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Figure S1. Ramachandran plots of structural models of CYP1B1 mutants L107V and R390H. The
most energetically allowed regions of Ramachandran space is colored blue and the allowed
regions are colored green. This image was made with VMD.



TABLE 1. CYP1B1 gene mutation frequency in Chinese PCG patients

Mutation . Positive First o .
Nucleotide ) ) Positive Total  Mutation
Type Amino acid cases/Total reported
change ) ) cases cases  frequency (%)
cases in China
2/116%;5/122%;
0.4124C>G L107V 1t No 8 251 3.19
2/116%%;4/41%,
0.8006G>A R390H 1/16%;1/44%; No 10 324 3.09
2/122%
¢.1007C>A S336Y 1/41% Yes 1 41 2.44
c.1412T>G 1471S 1/41% Yes 1 41 2.44
0.7924G>T V363F 1/44% Yes 1 44 2.27
0.7946C>T P370L 1/44% Yes 1 44 2.27
0.8254G>A E473K 1/44% Yes 1 44 2.27
Missense  §.4642C>G H279Q 1/44% Yes 1 44 2.27
mutation  g.4677A>G D291G 3/112%; 2/122°°  Yes 5 234 2.14
0.4763G>T V320L 1/447; 21122  No 3 166 1.81
1/41%4:1/16%;
0.8242C>T R469W L129% No 3 179 1.68
0.4338T>A V178E 2/122% Yes 2 122 1.64
0.4493G>A E230K 2/122% Yes 2 122 1.64
0.4449G>T S215I 1/116%; 2/122%  No 3 238 1.26
0.3985C>G Z60M 1/116% Yes 1 116 0.86
0.4089T>C VO5A 1/116% Yes 1 116 0.86
9.4157C>T P118S 1/116% Yes 1 116 0.86
9.4206T>C F134S 1/116% Yes 1 116 0.86
0.4413A>G N203S 1/116% Yes 1 116 0.86
0.4664G>A A287S 1/116% Yes 1 116 0.86
g.4761A>G N319S 1/116% Yes 1 116 0.86
0.7925T>A V363D 1/116% Yes 1 116 0.86
0.4397G>A V198 1/116% No 1 116 0.86
0.8147C>T P437L 1/116% No 1 116 0.86
0.7927G>A V364M 1/116%;1/122%  No 2 238 0.84
0.8168G>A R444Q 1/116%; 1/122%°  No 2 238 0.84
0.7940G>T R368L 1/116%%;1/122%  Yes 2 238 0.84
0.3836T>C W11R 1/122% Yes 1 122 0.82
0.4151G>T D116Y 1/122% Yes 1 122 0.82
0.4322G>A E173K 1/122% Yes 1 122 0.82
0.4509T>C V235A 1/122% Yes 1 122 0.82
0.8137T>C WA434R 1/122% Yes 1 122 0.82
0.8167C>T R444stop 1/122% Yes 1 122 0.82
Delete A56GGHX—59st -
i g.3972delC 1/116 Yes 1 116 0.86
mutation op
c.828delC F276Ffsx1 1/41% Yes 1 41 2.44
C.726-747del22bp  D242Dfsx28 1/41% Yes 1 41 2.44
0.4022delTC 730RF—221stop ~ 1/122% Yes 1 122 0.82
Insert 0.4168_4169ins( ]
_ Al121_S122ins(D ”
mutation GACCGGCCGG RP AFA) 1/116 Yes 1 116 0.86
CCTTCGCC)
Delete and ¢.8209_8213del( S458_R459del,ins »
1/116 Yes 1 116 0.86
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