Supplemenatary Table 2: Clinical data of exon 3 haplotype patients included in this study
	Family
	Patient
	Age at Time of Testing
	Age at Time of Diagnosis
	Origin
	Relevant Medical and Ophthalmologically History#
	Family history
	Symptoms at Diagnosis
	Averaged Snellen BCVA and Spherical Equivalent
	Near BCVA
	Lens
	Color Vision
15 Desaturated HUE
	Fundus Examination
	SD-OCT
	SWAF

	MOL0048
	MOL0048-2
Index
	9
	7
	Arab Muslim
	NA
	One affected brother
	Nyctalopia, Glare
	6/21
-11.50
	J1, J1
	Clear
	7 Protanope , 2 deutranope; 4 and 2
	Tilted myopic optic disc, normal macular reflex, normal vessels
	NA
	NA

	
	MOL0048-3
Affected Brother
	14
	4
	Arab Muslim
	NA
	One affected brother
	NA
	6/9.5
-1.56

	J1, J1
	Clear
	NA
	Tilted myopic optic disc, mild RPE macular changes, normal vessels
	NA
	NA

	MOL0057
	MOL0057-2
Index
	8
	Early infancy
	Ashkenazi Jewish
	Epilepsy, mild horizontal nystagmus, Esotropia
	One affected brother
	Color vision defects
	6/42
-6.0
	NA
	Clear
	Protanopic
	Tilted myopic optic disc, PPA, mild RPE macular changes, normal vessels
	Well preserved layering, subfoveal EZ disruption
	Diminished foveal hypofluorescence

	
	MOL0057-3
Affected Brother
	30
	Early infancy
	Ashkenazi Jewish
	Mild Horizontal nystagmus
	One affected brother
	NA
	6/60
~-25.0
	NA
	Clear
	NA
	Tilted myopic, pale optic disc, PPA, foveal RPE dropout, mild vascular narrowing, peripheral atrophic scars, posterior staphyloma
	Dome shaped maculopathy with SRF, RE>LE; thinning of the ONL, EZ disruption with relative preservation peripherally
	Hyperfluorescent ring surrounding the fovea

	MOL0152
	MOL0152-1
Index
	4.5
	NA
	Oriental Jewish
	NA
	Two affected brothers
	NA
	6/45
-4.125
	NA
	Clear
	NA
	Normal looking fundus
	NA
	NA

	
	MOL0152-2
Affected brother
	7
	NA
	Oriental Jewish
	NA
	Two affected brothers
	NA
	6/18
-7.56
	NA
	Clear
	NA
	Normal looking fundus
	NA
	NA

	
	MOL0152-5
Affected Brother
	5
	NA
	Oriental Jewish
	NA
	Two affected brothers
	NA
	6/22.5
-7.00
	NA
	Clear
	NA
	Granular changes in the posterior pole, increased disc cupping
	NA
	NA

	MOL0267
	MOL0267-1
	22
	20
	Ashkenazi Jewish
	Lipid absorpstion problems
	Isolate case
	Color blindness
	6/12
	NA
	Clear
	Deuteranopic
	Macular RPE mottling
	NA
	NA

	MOL0298
	MOL0298-1
Index
	23
	19
	Oriental Jewish
	LE deep amblyopia
	One affected brother
	NA
	6/18
-12.50
	J1-RE
	Clear
	Deuteranopic
	Tilted optic disc, PPA
	NA
	NA

	
	MOL0298-3
Affected Brother
	15
	NA
	Oriental Jewish
	NA
	One affected brother
	Blurred vision
	6/18
-15.625
	NA
	Clear
	NA
	Normal looking macula, normal vessels, myopic optic disc
	NA
	NA

	MOL0961
	MOL0961-1
	37
	20
	Arab Muslim
	Deafness since early infancy
	One affected brother
	Visual acuity disturbances in dark and light
	6/10
-0.25
	J3, J3
	Clear
	NA
	Fine macular pigmentary changes, salt and pepper retinopathy
	Atrophic, thin retina encroaching the macula
(age 37)
	NA

	MOL1215
	MOL1215-1
	4.5
	3
	Oriental Jewish
	NA
	Isolate case
	NA
	6/24
-17.20
	J1, J1
	Clear
	NA
	Normal looking fovea, large myopic and pale optic disc, PPA
	WNL
	Peripapillary hyperfluorescent ring, normal macular fluorescence

	MOL1231
	MOL1231-1
Index
	16
	13
	Oriental Jewish
	Healthy
	One affected brother
	NA
	6/30
-13.00
	J1, J1
	Clear
	Normal
	Fine macular RPE changes, inferior peripheral pigmentary scars, PPA
	NA
	NA

	
	MOL1231-2
Affected Brother
	11
	NA
	Oriental Jewish
	Healthy
	One affected brother
	NA
	6/24
-8.25

	J1, J1
	Clear
	Normal
	Fine macular RPE changes, inferior peripheral pigmentary scars, PPA
	WNL
	NA

	MOL1383

	MOL1383-1
Index
	5
	5
	Arab Muslim
	Healthy
	Two affected brothers
	NA
	6/15
-6.50
	J2, J1
	Clear
	NA
	Myopic fundus, tilted optic disc, PPA, peripheral RPE changes
	WNL
	WNL

	
	MOL1383-2
Affected Brother
	2.5
	2.5
	Arab Muslim
	Healthy
	Two affected brothers
	NA
	FFM
-7.80
	NA
	Clear
	NA
	Normal looking fundus, PPA
	WNL
	WNL

	
	MOL1383-3
Affected Brother
	2.5
	2.5
	Arab Muslim
	Healthy
	Two affected brothers
	NA
	FFM
-7.90
	NA
	Clear
	NA
	Normal looking fundus, PPA
	WNL
	NA

	MOL1434
	MOL1434-1
	20
	18.50
	Ashkenazi Jewish
	Healthy
	Isolate case
	Color vision difficultiesand blurred VA
	6/13.5
-9.60
	NA
	Clear
	Protanopic
	Mild macular pigmentary changes, PPA
	Mild foveal EZ disruption, thin fovea
	WNL

	MOL1459
	MOL1459-1
	57
	Early infancy
	Ashkenazi Jewish
	Diabetes mellitus
	Isolate case
	Photophobia
	6/16
+0.875
	J5, J2
	Mild NS and PSCC
	Many mistakes
	Atrophic foveal changes, PPA, normal looking periphery
	Foveal EZ atrophy, thin retina
	Foveal hyper-fluorescence, normal periphery

	MOL1611
	MOL1611-1
Index
	3.5
	1
	Oriental Jewish
	Attention deficit
	Two affected relatives
	NA
	6/30
-12.50
	NA
	Clear
	NA
	Fine pigmentary changes in the posterior pole, slightly pale optic disc
	NA
	NA

	
	MOL1611-3
Affected Cousin
	1.5
	1.5
	Oriental Jewish
	Healthy
	Two affected relatives
	NA
	FFM
-4.75
	NA
	Clear
	NA
	Normal looking macula, PPA
	NA
	NA

	
	MOL1611-5
Affected Cousin
	5.5
	4.5
	Oriental Jewish
	Healthy
	Two affected relatives
	NA
	6/30
-14.375
	NA
	Clear
	NA
	Mild macular pigmentary changes, normal optic disc
	NA
	NA

	MOL1654
	MOL01654-1
Index
	40
	40
	Egyptian-Ashkenazi Jewish
	Healthy
	One affected cousin
	Incidintal finding
	6/9
-0.625
	NA
	Clear
	Deuteranopic
	Normal looking fundus
	EZ disruption
	Hyperfluorescent patch in the fovea

	
	MOL1654-2 (TB166)
	32
	7
	Egyptian-Ashkenazi Jewish
	Healthy
	One affected cousin
	Decreased VA
	6/16
-8.90
	J1, J1
	Clear
	Deuteranopic
	Fine granular changes within the fovea, PPA
	Granular EZ and foveal cavitations without tissue hydration
	Parafveal granular hyper- and hypo fluorescent

	MOL1736
	MOL1736-1
Index
	37
	33
	Ashkenazi Jewish
	Heathy
	Isolate case
	Decreased VA
	6/10.5
-3.90
	J1, J1
	Clear
	Deuteranopic
	Atrophic fovea, normal optic disc and periphery
	EZ atrophy and foveal cavitations
	Hyperfluorescent patch in the fovea



BCVA- Best-corrected visual acuity; EZ- Ellipsoid zone; LE- left eye; NA- Not available; NS- Nuclear sclerosis; ONL- Outer Nuclear Layer; PPA- Peripapillary atrophy; PSCC- Posterior subcapsular cataract; RE- Right eye; SD-OCT- Spectral-domain optical coherence tomography; SWAF- Short-wave autofluorescence; WNL- Within normal limits. Clinical information on the following patients has been reported by us previously (REF: IOVS): MOL0057-2, MOL0057-3, MOL0152-1, MOL0152-2, MOL0152-3, MOL0267-1.

