Table 1. Demographic and genetic data of study patients	Comment by Agiimaa, Gan Erdene: Table 1 and 2 are too wide and too long to fit in 2 and half page meximum. Please either make to supplementary table or drop current tables into smaller tables and renumber the table sequence 
	Family
	Consanguinity
	Total number of affected individuals in family
	Patient (Gender)
	Diagnosis
	Gene (Accession number)
	Mutant allele (zygosity)
	Type of genetic analysis performed

	Solved families

	1a
	No
	2
	1 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.5882G>A; p.(Gly1961Glu; het)
	Founder mutation testing

	
	
	
	
	
	
	c.4793C>A; p.(Ala1598Asp; het)
	

	2 a
	No
	1
	1 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.5882G>A; p.(Gly1961Glu; het)
	Founder mutation testing

	
	
	
	
	
	
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	

	3 a
	No
	1
	1 (M)
	arSTGD
	ABCA4
(NM_000350)
	c.242G>C; p.(Cys81Ser) (het)b
	WES

	
	
	
	
	
	
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	

	4
	No
	1
	1 (M)
	arSTGD
	ABCA4
(NM_000350)
	c.4793C>A; p.(Ala1598Asp; het)
	Founder mutation testing

	
	
	
	
	
	
	c.6077delT; p.(Leu2026Argfs*35; het)b
	

	5
	No
	1
	1 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.5882G>A; p.(Gly1961Glu; hom)
	Founder mutation testing

	6 a
	No
	1
	1 (M)
	arSTGD
	ABCA4
(NM_000350)
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	T-NGS

	
	
	
	
	
	
	c.4793C>A; p.(Ala1598Asp; het)
	

	7 a
	No
	2
	1 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	T-NGS

	
	
	
	
	
	
	c.5882G>A; p.(Gly1961Glu; het)
	

	8 a,c
	No
	3
	1 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.4793C>A; p.(Ala1598Asp; het)
	Founder mutation testing

	
	
	
	
	
	
	c.4854G>C; p.(Trp1618Cys; het)
	

	9
	No
	1
	1 (M)
	arSTGD
	ABCA4
(NM_000350)
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	Founder mutation testing

	
	
	
	
	
	
	c.4793C>A; p.(Ala1598Asp; het)
	

	10
	No
	1
	1 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	Founder mutation testing

	
	
	
	
	
	
	c.5882G>A; p.(Gly1961Glu; het)
	

	11
	No
	1
	1 (F)
	arCRD
	ABCA4
(NM_000350)
	c.6077delT; p.(Leu2026Argfs*35) (hom)b
	Founder mutation testing

	12
	No
	1
	1 (M)
	arSTGD
	ABCA4
(NM_000350)
	c.2966T>C;
p.(Val1989Ala)
(het)
	T-NGS

	
	
	
	
	
	
	c.4253+5G>A; p.Ile1377Hisfs*3
(het)
	

	13 a
	No
	2
	1 (M)
	arLCA
	TULP1
(NM_003322)
	c.849_852dup; p.(Pro285Serfs*100; hom)
	T-NGS

	
	
	
	2 (M)
	arLCA
	TULP1
(NM_003322)
	c.849_852dup; p.(Pro285Serfs*100; hom)
	

	14 a
	No
	2
	1 (F)
	arLCA
	TULP1
(NM_003322)
	c.849_852dup; p.(Pro285Serfs*100; hom)
	WES

	
	
	
	2 (M)
	arLCA
	TULP1
(NM_003322)
	c.849_852dup; p.(Pro285Serfs*100; hom)
	

	15a
	No
	1
	1 (F)
	arRP
	PDE6B (NM_000283)
	c.339_353del; p.(Gln114_Val118del; hom)b
	T-NGS

	16
	Yes
	1
	1 (M)
	arRP
	PDE6B (NM_000283)
	c.339_353del; p.(Gln114_Val118del) (hom)b
	WES

	17
	No
	2
	1 (F)
	ARB
	BEST1 (NM_004183)
	c.970G>T; p.(Glu324*) (het)b
	WES

	
	
	
	
	
	
	c.1622delT; p.(Leu541Argfs*68) (het)b
	

	18 a
	No
	1
	1 (F)
	ar high myopia with vitreoretinal degeneration
	P3H2 (LEPREL1) (NM_018192)
	c.1213C>T; p.(Arg405*) (hom)b
	WES

	19 a
	No
	2
	1 (M)
	arRP
	PCARE (NM_001029883)
	c.776_777delAG; p.(Glu259Alafs*51)b (hom)
	T-NGS

	
	
	
	2 (M)
	arRP
	PCARE (NM_001029883)
	c.776_777delAG; p.(Glu259Alafs*51)b (hom)
	

	20 a
	Yes
	1
	1 (F)
	arRP
	PDE6A (NM_000440)
	c.1957C>T; p.(Arg653*; hom)
	T-NGS

	Possibly solved families

	21
	No
	1
	1 (F)
	arUSH
	USH2A
(NM_206933)
	c.784+14389G>T; p.Gly262Aspfs*26 (het)
	T-NGS

	
	
	
	
	
	
	c.7951A>G; p.(Asn2651Asp) (het)b
	

	22
	Yes
	1
	1 (F)
	arMD
	RP1L1
(NM_178857)
	c.194T>C;
p.(Met65Thr) (hom)b
	T-NGS

	Monoallelic familiesd

	8 a,c
	No
	3
	2 (M)
	arSTGD
	ABCA4
(NM_000350)
	c.4854G>C; p.(Trp1618Cys; het)
	Founder mutation testing

	
	
	
	3 (F)
	arSTGD
	ABCA4
(NM_000350)
	c.4854G>C; p.(Trp1618Cys; het)
	

	23
	No
	1
	1 (F)
	iSTGD
	ABCA4
(NM_000350)
	c.4793C>A; p.(Ala1598Asp; het)
	Founder mutation testing

	24
	No
	1
	1 (F)
	iSTGD
	ABCA4
(NM_000350)
	c.6077delT; p.(Leu2026Argfs*35) (het)b
	Founder mutation testing

	Unsolved families (Processed)

	2
	No
	1
	1 (F)
	iRP
	-
	-
	T-NGS

	26 a
	No
	1
	1 (M)
	XL/arRP
	-
	-
	WES

	27 a
	No
	1
	1 (F)
	iRP
	-
	-
	WES

	28 a
	No
	3
	1 (M)
	iRP
	-
	-
	WES

	29
	No
	1
	1 (M)
	iPD
	-
	-
	WES

	30 a
	No
	1
	1 (M)
	iRD
	-
	-
	WES

	31
	No
	1
	1 (F)
	i Syndromic RD (RD+HL+SS)
	-
	-
	T-NGS

	Unsolved families (Partially or Unprocessed)

	32
	No
	2
	1 (M)
	arRP
	-
	-
	Founder mutation testing

	
	
	
	2 (F)
	arRP
	-
	-
	

	33
	No
	1
	1 (F)
	iRP
	-
	-
	Founder mutation testing

	34
	No
	1
	1 (M)
	iRP
	-
	-
	ND

	35
	No
	1
	) 1M(
	iRP
	-
	-
	ND

	36
	No
	2
	1 (F)
	arACHM
	-
	-
	ND


a Family was reported in Sharon et al. 4 b Novel mutation c Family 8 appears twice in this table. Individual 1 (under solved families) is the mother of individuals 2 and 3 (under monoallelic families). All three are affected. Individual 1 is heterozygous for two different ABCA4 variants. Her offspring (individuals 2 and 3) are heterozygotes for one ABCA4 variant, and their second mutation is still to be found. d Families in which only one heterozygous mutant allele was identified, in a known IRD-causative gene which is inherited in an autosomal recessive mode. ACHM, achromatopsia; ar, autosomal recessive; ARB, autosomal recessive Bestrophinopathy; CRD, cone-rod dystrophy; F, female; het, heterozygous; hemi, hemizygous; hom, homozygous; HL, hearing loss; i, isolated; LCA, Leber congenital amaurosis; M, male; MD, macular dystrophy; ND, not done; PD, pattern dystrophy; RD, retinal dystrophy; RP, retinitis pigmentosa; ss, short stature; STGD, Stargardt disease; T-NGS, targeted next generation sequencing; USH, Usher syndrome; WES, whole exome sequencing; XL, X-linked

