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Phytosterolemia with thrombocytopenia as the first clinical manifestation:

a case report and literature review

Summary Phytosterolemia known as [-sitosterolemia is a rare autosomal recessive lipid storage disease.,

which is caused by mutations of ABCG5 and ABCGS8 genes. Its clinical manifestations are extremely heterogene-

ous, result in a high misdiagnosis rate. The common clinical manifestations are tendinous and cutaneous xantho-

mas, arthritis, premature cardiovascular disease and atherosclerosis. Patients with hematologic abnormalities as

the first clinical manifestation are rare. We reported a 53-year-old female patient with thrombocytopenia as the

first clinical manifestation. Large platelets, spherocytes and stomatocytes were found on the peripheral blood

smear. The homozygous variants were detected in exon 6 (c. G7T88A) of ABCGS8 by next generation sequencing.

We discuss the clinical manifestations, pathogenesis and treatment of this disease. For patients with unexplained

hemolytic anemia, macrothrombocytopenia and splenomegaly. the possibility of this disease should be considered.
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