                 Appendix 1. FZD4 Mutations Associated with Familial Exudative Vitreoretinopathy
        Missense mutations:
	Exon
	Allele status
	cDNA Change
	Protein Change
	Type
	Source

	1
	Hetero
	65G>A
	G22E
	Missense
	
 ADDIN EN.CITE 
[1]


	1
	Hetero
	97C>T
	P33S
	Missense
	[2]/
 ADDIN EN.CITE 
[3]
/
 ADDIN EN.CITE 
[4]


	1
	Hetero
	107G>A
	G36D
	Missense
	
 ADDIN EN.CITE 
[5]


	1
	Hetero
	118G>C
	E40Q
	Missense
	
 ADDIN EN.CITE 
[6]


	1
	Hetero
	134G>A
	C45Y
	Missense
	
 ADDIN EN.CITE 
[7]


	1
	Hetero
	205C>T
	H69Y
	Missense
	
 ADDIN EN.CITE 
[8]
/
 ADDIN EN.CITE 
[9]


	2
	Hetero
	313A>G
	M105V
	Missense
	
 ADDIN EN.CITE 
[1]
/
 ADDIN EN.CITE 
[10]
/
 ADDIN EN.CITE 
[11]
/
 ADDIN EN.CITE 
[12]
/
 ADDIN EN.CITE 
[8]


	2
	Hetero
	314T>C
	M105T
	Missense
	
 ADDIN EN.CITE 
[5]


	2
	Hetero
	316T>C
	C106G
	Missense
	
 ADDIN EN.CITE 
[11]


	2
	Hetero
	349T>C
	C117R
	Missense
	
 ADDIN EN.CITE 
[4]


	2
	Hetero
	456C>G
	N152K
	Missense
	
 ADDIN EN.CITE 
[10]


	2
	Hetero
	469A>G
	M157V
	Missense
	
 ADDIN EN.CITE 
[5]


	2
	Hetero
	470T>A
	M157K
	Missense
	
 ADDIN EN.CITE 
[11]


	2
	Hetero
	470T>C
	M157T
	Missense
	
 ADDIN EN.CITE 
[10]


	2
	Hetero
	538G>A
	E180K
	Missense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	541T>C
	C181R
	Missense
	
 ADDIN EN.CITE 
[9]


	2
	Hetero
	542G>A
	C181Y
	Missense
	
 ADDIN EN.CITE 
[4]


	2
	Hetero
	611G>A
	C204Y
	Missense
	
 ADDIN EN.CITE 
[6]


	2
	Hetero
	612 T>C
	C204R
	Missense
	
 ADDIN EN.CITE 
[3]


	2
	Hetero
	631T>C
	Y211H
	Missense
	
 ADDIN EN.CITE 
[12]


	2
	Hetero
	668T>A
	M223K
	Missense
	
 ADDIN EN.CITE 
[13]


	2
	Hetero
	676T>A
	W226R
	Missense
	
 ADDIN EN.CITE 
[10]


	2
	Hetero
	710C>G
	T237R
	Missense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	757C>T
	R253C
	Missense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	766A>G
	I256V
	Missense
	[2]

	2
	Hetero
	983T>C
	F328S
	Missense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	1005G>C
	W335C
	Missense
	
 ADDIN EN.CITE 
[14]


	2
	Hetero
	1015G>A
	A339T
	Missense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	1026A>G
	M342V
	Missense
	
 ADDIN EN.CITE 
[15]


	2
	Hetero
	1250G>A
	R417Q
	Missense
	
 ADDIN EN.CITE 
[8]


	2
	Hetero
	1333A>C
	T445P
	Missense
	
 ADDIN EN.CITE 
[13]


	2
	Hetero
	1408G>A
	D470N
	Missense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	1463G>A
	G488D
	Missense
	
 ADDIN EN.CITE 
[8]


	2
	Hetero
	1463G>T
	G488V
	Missense
	
 ADDIN EN.CITE 
[11]


	2
	Hetero
	1482G>A
	W494X
	Missense
	
 ADDIN EN.CITE 
[12]


	2
	Hetero
	1490C>T
	S497F
	Missense
	
 ADDIN EN.CITE 
[5]


	2
	Hetero
	1573G>C
	G5252R
	Missense
	
 ADDIN EN.CITE 
[6]



        Frameshift mutations:
	Exon
	Allele status
	cDNA Change
	Protein Change
	Type
	Source

	1
	Hetero
	39_49delCCCGGGGGCG
	14fsX57
	Frameshift
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	1508_1509insC
	T503fsX31
	Frameshift
	
 ADDIN EN.CITE 
[11]


	2
	Hetero
	244_251del8ins27
	F82fsX135
	Frameshift
	
 ADDIN EN.CITE 
[3]


	2
	Hetero
	539_540delAG
	E180fsX9
	Frameshift
	
 ADDIN EN.CITE 
[10]


	2
	Hetero
	633delC
	Y211fsX
	Frameshift
	
 ADDIN EN.CITE 
[11]


	2
	Hetero
	662_663insA
	I221fs
	Frameshift
	
 ADDIN EN.CITE 
[7]


	2
	Hetero
	957delG
	W319fsX323
	Frameshift
	
 ADDIN EN.CITE 
[3]
/
 ADDIN EN.CITE 
[5]


	2
	Hetero
	1210_1211delTT
	L40VfsX54
	Frameshift
	
 ADDIN EN.CITE 
[10]


	2
	Hetero
	1282_1285delGACA
	D428fsX1
	Frameshift
	
 ADDIN EN.CITE 
[11]
/
 ADDIN EN.CITE 
[10]
/
 ADDIN EN.CITE 
[12]


	2
	Hetero
	1498delA
	T500fsX512
	Frameshift
	
 ADDIN EN.CITE 
[5]


	2
	Hetero
	1501_1502delCT
	L501fsX533
	Frameshift
	
 ADDIN EN.CITE 
[16]
/
 ADDIN EN.CITE 
[5]


	2
	Hetero
	1506delAC
	T503fs
	Frameshift
	


[17] ADDIN EN.CITE 

	2
	Hetero
	1507_1508del
	G503fs
	Frameshift
	
 ADDIN EN.CITE 
[7]



          Nonsense mutations:
	Exon
	Allele status
	cDNA Change
	Protein Change
	Type
	Source

	1
	Hetero
	118G>T:
	E40X
	Nonsense
	
 ADDIN EN.CITE 
[7]


	1
	Hetero
	124G>T
	E42X
	Nonsense
	
 ADDIN EN.CITE 
[7]


	1
	Hetero
	160C>T
	Q54X
	Nonsense
	
 ADDIN EN.CITE 
[10]


	2
	Hetero
	400G>T
	E134X
	Nonsense
	


[17] ADDIN EN.CITE 

	2
	Hetero
	856G>T
	E286X
	Nonsense
	
 ADDIN EN.CITE 
[6]


	2
	Hetero
	957G>A
	W319X
	Nonsense
	
 ADDIN EN.CITE 
[8]
/
 ADDIN EN.CITE 
[13]


	2
	Hetero
	1448G>A
	W496X
	Nonsense
	
 ADDIN EN.CITE 
[13]
/
 ADDIN EN.CITE 
[11]
/
 ADDIN EN.CITE 
[7]
/
 ADDIN EN.CITE 
[1]


	2
	Hetero
	1472C>A
	S491X
	Nonsense
	
 ADDIN EN.CITE 
[1]


	2
	Hetero
	1513C>T
	Q505X
	Nonsense
	
 ADDIN EN.CITE 
[5]
/
 ADDIN EN.CITE 
[4]
/
 ADDIN EN.CITE 
[12]



          Other mutations:
	Exon
	Allele status
	cDNA Change
	Protein Change
	Type
	Source

	2
	Hetero
	1479_1484delGTGGAT
	M493_W494del
	Deletion
	
 ADDIN EN.CITE 
[16]


	NA
	Hetero
	Whole gene deletion
	NA
	NA
	
 ADDIN EN.CITE 
[10]
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