Table S3. SNVs/indels detected by PGRNseq data that were within 3 kb from either end of CYP2D6

Within

In
T Reference Alternative — Amino Protein CADD Allele Haplotype .

No.  Position rs 1D Allele Allele Function Acids Position Score Count Delt]'mitt}i,(l))n Tl:lz:mbsll ait?n
Region™ able
1 42521442 rs535293691 G A Downstream-gene - - 4.086 2 No No
2 42521489 rs145458535 C T Downstream-gene - - 1.976 79 No No
3 42521577 rs201551607 G A Downstream-gene - - 0.172 2 No No
4 42521625 rs72395204 GG%GG(’;I‘TG%GG%(A;AAAA G Downstream-gene - - - 52 No No
5 42521625 rs72395204 GGGGGGGTTGGGGGGG%A: GGGGTGGGGAA Downstream-gene - - - 98 No No

GGGGTGGGGAA
6 42521625 rs72395204 GGGGGGGTTGGGGGGGGAA: GGGTGGGGAA Downstream-gene - - - 7 No No
GGGTGGGGAA

7 42521676 - G A Downstream-gene - - 0.257 1 No No
8 42521799 - GGCCTGTGGGCCCT G Downstream-gene - - - 1 No No
9 42521807 rs561101513 G T Downstream-gene - - 2.048 1 No No
10 42521811 - C G Downstream-gene - - 4.42 1 No No
11 42521865 rs112866416 C T Downstream-gene - - 2.139 4 No No
12 42521918 rs532182046 T C Downstream-gene - - 3.416 6 No No
13 42521919 rs550576546 G A Downstream-gene - - 7.514 6 No No
14 42521920 rs562602203 T G Downstream-gene - - 5.554 5 No No
15 42521929 rs34385013 G A Downstream-gene - - 2.417 261 No No
16 42521969 - G A Downstream-gene - - 3.234 1 No No
17 42521985 rs4078247 T C Downstream-gene - - 0.999 145 No No
18 42522027 rs4078248 C T Downstream-gene - - 8.703 4 No No
19 42522074 rs35028622 C A Downstream-gene - - 1.735 259 No Yes
20 42522079 rs77827855 G A Downstream-gene - - 0.286 2 No No
21 42522084 rs4078249 C T Downstream-gene - - 3.795 4 No No
22 42522101 rs866408541 C T Downstream-gene - - 5.332 1 No No
23 42522137 rs71184866 C CTGT Downstream-gene - - - 405 No No
24 42522141 - G T Downstream-gene - - 3.167 2 No No
25 42522142 - A G Downstream-gene - - 3.045 2 No No
26 42522312 rs116390392 T C Downstream-gene - - 2.511 413 Yes Yes
27 42522349 rs148648640 T C Downstream-gene - - 0.894 1 Yes Yes
28 42522392 rs28371738 G A Downstream-gene - - 1.136 145 Yes Yes
29 42522464 rs77845838 G A Downstream-gene - - 5.327 7 Yes Yes
30 42522550  rs201759814 G A 3-prime-UTR - - 4.413 41 Yes Yes
31 42522613 rs1135840 G C Missense THRSER  486/498 3.127 261 Yes Yes
32t 42522649  rs141756339 C T Missense ARG,GLN  474/498 11.57 1 Yes No
33% 42522724 rs79392742 G T Missense ALAASP  449/498 32 1 Yes No
34 42522765 rs548264542 G T Intron - - 6.939 1 Yes No
35 42522774  rs772203297 G A Intron - - 1.665 3 Yes No
36 42522846 - C T Intron-near-splice - - 5.595 1 Yes No
37 42522940  rs769157652 C T Missense GLU,LYS  410/498 15.05 1 Yes Yes
38 42522965 rs28371732 C T Synonymous SER 401/498 0.891 2 Yes Yes
39 42523003 rs116917064 A G Intron - - 3.767 368 Yes Yes
40 42523070 rs1009883497 GAC G Intron - - - 1 Yes No
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* Human Genome version 19 was used.
* SeattleSeq Annotation was used to provide functional annotation for the variants.

** The region contains variants positioned between -1619 and 4482 of the NG_008376.3 RefSeq.
“** PharmVar's translation table for Human Genome version 19 was used.

T The haplotype of the allele containing the R474Q change has been determined and designated CYP2D6*138.001 by PharmVar.
F The haplotype of the allele containing the A449D change has been determined and designated CYP2D6*4.028 by PharmVar.
§ The haplotype of the allele containing the R365H change has been determined and designated CYP2D6*139.001 by PharmVar.



