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Fundus Autofluorescence Phenotypes Fundus Autofluorescence Phenotypes

Dark adapted (DA) 3.0 b:a ratio box plot comparing fundus autofluorescence (FAF) phenotypes against healthy 
subjects showing most have a b:a ratio above 1.2 (red dashed line) (A). Light adapted (LA) 3.0 b:a ratio box plot 
showing significant reduction in b:a ratio in those with CACD, PSPD and RP (B).
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Full-field electrophysiology b-wave 
amplitude and peak time comparison with 
normal controls at the Lions Eye Institute, 
Perth, Australia. 

Dark adapted 0.01 (A, B) shows a reduced 
amplitude and delayed b-wave. 

30 Hz flicker (C, D) shows a reduced 
amplitude and slight delay in peak time.

Overall there is more rod system 
involvement compared to cone system 
involvement.
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Full-field electrophysiology a- and b-wave comparison with normal controls at the Lions Eye Institute, Perth. 

Dark adapted 3.0 (A-D) responses showed a reduction and delay in the a- and b-waves.
Light adapted 3.0 (E-H) responses showed a reduction in the a- and b-wave amplitudes. The b-wave peak time was delayed. There was more 
significant rod photoreceptor dysfunction.



Slope and significance of the goodness of fit of the regression lines featured in Figures 7 and 8



ERG tracings and FAF imaging demonstrating the variable effect of CACD phenotype on macular, cone and rod functions

DA 0.01 DA 3.0 DA 10.0 LA 30 LA 3.0 PERG FAF image
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38yo female, vision; R 6/6 
and L 6/5, carrying 
p.Arg172Trp with a 
normal ffERG and PERG

67yo female, vision; R 6/18 
and L 6/9, carrying 
p.Arg172Trp with isolated 
macular dysfunction

56yo male, vision; R 6/19 
and L 6/15, carrying 
p.Arg172Gln with cone 
and rod dysfunction

66yo male, vision; R 6/9 
and L 6/38, carrying 
p.Gly208Asp with cone 
and rod dysfunction

Normal control


