Appendix 2. Clinical findings in patients homozygotes for the c.1921-9C>G mutation 

	Patient number (Gender)
	Onset
	Age at diagnostic exam
	Visual acuity
	Fundus 


	Visual field


	ffERG
	Flash VEP
	Additional Ocular Findings

	
	
	
	
	
	
	LA 3.0:

Single flash

Amp          Latency

(μV)             (mS)

(normal range)
	LA:

flicker (30Hz) Amp        Latency

(μV)         (mS)

(normal range)
	DA 10.0
	
	

	A-1 (M)
	Childhood
	39y
	RE 6/18

LE 6/24
	Pigmentation at the macular area (BE)
	ND
	RE: 8              45

LE: 15            47

(100-300)   (26-30)
	RE: 7          40

LE: 0            -

(60-180)  (25-30)
	NR
	Typical waves with delayed latency

(BE)
	Posterior subcapsular cataract (BE)

	
	
	50y
	
	
	concentric restriction (BE)
	
	
	
	
	

	B-1 (F)
	40y
	57y
	RE 6/18

LE 6/18
	Atrophic RPE lesions, bone spicule pigmentation, attenuated veins (BE)
	concentric restriction (BE)
	ND
	ND
	ND
	ND
	Incipient cataract (BE); Narrow angle glaucoma (BE)

	C-1 (M)
	30y
	50y
	
	
	concentric restriction (BE)
	RE: 19             42

LE: 16.5          45

(≥70)             (≤32)
	RE: 13.4        40

LE: 15.9        40

(≥60)         (≤31)
	NR
	ND
	

	C-2 (M)
	18y
	39y
	RE 6/6

LE 6/6
	
	concentric restriction (BE)
	RE: 18              46

LE: 7                46

(70-150)      (28-32)
	RE: 14           43

LE: 11           43

(50-100)   (24-30)
	NR
	Typical waves of normal latency 

(BE)
	

	D-1 (F)
	40y
	44y
	RE 6/9

LE 6/7.5
	A few pigmentary deposits (BE)
	ND
	RE: ND

LE: 0               -

(70-150)      (28-32)
	RE: ND

LE: 0           -

(50-100)   (24-30)
	RE: ND

LE: NR
	Typical waves with reduced amplitudes and prolonged latency (LE)
	Sutural cararact (BE)

	
	
	48y
	RE 6/15

LE 6/18
	Atrophic RPE lesions, atrophic macula, pigmentation at the macular area, a few pigment deposits at the periphery, attenuated veins (BE)
	concentric restriction (BE)
	
	
	
	
	

	E-1 (F)
	34y
	48y
	RE 6/30

LE 6/60
	cellophanoid maculopathy, attenuated veins, hypo- and hyperpigmentary changes (BE)
	ND
	RE: 20             41

LE: 22             42

(≥70)             (≤32)
	RE: 12.8        41.5

LE: 12.7        41.5

(≥60)           (≤31)
	NR
	ND
	Panuveitis, CME, ERM (BE)

	E-2 (F)
	49y
	53y
	RE 6/15

LE 6/15
	atrophic macula, pigment deposits at the periphery, attenuated veins (BE)
	concentric restriction (BE)
	ND
	ND
	ND
	ND
	CME (BE)

	F-1 (F)
	47y
	50y
	RE 6/7.5

LE 6/45
	bone spicule pigmentation, attenuated veins
	ND
	ND
	RE: 23           43

LE: 34           38

(≥60)           (≤33)
	NR
	ND
	ERM (RE)


F: female, M: male, y: years, RE: right eye, LE: left eye, BE: both eyes, ffERG: full-field electroretinogram, LA: light adapted (photopic, cone response), DA: dark adapted (scotopic, mixed rod-cone response), NR: non-recordable, ND: not done, VEP: visual evoked potentials, CME: cystic macular edema, ERM: epiretinal membrane
