Table S2

Loss-of-function mutations in other genes associated with CHD in humans

	Genes
	Genotypes
	Phenotypes
	References

	ACTC1
	p.M123V
	ASD
	[1]

	
	c.215–231del
	
	

	CHD7
	c.2916_2917del
	CHARGE syndrome
	[2]

	CITED2
	c. 91G>A
	TOF, VSD, ASD
	[3]

	
	c.81T>C
	TGA, VSD
	

	
	c.456C>T
	TGA, RVOTO
	

	
	c.508-534del27
	VSD
	

	
	c.534-535ins27
	ASD
	

	
	c.592-597delAGCGGC
	ASD
	

	
	c.1268A>G
	TOF
	

	
	c.550G>A,
	Dextrocardia, RAA, TOF
	[4]

	
	c.574A>G
	AS
	

	
	c.573-578del6
	AS, PS, ASD, VSD
	

	EHMT1
	c.1320_1332del13
	9q34 subtelomeric deletion syndrome
	[5]

	
	c.3409 C>T
	
	

	FOXP1
	c.1702C>T
	HLHS, MA, AA, AVSD, PA, SV
	[6]

	FOXC1
	c.A488_491delAAAA
	TOF
	[7]

	GDF1
	p.C227X
	TGA
	[8]

	
	p.G262S
	CAVC
	

	
	p.C267Y
	DORV
	

	
	p.S309P
	TOF
	

	
	p.P312T
	TOF
	

	
	p.A318T
	TGA
	

	HAND1
	p.A126fs
	HV
	[9]

	HAND2
	p.L47P
	TOF
	[10]

	
	p.S65I
	VSD, PS
	[11]

	
	p.A25_A26insAA
	TOF
	[7]

	HAS2
	c.A1496T 
	VSD
	[12]

	IRX4
	c. A253T
	VSD
	[13]

	
	c. A275G
	VSD
	

	JAG1
	c.1462_1463insCA
	TOF, Alagille syndrome
	[14]

	KRAS
	p.V14I
	Noonan syndrome
	[15]

	
	p.T58I
	
	

	MCTP2
	p.G230D
	CoA, AS
	[16]

	
	p.Y235C
	CoA, MS
	

	MESP1
	p.E104K
	TOF
	[17]

	
	p.L120P
	TOF
	

	
	p.L147PfsX9
	VSD
	

	MYH6
	p.I820N
	ASD
	[18,19]

	
	p.A230P
	TA
	

	
	p.A1366D
	AS
	

	MYH11
	c.4599+1delG
	PDA
	[20]

	NODAL
	c.607A>G
	Heterotaxy, CCM
	[21]

	
	c.700_723delinsTTGACTTCC
	
	

	
	c.778G>A
	
	

	
	c.823C>T
	
	

	
	c.850G>T
	
	

	NOTCH1
	c.2058G>A
	AS, BAV, CoA, HLHS
	[22]

	
	c.2123G>A
	AS, HLHS
	

	
	c.1117T>C
	Alagille syndrome
	[23]

	
	c.1147C>T
	
	

	
	c.1331G>A
	
	

	
	c.5857C>T
	
	

	
	c.6007C>T
	
	

	
	c.5930-1G>A
	
	

	
	c.5930-1G>A
	Alagille syndrome
	[24]

	
	c.1331G>A
	
	

	SCN5A
	p.Y1495X
	TOF
	[25]

	SMAD6
	p.P415L
	CCM
	[26]

	
	p.C484F
	
	

	TFAP2B
	p.A264D
	Char syndrome
	[27]

	
	p.R289C
	
	

	TLL1
	p.I263V
	ASD
	[20]

	ZFPM2/FOG2
	c.1968A>G
	TOF
	[28]


AA: aortic atresia; AVSD: atrioventricular septal defect; AS: aortic stenosis; ASD: atrial septal defect; AS: aortic stenosis; BAV: bicuspid aortic valve; CAVC: common atrioventricular canal; CoA: coarctation of the aorta; CCM: congenital cardiovascular malformation; DORV: double outlet right ventricle; HLHS: hypoplastic left heart syndrome; HV: hypoplastic ventricles; MA: mitral atresia; MS: mitral stenosis; PA: pulmonary atresia; PDA: patent ductus arteriosus; PS: pulmonary stenosis; RAA: right aortic arch; RVOTO: right ventricular outflow tract obstruction; SV: single ventricle; TA: tricuspid atresia; TGA: transposition of the great arteries; TOF: tetralogy of Fallot; VSD: ventricular septal defect.
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