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Supporting figure S4: Transcription profiles of the UFDIL gene. Increased intron retention (U12 and
flanking U2 introns) with increased alternative splicing and exon skipping in the 5 end of the gene is seen in
patients with respect to controls. Several alternative U2-type splicing are seen by RT-PCR, one of them
undetected in controls.
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Supporting figure SS: Transcription profiles of the HNRPLL gene. Depth coverage is not shown due to the
length of the gene. There is poorer Ul2-type splicing in patients with alternative (aberrant) U2-type splicing
(cryptic exon and exon skipping) that is absent in controls.



