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Genome-wide association study (GWAS) was performed and revealed that SNP rs738409
in the PNPLA3 plays a key role in the development of non-alcoholic fatty liver disease (NAFLD). We
performed targeted next-generation sequence analysis and fine mapping of the linkage disequilibrium block
containing PNPLA3 rs738409 and found that polymorphisms in the encoding the SAMM50 and PARVB are
associated with the development and progression of NAFLD as well. We performed targeted-bisulfite
sequencing and found that hypomethylation of CpG26 and hypermethylation of CpG99 may contribute to the
severity of fibrosis in NAFLD. The levels of CpG99 methylation and PNPLA3 mRNA were affected by the

rs738409 genotype.
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