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Pendred Syndrome — Case Report

Yu-Hsiang Wu and Hsu-Chueh Ho

Abstract

Pendred syndrome is an autosomal-recessive disorder characterized by congenital
sensorineural hearing loss and goiter. The degree of hearing loss is moderate to severe,
and more pronounced in high frequency. Classically the goiter appears in mid-childhood,
but is often postpubertal. This syndrome is caused by mutations in a gene (PDS), which
encodes a chloride-iodide transport protein (pendrin), located in chromosome 7. Mondini
malformation and large vestibular aqueduct are frequently associated with Pendred
syndrome. We report a 14-year-old male with right congenital sensorineural hearing loss,
left sudden hearing loss and goiter. The symptoms and signs are compatible with Pendred
syndrome. Magnetic resonance imaging also shows a large endolymphatic sac of right
ear. For precise diagnosis, detail physical examination and long-term follow-up of deaf
children are recommended.

Key words: Pendred syndrome, PDS gene, sensorineural hearing loss
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