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[Abstract]  Objective: To identify a novel GATA6 mutation associated with idiopathic dilated
cardiomyopathy (DCM).  Methods: In the present study, 132 unrelated cases with idiopathic DCM and
220 unrelated healthy control individuals were recruited. The clinical data and the peripheral venous
blood samples were collected. The genomic DNA was isolated with a DNA purification kit. The entire
coding regions of the GATAG6 gene were amplified by using polymerase chain reaction reagents and the
amplified GATAG6 fragments were sequenced with a cycle sequencing kit. The obtained sequences were
aligned with those of GATAG derived from the Nucleotide database to identify a GATAG sequence
variation. The online computer softwares of MUSCL and MutationTaster were used to evaluate whether
the mutated amino acid was conserved evolutionarily and whether the mutation was causative
respectively.  Results: A novel heterozygous GATA6 mutation c. 1165G>C, equivalent to p. E389X,
was identified in a sporadic DCM patient. The nonsense mutation was absent in the 220 control subjects.
The altered amino acid was highly conserved evolutionarily, and the mutation was predicted to be
pathogenic.  Conclusions: This study reported the association of a novel GATA6 mutation with sporadic
DCM, expanding the mutational spectrum of GATAG6 linked to DCM.
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