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Development of the simple diagnostic method for the patients with chronic
progressive external ophthalmoplegia and the construction of the database
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Chronic progressive external ophthalmoplegia (CPEQ) is a mitochondrial
disease characterized by slowly progressive ptosis and limitations in ocular motility. Although
pathological examination by muscle biopsy is performed for definitive diagnosis, it is difficult to
perform the examination because a biopsy is highly invasive during outpatient treatment. On the
other hand, some patients with CPEO have the deletion mutation of mitochondrial DNA (mtDNA). In this

study, we performed the genetic test for mtDNA deletion mutation using samples of oral, saliva, or
white blood cells of suspected CPEO. As a result, deletion mutations were detected in 6 out of 15
patients with CPEO. In addition, we examined in detail the clinical features of 2 patients of CPEO
ggég chief complaint of the proptosis. It is possibility that proptosis is one of the features of
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