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Elucidation of the genetic causes of focal cortical dysplasia by detection of
somatic variants and copy number variants

FUJITA, Atsushi
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Genetic analysis using DNA from brain lesion tissues identified causal
variants in 37 of 64 cases with focal cortical dysplasia (FCD) or other abnormalities of cortical
development. Of these, somatic variants of PTPN11 and MAP2K1 and in-frame deletion in MTOR have
rarely or never been reported in FCD. This study indicates that genetic analysis for FCD and other
types of cortical developmental malformations should also focus on the RAS/MAPK pathway genes, in
addition to mTOR pathway genes which are often responsible for FCD.
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