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In this study, mutational analysis of an Indian T2-deficient patient
revealed a homozygous c.121-13T>A mutation located at the polypyrimidine tract of the splice
acceptor site of intron 2, and exon 3 skipping was identified by cDNA analysis using cycloheximide.

I made the c.121-13T>A, T>C, and T>G mutant constructs followed by making a wild-type minigene

construct that included an ACAT1 segment from exon 2 to 4 for a splicing experiment. The minigene

splicing experiment demonstrated that exon 3 skipping was induced not only by c.121-13T>A mutation,
but also by the other two substitutions. The c.121-13 position of ACAT1 gene appears to be an
originally low-recognized site. In the routine diagnostic practice, in silico tools can predict the
potential consequences of mutations on splicing, but their results are not so reliable. The minigene
splicing experiment remains the most reliable method to unravel splicing abnormalities.
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