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In order to establish an early diagnosis system for VB6-dependent
epilepsies, we attempted to add measurable diagnostic biomarkers, improve genetic/enzyme diagnosis
methods, and search for biomarkers for PLPBP deficiency, for which no biomarker has yet been
discovered.

As a result, we expanded the existing VB6 measurement system and were able to almost determine the
analysis conditions. It is currently undergoing validation. The analytical conditions for the
biomarker of ALDH7Al deficiency have been established. We were able to set up a system for genetic
diagnosis. Regarding enzyme activity assays, the measurement conditions for ALDH7Al protein have
almost been determined. Clinical specimens from patients with PLPBP deficiency are currently being
collected for metabolome analysis.
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