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Analysis and induction of expression of L/M visual pigment genes in congenital
color vision defects having a normal genotype.
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Among the 51 L/M visual pigment gene arrays in Japanese men with congenital color
vision deficiency, 6 arrays had a normal order (L at the first position and M downstream). They had base
substitutions such as 99T>G 1 case , 3A>C in intron 2 (1 case) and 71A>C (4 cases). The 99T>G
and  3A>C substitutions were analyzed by gel-retardation assay and by using mini-genes, respectively. In
the 71C substitution, activation of visual pigment gene promoter by thyroid hormone was not observed.
We have already reported that exon 3 with a unique haplotype is skipped at splicing. Exon 3 which is
retained at splicing and that skipped showed different pattern in the binding of SR proteins and hnRNP
proteins. We found that some drugs can avoid skipping of exon 3 at splicing to some extent.
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