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Application of RNA sequencing in clinical diagnosis of Mendelian disease
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China (Zhou W-H, Email: zhouwenhao@fudan.edu.cn)

Abstract: Gene panel and whole exome sequencing are now commonly used to detect Mendelian disease, but the
current molecular diagnostic rate of DNA sequencing is only 35%-50%. In recent years, RNA sequencing emerges as a
promising diagnostic method. It can detect new pathogenic mutations, and analyze allele-specific expression. This will be
helpful to understand the relationship between disease genotype and phenotype, and can complement genome sequencing
in order to expand the traditional genomic diagnostic methods of Mendelian disease. RNA sequencing is expected to
become a routine tool for diagnosing Mendelian diseases. This article reviews the application of RNA sequencing in the

clinical diagnosis of Mendelian disease.
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