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Gene 

symbol 

Nucleotide 

change 

Amino acid change  Clinical phenotype  Ref 

CRYAA c.35G>T p. R12L lens protein gene [1] 

CRYAB c.32G>A p. R11H lens protein gene [2] 

CRYBA1 c.279-281delG

AG 

p.ΔG91 lens protein gene [3] 

CRYBA4 c.206T>C p. L69P lens protein gene [4] 

CRYBB1 c.658G>T p. G220X lens protein gene [5] 

CRYBB2 c.563G>A p. R188H lens protein gene [6] 

CRYBB3 c.314G>A p. R105Q lens protein gene [7] 

CRYGA c.196T>C p. Y66H lens protein gene [8] 

CRYGB c.449G>T p. G150V lens protein gene [8] 

CRYGC c.385G>T p. G129C lens protein gene [9] 

CRYGD c.70C>A p. P24T lens protein gene [10] 

CRYGS c.53G>T :p.G18V lens protein gene [11] 

GJA3 c.188A>G p.N63S membrane protein 

gene 

[12] 

GJA8 c.262C>T p.P88S membrane protein 

gene 

[13] 

BFSP1 c736-1384_c.9

57-66del 

T246fsX7 cytoskeleton protein 

gene 

[14] 

BFSP2 c.1091G>A p.G364D cytoskeleton protein 

gene 

[15] 

PAX6 c.307C>T p.R103X developmental 

regulatory protein gen 

[16] 

PITX3 c.38G>A p.S13N developmental 

regulatory protein gen 

 

[17] 

HSF4 c.524G>C p.R175P developmental 

regulatory protein gen 

[18] 

MAF c.863G>C p.R288P developmental 

regulatory protein gen 

[19] 

CHMP4B c.481G>A p. E161K chromatin modified 

protein gene 

[20] 

EPHA2 c.2842G>T p. G948W tyrosine kinase 

receptor gene 

[21] 

COL4A1 c.2345G>C p. G782A syndrome-related 

genes  

[22] 

FTL c.160G>A p.E54K developmental 

regulatory protein gen 

[23] 



GALK1 c.416T>C p. L139P syndrome-related 

genes  

[24] 

FYCO1 c.808C>T p. Q270X chromatin modified 

protein gene 

[25] 

NHS c.2739del p(F913Lfs*9) syndrome-related 

genes  

[25] 

PEX11B c.235C>T p. R79T syndrome-related 

genes  

[26] 

BCOR c.4706dup p. (G1570Rfs*7) syndrome-related 

genes  

[25] 

TDRD7 c.688_689insA  P. Y230X developmental 

regulatory protein gen 

[27] 

LSS c.1741T>C W581R syndrome-related 

genes  

[28] 

IARS2 c.607G>C  p. G203R syndrome-related 

genes  

 

[25] 

PXDN c.2638C>T  p. R880C syndrome-related 

genes 

 

[29] 

P3H2 c.13C>T p.Q5X developmental 

regulatory protein gen 

[30] 

FOXE3 c.959G>C p.X320S developmental 

regulatory protein gen 

[31] 

MYH9 c.3493C>T p. R1165C syndrome-related 

genes  

[32] 

OCRL c.1964A>T p. D655V syndrome-related 

genes  

[33] 

GCNT2 c.1091T>C  p.F364S syndrome-related 

genes  

[34] 

LEMD2 c.38T>G p.L13R syndrome-related 

genes  

[35] 

FAM126A c.169T>C p.C57R syndrome-related 

genes  

[36] 

AGK c.421G>T p.E141X syndrome-related 

genes  

[37] 

VIM c.596G>A p.E151K syndrome-related 

genes  

[38] 

MIP c.572C>G p. P191R membrane protein 

gene 

[39] 

CHMP4B c.170A>G p.H57R syndrome-related 

genes  

[40] 

LIM2 c.461G>A p. G154E membrane protein 

gene 

[41] 



Table S1. Reported 45 genes of non-syndromic congenital cataract with Mendelian 

inheritance. Genes with widely reported mutations that are associated congenital 

cataract, were listed with Gene symbol, Nucleotide change, Amino acid change, 

Clinical phenotype, reference. 
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