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Frekvence DQ2.5, DQ2.2, DQ8 a DQ7.5 heterodimerů u CD pacientů.

Javier Gutierrez-Achury, et al. Fine mapping in the MHC region accounts for 18% additional genetic risk for celiac disease Nature Genetics (2015) 47: 577–578



Málo frekventní haplotypy u CD

… CD pacienti, kteří nejsou DQ2.5, DQ2.2, nebo DQ8, jsou skoro vždy DQ7.5 (DQA1*05, 
DQB1*03:01) pozitivní  ‐ 6% (57/61  celkem z 1008)  
(Karell et al. Hum Immunol. 1998 Mar;59(3):169‐75).

… the binding motif of DQ7.5, which does not include the involvement of charged residues, 
suggests that DQ7.5 restricted gluten epitopes (if they exist) are qualitatively different —
likely without the key role of glutamate residues resulting from transglutaminase 2‐
mediated deamidation as seen for the gluten epitopes characterized to date.
Elin Bergseng, Siri Dørum, Magnus Ø. Arntzen et al.:  Different binding motifs of the celiac disease-
associated HLA molecules DQ2.5, DQ2.2, and DQ7.5 revealed by relative quantitative proteomics of
endogenous peptide repertoires. Immunogenetics (2015) 67: 73–84

CD+ pacient s genotypem: DRB1*12:01, DQA1*05:03, DQB1*03:01 DQ7.5
(DRB1*01:01, DQA1*01:01, DQB1*05:01) 



HLA genotyp a riziko CD

Husby, S. & Murray, J. A. Nat. Rev. 
Gastroenterol. Hepatol. 2014 



HLA a riziko CD
HLA status          Disease risk
DQ2.5 and DQ8 Very high
DQ2.5 (double dose of DQB1*02) Very high
DQ8 High
DQ2.5 (single dose of DQB1*02) High
DQ2.x (double dose of DQB1*02) High
DQ2.x (single dose of DQB1*02) Low
DQX.5 Extremely low
DQX.x Extremely low

437 celiac children and 551 healthy controls
91.1% patients and 29.0% controls carried 
DQ2 and/or DQ8 heterodimers
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HLA haplotypy a riziko CD
Risk category HLA genotypes Absolute HLA risk (%)
Low risk                                   DQ7/DQ7                                     0.0000

DQX/DQX                                    0.0433
DQ7/DQX                                     0.0470      

Intermediate risk                    DQ2.2/DQX                                   0.1661
DQ8/DQ7                                     0.2765
DQ8/DQX                                     0.5326
DQ2.5/DQ8                                  1.5769
DQ2.2/DQ2.2                                1.6366
DQ8/DQ8                                     1.6366
DQ2.5/DQ7                                   2.2587
DQ2.5/DQX                                   2.6194
DQ8/DQ2.2                                   2.9600
DQ2.2/DQ7                                   3.7232

High risk                               DQ2.5/DQ2.2                                 7.7079
DQ2.5/DQ2.5                                12.8137

Jihane Romanos & Cisca Wijmenga: Predicting susceptibility to celiac disease by genetic risk
Profiling. Annals of Gastroenterology and Hepatology. 2010;1(1):11-18.

Celkový počet pacientů s CD 530, kontrolní skupina 582



HLA genotyp u pacientů s CD
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Málo frekventní haplotypy u CD

Haplotyp (DR9) DQA1*03 – DQB1*03:03 (DQ9)
Bodd M, Tollefsen S, Bergseng E, et al. Evidence that HLA-DQ9 confers risk to celiac disease by 
presence of DQ9-restricted gluten-specific T cells. Hum Immunol (2012) 73:376-381.

DRB1*03 , DQA1*05 , DQB1*02 
DRB1*11, DQA1*05 , DQB1*03:02 
F. Megiorni et al. / Human Immunology 70 (2009) 55-59

CD+ pacient: DQA1*05:05, DQB1*03:02
DQA1* 04:01, DQB1* 04:02

Kooy-Winkelaar Y. et al. The Journal of Immunology, 2011, 187: 5123–5129.
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