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Table S1 – Genetic discoveries in cardiovascular disorders made with next-generation sequencing. 
 

  

Disease Inheritance Gene(s) Approach References 
Cardiomyopathies     
Dilated cardiomyopathy AR GATAD1 homozyosity mapping, exome 1 
Dilated cardiomyopathy AD BAG3 CNV analysis, exome 2 
Dilated cardiomyopathy AD TTN linkage analysis, exome 3 
Dilated cardiomyopathy AD DES exome 4 
Dilated cardiomyopathy AD RBM20 exome 5 
Dilated cardiomyopathy AD LMNA exome 6 
Dilated cardiomyopathy AD TNNT2 exome 7 
Hypertrophic cardiomyopathy AD Multiple 41 gene panel 8 
Hypertrophic cardiomyopathy X-linked FHL1 exome 9 
X-linked cardiomegaly  X-linked CLIC2 X chromosome exons 10 
Left ventricular noncompaction digenic MYH7B, ITGA7 exome 11 
Infantile cardiomyopathy mitochondrial MRPL44 exome 12 
     
Congenital heart disease      
Pleotropic congenital heart disease AD MYH6 exome 13 
Multiple types de novo histone-modifying genes exome 14 
Isolated truncus arteriosus AR PLXND1 homozyosity mapping, exome 15 
Atrial septal defect AD ACTC1 exome 16 
     
Arrhythmia     
Long-QT syndrome de novo CALM1, CALM2 exome 17 
Long-QT syndrome AD CACNA1C exome 18 
Idiopathic ventricular fibrillation AD CALM1 exome 19 
Cardiac conduction disease AD LMNA exome 20 
Sudden unexplained death unknown MYH7 exome 21 
Sudden unexplained death unknown KCNQ1, KCNH2 exome 22 



SUPPLEMENTAL INFORMATION 
 

Table 3 - continued 
 

 
Abbreviations: AR, autosomal recessive; AD, autosomal dominant; CAD, coronary artery disease 
  

Disease Inheritance Gene(s) Approach Reference 
Dyslipidemia     
Hypercholesterolemia AR or de novo ABCG5 whole genome 23 
Hypercholesterolemia not defined LDLR, APOB exome 24 
Hypercholesterolemia AD APOE exome 25 
Hypercholesterolemia AD APOE exome 26 
Hypercholesterolemia AR LIPA exome 27 
Hypercholesterolemia and CAD AD ST6GALNAC5 linkage analysis, exome 28 
Hypertriglyceridemia AD SLC25A40 linkage analysis, exome 29 
     
Vascular disorders     

Familial thoracic aortic aneurysm AD SMAD3 exome 30 
Familial thoracic aortic aneurysm AD TGFB2 linkage analysis, exome 31 
Familial thoracic aortic aneurysm AD PRKG1 exome 32 
Primary lymphedema AD VEGFC exome 33 
Vascular anomaly syndrome not defined BMP9 exome 34 
     
Hypertension     
Pseudohypoaldosteronism II AD KLHL3, CUL3 exome 35 
Familial hyperkalemic hypertension AD KLHL3 exome 36 
Pulmonary arterial hypertension AD CAV1 exome 37 
Aldosterone-producing adenoma somatic, AD KCNJ5 exome 38 
Aldosterone-producing adenoma somatic, de novo CACNA1D exome 39 
Aldosterone-producing adenoma somatic ATP1A1, ATP2B3 exome 40,41 
     
Syndromes with cardiac findings     
Cantú syndrome AD ABCC9 exome 42,43 
CHIME syndrome AR PIGL exome 44 
Noonan syndrome AD PTPN11 exome 45 
Marfan syndrome AD LRP1 exome 46 
Phosphoglucomutase 1 deficiency AR PGM1 exome 47 
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