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Analysis of pancreatitis-associated gene variation by next-generation sequencing
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i We performed comprehensive analysis of gene variation in CFTR gene using
next-generation sequencing. Total 10 non-synonymous and 6 synonymous variants were identified. Among
them, the frequency of the c.4056G>C (p.Q1352H) variant was higher in patients with chronic pancreatitis.
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2 c.91C>T R31C CT
2 €.92G>A p-R31H GA
4 c.374T7>C p.1125T TC
10 €.1231A>G p-K411E AG
11 €.1408G>A p.-V470M GA
AA
12 €.1666A>G p- 1556V AG
GG
17 €.2869delC | p.L957fs
21 €.3468G>T p-L1156F | GT
1T
25 €.4056G>C p-Q1352H | GC
cC
27 c.4357C>T p.R1453W | CT
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CFTR
4 c.C372T p-G124= CcT
15 €.2562T>G p-T854= TG
GG
23 C.3723C>A p.G1241= | CA
25 C.3975A>G p.R1325= | AG
27 C.4254G>A p-E1418= | GA
27 C.4389G>A p.Q1463= | GA
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R31C CT | 3/160 | 12/1102 | 0.42 p.G124= | CT | 1/160 | O -
(1.9) | @.1) (0.6)
p.R31H GA|1/160 | O - p.T854= | TG | 80/160 | 528/1154 | 0.10
(0.6) (50) | (45.8)
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(1.9 | (0.5) 9.4 | (15.7)
p.K411E | AG | 17160 | O - p.G1241 | CA | 1/160 | 3/671 0.58
0.6) = 0.6) | (4.5)
p.V470M GA | 85/160 | 573/119 | 0.36 p.R1325 | AG | 1/160 |0 -
(53.1) | 9 (47.8) - (0-6)
AA | 19/160 | 185/119 p.E1418 | GA | 1/160 | 0O _
(11.9) |9 (15.49) - (0.6)
p. 1556V AG | 8/160 | 78/1150 | 0.40 0.01463 | GA | 2/160 | 40/1112 0.26
(-0) | (6-8) = (1.3) | (3.6)
GG | 0/160 | 3/1150
) 0.3)
p.L957fs 1/160 |0 -
(0.6)
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