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Figure S6. In-silico analysis of the impact of c.868A>G variant on DIAPH2 pre-mRNA
splicing. A. Table reporting the prediction of donor splice site strength for wild-type and
mutant DIAPH2 exon8 sequence. Predictions were performed using several different tools:
SpliceView (http://bioinfo.itb.cnr.it/~webgene/wwwspliceview.html, last accessed 18
November 2020), NetGene2 (hitp://www.cbs.dtu.dk/services/NetGene?2/, last accessed 18
November 2020), Human Splicing Finder (https://hsf.genomnis.com/, last accessed 19
November 2020), Splice Site prediction by neural networks
(https://www.fruitfly.org/seq_tools/splice.html, last accessed 18 November 2020).

Splice sites with a value of 60-80 (0.6-0.8) correspond to weak sites; 80-90 (0.8-0.9) to
medium strength sites; >90 (0.9) to strong sites. Increase or decrease in site score 210%
are considered to significantly impact on splicing. B. Screenshot of the Human Splicing
Finder prediction results on DIAPH2 ¢.868A>G (RefSeq reference sequence:
NM_006729.4, Ensembl reference sequence ENST00000373061). The mutant position is
highlighted in blue, with the reference sequence (GRCh38-hg38 genome annotation)
displayed below the X chromosome ideogram. A black and a red arrow indicate the
canonical and the cryptic donor splice site, respectively.
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