Table 2.Variations of genes of included patients

	Patient

ID
	Sex
	gene
	Chromosome
	Exon
	Encoding Protein
	function
	Nucleotide Change
	Amino acid changes
	State
	Inheritance pattern
	Predict influence
	phenotype
	mutation origin
	Reported

	F1
	M
	ABCA4
	Chr1
	22
	Retinal-specific phospholipid-transporting ATPase
	This protein is a retina-specific ABC transporter with N-retinylidene-PE as a substrate.
	C.3323G>A
	p.Arg1108His
	compound heterozygote
	AR
	Splice site changes/ TOPO_DOM lost
	RP
	parents
	known

	
	
	
	
	12
	
	
	C.1561delG
	p.Val521Phe
	
	
	NMD
	
	
	

	2
	F
	CRB1
	Chr1
	7


	Protein crumbs homolog 1
	a component of the molecular scaffold maintain cell polarization and adhesion
	c.T307C 
	p.Cys103Arg
	compound heterozygote
	AR
	Extracellular lost，EGF-like 6; calcium-binding lost
	RP
	parents
	novel



	
	
	
	
	
	
	
	c.G2642A
	p.Arg881Gln
	
	
	NMD
	
	
	

	3
	M
	USH2A
	Chr1
	57
	Usherin
	In retina photoreceptors, the USH2 complex is required for the maintenance of periciliary membrane complex that seems to play a role in regulating intracellular protein transport
	c.T11053C
	p.Trp3685Arg
	heterozygote
	AD
	Extracellular lost
	Usher
	maternal
	novel

	4
	F
	USH2A
	Chr1
	43
	Usherin
	
	C.8559_2A>G
	
	homozygous
	AR
	NMD
	Usher
	parents
	novel

	5
	M
	RHO
	Chr3
	1
	rhodopsin
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	Light-induced isomerization of the chromophore 11-cis-retinal to all-trans-retinal triggers a conformational change that activates signaling via G-proteins
	c.T70G
	p.Phe24Val
	heterozygote
	AD
	TRANSMEM domain lost splice site changes
	RP
	maternal
	novel

	6
	F
	CNGA1
	Chr4
	5
	cGMP-gated cation channel alpha-1
	Subunit of the rod cyclic GMP-gated cation channel in the plasma membrane，which is involved in the final stage of the phototransduction pathway. When light hits rod photoreceptors, cGMP concentrations decrease causing rapid closure of CNGA1/CNGB1 channels and, therefore, hyperpolarization of the membrane potential.
	C.472delC
	p.Leu158Phe*4
	homozygous
	AR
	NMD
	RP
	paternal
	known

	7
	M
	BBS7
	Chr4
	10
	Bardet-Biedl syndrome 7 protein
	The BBSome complex is thought to function as a coat complex required for sorting of specific membrane proteins to the primary cilia. The BBSome complex is required for ciliogenesis
	C.1002delT
	p.Lle334llefs*15
	homozygous
	AR
	NMD
	Bardet-

Biedl syndrome
	parents
	known

	8
	M
	CYP4V2
	Chr4
	2
	Cytochrome P450 4V2
	A cytochrome P450 monooxygenase involved in fatty acid metabolism in the eye。Mechanistically, uses molecular oxygen inserting one oxygen atom into a substrate, and reducing the second into a water molecule, with two electrons provided by NADPH via cytochrome P450 reductase
	c.802_810del

c.789delT
	:p.268_270del

p.T263fs
	homozygous
	AR
	BINDING position lost,  splice site changes
	RP
	parents
	known

	9
	M
	EYS
	Chr6
	2
	Protein eyes shut homolog
	Specifically required for normal morphology of the photoreceptor ciliary pocket, and might thus facilitate protein trafficking between the photoreceptor inner and outer segments via the transition zone
	C.88G>A
	p.Glu30lys
	homozygous
	AR
	splice site changes
	RP
	parents
	known

	10
	M
	EYS
	Chr6
	4
	Protein eyes shut homolog
	Specifically required for normal morphology of the photoreceptor ciliary pocket, and might thus facilitate protein trafficking between the photoreceptor inner and outer segments via the transition zone
	c.8309T>C
	p.Leu2770Pro
	homozygous
	AR
	splice site changes
	RP
	parents
	novel

	
	
	
	
	
	
	
	c.6557G>A
	p.Gly2186Glu
	
	
	
	
	
	known

	11
	F
	RP1
	Chr8
	3
	Oxygen-regulated protein 1
	The encoded protein is a photoreceptor microtubule-associated protein and is required for correct stacking of outer segment disc. its response to in vivo retinal oxygen levels
	C.2285_2289delTAAAT
	p.Leu762Tyrfs*17
	heterozygote
	AD
	NMD
	RP
	maternal
	known

	12
	M
	RPGR
	ChrX
	15
	X-linked retinitis pigmentosa GTPase regulator
	The encoded protein is found in the Golgi body,involved in microtubule organization and regulation of transport in primary cilia
	c.3031G>T
	*p.Gly1011*
	hemizygous
	XL
	NMD
	RP
	maternal
	novel

	F13
	F
	RPGR
	ChrX
	4
	X-linked retinitis pigmentosa GTPase regulator
	
	C.A307G
	p.Thr103Ala
	heterozygote
	XL
	splice site changes，RCC1 lost
	eoHM;RPGR carrier
	maternal
	novel

	14
	F
	RPGR
	ChrX
	4
	X-linked retinitis pigmentosa GTPase regulator
	
	C.A2308T
	p.Lys770*
	heterozygote
	XL
	splice site changes，RCC1 lost
	eoHM;RPGR carrier
	paternal
	novel

	15
	F
	RPGR
	ChrX
	15
	X-linked retinitis pigmentosa GTPase regulator
	
	C.2038_2041delGACA
	p.Asp680Argfs*16
	heterozygote
	XL
	NMD
	eoHM;RPGR carrier
	paternal
	novel

	16
	F
	RPGR
	ChrX
	1
	X-linked retinitis pigmentosa GTPase regulator
	
	C.29_113del
	p.Asp10Alafs*7
	heterozygote
	XL
	NMD
	eoHM;RPGR carrier
	maternal
	known

	17
	M
	RPGR
	ChrX
	2
	X-linked retinitis pigmentosa GTPase regulator
	
	C.154G>A
	p.Gly52Arg
	hemizygous
	XL
	splice site changes
	RP
	maternal
	novel

	18
	M
	RP2
	ChrX
	11
	RP2 activator of ARL3 GTPase6
	Acts as a GTPase-activating protein (GAP) involved in trafficking between the Golgi and the ciliary membrane.
	C.26_29del
	p.Arg9FS
	hemizygous
	XL
	NMD
	RP
	maternal
	novel

	19
	F
	RP2
	ChrX
	2
	RP2 activator of ARL3 GTPase
	
	C.513G>A
	p.Trp171*
	heterozygote
	XL
	NMD
	eoHM; RP2 carrier
	paternal
	novel

	20
	M
	CACNA1F
	ChrX
	20
	Calcium voltage-gated channel subunit alpha1 F
	Voltage-sensitive calcium channels (VSCC) mediate the entry of calcium ions into excitable cells
	C.2455G>T
	p.Giu164*
	hemizygous
	XL
	NMD
	RP
	maternal
	novel


