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Finding modifying factor for phenotypic difference of Fukuyama muscular
dystrophy
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FukuyamaFukuyama muscular dystrophy (FCMD) is an autosomal recessive, severe
childhood muscular dystrophy with brain anomaly. FCMD is mainly caused by an ancestral insertion of
3-kb SVA (SINE-VNTR-Alu) type retrotransposal element into the 3' untranslated region of the

causative gene, fukutin. Recently, we testified that pathogenic exon trapping by SVA transposon
cause splicing abnormality in FCMD. FCMD patients have variable phenotype, which suggests the
existence of modifying factor. We checked the haplotype of the FCMD patients and checked if there
are any differences according to the phenotype, but it seemed that the haplotype was not related.
Instead, we checked the alpha dystroglycan glycosylation activity and we found that this remained
activity correlated well to the phenotype.
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