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Problem and Assignment for Distinguishing the Usher Syndrome Type
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Usher syndrome is an autosomal-recessive disorder that causes bilateral sensorineural hearing loss, retinitis pigmen-
tosa (RP), and occasionally vestibular dysfunction. Usher syndrome types 1, 2, and 3 can be distinguished by differences
in audiovestibular features. The objectives of this retrospective study were to evaluate 26 patients with Usher syndrome
clinically. The 26 patients (male : 12 cases, female : 14 cases) with Usher syndrome, with a clinical diagnosis based on
symptoms of bilateral sensorineural hearing loss and RP, had been registered from 13 hospitals as a multicenter study.
We assessed the clinical history and performed audiovestibular and ophthalmologic examinations, and genetic testing.
Eleven of the patients were classified as having Usher type 1 (38.5%), 6 with Usher type 2 (23.1%), and 9 with Usher
type 3 (38.5%). However, many patients with atypical Usher type 1 (70%) and type 2 (83.3%) were found compared with
Usher type 3 (10%). The conductive rate of vestibular examinations including the caloric test (50%) was low. There
were many variations in the clinical symptoms in Usher syndrome patients, therefore the classification of Usher types 1,

2, and 3 has been complicated. We have proposed a flowchart for the diagnosis of Usher types 1, 2, and 3.

Keywords : Usher syndrome, retinitis pigmentosa, senerorineural hearing loss, type classification
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