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Comprehensive analysis and identification of novel genes in adult
leukoencephalopathy by short and long read sequencing.
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The disease background of leukoencephalopathy is very diverse, and an

accurate diagnosis is essential to consider its appropriate treatment of the disease. However, it is
not easy to make a precise diagnosis based on clinical and imaging findings.In this study, we aimed
to clarify the genetic background of adult leukoencephalopathy by reanalyzing 81 cases in which the
diagnosis was not confirmed in our previous studies and by performing genetic analysis of 50 newly
collected cases. In the reanalysis of the previously undetermined cases, copy number analysis, long
read sequence analysis, and RNA sequence analysis allowed us to identify the genetic cause in two
cases. Further analysis of newly colleted 50 cases identified a genetic cause in 14 cases, 5 of
which had neuronal nuclear inclusion body disease and 6 of which had CADASIL.
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