APPENDIX 3. The clinical features of 42 patients who receive probable or possible diagnosis
	Patient
No.
	Molecular
diagnosis
	Diagnosis
After revisit
	Sex
	Age
(y)
	Nystagmus
	Refraction
	BCVA
	Fundus
	ERG
	Additional phenotype

	
	
	
	
	
	
	RE
	LE
	RE/LE
	
	
	

	1
	AHI1
	Joubert syndrome
	M
	24.3
	2Hz pendular N
	0.25
	0
	0.2/0.3
	Peripheral pigmentary retinopathy
	Severely reduced
	Developmental delay, Molar tooth sign, Cerebellar atrophy

	2
	BBS1
	Bardet-Biedl syndrome
	F
	23.8
	5-6Hz pendular N
	-2.5
	-3.25
	0.05/0.05
	Pigmentary retinopathy
	Severely reduced
	Severe obesity, Polydactyly, Amenorrhea

	3
	CC2D2A
	Joubert syndrome
	M
	7.3
	Wandering eye movement
	-5.5
	-6.75
	0.1/0.2
	Pigmentary retinopathy
	Severely reduced
	Developmental delay, Molar tooth sign

	4
	CEP290
	Joubert syndrome
	F
	0.5
	Wandering eye movement
	7
	6
	UCSM/UCSM
	Pigmentary retinopathy
	Extinguished
	Developmental delay, Molar tooth sign

	5
	CEP290
	 Joubert
syndrome
	F
	11.4
	Wandering eye movement
	5.5
	5.5
	UCSM/UCSM
	Depigmented fundi
	Extinguished
	Developmental delay, Molar tooth sign, Periodic apnea

	6
	CEP290
	Joubert syndrome
	F
	0.3
	Wandering eye movement, no eye contact
	5.5
	5.5
	UCSM/UCSM
	Peripheral retinal degeneration
	Extinguished
	Vermian dysplasia, Molar tooth sign

	7
	CEP290
	Arima syndrome
	M
	3.1
	Wandering eye movement
	8.5
	8.5
	UCSM/UCSM
	Pigmentary retinopathy
	Extinguished
	Developmental delay

	8
	CEP290
	LCA
	F
	0.9
	Wandering eye movement
	2.5
	2.5
	CSM/CSM
	Normal
	Extinguished
	MRI: NA

	9
	CEP290
/TBX1
	Joubert syndrome
	F
	0.4
	Wandering eye movement
	7
	7
	UCSM/UCSM
	Temporal MP bundle defect, Granular macular dystrophy
	Extinguished
	Transposition of the great arteries, Increased bilirubin, Increased kidney echo, Molar tooth sign

	10
	CRB1
	LCA
	M
	4
	4Hz pendular bilateral symmetric
	5.75
	6
	CSM/CSM
	Coloboma like lesion at macula & Pigmentary retinopathy
	Extinguished
	None

	11
	CRX
	LCA
	M
	30.7
	Wandering eye movement
	5.5
	6.5
	HM/HM
	Macular degeneration
	Extinguished
	None

	12
	CRX
	LCA
	F
	1
	Infrequent 2Hz RBJ bilateral symmetric
	2.5
	2.5
	UCSM/UCSM
	Granularity at macula & Mild pigmentary change
	Extinguished
	None

	13
	GUCY2D
	LCA
	F
	0.6
	2Hz vertical bilateral
	4.75
	4.75
	UCSM/UCSM
	Normal
	Extinguished
	None

	14
	GUCY2D
	LCA
	M
	0.4
	Wandering eye movement
	7
	7
	UCSM/UCSM
	Normal
	Extinguished
	None

	15
	GUCY2D
	LCA
	M
	2
	Wandering eye movement
	0.5
	1.5
	UCSM/UCSM
	Normal
	Extinguished
	None

	16
	GUCY2D
	LCA
	F
	0.5
	Wandering eye movement
	5.5
	5.5
	UCSM/UCSM
	Normal
	Extinguished
	None

	17
	GUCY2D
	LCA
	F
	0.6
	Wandering eye movement
	5
	5
	UCSM/UCSM
	Normal
	Extinguished
	None

	18
	GUCY2D
	LCA
	M
	0.6
	Wandering eye movement
	4
	4
	UCSM/UCSM
	Normal
	Extinguished
	None

	19
	GUCY2D
	LCA
	F
	20.3
	Multidirectional bilateral symmetric
	0
	-1
	0.05/0.05
	Macular dystrophy
	Extinguished
	None

	20
	GUCY2D
	LCA
	F
	0.5
	Wandering eye movement
	4.5
	4.25
	UCSM/UCSM
	NA
	Extinguished
	None

	21
	GUCY2D
	LCA
	F
	1.9
	2-3Hz LBJ bilateral symmetric
	-1
	-0.75
	CSM/CSM
	Normal
	Extinguished
	None

	22
	NMNAT1
	LCA
	F
	1.4
	Wandering eye movement
	5
	5.5
	UCSM/UCSM
	Macular coloboma like degeneration & Pigmentary change at periphery
	Extinguished
	None

	23
	NMNAT1
	LCA
	M
	0.5
	Wandering eye movement
	4.75
	7.25
	UCSM/UCSM
	Macular coloboma like degeneration
	Extinguished
	None

	24
	NMNAT1
	LCA
	M
	4.2
	1-2Hz pendular nystagmus
	4
	4.5
	UCSM/UCSM
	Macular coloboma like degeneration
	Extinguished
	None

	25
	NMNAT1
	LCA
	M
	6.3
	Wandering eye movement
	4.5
	5.5
	LP+/LP+
	Pigmentary changes & Macular atrophy
	Extinguished
	None

	26
	NMNAT1
	LCA
	F
	1.2
	Wandering eye movement
	3.5
	3.5
	UCSM/UCSM
	Macular coloboma like degeneration
	Extinguished
	None

	27
	NMNAT1
	LCA
	M
	1.4
	LBJ multidirectional
	4.5
	4.5
	LP+/LP+
	Extensive degeneration at macula
	Extinguished
	None

	28
	NMNAT1
	LCA
	F
	0.5
	Wandering eye movement
	4
	5
	LP+/LP+
	Pigmentary retinopathy & Geographic atrophy at macula
	Extinguished
	None

	29
	NMNAT1
	LCA
	F
	0.8
	Left upward beating jerk
	6.5
	6.5
	UCSM/UCSM
	Macular coloboma like degeneration 
	Extinguished
	None

	30
	NMNAT1
	LCA
	F
	1.3
	Wandering eye movement
	5
	5
	UCSM/UCSM
	Extensive macular coloboma like degeneration
	Extinguished
	None

	31
	RPE65
	LCA
	M
	26.1
	1-2Hz pendular 
	-13
	-12
	LP+/FC20
	Granular macular
pigmentary retinopathy
	Extinguished
	None

	32
	RPGRIP1
	LCA
	F
	4.3
	Infrequent UBJ
	3
	2.5
	0.2/0.2
	Pigmentary retinopathy
	Extinguished
	None

	33
	RPGRIP1
	LCA
	M
	3.4
	2-3Hz RBJ bilateral symmetric
	4
	4.5
	0.1/HM
	Pigmentary retinopathy at periphery & Marbled fundus
	Extinguished
	None

	34
	RPGRIP1
	LCA
	M
	1.5
	2-3Hz pendular horizontal and vertical
	4
	4
	CSM/CSM
	Pigmentary change & Marbled fundus
	Extinguished
	None

	35
	SPATA7
	LCA
	F
	7.2
	Wandering eye movement
	8
	9.5
	LP+/LP+
	Marble fundus & Salt and pepper like degeneration
	Extinguished
	None

	36
	WDR19
	Senior Loken syndrome
	F
	7.6
	2Hz DBJ bilateral symmetric, multidirectional
	7
	8.5
	0.1/0.05
	Pigmentary retinopathy
	Extinguished
	 Nephronophthisis, Caroli disease

	37
	WDR19
/POLG
	Senior Loken syndrome
	M
	4.8
	Wandering eye movement
	4.5
	5.5
	FC/FC
	Pigmentary retinopathy, Marbled fundus
	Extinguished
	Chronic pancreatitis, Nephronophthisis, Caroli disease, Hypotonia, Mental retardation, Leigh like syndrome

	38
	CEP290
	LCA
	F
	1.3
	2Hz pendular bilateral symmetric
	4
	4
	UCSM/UCSM
	Normal
	Extinguished
	hypotonia

	39
	CEP290
	LCA
	M
	0.7
	Wandering eye movement
	8.25
	8.25
	UCSM/UCSM
	Marbled fundus
	Extinguished
	MRI: NA

	40
	GUCY2D
	LCA
	M
	11.6
	3Hz pendular bilateral symmetric
	1.5
	3
	0.05/0.05
	Normal
	Extinguished
	None

	41
	RPGRIP1
	LCA
	M
	28.8
	4-5Hz RBJ bilateral symmetric
	-9.25 
	-9.5
	0.1/0.1
	Optic atrophy
	Extinguished
	None

	42
	SPATA7
	LCA
	M
	38.8
	1-2Hz pendular nystagmus
	NA
	NA
	HM/HM
	Pigmentary retinal changes at periphery
	Extinguished
	None


BCVA = best corrected visual acuity; CSM = constant, steady, and maintained fixation; DBJ = down beat jerk; F = female; FC= finger count; HM = had motion; IIN = idiopathic infantile nystagmus; LBJ = left beat jerk; LCA = leber congenital amaurosis; LE = left eye; LP = light perception; M = male; MP = maculopapillar; NA = not available; RBJ = right beat jerk; RE =right eye; UCSM = no constant, no steady, no maintained fixation ; UBJ = up beat jerk
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