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Supplementary Figure 4
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Supplementary Figure 4: Splice site motifs of differentially splice events associated with
SF3B1 mutation

A. Splice site motifs for spliced junctions in intron-retaining isoforms identified from nanopore.
Top: 5’ SS; bottom: 3’ SS.

B. 3’ SS motif using short-read data for significantly altered 3’ SS between SF3B1X7%¢ and
SF3B1YT

C. Same as B using short-read data showing the 3'SS motif for IR events significantly altered
(PSI SF3B1"T > PS| SF3B1K79)

D. Same as C but using nanopore intron-retaining junctions that are more expressed in
SF3B1YT

E. Same as B but using nanopore-determined sites that are altered 3° SS between
SF3B1X"%% and SF3B1YT

26



bioRxiv preprint doi: https://doi.org/10.1101/410183; this version posted September 6, 2018. The copyright holder for this preprint (which was
not certified by peer review) is the author/funder. All rights reserved. No reuse allowed without permission.

Supplementary Figure 5
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Supplementary Figure 5: Differential isoform usage between SF3B1X° and SF3B1""
FLAIR isoforms for (A) HLA-B, (B) CDC37, (C) PSMB4, and (D) CD79B. As in the main text,
hatched isoforms denote unproductivity, raw read counts and percent usage are reported on
appropriately sized bars, and genes are plotted 5’->3’ from left to right.
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Supplementary Figure 6
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Supplementary Figure 6: GO term analysis
Top 30 most significant (p<0.01) GO terms resulting from genes with intron retentions

downregulated in SF3B1X"% compared to SF3B1"" (Fisher's p<0.05). P-values shown are
overrepresented categories calculated from goseq.
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Supplementary Figure 7
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Supplementary Figure 7: Nuclear-retained or unproductive transcripts supported by
nanopore reads

A. Genome browser shot displaying annotated SRSF1 isoforms (blue) and nanopore reads
in the the SF3B1X7%% and SF3B1"" samples (black), with the 5’ end of the transcript on the left.
No reads were sequenced in B-cell. for this gene. Example reads from known nuclear-retained
isoforms are indicated (red arrows).

B. Same as A for PSMB4.
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Supplementary File 1: FLAIR transcript models derived from nanopore sequencing data.
GTF file containing isoforms assembled from the FLAIR pipeline using all nanopore data
generated from this study with a supporting read threshold of 3.

Supplementary Table 1: GO enrichment of genes with intron retention downregulated in
SF3B1X7%E relative to SF3B1"" determined by nanopore data. All GO terms with p < 0.05,
excluding GO terms with only 1 gene.

Supplementary Table 2: Isoform annotations in an extended PSL format for isoforms
assembled from the FLAIR pipeline. Additional columns after column 21 containing information
pertinent to this study. Spliced or intron retaining-isoforms are indicated with a 0 or 1 in column
22; productive, unproductive, and IncRNAs are marked with 0, 1, and 2 in column 23; the CLL
SF3B1K7% CLL SF3B1"", and B-Cell samples isoform expression levels are in columns 24, 25,
and 26.
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