	Table S2.The clinical feature and the mutation screening results of the CYP4V2 of the BCD patients in this study  

	Patient
	Stage
	Age of onset
	Age of arrival
	Family     history
	Consanguinity
	BCVA (logMAR)
	Mutations
	Cosegregation
	OCT

	
	
	
	
	
	
	OD
	OS
	
	
	

	019095
	3
	20
	37
	N
	N
	1.4
	2
	Indel/Indel
	NA
	NA

	019221
	3
	36
	44
	N
	N
	2
	1.7
	Indel/Indel
	NA
	NA

	019294
	2-3
	39
	46
	N
	Y
	0.7
	1.3
	Indel/Indel
	Y
	NA

	019426
	3
	29
	43
	N
	N
	0.7
	0.52
	Indel/Indel
	NA
	LOI, IOE

	019450
	3
	27
	41
	Y
	N
	0.7
	1
	Indel/Indel
	NA
	NA

	019538
	3
	26
	38
	N
	N
	1
	1
	Indel/Indel
	NA
	NA

	019643
	3
	20
	43
	N
	N
	2
	4
	Indel/Indel
	NA
	NA

	0191002
	1-2
	NA§
	29
	Y
	N
	0.1
	0
	Indel/Indel
	Y
	DLD, LOI, IOE

	028041
	3
	30
	37
	N
	N
	0.7
	0.7
	Indel/Indel
	NA
	NA

	028042
	2
	28
	37
	N
	N
	0
	0.3
	Indel/Indel
	NA
	NA

	028044
	2
	12
	43
	N
	N
	1
	0.4
	Indel/Indel
	NA
	NA

	028051
	3
	30
	45
	N
	N
	0.52
	0.52
	Indel/Indel
	NA
	NA

	028053
	3
	28
	51
	Y
	N
	2
	2
	Indel/Indel
	Y
	NA

	028060
	2
	38
	50
	N
	N
	0.52
	0.7
	Indel/Indel
	NA
	NA

	028065
	3
	24
	37
	N
	N
	1.1
	1.52
	Indel/Indel
	NA
	NA

	028066
	2-3
	23
	39
	N
	N
	1
	1
	Indel/Indel
	NA
	NA

	028069
	3
	33
	43
	N
	N
	0.3
	0.22
	Indel/Indel
	NA
	NA

	028072
	3
	18
	32
	N
	Y
	0.4
	0.7
	Indel/Indel
	NA
	NA

	028073
	3
	22
	35
	N
	N
	0.15
	0.92
	Indel/Indel
	NA
	NA

	028074
	3
	27
	36
	N
	N
	2
	0.7
	Indel/Indel
	NA
	NA

	028075
	3
	24
	42
	N
	N
	1.22
	1.22
	Indel/Indel
	NA
	NA

	028076
	3
	33
	47
	N
	N
	1
	1
	Indel/Indel
	NA
	NA

	028077
	3
	24
	43
	N
	N
	1.7
	1.7
	Indel/Indel
	NA
	NA

	028079
	3
	30
	63
	N
	N
	1
	0.15
	Indel/Indel
	Y
	NA

	028082
	2
	32
	49
	Y
	N
	0.3
	0.4
	Indel/Indel
	Y
	NA

	028084
	3
	36
	58
	N
	N
	1.7
	1
	Indel/Indel
	NA
	NA

	028086
	2
	34
	44
	N
	N
	0.1
	0.22
	Indel/Indel
	NA
	NA

	028090
	3
	6
	27
	N
	N
	0.7
	1.7
	Indel/Indel
	NA
	NA

	028093
	2-3
	34
	41
	N
	N
	1
	1.7
	Indel/Indel
	NA
	NA

	028094
	1
	NA§
	36
	N
	N
	0
	0.08
	Indel/Indel
	Y
	DLD, IOE

	028095^
	2-3
	30
	39
	Y
	Y
	1.7
	1.7
	Indel/Indel
	NA
	LOE, IOE, ORT

	028096
	2-3
	72
	77
	N
	N
	0.4
	0.7
	Indel/Indel
	NA
	LOE, IOE, ORT

	028098
	2-3
	41
	42
	N
	N
	1
	0.52
	Indel/Indel
	NA
	NA

	028101
	2
	25
	31
	N
	N
	0.1
	0.7
	Indel/Indel
	NA
	NA

	028103
	2
	17
	25
	N
	N
	0.15
	0.15
	Indel/Indel
	NA
	NA

	028104
	2
	25
	29
	N
	N
	0.4
	0.4
	Indel/Indel
	NA
	DLD, LOE, IOE, ORT

	028105
	3
	6
	44
	N
	N
	4
	3
	Indel/Indel
	NA
	NA

	028107
	2
	25
	39
	Y
	N
	2
	2
	Indel/Indel
	NA
	NA

	028109
	3
	29
	54
	Y
	N
	3
	0.4
	Indel/Indel
	NA
	NA

	028111
	2
	30
	35
	N
	N
	1.1
	1
	Indel/Indel
	NA
	LOE, IOE, ORT

	028112
	3
	35
	44
	Y
	N
	2
	2
	Indel/Indel
	NA
	NA

	028114
	2-3
	34
	50
	N
	N
	0.7
	0.7
	Indel/Indel
	NA
	NA

	028115
	2-3
	27
	33
	N
	N
	1.7
	1.7
	Indel/Indel
	NA
	NA

	028121
	2-3
	28
	34
	N
	N
	0
	0
	Indel/Indel
	NA
	DLD, LOE, IOE, ORT

	028122
	2
	43
	47
	N
	N
	0.15
	0.3
	Indel/Indel
	NA
	LOI, IOE，macular CNV (OU)

	028142
	2-3
	23
	35
	N
	N
	0.7
	1.3
	Indel/Indel
	Y
	DLD, LOE, IOE, ORT

	028146
	3
	38
	55
	Y
	N
	1
	0.52
	Indel/Indel
	Y
	LOI, IOE

	028148
	3
	36
	67
	Y
	N
	4
	4
	Indel/Indel
	Y
	LOI, IOE

	028150
	3
	30
	48
	N
	N
	3
	1.4
	Indel/Indel
	Y
	DLD, LOI, IOE，ORT, macular CNV (OD)

	028152
	2-3
	23
	33
	N
	N
	1.3
	1.22
	Indel/Indel
	Y
	DLD, LOE, IOE, ORT

	028159
	2
	21
	27
	N
	Y
	0.1
	0.22
	Indel/Indel
	NA
	DLD, LOE, IOE

	028161
	3
	24
	41
	N
	Y
	1.3
	1.3
	Indel/Indel
	Y
	DLD, LOE, IOE，ORT

	028164^
	2-3
	40
	50
	N
	Y
	1
	3
	Indel/Indel
	Y
	DLD, LOE, IOE, ORT

	045007
	2
	15
	27
	Y
	Y
	0.4
	0.7
	Indel/Indel
	Y
	NA

	019296
	2-3
	12
	24
	N
	N
	2
	1.4
	Indel/p.L22H
	NA
	NA

	028059^
	2
	33
	36
	N
	N
	0.1
	0.7
	Indel/p.F73L
	NA
	NA

	028071
	2-3
	28
	39
	N
	N
	1
	2
	Indel/p.F73L
	NA
	NA

	028089
	2
	20
	31
	N
	N
	0.7
	0.7
	Indel/p.F73L
	NA
	NA

	028135
	2-3
	32
	35
	N
	N
	0.1
	0.52
	Indel/p.F73L
	NA
	NA

	028116
	2-3
	35
	40
	N
	N
	1.3
	1.7
	Indel/p.R85H
	NA
	NA

	028145
	2
	32
	34
	Y
	N
	0.15
	0.52
	Indel/p.R85C
	NA
	NA

	028061
	3
	35
	38
	Y
	N
	0.7
	0.7
	Indel/p.G95R
	Y
	NA

	028133
	3
	28
	43
	N
	N
	3
	3
	Indel/p.G95R
	NA
	DLD, LOE, IOE

	028153
	3
	21
	33
	N
	N
	1.3
	1.3
	Indel/p.G95R
	NA
	DLD, LOE, IOE, ORT

	019613
	2-3
	24
	39
	Y
	N
	1.3
	2
	Indel/p.L112X
	NA
	DLD, LOE, IOE, ORT

	019122
	2
	14
	27
	N
	N
	0.22
	0.22
	Indel/p.M123R
	NA
	NA

	028108
	3
	25
	49
	Y
	N
	0.3
	0.4
	Indel/p.W244X
	Y
	NA

	019363
	3
	18
	42
	N
	N
	2
	1.7
	Indel/p.R320X
	Y**
	NA

	019528
	2
	37
	41
	N
	N
	0.4
	0.7
	Indel/p.H331P
	NA
	NA

	028049
	2
	27
	29
	N
	N
	2
	2
	Indel/p.H331P
	NA
	NA

	028083
	2-3
	23
	40
	Y
	N
	0.52
	1
	Indel/p.H331P
	NA
	NA

	028087
	2
	6
	32
	N
	N
	0.1
	0.1
	Indel/p.H331P
	NA
	NA

	028099
	2
	24
	30
	N
	N
	0.1
	0
	Indel/p.H331P
	NA
	DLD, LOE, IOE, ORT

	028100
	2-3
	25
	49
	Y
	N
	1
	1
	Indel/p.H331P
	NA
	NA

	028102
	3
	36
	55
	N
	N
	1.4
	1.7
	Indel/p.H331P
	NA
	NA

	028106
	3
	46
	57
	N
	N
	1
	0.7
	Indel/p.H331P
	NA
	NA

	028118
	2
	36
	40
	N
	N
	0.3
	0.22
	Indel/p.H331P
	NA
	LOI

	028127
	3
	35
	40
	N
	N
	0.52
	0.7
	Indel/p.H331P
	NA
	LOI

	028139
	2 
	19
	28
	N
	N
	1.22
	0.04
	Indel/p.H331P
	NA
	DLD, LOI, IOE, CNV scar (OD)

	028149
	3
	28
	35
	N
	N
	0.4
	0.22
	Indel/p.H331P
	NA
	DLD, LOE, IOE, ORT, intraretinal cysts

	028151
	2
	13
	16
	N
	N
	0.52
	0.3
	Indel/p.H331P
	NA
	DLD, LOE, IOE

	028162
	2
	16
	21
	N
	N
	1.3
	2
	Indel/p.H331P
	Y
	DLD, macular CNV (OU)

	019286
	3
	45
	57
	N
	N
	2
	1.7
	Indel/p.D332N
	NA
	NA

	019008
	1
	NA§
	26
	N
	N
	0.22
	0.22
	Indel/p.W340X
	NA
	NA

	028067
	3
	30
	53
	Y
	N
	2
	2
	Indel/ p.V355Sfs*4
	NA
	NA

	028165
	2
	21
	25
	N
	N
	0.7
	0.7
	Indel/ p.V355Sfs*4
	Y
	DLD, LOI, IOE, ORT

	019482
	2-3
	6
	38
	N
	N
	0.52
	0.22
	Indel/p.R390H
	NA
	NA

	028092
	3
	35
	40
	Y
	N
	2
	1
	Indel/p.R390C
	Y
	DLD, LOI, IOE, CNV scar (OD)

	028130
	2
	21
	34
	Y
	N
	0.04
	0.7
	Indel/p.R390C
	NA
	DLD, LOI, IOE

	028052
	3
	35
	42
	Y
	N
	1
	1
	Indel/p.R400H
	Y
	NA

	028078
	3
	28
	46
	Y
	N
	1
	1
	Indel/p.R400H
	NA
	NA

	026054
	3
	31
	62
	N
	N
	4
	4
	Indel/p.C406R
	Y
	NA

	019976
	3
	38
	48
	Y
	N
	0.3
	1.22
	Indel/p.L426F
	Y
	DLD, LOI, IOE, ORT

	019853
	3
	29
	40
	Y
	N
	3
	4
	Indel/c.1091-2A>G
	Y
	DLD, LOI, IOE

	028091
	2-3
	30
	49
	N
	N
	0.7
	0.7
	Indel/c.1091-2A>G
	NA
	NA

	028097
	3
	13
	23
	N
	N
	3
	3
	Indel/c.1091-2A>G
	NA
	DLD, LOI, IOE

	028110
	2
	31
	39
	Y
	N
	1
	1.3
	Indel/c.1091-2A>G
	Y
	NA

	028120
	3
	22
	27
	N
	N
	2
	2
	Indel/c.1091-2A>G
	Y
	NA

	028129
	3
	37
	60
	N
	N
	5
	5
	Indel/c.1091-2A>G
	Y
	NA

	028137
	2-3
	13
	21
	N
	N
	0
	0.22
	Indel/c.1091-2A>G
	NA
	DLD, LOI, IOE

	028143
	2-3
	25
	27
	N
	N
	0.3
	0.15
	Indel/c.1091-2A>G
	Y
	DLD, LOI, IOE, ORT

	028154
	2
	16
	30
	Y
	N
	0.3
	0.22
	Indel/c.1091-2A>G
	NA
	DLD, LOI, IOE

	028158
	2-3
	33
	37
	N
	N
	0.7
	1
	Indel/c.1091-2A>G
	NA
	DLD, LOI, IOE, ORT

	048003
	3
	26
	65
	Y
	N
	1.7
	1.7
	Indel/c.1091-2A>G
	Y
	NA

	028144
	2
	35
	40
	N
	N
	0.3
	0.3
	Indel/ex 8 deletion
	Y
	DLD, LOI, IOE, ORT

	019596
	3
	27
	39
	Y
	N
	3
	3
	c.1091-2A>G/c.1091-2A>G
	Y
	NA

	019649
	3
	51
	68
	Y
	N
	2
	2
	c.1091-2A>G/c.1091-2A>G
	Y
	NA

	028123
	2-3
	24
	30
	N
	N
	1.15
	2
	c.1091-2A>G/p.F73L
	Y
	NA

	028126
	3
	36
	49
	N
	N
	0.7
	1.52
	c.1091-2A>G/p.F73L
	Y
	NA

	028113
	2-3
	31
	36
	N
	N
	2
	1.7
	c.1091-2A>G/p.W340X
	NA
	DLD

	028085
	3
	28
	34
	N
	N
	0.52
	0.3
	c.1091-2A>G/p.H331P
	NA
	DLD

	028131
	3
	27
	36
	Y
	N
	1.3
	1.52
	p.H331P/p.H331P
	NA
	DLD, LOI, IOE, ORT

	028156
	2
	30
	30
	N
	N
	1.3
	0.7
	p.H331P/p.H331P
	Y
	DLD, LOI, IOE, ORT

	028125
	3
	37
	50
	N
	N
	1.7
	1.7
	p.H331P/p.V355Sfs*4
	Y**
	NA

	028163
	2-3
	24
	34
	N
	N
	0.04
	1.4
	p.H331P/p.G95R
	Y
	DLD, LOI, IOE, ORT

	028138
	2-3
	58
	75
	N
	N
	0.7
	1.52
	p.F73L/c.801+5G>A
	NA
	DLD, LOI, IOE, ORT

	028155
	2-3
	42
	62
	Y
	N
	0.52
	0.3
	p.F73L/p.R400C
	Y
	DLD, LOI, IOE, ORT

	028030
	3
	34
	53
	Y
	N
	1.22
	1
	p.G95R/p.R85C
	Y
	NA

	028088
	3
	30
	40
	N
	N
	2
	3
	p.G95R/p.W340X
	NA
	NA

	028029
	2
	29
	49
	N
	N
	0.83
	1
	p.L112X/c.1226-6_1235del16
	NA
	NA

	028160
	2
	10
	32
	N
	N
	0.52
	0.4
	p.L112X/c.328-1G>A
	Y
	DLD, LOI, IOE, ORT

	019324
	2-3
	38
	50
	N
	N
	2
	2
	p.W244X/p.C467Y
	NA
	NA

	019305
	3
	18
	53
	N
	N
	1
	1
	p.W244X/p.R320X
	Y
	NA

	028128
	3
	42
	55
	N
	N
	0.7
	1
	p.G503E/p.R320X
	NA
	LOI, IOE

	028080
	3
	27
	39
	N
	N
	1.15
	1.3
	c.215-1G>A/p.R390C
	NA
	NA

	019621
	3
	40
	47
	N
	Y
	3
	3
	p.E358X/p.E358X
	NA
	NA

	028147
	2
	32
	40
	N
	N
	1
	0.52
	p.H331P/c.802-9A>G
	Y
	DLD, LOI, IOE, ORT

	028141
	3
	32
	51
	N
	N
	2
	2
	?/?
	NA
	DLD, LOI, IOE

	Note: Indel, c.802-8_810 del17insGC; Y, yes; N, no; NA, not available; CD, crystalline deposit; PD, pigment deposit; CS, choroidal sclerosis; DLD, drusen-like deposits; LOI, loss of the interdigitation zone; IOE, interruption of the ellipsoid zone. ** Cosegregation analysis was performed using TA cloning (In brief, the PCR product of the exon 7 was cloned into the pGM-T vector (TIANGEN BIOTECH) and sequenced bi-directionally using universal T7, SP6 primers). § Abnormal fundus appearance was occasionally found during routine examination.


