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Characterization of Gaucher disease by new gene mutation using patient-derived
oral mucosa fibroblasts
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Gaucher disease (GD) is a lysosomal storage disorder with autosomal
recessive inheritance. Previously we established the oral mucosa fibroblasts (OFs) derived from an
“ 6D” patient and find he is “ atypical GD” by whole exome sequencing. Together with OFs from his
family, we found large number of SNPs. To minimize the candidate genes, we performed in silico
analgsis and transcriptome analysis, however, the molecular basis of GBA is limited. We also
established the high-through-put assay system, intact cell GCase activity assay. SiRNA screening of
modifier genes is prepared and analyzing, however, we could not be completed during this research
period. In addition, we confirmed the gene structure and expression profile of GBA variants.
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