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Identification of a novel cryptic exon in intron 9 region of FMRI1 gene among fragile X syndrome”
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Abstract: Objective
Methods

ripheral blood cDNA of healthy subjects were constructed, among which 4 clones were confirmed to be with a 140 bp fragment,

To analyze the expression of alternative splicing in fragile X mental retardation 1 gene (FMRI1 gene).
Clone-sequencing technology was used for the analysis of expression of human FMR1 gene. Results 53 T clones of pe-
which was a part of intron 9(NG_007529:21452-21591) in FMRI1 gene. Bioinformatics analysis indicated that there were four ca-
nonical splicing signals surrounding the 140 bp fragment, enabling it to be a novel cryptic exon. Nested PCR showed that this frag-
ment was also present in the cDNA libraries of various tissues of healthy individual. Hybrid minigene splicing assay confirmed that
the cytological behavior of the fragment was in complete agreement with an alternative exon. The inclusion of this alternative exon
into the mature mRNA of human FMR1 would lead to the shift of reading frame downstream exon 9 and the appearance of prema-
ture stop codon 11 bases downstream exon 9. Conclusion The identification of this novel alternative exon could demonstrate that
more complexity might exist in the alternative splicing of human FMR1 and shed new light on the function of fragile X metal retar-
dation 1 protein, as well as the pathogenesis of fragile X syndrome.
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