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Abstract

Aim: We have never known any epidemiological study of Arima syndrome since it was first described in 1971. To investigate the
number of Arima syndrome patients and clarify the clinical differences between Arima syndrome and Joubert syndrome, we per-
formed the first nationwide survey of Arima syndrome, and herein report its results. Furthermore, we revised the diagnostic criteria
for Arima syndrome. Methods: As a primary survey, we sent out self-administered questionnaires to most of the Japanese hospitals
with a pediatric clinic, and facilities for persons with severe motor and intellectual disabilities, inquiring as to the number of patients
having symptoms of Arima syndrome, including severe psychomotor delay, agenesis or hypoplasia of cerebellar vermis, renal dys-
function, visual dysfunction and with or without ptosis-like appearance. Next, as the second survey, we sent out detailed clinical
questionnaires to the institutes having patients with two or more typical symptoms. Results: The response rate of the primary survey
was 72.7% of hospitals with pediatric clinic, 63.5% of national hospitals and 66.7% of municipal and private facilities. The number of
patients with 5 typical symptoms was 13 and that with 2-4 symptoms was 32. The response rate of the secondary survey was 52% (23
patients). After reviewing clinical features of 23 patients, we identified 7 Arima syndrome patients and 16 Joubert syndrome patients.
Progressive renal dysfunction was noticed in all Arima syndrome patients, but in 33% of those with Joubert syndrome. Conclusion:
It is sometimes difficult to distinguish Arima syndrome from Joubert syndrome. Some clinicians described a patient with Joubert
syndrome and its complications of visual dysfunction and renal dysfunction, whose current diagnosis was Arima syndrome. Thus,
the diagnosis of the two syndromes may be confused. Here, we revised the diagnostic criteria for Arima syndrome.
© 2013 The Japanese Society of Child Neurology. Published by Elsevier B.V. All rights reserved.
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