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Table S1. NADPH polymorphisms selected for the association study.

Gene

(Ch) Protein® Polymorphism Function RefSeq Position ?
CA repeat microsatellite mapping 61 ~ AFMA060XC9 74,126,556 -
NCF1 kb from the TSS (D751870) 74,126,902
(Chr7) ~ PA7Phox microsatellite mapping ~ AFMC019YG9 75,377,845 -
CA repeat 1,190 kb 3’ to NCF1 (D752518) 75,378,207
A>C 3" UTR variant 1s796860 183,524,855
G>T Intron 14 15699244 183,525,452
NCE2 T>C Intron 9 1$2296164 183,534,935
(Chr1) ~ PO7-phox T>G Intron 4 rs3818364 183,542,747
A>G Intron 1 1s789192 183,556,291
A>C 5" UTR variant 1$2274065 183,559,704
G>A -184 nt from TSS rs1883112 37,256,846
G>A Intron 1 rs741999 37,259,273
NCF4 G>A Intron 2 r$909484 37,260,601
(Chra) ~ PA0-phox G>A Intron 5 152072706 37,266,979
CT Intron 8 3 152075939 37,271,882
CT Exon 10, silent rs1858 37,273,805
G>A 3 UTR rs1049255 88,709,737
C>T Exon 6, Ala>Val 151049254 88,709,828
CT Exon 4, His>Tyr rs4673 88,713,236
CYBA 92-5hox C>T Intron 1 rs2306422 88,714,559
(Chrle) PP G>A 5 UTR 1s8854 88,718,865
4.51 kb from the TSS
G>A (intronic in the MVD rs3736112 88,722,012
gene)
CYBB G>C Intron 5 rs3935493 37,654,360
(Chr0) gp91-phox T>A Intron 7 rs5963310 37,659,562
G>A 7 kb 3’ to CYBB rs9330580 37,679,803

Chr, chromosome; TSS, transcription start site; UTR, untranslated region; nt, nucleotide; minus sign indicates the
number of nucleotides of the promoter region upstream of the main TSS.

1 UniProtKB/Swiss-Prot nomenclature is used for protein names.

2 Chromosomal position (bp) according to UCSC Genome Browser on Human Feb. 2009 (GRCh37/hgl9)
assembly.

3 The rs2075939 polymorphism can also determine a Pro>Leu missense change in the case of the transcript
variant NM_013416.3 of the NCF4 gene.

All polymorphisms were first tested for their polymorphic content by direct sequencing the relevant fragment in
32 healthy Finnish individuals; those resulted monomorphic are evidenced in gray, whereas the one showing
three alleles (and hence not compatible with the genotype platform we used for genotyping) is evidenced in
gray and it is underlined. These SNPs were not further analyzed.

In the examined population, the D751870 microsatellite showed alleles ranging from 12 to 25 CA repeats,
whereas the D752518 marker from 3 to 14 CA repeats.
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Figure S1. Sex-differential expression of CYBB. Data were retrieved from the GTEx repository
(https://www.gtexportal.org/home/). Boxplots show the expression levels of the CYBB gene measured by RNAseq
experiments in thyroid (153 females, 293 males), bladder (5 females, 6 males), and kidney cortex (9 females, 36
males). Expression values are shown in TPM (Transcripts per Million), calculated for a gene model with different
isoforms collapsed to a single gene. No other normalization steps were applied. Box plots are shown with the
median and 25% and 75% percentiles; points are displayed as outliers if above or below 1.5 times the interquartile
range.



