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Dermot McGovern, Martin Bortĺık, Bart J A Crusius, Maurizio Vecchi,
Marta Artieda, et al. (2013). “Genetic factors conferring an increased
susceptibility to develop Crohn’s disease also influence disease phenotype:
results from the IBDchip European Project”. Gut 62.11, pp. 1556–1565.

Cleynen, Isabelle, Gabrielle Boucher, Luke Jostins, L Philip Schumm,
Sebastian Zeissig, Tariq Ahmad, Vibeke Andersen, Jane M Andrews,
Vito Annese, et al. (2016). “Inherited determinants of Crohn’s disease and



Bibliography 183

ulcerative colitis phenotypes: a genetic association study”. Lancet 387.10014,
pp. 156–167.

Colombel, Jean-Frédéric, William J Sandborn, Paul Rutgeerts, Robert Enns,
Stephen B Hanauer, Remo Panaccione, Stefan Schreiber, Dan Byczkowski,
Ju Li, et al. (2007). “Adalimumab for maintenance of clinical response and
remission in patients with Crohn’s disease: the CHARM trial”. Gastroenterology
132.1, pp. 52–65.

Curran, Mark E, K I T F Lau, Jochen Hampe, Stefan Schreiber, Steven Bridger,
Andrew J S Macpherson, L O N R Cardon, Hakan Sakul, Timothy J R Harris,
et al. (1998). “Genetic Analysis of Inflammatory Bowel Disease in a Large
European Cohort Supports Linkage to Chromosomes 12 and 16”.
Gastroenterology 115, pp. 1066–1071.

Dahle, Maria K, Anders E Myhre, Ansgar O Aasen, and Jacob E Wang (2005).
“Effects of forskolin on Kupffer cell production of interleukin-10 and tumor
necrosis factor alpha differ from those of endogenous adenylyl cyclase activators:
possible role for adenylyl cyclase 9”. Infect. Immun. 73.11, pp. 7290–7296.

Danjou, Fabrice, Magdalena Zoledziewska, Carlo Sidore, Maristella Steri,
Fabio Busonero, Andrea Maschio, Antonella Mulas, Lucia Perseu,
Susanna Barella, et al. (2015). “Genome-wide association analyses based on
whole-genome sequencing in Sardinia provide insights into regulation of
hemoglobin levels”. Nat. Genet. 47.11, pp. 1264–1271.

Davey Smith, George and Gibran Hemani (2014). “Mendelian randomization:
genetic anchors for causal inference in epidemiological studies”. Hum. Mol.
Genet. 23.R1, R89–98.

Daye, Z John, Hongzhe Li, and Zhi Wei (2012). “A powerful test for multiple rare
variants association studies that incorporates sequencing qualities”. Nucleic
Acids Res. 40.8, e60.

DePristo, Mark A, Eric Banks, Ryan Poplin, Kiran V Garimella, Jared R Maguire,
Christopher Hartl, Anthony A Philippakis, Guillermo del Angel,
Manuel A Rivas, et al. (2011). “A framework for variation discovery and
genotyping using next-generation DNA sequencing data”. Nat. Genet. 43.5,
pp. 491–498.

Dendrou, Calliope A, Adrian Cortes, Lydia Shipman, Hayley G Evans,
Kathrine E Attfield, Luke Jostins, Thomas Barber, Gurman Kaur,
Subita Balaram Kuttikkatte, et al. (2016). “Resolving TYK2 locus
genotype-to-phenotype differences in autoimmunity”. Sci. Transl. Med. 8.363,
363ra149–363ra149.

Derkach, Andriy, Jerry F Lawless, and Lei Sun (2013). “Robust and Powerful Tests
for Rare Variants Using Fisher’s Method to Combine Evidence of Association
From Two or More Complementary Tests”. Genet. Epidemiol. 37.1, pp. 110–121.



184 Bibliography

Derkach, Andriy, Theodore Chiang, Jiafen Gong, Laura Addis, Sara Dobbins,
Ian Tomlinson, Richard Houlston, Deb K Pal, and Lisa J Strug (2014).
“Association analysis using next-generation sequence data from publicly available
control groups: The robust variance score statistic”. Bioinformatics 30.15,
pp. 2179–2188.

Dethlefsen, Les, Sue Huse, Mitchell L Sogin, and David A Relman (2008). “The
pervasive effects of an antibiotic on the human gut microbiota, as revealed by
deep 16s rRNA sequencing”. PLoS Biol. 6.11, pp. 2383–2400.

de Vries, A Boudewijn, Marcel Janse, Hans Blokzijl, and Rinse K Weersma (2015).
“Distinctive inflammatory bowel disease phenotype in primary sclerosing
cholangitis”. World J. Gastroenterol. 21.6, pp. 1956–1971.

D’haeseleer, Patrik (2006). “What are DNA sequence motifs?” Nat. Biotechnol.
24.4, pp. 423–425.

Dilthey, Alexander T, Pierre-Antoine Gourraud, Alexander J Mentzer,
Nezih Cereb, Zamin Iqbal, and Gil McVean (2016). “High-Accuracy HLA Type
Inference from Whole-Genome Sequencing Data Using Population Reference
Graphs”. PLoS Comput. Biol. 12.10, e1005151.

Dilthey, Alexander, Charles Cox, Zamin Iqbal, Matthew R Nelson, and
Gil McVean (2015). “Improved genome inference in the MHC using a population
reference graph”. Nat. Genet. 47.6, pp. 682–688.

Duan, Biyan, Richard Davis, Eva L Sadat, Julie Collins, Paul C Sternweis,
Dorothy Yuan, and Lily I Jiang (2010). “Distinct roles of adenylyl cyclase VII in
regulating the immune responses in mice”. J. Immunol. 185.1, pp. 335–344.

Duerr, R H, K D Taylor, S R Brant, J D Rioux, M S Silverberg, M J Daly,
a H Steinhart, C Abraham, M Regueiro, et al. (2006). “A Genome-Wide
Association Study Identifies IL23R as an Inflammatory Bowel Disease Gene”.
Science 314.5804, pp. 1461–1463.

Durbin, Richard (2014). “Efficient haplotype matching and storage using the
positional Burrows-Wheeler transform (PBWT)”. Bioinformatics 30.9,
pp. 1266–1272.

ENCODE Project Consortium (2012). “An integrated encyclopedia of DNA
elements in the human genome”. Nature 489.7414, pp. 57–74.

Eiseman, B, W Silen, G S Bascom, and A J Kauvar (1958). “Fecal enema as an
adjunct in the treatment of pseudomembranous enterocolitis”. Surgery 44.5,
pp. 854–859.

Ellinghaus, David, Luke Jostins, Sarah L Spain, Adrian Cortes, Jörn Bethune,
Buhm Han, Yu Rang Park, Soumya Raychaudhuri, Jennie G Pouget, et al.
(2016). “Analysis of five chronic inflammatory diseases identifies 27 new
associations and highlights disease-specific patterns at shared loci”. Nat. Genet.
48.5, pp. 510–518.



Bibliography 185

Evans, David M and Lon R Cardon (2004). “Guidelines for genotyping in
genomewide linkage studies: single-nucleotide-polymorphism maps versus
microsatellite maps”. Am. J. Hum. Genet. 75.4, pp. 687–692.

Fairfax, Benjamin P, Seiko Makino, Jayachandran Radhakrishnan,
Katharine Plant, Stephen Leslie, Alexander Dilthey, Peter Ellis,
Cordelia Langford, Fredrik O Vannberg, and Julian C Knight (2012). “Genetics
of gene expression in primary immune cells identifies cell type-specific master
regulators and roles of HLA alleles”. Nat. Genet. 44.5, pp. 502–510.

Fairfax, Benjamin P, Peter Humburg, Seiko Makino, Vivek Naranbhai,
Daniel Wong, Evelyn Lau, Luke Jostins, Katharine Plant, Robert Andrews,
et al. (2014). “Innate immune activity conditions the effect of regulatory
variants upon monocyte gene expression”. Science 343.6175, p. 1246949.

Farh, Kyle Kai-How, Alexander Marson, Jiang Zhu, Markus Kleinewietfeld,
William J Housley, Samantha Beik, Noam Shoresh, Holly Whitton, Russell
J H Ryan, et al. (2015). “Genetic and epigenetic fine mapping of causal
autoimmune disease variants”. Nature 518.7539, pp. 337–343.

Feagan, Brian G, Paul Rutgeerts, Bruce E Sands, Stephen Hanauer,
Jean-Frédéric Colombel, William J Sandborn, Gert Van Assche, Jeffrey Axler,
Hyo-Jong Kim, et al. (2013). “Vedolizumab as induction and maintenance
therapy for ulcerative colitis”. N. Engl. J. Med. 369.8, pp. 699–710.

Fisher, Sheila A, Mark Tremelling, Carl A Anderson, Rhian Gwilliam,
Suzannah Bumpstead, Natalie J Prescott, Elaine R Nimmo, Dunecan Massey,
Carlo Berzuini, et al. (2008). “Genetic determinants of ulcerative colitis include
the ECM1 locus and five loci implicated in Crohn’s disease”. Nat. Genet. 40.6,
pp. 710–712.

Ford, D, D F Easton, M Stratton, S Narod, D Goldgar, P Devilee, D T Bishop,
B Weber, G Lenoir, et al. (1998). “Genetic Heterogeneity and Penetrance
Analysis of the BRCA1 and BRCA2 Genes in Breast Cancer Families”. Am. J.
Hum. Genet. 62.3, pp. 676–689.

Franke, Andre, Tobias Balschun, Tom H Karlsen, Jurgita Sventoraityte,
Susanna Nikolaus, Gabriele Mayr, Francisco S Domingues, Mario Albrecht,
Michael Nothnagel, et al. (2008). “Sequence variants in IL10, ARPC2 and
multiple other loci contribute to ulcerative colitis susceptibility”. Nat. Genet.
40.11, pp. 1319–1323.

Franke, Andre, Dermot P B McGovern, Jeffrey C Barrett, Kai Wang,
Graham L Radford-Smith, Tariq Ahmad, Charlie W Lees, Tobias Balschun,
James Lee, et al. (2010). “Genome-wide meta-analysis increases to 71 the
number of confirmed Crohn’s disease susceptibility loci”. Nat. Genet. 42.12,
pp. 1118–1125.



186 Bibliography

Fu, Guoping, Yuhong Chen, James Schuman, Demin Wang, and Renren Wen
(2012). “Phospholipase Cγ2 plays a role in TCR signal transduction and T cell
selection”. J. Immunol. 189.5, pp. 2326–2332.

Fuchsberger, Christian, Jason Flannick, Tanya M Teslovich, Anubha Mahajan,
Vineeta Agarwala, Kyle J Gaulton, Clement Ma, Pierre Fontanillas,
Loukas Moutsianas, et al. (2016). “The genetic architecture of type 2 diabetes”.
Nature 536.7614, pp. 41–47.

GTEx Consortium (2015). “Human genomics. The Genotype-Tissue Expression
(GTEx) pilot analysis: multitissue gene regulation in humans”. Science 348.6235,
pp. 648–660.

Ganna, Andrea, Giulio Genovese, Daniel P Howrigan, Andrea Byrnes,
Mitja I Kurki, Seyedeh M Zekavat, Christopher W Whelan, Mart Kals,
Michel G Nivard, et al. (2016). “Ultra-rare disruptive and damaging mutations
influence educational attainment in the general population”. Nat. Neurosci.
19.12, pp. 1563–1565.

Garner, Chad (2011). “Confounded by sequencing depth in association studies of
rare alleles”. Genet. Epidemiol. 35.4, pp. 261–268.

Genovese, Giulio, Menachem Fromer, Eli A Stahl, Douglas M Ruderfer,
Kimberly Chambert, Mikael Landén, Jennifer L Moran, Shaun M Purcell,
Pamela Sklar, et al. (2016). “Increased burden of ultra-rare protein-altering
variants among 4,877 individuals with schizophrenia”. Nat. Neurosci. 19.11,
pp. 1433–1441.

Gevers, Dirk, Subra Kugathasan, Lee A Denson, Yoshiki Vázquez-Baeza,
Will Van Treuren, Boyu Ren, Emma Schwager, Dan Knights, Se Jin Song, et al.
(2014). “The treatment-naive microbiome in new-onset Crohn’s disease”. Cell
Host Microbe 15.3, pp. 382–392.

Giambartolomei, Claudia, Damjan Vukcevic, Eric E Schadt, Lude Franke,
Aroon D Hingorani, Chris Wallace, and Vincent Plagnol (2014). “Bayesian test
for colocalisation between pairs of genetic association studies using summary
statistics”. PLoS Genet. 10.5, e1004383.

Gibson, Greg (2011). “Rare and common variants: twenty arguments”. Nat. Rev.
Genet. 13.2, pp. 135–145.

Glocker, E O, D Kotlarz, Kaan Boztug, E Michael Gertz, Alejandro A Schäffer,
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