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Figure S5  : Electroretinographic (ERG) recordings from the two patients with detectable ERGs in this study. A: ERGs recorded from patient 5B at the age of 
12 months under chloral hydrate sedation using Burian-Allen electrodes. The scotopic responses were recorded after 20 minutes of dark adaptation. The 
scotopic responses to a blue flash showed severe amplitude reduction; the response to red flash under dark adaptation showed no discernable response. 
The dark-adapted bright flash response showed severe reduction of the a- and b-wave amplitudes. The printing scale precluded commenting on the 
waveform. The light-adapted single flash response showed amplitude reduction to approximately 25% of normal with severe b-wave delayB: ERG 
recordings from patient 13B at the age of 15 years. The dark-adapted (DA) response to a blue flash is moderately reduced. Note the absence of the x-wave 
component, which originate from the dark-adapted cones, of the DA response to a red flash with relative preservation of the b-wave. The DA response to a 
bright flash showed a subnormal a-wave amplitude with moderate reduction of the b-wave amplitude. The light adapted responses were undetectable.     


