Table 1: Causative and potentially causative variants in patients with inherited retinal dystrophy
	Patient ID
	Diagnosis
	Gene Transcript
	Inheritance Pattern
	Exon / Intron
	Genomic Locationa and cDNA Change
	Amino Acid Change 
	[bookmark: _Hlk208107807]dbSNP ID or Clinvar Accession Number
	Zygosity
	Revel Score
	ClinVar
	ACMG 
Classification
	Reference

	P1
	Stargardt Disease
	ABCA4
NM_000350.3
(disease-associated variant)
	AR
	E27; E40
	[bookmark: _Hlk152854954]chr1:94497360;
chr1:94476467
c.[4102C>T; 5603A>T]

	p.[(Arg1368Cys); (Asn1868Ile)]
	rs1183074086; rs1801466
	Hom
	0.86 
	P; Conflict
	LP
PM1, PM2, PM3, PM5, PP2, PP3; VUS
BS2, PP2, PS3
	PMID: 28044389, PMID: 22229821; PMID: 33375396
 

	
	
	CLRN1
NM_174878.3
(incidental finding)
	RP a
Usher syndrome type 3A (AR)
	E1
	chr3:150690402
c.93del

	p.Leu32CysfsTer40
	SCV006082518
	Het
	-
	-
	LP
PVS1, PM2
	Novel

	P2
	Usher Syndrome
	USH2A
NM_206933.4
	AR
	E63
	chr1:215848858 
c.12394del
	p.Leu4132TrpfsTer35
	rs1558049084
	Hom
	-
	P
	LP
PVS1, PM2
	PMID: 28224992

	P4
	Usher Syndrome
	USH1C
NM_153676.4
	AR
	IVS6
	chr11:17548562 c.521+1G>A 
	-
	-
	Hom
	-
	LP
	LP
PVS1, PM2
	PMID:28944237

	P6
	Retinoschisis
	RS1
NM_000330.4
	XL
	E6
	chrX:18660224 c.575C>T
	p.Pro192Leu
	rs61753175
	Hem
	0.94
	P
	LP
PM1, PM2, PM5, PP3,PP4
	PMID:19093009

	P7
	Retinitis Pigmentosa
	IFT81
NM_014055.4
	AR
	E19
	chr12:110655969 C>T c.1969C>T
	p.Gln657Ter
	SCV006082517
	Hom
	-
	-
	VUS
PVS1_M, PM2
	PMID: 34448047

	P9
	Retinitis Pigmentosa
	ABCA4
NM_000350.3
	AR
	E13
	chr1:94528217 c.1853G>A
	p.Gly618Glu
	rs61751394
	Hom
	0.92 
	LP
	LP
PM2, PM5, PP2, PP3
	PMID:28002570

	P10
	Leber’s Congenital Amaurosis
	RPGRIP1
NM_020366.4
	AR
	E16
	chr14:21793477 c.2302C>T 
	p.Arg768Ter
	rs75459701
	Hom
	-
	P
	LP
PVS1, PM2
	PMID:29145603

	P11
	Retinitis Pigmentosa
	RP2
NM_006915.3
(disease-associated variant)
	XL
	E2
	chrX:46712987 c.181_182del
	p.Gln61ValfsTer7
	SCV006079509
	Hem
	-
	-
	LP
PVS1, PM2
	Novel

	
	
	BEST1
NM_004183.4
(incidental finding)
	AD, AR
	E4
	chr11:61723367 c.425G>A
	p.Ser142Asn
	rs1334264356
	Het
	0.73
	LP
	LP
PM1, PM2, 
PP2, PP3
	-

	P12
	Retinoschisis
	RS1
NM_000330.4
	XL
	E4
	chrX:18665311 c.326G>C
	p.Gly109Ala
	-
	Hem
	0.74

	LP
	LP
PM2, PM5, 
PP3, PP4
	PMID: 34865595

	P13
	Retinitis Pigmentosa
	PCARE
NM_001029883.3
	AR
	E1
	chr2:29294126 c.3002G>A
	p.Trp1001Ter
	rs367658438
	Hom
	-
	P/LP
	LP
PVS1, PM2
	PMID:28041643

	P15
	Cone Dystrophy
	KCNV2
NM_133497.4
	AR
	E1
	chr9:2718521 c.782C>A
	p.Ala261Asp
	rs755071813
	Hom
	0.68
	VUS
	LP
PM2, PP3, PP4
	PMID: 23725738, PMID: 23143909

	P17
	Bietti Crystalline Dystrophy
	CYP4V2
NM_207352.4
	AR
	E3
	chr4:187117206 c.377T>G
	p.Phe126Cys
	SCV006082511
	Hom
	0.84
	-
	VUS 
PM2, PP3, PP4
	Novel

	P18
	Bietti Crystalline Dystrophy
	CYP4V2
NM_207352.4
	AR
	E3
	chr4:187117161 c.332T>C
	p.Ile111Thr
	rs119103283
	Hom
	0.92
	P
	LP
PM2, PM3, PP3, PP4
	PMID: 29691984

	P19
	Optic Atrophy
	OPA1
NM_130837.3
(disease-associated variant)
	AD
	E14
	chr3:193361204 c.1348G>A
	p.Val450Met
	-
	Het
	0.93
	LP
	LP
PS4_M, PM1, PM2, PP3
	PMID:23401657

	
	
	IMPG1
NM_001563.4 
(incidental finding) 
	AD, AR
	E13
	chr6:76660392 c.1711C>T
	p.Arg571Ter
	rs753636102
	Het
	-
	P
	LP
PVS1, PM2
	-

	P20
	Stargardt Disease
	ABCA4
NM_000350.3
	AR
	E43
	chr1:94473277 c.5917delG
	p.Val1973Ter 
	rs61751389
	Hom
	-
	P
	LP
PVS1, PM2
	PMID: 28041643

	P21
	Cone-Rod Dystrophy
	DRAM2
NM_001349884.2
	AR
	E8
	chr1:111662531 c.568G>T 
	p.Glu190Ter
	rs1057516195
	Hom
	-
	LP
	LP
PVS1, PM2
	-

	P22
	Stargardt Disease
	ABCA4
NM_000350.3
	AR
	E32
	chr1:94488968 c.4640delA
	p.Lys1547ArgfsTer34
	rs886044745
	Hom
	-
	P
	LP
PVS1, PM2
	PMID: 28118664

	P23
	Retinitis Pigmentosa
	RPGR
NM_001034853.2
	XL
	E11
	chrX:38156537 c.1414G>A 
	p.Asp472Asn
	SCV006082503
	Hem
	0.82 (SpliceAI)
	-
	VUS
PM2, PP3
	Novel

	P24
	Bietti Crystalline Dystrophy
	CYP4V2
NM_207352.4
	AR
	E9
	chr4:187130096 c.1168C>T
	p.Arg390Cys
	rs776616377
	Hom
	0.93
	P
	LP
PM2, PM5, PP3, PP4 
	PMID:26971461

	P26
	Usher Syndrome
	ARSG
NM_001267727.2
	AR
	E3
	chr17:66339789 c.263G>T
	p.Arg88Leu
	rs760615747
	Hom
	0.77
	-
	VUS
PM2, PP3
	-

	P27
	Retinitis Pigmentosa
	RPE65
NM_000329.3
	AR
	E9
	chr1:68904631 c.992G>A 
	p.Trp331Ter
	rs761471961
	Hom
	-
	P
	LP
PVS1, PM2
	PMID:26047050

	P29
	Enhanced S-Cone Syndrome
	NR2E3
NM_014249.4
	AD, AR
	IVS1
	chr15:72103821 c.119-2A>C
	-
	rs2723341
	Hom
	-
	P/LP
	LP
PVS1, PM2, PM3
	PMID: 32679203

	[bookmark: _Hlk156910820]P30
	Retinitis Pigmentosa
	MFSD8
(NM_001371596.2)
	AR
	E9
	chr4:128851907 c.929G>A
	p.Gly310Asp
	rs1182033975
	Hom
	0.63
	LP
	VUS
PM2, PP2
	PMID: 15074367, PMID: 35457110

	[bookmark: _Hlk157781633]P32
	Leber’s Congenital Amaurosis
	RPE65
NM_000329.3 
	AR
	E4
	chr1:68910545 c.267C>G
	p.Tyr89Ter
	SCV006082497
	Hom
	-
	-
	LP
PVS1, PM2
	Novel




*: ABCA4 variants in P1 are presented in cis, with annotations for each variant—including exon number, dbSNP ID, ClinVar, ACMG classification, and reference information—provided separately, using a semicolon.         a:Genomic locations have been added based on GRCh37.  Abbrevations: AD: autosomal dominant, AR: autosomal recessive, E: exon, Hem: hemizygous, Het: heterozygous, Hom: homozygous, IVS: intervening sequence, LP: likely pathogenic, P: pathogenic, VUS: variant of uncertain clinical significance, XL: X-linked, a: inheritance pattern not specified. For P1, P11, and P19, the variant in the gene associated with the retinal dystrophy subtype consistent with the clinical diagnosis is designated as the ‘disease-associated variant,’ whereas the additional likely pathogenic variant identified in a gene linked to a different retinal dystrophy subtype is reported as an ‘incidental finding’ in the ‘gene/transcript’ column.
[bookmark: _Hlk200563377][bookmark: _Hlk200563378][bookmark: _Hlk200563379][bookmark: _Hlk200563380]Figure 5: Fundus Autofluorescence (FAF) and Optical Coherence Tomography (OCT) of both eyes for P17 and P26, and Color Fundus Photography of P19. (a) P17: FAF images show hypoautofluorescent areas, which correspond to retinal atrophy (denoted by white asterisks), as well as crystalline deposits. (b) P26: FAF images reveal a hyperautofluorescent ring surrounding the macular region, along with hypoautofluorescence at the level of the vascular arcades. The peripheral retina appears relatively preserved. OCT images confirm the presence of bilateral cystoid macular edema (indicated by white arrows).

