Supplementary Material
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Figure S1: Schematic representation of the ELN gene and alignment of different C-terminal predicted proteins (WT, #1 with cryptic splice site #2 intron 32 retention and #3 exon 31 skipping and intron 32 retention).

[image: Une image contenant crayon, assis, table

Description générée automatiquement]
Figure S2: Chromatogram showing the alternative transcript (#3) with intron retention and predicted stop codon in the intron 32 and the splice out of the exon 31.
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ELN transcript #3 without exon 31
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