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A casereport of Sandhoff diseasein Gachsaran, Iran

Hassan Taghizadeh, Cdlular and Molecular Research Center, Yasouj University of Medica
Sciences, Yasoyj, Iran.
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Abstract

Sandhoff is arare genetic disease with autosomal recessive inheritance, caused by deficiency
in hexosaminidase B enzyme. Symptoms usually begin 6 months after birthday and include
developmental delay, visual impairment, seizures, and cherry red spots in the eyes. In this

report we present a patient with Sandhoff disease which is confirmed by enzyme assay and
molecular methods.
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