Supplementary material

Table S1. PRPF31-variants identified in this study.18 individuals with RP and 5 non-penetrant

carriers were included for mRNA analyses. 37 individuals + 10 non-carrier relatives were included
for MSR1 analyses. The genetic variants have previously been published [1].
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PRPF31: NM_015629.4, VUS: variant of unknown significance, sup: supportive, str: strong.

number of subjects included in the respective analysis.

n refers to the




. Symptomatic retinitis pigmentosa O Non-carrier (or no blood sample) @Asymptomatic carrier

X/X MSR1 copy numbers on the two alleles, bold
numbers refer to carrier of a PRPF31 variant
allele.

3/4 3/4 3/3

3/3 3/4 3/4 #/4 4)3/3 IJ__I J) 34
o [
3/3 453/3 i3/4 é 3/4 3/3
l£ Cg []

Figure S1. Pedigrees showing examples from two of the RP11 families. In those individuals who had a
sample stored in the DNA-bank the two allele’s MSR1 copy number were analyzed and highlighted with
numbers in the figure. In family 1 (left), the PRPF31-variant was on a 4-copy allele, as non-carriers had 3/3
alleles. In family 2 (right), the PRPF31-variant was on the 3-copy allele demonstrated by the segregation
with a non-penetrant carrier, carrying a 4-copy WT allele, between two affected individuals with a 3/3
genotype.
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