SUPPLEMENT

Supplementary Table 1

Benign and Likely Benign RPGR Variants Detected at PreventionGenetics

	Exon
	Nucleotide
	Protein
	PreventionGenetics
Interpretations
	ClinVar
Interpretations

	1
	c.28+10G>C
	Intronic
	Likely Benign
	B(1)

	2
	c.29-15G>A
	Intronic
	Benign
	B(4)

	2
	c.141T>G
	p.(Ser47Ser)
	Likely Benign
	LB(4), B(3)

	3
	c.155-13del
	Intronic
	Likely Benign
	

	3
	c.222C>T
	p.(Ala74Ala)
	Likely Benign
	LB(2), B(2)

	3
	c.223A>G
	p.(Ile75Val)
	Benign
	LB(1), B(6)

	4
	c.310+10T>C
	Intronic
	Likely Benign
	B(1)

	6
	c.552G>T
	p.(Gln184His)
	Benign
	B(4)

	7
	c.620-41T>C
	Intronic
	Likely Benign
	B(1)

	7
	c.732G>A
	p.(Lys244Lys)
	Likely Benign
	U(1), LB(2), B(3)

	7
	c.768G>A
	p.(Val256Val)
	Likely Benign
	

	7
	c.778+13T>A
	Intronic
	Benign
	B(2)

	8
	c.785C>G
	p.(Ala262Gly)
	Benign
	B(2)

	8
	c.865A>G
	p.(Ile289Val)
	Likely Benign
	U(1), LB(1), B(1)

	8
	c.905G>C
	p.(Cys302Ser)
	Benign
	LB(1), B(3)

	9
	c.939C>T
	p.(Ile313Ile)
	Likely Benign
	LB(1)

	9
	c.1033A>G
	p.(Asn345Asp)
	Benign
	B(3)

	9
	c.1059+25T>C
	Intronic
	Benign
	B(1)

	9
	c.1059+6G>A
	Intronic
	Likely Benign
	B(1)

	10
	c.1084G>A
	p.(Val362Ile)
	Likely Benign
	

	10
	c.1163C>T
	p.(Ala388Val)
	Benign
	LB(1), B(1)

	10
	c.1164G>A
	p.(Ala388Ala)
	Benign
	B(6)

	10
	c.1176G>C
	p.(Pro392Pro)
	Likely Benign
	B(1)

	10
	c.1200T>C
	p.(Asn400Asn)
	Likely Benign
	

	10
	c.1240G>C
	p.(Glu414Gln)
	Likely Benign
	LB(1), B(1)

	10
	c.1245+16A>G
	Intronic
	Benign
	B(3)

	10
	c.1245+6A>G
	Intronic
	Likely Benign
	U(1)

	11
	c.1254T>C
	p.(Ser418Ser)
	Likely Benign
	LB(1)

	11
	c.1274G>A
	p.(Arg425Lys)
	Benign
	B(5)

	11
	c.1291A>G
	p.(Ile431Val)
	Benign
	B(4)

	11
	c.1296A>T
	p.(Glu432Asp)
	Benign
	LB(1), B(3)

	11
	c.1367A>G
	p.(Gln456Arg)
	Benign
	LB(3), B(6)

	11
	c.1414+9T>C
	Intronic
	Likely Benign
	LB(1)

	11
	c.1414+1155G>A
	Intronic
	Benign
	

	11
	c.1414+1170G>A
	Intronic
	Likely Benign
	

	11
	c.1414+1269T>C
	Intronic
	Likely Benign
	

	11
	c.1414+1428A>G
	Intronic
	Benign
	

	11
	c.1414+1450C>G
	Intronic
	Benign
	

	11
	c.1414+5C>T
	Intronic
	Likely Benign
	U(1), LB(1)

	12
	c.1415-17C>G
	Intronic
	Likely Benign
	B(1)

	13
	c.1572+11A>G
	Intronic
	Benign
	B(4)

	14
	c.1579_1581del
	p.(Gln527del)
	Benign
	

	14
	c.1598C>T
	p.(Thr533Met)
	Benign
	LB(1), B(5)

	14
	c.1608A>T
	p.(Thr536Thr)
	Likely Benign
	LB(3), B(2)

	14
	c.1697G>A
	p.(Gly566Glu)
	Benign
	B(5)

	14
	c.1710G>A
	p.(Thr570Thr)
	Likely Benign
	LB(2), B(1)

	ORF15
	c.1754-10C>G
	Intronic
	Likely Benign
	LB(2), B(1)

	ORF15
	c.1754-10C>T
	Intronic
	Likely Benign
	

	ORF15
	c.1974C>T
	p.(Thr658Thr)
	Likely Benign
	LB(1)

	ORF15
	c.2057T>A
	p.(Met686Lys)
	Benign
	LB(1), B(2)

	ORF15
	c.2067A>T
	p.(Pro689Pro)
	Likely Benign
	LB(1)

	ORF15
	c.2223G>A
	p.(Glu741Glu)
	Benign
	B(3)

	ORF15
	c.2334_2336del
	p.(Glu779del)
	Benign
	

	ORF15
	c.2341G>A
	p.(Ala781Thr)
	Benign
	B(3)

	ORF15
	c.2411G>A
	p.(Arg804Lys)
	Benign
	LB(3)

	ORF15
	c.2447_2461del
	p.(Gly816_Glu820del)
	Likely Benign
	

	ORF15
	c.2451G>A
	p.(Gly817Gly)
	Likely Benign
	

	ORF15
	c.2535_2558del
	p.(Glu846_Glu853del)
	Benign
	LB(2)

	ORF15
	c.2541_2561del
	p.(Glu850_Gly856del)
	Benign
	

	ORF15
	c.2541_2561dup
	p.(Glu850_Gly856dup)
	Benign
	

	ORF15
	c.2541G>A
	p.(Gly847Gly)
	Likely Benign
	LB(1)

	ORF15
	c.2606_2620del
	p.(Glu869_Glu873del)
	Benign
	LB(1), B(2)

	ORF15
	c.2606_2632dup
	p.(Glu869_Glu877dup)
	Likely Benign
	LB(1)

	ORF15
	c.2634G>A
	p.(Gly878Gly)
	Benign
	LB(1)

	ORF15
	c.2643_2645del
	p.(Glu882del)
	Likely Benign
	

	ORF15
	c.2667_2669del
	p.(Glu890del)
	Benign
	LB(1), B(2)

	ORF15
	c.2694_2696del
	p.(Glu899del)
	Likely Benign
	

	ORF15
	c.2745_2747del
	p.(Glu916del)
	Likely Benign
	

	ORF15
	c.2805_2807del
	p.(Glu936del)
	Likely Benign
	

	ORF15
	c.2820_2840del
	p.(Asp943_Glu949del)
	Likely Benign
	

	ORF15
	c.2820_2840dup
	p.(Asp943_Glu949dup)
	Benign
	B(2)

	ORF15
	c.2853G>A
	p.(Glu951Glu)
	Benign
	LB(2)

	ORF15
	c.2863T>G
	p.(Trp955Gly)
	Benign
	U(1), B(1)

	ORF15
	c.2880_2882del
	p.(Glu961del)
	Likely Benign
	

	ORF15
	c.2895G>A
	p.(Glu965Glu)
	Likely Benign
	LB(2)

	ORF15
	c.2898G>A
	p.(Gly966Gly)
	Likely Benign
	LB(2)

	ORF15
	c.2901_2903del
	p.(Glu969del)
	Likely Benign
	LB(1)

	ORF15
	c.2919_2939dup
	p.(Gly977_Glu983dup)
	Benign
	LB(1)

	ORF15
	c.2958_2984del
	p.(Gly988_Glu996del)
	Likely Benign
	

	ORF15
	c.3051_3053del
	p.(Glu1018del)
	Benign
	LB(3)

	ORF15
	c.3060_3071del
	p.(Val1025_Glu1028del)
	Benign
	B(2)

	ORF15
	c.3074_3085del
	p.(Val1025_Glu1028del)
	Benign
	

	ORF15
	c.3074_3085dup
	p.(Val1025_Glu1028dup)
	Likely Benign
	

	ORF15
	c.3108_3122del
	p.(Glu1038_Glu1042del)
	Benign
	LB(2)

	ORF15
	c.3116_3118del
	p.(Gly1039del)
	Benign
	B(2)

	ORF15
	c.3123_3125del
	p.(Glu1042del)
	Likely Benign
	

	ORF15
	c.3219C>T
	p.(Gly1073Gly)
	Benign
	B(3)

	ORF15
	c.3231T>A
	p.(Asn1077Lys)
	Benign
	LB(2), B(1)

	ORF15
	c.3264G>A
	p.(Val1088Val)
	Benign
	B(3)

	ORF15
	c.3396C>T
	p.(Asn1132Asn)
	Benign
	B(2)

	ORF15
	c.3407G>A
	p.(Gly1136Asp)
	Likely Benign
	LB(1), B(1)

	ORF15
	c.3430G>A
	p.(Val1144Ile)
	Benign
	B(3)



Nucleotide and amino acid numbering for variants within exons 1 through 15 were based on transcript NM_001034853.2. PreventionGenetics variant interpretations were assigned by PhD geneticists using American College of Medical Genetics and Genomics/Association for Molecular Pathology guidelines [25]. ClinVar Interpretations were taken from the ClinVar website as of November 2023. Listed in the ClinVar column are all interpretations for each variant from all labs other than PreventionGenetics. An empty cell in the ClinVar column indicates that there were no interpretations from other labs for that variant. Interpretation abbreviations are U (Uncertain), LB (Likely Benign) and B (Benign).  The numbers in parentheses after the abbreviations are the number of separate ClinVar entries for each interpretation.   




