
Number of Chromosomes
Mutation Mutation Panel Total White Hispanic Black Other
delF508 1,2,3,4 2528 1958 484 64 22
Not Identified 463 334 92 24 13
G542X 1,2,3,4 109 58 44 4 3
G551D 1,2,3,4 76 71 2 2 1
W1282X 1,2,3,4 68 61 6 1 0
3849+10kbC>T 1,2,3,4 42 29 13 0 0
N1303K 1,2,3,4 39 30 6 2 1
621+1G>T 1,2,3,4 32 28 2 2 0
1717-1G>A 1,2,3,4 31 27 4 0 0
R553X 1,2,3,4 29 23 4 1 1
R117H 2,3,4 28 24 4 0 0
G85E 1,2,3,4 20 13 7 0 0
2789+5G>A 2,3,4 19 17 2 0 0
3120+1G>A 1,2,4 19 1 9 9 0
delI507 1,2,3,4 18 10 8 0 0
R1162X 1,2,3,4 18 4 11 2 1
1898+1G>A 2,4 15 13 2 0 0
3659delC 2,3,4 14 13 1 0 0
406-1G>A 1 14 0 14 0 0
3876delA 1,4 13 0 13 0 0
2183delAA>G 3,4 11 8 3 0 0
711+1G>T 1,2,3,4 11 7 4 0 0
R334W 1,2,3,4 11 5 6 0 0
1288insTA 1 10 0 10 0 0
2184delA 2,4 9 6 3 0 0
H199Y 1 8 0 8 0 0
R1066C 1,4 8 3 5 0 0
S549N 1,3,4 8 1 6 1 0
A455E 2,3,4 7 7 0 0 0
D1152H 4 7 6 1 0 0
2105-2117del13insAGAAA 1 6 0 6 0 0
3272-26A>G 1 6 2 4 0 0
663delT 1 6 0 6 0 0
A559T 1,4 6 0 0 6 0
Q493X 3,4 6 6 0 0 0
R347P 2,3,4 6 4 1 1 0
2055del9>A 1 5 0 5 0 0
3905insT 3,4 5 4 1 0 0
delF311 1,4 5 0 5 0 0
I148T 4 5 1 4 0 0
R75X 1 5 0 5 0 0
S492F 1 5 1 4 0 0
W1204X 1 5 0 5 0 0
Y1092X 4 5 3 2 0 0
1812-1G>A 1,4 4 0 2 2 0
1949del84 4 4 0 4 0 0
394delTT 4 4 3 1 0 0
935delA 1 4 0 4 0 0
P205S 1 4 0 4 0 0
Q98R 1 4 0 4 0 0

Frequency of CFTR mutations by race/ethnicity and panel in California Cystic Fibrosis Patient 
Registry (preliminary data as of 7/26/2005).
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W1089X 1,4 4 0 4 0 0
1078delT 3,4 3 0 3 0 0
1811+1.6kbA>G 3 0 3 0 0
Q890X 4 3 0 3 0 0
R117C 4 3 2 1 0 0
V232D 3 0 3 0 0
1154insTC 2 1 1 0 0
1248+1G>A 2 0 2 0 0
1924del7 2 0 2 0 0
2307insA 1,4 2 0 1 1 0
296+2T>A 1 2 0 0 2 0
297-1G/A 2 0 2 0 0
3500-2A>T 2 0 2 0 0
3821delT 4 2 0 2 0 0
712-1G>T 4 2 0 2 0 0
A561E 2 1 1 0 0
CFTRdele14a 2 2 0 0 0
E1371X 2 2 0 0 0
E60X 4 2 2 0 0 0
G1061R 2 1 1 0 0
G1244E 2 0 2 0 0
G178R 4 2 2 0 0 0
I1027T 2 1 1 0 0
L206W 4 2 1 1 0 0
M152V 2 2 0 0 0
P67L 2 2 0 0 0
Q1100P 2 0 2 0 0
Q179K 2 0 2 0 0
R1158X 4 2 1 1 0 0
R347H 3,4 2 0 0 0 2
R560T 2,3,4 2 2 0 0 0
S945L 2 1 1 0 0
V520F 3,4 2 2 0 0 0
W216X 2 0 2 0 0
124-146del23bp 1 0 1 0 0
1461insAGAT 1 0 1 0 0
1531C/T 1 1 0 0 0
1898+3A>G 1 1 0 0 0
1898+5G>T 4 1 1 0 0 0
2108delA 1 0 1 0 0
2184insA 1 0 1 0 0
2289-2298del10bpins5GTAAG 1 0 1 0 0
2622+1G>A 1 1 0 0 0
2789+2insA 1 1 0 0 0
3123-3125delGTT 1 0 0 1 0
3171delC 1 0 1 0 0
3271delGG 1 0 1 0 0
3500-2A>G 1 0 1 0 0
360-365insT 1 0 1 0 0
3791delC 4 1 0 0 1 0
379-381insT 1 0 1 0 0
3940delG 1 0 1 0 0
3960-3961delA 1 0 1 0 0
405+3A>C 4 1 0 0 1 0
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4160insGGGG 1 0 1 0 0
4382delA 1 0 1 0 0
451del8 1 0 0 0 1
681delC 1 1 0 0 0
D1168G 1 1 0 0 0
E257X 1 0 1 0 0
F1016S 1 0 1 0 0
G330X 4 1 0 0 1 0
G480C 4 1 0 0 1 0
G970D 1 0 0 0 1
G98R 1 0 1 0 0
I336K 1 0 1 0 0
L1077P 1 1 0 0 0
L1093P 1 1 0 0 0
L558S 1 0 1 0 0
M150K 1 0 0 1 0
M952I 1 0 1 0 0
Q207X 1 1 0 0 0
Q2X 1 0 1 0 0
Q98X 1 0 0 1 0
R352Q 4 1 1 0 0 0
S1235R 1 0 1 0 0
S1255X 4 1 0 1 0 0
S466X 1 0 0 1 0
S549R 3,4 1 1 0 0 0
T465N 1 0 1 0 0

Total Chromosomes 3906 2818 910 132 46
Total Individuals 1953 1409 455 66 23
Number of Mutations Identified 129 61 94 23 9

Notes:

2 ACMG-23
3 ABI-31
4 Genzyme-87

1 California-37

Source: M. Kharrazi, Ph.D., Genetic Disease Branch, California Department of Health Services. 
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