
(Refer to page 179) 

Answer: Cystinosis 

The presence of multiple polychromatic crys-

tals (Panel) involving the stroma is pathog-

nomonic for Cystinosis in the setting of Fan-

coni’s syndrome. 1 (For differential diagnosis of 

multiple polychromatic crystals, refer to Supple-

mentary Text). 

 

 Cystinosis is a rare autosomal reces-

sive metabolic disorder that causes the amino 

acid cystine, to accumulate in the kidneys, 

eyes, liver, muscles, pancreas, brain and the 

white blood cells. The major clinical manifes-

tation of cystinosis is renal failure. 

 

 Cystinosis is caused by mutations in 

the gene CTNS (cystinosin lysosomal cystine 

transporter gene). The CTNS gene provides 

instruction for making a protein called cysti-

nosin. This cystinosin specifically moves the 

amino acid cystine out of lysosome.  
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 Cystinosis occurs with a frequency of 

approximately one in 100,000 to 200,000 and 

has been found worldwide in all ethnic groups. 

1 Depending on the age at presentation and 

the degree of disease severity, three clinical 

forms of cystinosis are recognised 2: A) 

Nephropathic infantile form, which is the most 

frequent and severe form of the disease, B) 

Nephropathic juvenile form, synonyms: inter-

mediate cystinosis, late onset form, adoles-

cent form, and C) Non-Nephropathic adult 

form; synonyms: benign non-nephropathic 

cystinosis, ocular non-nephropathic cystinosis. 

(Refer to Supplementary Text for descriptions of 

listed conditions). 

 

 The diagnosis requires; a) measure-

ment of cystine in polymorphonuclear leuco-

cytes (Tandem Mass spectrometry), b) Biopsy

- crystals on tissue biopsy of bone marrow, 

conjunctiva, kidney, liver, intestine. Cystine 

crystals appear hexagonal or rectangular in 

shape and are birefringent under polarising 

light, 1, c) Molecular genetic testing. 

 

 Treatment for cystinosis can be cate-

gorised into; a) Specific, b) Systemic and c) 

Supportive. (Refer to Supplementary Text for de-

tails of treatment) 
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Enlarged image showing multiple polychromatic  

spots-crystals (some of which indicated by white arrows) 

of Cystinosis. 


