decreased consciousness from about 3 to 6 months. Seizure, blindness, and evidence of
progressive neurological degeneration are observed in almost all patients as bilateral cherry
red spot on ophthalmoscopy.

In this study, 6 children with Tay-Sachs were reported with the above symptoms. An enzyme
study was performed on them, with a significant decrease in f3-hexosaminamide A enzyme
levels in all patients.

Conclusion To prevent the recurrence of Tay-Sachs disease, {3-hexosaminidase A activity
measurement by molecular and genetic methods and the investigation of mutations in the
Hexosaminidase gene are necessary. Thus, with prenatal diagnosis, we can prevent the birth of
another affected offspring with the consent of the parents.
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