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Genomics Core

Head: Dr loannis Ragoussis

Caluseriu O., Mirza G., Ragoussis J., Chow E. W., MacCrimmon D., and Bassett A. S. (2006).
Schizophrenia in an adult with 6p25 deletion syndrome. Am J Med Genet A 140: 1208-13.

Elvidge G. P., Glenny L., Appelhoff R. J., Ratcliffe P. J., Ragoussis J*., and Gleadle J. M. (2006).
Concordant regulation of gene expression by hypoxia and 2-oxoglutarate-dependent dioxygenase
inhibition: the role of HIF-1alpha, HIF-2alpha, and other pathways. J Biol Chem 281: 15215-26.
*co-corresponding author

Lai M. |, Jiang J., Silver N., Best S., Menzel S., Mijovic A., Colella S., Ragoussis J., Garner C.,
Weiss M. J., and Thein S. L. (2006). alpha-Haemoglobin stabilising protein is a quantitative trait
gene that modifies the phenotype of beta-thalassaemia. Br J Haematol 133: 675-82.

Laun K., Coggill P., Palmer S., Sims S., Ning Z., Ragoussis J., Volpi E., Wilson N., Beck S.,
Ziegler A., and Volz A. (2006). The Leukocyte Receptor Complex in Chicken Is Characterized by
Massive Expansion and Diversification of Immunoglobulin-Like Loci. PLoS Genet 2: e73.

Lonie L., Porter D. E., Fraser M., Cole T., Wise C., Yates L., Wakeling E., Blair E., Morava E.,
Monaco A. P., and_Ragoussis J. (2006). Determination of the mutation spectrum of the
EXT1/EXT2 genes in British Caucasian patients with multiple osteochondromas, and exclusion of
six candidate genes in EXT negative cases. Hum Mutat 27: 1160.

Reviews

Ragoussis J., Elvidge G. P., Kaur K., and Colella S._(2006). Matrix-assisted laser
desorption/ionisation, time-of-flight mass spectrometry in genomics research. PLoS Genet 2:
€100.

Ragoussis J., and Elvidge G. (2006). Affymetrix GeneChip system: moving from research to the
clinic. Expert Rev Mol Diagn 6: 145-52.

Ragoussis, J. (2006) Genotyping systems for all. Drug Discovery Today: Technologies: in press
Books/Book chapters/Book Reviews/Editorials
Markie, D. and Ragoussis J. Mitotic recombination of yeast artificial chromosomes (2" edition).

Methods in Mol. Biol. 2005 (in press)

Ragoussis J, Field S and Udalova I. Quantitative profiling of protein-DNA binding on microarrays.
Methods in Mol. Biol. 2005 (in press)

Ragoussis J., Field S., and Udalova I. A. (2006b). Quantitative profiling of protein-DNA binding on
microarrays. Methods Mol Biol 338: 261-80. Previously in press

Field S., Udalova I., and Ragoussis J. (2006). Accuracy and reproducibility of protein-DNA
microarray technology. Adv Biochem Eng Biotechnol in press.
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Dr G Elvidge

Elvidge G. (2006). Microarray expression technology: from start to finish. Pharmacogenomics 7:
123-34. —previously in press

Elvidge GP, Price TS, Glenny L and Ragoussis J. Development and evaluation of real
competitive PCR for high-throughput quantitative applications. Anal Biochem 339: 231-41, 2005.

Reviews
Ragoussis J., Elvidge G. P., Kaur K., and Colella S._ (2006). Matrix-assisted laser

desorption/ionisation, time-of-flight mass spectrometry in genomics research. PLoS Genet 2:
e100.

Ragoussis J., and Elvidge G. (2006). Affymetrix GeneChip system: moving from research to the
clinic. Expert Rev Mol Diagn 6: 145-52.

Dr S Collela

Simeone A. M., Colella S., Krahe R., Johnson M. M., Mora E., and Tari A. M. (2006). N-(4-
Hydroxyphenyl)retinamide and nitric oxide pro-drugs exhibit apoptotic and anti-invasive effects
against bone metastatic breast cancer cells. Carcinogenesis 27: 568-77.

Lai M. 1., Jiang J., Silver N., Best S., Menzel S., Mijovic A., Colella S., Ragoussis J., Garner C.,
Weiss M. J., and Thein S. L. (2006). alpha-Haemoglobin stabilising protein is a quantitative trait
gene that modifies the phenotype of beta-thalassaemia. Br J Haematol 133: 675-82.

Reviews
Ragoussis J., Elvidge G. P., Kaur K., and Colella S. (2006). Matrix-assisted laser

desorption/ionisation, time-of-flight mass spectrometry in genomics research. PLoS Genet 2:
e100.

Molecular Cytogenetics & Microscopy Core

Head: Dr Emanuela Volpi

Laun K, Coggill P, Palmer S, Sims S, Ning Z, Ragoussis J, Volpi E, Wilson N, Beck S, Ziegler A,
Volz A. The leukocyte receptor complex in chicken is characterized by massive expansion and
diversification of immunoglobulin-like loci. PLoS Genetics, 2: €73, 2006.

Wilson ND, Ross LJN, Crow TJ, Volpi EV. PCDH11 is X/Y homologous in Homo sapiens but not
in Gorilla gorilla and Pan troglodytes. Cytogenet Genome Res, 114: 137-139, 2006.

Wilson ND, Ross LJN, Mott R, Crow TJ, Volpi EV. Replication profile of PCDH11X and
PCDH11Y, a gene pair located in the non-pseudoautosomal homologous region Xq21.3/Yp11.2.
Submitted, 2006.
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Books/Book chapters/Book Reviews/Editorials

Moralli D, Jefferson A, Simpson K, Volpi E, Larin Monaco Z. The centromere organisation and
chromatin assembly on gene expressing HACs. International Cytogenetics and Genome Society
Meeting 2006.

Suliman S, Wilson, Wass J, Volpi E, Karpe F, Gloyn AL. A novel autosomal dominant form of

insulin resistance (IR) and polycystic ovarian syndrome (PCOS) resulting from a balanced
translocation. Genomics of Hyperglycaemia Meeting 2006.

Dr A Jefferson — group member

Books/Book chapters/Book Reviews/Editorials

Bioinformatics and Statistical Genetics Core

Head: Professor Richard Mott

Mott R. (2006) Finding the molecular basis of complex genetic variation in humans and mice.
Philos Trans R Soc Lond B Biol Sci. 361(1467):393-401. REVIEW

Fiddy S, Cattermole D, Xie D, Duan XY, Mott R. (2006) An integrated system for genetic analysis.
BMC Bioinformatics. 2006 7:210.

Valdar W, Flint J, Mott R (2006) Simulating the collaborative cross: power of QTL detection and
mapping resolution in large sets of recombinant inbred strains of mice. Genetics 172(3):1783-97.

Dr Richard Copley

Bourlat SJ, Juliusdottir T, Lowe C, Gerhart J, Freeman R, Aronowicz J, Kirschner M, Lander ES,
Thorndyke M, Nakano H, Moroz L, Heyland A, Copley RR, Telford MJ. Phylogeny of all major
deuterostome groups reveals the new phylum Xenoturbellida and monophyletic chordates
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Nature, in press

Webster BL, Copley RR*, Jenner RA, Mackenzie-Dodds JA, Bourlat SJ, Littlewood DTJ, Telford
MJ. Mitogenomics and phylogenomics reveal priapulid worms as extant models of the ancestral
ecdysozoan Evol Dev, 8:502-510 [* joint first author]

Matus MQ, Copley RR, Dunn CW, Hejnol A, Eccleston H, Halanych KM, Martindale, MQ, Telford
MJ. (2006) Curr Biol 16:R575-6 Broad taxon and gene sampling indicate that Chaetognaths are
protostomes

Letunic I, Copley RR, Pils B, Pinkert S, Schultz J, Bork P (2006) Nucleic Acids Res. 34(Database
issue):D257-60 SMART 5: domains in the context of genomes and networks.

Willis-Owen SA, Shifman S, Copley RR, Flint J (2006) Mol Psychiatry 11:121-122 DCNP1: a
novel candidate gene for major depression

Dr Andrew Morris

Morris AP (2006). A flexible Bayesian framework for modeling haplotype association with
disease allowing for dominance effects of the underlying causative variants. American Journal of
Human Genetics 79: 679-694.

Evans D, Morris AP, Cardon LR, Sham PC (2006). A note on the power to detect transmission

distortion in parent-child trios via the transmission disequilibrium test. Behaviour Genetics (in
press).

Dr Jordana Tzenova-Bell

Shifman S, Tzenova-Bell J, Copley RR, Taylor MS, Williams RW, Mott R, Flint J (2006) A high
resolution single nucleotide polymorphism genetic map of the mouse genome PLoS Biol, in press

Tosh K, Ravikumar M, Tzenova-Bell J, Meisner S, Hill AVS, and Pitchappan R. 2006. Variation in
MICA and MICB genes and enhanced susceptibility to leprosy in South India. Human Molecular
Genetics, in press.

Herrera BM, Cader ZM, Dyment DA, Tzenova-Bell J, Ramagopalan SV, Lincoln MR, Orton SM,
Chao MJ, Sadovnick AD, Ebers GC. 2006. Follow-up investigation of twelve proposed linkage
regions in multiple sclerosis. Genes and Immunity, in press.

Tzenova-Bell J, Wallace C, Dobson R, Wiltshire S, Mein C, Pembroke J, Brown M, Clayton D,
Samani N, Dominiczak A, Webster J, Lathrop M, Connell J, Munroe P, Caulfield M, and Farrall
M. 2006. Two-dimensional genome-scan reveals novel epistatic loci for essential hypertension.
Human Molecular Genetics 15(8):1365-1374.

Wiltshire S, Tzenova-Bell J, Groves CJ, Dina C, Hattersley AT, Frayling TM, Walker M, Hitman
GA, Vaxillaire M, Farrall M, Froguel P and McCarthy MI. 2006. Epistasis Between Type 2
Diabetes Susceptibility Loci on Chromosomes 1921-25 and 10g23-26 in Northern Europeans.
Annals of Human Genetics, 70(Pt 6):726-37. $ These authors contributed equally to the
manuscript.
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Dr Denise Brocklebank

Andresen JM, Gayan J, Cherny SS, Brocklebank D, Alkorta-Aranburu G, Addis EA, Cardon LR,
Housman DE, Wexler NS. (2006) Replication of twelve association studies for Huntington's
disease residual age of onset in large Venezuelan kindreds. J Med Genet. 2006 Oct 3 [Epub
ahead of print];

Dr Martin Taylor

Taylor MS, Kai C, Kawai J, Carninci P, Hayashizaki Y, Semple CAM. Heterotachy in mammalian
promoter evolution. PLoS Genetics. 2006 Apr 28;2(4):e30.

Smyth IM, Wilming L, Lee AW, Taylor MS, Gautier P, Barlow K, Wallis J, Martin S, Glithero R,
Phillimore B, Pelan S, Andrew R, Holt K, Taylor R, McLaren S, Burton J, Bailey J, Sims S,
Squares J, Plumb B, Joy A, Gibson R, Gilbert J, Hart E, Laird G, Loveland J, Mudge J, Steward
C, Swarbreck D, Harrow J, North P, Leaves N, Greystrong J, Coppola M, Manjunath S, Campbell
M, Smith M, Strachan G, Tofts C, Boal E, Cobley V, Hunter G, Kimberley C, Thomas D, Cave-
Berry L, Weston P, Botcherby MR, White S, Edgar R, Cross SH, Irvani M, Hummerich H,
Simpson EH, Johnson D, Hunsicker PR, Little PF, Hubbard T, Campbell RD, Rogers J, Jackson
IJ. Genomic Anatomy of the TYRP1 (brown) Deletion Complex. PNAS. 103(10):3704-9

Taylor MS, Copley RR. Comparative genomics. In 'Bioinformatics for Geneticists (2nd edition)'
(edited by Michael R. Barnes and lan C. Gray. Wiley. In press. REVIEW

Dr Jen Taylor

Chittenden, TW, Sherman JA, Xong F, Hall AE, Lanahan A, Taylor JM, Duan H, Peariman J,
Moore JH, Schwartz S, Simons M (2006) Transcription profiling in coronary artery disease:
indications for novel markers of coronary collateralization. Circulation 114(17):1811-20

Paracchini S, Thomas A, Castro S, Lai C, Paramasivam M, Wang Y, Keating BJ, Taylor JM,
Hacking DF, Scerri T, Francks C, Richardson AJ, Wade-Martins R, Stein JF, Knight JC, Copp AJ,
Loturco J, Monaco AP. (2006) The chromosome 6p22 haplotype associated with dyslexia
reduces the expression of KIAA0319, a novel gene involved in neuronal migration. Hum Mol
Genet. 15(10):1659-66.

Dr William Valdar

Orton S, Herrera BM, Yee IM, Valdar W, Sadovnick AD, Ebers GC (2006) Increasing sex ratio of
multiple sclerosis in Canada. Lancet Neurology (in press).

Research Groups — Neurogenetics & Psychiatric Genetics

Professor George Ebers

Dyment DA, Yee IML, Ebers GC, Sadovnick AD for the Canadian Collaborative Study Group.
Multiple sclerosis in stepsiblings: recurrence risk and ascertainment. J Neurol Neurosurg
Psychiatry (2006) 77(2):258-259.
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DelLuca GC, Williams K, Evangelou N, Ebers GC, Esiri MM. The contribution of demyelination to
axonal loss in multiple sclerosis. Brain (2006) 129:1507-1516.

Ebers GC. William Osler (1849-1919). J Neurol (2006) 253(1):127-128.

Ebers GC. Epstein-Barr virus infection and risk for MS — comment. Journal Watch Neurology
2006, 8(5): 35.

Herrera BM, Cader MZ, Dyment DA, Tzenova-Bell J, Ramagopalan S, Lincoln MR, Orton S,
Chao M, Sadovnick AD, Ebers GC. Follow-up investigation of twelve proposed linkage regions in
multiple sclerosis. Genes and Immunity 2006; doi:10.1038/sj.gene.6364308.

Kremenchutzky M, Rice GPA, Baskerville J, Wingerchuk DM, Ebers GC. The natural history of
multiple sclerosis: a geographically based study IX. Observations on the progressive phase of the
disease. Brain (2006) 129(Pt 3): 584-594.

Saarela J, Kallio S, Chen D, Montpetit A, Jokiaho A, Eva Choi, Asselta R, Bronnikov D, Lincoln
M, Sadovnick, AD, Tienari P, Koivisto K, Palotie A, Ebers GC , Hudson TJ, Peltonen L. PRKCA
shows association to multiple sclerosis in two populations. PLoS-Genet (2006) 2(3, e42):0364-
0375.

Willer CJ, Herrera B, Morrison KM, Sadovnick AD, Ebers GC, for the Canadian Collaborative
Study on Genetic Susceptibility to Multiple Sclerosis. Association between microchimerism and
multiple sclerosis. J Neuroimmun (2006) 179(1-2):145-151.

In Press

Ebers, G. Disease evolution in multiple sclerosis. (J Neurol)

Filippini G and Ebers GC. Multiple sclerosis and optic neuritis, in “Evidence-based Neurology and
Neurosurgery”. Ed. Candelise L, et al. (Blackwell Publishing Ltd, Oxford)

Orton, SM, Herrera BM, Yee IM, Sadovnick AD, Ebers GC. Increasing sex ratio of multiple
sclerosis in Canada. (Lancet Neurology)

Dr Simon Fisher

Fisher SE, Marcus GF. The eloquent ape: genes, brains and the evolution of language. Nature
Rev Genet 7: 9-20, 2006.

Fisher SE, Francks C. Genes, cognition and dyslexia: learning to read the genome. Trends Cogn
Sci 10: 250-257, 2006.

Fisher SE. Tangled webs: tracing the connections between genes and cognition. Cognition 101:
270-297, 2006

Vernes SC, Nicod J, Elahi FM, Coventry JA, Kenny N, Coupe A-M, Bird LE, Davies KE, Fisher
SE. Functional genetic analysis of mutations implicated in a human speech and language
disorder. Hum Mol Genet doi:10.1093/hmg/ddI392 published online Sept 19th 2006

Ogdie MN, Bakker SC, Fisher SE, Francks C, Yang MH, Cantor RM, Loo SK, van der Meulen E,
Pearson P, Buitelaar J, Monaco A, Nelson SF, Sinke RJ, Smalley SL. Pooled genome-wide
linkage data on 424 ADHD ASPs suggests genetic heterogeneity and a common risk locus at
5p13. Mol Psychiatry 11: 5-8, 2006.
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White SA, Fisher SE, Geschwind DH, Scharff C, Holy TE. Singing mice, songbirds, and more:
models for FOXP2 function and dysfunction in human speech and language. J Neurosci
26:10376-10379, 2006. in press

Book/book chapters

Fisher SE. How can animal studies help to uncover the roles of genes implicated in human
speech and language disorders? In: Transgenic and Knockout Models of Neuropsychiatric
Disorders (eds. Fisch GS, Flint, J) 127-149 (Humana press, USA) 2006.

Professor Jonathan Flint

Leygraf A, Hohoff C, Freitag C, Willis-Owen SA, Krakowitzky P, Fritze J, Franke P, Bandelow B,
Fimmers R, Flint J, Deckert J (2006) Rgs 2 gene polymorphisms as modulators of anxiety in
humans? J Neural Transm (epub)

Surtees PG, Wainwright NW, Willis-Owen SA, Sandhu MS, Luben R, Day NE, Flint J (2006b) The
brain-derived neurotrophic factor Val66Met polymorphism is associated with sense of coherence
in a non-clinical community sample of 7335 adults. J Psychiatr Res (epub)

Surtees PG, Wainwright NW, Willis-Owen SA, Sandhu MS, Luben R, Day NE, Flint J (2006¢) No
association between the BDNF Val66Met polymorphism and mood status in a non-clinical
community sample of 7389 older adults. J Psychiatr Res (epub)

Aitman TJ, Dong R, Vyse TJ, Norsworthy PJ, Johnson MD, Smith J, Mangion J, Roberton-Lowe
C, Marshall AJ, Petretto E, Hodges MD, Bhangal G, Patel SG, Sheehan-Rooney K, Duda M,
Cook PR, Evans DJ, Domin J, Flint J, Boyle JJ, Pusey CD, Cook HT (2006) Copy number
polymorphism in Fcgr3 predisposes to glomerulonephritis in rats and humans. Nature 439:851-
855

Keays DA, Clark TG, Flint J (2006) Estimating the number of coding mutations in genotypic- and
phenotypic-driven N-ethyl-N-nitrosourea (ENU) screens. Mamm Genome 17:230-238

Munafo MR, Thiselton DL, Clark TG, Flint J (2006) Association of the NRG1 gene and
schizophrenia: a meta-analysis. Mol Psychiatry 11:539-546

Solberg LC, Valdar W, Gauguier D, Nunez G, Taylor A, Burnett S, Arboledas-Hita C, Hernandez-
Pliego P, Davidson S, Burns P, Bhattacharya S, Hough T, Higgs D, Klenerman P, Cookson WO,
Zhang Y, Deacon RM, Rawlins JN, Mott R, Flint J (2006) A protocol for high-throughput
phenotyping, suitable for quantitative trait analysis in mice. Mamm Genome 17:129-146

Surtees PG, Wainwright NW, Willis-Owen SA, Luben R, Day NE, Flint J (2006a) Social adversity,
the serotonin transporter (5-HTTLPR) polymorphism and major depressive disorder. Biol
Psychiatry 59:224-229

Valdar W, Flint J, Mott R (2006a) Simulating the collaborative cross: power of quantitative trait
loci detection and mapping resolution in large sets of recombinant inbred strains of mice.
Genetics 172:1783-1797

Valdar W, Solberg LC, Gauguier D, Burnett S, Klenerman P, Cookson WO, Taylor MS, Rawlins
JN, Mott R, Flint J (2006b) Genome-wide genetic association of complex traits in heterogeneous
stock mice. Nat Genet 38:879-887
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Valdar W, Solberg LC, Gauguier D, Cookson WO, Rawlins NJ, Mott R, Flint J (2006c) Genetic
and environmental effects on complex traits in mice. Genetics (epub)

Willis-Owen SA, Flint J (2006a) The genetic basis of emotional behaviour in mice. Eur J Hum
Genet 14:721-728

Willis-Owen SA, Shifman S, Copley RR, Flint J (2006) DCNP1: a novel candidate gene for major
depression. Mol Psychiatry 11:121-122

Books/Book chapters/Book Reviews/Editorials

Willis-Owen SA, Flint J (2006b) Identifying the genetic determinants of emotionality in humans;
insights from rodents. Neurosci Biobehav Rev Flint J, Munafo MR (2006) The endophenotype
concept in psychiatric genetics. Psychol Med:1-18

Dr Sam Knight

Koolen DA, Vissers LELM, Pfundt R, de Leeuw N, Knight SJL, Regan R, Kooy F, Reyniers E, Romano
C, Fichera M, Schinzel A, Baumer A, Anderlid BM, Schoumans J, Knoers NV, v. Kessel AG,
Sistermans EA, Veltman JA, Brunner HG, de Vries BBA. A New Frequent Microdeletion Syndrome
due to a 17g21.31 deletion encompassing the MAPT gene, associated with a common inversion
polymorphism, Nature Genetics. 38:999-1001, 2006.

Sharp AJ, Hansen S, SelzerR, ChengZ, Regan R, HurstJA, Stewart H, Blair E, Hennekam RC,
Fitzpatrick CA, Segraves R, Richmond TA, Guiver C, Eis P, Schwartz S, Albertson DG, Pinkel D, Knight
SJL, and Eichler EE. Discovery of Novel Genomic Disorders from the Duplication Architecture of the
Human Genome, Nature Genetics. 38:1038-1042, 2006.

Knight S.J.L. and Regan R. Idiopathic Learning Disability and Genome Imbalance. Cytogenetic and
Genome Research, in press.

Professor Anthony Monaco

Blasi F, Bacchlli E, Carone S, Toma C, Monaco AP, Bailey AJ, Maestrini E and the International
Molecular Genetic Study of Autism Consortium (IMGSAC). SLC25A12 and CMYAS3 gene variants
are not associated with autism in the IMGSAC multiplex family sample. Eur J Hum Genet 2006;
14:123-126.

Ogdie MN, Bakker SC, Fisher SE, Francks C, Yang M, Cantor R, Loo SK, van der Meulen E,
Pearson P, Buitelaar J, Monaco A, Nelson SF, Sinke RJ, Smalley SL. Pooled genome-wide
linkage data on 424 ADHD ASPs suggests genetic heterogeneity and a common risk locus at
5p13. Mol Psychiatry 2006; 11(1):5-8.

Howell GJ, Holloway ZG, Cobbold C, Monaco AP, Ponnambalam S. Cell biology of membrane
trafficking in human disease. Int Rev Cytol 2006; 252:1-69.

Paracchini S, Thomas A, Castro S, Lai C, Paramasivam M, Wang Y, Keating BJ, Taylor JM,
Hacking DF, Scerri T, Francks C, Richardson AJ, Wade-Martins R, Stein JF, Knight J, Copp AJ,
LoTurco J, Monaco AP. The chromosome 6p22 haplotype associated with dyslexia reduces the
expression of KIAA0319, a novel gene involved in neuronal migration. Hum Molec Genet 2006;
15(10):1659-66.

Blasi F, Bacchelli E, Pesaresi G, Carone S, Bailey AJ, Maestrini E, and the International
Molecular Genetic Study of Autism Consortium (IMGSAC). Absence of coding mutations in the X-
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linked genes Neuroligin 3 and Neuroligin 4 in individuals with autism from the IMGSAC collection.
Am J Med Genet B Neuropsychiatr Genet. 2006; 141(3):220-221.

Parr JR, Lamb JA, Bailey AJ, Monaco AP. Response to paper by Molloy et al., Linkage on 21q
and 7q in autism subset with regression. Mol Psychiatry 2006; 11(7):617-619.

Flint JA, Monaco AP. Focus on behavioural genetics. Eur J Hum Genet 2006; 14(6):647-648.

Harold D, Paracchini S, Scerri T, Dennis M, Cope N, Hill G, Moskvina V, Walter J, Richardson AJ,
Owen MJ, Stein JF, Green ED, O’Donovan MC, Williams J, Monaco AP. Further evidence that
the KIAA0319 gene confers susceptibility to developmental dyslexia. Mol Psychiatry 2006;(epub
10 Oct).

Other publications
Lonie L, Porter DE, Fraser M, Cole T, Wise C, Yates L, Wakling E, Blair E, Morava E, Monaco
AP, Ragoussis J. Determination of the mutation spectrum of the EXT1/EXT2 genes in British

Caucasian patients with multiple osteochondromas, and exclusion of of six candidate genes in
EXT negative cases. Hum Mutat 2006; 27(11):1160.

Dr Richard Wade-Martins

Fountaine, T.M. and Wade-Martins, R. (2006) RNAi-mediated knockdown of a-synuclein protects
cells from neurotoxic insult. Journal of Neuroscience Research, in press.

Gomez-Sebastian, S., Gimenez-Cassina, A., Diaz-Nido, J. Lim, F. and Wade-Martins, R. (2006)
Infectious delivery and expression of a 135 kb human FRDA genomic DNA locus complements
Friedreich's ataxia deficiency in human cells. Molecular Therapy, in press.

Hibbitt, O.C. and Wade-Martins, R. (2006) Delivery of large genomic DNA inserts >100 kb using
HSV-1 amplicons. Current Gene Therapy 6(3):325-36.

Other publications
Moralli, D., Simpson, K., Wade-Martins, R. and Larin Monaco, Z. (2006) Infectious delivery of
human artificial chromosomes using Herpes Simplex type 1 vectors. EMBO Rep. (9):911-918.

Paracchini, S, Thomas, A., Castro, S., Lai, C., Murugan, P., Wang, Y., Keating, B.J., Taylor, J.M.,
Hacking, D.F., Scerri, T., Franks, C., Richardson, A.J., Wade-Martins, R., Stein, J.F., Knight, J.C.,
Copp, A.J., LoTurco, J. and Monaco, A.P. (2006) The chromosome 6p22 haplotype associated
with dyslexia reduces the expression of KIAA0319, a novel gene involved in neuronal migration.
Hum Mol Genet. 15:1659-66.

Books/book chapters

Lawler, S.E., Saeki, Y., Chiocca, E.A. and Wade-Martins, R. (2006) iBAC technologies for
neurological disease. In Gene Therapy for Neurological Disorders (P.R. Lowenstein and M.G.
Castro, Eds) pp. 59-73. Taylor and Francis, New York.
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Research Groups — Immunity & Inflammation

Professor Adrian Hill

Hill AV (2006). Pre-erythrocytic malaria vaccines: towards greater efficacy. Nature Reviews.
Immunology 6:21-32.

Dunachie SJ, Walther M, Vuola JM, Webster DP, Keating SM, Berthoud T, Andrews L, Bejon P,
Poulton I, Butcher G, Watkins K, Sinden RE, Leach A, Moris P, Tornieporth N, Schneider J,
Dubovsky F, Tierney E, Williams J, Gray Heppner D Jr, Gilbert SC, Cohen J, Hill AV (2006). A
clinical trial of prime-boost immunisation with the candidate malaria vaccines RTS,S/AS02A and
MVA-CS. Vaccine 24:2850-9.

Webster DP, Dunachie S, McConkey S, Poulton |, Moore AC, Walther M, Laidlaw SM, Peto T,
Skinner MA, Gilbert SC, Hill AV (2006). Safety of recombinant fowlpox strain FP9 and modified
vaccinia virus Ankara vaccines against liver-stage P. falciparum malaria in non-immune
volunteers. Vaccine 24:3026-3034.

Chapman SJ, Khor CC, Vannberg FO, Maskell NA, Davies CW, Hedley EL, Segal S, Moore CE,
Knox K, Day NP, Gillespie SH, Crook DW, Davies RJ, Hill AV (2006). PTPN22 and invasive
bacterial disease. Nature Genetics 38:499-500.

Flanagan KL, Plebanski M, Odhiambo K, Sheu E, Mwangi T, Gelder C, Hart K, Kortok M, Lowe B,
Robson KJ, Marsh K, Hill AV (2006). Cellular reactivity to the P. falciparum protein TRAP in adult
Kenyans: novel epitopes, complex cytokine patterns, and the impact of natural antigenic variation.
American Journal of Tropical Medicine and Hygiene 74:367-75.

Bejon P, Peshu N, Gilbert SC, Lowe BS, Molyneux CS, Forsdyke J, Lang T, Hill AV, Marsh K
(2006). Safety profile of the viral vectors of attenuated fowlpox strain FP9 and modified vaccinia
virus Ankara recombinant for either of 2 preerythrocytic malaria antigens, ME-TRAP or the
circumsporozoite protein, in children and adults in Kenya. Clinical Infectious Diseases 42:1102-
10.

Lee EA, Flanagan KL, Minigo G, Reece WH, Bailey R, Pinder M, Hill AV, Plebanski M (2006).
Dimorphic Plasmodium falciparum merozoite surface protein-1 epitopes turn off memory T cells
and interfere with T cell priming. European Journal of Immunology. 36:1168-78.

Bejon P, Mwacharo J, Kai OK, Todryk S, Keating S, Lang T, Gilbert SC, Peshu N, Marsh K, Hill
AV (2006). Immunogenicity of the candidate malaria vaccines FP9 and modified vaccinia virus
Ankara encoding the pre-erythrocytic antigen ME-TRAP in 1-6 year old children in a malaria
endemic area. Vaccine 24:4709-15.

Walther M, Thompson FM, Dunachie S, Keating S, Todryk S, Berthoud T, Andrews L, Andersen
RF, Moore A, Gilbert SC, Poulton I, Dubovsky F, Tierney E, Correa S, Huntcooke A, Butcher G,
Williams J, Sinden RE, Hill AV (2006). Safety, Immunogenicity, and Efficacy of Prime-Boost
Immunization with Recombinant Poxvirus FP9 and Modified Vaccinia Virus Ankara Encoding the
Full-Length Plasmodium falciparum Circumsporozoite Protein. Infection and Immunity 74:2706-
16.

Cooke GS, Campbell SJ, Sillah J, Gustafson P, Bah B, Sirugo G, Bennett S, McAdam KP, Sow
O, Lienhardt C, Hill AVS. (2006). Polymorphism within the interferon-gamma/receptor complex is
associated with pulmonary tuberculosis. American Journal of Respiratory and Critical Care
Medicine 174:339-43.
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Frodsham AJ, Zhang L, Dumpis U, Taib NA, Best S, Durham A, Hennig BJ, Hellier S, Knapp S,
Wright M, Chiaramonte M, Bell JI, Graves M, Whittle HC, Thomas HC, Thursz MR, Hill AVS
(2006). Class Il cytokine receptor gene cluster is a major locus for hepatitis B persistence.
Proceeding of the National Academy of Sciences USA. 103:9148-53.

Tosh K, Campbell SJ, Fielding K, Sillah J, Bah B, Gustafson P, Manneh K, Lisse |, Sirugo G,
Bennett S, Aaby P, McAdam KP, Bah-Sow O, Lienhardt C, Kramnik I, Hill AVS. (2006). Variants
in the SP110 gene are associated with genetic susceptibility to tuberculosis in West Africa.
Proceeding of the National Academy of Sciences USA. 103(27):10364-8.

Imoukhuede EB, Berthoud T, Milligan P, Bojang K, Ismaili J, Keating S, Nwakanma D, Keita S,
Njie F, Sowe M, Todryk S, Laidlaw SM, Skinner MA, Lang T, Gilbert S, Greenwood BM, Hill AVS
(2006). Safety and immunogenicity of the malaria candidate vaccines FP9 CS and MVA CS in
adult Gambian men. Vaccine. 24(42-43):6526-33.

Bejon P, Kai OK, Mwacharo J, Keating S, Lang T, Gilbert SC, Peshu N, Marsh K,_Hill AVS.
(2006) Alternating vector immunizations encoding pre-erythrocytic malaria antigens
enhance memory responses in a malaria endemic area. European Journal of Immunology
36:2264-72.

Ibanga HB, Brookes RH, Hill PC, Owiafe PK, Fletcher HA, Lienhardt C, Hill AV, Adegbola RA,
McShane H (2006). Early clinical trials with a new tuberculosis vaccine, MVA85A, in tuberculosis-
endemic countries: issues in study design. Lancet Infectious Diseases 6:522-8.

Cooke GS, Tosh K, Ramaley PA, Kaleebu P, Zhuang J, Nakiyingi JS, Watera C, Gilks CF,
French N, Whitworth JA, Hill AVS. (2006) A polymorphism that reduces RANTES expression is
associated with protection from death in HIV-seropositive Ugandans with advanced disease.
Journal of Infectious Diseases. 194:666-9.

Li S, Locke E, Bruder J, Clarke D, Doolan DL, Havenga MJ, Hill AV, Liljestrom P, Monath TP,
Naim HY, Ockenhouse C, Tang DC, Van Kampen KR, Viret JF, Zavala F, Dubovsky F.(2006)
Viral vectors for malaria vaccine development. Vaccine. 2006 Aug 1; [Epub ahead of print].

Tosh K, Ravikumar M, Bell JT, Meisner S, Hill AV, Pitchappan R. (2006) Variation in MICA and
MICB genes and enhanced susceptibility to paucibacillary leprosy in South India. Human
Molecular Genetics 15:2880-7.

Bejon P, Keating S, Mwacharo J, Kai OK, Dunachie S, Walther M, Berthoud T, Lang T, Epstein J,
Carucci D, Moris P, Cohen J, Gilbert SC, Peshu N, Marsh K, Hill AVS. (2006) Early gamma
interferon and interleukin-2 responses to vaccination predict the late resting memory in malaria-
naive and malaria-exposed individuals. Infection and Immunity 74:6331-8.

Dunachie SJ, Walther M, Epstein JE, Keating S, Berthoud T, Andrews L, Andersen RF, Bejon P,
Goonetilleke N, Poulton |, Webster DP, Butcher G, Watkins K, Sinden RE, Levine GL,
Richie TL, Schneider J, Kaslow D, Gilbert SC, Carucci DJ, Hill AVS. (2006) A DNA prime-
modified vaccinia virus Ankara boost vaccine encoding thrombospondin-related adhesion protein
but not circumsporozoite protein partially protects healthy malaria-naive adults against
Plasmodium falciparum sporozoite challenge. Infection and Immunity 74:5933-42.

Walther M, Woodruff J, Edele F, Jeffries D, Tongren JE, King E, Andrews L, Bejon P, Gilbert SC,
De Souza JB, Sinden R, Hill AV, Riley EM. (2006) Innate immune responses to human malaria:
heterogeneous cytokine responses to blood-stage Plasmodiumfalciparum correlate with
parasitological and clinical outcomes. Journal of Immunology 177(8):5736-45.

Graham SP, Pelle R, Honda Y, Mwangi DM, Tonukari NJ, Yamage M, Glew EJ, de Villiers EP,
Shah T, Bishop R, Abuya E, Awino E, Gachanja J, Luyai AE, Mbwika F, Muthiani AM, Ndegwa
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DM, Njahira M, Nyanjui JK, Onono FO, Osaso J, Saya RM, Wildmann C, Fraser CM, Maudlin |,
Gardner MJ, Morzaria SP, Loosmore S, Gilbert SC, Audonnet JC, van der Bruggen P, Nene V,
Taracha EL. (2006) Theileria parva candidate vaccine antigens recognized by immune bovine
cytotoxic T lymphocytes. Proc Natl Acad Sci U S A. 103:3286-91.

Bejon P, Mwacharo J, Kai O, Mwangi T, Milligan P, Todryk S, Keating S, Lang T, Lowe B,
Gikonyo C, Molyneux C, Fegan G, Gilbert SC, Peshu N, Marsh K, Hill AVS. (2006) A Phase 2b
Randomised Trial of the Candidate Malaria Vaccines FP9 ME-TRAP and MVA ME-TRAP among
Children in Kenya. PLoS Clin Trials. 2006 Oct 20;1(6):e29 [Epub ahead of print]

Books/Book chapters/Book Reviews/Editorials

Walley A, Hill AVS. Susceptibility to infectious disease. In Genetics of common disease-genetics
in modern medicine, Wright AF, Hastie ND eds. Cambridge University Press, Cambridge 2006 (in
press).

Dr Julian Knight

Knight JC. Analysis of allele-specific gene expression. Methods Mol Biol 338: 153-66, 2006.
Paracchini S, Thomas A, Castro S, Lai C, Paramasivam M, Wang Y, Keating BJ, Taylor JM,
Hacking DF, Scerri T, Francks C, Richardson AJ, Wade-Martins R, Stein JF, Knight JC, Copp AJ,
Loturco J, Monaco AP. 2006 The chromosome 6p22 haplotype associated with dyslexia reduces
the expression of KIAA0319, a novel gene involved in neuronal migration. Hum Mol Genet 15,
1659-66, 2006.

Professor Dominic Kwiatkowski

Standardized data collection for multi-center clinical studies of severe malaria in African children:
establishing the SMAC network

Taylor T, Olola C, Valim C, Agbenyega T, Kremsner P, Krishna S, Kwiatkowski D, Newton C,
Missinou M, Pinder M, Wypij D Trans R Soc Trop Med Hyg. 2006 Jul; 100: 7:615-22. Epub 2006
Mar 23 PMID: 16551469

Implications of inter-population linkage disequilibrium patterns on the approach to a disease
association study in the human MHC class Ill Hanchard N, Diakite M, Koch O, Keating B, Pinder
M, Jallow M, Sisay-Joof F, Nijnik A, Wilson J, Udalova |, Kwiatkowski D, Rockett K
Immunogenetics 2006 Jun; 58(5-6):465-70. Epub 2006 Apr 28 PMID: 16738941

Haplotype homozygosity and derived alleles in the human genome Fry AE, Trafford CJ, Kimber
MA, Chan MS, Rockett KA, Kwiatkowski DP Am J Hum Genet. 2006 Jun; 78(6):1053-9. Epub
2006 Apr PMID: 16685655

Data sharing and intellectual property in a genomic epidemiology network: policies for large-scale
research collaboration Chokshi DA, Parker M, Kwiatkowski DP Bull World Health Organ. 2006
May; 84:5:382-7. Epub 2006 May 17. PMID: 16710548

Seasonal childhood anaemia in West Africa is associated with the haptoglobin 2-2 genotype.
Atkinson SH, Rockett K, Sirugo G, Bejon PA, Fulford A, O'Connell MA, Bailey R, Kwiatkowski DP,
Prentice AM. PLoS Med. 2006 May;3(5):e172. Epub 2006 May 2. PMID: 16637741

Context-specific functional effects of IFNGR1 promoter polymorphism. Koch O, Kwiatkowski DP,
Udalova IA. Hum Mol Genet. 2006 May 1;15(9):1475-81. Epub 2006 Apr 6. PMID: 16600993
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A coding polymorphism in matrix metalloproteinase 9 reduces risk of scarring sequelae of ocular
Chlamydia trachomatis infection. Natividad A, Cooke G, Holland MJ, Burton MJ, Joof HM,
Rockett K, Kwiatkowski DP, Mabey DC, Bailey RL. BMC Med Genet. 2006 Apr 27;7:40. PMID:
16643654

An investigation of transmission ratio distortion in the central region of the human MHC
Hanchard N, Rockett K, Udalova |, Wilson J, Keating B, Nijnik A, Diakite M, Herbert M,
Kwiatkowski D Genes Immun. 2006 Jan;7(1):51-8. PMID: 16341054

In Press:

New interventions for malaria: mining the human and parasite genomes Ntoumi F, Kwiatkowski
DP, Diakite M, Mutabingwa TK, Duffy PE American Journal of Tropical Medicine and Hygiene (in
press)

Localisation of a long-range cis-regulatory element of IL13 by allelic transcript ratio mapping
Forton JT, Udalova |, Campino S, Rockett KA, Hull J, Kwiatkowski DP Searching for the
regulators of human gene expression Forton JT, Kwiatkowski DP BioEssays (in press)

Research Groups — Cardiovascular Medicine

Professor Shoumo Bhattacharya

Hart, AW., Morgan, J.E., Schneider, J., West, K., McKie, L., Bhattacharya, S., Jackson, I.J. &
Cross, S.H. Cardiac malformations and midline skeletal defects in mice lacking filamin A. Hum
Mol Genet 15, 2457-67 (2006).

Solberg, L.C., Valdar, W., Gauguier, D., Nunez, G., Taylor, A., Burnett, S., Arboledas-Hita, C.,
Hernandez-Pliego, P., Davidson, S., Burns, P., Bhattacharya, S., Hough, T., Higgs, D.,
Klenerman, P., Cookson, W.O., Zhang, Y., Deacon, R.M., Rawlins, J.N., Mott, R. & Flint, J. A
protocol for high-throughput phenotyping, suitable for quantitative trait analysis in mice. Mamm
Genome 17, 129-46 (2006).

Reviews

Bhattacharya, S., MacDonald S.T. & Farthing, C. Molecular mechanisms controlling the coupled
development of myocardium and coronary vasculature. Clin Sci (Lond) 111: 35-46 (2006).

Book Chapters
Schneider J & Bhattacharya, S. Identifying congenital heart defects in mouse embryos using

high-resolution magnetic resonance imaging. In. A Handbook of Mouse Models of
Cardiovascular Disease. Ed Xu, Q. (John Wiley 2006 )

Professor Martin Farrall

Munroe PB, Wallace C, Xue MZ, Marcano AC, Dobson RJ, Onipinla AK, Burke B, Gungadoo J,
Newhouse SJ, Pembroke J, Brown M, Dominiczak AF, Samani NJ, Lathrop M, Connell J,
Webster J, Clayton D, Farrall M, Mein CA, Caulfield M; Medical Research Council British
Genetics of Hypertension Study. Increased support for linkage of a novel locus on chromosome
5913 for essential hypertension in the British Genetics of Hypertension Study. Hypertension.
2006 48(1):105-11
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Newhouse SJ, Wallace C, Dobson R, Mein C, Pembroke J, Farrall M, Clayton D, Brown M,
Samani N, Dominiczak A, Connell JM, Webster J, Lathrop GM, Caulfield M, Munroe PB.
Haplotypes of the WNK1 gene associate with blood pressure variation in a severely hypertensive
population from the British Genetics of Hypertension study. Hum Mol Genet. 2005 14(13):1805-
14

Bell JT, Wallace C, Dobson R, Wiltshire S, Mein C, Pembroke J, Brown M, Clayton D, Samani N,
Dominiczak A, Webster J, Lathrop GM, Connell J, Munroe P, Caulfield M, Farrall M. Two-
dimensional genome-scan identifies novel epistatic loci for essential hypertension.Hum Mol
Genet. 2006 15(8):1365-74

Marshall KG, Howell S, Badaloo AV, Reid M, Farrall M, Forrester T, McKenzie CA.
Polymorphisms in genes involved in folate metabolism as risk factors for oedematous severe
childhood malnutrition: a hypothesis-generating study. Ann Trop Paediatr. 2006 26(2):107-14

Padmanabhan S, Wallace C, Munroe PB, Dobson R, Brown M, Samani N, Clayton D, Farrall M,
Webster J, Lathrop M, Caulfield M, Dominiczak AF, Connell JM. Chromosome 2p shows
significant linkage to antihypertensive response in the British Genetics of Hypertension Study.
Hypertension. 2006 47(3):603-8

Wallace C, Xue MZ, Newhouse SJ, Marcano AC, Onipinla AK, Burke B, Gungadoo J, Dobson RJ,
Brown M, Connell JM, Dominiczak A, Lathrop GM, Webster J, Farrall M, Mein C, Samani NJ,
Caulfield MJ, Clayton DG, Munroe PB. Linkage Analysis Using Co-Phenotypes in the BRIGHT
Study Reveals Novel Potential Susceptibility Loci for Hypertension. Am J Hum Genet. 2006
79(2):323-31

Barr M, MacKenzie SM, Friel EC, Wilkinson DM, Brain N, Ingram M, Fraser R, Brown M, Samani
N, Caulfield M, Munroe P, Farrall M, Webster J, Clayton D, Dominiczak AF, Connell JMC and
Davies E (2006) Polymorphic variation in the 11p3-Hydroxylase (CYP11B1) gene associates with
reduced 11-hydroxylase efficiency: A key intermediate phenotype in hypertension. Hypertension
(in the press)

Marshall KG, Howell S, Reid M, Badaloo A, Farrall M, Forrester T, McKenzie CA (2006)
Glutathione S-transferase polymorphisms may be associated with risk of oedematous severe
childhood malnutrition. Br J Nutr. 96:243-8.

Farrall M, Green FR, Peden JF, Olsson PG, Clarke R, Hellenius ML, Rust S, Lagercrantz J,
Franzosi MG, Schulte H, Carey A, Olsson G, Assmann G, Tognoni G, Collins R, Hamsten A,
Watkins H. Genome-wide mapping of susceptibility to coronary artery disease identifies a novel
replicated locus on chromosome 17. PLoS Genet. 2006 2(5):e72

Imrie H, Freel M, Mayosi BM, Davies E, Fraser R, Ingram M, Cordell HJ, Farrall M, Avery PJ,
Watkins H, Keavney B, Connell JM. Association between aldosterone production and variation in
the 11-beta hydroxylase (CYP11B1) gene. 2006 J Clin Endocrinol Metab. (in the press)

Barlera S, Specchia C, Farrall M, Chiodini BD, Franzosi MG, Rust S, Green F, Nicolis EB, Peden
J, Assmann G, Collins R, Hamsten A, Tognoni G, Watkins H on behalf of the PROCARDIS
Consortium. Multiple QTL influence the serum Lp(a) concentration: A genome-wide linkage
screen in the PROCARDIS study. Eur J Hum Genet (in the press)
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Professor Stefan Neubauer

Wilding JR, Lygate CA, Davies KE, Neubauer S, Clarke K. MLP accumulation and remodelling in
the infarcted rat heart. Eur J Heart Fail. 2006 June;8(4):343-6.

Leeson CP, Myerson SG, Walls GB, Neubauer S, Ormerod OJ. Atrial pathology in cardiac
amyloidosis: evidence from ECG and cardiovascular magnetic resonance. Eur Heart J. 2006
July;27(14)1670.

Petersen SE, Jung BA, Wiesmann F, Selvanayagam JB, Francis JM, Hennig J, Neubauer S,
Robson MD. Myocardial Tissue Phase Mapping with Cine Phase-Contrast MR Imaging: Regional
Wall Motion Analysis in Healthy Volunteers. Radiology. 2006 Mar;238(3):816-26.

Nahrendorf M, Streif JU, Hiller KH, Hu K, Nordbeck P, Ritter O, Sosnovik DE, Bauer L, Neubauer
S, Jakob PM, Ertl G, Spindler M, Bauer WR. Multimodal functional cardiac MR imaging in
creatine kinase deficient mice reveals subtle abnormalities in myocardial perfusion and
mechanics. Am J Physiol Heart Circ Physiol. 2006 Jun;290(6)H2516-21.

Madsen PL, Scheuermann Freestone M, Neubauer S, Channon K, Clarke K. Haemoglobin and
flow-mediated vasodilation. Clin Sci (Lond). 2006 Apr 1;110(4):467-73.

Leeson CP, Robinson M, Francis JM, Robson MD, Channon KM, Neubauer S, Wiesmann F.
Cardiovascular magnetic resonance imaging for non-invasive assessment of vascular function:
validation against ultrasound. J Cardiovasc Magn Reson. 2006;8(2):381-7.

Tyler DJ, Lygate CA, Schneider JE, Cassidy PJ, Neubauer S, Clarke K. CINE-MR imaging of the
normal and infarcted rat heart using an 11.7 T vertical bore MR system.
J Cardiovasc Magn Reson. 2006;8(2):327-33.

Murray AJ, Lygate CA, Cole MA, Carr CA, Radda GK, Neubauer S, Clarke K. Insulin resistance,
abnormal energy metabolism and increased ischemic damage in the chronically infarcted rat
heart. Cardiovasc Res. 2006;71(1):149-57.

Tyler DJ, Hudsmith LE, Petersen SE, Francis JM, Weale P, Neubauer S, Clarke K, Robson MD.
Cardiac Cine MR-Imaging at 3T: FLASH vs SSFP. J Cardiovasc Magn Reson. 2006;8(5):709-15.

Schneider JE, Wiesmann F, Lygate CA, Neubauer S. How to Perform an Accurate Assessment
of Cardiac Function in Mice using High-Resolution Magnetic Resonance Imaging. J Cardiovasc
Magn Reson. 2006;8(5):693-701.

Neubauer S. President's Page. J Cardiovasc Magn Reson. 2006;8(5):i-ii.

Lygate CA, Schneider JE, Hulbert K, Ten Hove M, Sebag-Montefiore LM, Cassidy PJ, Clarke K,
Neubauer S. Serial high resolution 3D-MRI after aortic banding in mice: band internalization is a
source of variability in the hypertrophic response. Basic Res Cardiol. 2006;101(1):8-16.

Hudsmith LE, Petersen SE, Tyler DJ, Francis JM, Cheng AS, Clarke K, Selvanayagam JB,
Robson MD, Neubauer S. Determination of cardiac volumes and mass with FLASH and SSFP
cine sequences at 1.5 vs. 3 Tesla: A validation study. J Magn Reson Imaging. 2006
Aug;24(2):312-8.

Petersen SE, Hudsmith LE, Robson MD, Doll HA, Francis JM, Wiesmann F, Jung BA, Hennig J,

Watkins H, Neubauer S. Sex-specific characteristics of cardiac function, geometry, and mass in
young adult elite athletes. J Magn Reson Imaging. 2006 Aug;24(2):297-303.
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Beer S, Reincke M, Kral M, Callies F, Stromer H, Dienesch C, Steinhauer S, Ertl G, Allolio B,
Neubauer S. High-dose 17beta-estradiol treatment prevents development of heart failure post-
myocardial infarction in the rat. Basic Res Cardiol. 2006 Jul 4; (in press)

Kramer CM, Neubauer S, Kraitchman D, Higgins CB, Fogel MA, Friedrich MG, Manning WJ.
Meeting highlights of the 9th annual scientific sessions of the society for cardiovascular magnetic
resonance: Miami, Florida, January 20-22, 2006. J Am Coll Cardiol. 2006 Jul 4;48(1):187-92.

Porto I, Selvanayagam JB, Van Gaal WJ, Prati F, Cheng A, Channon K, Neubauer S, Banning
AP. Plague Volume and Occurrence and Location of Periprocedural Myocardial Necrosis After
Percutaneous Coronary Intervention. Insights From Delayed-Enhancement Magnetic Resonance
Imaging, Thrombolysis in Myocardial Infarction Myocardial Perfusion Grade Analysis, and
Intravascular Ultrasound. Circulation. 2006 Aug 15;114(7):662-9.

Selvanayagam JB, Searle N, Neubauer S, Taggart DP. Correlation of coronary artery bypass
surgery-related myonecrosis with grafted vessel calibre: insights from cardiovascular magnetic
resonance imaging. Heart. 2006 Sep;92(9):1329-30.

Petersen SE, Wiesmann F, Hudsmith LE, Robson MD, Francis JM, Selvanayagam JB, Neubauer
S, Channon KM. Functional and structural vascular remodeling in elite rowers assessed by
cardiovascular magnetic resonance. J Am Coll Cardiol. 2006 Aug 15;48(4):790-7.

Antoniades C, Shirodaria C, Warrick N, Cai S, de Bono J, Lee J, Leeson P, Neubauer S,
Ratnatunga C, Pillai R, Refsum H, Channon KM. 5-Methyltetrahydrofolate Rapidly Improves
Endothelial Function and Decreases Superoxide Production in Human Vessels. Effects on
Vascular Tetrahydrobiopterin Availability and Endothelial Nitric Oxide Synthase Coupling.
Circulation. 2006 Sep 12;114(11):1193-201.

Mitchell AR, Timperley J, Hudsmith L, Neubauer S, Bashir Y. Intracardiac echocardiography to
guide myocardial biopsy of a primary cardiac tumour.
Eur J Echocardiogr. 2006 Sep 29; (in press)

Heather LC, Cole MA, Lygate CA, Evans RD, Stuckey DJ, Murray AJ, Neubauer S, Clarke K.

Fatty acid transporter levels and palmitate oxidation rate correlate with ejection fraction in the
infarcted rat heart. Cardiovasc Res. 2006 Sep 1; (in press)

Book Chapters

Neubauer S. CT and MRI. In: Medicine 2006;34:4:157-161. The Medicine Publishing Company,
Oxford.

Selvanayagam JB, Robson MD, Francis JM, Neubauer S. Cardiovascular Magnetic Resonance:

Basic principles, methods and techniques. In: Cardiac CT, PET and MR. Dilsizian V, Pohost GM,
eds. Blackwell Futura, Oxford, 2006: 28-68.

Professor Hugh Watkins

(ARVCSB): support for the locus assignment, narrowing of the critical region and mutation
screening of three candidate genes. BMC Med Genet. 2006 Mar 28;7:29.

Petersen SE, Hudsmith LE, Robson MD, Doll HA, Francis JM, Wiesmann F, Jung BA, Hennig J,

Watkins H, Neubauer S. Sex-specific characteristics of cardiac function, geometry, and mass in
young adult elite athletes. J Magn Reson Imaging. 2006 Jul 5.
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Farrall M, Green FR, Peden JF, Olsson PG, Clarke R, Hellenius ML, Rust S, Lagercrantz J,
Franzosi MG, Schulte H, Carey A, Olsson G, Assmann G, Tognoni G, Collins R, Hamsten A,
Watkins H. Genome-wide mapping of susceptibility to coronary artery disease identifies a novel
replicated locus on chromosome 17. PLoS Genet. 2006 May;2(5):e72.

Preston LC, Lipscomb S, Robinson P, Mogensen J, McKenna WJ, Watkins H, Ashley CC,
Redwood CS. Functional effects of the DCM mutant Gly159Asp Troponin C in skinned muscle
fibres. Pflugers Arch. 2006 Sep 26; [Epub ahead of print]

Preston LC, Watkins H, Redwood CS. A revised method of troponin exchange in permeabilised
cardiac trabeculae using vanadate: functional consequences of a HCM-causing mutation in
troponin I. J Muscle Res Cell Motil. 2006;27(8):585-90. Epub 2006 Oct 19.

Robinson, P., Lipscomb, S., Altin, E., Preston, L.C., Watkins, H., Ashley, C.C. and Redwood, C.S.
Mutations in fast skeletal troponin |, troponin T and [-tropomyosin that cause distal
arthrogryposis all increase thin filament activation. FASEB J 2006 in press.

Books/Book Chapters/Book Reviews/Editorials

Watkins H, Farrall M. Genetic susceptibility to coronary artery disease: from promise to progress.
Nat Rev Genet. 2006 Mar;7(3):163-73.

Research Group — Type |l Diabetes

Professor Dominique Gauguier

Woon PY, Curtis AM, Kaisaki PJ, Argoud K, Wallace KJ, Bihoreau MT, FitzGerald GA, Gauguier
D. Genomic organization of the rat Clock gene and sequence analysis in inbred rat strains.
Genomics. 87(2):208-17, 2006

Solberg LC, Valdar W, Gauguier D, Nunez G, Taylor A, Burnett S, Arboledas-Hita C, Hernandez-
Pliego P, Davidson S, Burns P, Bhattacharya S, Hough T, Higgs D, Klenerman P, Cookson WO,
Zhang Y, Deacon RM, Rawlins JN, Mott R, Flint J. A protocol for high-throughput phenotyping,
suitable for quantitative trait analysis in mice. Mamm Genome. 17(2):129-46, 2006

Parry S, Hadaschik D, Blancher C, Kumaran MK, Bochkina N, Morris HR, Richardson S, Aitman
TJ, Gauguier D, Siddle K, Scott J, Dell A. Glycomics investigation into insulin action. Biochim
Biophys Acta. 1760(4):652-68, 2006

Collins SC, Wallis RH, Wilder SP, Wallace KJ, Argoud K, Kaisaki PJ, Bihoreau MT, Gauguier D.
Mapping diabetes QTL in an intercross derived from a congenic strain of the Brown Norway and
Goto-Kakizaki rats. Mamm Genome. 17(6):538-47, 2006

Valdar W, Solberg LC, Gauguier D, Burnett S, Klenerman P, Cookson WO, Taylor MS, Rawlins
JN, Mott R, Flint J. Genome-wide genetic association of complex traits in heterogeneous stock
mice. Nat Genet. 38(8):879-87, 2006

Dumas ME, Barton RH, Toye A, Cloarec O, Blancher C, Rothwell A, Fearnside J, Tatoud R,
Blanc V, Lindon JC, Mitchell SC, Holmes E, McCarthy MI, Scott J, Gauguier D, Nicholson JK.
Metabolic profiling reveals a contribution of gut microbiota to fatty liver phenotype in insulin-
resistant mice. Proc Natl Acad Sci U S A. 103(33):12511-6, 2006
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Books/Book chapters/Book Reviews/Editorials

Gauguier D. Diabetes quantitative trait locus research: from physiology to genetics and back.
Diabetologia. 49(3):431-3, 2006

Professor Mark McCarthy

Dumas ME, Barton RH, Toye A, Cloarec O, Blancher C, Rothwell A, Fearnside J, Tatoud R,
Blanc V, Lindon JC, Mitchell SC, Holmes E, McCarthy MI, Scott J, Gauguier D, Nicholson JK.
Metabolic profiling reveals a contribution of gut microbiota to fatty liver phenotype in insulin-
resistant mice. Proc Natl Acad Sci U S A. 2006 Aug 15;103(33):12511-6. Epub 2006 Aug 8.

Singh R, Pearson E, Avery PJ, McCarthy MI, Levy JC, Hitman GA, Sampson M, Walker M,
Hattersley AT. Reduced beta cell function in offspring of mothers with young-onset type 2
diabetes. Diabetologia. 2006 Aug;49(8):1876-80. Epub 2006 May 16.

Shephard N, John S, Cardon L, McCarthy MI, Zeggini E. Will the real disease gene please stand
up? BMC Genet. 2005 Dec 30;6 Suppl 1:S66 [Epub ahead of print]

Das SK, Chu WS, Hale TC, Wang X, Craig RL, Wang H, Shuldiner AR, Froguel P, Deloukas P,
McCarthy MI, Zeggini E, Hasstedt SJ, Elbein SC. Polymorphisms in the glucokinase-associated,
dual-specificity phosphatase 12 (DUSP12) gene under chromosome 1921 linkage peak are
associated with type 2 diabetes. Diabetes. 2006 Sep;55(9):2631-9.

Groves CJ, Zeggini E, Minton J, Frayling TM, Weedon MN, Rayner NW, Hitman GA, Walker M,
Wiltshire S, Hattersley AT, McCarthy MI. Association analysis of 6,736 U.K. subjects provides
replication and confirms TCF7L2 as a type 2 diabetes susceptibility gene with a substantial effect
on individual risk.Diabetes. 2006 Sep;55(9):2640-4.

Zeggini E, Damcott CM, Hanson RL, Karim MA, Rayner NW, Groves CJ, Baier LJ, Hale TC,
Hattersley AT, Hitman GA, Hunt SE, Knowler WC, Mitchell BD, Ng MC, O'Connell JR, Pollin TI,
Vaxillaire M, Walker M, Wang X, Whittaker P, Kunsun X, Jia W, Chan JC, Froguel P, Deloukas P,
Shuldiner AR, Elbein SC, McCarthy MI; International Type 2 Diabetes 1q Consortium. Variation
within the gene encoding the upstream stimulatory factor 1 does not influence susceptibility to
type 2 diabetes in samples from populations with replicated evidence of linkage to chromosome
1qg. Diabetes. 2006 Sep;55(9):2541-8.

Desai M, Zeggini E, Horton VA, Owen KR, Hattersley AT, Levy JC, Hitman GA, Walker M,
Holman RR, McCarthy MI, Clark A. The variable number of tandem repeats upstream of the
insulin gene is a susceptibility locus for latent autoimmune diabetes in adults. Diabetes. 2006
Jun;55(6):1890-4.
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Review.
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Tuomi T, Gaudet D, Daly MJ, Hirschhorn JN, McCarthy MI, Altshuler D, Groop L. High-density
haplotype structure and association testing of the insulin-degrading enzyme (IDE) gene with type
2 diabetes in 4,206 people. Diabetes. 2006 Jan;55(1):128-35.

Book/chapters/reviews

Zeggini E, McCarthy MI (2006) Identifying susceptibility variants for type 2 diabetes. In linkage
disequilibrium and association mapping: Analysis and applications, Ed Collins AR, Humana Press

Research Groups — Developmental Biology

Professor Elizabeth Robertson

Arnold, S.J., Maretto, S., Islam, A., Bikoff, E.K ., and Robertson, E.J.  (2006). Dose dependent
Smad1, Smad5 and Smad8 signaling in the early mouse embryo. Dev Biol., 296, 104-118. *joint
senior authors

Pangas, S.A., Li, X., Robertson, E.J., and Matzuk, M.M. (2006). Premature luteinization and
cumulus cell defects in ovarian-specific Smad4 knockout mice. Mol. Endocrinology, 20, 1406-
1422.

Ben-Haim, N., Lu, C., Guzman-Ayela, M., Pescatore, L., Mesnard, D., Bischofberger, M., Naef,
F., Robertson, E.J., and Constam, D.B. (2006). The Nodal precursor induces its convertases and
Bmp4 through activin receptors to regulate feedback signaling and initiate mesoderm formation
via Wnt3. Dev Cell 11, 313-323.

Professor Elizabeth Bikoff

Arnold, S.J., Maretto, S., Islam, A., Bikoff, E.K. *, and Robertson, E.J." (2006). Dose dependent
Smad1, Smad5 and Smad8 signaling in the early mouse embryo. Dev Biol., 296, 104-118 *joint
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Mellanby R.H., Koonce, C.H, Monti, A., Cooke, A. " and Bikoff, EK.” (2006). Loss of invariant
chain protects Nonobese Diabetic mice against Type | diabetes. J. Immunology (in press: to be
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Tomographic Structure of an Immunodeficiency Virus Envelope Complex In Situ. PLoS Pathog 2.
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Fournier-Noel, C., Mauzac, M. and Winterhalter, M. (2006) Stable polymethacrylate
nanocapsules from ultraviolet light induced template radical polymerization of unilamellar lipos.
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towards effective methods in exploiting high throughput technologies for the determination of
human protein structures of high biomedical value.” Acta Crystallogr. D 62 1208-1217.
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Kaul, A.J. McMichael, P. Easterbrook, T. Dong, E.Y. Jones and S.L. Rowland-Jones. (2006)
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immune response in HIV-1 infection.” J Immunol 177 3893-3902.
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Glithero, J. Tormo, K. Doering, M. Kojima, E.Y. Jones and T. Elliott (2006) ‘The crystal structure
of H-2Db complexed with a partial peptide epitope suggests an MHC class | assembly-
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J. Mongkolsapaya, T. Duangchinda, W. Dejnirattisai, S. Vasanawathana, P. Avirutnan, A.
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hemorrhagic fever: are cross-reactive T cells suboptimal?’ J Immunol. 176 3821-3829.

S.D. Gadola, M. Koch, J. Marles-Wright, N.M. Lissin, D. Shepherd, G. Matulis, K. Harlos, P.M.
Villiger, D.1. Stuart, B.K. Jakobsen, V. Cerundolo and E.Y. Jones. (2006) ‘Structure analysis and
binding kinetics of three human CD1d/JGalactosylceramide specific TCRs using different
Variable [ chains paired to Variable [11." J. Exp. Med. 203 699-710.

A.R. Aricescu, W-C. Hon, C. Siebold, W. Lu, P.A. van der Merwe and E.Y. Jones. (2006)
‘Molecular analysis of receptor protein tyrosine phosphatase y mediated cell adhesion.” EMBO J.
25701-712.

E.Y. Jones, L. Fugger, J.L. Strominger and C. Siebold (2006) ‘MHC class Il proteins and disease:
a structural perspective.” Nature Reviews Immunology 6 271-282.

A.K.N. Iversen, G. Stewart-Jones, G.H. Learn, N. Christie, C. Sylvester-Hviid, A. Armitage, R.
Kaul, T. Beattie, J.K. Lee, Y. Li, P. Chotiyamwong, T. Dong, X. Xu, M.A. Luscher, K. MacDonald,
H. Ullum, B. Klarlund-Pedersen, P. Skinhoj, N. Willcox, L. Fugger, S. Buus, J.I. Mullins, E.Y.
Jones, P.A. van der Merwe and A.J. McMichael. (2006) ‘Conflicting selective forces affect T cell
receptor contacts in an immunodominant human immunodeficiency virus epitope.’ Nature
Immunology 7 179-189.

Professor Dave Stammers

Molecular Architecture and Ligand recognition determinants for T4 RNA Ligase El Omari K, Ren
J, Bird LE, Bona MK, Klarmann G, Legrice SF & Stammers DK. J Biol Chem 281, 1573-1579.
(2006)
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Romines KR, Freeman GA, Schaller LT, Cowan JR, Gonzales SS, Tidwell JH, Andrews CW 3rd,
Stammers DK, Hazen RJ, Ferris RG, Short SA, Chan JH, Boone LR. Structure-Activity
Relationship Studies of Novel Benzophenones Leading to the Discovery of a Potent, Next
Generation HIV Nonnucleoside Reverse Transcriptase Inhibitor. J Med Chem 26, 727-739
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Kotaka M, Dhaliwal B, Ren J, Nichols CE, Angell R, Lockyer M, Hawkins AR & Stammers DK
Structures of S. aureus thymidylate kinase reveal an atypical active site configuration and an
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Structural characterization of Salmonella typhimurium YeaZ, an M22 O-sialoglycoprotein
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Structure of the PII signal transduction protein of Neisseria meningitidis at 1.85 A resolution. Acta
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281, 19273-19279.

Dhaliwal B, Ren J, Lockyer M, Charles |,. Hawkins AR & Stammers DK Crystal Structure of
Staphylococcus aureus Cytidine Monophosphate Kinase in complex with cytidine-5'-
monophosphate Acta Cryst F (2006) 62, 710-715

Kotaka M, Ren J, Lockyer M, Hawkins AR & Stammers DK Structures of R- and T-state
Escherichia coli aspartokinase Ill: Mechanisms of the allosteric transition and inhibition by lysine.
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El Omari, K Dhaliwal B, Lockyer M, Charles |, Hawkins AR & Stammers DK Crystal structure of
Staphylococcus aureus guanylate monophosphate kinase. Acta Crysta F (in press)
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basis for non-competitive product inhibition in human thymidine phosphorylase: implications for
drug design. Biochemical Journal (2006) (in press)

Chigri F, Hérmann F, Stamp A.,_Stammers DK , Bélter B, Soll J & Vothknecht U Calcium
regulation of chloroplast protein translocation is mediated by calmodulin-binding to Tic32 Proc.
Natl. Acad. Sci. (USA) (2006) in press
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Stammers DK and Ren J Structural Studies of HIV Reverse Transcriptase in relation to Drug
Discovery. in Reverse Transcriptase Inhibitors in HIV/AIDS Therapy (Eds G.Skowron and R.
Ogden) Humana Press. 1-32, (2006)

Owens RJ, Nettleship JE, Berrow NS, Stuart DI and Stammers DK. High throughput cloning,
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Professor Dave Stuart

Esnouf, RM, Love CA, Harlos K, Stuart DI, Jones EY. Structure determination of human
semaphorin 4D as an example of the use of MAD in non-optimal cases. (2006) Acta Cryst. D.
108-15.

Meier C, Aricescu AR, Assenberg R, Aplin RT, Gilbert RJ, Grimes JM, Stuart DI. The Crystal
Structure of ORF-9b, a Lipid Binding Protein from the SARS Coronavirus. (2006). 14: 1157-65.
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structure and binding properties of the CD2 and CD244 (2B4) binding protein CD48. J Biol Chem.
(2006 Jun 27 (Epub ahead of print).
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pseudoknot function in programmed ribosomal frameshifting. Nature. (2006); 441: 244-7.
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Gadola SD, Koch M, Marles-Wright J, Lissin NM, Shepherd D, Matulis G, Harlos K, Villiger PM,
Stuart DI, Jakobsen BK, Cerundolo V, Jones EY. Structure and binding kinetics of three different
human CD1d-alpha-galactosylceramide-specific T cell receptors. J Exp Med. (2006) Mar 20;
203(3):699-710.

Esnouf RM, Love CA, Harlos K, Stuart DI, Jones EY. Structure determination of human
semaphorin 4D as an example of the use of MAD in non-optimal cases. Acta Crystallogr D Biol
Crystallogr. (2006); 62(Pt 1):108-15.

Stuart DI, Grimes JM Structural studies on orbivirus proteins and particles. Curr Top Microbiol
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the determination of protein structures of bacterial and viral pathogens. Acta Cryst. (2006). D62,
1196-1207
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Meyer, E. Mitchell, S. Monaco, D. Nurizzo, P. Pernot, R. Pieritz, R. G. B. Ravelli, V. Rey, W.
Shepard, D. Spruce, D. I. Stuart, O. Svensson, P. Theveneau, X. Thibault, J. Turkenburg, M.
Walsh and S. M. McSweeney. High-throughput sample handling and data collection at
synchrotrons: embedding the ESRF into the high-throughput gene-to-structure pipeline. Acta
Cryst. (2006). D62, 1162-1169
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Carter, S. X. Cohen, J. M. Diprose, O. Dym, R. M. Esnouf, C. Felder, F. Ferron, F. Guillemot, R.
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Prilusky, A. Rachedi, R. Ripp, A. Rosato, I. Silman, D. I. Stuart, J. L. Sussman, J.-C. Thierry, J. D.
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Thompson, J. M. Thornton, T. Unger, B. Vaughan, W. Vranken, J. D. Watson, G. Whamond and
K. Henrick. SPINE bioinformatics and data-management aspects of high-throughput structural
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