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Investigation of clinical picture and causative gene of NIID
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We diagnosed NIID cases from skin biopsy findings and head MRI findings, and
clinical information and genomic samples were accumulated.
By the end of 2017, over 80 sporadic NIID and 24 cases of familial NIID were accumulated. In
addition, at each academic conference in Japan and abroad, we announced the above results and also
wrote the review on NIID in domestic journals and enlighten the concept of NIID.
Regarding the search for NIID causative genes, we have pursued whole genome analysis using Pacbio
sequencer in addition to linkage analysis, exome and whole genome analysis using the next generation
sequencer. We now compares with the sequence data of Pachio of the normal control sample and
examines the data.
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