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RBC 310°/UL
Plt 225000 count
Hb 7.8 * g/dL
MCV 81.4 fL
Fe 20 *pg/dl
Ferritin 106 ng/ml
TIBC 266 pg/dl
Fasting serum glucose (after insulin therapy) 104 mg/dL
Tryglycerides 96 mg/dL
Total cholesterol 159 mg/dL
LDL cholesterol 90 mg/dL
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Blood Culture Negative
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Abstract

Introduction: Bardet Biedl syndrome is a rare hereditary disorder associated with central obesity, mental retardation,
polydactyly, retinal dystrophy, retinitis pigmentosa, hypogenitlism, hypogonadism, renal failure. Renal failure is a
major cause of mortality in these patients. This report highlights the clinical importance of considering a Bardet Biedl
syndrome diagnosis in adults with retinal dystrophy, polydactyly and renal failure.

Case Report: we present the case of a 32 yr old woman presented to our emergency room with uremic symptoms and
metabolic acidosis.

Conclusion: Bardet Biedl syndrome, a rare often forgotten or not been diagnosed disorder, should be promptly
identified by pediatricians and timely be referred to the ophtalmologist, endocrinologist, and nephrologist.
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