
 
 
遗传    2002 24 (1): 19-21    ISSN: 0379-4172   CN: 11-5450/R  

 

扩展功能 

本文信息

 Supporting info

 PDF(0KB)

 [HTML全文](0KB)

 参考文献

服务与反馈

 把本文推荐给朋友   

 加入我的书架 

 加入引用管理器

 复制索引

 Email Alert 

 文章反馈

 浏览反馈信息

相关信息

  本刊中 包含“视网膜色素变性”的 
相关文章 
本文作者相关文章 

· 张清炯  

· 李炜  

· 肖学珊  

· 黎仕强  

· 郭向明  

· 贾小云ZHANG Qing-jiong  

· LI Wei 

· XIAO Xue-shan 

· LI Shi-qiang 

· GUO Xiang-ming 

视网膜色素变性中GUCA1B、GNGT1和RGS9基因突变筛查 
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摘要  为寻找视网膜色素变性的致病基因，从120个家系收集视网膜色素变性先证者，制备基因组DNA。应用PCR
―异源双链-SSCP法，分析GUCA1B基因4个外显子、GNGT1基因编码区和RGS9基因视网膜特异性转录区，寻找基因变
异。序列分析确定突变。结果表明，31人的GUCA1B基因外显子1存在T/C多态。所有先证者中均未检测到GUCA1B、
GNGT1和RGS9基因突变。认为本组病例未发现GUCA1B、GNGT1和RGS9基因的突变。 
Abstract:To screen possible disease-causing mutations in the GUCA1B gene，GNGT1 gene,and the 
alternative-splicing region of RGS9 gene in 120 probands with retinitis pigmentosa,genomic DNA was 
collected from 120 probands with retinitis pigmentosa out of 120 families.The coding sequences of 
the GUCA1B and GNGT1 genes and the alternative splicing region of the RGS9 gene were analyzed by 
using PCR-heteroduplex-SSCP method.Mutation was confirmed by DNA sequencing.A T/C polymorphism was 
identified in exon 1 of the GUCA1B gene in 31 of the 120 probands.Heteroduplex-SSCP analysis of the 
GUCA1B and GNGT1 coding regions and RGS9 alternative splicing region showed no mutations in 120 
patients with retinitis pigmentosa.We found no evidence that mutation in GUCA1B,GNGT1,or RGS9 gene 
is a cause of retinitis pigmentosa.
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