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Table 2. CAV3 Allelic Variants Reported to Have No Noticeable Phenotypic Effect 

# Nt change Exon Protein Phenotype Reference 

1 -122C>T 1 - - dbSNP 

2 -37G>A 1 - - Leiden Muscular Dystrophy pages 

3 27C>T 1 - - dbSNP, Leiden Muscular Dystrophy pages 

4 99C>T 1 - - 
Hayashi et al [2004], Fee et al [2004], dbSNP, 
Leiden Muscular Dystrophy pages 

5 114+26G>A 1 - - dbSNP, Leiden Muscular Dystrophy pages 

6 114+99T>C 1 - - dbSNP 

7 115-89G>T 2 - - dbSNP 

8 
115-45_115-
29del 

2 - - Leiden Muscular Dystrophy pages 

9 c.115-23G>C 2 - - Leiden Muscular Dystrophy pages 

10 c.123T>C 2 - - dbSNP, Leiden Muscular Dystrophy pages 

11 c.137C>A 2 A46E - Leiden Muscular Dystrophy pages 

12 166G>A 2 G56S - 
McNally et al [1998], de Paula et al [2001], 
Reijneveld et al [2006] 

13 168C>A 2 - - Hayashi et al [2004] 

14 171G>A 2 - - de Paula et al [2001] 

15 204C>A 2 - - Hayashi et al [2004] 

16 216C>G 2 C72W - 
de Paula et al [2001], Leiden Muscular 
Dystrophy pages 

17 277G>A 2 A93T - Kubisch et al [2005] 

18 377G>A 2 R126H - de Paula et al [2001] 

11 *543T>C 2 - - dbSNP 

12 *645A>T 2 - - dbSNP 

13 *740C>G 2 - - dbSNP 

14 *783A>G 2 - - dbSNP 

15 *811C>G 2 - - dbSNP 

16 *932T>A 2 - - dbSNP 

17 *937C>A 2 - - dbSNP 

Taken from http://www.dmd.nl/cav3_home.html 
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