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Abstract  Objective: To investigate two novel DSP gene mutations leading to hypertrophic cardiomyopathy
(HCM), and elucidate the correlation between genotypes and clinical phenotypes in familiar HCM. Methods: One
HCM proband and his family members were enrolled while 100 healthy people were selected as the control. Clini-
cal data were collected from the HCM patients family. Gene sequencing was carried out for the family and controls
to identify the pathogenic gene. Finally, the family tree was constructed and the pertinence was performed on gen-
otypes and clinical phenotypes. Results:In all of this family, the propositus and his father, carried c. 6799A>T
missense mutations(p. Thr2267Ser) and c. 8044C>>G missense mutations(p. GIn2682Glu) of the DSP gene in the
meanwhile, were diagnosed as HCM. The two daughters of the propositus carried one missense mutation of the
DSP gene separately. The rest of the family members and healthy controls had no such mutations. Conclusion: The
novel DSP gene mutations may be the pathogenic mutations of familiar HCM. Family members carrying com-

pound mutations are more likely to develop hypertrophic cardiomyopathy, but the exact pathogenesis still needs
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further study.
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Figure 1 Clinical data of the proband
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Figure 2 Clinical data of the proband’s father
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Figure 5 Multiple alignments among different species
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