	Table S3  Clinical characteristics of RPE65-related LCA patients in this study
	　

	Family
	Patient
	Sex/ Age (y)
	Parental consanguinity
	Age of onset (y) 
	BCVA (OD/OS)
	Symptom at onset
	Fundus examination
	 Change in RPE65

	Family 20041
	II:1
	M/30
	No
	FMB
	0.2/0.2
	PV,NYS
	PM, PH, RVA
	p.R91Q/ p.L395Sf*X4

	Family 20061
	IV:1
	F/28
	Yes
	FMB
	HM
	PV,NYS
	PM, PH, RVA
	p.Q165X

	Family 20061
	IV:2
	M/21
	Yes
	FMB
	0.05/0.05
	PV,NYS
	PM, PH, RVA
	p.Q165X

	Family 20071
	IV:1
	M/50
	Yes
	FMB
	NPL
	PV,NYS
	PM, PH, RVA
	p.G32C/ p.R91Q

	Family 20071
	IV:4
	F/47
	Yes
	FMB
	NPL
	PV,NYS
	PM, PH, RVA
	p.G32C/ p.R91Q

	Family 20077
	II:1
	F/27
	No
	FMB
	0.15/0.2
	PV,NYS
	PM, PH, RVA
	p.R91Q/ p.? (c.858+1delG)

	Family 20077
	II:3
	M/36
	No
	FMB
	HM
	PV,NYS
	PM, PH, RVA
	p.R91Q/ p.? (c.858+1delG)

	Family 20146
	II:1
	M/27
	No
	FMB
	NPL
	PV,NYS
	PM, PH, RVA
	p.L67R/?

	Family 20177
	IV:1
	F/8
	Yes
	FMB
	0.2/0.05
	PV,NYS
	 PH, RVA
	p.R446S

	Family 20289
	II:1
	M/38
	No
	FMB
	HM
	PV,NYS
	PM, PH, RVA
	p.L42F/p.R44X

	Family 20314
	II:1
	F/22
	Yes
	FMB
	0.05/0.05
	PV,NYS
	PM, PH, RVA
	p.F50S

	Family 20357
	V:1
	F/7
	Yes
	FMB
	0.2/0.1
	PV,NYS
	 PH, RVA
	p.R44X

	Family 20361
	II:1
	M/9
	No
	FMB
	0.1/0.05
	PV,NYS
	PM, PH, RVA
	p.N14H/ p.D142G

	Family 20388
	III:2
	F/41
	No
	FMB
	FC
	PV,NYS
	PM, PH, RVA
	p.P470L/?

	Family 20425
	IV:2
	F/23
	Yes
	FMB
	0.05/0.05
	PV,NYS
	PM, PH, RVA
	p.R124X

	Family 20455
	II:1
	F/17
	No
	FMB
	0.2/0.15
	PV,NYS
	PM, PH, RVA
	p.R44X

	Family 20511
	II:1
	M/30
	No
	FMB
	0.05/0.1
	PV,NYS
	PM, PH, RVA
	p.P467A/ p.R44X

	NOTE: F, female; M: male; FMB, first few months after birth; OD, oculus dexter; OS, oculus sinister BCVA, best corrected visual acuity; FC, finger counting; HM, hand movement; NPL, no pursuit of light; PV, poor vision; NYS, nystagmus; PM, pronounced maculopathy; PH, peripheral hyperpigmentation; RVA, retinal vascular attenuation.


