Table 2. Clinical data of study patients
	Family
	Family-Patient (Gender)
	Age at diagnostic exam (y)
	Visual acuity
	Fundus
	FFERGa
	Additional findings
	Diagnosis

	
	
	
	OD
	OS
	
	Scotopic
	Photopic
	
	

	1

	1–1 (F)
	28
	20/20
	20/40
	RPE changes and central atrophy, OS>OD
	NA
	NA
	Macular OCT: outer retinal atrophy
	STGD
Type 2 b

	2

	2–1 (F)
	47
	HM
	HM
	RPE changes and macular atrophy OU
	NA
	NA
	NA
	STGD
Type 1 b

	3

	3–1 (M)
	17
	20/80
	NLP
	Multiple flecks in posterior pole, around arcades and nasal to ON
	NA
	NA
	OS prosthesis after eye trauma
	STGD
Type 2 b

	4

	4–1 (M)
	15
	20/125
	20/100
	Macular atrophy, flecks surrounding atrophy in posterior pole
	NA
	NA
	Macular OCT: outer retinal atrophy with deepening of foveal depression
	STGD
Type 2 b

	5

	5–1 (F)
	45
	20/30
	20/40
	Perifoveal atrophy with foveal sparing, flecks.
	WNR

	MiR
	MFERG: central cone dysfunction.

	STGD
Type 1 b

	6
	6–1 (M)
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	STGD c

	7
	7–1 (F)
	25
	20/125
	20/125
	Macular atrophy
	WNR
	WNR
	NA
	STGD c


	8

	8–1 (F)
	68
	HM
	CF
	Central atrophy
	NA
	NA
	NA
	STGD
Type 2 b

	
	8–2 (M)
	28
	20/40
	20/40
	Central atrophy and flecks
	NA
	NA
	NA
	STGD
Type 2 b

	
	8–3 (F)
	31
	20/200
	20/200
	Central atrophy
	NA
	NA
	NA
	STGD
Type 2 b

	9

	9–1 (M)
	21
	20/400
	20/200
	Central atrophy and flecks
	NA
	NA
	NA
	STGD
Type 3 b

	10

	10–1 (F)
	15
	20/50
	20/63
	Bull's eye central atrophy
	NA
	NA
	NA
	STGD
Type 1 b

	11

	11–1 (F)
	NA
	HM
	HM
	Central
atrophic
RPE
	MR
	SR

	OCT: Central thinning;
BAF: central
hyper-foci
	CRD


	12

	12–1 (M)
	51
	20/400
	20/400
	Macular atrophy, flecks around the macula, few flecks nasal to ON
	WNR
	WNR
	MFERG: no foveal peak recorded, severely reduced amplitudes;
Macular OCT: disappearance of outer retinal layers in fovea and perifovea
	STGD
Type 2 b

	13

	13–1 (M)
	4
	NA
	NA
	NA
	ND
	SR
	Reduced visual acuity, nystagmus, night blindness
	LCA

	14

	14–1 (F)
	4
	20/60
	20/60
	Normal
	ND
	ND
	Hyperopia: +4D, nystagmus, night blindness
	LCA

	
	14–2 (M)
	2
	LP
	LP
	Normal
	ND
	ND
	Hyperopia: +6D, keratoconus, nystagmus, night blindness
	LCA

	15
	15–1 (F)
	18
	20/30
	20/30
	NA
	ND
	ND
	Night blindness,
visual field constriction
	RP

	16

	16–1 (M)
	33
	20/50
	20/30
	Attenuated vessels, BSP
	NA
	NA
	NA
	RP

	17

	17–1 (F)
	38
	20/300
	20/300
	ON pallor, multiple white-yellow flecks in foveal area and in midperiphery, patches of atrophic retina
	MR
	MR
	Night blindness
	ARB

	18
	18–1 (F)
	10
	NLP
	NLP
	NA
	MR
	SR
	Very high progressive myopia (−25D, −28D), retinal detachment OU, cataract
	High myopia with vitreoretinal degeneration

	19
	19–1 (M)
	16
	20/60
	20/125
	RPE changes
	SR
	MR
	NA
	RP

	
	19–2 (M)
	16
	20/25
	CF 10cm
	BSP
	ND
	ND
	NA
	RP

	20

	20–1 (F)
	17
	20/40
	20/40
	Midperipheral retinal atrophy
	SR
	SR
	High myopia: −9D
	RP

	21

	21–1 (F)
	34
	20/200
	NLP
	NA
	ND
	SR
	HL
	RP+HL (Usher syndrome)

	22
	22–1 (F)
	8
	20/25
	20/25
	Mild stippling in fovea
	WNR
	WNR
	MFERG: normal foveal peak
	MD

	23

	23–1 (F)
	13
	20/160
	20/160
	Central atrophy
	NA
	NA
	NA
	STGD
Type 3 b

	24

	24–1 (F)
	45
	20/32
	20/32
	Flecked macula, flecks also beyond the arcades and nasal to optic disc
	MiR
	MiR
	Macula OCT: outer retinal atrophy,
Visual field: cecocentral scotoma
	STGD
Type 2 b

	25
	25–1 (F)
	59
	20/40
	20/50
	ON pallor, vessel attenuation and ghost vessels, BSP and severe RPE changes in periphery, ERM
	SR
	SR
	MFERG: severely reduced and delayed amplitudes
	RP

	26
	26–1 (M)
	82
	20/100
	20/200
	Tigroid retina, atrophic changes in the macular region (OU)
	NR
	SR
	NA
	RP

	27
	27–1 (F)
	13
	NA
	NA
	Macular hole, BSP
	SR
	SR
	NA
	RP

	28

	28–1 (M)
	45
	20/60
	20/50
	NA
	ND
	SR
	Night blindness,
Visual field constriction
	RP

	29

	29–1 (M)
	41
	20/125
	20/60
	Yellow drusen-like lesions + foveal pigmentary changes
	WNR
	MiR
	Photophobia
	PD

	30
	30–1 (M)
	25
	NA
	NA
	Titled disc, macular atrophy, RPE changes
	MR
	MR

	myopia: −6D
	RD

	31
	31–1 (F)
	23
	20/30
	20/30
	Stippling of macula
	NA
	NA
	HL, hearing aids
FAF: macular and nasal to ON hypoAF lesions
	Syndromic RD (RD+HL+SS)

	32
	32–1 (M)
	15
	NA
	NA
	NA
	SR
	SR
	NA
	RP

	
	32–2 (F)
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	RP

	33
	33–1 (F)
	46
	LP
	HM
	Foveal atrophy, peripheral BSP
	NA
	NA
	 
	RP

	34

	34–1 (M)
	19
	20/40
	20/40
	RPE atrophy, narrowed vessels, BSP
	NA
	NA
	NA
	RP

	35

	) 35–1M(
	49
	NLP
	20/160
	OD-NA
OS-ON pallor, BSP in periphery and posterior pole, small area of foveal sparing
	NA
	NA
	OD trichiasis, corneal opacity, mature cataract
	RP

	36
	36–1 (F)
	1
	NA
	NA
	NA
	NA
	SR
	Nystagmus
	ACHM


ACHM, achromatopsia; ARB, autosomal recessive Bestrophinopathy; BAF- blue autofluoresence; BSP, bone spicule pigmentation; CF, counting fingers; CRD, cone-rod dystrophy; ERM, epiretinal membrane; F, female; FAF, fundus autofluorescence; HL, hearing loss; HM, hand motion; LCA, Leber congenital amaurosis; M, male; MD, macular dystrophy; MFERG: multifocal electroretinography; NA, not available; NLP, no light perception; OCT, optical coherence tomography; OD, right eye; OS, left eye; ON, optic nerve, OU, both eyes; PD, pattern dystrophy; RD, retinal dystrophy; RP, retinitis pigmentosa; RPE, retinal pigment epithelium, SS, short stature; STGD, Stargardt disease; VEP, visual evoked potentials; y, years aFFERG: full-field electroretinogram; NR, non-recordable, WNR: within normal range, MiR: mildly reduced, MR: moderately reduced (1%–5% of normal range); SR, severely reduced (<1% of normal range); ND, non-detectable b Stargardt typing according to fundus autofluoresence distribution of pathologic findings 8 c Type unknown since FAF is unavailable

