	Disease
	RP
	RP
	USHⅡ
	USHⅡ
	BCD
	BCD
	STGD
	RP
	RP
	RP
	STGD
	RP
	RP
	LCA
	RP
	RP
	BBS

	 Syndromic associations
	NE
	NE
	SNHL
	SNHL
	NE
	NE
	NE
	NE
	NE
	NE
	NE
	NE
	NE
	NE
	NE
	NE
	Polydactyly，Mental retardation，Overweight

	Fundus changes
	BSPD, ARA, WOD
	BSPD, WOD
	BSPD, ARA, WOD
	BSPD, ARA, WOD
	WOD,Yellow-white crystalline particles are deposited
	WOD,Yellow-white crystalline particles are deposited
	WOD, MA
	BSPD, WOD
	WOD, MA
	BSPD, WOD, MA
	WOD,MA，Flaky exudation around the atrophic focus
	BSPD, ARA, WOD
	BSPD, ARA, WOD
	WOD
	Uneven distribution of pigment
	BSPD, WOD
	WOD，Leopard-print fundus changes

	BCVA
	OS
	0.5
	0.12
	0.15
	0.4
	0.25+
	0.3
	0.15
	HM
	0.4
	0.4
	0.5
	1.0
	0.1
	0.02
	0.1
	0.15
	0.1

	
	OD
	  0.5
	  0.2
	  0.15
	 0.3
	 0.8
	 0.12
	 0.25
	CF
	0.6-
	0.8
	 0.01
	0.5+
	0.8+
	 0.02
	0.1
	  0.12
	0.15

	SE
	OS
	-1.25DS/+2.25DC ×75°
	-0.75DS/-1.50DC×35°
	-3.25DS/-1.00DC×170°
	-1.50DS/-0.50DC×125°
	-2.25DS
	-0.75DS/-1.00DC×10°
	-2.00DS/-0.50DC×120°
	-0.50DS/-1.00DC×115°
	-0.75DS/-1.00DC×40°
	-0.75DC×120°
	-4.75DS/-0.75DC×115°
	-3.50DS/-0.25DC×130°
	-2.00DC×165°
	+4.50DS/+2.00DC×35°
	-2.25DS/-2.50DC×175°
	-3.75DS/-1.00DC×90°
	-7.25DS/-5.75DC×175°

	
	OD
	-1.75DS
	-1.00DS/-1.25DC×140°
	-4.25DS
	-2.00DC×35°
	-2.00DS/-0.50DC×65°
	-1.00DS/-0.25DC×90°
	-3.25DS
	-0.75DS/-0.50DC×80°
	-0.25DS/-1.00DC×120°
	PL
	-3.75DS/-1.25DC×105°
	-10.00DS/-0.50DC×40°
	-3.50DS/-1.50DC×175°
	+3.50DS/+2.50DC×120°
	-0.75DS/-3.00DC×170°
	-2.75DS/-1.00DC×70°
	-6.50DS/-4.00DC×180°

	Age at onset
	20
	From Childhood
	17
	19
	14
	39
	7
	15
	9
	29
	53
	51
	20
	From Childhood
	17
	51
	From Childhood

	Age of visit
	20
	44
	32
	39
	25
	39
	7
	32
	19
	32
	56
	71
	26
	6
	17
	54
	5

	Gender
	M
	F
	M
	M
	M
	F
	M
	F
	M
	F
	M
	F
	M
	M
	M
	F
	F

	Famly ID
	F1
	F2
	F3
	F4
	F5
	F6
	F7
	F8
	F9
	F10
	F11
	F12
	F13
	F14
	F15
	F16
	F17


Table 1.Clinical characteristics of 17 probands. M:male;F:female;OD:right eye; OS:left eye; SE:spherical equivalent；BCVA:best‐corrected visual acuity;BSPD: bone spicule pigmentation deposit; ARA:attenuated retinal arteries;WOD:waxy‐pale optic disc;MA:Macular atrophy;SNHL: sensorineural hearing loss;NE:None; According to the visual impairment standards established by WHO in 2019, the best corrected visual acuity (BCVA) of the better-seeing eye being less than 0.5 but equal to or greater than 0.3 is classified as mild visual impairment, if which being less than 0.3 but equal to or greater than 0.1, it is classified as moderate visual impairment, if which being less than 0.1 but equal to or greater than 0.05, it is classified as severe visual impairment, and if which being less than 0.05 is classified as blindness.
	Family ID
	Gene
	cDNA change
	Protein change
	Exon
	Type
	Disease
	Resource

	F1
	USH2A
	c.14287G>C
	p. Gly4763Arg
	Exon65
	Missense
	RP
	[8]

	F2
	USH2A
	c.5200G> C
	p. Gly1734Arg
	Exon26
	Missense
	RP
	[9]

	F3
	USH2A
	c.8559-2A>G
	NA
	Exon44
	Splicing
	USHⅡ
	[10]

	F4
	USH2A
	c.10179delG
	p. Met3393fs
	Exon51
	Frameshift
	USHⅡ
	This report

	F5
	CYP4V2
	c.802-8_810del17insGC
	p. 268_270del
	Exon7
	Nonframeshift
	BCD
	[11]

	F6
	CYP4V2
	c.802-8_810del17insGC
	p. 268_270del
	Exon7
	Nonframeshift
	BCD
	[11]

	F7
	PROM1
	c.544dupC
	p. Gln182fs
	Exon4
	Frameshift
	STGD
	This report

	F8
	PROM1
	c.1363G>C
	p. Gly455Arg
	Exon13
	Missense
	RP
	This report

	F9
	PROM1
	c.1902C>G
	p. Tyr634fs
	Exon17
	Stopgain
	RP
	[12]

	F10
	RP1
	c.6181del
	p. I 2061Serfs*12
	Exon4
	Frameshift
	RP
	[13]

	F11
	RP1
	c.256C>A
	p. Pro86Thr
	Exon2
	Missense
	RP
	[14]

	F12
	CNGA1
	c.265del
	p. Leu89PhefsTer4
	Exon6
	Frameshift
	RP
	This report

	F13
	CNGA1
	c.253del
	p. Leu85Phefs*4
	Exon6
	Frameshift
	RP
	This report

	F14
	PRPH2
	c.640T>A
	p. Cys214Ser
	Exon2
	Missense
	LCA
	This report

	F15
	ABCA4
	c.1680delC
	p. Thr560fs
	Exon12
	Frameshift
	RP
	[15]

	F16
	CRB1
	c.3862G>A
	p. Gly1288Ser
	Exon10
	Missense
	RP
	[16]

	F17
	BBS9
	Deletion located in the region of chr7:33404663-33409821 
	
	Exon17
	CNV loss
	BBS
	This report


Table2.Mutation information of disease genes

	
	Family4
	Family7
	Family8
	Family12
	Family13
	Family14

	Gene
	USH2A
	PROM1
	PROM1
	CNGA1
	CNGA1
	PRPH2

	Nucleotide
	c.10179delG
	c.544dupC
	c.1363G>C
	c.265del
	c.253del
	c.640T>A

	Amino acid
	p. Met3393fs
	p. Gln182fs
	p. Gly455Arg
	p. Leu89Phefs*4
	p. Leu85Phefs*
	p. Cys214Ser

	Chromosome
	chr1215963403
	chr4:16026900
	chr4:16008252
	chr4: 47951884
	chr4:47951884
	chr642672291

	Exon
	Exon51
	Exon4
	Exon13
	Exon6
	Exon6
	Exon2

	Source
	father and mother
	father and mother
	father and mother
	father and mother
	father and mother
	father and mother

	LRT
	-
	-
	D
	-
	-
	D

	Mutation Taster
	-
	-
	D
	-
	-
	D

	Mutation Assessor
	-
	
	M
	
	-
	M

	SIFT
	-
	-
	D
	-
	-
	D

	Mutation Taster
	-
	-
	D
	-
	-
	D

	PolyPhen_2
	-
	-
	D
	-
	-
	D

	REVELscore
	-
	-
	0.789
	-
	-
	-

	CADD raw
	-
	-
	4.046
	-
	-
	1.784968

	PhyloP100way
	-
	-
	7.798
	-
	-
	0.95719

	GERP++
	-
	-
	5.37
	-
	-
	0.69264

	Evidence of Pathogenicity
	PVS1+PM2+PP4
	PVS1+PM2+PP4
	PM2+PP3+PP1+
PP4+PP5
	PVS1+PM2+PP1+PP4
	PVS1+PM2+PP4
	PM2+PP1+PP3
+PP4+PP5

	Variant classification
	pathogenic
	pathogenic
	pathogenic
	pathogenic
	pathogenic
	pathogenic


Table 3. Pathogenicity analyses of variants and classification in the 6 Chinese families with IRD.
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