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Molecular genetical examination and genotype-phenotype correlation for Japanese
cases of neurofibromatosis type 2
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We evaluated whole-exome sequencing of NF2 gene of 11 japanese NF2 cases
with next generation sequencing. DNA from patients with NF2 was obtained from peripheral blood
leucocytes. In the 11 cases, 8 were pathogenic variants and 1 was likely pathogenic variant in the
NF2 gene. 5 nonsense variants, 2 frameshift variants, 1 splice site variant, and 1 inframe deletion
were discovered. 2 novel NF2 variants were identified in these cases. No large deletion or
duplication was identified in our series by mulitiplex ligation-dependent probe amplification.
Truncating variants were associated with earlier onset.
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