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[Abstract] Objective To study whether CD36 gene mutation c. C275T which was detected in individu-
als with CD36 deficiency in Guangxi could lead to CD36 deficiency and the population incidence of the muta-
tion. Methods The CD36 phenotype of a Han Chinese male individual (XXX) in Guangxi was detected by
monoclonal antibody immobilization of platelet antigens assay (MAIPA) and flow cytometry (FCM). CD36
exons sequencing and cDNA cloning sequencing were used to study the molecular basis for CD36 deficiency.
Eukaryotic expression cell lines were established for the CD36 mutation that was detected and Western blot
was used to verify the effect of CD36 expression. The population incidence of the CD36 mutation was investi-
gated among 1 026 random and unrelated individuals in Guangxi population by DNA-based polymerase chain
reaction with sequence specific primer (PCR-SSP). Results MAIPA and FCM assay showed that the individu-
al was type Il CD36 deficiency. CD36 exons sequencing showed that the individual had carried a heterozygous
mutation CD36¢c. C275T (p. Thr92Met) ,and CD36cDNA cloning sequencing confirmed that there were two
kinds of CD36 mRNA transcripts:CD36 mRNA transcript variant c. 275C>T (p. Thr92Met) and wild-type
CD36 mRNA transcript. It was verified that CD36 mRNA transcript variant c. 275C>T could lead to CD36
deficiency by the establishment of eukaryotic expression cell lines and Western blot assay. The population inci-
dence of CD36 mutation c. 275C>T was 0 (0/1 026) in Guangxi randomized population. Conclusion This
study identifies that CD36 mutation c. 275C>T (p. Thr92Met) can result in CD36 deficiency,and preliminary
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clarifies the molecular basis of CD36 deficiency and distribution characteristics of the mutation in Guangxi

population. It help to provide experimental and theoretical basis for exploring the molecular basis and charac-

teristics of CD36 deficiency in Chinese population.
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