Peripheral Blood Smear gives clue to a mutations.

A 19-year-old woman presented to have thrombocytopenia with platelet count 30×109 /liter (impedance method), MPV: 14.4 fL, Hb 132 g/L, RBC: 4.67×1012 /liter, MCV: 91.2 fL and RDW: 14.7% checked in EDTA and citrated blood. Review of Peripheral Blood Smear (PBS) showed macrothrombocyte (2+), stomatocyte (2+), spherocyte (1+), polychromasia (1+), however platelet count, estimate on PBS, which was 100×109 /liter. Reticulocyte count was 3.2%. Direct Coombs test and G6PD deficiency screening was negative and osmotic fragility test was increased. Bleeding time was normal by IVY method (BT: 3 min). Biochemical tests revealed LDH: 254 IU/L (IFCC) and haptoglobin: 1.84 g/L (Nephlometery). The probable diagnosis based on laboratory findings is Mediterranean stomatocytosis / macrothrombocytopenia that should be considered with large platelets and unexplained hemolysis[1]. This is a rare autosomal recessive disorder caused by enhanced gastrointestinal absorption of plant sterols and reduces excretion of it. Technique for the biochemical diagnosis of phytosterolaemia is not routinely available. Implicated genes are known to be ABCG5 and ABCG8, which both having 13 exons and transcript length of 2740 and 2665 bp, respectively[2]. Next Generation Sequencing (NGS) is significantly helpful for diagnosing the defective gene in this disease. In these patients, evaluation of PBS and phenotype is suggested to identify the causative mutations.
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