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	Date of visit

	Age

	Best Corrected Visual Acuity
	Lenses

	Retinoscopy

	Exam findings

	Fundus exam

	ERG findings

	
	
	OD
	OS
	
	
	
	
	

	Patient 1 (CACNA1F: c.996G>A, p.Trp332*)

	12/3/10
	3 ½ months
	Will fix
	Will fix
	
	
	Nystagmus
	Normal
	Notably decreased amplitudes of rod and cone responses, with amplitudes of rod-specific, maximal combined rod-cone, and cone-specific responses at 10% of normal.
No obvious electronegative aspect.

	3/4/11
	7 ½ months
	Some fixing and following
	Some fixing and following
	
	
	Nystagmus decreasing, recognized faces and had visual attention
	Normal
	Significantly reduced amplitudes of rod and cone responses, started to show electronegative waveform on maximal responses.

	4/25/12
	20 months
	central, unsteady, maintained
	central, unsteady, maintained
	no refractive error
	
	No nystagmus (resolved by 9-10 months)
	Normal
	Significantly reduced amplitudes of rod and cone responses.

	2/25/15
	4 years
	20/60
	20/70
	no refractive error
	
	No nystagmus
	Normal
	Electronegative waveforms seen on maximal responses.

	Patient 2 (CACNA1F: c.4487G>A, p.Gly1496Glu)

	4/28/08
	5 mo
	20/360
	20/270
	
	+9.50 S OD, +9.00 S OS
	Vertical nystagmus, esotropia of 30-35 prisim diopters
	Thinned fovea, increased pigmentation in parafoveal area
	Scotopic function below 99% prediction interval for normal.
Photopic function was 2 SD below normal mean.
Dark-adapted visual threshold elevated 1.4 log units.

	10/20/08
	11 mo
	20/360
	20/270
	+9.25 S OU
	+10.00 S OU
	Vertical nystagmus, esotropia of 30 prism diopters
	Blunted foveal reflexes, granular parafoveal pigment
	

	11/04/09
	2 years
	20/200
	20/250
	+9.50 S OU
	+9.50 S OU
	Vertical nystagmus, esotropia of 30 prism diopters
	Center of macula more darkly pigmented, no foveal pit identifiable
	

	4/27/11
	3 years
	20/150
	20/200
	+10.50 OU
	
	Horizontal nystagmus, esotropia of 35 prism diopters
	Faint bull’s eye pattern, vessels NL
	

	10/3/12
	4 years
	20/125
	20/125
	+10.75 OU
	+11.00 sph OU
	Horizontal nystagmus, esotropia of 25 prism diopters
	Blunted foveal reflexes, faint bull’s eye pattern of pigmentation, NL vessels
	

	7/26/13
	5 years
	Fixes and follows
	Fixes and follows
	+11.00 sph 2 diopters BI prism OD, +11.00 sph 5 diopters BI prism OS
	+10.00 sphere OU
	Horizontal nystagmus, alternating esotropia of 20-25 prism diopters
	Pigment mottling in maculas
	

	8/19/14
	6 years
	20/100 with head turn
	20/70 -2 with head turn
	+11.00 sph 2 diopters BI prism OD, +11.00 sph 5 diopters BI prism OS
	+11.5 sph OU
	Nystagmus, turns head to see
	mild pigment mottling
	Reduced but well detected cone and rod responses in both eyes. Scotopic b-wave amplitudes 50% of lower normal limit. Photopic amplitudes 20% of lower normal limit.





