
List of polymorphisms that were reviewed and indication whether they were meta-analysed with reference of the identified studies 

Gene Pathway 

N of 
meta- 
anlyses 

N of  
SNPs SNPs 

Meta- 
analysis 

N of  
studies Author Reference 

CDH1 adhesion molecules  1 2 C-160A Yes 4 studies 

Tan et al. 2008;Porter et 

al. 2002;Shin et al. 

2004;Pittman et al. 2009; 1;2;3;4; 
      G-347GA No 1 study Shin et al. 2004; 3; 

ICAM1 adhesion molecules  0 2 R241G No 1 study 

Theodoropoulos et al. 

2006; 5; 

      K469E No 1 study 

Theodoropoulos et al. 

2006; 5; 

MMP-1 adhesion molecules  1 1 
G1607GGAA
AAA Yes 5 studies 

Hettiaratchi et al. 

2007;Elander et al. 

2006;Hinoda et al. 

2002;Xu et al. 

2006;Kouhkan et al. 2008; 6;7;8;9;10; 

MMP-2 adhesion molecules  0 4 1306 No 2 studies 

Hettiaratchi et al. 

2007;Elander et al. 2006; 6;7; 
      790   1 study Xu et al. 2007; 11; 
      955   1 study Xu et al. 2007; 11; 
      1575   1 study Xu et al. 2007; 11; 

MMP-3 adhesion molecules  1 1 1612 Yes 4 studies 

Hettiaratchi et al. 

2007;Elander et al. 

2006;Hinoda et al. 

2002;Xu et al. 2006; 6;7;8;9; 

MMP-9 adhesion molecules  1 2 1562 
Yes - from 
published 4 studies 

Elander et al. 2006;Xu et 

al. 2007;Xing et al. 

2007;McColgan et al. 

2009; 7;11;12;13; 
      279 No 1 study Xing et al. 2007; 12; 

ADH1B alcohol metabolism 1 3 Arg47His Yes  5 studies 

Matsuo et al. 2006;Yin et 

al. 2007;Landi et al. 

2005;Gao et al. 14;15;16;17;18; 



2008;Yang et al. 2009; 

      rs2075633 No 1 study Yang et al. 2009; 18; 
      rs17033 No 1 study Yang et al. 2009; 18; 

ADH1C alcohol metabolism 1 1 
ADH3 
Ile349Val Yes 7 studies 

Yin et al. 2007;Curtin et al. 

2007;van der Logt et al. 

2006;Giovannucci et al. 

2003;Tiemersma et al. 

2003;Homann et al. 

2009;Chen et al. 2001; 15;19;20;21;22;23;24; 

ALDH2 alcohol metabolism 1 9 Glu487Lys Yes  8 studies 

Matsuo et al. 2006;Kuriki 

et al. 2005;Murata et al. 

1999;Otani et al. 2005;Yin 

et al. 2007;Matsuo et al. 

2002;Gao et al. 

2008;Yang et al. 2009; 

14;25;26;27;15;28;17;18

; 

      
355G>A 
(rs886205) No 2 studies 

Landi et al. 2005;Yang et 

al. 2009; 16;18; 

      
348T>C 
(rs440) No 1 study Landi et al. 2005; 16; 

      
52G>C 
(E0480_319) No 1 study Landi et al. 2005; 16; 

      
69G>A 
(E0480_302) No 1 study Landi et al. 2005; 16; 

      rs4767939 No 1 study Yang et al. 2009; 18; 

      rs4767944 No 1 study Yang et al. 2009; 18; 



      rs16941669 No 1 study Yang et al. 2009; 18; 

      rs7296651 No 1 study Yang et al. 2009; 18; 
SDF1 angiogenesis 0 1 CXCL12 Νο 1 study Dimberg et al. 2007; 29; 

VEGF angiogenesis 1 6 936C/T Yes 4 studies 

Chae et al. 2008;Bae et al. 

2008;Hofmann et al. 

2008;Wu et al. 2009; 30;31;32;33; 
      1154G>A No 1 study Cacev et al. 2008; 34; 

      460C>T No 2 studies 

Cacev et al. 2008;Maltese 

et al. 2009; 34;35; 

      634G>C 
Yes - from 
published 4 studies 

Chae et al. 2008;Hofmann 

et al. 2008;Liu et al. 2010; 30;32;36; 

      2578C>A No 3 studies 

Hofmann et al. 2008;Park 

et al. 2007;Maltese et al. 

2009; 32;37;35; 
      405C>G No 1 study Maltese et al. 2009; 35; 

MGMT base-excision repair 2 2 Leu84Phe 
Yes - from 
published 5 studies Zhong et al. 2010; 38; 

      Ile143Val 
Yes - from 
published 4 studies Zhong et al. 2010; 38; 

MUTYH base-excision repair 2 2 G396D Yes 12 studies 

Enholm et al. 2003;Wang 

et al. 2004;Zhou et al. 

2005;Peterlongo et al. 

2005;Moreno et al. 

2006;Schafmayer et al. 

2007;Colebatch et al. 

2006;Kury et al. 2007; 
Balaguer et al. 

2007;Avezzu et al. 

39;40;41;42;43;44;45;46

;47;48;49;50 



2008;Cleary et al. 

2009;Lubbe et al. 2009 

      Y179C Yes 12 studies 

Enholm et al. 2003;Wang 

et al. 2004;Zhou et al. 

2005;Peterlongo et al. 

2005;Moreno et al. 

2006;Schafmayer et al. 

2007;Colebatch et al. 

2006;Kury et al. 

2007;Balaguer et al. 

2007;Avezzu et al. 

2008;Cleary et al. 2009; 
Lubbe et al. 2009 

39;40;41;42;43;44;45;46

;47;48;49;50 

OGG1 base-excision repair 1 1 Ser326Cys Yes 9 studies 

Hansen et al. 

2005;Moreno et al. 

2006;Stern et al. 2007;Kim 

et al. 2003;Park et al. 

2007;Sliwinski et al. 

2009;Pardini et al. 

2008;Curtin et al. 2009; 
Schafmayer et al. 2007; 

51;43;52;53;54;55;56;57

;44; 

XRCC1 base-excision repair 3 6 Arg194Trp Yes 10 studies 

Jiang et al. 2010;Stern et 

al. 2007;Moreno et al. 

2006;Hong et al. 

2005;Gaustadnes et al. 

2006;Curtin et al. 

2009;Improta et al. 

2008;Skjelbred et al. 

2006; 
Stern et al. 2005;Berndt et 

al. 2007; 

58;52;43;59;60;57;61;62

; 
63;64; 



      Arg280His Yes 5 studies 

Moreno et al. 2006;Hong 

et al. 2005;Curtin et al. 

2009;Skjelbred et al. 

2006;Berndt et al. 2007; 43;59;57;62;64; 

      Arg399Gln Yes 11 studies 

Jiang et al. 2010;Yeh et al. 

2005;Stern et al. 

2007;Moreno et al. 

2006;Hong et al. 

2005;Yeh et al. 

2007;Curtin et al. 

2009;Improta et al. 2008; 
Skjelbred et al. 2006;Stern 

et al. 2005;Berndt et al. 

2007; 

58;65;52;43;59;66;57;61

;62;63;64; 
      77T>C No 1 study Berndt et al. 2007; 64; 

      
IVS2+4850T
>C No 1 study Berndt et al. 2007; 64; 

      
IVS2-
216G>A No 1 study Berndt et al. 2007; 64; 

XRCC3 base-excision repair 1 2 Thr241Met Yes 9 studies 

Moreno et al. 2006;Jiang 

et al. 2010;Yeh et al. 

2007;Improta et al. 

2008;Jin et al. 2005;Stern 

et al. 2005;Skjelbred et al. 

2006;Tranah et al. 2004; 
Wang et al. 2010; 

43;58;66;61;67;63;62;68

;69; 
      Exon 7 No 1 study Mort et al. 2003; 70; 

SMAD7 common low penetrance  3 33 rs4939827 Yes 12 studies 

Broderick et al. 

2007;Thompson et al. 

2009;Pittman et al. 

2009;Slattery et al. 

2010;Curtin et al. 

2009;von Holst et al. 

2010;Xiong et al. 

2010;Tenesa et al. 2008; 

71;72;73;74;75;76;77;78

;79;80;81; 



Kupfer et al. 2010;Li et al. 

2011;Ho et al. 2011; 

      rs12953717 Yes 10 studies 

Broderick et al. 

2007;Thompson et al. 

2009;Pittman et al. 

2009;Slattery et al. 

2010;Curtin et al. 

2009;Tenesa et al. 

2008;Kupfer et al. 2010;Li 

et al. 2011; 
Ho et al. 2011; 

71;72;73;74;75;78;79;80

;81; 

      rs4464148 Yes 6 studies 

Broderick et al. 

2007;Thompson et al. 

2009;Pittman et al. 

2009;Curtin et al. 2009;Li 

et al. 2011; 
Ho et al. 2011; 

71;72;73;75;80; 
81; 

      rs2337107 No 2 studies 

Slattery et al. 2010;Pittman 

et al. 2009; 74;73; 

      rs7238442 No 2 studies 

Slattery et al. 2010;Pittman 

et al. 2009; 74;73; 

      rs1316447 No 1 study Slattery et al. 2010; 74; 

      rs3736242 No 1 study Slattery et al. 2010; 74; 

      rs3764482 No 1 study Slattery et al. 2010; 74; 

      rs12456328 No 1 study Slattery et al. 2010; 74; 



      rs2337106 No 1 study Slattery et al. 2010; 74; 

      rs4939823 No 1 study Slattery et al. 2010; 74; 

      rs6507874 No 1 study Pittman et al. 2009; 73; 

      rs6507875 No 1 study Pittman et al. 2009; 73; 

      rs1064040 No 1 study Pittman et al. 2009; 73; 

      rs8085824 No 1 study Pittman et al. 2009; 73; 

      Novel 1 No 1 study Pittman et al. 2009; 73; 

      rs34007497 No 1 study Pittman et al. 2009; 73; 

      rs12956924 No 1 study Pittman et al. 2009; 73; 

      rs4939825 No 1 study Pittman et al. 2009; 73; 

      rs4939567 No 1 study Pittman et al. 2009; 73; 

      rs4044177 No 1 study Pittman et al. 2009; 73; 

      rs11874392 No 1 study Pittman et al. 2009; 73; 

      rs4939827 No 1 study Pittman et al. 2009; 73; 

      rs12953717 No 1 study Pittman et al. 2009; 73; 



      rs7226855 No 1 study Pittman et al. 2009; 73; 

      rs36025258 No 1 study Pittman et al. 2009; 73; 

      rs9946510 No 1 study Pittman et al. 2009; 73; 

      rs11453375 No 1 study Pittman et al. 2009; 73; 

      rs6507877 No 1 study Pittman et al. 2009; 73; 

      rs4939829 No 1 study Pittman et al. 2009; 73; 

      rs12967477 No 1 study Pittman et al. 2009; 73; 

      rs17186877 No 1 study Pittman et al. 2009; 73; 

      rs12967711 No 1 study Pittman et al. 2009; 73; 

8q24 common low penetrance  2 13 rs6983267 Yes 19 studies 

Ghoussaini et al. 

2008;Schafmayer et al. 

2009;Li et al. 2008;Matsuo 

et al. 2009;Pittman et al. 

2008;Poynter et al. 

2007;Curtin et al. 

2009;Tuupanen et al. 

2008; 
Tomlinson et al. 

2007;Xiong et al. 

2010;von Holst et al. 

2010;Tomlinson et al. 

2008;Haiman et al. 

2007;Ho et al. 2011;Cui et 

al. 2011;Hutter et al. 2010; 

82;83;84;85;86;87;75;88

;89;77;76;90;91;81;92; 
93;79; 



Kupfer et al. 2010; 

      rs10505477 Yes 14 studies 

Ghoussaini et al. 

2008;Poynter et al. 

2007;Curtin et al. 

2009;Zanke et al. 

2007;Schafmayer et al. 

2009;Gruber et al. 

2007;Hutter et al. 2010; 82;87;75;94;83;95;93; 

      rs10090154 No 3 studies 

Haiman et al. 2007;Matsuo 

et al. 2009;Curtin et al. 

2009; 91;85;75; 

      rs13254738 No 1 studies Ghoussaini et al. 2008; 82; 

      rs1447295 No 1 studies Ghoussaini et al. 2008; 82; 

      rs6983561 No 1 studies Ghoussaini et al. 2008; 82; 

      rs13281615 No 1 studies Ghoussaini et al. 2008; 82; 

      rs7000448 No 2 studies 

Ghoussaini et al. 

2008;Curtin et al. 2009; 82;75; 

      rs10808556 No 2 studies 

Ghoussaini et al. 

2008;Curtin et al. 2009; 82;75; 

      rs7014346 No 1 study Tenesa et al. 2008; 78; 

      rs7842552 No 1 study Tenesa et al. 2008; 78; 



      rs16901979 No 2 studies 

Cicek et al. 

2009;Ghoussaini et al. 

2008; 96;82; 

      rs719725 No 1 study Zanke et al. 2007; 94; 

      rs7013278 No 1 study Curtin et al. 2009; 75; 

9p24 common low penetrance  1 1 rs719725 Yes 13 studies 

Zanke et al. 2007;Poynter 

et al. 2007;Curtin et al. 

2009;von Holst et al. 

2010;Kocarnik et al. 2010; 94;87;75;76;97; 

19q13.1 common low penetrance  1 1 rs10411210 Yes 17 studies 

Houlston et al. 

2008;Kupfer et al. 

2010;Xiong et al. 2010;Ho 

et al. 2011;von Holst et al. 

2010; 98;79;77;81;76; 

16q22.1 common low penetrance  1 1 rs9929218 Yes 18 studies 

Houlston et al. 

2008;Kupfer et al. 

2010;von Holst et al. 

2010;Xiong et al. 2010;Ho 

et al. 2011;Fernandez-

Rozadilla et al. 2010; 98;79;76;77;81;99; 

15q14 common low penetrance  1 1 rs4779584 Yes 9 studies 

Jaeger et al. 2008;Kupfer 

et al. 2010;Ho et al. 

2011;Xiong et al. 

2010;von Holst et al. 

2010; 100;79;81;77;76; 

1q41 common low penetrance  1 1 rs6691170 Yes 11 studies Houlston et al. 2010; 101; 

3q26.2 common low penetrance  1 1 rs10936599 Yes 11 studies Houlston et al. 2010; 101; 

12q13.13 common low penetrance  1 1 rs11169552 Yes 11 studies Houlston et al. 2010; 101; 



20q13.33 common low penetrance  1 1 rs4925386 Yes 11 studies Houlston et al. 2010; 101; 

14q22.2 common low penetrance  1 1 rs4444235 Yes 13 studies 

von Holst et al. 

2010;Kupfer et al. 

2010;Ho et al. 2011;Xiong 

et al. 2010;Houlston et al. 

2008; 76;79;81;77;98; 

20p12.3 common low penetrance  1 1 rs961253 Yes 13 studies 

von Holst et al. 2010;Xiong 

et al. 2010;Ho et al. 

2011;Kupfer et al. 

2010;Houlston et al. 2008; 76;77;81;79;98; 

8q23.3 common low penetrance  1 1 rs16892766 Yes 3 studies 

Kupfer et al. 2010;von 

Holst et al. 2010; 79;76; 

10p14 common low penetrance  1 1 rs10795668 Yes 6 studies 

von Holst et al. 

2010;Tomlinson et al. 

2008;Xiong et al. 2010;Ho 

et al. 2011;Kupfer et al. 

2010; 76;102;77;81;79; 

11q23.1 common low penetrance  1 1 rs3802842 Yes 14 studies 

Tenesa et al. 2008;Pittman 

et al. 2008;Xiong et al. 

2010;von Holst et al. 

2010;Ho et al. 2011; 
Kupfer et al. 2010; 

103;104;77;76;81; 
79; 

APE  DNA repair 0 1  T1349G No 3 studies Gu et al. 2009; 105; 

Androgen 
receptor exogenous hormones 0 1 CAGrepeat No 1 study Slattery et al. 2005; 106; 

COMT  exogenous hormones 0 4 V158M No 1 study Landi et al. 2005; 107; 

      186C>G No 1 study Landi et al. 2005; 107; 

      H62 No 1 study Landi et al. 2005; 107; 



      1-98A>G No 1 study Landi et al. 2005; 107; 

ERα  exogenous hormones 0 2 351A>G No 2 studies 

Slattery et al. 

2005;Kadiyska et al. 2007; 106;108; 

       Pvull No 1 study Kadiyska et al. 2007; 108; 

ERβ  exogenous hormones 0 2 1082G>A No 1 study Slattery et al. 2005; 106; 

      CA repeat No 1 study Slattery et al. 2005; 106; 

HSD17 exogenous hormones 0 0   No 0 studies   

CBS folate/one carbon metabolism 0 1 844ins68 No 3 studies 

Le Marchand et al. 

2002;Kury et al. 

2008;Pufulete et al. 2003; 109;110;111; 

MTHFR   folate/one carbon metabolism 2 2 C677T Yes 51 studies 

Chen et al. 1996;Ma et al. 

1997;Slattery et al. 1999; 
Park et al. 1999;Ryan et 

al. 2001;Chen et al. 2002; 
Shannon et al. 2002;Keku 

et al. 2002;Le Marchand et 

al. 2002;Matsuo et al. 

2002;Sachse et al. 2002; 
Toffoli et al. 2003;Plaschke 

et al. 2003;Pufulete et al. 

2003;Kim et al. 

2004;Curtin et al. 2004; 
Yin et al. 2004;Ulvik et al. 

2004;Jiang et al. 

2005;Ulrich et al. 2005;Le 

Marchand et al. 2005; 
Otani et al. 2005;Matsuo et 

al. 2005;Landi et al. 

2005;Wang et al. 

112;113;114;115;116;117

;118;119;109;120;121; 
122;123;111;124;125; 
126;127;128;129;130; 
131;132;107;133;134; 
135;136;19;137;138; 
139;140;141;142;110; 
143;144;145;146;147; 
148;149;150;151;152;153

;154;155;156;157; 



2006;Koushik et al. 2006; 
Murtaugh et al. 

2007;Osian et al. 

2007;Curtin et al. 

2007;Hubner et al. 

2007;Zeybek et al. 2007; 
Theodoratou et al. 

2008;Guerreiro et al. 

2008;Lightfoot et al. 

2008;Mokarram et al. 

2008;Kury et al. 2008; 
Karpinski et al. 

2010;Eussen et al. 

2010;Naghibalhossaini et 

al. 2010;Van Guelpen et 

al. 2010;Hazra et al. 2010; 
Fernandez-Peralta et al. 

2010;Haghighi et al. 

2009;El Awady et al. 

2009;de Vogel et al. 

2009;Gallegos-Arreola et 

al. 2009;Iacopetta et al. 

2009;Cao et al. 2008;Lima 

et al. 2007; 
Chang et al. 2007;Sharp et 

al. 2008; 



      A1298C Yes 33 studies 

Chen et al. 2002;Keku et 

al. 2002;Le Marchand et 

al. 2002;Matsuo et al. 

2002;Toffoli et al. 2003; 
Plaschke et al. 

2003;Pufulete et al. 

2003;Curtin et al. 2004;Yin 

et al. 2004;Jiang et al. 

2005; 
Ulrich et al. 2005;Otani et 

al. 2005;Matsuo et al. 

2005;Landi et al. 

2005;Wang et al. 2006; 
Koushik et al. 

2006;Murtaugh et al. 

2007;Osian et al. 

2007;Curtin et al. 

2007;Theodoratou et al. 

2008; 
Lightfoot et al. 2008;Kury 

et al. 2008;Eussen et al. 

2010;Naghibalhossaini et 

al. 2010;Van Guelpen et 

al. 2010; 
Hazra et al. 

2010;Fernandez-Peralta et 

al. 2010;El Awady et al. 

2009;de Vogel et al. 

2009;Cao et al. 2008; 
Lima et al. 2007;Chang et 

al. 2007;Sharp et al. 2008; 

117;119;109;120;122; 
123;111;125;126;128; 
129;131;132;107;133; 
134;135;136;19;139; 
141;110;144;145;146; 
147;148;150;151;154; 
155;156;157; 



MTR folate/one carbon metabolism 1 1 A2756G Yes 13 studies 

Steck et al. 2008;de Vogel 

et al. 2009;Le Marchand et 

al. 2002;Matsuo et al. 

2002;Theodoratou et al. 

2008; 
Eussen et al. 2010;Kury et 

al. 2008;Ulvik et al. 

2004;Matsuo et al. 

2005;Koushik et al. 2006; 
Curtin et al. 

2007;Guerreiro et al. 

2008;Kury et al. 2008 

158;151;109;120;139; 
144;110;127;132;134; 
19;140;110 

MTRR folate/one carbon metabolism 1 6 A66G Yes 9 studies 

Steck et al. 2008;de Vogel 

et al. 2009;Otani et al. 

2005;Le Marchand et al. 

2002;Matsuo et al. 2002; 
Theodoratou et al. 

2008;Eussen et al. 

2010;Kury et al. 

2008;Koushik et al. 2006; 

158;151;131;109;120; 
139;144;110;134; 

      Ser/Leu No 1 study Koushik et al. 2006; 134; 

      Ser/Thr No 1 study Koushik et al. 2006; 134; 

      Lys/Arg No 1 study Koushik et al. 2006; 134; 

      Arg/Cys No 1 study Koushik et al. 2006; 134; 

      His/Tyr No 1 study Koushik et al. 2006; 134; 

TS folate/one carbon metabolism 2 2 TSER Yes 5 studies 

Matsuo et al. 

2005;Karpinski et al. 

2010;Curtin et al. 

2007;Ulrich et al. 132;143;159;160;161; 



2005;Chen et al. 2003; 

      Ts1494del6 Yes 4 studies 

Karpinski et al. 2010;Curtin 

et al. 2007;Ulrich et al. 

2005;Chen et al. 2003; 143;159;160;161; 

H-ras1  inflammation/immune response  0 1 VNTR No 2 studies 

Gosse-Brun et al. 

1998;Vega et al. 2001; 162;163; 

IL-10  inflammation/immune response  1 4 1082G/A Yes 4 studies 

Cacev et al. 

2008;Macarthur et al. 

2005;Tsilidis et al. 

2009;Wilkening et al. 

2008; 164;165;166;167; 

      592C/A No 3 studies 

Cacev et al. 

2008;Macarthur et al. 

2005;Tsilidis et al. 2009; 164;165;166; 

      819C/T No 1 study Cacev et al. 2008; 164; 

      3584A/T No 1 study Hazra et al. 2008; 168; 

IL12A inflammation/immune response  0 4 +7506A/T No 1 study Landi et al. 2006; 169; 

      +8707A/G No 1 study Landi et al. 2006; 169; 

      +9177T/A No 1 study Landi et al. 2006; 169; 

      +9508 G/A No 1 study Landi et al. 2006; 169; 

IL18 inflammation/immune response  0 0   No 0 study   

IL-1RN  inflammation/immune response  0 1 VNTR No 2 studies 

Viet et al. 2005;Zumkeller 

et al. 2007; 170;171; 

IL-1β  inflammation/immune response  0 2 31T>C No 3 studies 

Zumkeller et al. 

2007;Tsilidis et al. 171;166;165; 



2009;Macarthur et al. 

2005; 

      511C>T No 1 study Zumkeller et al. 2007; 171; 

IL-4  inflammation/immune response  0 2 588C>T No 2 studies 

Landi et al. 2007;Wilkening 

et al. 2008; 172;167; 

      EX 1168 No 1 study Landi et al. 2007; 172; 

IL-6  inflammation/immune response  1 4 174G>C Yes 8 studies 

Cacev et al. 2010;Tsilidis 

et al. 2009;Kury et al. 

2008;Slattery et al. 

2007;Theodoropoulos et 

al. 2006; 
Landi et al. 2003;Vasku et 

al. 2009;Wilkening et al. 

2008; 

173;166;110;174;5; 
175;176;167; 

      597G>A No 1 study Tsilidis et al. 2009; 166; 

      572G>C No 2 studies 

Tsilidis et al. 2009;Slattery 

et al. 2007; 166;174; 

      596G>A No 1 study Vasku et al. 2009; 176; 

IL-8  inflammation/immune response  1 1 251T/A Yes 6 studies 

Cacev et al. 2008;Kury et 

al. 2008;Theodoropoulos 

et al. 2006;Landi et al. 

2003;Tsilidis et al. 2009; 
Wilkening et al. 2008; 

164;110;5;175;166; 
167; 

NFKB1/ 
NFK1A inflammation/immune response  0 5 intron 11 No 1 study Landi et al. 2003; 175; 

      94 ins/del No 2 studies 

Lewander et al. 

2007;Riemann et al. 2006; 177;178; 

      11306C>T No 1 study Hazra et al. 2008; 168; 



      452C>G No 1 study Hazra et al. 2008; 168; 

      126G>A No 1 study Gao et al. 2007; 179; 

NOS2 inflammation/immune response  0 4 524T>C No 1 study Landi et al. 2006; 169; 

      G954C No 1 study Fransen et al. 2005; 180; 

      (TAAA)n No 1 study Fransen et al. 2005; 180; 

      (CCTTT)n No 1 study Fransen et al. 2005; 180; 

PPARγ  inflammation/immune response  2 4 Pro12Ala Yes 15 studies     

      C1431T Yes 6 studies 

Siezen et al. 2006;Kuriki et 

al. 2006;Anderson et al. 

2002;Kury et al. 

2008;Vogel et al. 2007; 181;182;183;184;185; 

      C681G No 1 study Koh et al. 2006; 186; 

      C478T No 1 study McGreavey et al. 2005; 187; 

PPARδ inflammation/immune response  0 1   No 1 study McGreavey et al. 2005; 187; 

PTGS1/ 
COX1 inflammation/immune response  0 6 Trp&Arg No 3 studies 

Kury et al. 2008;Frank et 

al. 2010;Siezen et al. 

2006; 110;188;181; 

      Pro17Leu No 1 study Kury et al. 2008; 110; 

      Gly213Gly No 2 studies 

Kury et al. 2008;Frank et 

al. 2010; 110;188; 



      Gln41Gln No 1 study Kury et al. 2008; 110; 

      V444I No 3 studies 

Landi et al. 

2006;Goodman et al. 

2004;Siezen et al. 2006; 189;190;181; 

      Leu237Met No 2 studies 

Goodman et al. 

2004;Siezen et al. 2006; 190;181; 

PTGS2/ 
COX2 inflammation/immune response  6 19 G765C Yes 10 studies 

Cox et al. 2004;Thompson 

et al. 2009;Koh et al. 

2004;Xing et al. 

2008;Andersen et al. 

2009; 
Hoff et al. 2009;Iglesias et 

al. 2009;Tan et al. 

2007;Pereira et al. 

2010;Hamajima et al. 

2001; 

191;192;193;194;195; 
196;197;198;199;200; 

      G306C Yes 4 studies 

Cox et al. 2004;Kury et al. 

2008;Siezen et al. 

2006;Thompson et al. 

2009; 191;110;181;192; 

      C427T Yes 6 studies 

Cox et al. 2004;Kury et al. 

2008;Siezen et al. 

2006;Thompson et al. 

2009;Andersen et al. 

2009; 
Pereira et al. 2010; 

191;110;181;192;195; 
199; 

      A1803G Yes 4 studies 

Cox et al. 2004;Kury et al. 

2008;Siezen et al. 

2006;Iglesias et al. 2009; 191;110;181;197; 

      V511A Yes 4 studies 

Sansbury et al. 2006;Lin et 

al. 2002;Goodman et al. 

2004;Hamajima et al. 

2001; 201;202;190;200; 



      A1195G Yes 6 studies 

Siezen et al. 

2006;Thompson et al. 

2009;Andersen et al. 

2009;Hoff et al. 2009;Tan 

et al. 2007; 
Pereira et al. 2010; 

181;192;195;196;198; 
199; 

      A401G No 1 study Cox et al. 2004; 191; 

      C645T No 3 studies 

Cox et al. 2004;Kury et al. 

2008;Goodman et al. 

2004; 191;110;190; 

      G5209T No 1 study Cox et al. 2004; 191; 

      G10335A No 1 study Cox et al. 2004; 191; 

      723+38G>A No 1 study Thompson et al. 2009; 192; 

      T1056C No 1 study Thompson et al. 2009; 192; 

      T2427C No 1 study Thompson et al. 2009; 192; 

      rs4648310 No 1 study Thompson et al. 2009; 192; 

      52+150T>C No 1 study Thompson et al. 2009; 192; 

      A1290G No 1 study Tan et al. 2007; 198; 

      C62G No 1 study Hamajima et al. 2001; 200; 

      T10G No 1 study Hamajima et al. 2001; 200; 



      A5720G No 1 study Hamajima et al. 2001; 200; 

TLR2 inflammation/immune response  0 2 Asp299Gly No 3 studies 

Landi et al. 2006;Boraska 

Jelavic et al. 2006;Guo et 

al. 2006; 169;203;204; 

      Thr399IIe No 1 study 

Boraska Jelavic et al. 

2006; 203; 

TLR4 inflammation/immune response  0 1 Arg753Gly No 1 study 

Boraska Jelavic et al. 

2006; 203; 

TNFα inflammation/immune response  1 5 308G>A Yes 8 studies 

Wu et al. 2008;Park et al. 

1998;Suchy et al. 

2008;Theodoropoulos et 

al. 2006;Landi et al. 2003; 
Macarthur et al. 2005;Toth 

et al. 2007;Tsilidis et al. 

2009; 

205;206;207;208;175; 
209;210;166; 

      1031T>C No 2 studies 

Suchy et al. 2008;Suchy et 

al. 2008; 207;207; 

      238G>A No 1 study Suchy et al. 2008; 207; 

      857C>T No 2 studies 

Suchy et al. 2008;Landi et 

al. 2006; 207;211; 

      863C>A No 1 study Suchy et al. 2008; 207; 

TNFβ inflammation/immune response  0 2 +50A>G No 1 study Hazra et al. 2008; 168; 

      252A>G No 2 studies 

Toth et al. 2007;Park et al. 

1998; 210;206; 

NOD2 inflammation/immune response  3 5 3020insC Yes 8 studies 

Alhopuro et al. 

2004;Kurzawski et al. 

2004;Lakatos et al. 

2007;Papaconstantinou et 

al. 2005;Roberts et al. 

212;213;214;215;216; 
217;218;219; 



2006; 
Suchy et al. 

2008;Tuupanen et al. 

2007;Mockelmann et al. 

2009; 

      G908R Yes 5 studies 

Lakatos et al. 

2007;Papaconstantinou et 

al. 2005;Roberts et al. 

2006;Tuupanen et al. 

2007;Mockelmann et al. 

2009; 214;215;216;218;219; 

      R702W Yes 5 studies 

Lakatos et al. 

2007;Papaconstantinou et 

al. 2005;Roberts et al. 

2006;Tuupanen et al. 

2007;Mockelmann et al. 

2009; 214;215;216;218;219; 

      C1031T No 1 studies Suchy et al. 2008; 217; 

      P268S No 1 study Roberts et al. 2006; 216; 

CCND1 inhibition of cell growth 1 1 870A Yes 13 studies     

TGFB1 inhibition of cell growth 1 16 509CT 
Yes - from 
published 5 studies 

Saltzman et al. 

2008;Amirghofran et al. 

2009;Forsti et al. 

2010;Fang et al. 2010; 220;221;222;223; 

      800A/G No 2 studies 

Saltzman et al. 

2008;Amirghofran et al. 

2009; 220;221; 

      rs1982072 No 1 study Saltzman et al. 2008; 220; 

      rs1982073 No 1 study Saltzman et al. 2008; 220; 



      rs1800471 No 1 study Saltzman et al. 2008; 220; 

      rs2241717 No 1 study Saltzman et al. 2008; 220; 

      rs4803455 No 1 study Saltzman et al. 2008; 220; 

      rs1549934 No 1 study Saltzman et al. 2008; 220; 

      rs10416269 No 1 study Saltzman et al. 2008; 220; 

      rs1800472 No 1 study Saltzman et al. 2008; 220; 

      rs2278422 No 1 study Saltzman et al. 2008; 220; 

      rs11466345 No 1 study Saltzman et al. 2008; 220; 

      rs11466349 No 1 study Saltzman et al. 2008; 220; 

      rs12983047 No 1 study Saltzman et al. 2008; 220; 

      rs6957 No 1 study Saltzman et al. 2008; 220; 

      rs2241718 No 1 study Saltzman et al. 2008; 220; 

TGFBR1 inhibition of cell growth 1 2 TGBR1*6A Yes 8 studies 

Skoglund et al. 2007;Forsti 

et al. 2010;Castillejo et al. 

2009;Samowitz et al. 

2001;Stefanovska et al. 

2001; 
Pasche et al. 

1999;Kaklamani et al. 

2003;Pasche et al. 2005; 

224;222;225;226;227; 
228;229;230; 



      Int7G24A No 2 studies 

Forsti et al. 2010;Castillejo 

et al. 2009; 222;231; 

TGFBR2 inhibition of cell growth 0 0   No 0 study   

IGF-1 insulin-related  1 5 CA-repeat Yes 6 studies 

Morimoto et al. 

2005;Slattery et al. 

2006;Slattery et al. 

2004;Pechlivanis et al. 

2007;Samowitz et al. 

2006; 
Wong et al. 2005; 

232;233;234;235;236; 
237; 

      rs6214 No 1 study Feik et al. 2010; 238; 
      rs6220 No 1 study Feik et al. 2010; 238; 

      1410C>T No 2 studies 

Feik et al. 

2010;Pechlivanis et al. 

2007; 238;235; 
      299C>A No 1 study Wong et al. 2008; 239; 

      35644A>G No 1 study Pechlivanis et al. 2007; 235; 
      533T>C No 1 study Wong et al. 2005; 237; 
IGF-2 insulin-related  0 0   No 0 study   

IGFBP-1  insulin-related  0 1 IIe253Met No 1 study Pechlivanis et al. 2007; 240; 
IGFBP-2 insulin-related  0 1   No 1 study Hunt et al. 2002; 241; 

IGFBP-3 insulin-related  1 4 202A>C Yes 6 studies 

Feik et al. 

2010;Pechlivanis et al. 

2007;Samowitz et al. 

2006;Wong et al. 

2005;Slattery et al. 2004; 
Slattery et al. 2006; 

238;235;236;237;234; 
233; 

      Ala32Gly No 3 studies 

Feik et al. 2010;Morimoto 

et al. 2005;Pechlivanis et 

al. 2007; 238;232;235; 



      806G>A No 1 study Pechlivanis et al. 2007; 235; 
      A8485T No 1 study Pechlivanis et al. 2007; 235; 

HFE iron metabolism  1 3 C282T Yes 4 studies 

Shaheen et al. 2003;van 

der et al. 2003;Beckman et 

al. 1999;Macdonald et al. 

1999; 242;243;244;245; 
      H63D No 1 study Shaheen et al. 2003; 242; 
      462G>A No 1 study Hazra et al. 2008; 168; 

APOE lipid metabolism 2 2 rs429358 Yes 4 studies 

Kervinen et al. 1996;Butler 

et al. 2001;Watson et al. 

2003; 
Slattery et al. 2005; 

246;247;248; 
249; 

      rs7412 Yes 4 studies 

Kervinen et al. 1996;Butler 

et al. 2001;Watson et al. 

2003; 
Slattery et al. 2005; 

246;247;248; 
249; 

STK15 mitotic control 1 1 F311 Yes 4 studies 

Ewart-Toland et al. 

2005;Webb et al. 2006; 250;251; 

BMPR1A rare autosomal dominant  0 0   No 0 study   

LKB1 rare autosomal dominant  0 0   No 0 study   

PTEN rare autosomal dominant  0 4 rs926091 No 1 study Phillips et al. 2009; 252; 

      rs2299939 No 1 study Phillips et al. 2009; 252; 

      rs2248293 No 1 study Phillips et al. 2009; 252; 

      rs12357281 No 1 study Phillips et al. 2009; 252; 

SMAD4 rare autosomal dominant  0 0   No 0 study   

STK11 rare autosomal dominant  0 0   No 0 study   



APC             rare, high penetrance 2 6 E1317Q Yes 6 studies 

Fidder et al. 2005;Cleary 

et al. 2008;Theodoratou et 

al. 2008;Popat et al. 

2000;Rozek et al. 2006; 
Hahnloser et al. 2003; 

253;254;255;256;257; 
258; 

      D1822V Yes 6 studies 

Menendez et al. 

2004;Cleary et al. 

2008;Tranah et al. 

2005;Theodoratou et al. 

2008;Guerreiro et al. 

2007;Slattery et al. 2001; 

259;254;260;255;261; 
262; 

      I307K No 3 studies 

Fidder et al. 2005;Strul et 

al. 2003;Laken et al. 1997; 253;263;264; 

      S130G No 1 study Cleary et al. 2008; 254; 

      G2502S No 2 studies 

Cleary et al. 2008;Tranah 

et al. 2005; 254;260; 

      rs2909962 No 1 study Starinsky et al. 2005; 265; 

MLH1 rare, high penetrance  2 20 93G>A Yes 5 studies 

Samowitz et al. 

2008;Tulupova et al. 

2008;Raptis et al. 

2007;Koessler et al. 

2008;Allan et al. 2008; 266;267;268;269;270; 

      1219V Yes 6stusdies 

Raptis et al. 2007;Berndt 

et al. 2007;Nejda et al. 

2009;Mei et al. 2006;Kim 

et al. 2004; 
Christensen et al. 2008; 

268;271;272;273;274; 
275; 

      415G>C No 2 studies 

Tao et al. 2009;Nejda et al. 

2009; 276;272; 

      
IVs9-
1406C>T No 1 study Tulupova et al. 2008; 267; 



      IVs14-19A>G No 1 study Raptis et al. 2007; 268; 

      394 No 1 study Mei et al. 2006; 273; 

      1151 No 2 studies 

Kim et al. 2004;Mei et al. 

2006; 274;273; 

      rs2286939 No 1 study Koessler et al. 2008; 269; 

      rs1800734 No 1 study Koessler et al. 2008; 269; 

      rs1540354 No 1 study Koessler et al. 2008; 269; 

      rs3774332 No 1 study Koessler et al. 2008; 269; 

      rs9311149 No 1 study Koessler et al. 2008; 269; 

      rs9852378 No 1 study Koessler et al. 2008; 269; 

      rs4647222 No 1 study Koessler et al. 2008; 269; 

      rs3774338 No 1 study Koessler et al. 2008; 269; 

      rs3774335 No 1 study Koessler et al. 2008; 269; 

      rs3774332 No 1 study Koessler et al. 2008; 269; 

      rs748766 No 1 study Koessler et al. 2008; 269; 

      rs2241031 No 1 study Koessler et al. 2008; 269; 



      rs10849 No 1 study Koessler et al. 2008; 269; 

MLH6 rare, high penetrance  0 0   No 1 study Koessler et al. 2008; 269; 

MSH2 rare, high penetrance  0 26 T>C Exon 13 No 1 study Goessl et al. 1997; 277; 

      rs17217772 No 1 study Schafmayer et al. 2007; 44; 

      rs17224367 No 1 study Schafmayer et al. 2007; 44; 

      rs7607312 No 1 study Schafmayer et al. 2007; 44; 

      rs10183143 No 1 study Schafmayer et al. 2007; 44; 

      rs17036614 No 1 study Schafmayer et al. 2007; 44; 

      rs2042649 No 1 study Schafmayer et al. 2007; 44; 

      rs6544991 No 1 study Schafmayer et al. 2007; 44; 

      rs6720549 No 1 study Schafmayer et al. 2007; 44; 

      rs1981928 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs3771281 No 1 study Koessler et al. 2008; 269; 

      rs3771274 No 1 study Koessler et al. 2008; 269; 

      rs2059520 No 1 study Koessler et al. 2008; 269; 



      rs13425206 No 1 study Koessler et al. 2008; 269; 

      rs4952887 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs13408008 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs17036577 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs4608577  No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs4638843 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs1981929 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs6741393 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs1863332 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      glVS12-6 No 1 study Kim et al. 2004; 274; 

      1168 No 1 study Kim et al. 2004; 274; 

      rs2303428 No 2 studies 

Tulupova et al. 

2008;Koessler et al. 2008; 267;269; 

      rs4987188 No 2 studies 

Schafmayer et al. 

2007;Tulupova et al. 2008; 44;267; 

PMS1 rare, high penetrance  0 9 rs1233255 No 1 study Koessler et al. 2008; 269; 

      rs1233258 No 1 study Koessler et al. 2008; 269; 



      rs256563 No 1 study Koessler et al. 2008; 269; 

      rs5742981 No 1 study Koessler et al. 2008; 269; 

      rs7577961 No 1 study Koessler et al. 2008; 269; 

      rs5743116 No 1 study Koessler et al. 2008; 269; 

      rs5743185 No 1 study Koessler et al. 2008; 269; 

      rs5743047 No 1 study Koessler et al. 2008; 269; 

      rs17806132 No 1 study Koessler et al. 2008; 269; 

PMS2 rare, high penetrance    13 rs2286680 No 2 studies 

Koessler et al. 

2008;Schafmayer et al. 

2007; 269;44; 

      rs12112229 No 2 studies 

Koessler et al. 

2008;Schafmayer et al. 

2007; 269;44; 

      rs6463524 No 2 studies 

Koessler et al. 

2008;Schafmayer et al. 

2007; 269;44; 

      rs2345060 No 2 studies 

Koessler et al. 

2008;Schafmayer et al. 

2007; 269;44; 

      rs7797466 No 1 study Koessler et al. 2008; 269; 

      rs11769380 No 1 study Koessler et al. 2008; 269; 

      rs9655490 No 1 study Koessler et al. 2008; 269; 



      rs1805324 No 1 study  Schafmayer et al. 2007; 44; 

      rs1805318 No 1 study Schafmayer et al. 2007; 44; 

      rs12534423 No 1 study Schafmayer et al. 2007; 44; 

      rs18053220 No 1 study Schafmayer et al. 2007; 44; 

      rs13245536 No 1 study Schafmayer et al. 2007; 44; 

      rs2009115 No 1 study Schafmayer et al. 2007; 44; 

MSH6 rare, high penetrance  0 21 
556G>T 
(rs3136228) No 1 study Tulupova et al. 2008; 267; 

      
145G>A 
(rs1042821) No 3 studies 

Tulupova et al. 

2008;Campbell et al. 

2009; 
Curtin et al. 2009; 

267;278; 
279; 

      
101G>C 
(2072447) No 2 studies 

Tulupova et al. 

2008;Koessler et al. 2008; 267;269; 

      rs3136245 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs1800935 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs3136326 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs3136329 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs1800936 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 



      rs2020911 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs6713506 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs2537742 No 2 studies 

Schafmayer et al. 

2007;Koessler et al. 2008; 44;269; 

      rs3136247 No 1 study Schafmayer et al. 2007; 44; 

      rs3136284 No 1 study Schafmayer et al. 2007; 44; 

      rs2020908 No 1 study Schafmayer et al. 2007; 44; 

      rs3136334 No 1 study Schafmayer et al. 2007; 44; 

      rs2020912 No 1 study Schafmayer et al. 2007; 44; 

      rs2020914 No 1 study Schafmayer et al. 2007; 44; 

      rs3136337 No 1 study Schafmayer et al. 2007; 44; 

      rs330792 No 1 study Koessler et al. 2008; 269; 

      rs1800932 No 1 study Koessler et al. 2008; 269; 

      rs2348244  No 1 study Koessler et al. 2008; 269; 

CYP1A1 substrate metabolism  2 9 3698T>C Yes 7 studies 

Nisa et al. 2010;Little et al. 

2006;Chen et al. 

2005;Slattery et al. 

2004;Cotterchio et al. 

2008; 
Landi et al. 2005;Sachse 

280;281;282;283;284; 
107;121; 



et al. 2002; 

      2454A>G Yes 11 studies 

Nisa et al. 2010;Little et al. 

2006;Slattery et al. 

2004;Kiss et al. 2000;Yeh 

et al. 2007;Cotterchio et al. 

2008;Kobayashi et al. 

2009;Pereira Serafim et al. 

2008;Kiss et al. 

2007;Landi et al. 

2005;Sachse et al. 2002; 

280;281;283;285;66;284;
286;287;288;107;121; 

      m4 No 1 study Little et al. 2006; 281; 

      3FR No 1 study Butler et al. 2001; 247; 

      3229G>A No 1 study Landi et al. 2005; 107; 

      3219C>T No 1 study Landi et al. 2005; 107; 

      1734A>C No 1 study Landi et al. 2005; 107; 

      rs4134577 No 1 study Landi et al. 2005; 107; 

      R464S No 1 study Landi et al. 2005; 107; 

CYP11A1 substrate metabolism  0 1 3188G>A No 1 study Bethke et al. 2007; 289; 

CYP17A1 substrate metabolism  0 1 34T>C No 1 study Bethke et al. 2007; 289; 

CYP19A1 substrate metabolism  0 2 *19C>T No 1 study Bethke et al. 2007; 289; 



      14872T>C   1 study Hazra et al. 2008; 168; 

CYP1A2  substrate metabolism  1 8 163C>A Yes 9 studies 

Cotterchio et al. 

2008;Kobayashi et al. 

2009; 
Saebo et al. 2008;Kury et 

al. 2007; 
Bae et al. 2006;Landi et al. 

2005;Sachse et al. 

2002;Kiss et al. 

2007;Chen et al. 2005; 

284;286;290;291;292;107

;121;288;293; 

      CYP1A2*1C No 1 study Yeh et al. 2007; 66; 

      29351T>C No 1 study Bethke et al. 2007; 289; 

      1548T>C No 2 studies 

Kury et al. 2007, Landi et 

al. 2005; 107, 291; 

      3860G>A No 1 study Bae et al. 2006; 292; 

      3858G>A No 2 studies 

Landi et al. 2005;Sachse 

et al. 2002; 107;121; 

      740G>T No 1 study Landi et al. 2005; 107; 

      2464delT No 1 study Sachse et al. 2002; 121; 

CYP1B1   substrate metabolism  1 7 4326C>G Yes 5 studies 

Cotterchio et al. 

2008;Bethke et al. 

2007;Kury et al. 

2007;Landi et al. 

2005;Sachse et al. 2002; 284;289;291;107;121; 

      142C>G No 2 studies 

Cotterchio et al. 

2008;Landi et al. 2005; 284;107; 



      4390A>G No 3 studies 

Cotterchio et al. 

2008;Bethke et al. 

2007;Landi et al. 2005; 284;289;107; 

      5781C>T No 1 study Bethke et al. 2007; 289; 

      4793C>T No 1 study Bethke et al. 2007; 289; 

      4245A>G No 1 study Bethke et al. 2007; 289; 

      3592G>C No 1 study Bethke et al. 2007; 289; 

CYP2C19  substrate metabolism  0 2 681G>A (*2) No 3 studies 

Tamer et al. 2006;Landi et 

al. 2005;Sachse et al. 

2002; 294;107;121; 

      *3 No 1 study Tamer et al. 2006; 294; 

CYP2C8 substrate metabolism  0 1   No 1 study McGreavey et al. 2005; 187; 

CYP2C9  substrate metabolism  2 3 430C>T Yes 5 studies 

Cotterchio et al. 

2008;McGreavey et al. 

2005;Kury et al. 

2007;Landi et al. 

2005;Martinez et al. 2001; 284;187;291;107;295; 

      1057A>C No 5 studies 

Cotterchio et al. 

2008;McGreavey et al. 

2005;Liao et al. 

2007;Landi et al. 

2005;Martinez et al. 2001; 284;187;296;107;295; 

      1425A>T No 1 study Liao et al. 2007; 296; 

CYP2D6   substrate metabolism  0 9 V11M No 1 study Landi et al. 2005; 107; 



      P34S No 1 study Landi et al. 2005; 107; 

      L91M No 1 study Landi et al. 2005; 107; 

      T98 No 1 study Landi et al. 2005; 107; 

      V136 No 1 study Landi et al. 2005; 107; 

      1846G>A No 2 studies 

Landi et al. 2005;Sachse 

et al. 2002; 107;121; 

      R296C No 1 study Landi et al. 2005; 107; 

      S486T No 1 study Landi et al. 2005; 107; 

      2549A>del No 1 study Sachse et al. 2002; 121; 

CYP2E1 substrate metabolism  2 11 1293G>C Yes 7 studies 

Kiss et al. 2000;Cotterchio 

et al. 2008;Yu et al. 2004; 
Kury et al. 2007;Landi et 

al. 2005;Kiss et al. 

2007;Chen et al. 2005; 

285;284;297; 
291;107;288;293; 

      1053C>T Yes 7 studies 

Morita et al. 2009;Gao et 

al. 2007;van der Logt et al. 

2006;Le Marchand et al. 

2002;Kury et al. 2007; 
Landi et al. 2005;Chen et 

al. 2005; 

298;299;20;300;291; 
107;293; 

      5FR No 1 study Butler et al. 2001; 247; 

      Intron 6 No 2 studies 

Butler et al. 2001;van der 

Logt et al. 2006; 247;20; 

      7362T>A No 1 study Cotterchio et al. 2008; 284; 



      rs1329149 No 1 study Yang et al. 2009; 18; 

      
96-bp 
insertion No 1 study Morita et al. 2009; 298; 

      insert No 1 study Le Marchand et al. 2002; 300; 

      TaqL No 1 study Landi et al. 2005; 107; 

      333T>A No 1 study Landi et al. 2005; 107; 

      71G>T No 1 study Landi et al. 2005; 107; 

CYP3A4   substrate metabolism  0 7 1334T>C No 1 study Bethke et al. 2007; 289; 

      20230G>A No 2 studies 

Bethke et al. 2007;Landi et 

al. 2005; 289;107; 

      151751T>G No 1 study Bethke et al. 2007; 289; 

      Arg162Gln No 1 study Bethke et al. 2007; 289; 

      62C>A No 1 study Bethke et al. 2007; 289; 

      4713G>A No 1 study Bethke et al. 2007; 289; 

      4358C>G No 1 study Bethke et al. 2007; 289; 

CYP3A5 substrate metabolism  0 3 2125T>C No 2 studies 

Petrova et al. 2007;Bethke 

et al. 2007; 301;289; 

      rs49785886 No 2 studies 

Petrova et al. 2007;Bethke 

et al. 2007; 301;289; 



      12083G>A No 2 studies 

Petrova et al. 2007;Bethke 

et al. 2007; 301;289; 

CYP7A1 substrate metabolism  0 1   No 1 study Hagiwara et al. 2005; 302; 

GSTA1 substrate metabolism  1 1 GSTA1*B 
Yes -from 
published 4 studies 

Sweeney et al. 2002;Kury 

et al. 2008;Martinez et al. 

2006;van der Logt et al. 

2004; Economopoulos et 

al. 2010; 303;110;304;305; 306; 

GSTM1 substrate metabolism  1 1 
GSTM1 
deletion Yes 43 studies 

Nisa et al. 2010;Yeh et al. 

2010;Yang et al. 

2010;Piao et al. 

2009;Epplein et al. 2009; 
Probst-Hensch et al. 

2006;Landi et al. 

2005;Ates et al. 2005;Yeh 

et al. 2005;van der Logt et 

al. 2004; 
Sachse et al. 

2002;Loktionov et al. 

2001;Huang et al. 

2006;Little et al. 2006;Fan 

et al. 2006; 
Nascimento et al. 

2003;Zhu et al. 

2002;Butler et al. 

2001;Gertig et al. 

1998;Skjelbred et al. 

2007; 
Tiemersma et al. 

2002;Kiss et al. 

2000;Zhong et al. 1993; 
Kampman et al. 

1999;Slattery et al. 

2000;Seow et al. 2002; 

280;307;308;309;310; 
311;107;312;313;305; 
121;314;315;281;316; 
317;318;247;319;320; 
321;285;322;323;324;325

;326;327;328;329;330;66

;331;332;284;333;110;33

4;335;336;337;304;338; 



Deakin et al. 1996;van der 

Hel et al. 2003;Kiss et al. 

2004;Chenevix-Trench et 

al. 1995;Lee et al. 

1998;Yeh et al. 2007; 
Yoshioka et al. 

1999;Matakova et al. 

2009;Cotterchio et al. 

2008; 
Slattery et al. 2003;Kury et 

al. 2008;Welfare et al. 

1999; 
Csejtei et al. 

2008;Sgambato et al. 

2002;Laso et al. 

2002;Martinez et al. 

2006;Katoh et al. 1996; 

GSTP1 substrate metabolism  2 2 II105Val Yes 21 studies 

Yeh et al. 2010;Epplein et 

al. 2009;Martinez et al. 

2006;Probst-Hensch et al. 

2006;Sun et al. 2005; 
Landi et al. 2005;Ates et 

al. 2005;Yeh et al. 

2005;Kiss et al. 2004;van 

der Logt et al. 2004; 
Sachse et al. 

2002;Loktionov et al. 

2001;Yoshioka et al. 1999; 
Harris et al. 

1998;Skjelbred et al. 

2007;Seow et al. 

2002;Yeh et al. 

2007;Katoh et al. 1999; 
Kury et al. 2008;Matakova 

307;310;304;311;339; 
107;312;313;328;305; 
121;314;331;340;320;325

;66;341;110;332;334; 



et al. 2009;Welfare et al. 

1999; 

      Ala114Val Yes 4 studies 

Landi et al. 2005;Sachse 

et al. 2002;Harris et al. 

1998;Kury et al. 2008; 107;121;340;110; 

GSTT1 substrate metabolism  1 1 
GSTT1 
deletion Yes 35 studies 

Nisa et al. 2010;Yeh et al. 

2010;Yang et al. 

2010;Piao et al. 

2009;Matakova et al. 

2009; 
Csejtei et al. 2008;Epplein 

et al. 2009;Probst-Hensch 

et al. 2006;Ates et al. 

2005;Yeh et al. 2005; 
van der Logt et al. 

2004;Sachse et al. 

2002;Loktionov et al. 

2001;Fan et al. 

2006;Huang et al. 2006 
;Little et al. 

2006;Nascimento et al. 

2003; 
Laso et al. 2002;Zhu et al. 

2002;Butler et al. 2001; 
Gertig et al. 

1998;Skjelbred et al. 

2007;Seow et al. 

280;307;308;309;332; 
335;310;311;312;313; 
305;121;314;316;315 
;281;317;337;318;247; 
319;320;325;326;327 
;328;329;66;304;110;284

;342;334;331;338; 



2002;Deakin et al. 

1996;van der Hel et al. 

2003 
;Kiss et al. 

2004;Chenevix-Trench et 

al. 1995;Yeh et al. 

2007;Martinez et al. 

2006;Kury et al. 

2008;Cotterchio et al. 

2008;Rajagopal et al. 

2005;Welfare et al. 

1999;Yoshioka et al. 1999; 
Katoh et al. 1996; 

NAT1 substrate metabolism  1 7 slow/fast Yes 15 studies 

Butler et al. 2001;van der 

Hel et al. 2003;Kiss et al. 

2004;Yeh et al. 

2007;Katoh et al. 

2000;Yoshioka et al. 

1999;Chen et al. 

1998;Jass et al. 

1995;Mahid et al. 

2007;Roemer et al. 

2008;Butler et al. 2008; 
Lilla et al. 2006;Le 

Marchand et al. 

2001;Tiemersma et al. 

2002;Sorensen et al. 2008 

247;327;328;66;343;331;
344;345;346;347;348; 
349;350;321;351 

      459G>A No 2 studies 

Cotterchio et al. 

2008;Landi et al. 2005; 284;107; 

      1088T>A No 2 studies 

Cotterchio et al. 

2008;Landi et al. 2005; 284;107; 



      344C>T No 1 study Landi et al. 2005; 107; 

      40A>T No 1 study Landi et al. 2005; 107; 

      V149I No 1 study Landi et al. 2005; 107; 

      R187Stop No 1 study Landi et al. 2005; 107; 

      R187Q No 1 study Landi et al. 2005; 107; 

NAT2 substrate metabolism  1 10 slow/fast Yes 26 studies 

Butler et al. 2001;Kiss et 

al. 2004;Slattery et al. 

1998; 
Yeh et al. 2007;Slattery et 

al. 2000;Katoh et al. 2000; 
Yoshioka et al. 

1999;Hubbard et al. 

1997;Lee et al. 1998; 
Chen et al. 1998;Gil et al. 

1998;Sorensen et al. 

2008;Huang et al. 

2007;Slattery et al. 2003; 
Mahid et al. 2007;Lilla et 

al. 2006;Chan et al. 

2005;Sachse et al. 

2002;Le Marchand et al. 

2001; 
Agundez et al. 

2000;Kampman et al. 

1999;Kobayashi et al. 

2009;Tiemersma et al. 

2002;Bell et al. 1995; 
Butler et al. 2008;Shibuta 

et al. 1994; 

247;328;352;66;324;343; 
331;353;354;344;355;351

;356;333;346;349;357;12

1;350;358;323;286;321;3
59;348;360; 



      341T>C No 1 study Cotterchio et al. 2008; 284; 

      590G>A No 1 study Cotterchio et al. 2008; 284; 

      857G>A No 1 study Cotterchio et al. 2008; 284; 

      R64Q No 1 study Landi et al. 2005; 107; 

      282C>T No 1 study Landi et al. 2005; 107; 

      I114T No 1 study Landi et al. 2005; 107; 

      R197Q No 1 study Landi et al. 2005; 107; 

      L268R No 1 study Landi et al. 2005; 107; 

      G286E No 1 study Landi et al. 2005; 107; 

      481C>T No 1 study Landi et al. 2005; 107; 

NQ01 substrate metabolism  1 1 
Pro187Ser 
(609C>T) Yes 7 studies 

Hamajima et al. 

2002;Harth et al. 

1999;Sachse et al. 

2002;Van Der Logt et al. 

2005;Lafuente et al. 2000; 
Begleiter et al. 2006;Mitrou 

et al. 2002; 

361;362;363;364;365; 
366;367; 

TP53 tumour supressor genes 2 2 Arg72Pro 
From 
published 27 studies 

Economopoulos et al. 

2010; 368; 

      
intron 3 16bp 
del 

From 
published 5 studies Hu et al. 2010; 369; 



MDM2 tumour supressor genes 1 1 309GT 
Yes -from 
published 7 studies Fang et al. 2010; 370; 

VDR vit D and Ca metabolism 3 8 
FolkI 
(27823C>T) Yes 8 studies 

Flugge et al. 2007;Jenab 

et al. 2009;Li et al. 

2009;Murtaugh et al. 

2006;Ochs-Balcom et al. 

2008; 
Theodoratou et al. 

2008;Park et al. 

2006;Wong et al. 2003; 

371;372;373;374;375; 
376;377;378; 

      
BsmI 
(60890G>A) Yes 7 studies 

Flugge et al. 2007;Jenab 

et al. 2009;Kadiyska et al. 

2007;Li et al. 2009;Park et 

al. 2006; 
Slattery et al. 

2004;Theodoratou et al. 

2008; 

371;372;108;373;377; 
379;376; 

      
TaqI 
(61968T>C) Yes 4 studies 

Flugge et al. 2007;Ochs-

Balcom et al. 2008;Park et 

al. 2006;Slatter et al. 

2001; 371;375;377;380; 

      Poly (A) No 2 studies 

Flugge et al. 2009;Slattery 

et al. 2004; 381;379; 

      61050G>A No 1 study Flugge et al. 2007; 371; 

      61888G>T No 3 studies 

Flugge et al. 2007;Park et 

al. 2006;Theodoratou et al. 

2008; 371;377;376; 

      29648A>G No 1 study Theodoratou et al. 2008; 376; 

      23005G>A No 2 studies 

Flugge et al. 2007;Ochs-

Balcom et al. 2008; 371;375; 
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