DOI:10.13471/j.cnki.j.sun.yat-sen.univ(med.sci).2005.0171 )
¥20% F1H LR AR (B 2 R ) Vol.26 No.l

20054 1A JOURNAL OF SUN YAT-SEN UNIVERSITY(MEDICAL SCIENCES) Jan. 2005

e S N TA B v e A L S (S e

sk, XZE K, DRIEE, ZUE, O, 5 W
ol R AR R Ly, )74 T 510060)

R HN 2 AR E R TR R E N ER R T RR RSO, LT XA
AWK NERS S CEIRER 17 DRGSR, 7R A S 20 B A (BIEEE 1
NGAEREE 9 A ) HhEXS R M #2 EUL R ZH DNA S0 s & 2003 4F 1 A 24 1k H AN SCHRIRGE (19 5 7 3 6 1 (B 1 gt
BHERMEANRERHECHN 10 MEEE B 17 SRS, &1 CRYAA (ARG116CYS), CRYAB(del450A),
CRYBAI (EX3-4 DEL),CRYBB2 (GLNIS5TER),CRYGC (THRSPRO,5-BP DUP at NT226),CRYGD (ARG14-
CYS,PRO23THR ,ARG58HIS,ARG36SER),GJA3 (ASN63SER,PROIS7LEU),GJAS (GLU4SLYS,PROSSSER),
BFSP2 (ARG287TRP) )2 MIP(GLU134GLY ,THR138ARG), ¥ IT 51 ¥ {f PCR ¥ 84 ) BLifi 75 B R #A, X973 ™
Wt AT F H0 50T X 11 ZBE AR RS B REGHN TR, (455 )20 A E N 10 SRR R
B S5 GenBank & P FIAETE , 7F 17 A28 28 SR % IR b 2L R 2825 | [ 4518 JWI P HERR XA R AR e R
MEEARS 17 DR ARG,

KT e R B AR, FR R BT, FoT, SRR, RAHA

HE 5y K5 R776 SCERBRIAGD A SE RS 1 1672-3554(2005)01-0079-05

Mutation Hot Spots Screening in Two Autosomal Dominant

Congenital Cataract Pedigrees

ZHANG Xin-yu, LIU Yi-zhi, LUO Li-xia, WU Ming-xing, CHENG Gang, HU Bin
( Zhongshan Ophthalmic Center, SUN Yat-sen University, Guangzhou 510060, China)

Abstract: DbjectiveITo screen mutation hot spots in two Chinese autosomal dominant con-genital cataract
pedigrees. Methods JTwenty family members of the 2 pedigrees (including 11 affected and 9 unaffected individuals)
were enrolled into the study with informed consent. All subjects underwent a full ophthalmologic and general
examination to rude out any concomitant disorders. Genomic DNA was extracted from 5 ml EDTA-sequestered blood
samples from each subject. Seventeen mutation hot spots on 10 different genes were identified as the cause of
autosomal dominant congenital cataract, including CRYAA (ARG116CYS), CRYAB (del450A), CRYBAI (EX3-4
DEL), CRYBB2 (GLN155TER), CRYGC (THR5PRO, 5-BP DUP at NT226), CRYGD (ARG14CYS, PRO23THR,
ARGS8HIS, ARG36SER), GJA3 (ASN63SER, PROI87LEU), GJA8 (GLU48LYS, PROS88SER), BFSP2
(ARG287TRP) and MIP (GLU134GLY, THR138ARG) genes. These 17 loci were screened by PCR amplification of
the 10 gene segments encompassing the mutation hot spots mentioned above and sequencing analysis of the PCR
products was done. Results] Sequencing analysis demonstrated identical sequences in the 20 subjects with those
published in the GenBank. No mutation was found at the 17 autosomal dominant mutation hot spots in all 20
subjects. Lonclusion IThe association of 17 autosomal dominant mutation hot spots with congenital cataract in these

two families was preliminarily excluded.
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Table 1 Primer sequences and reaction condition of PCR amplification
Gene Primer sequences PCR product size (bp) Annealing temperature (°C)

CRYAA Forward: 5'-CCCCACCCTCTCCAGGAC-3’ 450 57
Reverse: 5'-CTATCTAAAGGAGTGTGAGGTGCG-3’

CRYAB Forward: 5'-TCCACAGGAAATACCGGATCC-3' 273 57
Reverse: 5'-CCCTTAGCATTAATAAGCTTCAGCAC-3’

CRYBA1/A3  Forward: 5'-CAATCCTCCCTCCACCTC-3’ 520 57
Reverse: 5'-TCCTTCCTTCTAGCTTTGG-3’

CRYGD Forward: 5'-CCTCGCCTTGTCCCGC-3’ 340 57
Reverse: 5'-TTAACTTTTGCTTGAAACCATCCA-3’

GJAS8 Forward: 5'-AGGAGGTGAATGAGCACTCCA-3' 251 57
Reverse: 5'-GTGCCCCACGTACATCAGG-3’

CRYGC Forward: 5'-AATGCCTGTTAGGAGCAAATAATGT-3’ 261 59
Reverse:5'-GCTGAGGCCCATCCATTG-3’

CRYBB2 Forward: 5'-GTGGCTTATGGATGCTCTATCTCTC-3’ 182 60
Reverse: 5'-AAAGTCGCTGCTGTCCTTGTAGT-3'

GJA3 Forward: 5'-TGCAACACCCAGCAGCC-3’ 474 60
Reverse: 5'-GGCCACCGCCAGCAT-3’

MIP Forward: 5'-GAGGAGGTAACACTGTGGCAGC-3’ 198 60
Reverse: 5'-AGAAGCCAACGGCCAGG-3'

BFSP2 Forward: 5'-GCTGCTGCACAAACAGTTGG-3’ 286 62
Reverse: 5'-TTCTGTTTCTAATGAGGTTGAACTTGTTA-3’
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Fig.1 Pedigree of ADCC-1
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Fig.2 Pedigree of ADCC-2

M denote affected male, [Jdenote unaffected male, @ denote

affected female, Odenote unaffected female. Autosomal dominant
inheritance is suggested both by the presence of affected males

and females in each generation and by male to male transmission
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