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Abstract: Whole exome sequencing(WES) has become a routine genetic testing for patients suspected of
inherited diseases. Along with rapid advancements achieved in sequencing technology, bioinformatics and ge-
nomic medicine,and availability of population-scale genetic variants databases,the diagnostic utility and clini-
cal utility of WES in laboratory diagnosis are continually improved. Furthermore, WES data-based copy num-
ber variation(CNV) prediction and improved detection of mosaic variants have resulted in a higher diagnostic
yield of WES in inherited disorders. Optimized validation and stringent quality control and ongoing quality as-
surance program for the whole process of WES should be taken to consolidate the testing quality in laborato-
ries providing WES testing service in clinical setting. In addition,application of artificial intelligence technolo-
gy in data analysis,availability of high quality database of genetic variants,and refinement of human disease/
phenotypes would significantly promote adaptation of WES diagnostics in human inherited disorders.
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