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Abstract: Objective

cytes in peripheral blood,and to lay the foundation for the research of genetic disease diagnosis based on single

To establish a genetic diagnosis method based on genetic analysis of single lympho-
cell genetic analysis. Methods The peripheral blood of healthy people and carriers of genetic diseases were
treated with lymphocyte separation solution and continuous dilution, then the single cells were isolated by self-
made device under stereoscope,and the whole genome amplification (WGA) was performed on the isolated
cells,and the diagnostic value of WGA for genetic diseases was evaluated by the first generation sequencing of
the target gene. Results [(-thalassemia,Fabry disease,and congenital nephrotic syndrome were accurately di-
agnosed in the study. Conclusion The self-made device in this study can rapidly isolate single lymphocytes,
and the combination of single-cell WGA can achieve accurate diagnosis of hereditary diseases,providing a way
of thinking for genetic research at the single-cell level.
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