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Supplementary Table 1: Demographic and clinical characteristics 
of the GWAS patients with Behçet’s disease (n=1215). 
  

Characteristic Frequency 
Male / Female, n (%) 664/551 (54.7/45.3) 
Mean age ± SD (range) 39.3 ± 12.1 (13-79) 
Recurrent oral ulcers (%) 100.0 
Genital ulcers (%) 72.7 
Folliculitis (%) 77.9 
Erythema nodosum (%) 50.6 
Pathergy reaction (n=1020) (%) 80.3 
Uveitis (%) 35.4 
Vascular involvement (%) 25.2 
Neurologic involvement (%) 9.0 
Intestinal involvement (%) 1.0 
Positive family history (%) 18.6 
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Supplementary Table 3: Association of GWAS SNPs within selected BD candidate genes.   

       
Gene Chrom Position Most significantly 

associated SNP 
Position P-value* Location 

PTPN221-2 1 114,157,963-114,215,898 rs1217407 114,195,271 0.27 Intronic 
FCRL33 1 155,914,602-155,937,271 rs7522061 155,935,014 0.00083 Coding variant: N28D 
CD284 2 204,279,443-204,310,802 rs1181389 204,283,135 0.091 Intronic 
CTLA44-5 2 204,440,754-204,446,928 rs10497873 204,470,572 0.013 3' of the gene 
SLC11A16-7 2 218,954,996-218,969,861 rs3731863 218,960,452 0.012 Intronic 
TNFA8 6 31,652,271-31,654,091 rs3093668 31,654,474 0.32 3' of gene 
IL17F9 6 52,209,443-52,217,257 rs7771466 52,212,068 0.0078 Intronic 
SUMO410 6 149,763,188-149,763,875 rs237012 149,770,891 0.12 3' of gene 
NOS311 7 150,319,080-150,342,609 rs2373929 150,345,745 0.33 3' of gene 
TLR412 9 119,506,431-119,519,587 rs1927906 119,519,936 0.00080 5' of gene 
MEFV13-14 16 3,232,029-3,246,628 rs224218 3,241,898 0.38 Intronic 
CARD1515 16 49,288,551-49,324,488 rs8057341 49,295,481 0.0044 Intronic 
* Allelic Chi squared P-value      
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Supplementary Figure 1:  The familial birth place origins of BD cases and controls. 
Comparison of the distribution of Turkish region of origin for cases and controls genotyped 
in this study (% cases/% controls). 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Supplementary Figure 2: Probability‐probability plots for detection of population 
stratification. λGC represents the genomic inflation factor, a measure of the deviation of 
the observed probabilities from the expected probabilities. (a) Plot of observed versus 
expected probabilities (Correlation/Trend Test) for 311,459 SNPs meeting quality 
standards (λGC = 1.06). (b) Plot of observed versus expected probabilities 
(Correlation/Trend Test) after correction for 6 principal components (λGC = 1.05). (c) 
Plot of observed versus expected probabilities (Correlation/Trend Test) from (b) after 
removal of MHC region SNPs. (d) Plot of observed versus expected probabilities 
(Correlation/Trend Test) determined without the disease‐associated MHC region SNPs, 
but with correction for 6 principal components (λGC = 1.04). 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Supplementary Figure 3: Linkage disequilibrium structure of SNPs surrounding HLA­B 
and MICA in the Turkish discovery collection. The inclusion of HLA‐B51 genotype as a 
constituent of HLA­B defines an extended LD haplotype which extends across several 
blocks of linkage disequilibrium, and includes the strongest disease‐associated SNP, 
rs2848713 (1190 cases and 1257 controls). 



 9 

 
Supplementary Figure 4: Fine‐mapping of the CPLX1 region.  Regional association plot 
and linkage disequilibrium structure of the disease‐associated region surrounding CPLX1 
showing SNPs genotyped in the genome‐wide analysis (blue) and in the fine‐mapping 
analysis (green). The LD structure of the same region is shown with red filled squares 
linking pairs of markers indicating the intensity of LD by intensity of fill, D’= 1 (intense red) 
to D’ = 0 (no fill). The pink circles represent the most strongly associated marker, 
rs936551. 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Supplementary Figure 5: Locations of BD‐associated IL10 gene region SNPs. The 
most significant disease‐associated SNP, rs1518111, which lies within the second intron, 
forms a disease‐associated haplotype with the two promoter SNPs, rs1800871 and 
rs1800872, along with rs3024490 located in intron 1 (D’ > 0.95, r2 > 0.95 haplotype 
association P = 9.76 E‐09). rs1554286, located in intron 3, was less strongly associated 
with BD. rs3024505 (blue arrow) is associated with ulcerative colitis, systemic lupus 
erythematosus, and type 1 diabetes, but not with BD. 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