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Investigation of pathology and development of specific medial care system and
treatment associated with FLNA deficiency
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Loss-of-function mutations in FLNA cause variable multiple organ complications in
females and are typically lethal to males. This study investigated familial male cases with a
loss-of-function mutation in FLNA who showed atyﬁical mild clinical courses. A 4 bp deletion in exon 40
was detected, which was predicted to cause a lethalpremature protein truncation in the patietns. However,
intrinsic induced in-frame skipping of the mutated exon led to the translation of a mutant FLNA missin
an internal region of 41 amino acids. The exon-skipped FNLA protein was revealed to restore partially 1ts
function comparable to the wild type FLNA. The present study expands the diversity of the phenotypes
associated with loss-of-function mutations in FLNA and indicated induction of exon skipping could be a

theraupic option. In additon, this study indicated the usefulness of rapid daignosis using FLNA
immmunnostaining of platelets.
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