Supplementary Table 2

Uncertain, Likely Pathogenic and Pathogenic RPGR Variants Detected at PreventionGenetics

	Exon
	Nucleotide
	Protein
	Novel ?
	PreventionGenetics
Interpretations
	ClinVar
Interpretations

	2
	c.30T>A
	p.(Asp10Glu)
	Yes
	Uncertain
	U(1), B(1)

	3
	c.247G>A
	p.(Ala83Thr)
	No
	Uncertain
	U(1)

	5
	c.358G>A
	p.(Gly120Arg)
	Yes
	Uncertain
	

	6
	c.617C>G
	p.(Thr206Arg)
	Yes
	Uncertain
	U(1)

	8
	c.934G>T
	p.(Asp312Tyr)
	No
	Uncertain
	U(1)

	12
	c.1443A>C
	p.(Glu481Asp)
	Yes
	Uncertain
	LB(1)

	ORF15
	c.2525_2578dup
	p.(Gly842_Glu859dup)
	Yes
	Uncertain
	U(1)

	ORF15
	c.2670_2693dup
	p.(Gly891_Glu898dup)
	No
	Uncertain
	

	ORF15
	c.2707_2757dup
	p.(Glu903_Gly919dup)
	No
	Uncertain
	

	ORF15
	c.2721_2744dup
	p.(Gly908_Glu915dup)
	No
	Uncertain
	

	ORF15
	c.2731_2757del
	p.(Glu911_Gly919del)
	Yes
	Uncertain
	U(1)

	ORF15
	c.2829T>A
	p.(Asp943Glu)
	
	Uncertain
	U(1)

	ORF15
	c.2958_2984del
	p.(Gly988_Glu996del)
	Yes
	Uncertain
	

	ORF15
	c.2984_2985insAGAAGGGGAGGGGGAAGAGGAAGGAGAAGGGGAAGGGGAGGAAGGAGAAGGGGAAGGGGAGGAAGGAGAAGGGGAGGGGGAAGAGGAGGAAGGAGAAGGGGAGGGGGAAGAGGAGGAAGG
	p.(Glu996_Glu997insGlyGluGlyGluGluGluGlyGluGlyGluGlyGluGluGlyGluGlyGluGlyGluGluGlyGluGlyGluGlyGluGluGluGluGlyGluGlyGluGlyGluGluGluGluGlyGlu)
	Yes
	Uncertain
	

	1
	c.28+1G>A
	p.?
	No
	Pathogenic
	P(2)

	2
	c.127G>A
	p.(Gly43Arg)
	No
	Likely Pathogenic
	

	3
	c.159_160insTAA
	p.(Asn54*)
	No
	Likely Pathogenic
	

	3
	c.179G>T
	p.(Gly60Val)
	No
	Pathogenic
	P(5)

	4
	c.299T>C
	p.(Leu100Pro)
	No
	Likely Pathogenic
	U(2), P(1)

	5
	c.360del
	p.(Gly122Valfs*11)
	Yes
	Likely Pathogenic
	

	5
	c.379A>G
	p.(Arg127Gly)
	No
	Pathogenic
	U(1), LP(1), P(2)

	5
	c.427A>T
	p.(Lys143*)
	Yes
	Likely Pathogenic
	

	6
	c.470-1G>A
	p.?
	No
	Likely Pathogenic
	

	6
	c.517G>C
	p.(Gly173Arg)
	No
	Pathogenic
	P(1)

	6
	c.619+2_619+5del
	p.?
	Yes
	Likely Pathogenic
	LP(1)

	6
	c.619+5G>C
	p.?
	Yes
	Likely Pathogenic
	

	7
	c.636T>G
	p.(Tyr212*)
	Yes
	Likely Pathogenic
	

	7
	c.706C>T
	p.(Gln236*)
	No
	Pathogenic
	P(1)

	7
	c.778+1G>T
	p.?
	Yes
	Likely Pathogenic
	

	8
	c.869del
	p.(Glu290Glyfs*8)
	No
	Pathogenic
	P(1)

	9
	c.957del
	p.(Phe319Leufs*9)
	Yes
	Likely Pathogenic
	P(1)

	9
	c.1015dup
	p.(Ile339Asnfs*7)
	Yes
	Likely Pathogenic
	

	10
	c.1092dup
	p.(Ala365Cysfs*12)
	No
	Pathogenic
	P(3)

	10
	c.1120G>T
	p.(Glu374*)
	No
	Pathogenic
	LP(1), P(2)

	10
	c.1216_1217del
	p.(Leu406Ilefs*46)
	No
	Pathogenic
	P(3)

	10
	c.1234C>T
	p.(Arg412*)
	No
	Pathogenic
	LP(1), P(2)

	13
	c.1519del
	p.(Ser507Alafs*2)
	Yes
	Likely Pathogenic
	

	13
	c.1534G>T
	p.(Glu512*)
	Yes
	Likely Pathogenic
	P(1)

	14
	c.1651dup
	p.(Ser551Phefs*10)
	Yes
	Likely Pathogenic
	

	ORF15
	c.1938_1939insAGAGG
	p.(Ala647Argfs*52)
	No
	Likely Pathogenic
	

	ORF15
	c.1983_1995del
	p.(Gly662Glnfs*31)
	No
	Likely Pathogenic
	

	ORF15
	c.2083del
	p.(Glu695Asnfs*2)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2105_2213dup
	p.(Glu742Glyfs*64)
	No
	Pathogenic
	

	ORF15
	c.2146G>T
	p.(Glu716*)
	No
	Pathogenic
	P(1)

	ORF15
	c.2159_2162del
	p.(Gln720Argfs*94)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2195del
	p.(Glu732Glyfs*83)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2221G>T
	p.(Glu741*)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2236_2237del
	p.(Glu746Argfs*23)
	No
	Pathogenic
	LP(1), P(13)

	ORF15
	c.2246_2253del
	p.(Glu749Glyfs*18)
	Yes
	Pathogenic
	

	ORF15
	c.2252_2255del
	p.(Lys751Argfs*63)
	No
	Pathogenic
	P(2)

	ORF15
	c.2260G>T
	p.(Glu754*)
	No
	Pathogenic
	P(2)

	ORF15
	c.2268del
	p.(Glu757Argfs*58)
	No
	Likely Pathogenic
	

	ORF15
	c.2270_2271del
	p.(Glu757Glyfs*12)
	No
	Pathogenic
	P(1)

	ORF15
	c.2274_2277del
	p.(Gly759Lysfs*55)
	No
	Pathogenic
	

	ORF15
	c.2336_2345dup
	p.(Glu784Serfs*54)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2384del
	p.(Glu795Glyfs*20)
	No
	Pathogenic
	LP(1), P(3)

	ORF15
	c.2405_2406del
	p.(Glu802Glyfs*32)
	No
	Pathogenic
	LP(3), P(11)

	ORF15
	c.2412_2418del
	p.(Gly805Lysfs*8)
	No
	Pathogenic
	P(1)

	ORF15
	c.2423_2424del
	p.(Lys808Argfs*26)
	No
	Pathogenic
	

	ORF15
	c.2426_2427del
	p.(Glu809Glyfs*25)
	No
	Pathogenic
	LP(1), P(5)

	ORF15
	c.2442_2445del
	p.(Gly817Lysfs*2)
	No
	Pathogenic
	P(7)

	ORF15
	c.2455_2468del
	p.(Val819Argfs*11)
	Yes
	Likely Pathogenic
	P(1)

	ORF15
	c.2476_2477del
	p.(Arg826Glyfs*8)
	No
	Pathogenic
	LP(1), P(2)

	ORF15
	c.2517_2518del
	p.(Glu841Glyfs*237)
	No
	Pathogenic
	P(1)

	ORF15
	c.2541_2542del
	p.(Glu848Glyfs*230)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2569A>T
	p.(Lys857*)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2590G>T
	p.(Glu864*)
	No
	Pathogenic
	

	ORF15
	c.2605G>T
	p.(Glu869*)
	No
	Likely Pathogenic
	LP(1), P(2)

	ORF15
	c.2625dup
	p.(Gly876Argfs*203)
	No
	Pathogenic
	LP(1), P(1)

	ORF15
	c.2630del
	p.(Glu877Glyfs*212)
	No
	Likely Pathogenic
	P(1)

	ORF15
	c.2644G>T
	p.(Glu882*)
	Yes
	Pathogenic
	P(1)

	ORF15
	c.2650G>T
	p.(Glu884*)
	No
	Pathogenic
	P(1)

	ORF15
	c.2695G>T
	p.(Glu899*)
	No
	Likely Pathogenic
	P(2)

	ORF15
	c.2706_2707del
	p.(Glu903Glyfs*175)
	No
	Likely Pathogenic
	P(1)

	ORF15
	c.2714_2715del
	p.(Glu905Glyfs*173)
	No
	Pathogenic
	P(2)

	ORF15
	c.2730_2731del
	p.(Glu911Glyfs*167)
	No
	Pathogenic
	

	ORF15
	c.2743G>T
	p.(Glu915*)
	No
	Pathogenic
	

	ORF15
	c.2763_2764del
	p.(Glu922Glyfs*156)
	No
	Pathogenic
	P(3)

	ORF15
	c.2911G>T
	p.(Glu971*)
	Yes
	Likely Pathogenic
	

	ORF15
	c.2937_2938del
	p.(Glu980Glyfs*98)
	No
	Pathogenic
	LP(2), P(1)

	ORF15
	c.2964_2965del
	p.(Glu989Glyfs*89)
	No
	Pathogenic
	P(5)

	ORF15
	c.2971del
	p.(Glu991Lysfs*98)
	No
	Likely Pathogenic
	LP(1), P(1)

	ORF15
	c.3027_3028del
	p.(Glu1010Glyfs*68)
	No
	Pathogenic
	P(3)

	ORF15
	c.3039_3040del
	p.(Glu1014Glyfs*64)
	No
	Pathogenic
	P(2)

	ORF15
	c.3050_3051del
	p.(Glu1017Glyfs*61)
	No
	Pathogenic
	

	ORF15
	c.3092_3093del
	p.(Glu1031Glyfs*47)
	No
	Pathogenic
	P(5)

	ORF15
	c.3092del
	p.(Glu1031Glyfs*58)
	No
	Pathogenic
	P(8)

	ORF15
	c.3096_3097del
	p.(Glu1033Argfs*45)
	No
	Pathogenic
	P(7)

	ORF15
	c.3231_3234del
	p.(Asn1077Lysfs*11)
	Yes
	Likely Pathogenic
	

	ORF15
	c.3263_3266del
	p.(Val1088Alafs*3)
	No
	Likely Pathogenic
	

	ORF15
	c.3308_3309del
	p.(Tyr1103Serfs*7)
	No
	Pathogenic
	



Nucleotide and amino acid numbering for variants were based on transcript NM_001034853.2. The Novel column indicates whether the variant was included in any publication as of the time of manuscript preparation. Interpretations were assigned by PreventionGenetics 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 B (Benign), LB (Likely Benign), U (Uncertain), LP (Likely Pathogenic) and P (Pathogenic).  The numbers in parentheses after the abbreviations are the number of separate ClinVar entries for each interpretation.  

