	Supplementary Table S2. Detailed information of literature review.

	PMID
	Gene
	Ethnic
	Families
	Alleles
	Zygosity
	Nucleotide Acid change
	Amino Acid change
	Phenotype

	10802664
	KERA
	Caucasian
	46
	92
	Homozygous
	c.[740A>G];[740A>G]
	p.[(Asn247Ser)];[(Asn247Ser)]
	CNA2

	
	KERA
	Asian
	1
	2
	Homozygous
	c.[520C>T];[520C>T]
	p.[(Gln174*)];[(Gln174*)]
	CNA2

	11726611
	KERA
	Caucasian
	1
	2
	Homozygous
	c.[644C>A];[644C>A]
	p.[(Thr215Lys)];[((Thr215Lys)]
	CNA2

	15370545
	KERA
	Asian
	1
	2
	Homozygous
	c.[937C>T];[937C>T]
	p.[(Arg313*)];[(Arg313*)]
	CNA2

	16157807
	KERA
	Caucasian
	1
	2
	Homozygous
	c.[391A>G];[391A>G]
	p.[(Asn131Asp)];[(Asn131Asp)]
	CNA2

	16234475
	KERA
	Asian
	1
	2
	Homozygous
	c.[835C>T];[835C>T]
	p.[(Arg279*)];[(Arg279*)]
	CNA2+Pellucid marginal degeneration

	17011957
	KERA
	Asian
	7
	14
	Homozygous
	c.[937C>T];[937C>T]
	p.[(Arg313*)];[(Arg313*)]
	CNA2

	
	KERA
	Asian
	5
	10
	Homozygous
	c.[1026delC];[1026delC]
	p.[(Cys343Alafs*26)];[(Cys343Alafs*26)]
	CNA2

	23834557
	KERA
	Caucasian
	1
	1,1
	Compound Heterozygous
	c.[320T>G];[835C>T]
	p.[(Ile107Arg)];[(Arg279*)]
	CNA2

	19941419
	KERA
	Asian
	1
	2
	Homozygous
	c.[887-2A>G];[887-2A>G]
	p.[(?)];[(?)]
	CNA2

	
	KERA
	Asian
	1
	2
	Homozygous
	c.[1026delC];[1026delC]
	p.[(Cys343Alafs*26)];[(Cys343Alafs*26)]
	CNA2

	
	KERA
	Asian
	1
	2
	Homozygous
	c.[937C>T];[937C>T]
	p.[(Arg313*)];[(Arg313*)]
	CNA2

	25967529
	KERA
	Asian
	1
	1,2
	Compound
Homozygous?
	c.[375_377delCTT;69G>A];[69G>A]
	p.[(Phe125);(Val23Val)];[(Val23Val)]
	CNA2+PACG

	26099342
	KERA
	Asian
	1
	2
	Homozygous
	c.[674T>C];[674T>C]
	p.[(Ile225Thr)];[(Ile225Thr)]
	CNA2

	28677912
	KERA
	Caucasian
	1
	1,1
	Compound Heterozygous
	c.[209C>T];[887-1G>A]
	p.[(Pro70Leu)];[(?)]
	CNA2

	
	KERA
	Caucasian
	1
	2
	Homozygous
	c.[835C>T];[835C>T]
	p.[(Arg279*)];[(Arg279*)]
	CNA2

	
	KERA
	Asian
	1
	2
	Homozygous
	c.[740A>G];[740A>G]
	p.[(Asn247Ser)];[(Asn247Ser)]
	CNA2

	
	KERA
	Asian
	1
	2
	Homozygous
	c.[674T>C];[674T>C]
	p.[(Ile225Thr)];[(Ile225Thr)]
	CNA2

	29556725
	KERA
	Asian
	1
	2
	Homozygous
	c.[937C>T];[937C>T]
	p.[(Arg313*)];[(Arg313*)]
	anterior segment dysgenesis

	31059048
	KERA
	Asian
	1
	1,1
	Compound Heterozygous
	c.[242A>G];[772_779delGGATTTGA]
	p.[(Asn81Ser)];[(Gly258Cysfs*30)]
	CNA2

	31980526
	KERA
	Caucasian
	Not mentioned
	Not
Nmoetntioned
	Heterozygous
	c.[835C>T];[835=]
	p.[(Arg279*)];[(Arg279=)]
	CNA2

	
	
	
	
	
	
	
	
	

	32552793
	KERA
	Caucasian
	Not mentioned
	mentioned
	Homozygous
	c.[887-2A>G];[887-2A>G]
	p.[(?)];[(?)]
	CNA2

	32830442
	KERA
	Caucasian
	1
	2
	Homozygous
	c.[809C>T];[809C>T]
	p.[(Ser270Leu)];[(Ser270Leu)]
	CNA2

	
	KERA
	Caucasian
	1
	2
	Homozygous
	c.[528C>G];[528C>G]
	p.[(Asn176Lys)];[(Asn176Lys)]
	CNA2

	17679937
	KERA
	Caucasian
	1
	2
	Homozygous
	c.[740A>G];[740A>G]
	p.[(Asn247Ser)];[(Asn247Ser)]
	CNA2

	25093588
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[872G>A];[0]
	p.[(Cys291Tyr)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[240T>A];[0]
	p.[(Cys80*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[1247-1_1247delGG];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[100G>T];[0]
	p.[(Glu34*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[297C>A];[0]
	p.[(Cys99*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[865T>C];[0]
	p.[(Cys289Arg)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[229C>T];[0]
	p.[(Arg77*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	g.[9032 bp incl. ex. 5];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	g.[incl. entire gene];[0]
	p.[(?)];[(0)]
	MGC1


	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	g.[incl. entire gene];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[464G>A];[0]
	p.[(Cys155Tyr)];[(0)]
	MGC1

	34644435
	CHRDL1
	Asian
	1
	1
	Hemizygous
	c.[301+2T>G];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[1123C>T];[0]
	p.[(Gln375*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[976A>T];[0]
	p.[(Lys326*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[94+1G>A];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[207G>C];[0]
	p.[(Glu69Asp)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[483dupC];[0]
	p.[(Lys162Glnfs*30)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[436T>G];[0]
	p.[(Cys146Gly)];[(0)]
	MGC1

	
	CHRDL1
	African
	1
	1
	Hemizygous
	c.[1156+1G>T];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[229C>T];[0]
	p.[(Arg77*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[968G>T];[0]
	p.[(Cys323Phe)];[(0)]
	MGC1

	22284829
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[447+89_*192955del238021];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[102_103delGA];[0]
	p.[(Glu34Aspfs*14)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[782G>T];[0]
	p.[(Cys261Phe)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[301+2T>G];[0]
	p.[(?)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[872delG];[0]
	p.[(Cys291Leufs*25)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[652C>T];[0]
	p.[(Arg218*)];[(0)]
	MGC1

	
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	g.[270-600kb incl entire gene];[0]
	p.[(?)];[(0)]
	MGC1

	31980526
	CHRDL1
	Caucasian
	1
	1
	Hemizygous
	c.[94+2T>C];[0]
	p.[(?)];[(0)]
	MGC1

	34844512
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[207+1G>A];[0]
	p.[(?)];[(0)]
	MGC1

	31618753
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[542-8A>G];[0]
	p.[(?)];[(0)]
	MGC1

	26020825
	CHRDL1
	Caucasian
	2
	2
	hemizygous
	c.[90_94+6del11];[0]
	p.[(?)];[(0)]
	MGC1

	24073597
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[167delC];[0]
	p.[(Pro56Leufs*8)];[(0)]
	MGC1

	25712132
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[807_808delTC];[0]
	p.[(His270Trpfs*22)];[(0)]
	MGC1

	35011756
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[1002_1003delCC];[0]
	p.[(Gln335Lysfs*3)];[(0)]
	MGC1

	29453417
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[520dupT];[0]
	p.[(Ser174Phefs*18)];[(0)]
	MGC1

	26938784
	CHRDL1
	Caucasian
	1
	1
	hemizygous
	c.[520dupT];[0]
	p.[(Ser174Phefs*18)];[(0)]
	MGC1

	15623752
	VSX1
	Caucasian
	2
	2
	Heterozygous
	c.[50T>C];[50=]
	p.[(Leu17Pro)];[(Leu17=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[50T>C];[479G>A]
	p.[(Leu17Pro)];[(Gly160Asp)]
	keratoconus

	
	VSX1
	Caucasian
	2
	2
	Heterozygous
	c.[432C>G];[432=]
	p.[(Asp144Glu)];[(Asp144=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[740C>G];[740=]
	p.[(Pro247Arg)];[(Pro247=)]
	keratoconus

	11978762
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[496C>T];[496=]
	p.[(Arg166Trp)];[(Arg166=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[475T>A];[475=]
	p.[(Leu159Met)];[(Leu159=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[432C>G];[432=]
	p.[(Asp144Glu)];[(Asp144=)]
	keratoconus+PPCD

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[731A>G];[731=]
	p.[(His244Arg)];[(His244=)]
	keratoconus


	30090183
	VSX1
	Caucasian
	3
	3
	Heterozygous
	c.[203T>A];[203=]
	p.[(Leu68His)];[(Leu68=)]
	keratoconus

	
	VSX1
	Caucasian
	5
	5
	Heterozygous
	c.[315C>A];[315=]
	p.[(Asp105Glu)];[(Asp105=)]
	keratoconus

	
	VSX1
	Caucasian
	7
	7
	Heterozygous
	c.[391C>A];[391=]
	p.[(Arg131Ser)];[(Arg131=)]
	keratoconus

	17960127
	VSX1
	African
	2
	2
	Heterozygous
	c.[315C>A];[315=]
	p.[(Asp105Glu)];[(Asp105=)]
	keratoconus

	
	VSX1
	African
	4
	4
	Heterozygous
	c.[391C>A];[391=]
	p.[(Arg131Ser)];[(Arg131=)]
	keratoconus

	
	VSX1
	African
	1
	2
	Homozygous
	c.[391C>A];[391C>A]
	p.[(Arg131Ser)];[(Arg131Ser)]
	keratoconus

	28950846
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[392G>C];[392=]
	p.[(Arg131Pro)];[(Arg131=)]
	keratoconus

	
	VSX1
	Asian
	2
	2
	Heterozygous
	c.[479G>T];[479=]
	p.[(Gly160Val)];[(Gly160=)]
	keratoconus

	27819732
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[430G>A];[430=]
	p.[(Asp144Asn)];[(Asp144=)]
	keratoconus

	
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[883G>T];[883=]
	p.[(Asp295Tyr)];[(Asp295=)]
	keratoconus

	21976959
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[715G>C];[715=]
	p.[(Gly239Arg)];[(Gly239=)]
	keratoconus

	
	VSX1
	Caucasian
	2
	2
	Heterozygous
	c.[50T>C];[50=]
	p.[(Leu17Pro)];[(Leu17=)]
	keratoconus

	
	VSX1
	Caucasian
	3
	3
	Heterozygous
	c.[432C>G];[432=]
	p.[(Asp144Glu)];[(Asp144=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[479G>A];[479=]
	p.[(Gly160Asp)];[(Gly160=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[740C>G];[740=]
	p.[(Pro247Arg)];[(Pro247=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[740CG>GA];[740=]
	p.[(Pro247Arg)];[(Pro247=)]
	keratoconus

	29518881
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[392G>C];[392=]
	p.[(Arg131Pro)];[(Arg131=)]
	keratoconus

	
	VSX1
	Asian
	2
	2
	Heterozygous
	c.[479G>T];[479=]
	p.[(Gly160Val)];[(Gly160=)]
	keratoconus

	34426522
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[496C>T];[496=]
	p.[(Arg166Trp)];[(Arg166=)]
	keratoconus

	19956409
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[525G>C];[525=]
	p.[(Gln175His)];[(Gln175=)]
	keratoconus

	21365019
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[525G>C];[525=]
	p.[(Gln175His)];[(Gln175=)]
	keratoconus

	29924831
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[710T>C];[710=]
	p.[(Leu237Pro)];[(Leu237=)]
	keratoconus

	
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[700G>A];[700=]
	p.[(Glu234Lys)];[(Glu234=)]
	keratoconus

	
	VSX1
	Caucasian
	2
	2
	Heterozygous
	c.[479G>A];[479=]
	p.[(Gly160Asp)];[(Gly160=)]
	keratoconus

	35296157
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[731A>G];[731=]
	p.[(His244Arg)];[(His244=)]
	keratoconus

	23592923
	VSX1
	Caucasian
	1
	1
	Heterozygous
	c.[731A>G];[731=]
	p.[(His244Arg)];[(His244=)]
	keratoconus

	25963163
	VSX1
	Asian
	2
	2
	Heterozygous
	c.[803T>A];[803=]
	p.[(Leu268His)];[(Leu268=)]
	keratoconus

	34136477
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[758_765delTCAACTCC];[758_765
=]
	p.[(Leu253Argfs*18)];[(Leu253=)]
	keratoconus

	36999054
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[1025G>A];[1025=]
	p.[G342E];[G342=]
	keratoconus

	
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[479G>T];[479=]
	p.[G160V];[G160=]
	keratoconus

	
	VSX1
	Asian
	1
	1
	Heterozygous
	c.[49C>G];[49=]
	p.[L17V];[L17=]
	keratoconus

	29051577
	TUBA3D
	Asian
	1
	1
	Heterozygotes
	c.[31C>T];[31C=]
	p.[(Gln11*)];[(Gln11=)]
	Keratoconus

	
	TUBA3D
	Asian
	1
	1
	Heterozygotes
	c.[201insTT];[201=]
	p.[(Val68Leufs*2)];[(Val68=)]
	Keratoconus

	
	TUBA3D
	Asian
	1
	1
	Heterozygotes
	c.[*2G >A];[*2=]
	p.[(?)];[(=)]
	Keratoconus

	31025659
	ZNF469
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[1705C>T];[1402_1411del10]
	p.[(Gln569*)];[(Pro468Alafs*31)]
	BCS1

	23680354
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[3476delG];[3476delG]
	p.[(Gly1159Alafs*105)];[(Gly1159Alafs*1 05)]
	BCS


	
	ZNF469
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[5788delC];[5788dupC]
	p.[(Gln1930Argfs*6)];[(Gln1930Profs*13
3)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[6444delG];[6444delG]
	p.[(Gln2149Serfs*51)];[(Gln2149Serfs*5
1)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[6647delA];[6647delA]
	p.[(Gln2216Argfs*21)];[(Gln2216Argfs*2
1)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[8901_8914dup14];[8901_8914dup
14]
	p.[(Glu2972Glyfs*50)];[(Glu2972Glyfs*5
0)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[3304G>T];[3304G>T]
	p.[(Glu1102*)];[(Glu1102*)]
	BCS

	
	ZNF469
	Asian
	2
	4
	Homozygous
	c.[5353C>T];[5353C>T]
	p.[(Gln1785*)];[(Gln1785*)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[2029G>T];[2029G>T]
	p.[(Gly677*)];[(Gly677*)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[2150delT];[2150delT]
	p.[(Phe717Serfs*15)];[(Phe717Serfs*15)
]p.[(His3162Thrfs*20)];[(His3162Thrfs*20
	BCS

	
	
	
	
	
	
	
	
	

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[9483delG];[9483delG]
	)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[10106G>C];[10106G>C]
	p.[(Arg3369Pro)];[(Arg3369Pro)]
	BCS

	20938016
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[4258G>T];[4258G>T]
	p.[(Glu1420*)];[(Glu1420*)]
	BCS

	34522702
	ZNF469
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[5800C>T];[7304delA]
	p.[(Arg1934*)];[(Gln2435Argfs*38)]
	BCS

	24082139
	ZNF469
	Caucasian
	1
	1
	Compound heterozygous
	c.[8788G>T];[?]
	p.[(Asp2930Tyr)];[(?)]
	BCS

	19661234
	ZNF469
	Caucasian
	1
	2
	Homozygous
	c.[10100G>A];[10100G>A]
	p.[(Cys3367Tyr)];[(Cys3367Tyr)]
	BCS

	31980526
	ZNF469
	Caucasian
	1
	1
	Heterozygous
	c.[824delT];[?]
	p.[(Phe275Serfs*71)];[(?)]
	BCS

	33739556
	ZNF469
	Caucasian
	1
	2
	Homozygous
	c.[1444delC];[1444delC]
	p.[(Leu482Cysfs*20)];[(Leu482Cysfs*20)
]
	BCS

	
	ZNF469
	Caucasian
	1
	2
	Homozygous
	c.[9876dupT];[9876dupT]
	p.[(Ala3293Cysfs*6)];[(Ala3293Cysfs*6)]
	BCS

	18452888
	ZNF469
	Asian
	5
	10
	Homozygous
	c.[6027delA];[6027delA]
	p.[(Gly2011Alafs*16)];[(Gly2011Alafs*16
)]
	BCS

	
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[9615delG];[9615delG]
	p.[(Gln3206Argfs*23)];[(Gln3206Argfs*2
3)]
	BCS

	22908982
	ZNF469
	African
	4
	8
	Homozygous
	c.[6027delA];[6027delA]
	p.[(Gly2011Alafs*16)];[(Gly2011Alafs*16
)]
	BCS

	25266838
	ZNF469
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[6728delA];[deletion of gene]
	p.[(Asp2243Alafs*8)];[(?)]
	BCS

	32671420
	ZNF469
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[10324delA];[10751delC]
	p.[(Arg3442Glyfs*59)];[(Pro3584Glnfs*1 36)]
	BCS

	30338343
	ZNF469
	Caucasian
	1
	1,1
	Compound heterozygous
	c.[1963dupC];[6444dupG]
	p.[(His655Profs*83)];[(Gln2149Alafs*42)
]
	BCS1

	23010198
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[8901_8914dup14];[8901_8914dup
14]
	p.[(Glu2972Glyfs*50)];[(Glu2972Glyfs*5
0)]
	overlap between BCS and
Ehlers-Danlos syndrome

	30865045
	ZNF469
	Asian
	1
	2
	Homozygous
	c.[9915dupC];[9915dupC]
	p.[(Arg3306Glnfs*197)];[(Arg3306Glnfs*
197)]
	BCS

	36048286
	ZNF469
	Caucasian
	1
	2
	Homozygous
	c.[2340delC];[2340delC]
	p.[(Arg781Glufs*19)];[(Arg781Glufs*19)]
	BCS

	37098112
	ZNF469
	Caucasian
	1
	2
	Homozygous
	c.[2972del];[2972del]
	p.[(Pro991Hisfs*62)];[(Pro991Hisfs*62)]
	BCS

	23680354
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[93+1G>A];[93+1G>A]
	p.[(?)];[(?)]
	BCS

	
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[320A>G];[320A>G]
	p.[(Tyr107Cys)];[(Tyr107Cys)]
	BCS

	
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[1517_1527del11];[1517_1527del1 1]
	p.[(Val506Glufs*5)];[(Val506Glufs*5)]
	BCS

	21664999
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[ex. 9-14];[ex. 9-14]
	p.[(?)];[(?)]
	BCS

	
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[1768C>T];[1768C>T]
	p.[(Arg590*)];[(Arg590*)]
	BCS

	
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[713_716delTTTG];[713_716delTTT G]
	p.[(Val238Alafs*35)];[(Val238Alafs*35)]
	BCS


	
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[974delG];[974delG]
	p.[(Cys325Leufs*2)];[(Cys325Leufs*2)]
	BCS

	33739556
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[974delG];[974delG]
	p.[(Cys325Leufs*2)];[(Cys325Leufs*2)]
	BCS

	26221552
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[17T>G];[17T>G]
	p.[(Val6Gly)];[(Val6Gly)]
	BCS

	26395458
	PRDM5
	Caucasian
	2
	4
	Homozygous
	c.[ex. 9-14];[ex. 9-14]
	p.[(?)];[(?)]
	BCS

	
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[1768C>T];[1768C>T]
	p.[(Arg590*)];[(Arg590*)]
	BCS

	
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[400G>T];[400G>T]
	p.[(Glu134*)];[(Glu134*)]
	BCS

	
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[247C>T];[247C>T]
	p.[(Arg83Cys)];[(Arg83Cys)]
	BCS

	31829210
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[1036C>T];[1036C>T]
	p.[(Arg346*)];[(Arg346*)]
	BCS

	35586607
	PRDM5
	Caucasian
	1
	1.1
	Compound heterozygous
	[c.1258C>T];[g.33270 bpDuplication]
	p.[(Gln420*)];[(?)]
	BCS

	31589614
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[1768C>T];[1768C>T]
	p.[(Arg590*)];[(Arg590*)]
	BCS

	32552793
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[93+2T>C];[93+2T>C]
	p.[(?)];[(?)]
	BCS

	22122778
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[93+2T>C];[93+2T>C]
	p.[(?)];[(?)]
	BCS

	27032025
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[93+5G>A];[93+5G>A]
	p.[(?)];[(?)]
	BCS

	33120686
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[713_716delTTTG];[713_716delTTT G]
	p.[(Val238Alafs*35)];[(Val238Alafs*35)]
	BCS

	37064337
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[17T>G];[17T>G]
	p.[(Val6Gly)];[(Val6Gly)]
	BCS

	37713669
	PRDM5
	Asian
	1
	2
	Homozygous
	c.[1117_1123delinsTTTAATGCTTAC AAATGTTTG];[1117_1123delinsTTT
AATGCTTACAAATGTTTG]
	p.[Asp373Phefs*57];[Asp373Phefs*57]
	BCS

	37073081
	PRDM5
	Caucasian
	1
	2
	Homozygous
	c.[974delG];[974delG]
	p.[Cys325Leufs*2];[Cys325Leufs*2]
	BCS

	Notes: When it was not mentioned in the literature, genetic group were divided based on geogarphic dystribution; Abbreviations: CNA2: autosomal recessive cornea plana-2; MGC1: Megalocornea 1, X-
linked; BCS: Brittle cornea syndrome.


