Table1: Distribution of CRB1 variants in female patients (IV.3) with autosomal recessive retinitis pigmentosa (RP). 


	CRB1 variant
	Genomic localization
	Protein Domain
	rs
	Aggregated Frequency
	Agregated Score
	BayesDel Prediction
	SpliceAI Prediction
	genoAD(Genome)
	Reported phenotype in HGMD (accession)
	Allele frequency

	c.3878+137A>G
	Intron 10
	
	rs980371 H
	-
	-
	-
	-
	-
	Not reported 
	0.93 

	c.1410A>G ; p.Leu 470=
	Exon 6
	EGF-like domain
	rs3902057H
	Benign
	0,01
	0
	Benign
	0,99
	Leber congenital amaurosis 8, Retinitis pigmentosa 12 
RCV000528650.9 
	0.97

	c.*28T>C	
	3’ UTR
	
	rs41302107H
	Benign
	0,01
	0
	Benign
	0,08
	RP : RCV000310439.5
RP 12 :  RCV001517601.6
Leber congenital :  RCV000265822.7
	0.078

	c.849-35T>C
	Intron 4 
	
	rs1337167H
	Benign
	0,01
	0
	Benign
	0,79
	Leber congenital :   RCV001526771.2 
Pigmented paravenous retinochoroidal atrophy : RCV001526788.2
Retinitis pigmentosa 12 : RCV001640588.2
	0.82

	c.71-135T>C
	Intron 2 
	
	rs12042924H
	Benign
	0,01
	0
	Benign
	0,49
	Not reported 
	0.43

	c.1171+230T>C
	Intron 5 
	
	rs61034691 H
	Benign
	0,01
	0
	Benign
	0,07
	Not reported 
	0.098

	c.2129A>T ;
 Glu710 valine 
	Exon 7 
	Laminin G domain
	rs145282040H
	Deleterious
	0,70
	Deleterious (Strong)
	Splice-Altering / moderate
	5,67937E-05
	Leber congenital amaurosis 8,Retinitis pigmentosa 12 RCV001906682.2
Allele T :
Retinal dystrophy : RCV000504865.3
Leber congenital amaurosis 8,Retinitis pigmentosa 12 
RCV001053730.5
	0.000002

	c.989-53T>G
	Intron 5 
	
	rs2786098 H
	Benign
	0,01
	0
	Benign
	0,79
	Leber congenital amaurosis 8 : RCV001532842.2
Retinitis pigmentosa 12 : RCV001532844.2
	0.8

	c.849-62T>G
	Intron 4
	
	rs1572514H
	Benign
	0,01
	0
	Benign
	0,10
	Leber congenital amaurosis 8 : RCV001526769.2
Pigmented paravenous retinochoroidal atrophy : 
RCV001526770.2
	0.155

	c.71-12A>T
	Intron 2
	
	rs12042179 H
	Benign
	0,01
	0
	Benign
	0,42
	Allele G : 
Leber congenital amaurosis 8,Retinitis pigmentosa 12 : RCV002167514.5
Allele T : 
Leber congenital amaurosis 8RCV000294788.7
Retinitis pigmentosaRCV000345158.5
Pigmented paravenous retinochoroidal atrophyRCV000398738.7
Leber congenital amaurosis 8,Retinitis pigmentosa 12RCV001517599.6
	0.28 (T) 

	c.2677-493A>G
	Intron 8
	
	rs7534863H
	Benign
	0,01
	0
	Benign
	0,50
	Leber congenital amaurosis 8 : RCV001532867.2
Pigmented paravenous retinochoroidal atrophyRCV001532868.2
Retinitis pigmentosa 12RCV001532869.2
	0.46

	c.71-144A>G
	Intron 2
	
	rs550098H
	Benign
	0,01
	0
	Benign
	0,69
	Not reported 
	0.69




Table1: Distribution of CHM variants in female patients (IV.3) with autosomal recessive retinitis pigmentosa (RP).

	CHM variant
	Genomic localization 
	rs
	Aggregated Prediction 
	Agregated Score
	SpliceAI Prediction
	genoAD(Genome)
	Reported phenotype in HGMD (accession)
	Allele frequency

	c.315-1541C>A
	Intron 5
	rs10217834h
	Benign
	0,01
	Benign
	0,17
	RCV001654445.2
Choroideremia : RCV001827553.1
	A=0.00000, T=0.18331

	c.315-1749C>T
	Intron 5
	rs5968757 h
	Benign
	0,01
	Benign
	0,177
	RCV001707360.1
	A=0.19382

	c.351A>G
p.Ala117=
	Exon 5
	rs10217950 h
	Benign
	0,024
	Benign
	0,17
	Choroideremia : RCV001543772.4	
Retinal dystrophy : RCV003888656.1
RCV000247183.9
RCV001517452.7
	C=0.20758

	c.116+80C>T
	Intron2 
	rs1015148 h
	Benign
	0,01
	Benign
	0,31
	RCV001687754.1
	A=0.30322












H: Homozygous state 
h: heterozygous state
