Appendix 1. Reported and novel variants in PRDM13 associated with North Carolina macular dystrophy
	Variant
	Genomic coordinate (hg19)
	Genomic coordinate (hg38)
	References

	V1
	chr6:g.100040906G>T
	chr6:g.99593030G>T
	Small et al. Ophthalmology 2016 [1]

	V2
	chr6:g.100040987G>C
	chr6:g.99593111G>C
	Small et al. Ophthalmology 2016 [1]

	V3
	chr6:g.100041040C>T
	chr6:g.99593164C>T
	Small et al. Ophthalmology 2016 [1]

	V4
	chr6:g.100020205_100143306dup
	chr6:g.99572329_99695430dup
	Small et al. Ophthalmology 2016 [1]

	V5
	chr5:g.3587901_4486027dup
	chr5:g.3587787_4485913dup
	Small et al. Ophthalmology 2016 [1]

	V6
	chr6:g.99996226_100065137dup
	chr6:g.99548350_99617261dup
	Bowne et al. Mol Vis 2016 [2]

	V7
	chr6:g.99984309_100082698dup
	chr6:g.99536434_99634823dup
	Manes et al. Hum Mol Genet 2017 [3]

	V8
	chr5:g.4391377_4436535dup
	chr5:g.4391264_4436422dup
	Cipriani et al. Sci Rep 2017 [4]

	V9
	chr5:g.4396927_4440442dup
	chr5:g.4396814_4440329 dup
	Cipriani et al. Sci Rep 2017 [4]

	V10
	chr6:g.100046783A>C
	chr6:g.99598907A>C
	Silva et al. Hum Mutat 2019 [5]

	V11
	chr6:g.100046804T>C
	chr6:g.99598928T>C
	Namburi et al. Mol Vis 2020 [6]

	V12
	chr6:g.100040974A>C
	chr6:g.99593098A>C
	Namburi et al. Mol Vis 2020 [6]

	V13
	chr6:g.99932464_100067110dup
	chr6:g.99485588_99619234dup
	Wu et el. Graefes Arch Clin Exp Ophthalmol 2022 [7]

	V14
	chr6:g.100008141_100064368dup
	chr6:g.99560265_99616492dup
	Small et al. Mol Vis 2021 [8]

	V15
	chr6:g. 100046940A>G
	chr6:g.99599064A>G
	Van de Sompele et al. Am J Hum Genet 2022 [9]

	V16
	chr6:g.100040906G>C
	chr6:g.99593030G>C
	Van de Sompele et al. Am J Hum Genet 2022 [9]

	V17
	chr6:100046790T>C
	chr6:g.99598914T>C
	This study

	V18
	chr6:100046802G>A
	chr6:g.99598926G>A
	This study


The V17 and V18 variants were found in this study (bold).

