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INTRODUCTION: Cystinosis is a rare autosomal recessive lysosomal storage disorder characterized by
excessive accumulation of cystine within the lysosome, it is caused by mutations in the lysosomal cystine
transporter, cystinosis (CTNS). The CTNSgene consists of 12 exons and encodes for an integral lysosomal
membrane protein with seven transmembrane domains. A majority of cystinotic patients are of European
descent, and only a few cases have been reported from other ethnic groups. CASE
REPORT: nephropathic cystinosis in two Dominican male brothers at the time of the referral they were
11 and 2 years, both presenting chronic kidney disease, with a history of failure to thrive, rickets and
impaired renal function. They were no consanguinity and no family history of chronic kidney disease.
They have a history of vomiting, polyuria, polydipsia, failure to thrive and rickets, on examination, the
height and weight were both below the 5th percentile of the CDC growth chart, the older was on
peritoneal dialysis, the biochemical investigations revealed: metabolic acidosis normal anion gap,
hypocalcemia, hypophosphatemia, hyponatremia, hypokalemia and hypothyroidism, Low vitamin D,
urinalysis revealed traces of protein and glucose; the urine pH varied between 6 -7, high serum
creatinine levels, renal ultrasound with no nephrocalcinosis. On the basis of the clinical, biochemical, and
radiological findings the diagnosis of Fanconi's syndrome, so they were referred to the ophthalmologist
for evaluation presenting photophobia and crystals in the cornea, crystals were demonstrated by light
microscopy, confirming the diagnosis of Cystinosis. DISCUSSION: typical clinical presentation of
Fanconi’s syndrome in these patients made of think of Cystinosis as one of the differential diagnoses,
confirming the diagnosis by slit-lamp examination of the cornea and conjunctiva. Despite the clinical
manifestations and severity of illness, both patients can be classified as having nephropathic cystinosis;
These are the first two cases reported in the Dominican Republic, we are having limitations accessing to
a genetic test or specific treatment for the disease.
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