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Elucidation of etiology and phenotypic control in a porcine autosomal dominant
genetic disease model
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Marfan syndrome (MFS) is an autosomal dominant genetic disease. We
established a porcine model for MFS by introducing a mutation (Glu433AsnfsX98) in the Fibrillinl
(FBN1) gene. We also identified a single nucleotide polymorphism (SNP) in FBN1 promotor CpG shore in
a pig. Using the offspring (F1) obtained by mating of MFS females and a SNP-identified male,
relationship between the methylation status of FBN1 CpG shore and the expression level of FBN1 was
identified. Our results suggested that epigenetic modification of the responsible gene expression is
involved in the etiology of MFS exhibiting haploinsufficiency.
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