Pathogenic variants per exon in ITGA6
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Supplemental Figure S1. Schematic representation of the genomic structure of ITGA6 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable)
exons, light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale,
scale-bar represents 1000 bps. Projected on top of each exon as dark-green and dark-orange
bars are the number of pathogenic variants per exon, the height of each bar indicates the
number of variants per exon. In the top bar the exon numbers.
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Supplemental Figure S2. Schematic representation of the genomic structure of ITGB4 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable)
exons, light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale,
scale-bar represents 1000 bps. Projected on top of each exon as dark-green and dark-orange
bars are the number of pathogenic variants per exon, the height of each bar indicates the
number of variants per exon. In the top bar the exon numbers.



Pathogenic variants per exon in KLHL24
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Supplemental Figure S3. Schematic representation of the genomic structure of KLHL24 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable)
exons, light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale,
scale-bar represents 1000 bps. Projected on top of each exon as dark-green and dark-orange
bars are the number of pathogenic variants per exon, the height of each bar indicates the
number of variants per exon. In the top bar the exon numbers.



Pathogenic variants per exon in KRT5
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Supplemental Figure S4. Schematic representation of the genomic structure of KRT5 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in KRT14
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Supplemental Figure S5. Schematic representation of the genomic structure of KRT14 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in LAMA3
I Potentially skippable (n=25)
BN Not skippable (n=50)
Exon number

i 5 10 i 1520 2530 35 40 455055 60 65 70'7{5

(]

1000bp
6

4 63

5
w
€
0
54
v
c
LY
o
o
£
8 34
s
@
92
£
2
2
1

0 : . : : - -

23700000 23750000 23800000 23850000 23900000 23950000

GRCh38 location (sense strand)

Supplemental Figure S6. Schematic representation of the genomic structure of LAMA3 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in LAMB3
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Supplemental Figure S7. Schematic representation of the genomic structure of LAMB3 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in LAMC2
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Supplemental Figure S8. Schematic representation of the genomic structure of LAMC2 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in PLEC
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Supplemental Figure S9. PLEC Schematic representation of the genomic structure of PLEC
and pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable)
exons, light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.
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Supplemental Figure S10. Schematic representation of the genomic structure of CD151 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in COL17A1
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Supplemental Figure S11. Schematic representation of the genomic structure of COL17A1
and pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable)
exons, light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.
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Supplemental Figure S12. Schematic representation of the genomic structure of DST and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in EXPH5
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Supplemental Figure S13. Schematic representation of the genomic structure of EXPH5 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



Pathogenic variants per exon in FERMT1
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Supplemental Figure S14. Schematic representation of the genomic structure of FERMT1
and pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable)
exons, light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.
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Supplemental Figure S15. Schematic representation of the genomic structure of ITGA3 and
pathogenic variants per exon. Light-green bars indicate in-frame (potentially skippable) exons,
light-orange bars out-of-frame (non-skippable) exons. Exons are depicted to scale, scale-bar
represents 1000 bps. Projected on top of each exon as dark-green and dark-orange bars are the
number of pathogenic variants per exon, the height of each bar indicates the number of variants per
exon. In the top bar the exon numbers.



