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[Abstract]
cataracts. Methods

Objective To identify the genetic defect in a Chinese family with congenital
It was a investigative study. The detailed family history and clinical data of the
family were recorded. After informed consent was obtained, genomic DNA was extracted from the
venous blood of the family members and 100 normal controls. Candidate gene sequencing was performed
to screen out disease-causing mutations. Bioinformatics analysis was performed by polymorphism
phenotyping  (PolyPhen-2). The result indicated that the 54th amino acid position was highly conserved.
Results In this study, a mutation (c.160 C>T transversion) was detected in the CRYAA gene. This
mutation resulted in the substitution of highly conserved arginine by cysteine at codon 54 (p.R54C).
The causative mutation was found in the patients only; the rest of the family members were without
incident and were unaffected. Conclusion In this study, we identified a novel mutation ¢.160 C>T

(p-R54C) in CRYAA in a Chinese family with congenital cataract.
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CRYAA-1 CCATTCTGCTGGTGGCATA AGCAAGACCAGAGTCCATC 392
CRYAA-2 ACATGGCACGTTTGGATTTC CTCAGTGCCTGGGCTCAC 163
CRYAA-3 GCAGCTTCTCTGGCATGG ATGGAGACAGCACCAGCAG 837
CRYAB-1 CAGCTGAAGGAGCTGACCA AAGGACTCTCCCGTCCTAGC 300
CRYAB-2 CCATCCCATTCCCTTACCTT TGCACTGAATGAATGAGCA 198
CRYAB-3 TCTCTCTGCCTCTTTCCTCA GAGCCCTCTAAATCATAATG 472
CRYBAI-1 AGGGAGAGCAGAGTGCTGAC TCTTCTCCAGCCACCCTAGA 232
CRYBA1-2 TCGTGTGTGCTCTGTCTTCC TGGGGTTTTTCTGGTCAGTC 194
CRYBAI-3 CTAGCTCTCTTGCGCCATTC TCTTCCCCTATCCCCACTCT 235
CRYBA1-4 GGCTTTGAACACCATGAACA TCATATGCACGGAAGTGGA 218
CRYBAL-5 CATGAAGAATGATAGCCATA TTCCAACCCTGTTTTTGTACT 228
CRYBA1-6 AGGCTCAGGTTTTGGGGTAT GGAATTATCGTACTTGGAGC 250
CRYGC-1,2 CCTGCTATATAGACTGGCTGT CCTCCCTGTAACCCACATTG 700
CRYGC-3 CCTTCTTTCTGTGGACCGAGT TGAAAGAATGACAGAAGTC 530
CRYGD-1 AGAACACGAAAATGCCCTTG GTCTCACAGGCCTGCTCCT 337
CRYGD-2 CTGTGAGACCTCGCCTTGTC GGGTCCTGACTTGAGGATGT 354
CRYGD-3 CTGTGAGACCTCGCCTTGTC GGGTCCTGACTTaGAGGATG 423
GJA3-1 ATGCCTGTCCTGTGGAGAAG AGACGTAGGTCCGCAGCAG 600
GJA3-2 GGAGGAGCAGCTGAAGAGAG GGTCAGGGCTAGCAGTTTGA 699
GJA3-3 GCTGGAAGAAGCTCAAGCA TGCACTTTGGTTTTGGTTTC 597
GJAS-1 CCGCGTTAGCAAAAACAGAT CAGCCGGAACTTCTTAGTGC 518
GJA8-2 ATGGAGGAGAAGCGCAAAAG GTCTCCACCATCCCAACCT 563
GJAS8-3 TCCTTTCATCTTGCCCTACG ATGCCTGTCCTGTGGAGAAG 599
CRYGS-1 TCACTGTGCCTCTAACTCTCT GCGGGTAGGCTAAAAATCA 129
CRYGS-2 TCTTTCTCTGTTGGCCCTCT GGGAGTACACAGTCCCCAG 295
CRYGS-3 TTTCTGTTCATTTTCTCCTGTG AAAGGAACCACCACATGTC 580
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