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Optineurin and glaucoma
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Miyake's diseas
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Abstract :

Miyake's dlsease (occult macular dystrophy OMD) was’ ﬁrst descmbed by Miyake et
al. to be a hered1tary macular dystrophy without wszble fundus abnormahties Patients
with OMD are characterized by a progressive decrease of Vlsual aculty with normal
appearing fundus and normal fluorescein angiograms. The important signs of OMD are
normal full-field electroretinograms (ERGs) but abnormal focal macular ERGs. In 2010,
we found that dominant mutations in the RPILI gene were responsible for OMD by a
linkage analysis of two OMD families, and recently, the same mutations were known to
cause OMD in non—Japanese patients. Here, we describe how this disorder has been
discovered and the causative gene was found by Miyake's group, together with the

detailed characteristics of OMD.

Key words: Miyake's disease, occult macular dystrophy, RPILI
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