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Research of identification of pathogenic mutations in hypertrophic cardiomyopathy by high through-
put sequencing technique
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Abstract: Objective To identify pathogenic mutations associated with hypertrophic cardiomyopathy(HCM) in a child
by targeted capture and high throughput sequencing technique, and to study the genotype-phenotype correlation. Methods
Whole blood and clinical data from a male patient of 14 years old with HCM were collected. Genomic DNA was extracted and
library was prepared. Exomes of patients with 8 HCM-related genes encoding sarcomere protein were captured and sequenced.
The pathogenic mutation was identified by informatics analysis and was validated by Sanger sequencing technique. Results
The patient had the incidence of syncope,severe myocardial hypertrophy in left ventricle and conduction block. Targeted cap-
ture and sequencing technique were used to screen the pathogenic mutations associated with HCM. After the results were a-
ligned with public database and in-house database, pathogenic mutations MYH7 R869C was found. The pathogenic mutation was
accordant with the result analyzed by Sanger sequencing. Conclusion Pathogenic mutation MYH7 R869C can be identified in
HCM by targeted capture and high throughput sequencing technique. The child with the mutation presents severe clinical phe-
notype. MYH7 R869C mutation might be a hot spot mutation.
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