Table S1

Genes associated with CHD in humans.
	Genes
	Cardiac phenotypes
	References

	Genes encoding transcription factors

	CITED2
	TOF, VSD, ASD, TGA, RVOTO, RAA, AS, PS
	[1,2]

	FOXC1
	TOF
	[3]

	FOXH1
	TGA, TOF
	[4,5]

	FOXP1
	HLHS, MA, AA, AVSD, PA, SV
	[6]

	GATA4
	TOF, ASD, VSD, HRV, ECD, PS, HOS
	[7-31]

	GATA5
	BAV, DORV, VSD
	[32-34]

	GATA6
	AVSD, TOF, PTA, ASD, VSD, PDA, ECM
	[35-42]

	HAND1
	HV
	[43]

	HAND2
	TOF, VSD, PS
	[3,44,45]

	MESP1
	TOF, VSD
	[46]

	NKX2-5
	ASD, AVB, VSD, TOF, EA, RAA, PA, PLSVC, HOS
	[7-12,47-65]

	NKX2-6
	CAT, TOF, DORV, VSD, PTA
	[66-69]

	PITX2
	TGA, ASD, VSD, ECD, ARS, TOF, DORV
	[70-75]

	TBX1
	CAFS, DGS, DORV, VSD
	[76-78]

	TBX2
	VSD
	[79]

	TBX5
	HOS, PTA
	[8,11,13,14,80-91]

	TBX20
	ASD, VSD, PFO, CoA, DORV
	[92-94]

	TFAP2B
	Char syndrome, PDA
	[10,95-97]

	ZIC3
	PS, ASD, TGA, heterotaxy
	[4,98]

	Genes involved in cell signaling

	ACTC1
	ASD
	[99,100]

	BMPR2
	PAH
	[101]

	BRAF
	CFC syndrome
	[102,103]

	CBL
	Noonan syndrome-like phenotype
	[104]

	CCN1
	ASD
	[105]

	CFC1
	DORV
	[106]

	ELN
	AS
	[107]

	FGFR1
	CHD, DSD
	[108]

	GDF1
	CAVC, CMV, TOF, TGA, DORV
	[109]

	HAS2
	VSD
	[110]

	HRAS
	Costello syndrome
	[111]

	IRX4
	VSD
	[112]

	JAG1
	TOF, Alagille syndrome
	[113-115]

	KRAS
	CFC syndrome, Noonan syndrome
	[102,116]

	LEFTY A
	HLHS, CAVC, dextrocardia
	[117]

	MAP2K1
	CFC syndrome
	[103]

	MAP2K2
	CFC syndrome
	[103]

	MED13L
	TGA
	[118]

	NF1
	Neurofibromatosis-Noonan syndrome
	[119]

	NODAL
	TGA, CCM, heterotaxy
	[4,120]

	NOTCH1
	AA, BAV, TAA, AS, CoA, HLHS
	[121-124]

	NOTCH2
	Alagille syndrome
	[125,126]

	NRAS
	Noonan syndrome
	[127]

	PTPN11
	Noonan syndrome, Leopard syndrome
	[128,129]

	RAF1
	Noonan syndrome, Leopard syndrome, HCM
	[130,131]

	RIT1
	Noonan syndrome
	[132]

	SALL4
	VSD, Okihiro syndrome
	[133-135]

	SCN5A
	TOF
	[136]

	SHOC2
	Noonan-like syndrome with loose anagen hair
	[137]

	SMAD3
	HLHS
	[138]

	SMAD6
	CCM
	[139]

	SON
	CHD, ECM
	[140]

	SOS1
	Noonan syndrome
	[141,142]

	TAB2
	LVOTO, AS, BAV, AD
	[143]

	TDGF1
	TOF
	[5]

	TLL1
	ASD
	[20]

	TMEM87B
	ASD, RCM, ECM
	[144]

	ZFPM2/FOG2
	TOF
	[145]

	Genes encoding structural proteins

	ACTC1
	ASD
	[146]

	MYBPC3
	ASD
	[147]

	MYH6
	ASD, TA, AS, TGA, PFO
	[147-149]

	MYH7
	EA
	[150]

	MYH11
	PDA, TAD
	[20,151]

	Genes encoding epigenetic regulators

	CBP
	Rubinstein-Taybi syndrome
	[152,153]

	CHD7
	Charge syndrome
	[154-157]

	EHMT1
	9q34 subtelomeric deletion syndrome, Kleefstra Syndrome
	[158,159]

	EP300
	Rubinstein-Taybi syndrome
	[152]

	MLL2
	Kabuki syndrome
	[160]

	Other CHD-related genes

	CRELD1
	AVSD
	[161]

	MCTP2
	CoA, AS, MS
	[162]

	NPHP4
	TGA, ASD, VSD, AVSD, PS, PDA, PA, DORV, HLHS, BAV, CoA, Mesocardia, Dextrocardia
	[163]


AA: aortic atresia; AD: aortic dilation; AVB: atrioventricular block; ARS: Axenfeld-Rieger syndrome; AS: aortic stenosis; ASD: atrial septal defect; BAV: bicuspid aortic valve; CAFS: conotruncal anomaly face syndrome; CAVC: complete atrioventricular canal; CAT: common arterial trunk; CCM: congenital cardiovascular malformation; CFC: cardio-facio-cutaneous syndrome; CHD: congenital heart disease; CMV: cleft mitral valve; CoA: coarctation of the aorta; DGS: DiGeorge's syndrome; DORV: double outlet right ventricle; DSD: disorder of sex development; EA: Ebstein’s anomaly; ECD: endocardial cushion defect; ECM: extracardiac malformation; HCM: hypertrophic cardiomyopathy; HLHS: hypoplastic left heart syndrome; HOS: Holt-Oram syndrome; HRV: hypoplastic right ventricle; HV: hypoplastic ventricles; LVOTO: left ventricular outflow tract obstruction; MA: mitral atresia; MS: mitral stenosis; PA: pulmonary atresia; PAH: pulmonary arterial hypertension; PDA: patent ductus arteriosus; PFO: patent foramen ovale; PLSVC: persistent left superior vena cava; PS: pulmonary stenosis; PTA: persistent truncus arteriosus; RAA: right aortic arch; RCM: restrictive cardiomyopathy; RVOTO: right ventricular outflow tract obstruction; SV: single ventricle; TA: tricuspid atresia; TAA: thoracic aortic aneurysms; TAD: thoracic aortic dissection; TGA: transposition of the great arteries; TOF: tetralogy of Fallot; VSD: ventricular septal defect.
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