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Fukuyama Congenital Muscular Dystrophy (FCMD) is a rare and severe disorder
characterized by congenital muscular dystrophy, type Il lissencephaly, and ocular abnormalities,
particularly prevalent in Japan. The causative gene for FCMD is the Fukutin gene (FKTN, located at
9931), with approximately 90% of patients having a 3kb retrotransposon insertion (SINE-VNTR-Alu;
SVA) in the 3' untranslated region of the FKTN gene. The relationship between the diversity of
inserted SVA sequences and the phenotypic expression of the disease remains unclear. This study
investigated the polymorphisms within the SVA sequence and found variations. Further studies are
ongoing to explore the correlation between these polymorphisms and the phenotypes.

Additionally, stem cell-like urinary cells were established from urine samples collected from
healthy children and FCMD patients.
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