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Gene name 

Isoform

KCNQ1

FAM160A2

MUC5B

PRAMEF1

Sanger 

sequencing

c.625T>C

c.1375C>T

c.12272C>T

c.652C>T

A

mino acid 

variation

p.Ser209Pro

p.Arg459Cys

p.Thr4091Met

p.Pro218Ser

Mutation 

type 

H

eterozygous 

H

eterozygous

H

eterozygous

H

eterozygous

Mutation 

nature

M

issense 

M

issense 

M

issense 

M

issense 

SNP

rs199472705

rs77726581

rs199736618

rs1769774

Interpretation

Likely 

pathogenic

Variant of 

uncertain 

significance

Possible carrier

 

pulmonary fibrosise

Likely benign


