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Cystinosis 

ÅCTNS ς Cystinosin   
 Cystine accumulation 
in lysosomes. 

ïEye, brain, kidney, 
pancreas, muscle, bone 
marrow 

ÅInfantile form most 
common and severe 

ïJuvenile form 

ïNon-nephropathic ς 
άƻŎǳƭŀǊ cystinosisέ 



Ocular features 

ÅCrystal accumulation in 
the cornea and 
conjunctiva are 
characteristic 
(pathognomic) 

ïCornea ς all layers 
ÅStarts in infancy in 

anterior periphery of 
cornea and progresses 
centrally and posteriorly 

 



Ocular features 

ÅMain symptoms 

ïPhotophobia 
ÅGlare sensitivity 

ÅBlepharospasm 

ïEpiphora 

ïItching and F.B. 
sensation 

ïProgressive visual loss 
ÅReduced contrast 

sensitivity 



Differential Diagnosis 

ÅPhotophobia 

ïFront to back 



Corneal Deposits 

ÅCrystalline / Refractile 
deposits 

ïLipid keratopathies 

ïProtein metabolism 

ïImmunoprotein deposits 

ïInfectious 

ïDrug deposition 

ïMiscellaneous 


