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Search of the responsible gene mutations associated with familial hereditary
lung cancer

FUKUSHIMA, Kiyoyasu
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We identified a family lineage of possible autosomal dominant familial lung
cancer, which has 24 lung cancer pants within three generations.

In order to detect responsible cancer genes, we performed %enome-wide analysis for three lung
cancer patients and six cancer-free individuals within the family. Initially we selected 17 gene
mutations by linkage-exome approach. And then by mutation-function analysis, five candidate gene
mutations were identified.Now we are verifying mutations in those five genes are responsible for
this familial hereditary lung cancer.
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1 2913 M107V  0.0192 TOLERATED
2 2'013'2"01 T473M  0.1971 DAWAGING
3 18g22.3 N273S 0.0192 TOLERATED
4 19p13.2 D500N 0.0096 DAMAGING
5 19p13.2 R1075L - DAMAGING
6 19p13.2 P109S 0.0721 TOLERATED
7 19pl13.2 R358C - DAMAGING
8 19p13 G1108S 0.0577 TOLERATED
9 19p13 S769C - DAMAGING



10 19p13.1 (G424S 0.0337 DAMAGING
11 19p13.12 A256T  0.3702 TOLERATED
12 19p13.1 G470R 0.0048 DAMAGING
13 19p13.11 Y149C 0.0288 DAMAGING
14 19p13.11 359R 0.024  Not scored
15 19p12 G459V - DAMAGING
16 19p12 T321 0.101  DAMAGING
17 21922.11 L1564P 0.0865 DAMAGING
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4 D500N  benign Céigs polymorphism
5 R1075L probaply Class dlsegse
damaging C65 causing
7 R358C proba@ly Class dlsegse
damaging C65 causing
probably Class -
9 S769C damaging C65 polymorphism
12 GA70R probaply Class dlsegse
damaging C65 causing
15 G459V probably Class disease

damaging C65 causing
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