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[ Abstract] Objective: To compare clinical features and genetic profile between

hypertrophic (HCM) or dilated cardiomyopathy (DCM) children with MYH7 gene
mutation, and to explore the potential role of this gene mutation in different phenotypes of
cardiomyopathy. Methods: Clinical data and gene mutation profile were retrospectively collected
from Shanghai Children's Medical Center between January 2015 and January 2021, and were
compared among HCM and DCM children with MYH7 gene mutation.  Results: There were
21 cases of HCM (70%) and 9 cases of DCM (30%) with MYH7 gene mutation. A total of
32 mutation sites (including 26 different types) were detected, 10 of which were not reported
previously. 29 (90.6%) mutation sites were missense mutations, and 30 (93.7%) mutation sites were
located atthe head and neck of myoglobin. HCM and DCM children with MYH7 gene mutation
did not significantly differ with respect to gender, age, family history, plasma concentrations of
NT-proBNP, ¢Tnl, CK-MB and calcium, and electrocardiographic abnormalities. Conclusion:
MYH?7 gene mutation could cause different phenotypes of HCM or DCM. There is no significant
difference in clinical manifestations during childhood or early stage of the disease.
[Key words] Hypertrophic cardiomyopathy; Dilated cardiomyopathy; MYH7
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