[bookmark: _GoBack]Appendix 5. Summary of rare (≤1% minor allele frequency in the wider European population) or novel, damaging missense/nonsense variants in our sample of 75 sequenced cases and controls that were located in any of the 35 gene regions associated with risk of advanced AMD from 2 meta-analyses[1,2]. 
	Chr
	Bp position
	RS ID
	Minor
	Major
	MAF cases
	MAF controls
	Gene
	IAMDGC exome chip p-value

	1
	196709816
	rs149474608
	T
	G
	0.01
	0
	CFH1,2
	0.003

	2
	228172594
	rs200302125
	C
	T
	0
	0.01
	COL4A32
	0.62

	4
	110662230
	*
	C
	T
	0.01
	0
	CFI1,2
	NA

	4
	110681450
	rs182078921
	T
	C
	0.01
	0
	CFI1,2
	0.01

	4
	110685820
	rs141853578
	T
	C
	0.01
	0
	CFI1,2
	6.27x10-10

	5
	35070325
	rs370907111
	C
	G
	0
	0.01
	PRLR2
	NA

	5
	39331894
	rs34882957
	A
	G
	0.03
	0
	C92
	1.62x10-14

	5
	35646784
	rs80010329
	G
	A
	0.03
	0
	SPEF22
	0.97

	5
	35646853
	
	T
	C
	0.01
	0
	SPEF22
	NA

	5
	35691247
	rs185000070
	T
	C
	0.03
	0
	SPEF22
	0.30

	5
	35779447
	rs2277044
	C
	A
	0
	0.01
	SPEF22
	0.94

	6
	31917333
	rs201798809
	G
	C
	0.01
	0
	CFB1,2
	NA

	6
	31929786
	rs200093212
	C
	T
	0.01
	0
	SKIV2L2
	NA

	6
	116442654
	rs146114911
	T
	C
	0.01
	0
	COL10A11
	0.64

	6
	116443023
	rs145214720
	T
	C
	0.01
	0
	COL10A11
	0.79

	7
	99956391
	rs370340323
	G
	C
	0
	0.01
	PILRB2
	NA

	7
	104753398
	
	G
	A
	0
	0.01
	KMT2E2
	NA

	9
	73151387
	rs148192709
	T
	C
	0.01
	0.01
	TRPM32
	0.40

	9
	107589317
	*
	T
	C
	0
	0.01
	ABCA12
	NA

	10
	24922388
	rs61758700
	C
	T
	0.01
	0.01
	ARHGAP212
	0.73

	12
	112194227
	
	A
	G
	0
	0.01
	ACAD102
	NA

	12
	112194234
	*
	G
	A
	0
	0.01
	ACAD102
	NA

	13
	31898021
	rs142935066
	G
	C
	0.01
	0
	B3GALTL1,2
	0.69

	19
	5831608
	rs61739551
	A
	G
	0.01
	0
	FUT62
	NA

	19
	6707129
	rs117793540
	A
	G
	0
	0.01
	C31,2
	0.95

	19
	45721556
	rs143444923
	A
	G
	0
	0.02
	EXOC3L22
	NA

	20
	44639214
	rs143024943
	T
	C
	0
	0.01
	MMP92
	0.30

	20
	44640275
	rs144098289
	A
	G
	0.01
	0
	MMP92
	NA

	22
	32914209
	rs140962261
	A
	C
	0.01
	0
	SYN32
	0.95


1 genes with variants that reached genome-wide significant in Fritsche et al. 2013 [1]. 2 genes with variants that reached genome-wide significant in Fritsche et al. 2016 [2]. * Variants that were novel (not reported in 1000Genomes, EVS6500, dbSNP v138 or ExAC databases).
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