CFTR mutations on the California-40 Cystic
Fibrosis Newborn Screening Panel (in alpha-numeric order)

1288insTA* 3272-26A>G' 711+1G>T G330X* QI8R? S549N

1717-1G>A 3791delC* 935delAt G542X R1066C W1089X
1812-1G>A 3849+10kbC>T AS59T G551D R1162X W1204X(3743G>A)
2055del9>At 3876delA CFTRdele2,3(21kb)* G85E R334W W1204X(3744G>A)
2105-2117del13inSAGAAA 406-1G>A delF311 H199Y R553X W1282X

2307insA 621+1G>T delF508 N1303K R75XT

3120+1G>A 663delT" dell507 P205ST S492F1

* as of 10/4/2007; T as of 12/12/2007; * as of 8/12/2008

Source: Martin Kharrazi, Ph.D., Genetic Disease Screening Program, California Department of Public
Health: June 29, 2010.



