Bibliography

Bibliography

- 315 -



Bibliography

Aagaard, L., G. Laible, P. Selenko, M. Schmid, R. Dorn, G. Schotta, S. Kuhfittig, A. Wolf, A.
Lebersorger, P. B. Singh, G. Reuter and T. Jenuwein (1999). "Functional mammalian
homologues of the Drosophila PEV-modifier Su(var)3-9 encode centromere-associated
proteins which complex with the heterochromatin component M31." Embo J 18(7): 1923-38.

Adams, M. D., S. E. Celniker, R. A. Holt, C. A. Evans, J. D. Gocayne, P. G. Amanatides, S. E.
Scherer, P. W. Li, R. A. Hoskins, R. F. Galle, R. A. George, S. E. Lewis, S. Richards, M.
Ashburner, S. N. Henderson, G. G. Sutton, J. R. Wortman, M. D. Yandell, Q. Zhang, L. X.
Chen, R. C. Brandon, Y. H. Rogers, R. G. Blazej, M. Champe, B. D. Pfeiffer, K. H. Wan, C.
Doyle, E. G. Baxter, G. Helt, C. R. Nelson, G. L. Gabor, J. F. Abril, A. Agbayani, H. J. An,
C. Andrews-Pfannkoch, D. Baldwin, R. M. Ballew, A. Basu, J. Baxendale, L. Bayraktaroglu,
E. M. Beasley, K. Y. Beeson, P. V. Benos, B. P. Berman, D. Bhandari, S. Bolshakov, D.
Borkova, M. R. Botchan, J. Bouck, P. Brokstein, P. Brottier, K. C. Burtis, D. A. Busam, H.
Butler, E. Cadieu, A. Center, I. Chandra, J. M. Cherry, S. Cawley, C. Dahlke, L. B.
Davenport, P. Davies, B. de Pablos, A. Delcher, Z. Deng, A. D. Mays, I. Dew, S. M. Dietz, K.
Dodson, L. E. Doup, M. Downes, S. Dugan-Rocha, B. C. Dunkov, P. Dunn, K. J. Durbin, C. C.
Evangelista, C. Ferraz, S. Ferriera, W. Fleischmann, C. Fosler, A. E. Gabrielian, N. S. Garg,
W. M. Gelbart, K. Glasser, A. Glodek, F. Gong, J. H. Gorrell, Z. Gu, P. Guan, M. Harris, N.
L. Harris, D. Harvey, T. J. Heiman, J. R. Hernandez, J. Houck, D. Hostin, K. A. Houston, T.
J. Howland, M. H. Wei, C. Ibegwam, M. Jalali, F. Kalush, G. H. Karpen, Z. Ke, J. A.
Kennison, K. A. Ketchum, B. E. Kimmel, C. D. Kodira, C. Kraft, S. Kravitz, D. Kulp, Z. Lai, P.
Lasko, Y. Lei, A. A. Levitsky, J. Li, Z. Li, Y. Liang, X. Lin, X. Liu, B. Mattei, T. C. McIntosh,
M. P. McLeod, D. McPherson, G. Merkulov, N. V. Milshina, C. Mobarry, J. Morris, A.
Moshrefi, S. M. Mount, M. Moy, B. Murphy, L. Murphy, D. M. Muzny, D. L. Nelson, D. R.
Nelson, K. A. Nelson, K. Nixon, D. R. Nusskern, J. M. Pacleb, M. Palazzolo, G. S. Pittman, S.
Pan, J. Pollard, V. Puri, M. G. Reese, K. Reinert, K. Remington, R. D. Saunders, F. Scheeler,
H. Shen, B. C. Shue, I. Siden-Kiamos, M. Simpson, M. P. Skupski, T. Smith, E. Spier, A. C.
Spradling, M. Stapleton, R. Strong, E. Sun, R. Svirskas, C. Tector, R. Turner, E. Venter, A.
H. Wang, X. Wang, Z. Y. Wang, D. A. Wassarman, G. M. Weinstock, J. Weissenbach, S. M.
Williams, WoodageT, K. C. Worley, D. Wu, S. Yang, Q. A. Yao, J. Ye, R. F. Yeh, J. S. Zaveri,
M. Zhan, G. Zhang, Q. Zhao, L. Zheng, X. H. Zheng, F. N. Zhong, W. Zhong, X. Zhou, S. Zhu,
X. Zhu, H. O. Smith, R. A. Gibbs, E. W. Myers, G. M. Rubin and J. C. Venter (2000). "The
genome sequence of Drosophila melanogaster." Science 287(5461): 2185-95.

Altieri, M., F. Marini, R. Arban, G. Vitulli and B. O. Jansson (2004). "Expression analysis of
brain-derived neurotrophic factor (BDNF) mRNA isoforms after chronic and acute
antidepressant treatment." Brain Res 1000(1-2): 148-55.

Altschul, S. F., W. Gish, W. Miller, E. W. Myers and D. J. Lipman (1990). "Basic local
alignment search tool." J Mol Biol 215(3): 403-10.

Amores, A., A. Force, Y. L. Yan, L. Joly, C. Amemiya, A. Fritz, R. K. Ho, J. Langeland, V.
Prince, Y. L. Wang, M. Westerfield, M. Ekker and J. H. Postlethwait (1998). "Zebrafish hox
clusters and vertebrate genome evolution." Science 282(5394): 1711-4.

Anderson, C. L. and C. J. Brown (2002). "Variability of X chromosome inactivation: effect on
levels of TIMP1 RNA and role of DNA methylation." Hum Genet 110(3): 271-8.

Arhondakis, S., F. Auletta, G. Torelli and G. D'Onofrio (2004). "Base composition and
expression level of human genes." Gene 325: 165-9.

Ashurst, J. L., C. K. Chen, J. G. Gilbert, K. Jekosch, S. Keenan, P. Meidl, S. M. Searle, J.
Stalker, R. Storey, S. Trevanion, L. Wilming and T. Hubbard (2005). "The Vertebrate
Genome Annotation (Vega) database." Nucleic Acids Res 33(Database issue): D459-65.

- 316 -



Bibliography

Assink, J. J., N. T. Tijmes, J. B. ten Brink, R. J. Oostra, F. C. Riemslag, P. T. de Jong and
A. A. Bergen (1997). "A gene for X-linked optic atrophy is closely linked to the Xpll.4-
Xp1l.2 region of the X chromosome." Am J Hum Genet 61(4): 934-9.

Ast, G. (2004). "How did alternative splicing evolve?" Nat Rev Genet 5(10): 773-82.

Avner, P. and E. Heard (2001). "X-chromosome inactivation: counting, choice and
initiation." Nat Rev Genet 2(1): 59-67.

Bajic, V. B., S. L. Tan, Y. Suzuki and S. Sugano (2004). "Promoter prediction analysis on the
whole human genome." Nat Biotechnol 22(11): 1467-73.

Barrass, J. D. and J. D. Beggs (2003). "Splicing goes global." Trends Genet 19(6): 295-8.

Bass, B. L. (2000). "Double-stranded RNA as a template for gene silencing." Cell 101(3):
235-8.

Bass, B. L. (2001). "RNA interference. The short answer." Nature 411(6836): 428-9.

Bauer, M. F., K. Gempel, A. S. Reichert, G. A. Rappold, P. Lichtner, K. D. Gerbitz, W.
Neupert, M. Brunner and S. Hofmann (1999). "Genetic and structural characterization of the
human mitochondrial inner membrane translocase." J Mol Biol 289(1): 69-82.

Baytel, D., S. Shalom, |. Madgar, R. Weissenberg and J. Don (1998). "The human Pim-2
proto-oncogene and its testicular expression." Biochim Biophys Acta 1442(2-3): 274-85.

Beaudoing, E., S. Freier, J. R. Wyatt, J. M. Claverie and D. Gautheret (2000). "Patterns of
variant polyadenylation signal usage in human genes." Genome Res 10(7): 1001-10.

Bentley, D. (2002). "The mRNA assembly line: transcription and processing machines in the
same factory." Curr Opin Cell Biol 14(3): 336-42.

Bentley, D. R., P. Deloukas, A. Dunham, L. French, S. G. Gregory, S. J. Humphray, A. J.
Mungall, M. T. Ross, N. P. Carter, I. Dunham, C. E. Scott, K. J. Ashcroft, A. L. Atkinson, K.
Aubin, D. M. Beare, G. Bethel, N. Brady, J. C. Brook, D. C. Burford, W. D. Burrill, C.
Burrows, A. P. Butler, C. Carder, J. J. Catanese, C. M. Clee, S. M. Clegg, V. Cobley, A. J.
Coffey, C. G. Cole, J. E. Collins, J. S. Conquer, R. A. Cooper, K. M. Culley, E. Dawson, F. L.
Dearden, R. M. Durbin, P. J. de Jong, P. D. Dhami, M. E. Earthrowl, C. A. Edwards, R. S.
Evans, C. J. Gillson, J. Ghori, L. Green, R. Gwilliam, K. S. Halls, S. Hammond, G. L. Harper,
R. W. Heathcott, J. L. Holden, E. Holloway, B. L. Hopkins, P. J. Howard, G. R. Howell, E. J.
Huckle, J. Hughes, P. J. Hunt, S. E. Hunt, M. Izmajlowicz, C. A. Jones, S. S. Joseph, G.
Laird, C. F. Langford, M. H. Lehvaslaiho, M. A. Leversha, O. T. McCann, L. M. McDonald, J.
McDowall, G. L. Maslen, D. Mistry, N. K. Moschonas, V. Neocleous, D. M. Pearson, K. J.
Phillips, K. M. Porter, S. R. Prathalingam, Y. H. Ramsey, S. A. Ranby, C. M. Rice, J. Rogers,
L. J. Rogers, T. Sarafidou, D. J. Scott, G. J. Sharp, C. J. Shaw-Smith, L. J. Smink, C.
Soderlund, E. C. Sotheran, H. E. Steingruber, J. E. Sulston, A. Taylor, R. G. Taylor, A. A.
Thorpe, E. Tinsley, G. L. Warry, A. Whittaker, P. Whittaker, S. H. Williams, T. E. Wilmer,
R. Wooster and C. L. Wright (2001). "The physical maps for sequencing human chromosomes
1, 6,9, 10, 13, 20 and X." Nature 409(6822): 942-3.

Berget, S. M. (1995). "Exon recognition in vertebrate splicing." J Biol Chem 270(6): 2411-4.

- 317 -



Bibliography

Berget, S. M. and P. A. Sharp (1977). "A spliced sequence at the 5'-terminus of adenovirus
late mRNA." Brookhaven Symp Biol (29): 332-44.

Bird, A. P. (1986). "CpG-rich islands and the function of DNA methylation." Nature
321(6067): 209-13.

Blanchette, M. and B. Chabot (1999). "Modulation of exon skipping by high-affinity hnRNP
Al-binding sites and by intron elements that repress splice site utilization." Embo J 18(7):
1939-52.

Boguski, M. S. (1995). "The turning point in genome research." Trends Biochem Sci 20(8):
295-6.

Boguski, M. S. and G. D. Schuler (1995). "ESTablishing a human transcript map." Nat Genet
10(4): 369-71.

Boguski, M. S., T. M. Lowe and C. M. Tolstoshev (1993). "dbEST--database for "expressed
sequence tags"." Nat Genet 4(4): 332-3.

Botstein, D., R. L. White, M. Skolnick and R. W. Davis (1980). "Construction of a genetic
linkage map in man using restriction fragment length polymorphisms.” Am J Hum Genet
32(3): 314-31.

Boue, S., I. Letunic and P. Bork (2003). "Alternative splicing and evolution." Bioessays
25(11): 1031-4.

Brenner, S. (1990). "The human genome: the nature of the enterprise." Ciba Found Symp
149: 6-12; discussion 12-7.

Brent, M. R. and R. Guigo (2004). "Recent advances in gene structure prediction." Curr Opin
Struct Biol 14(3): 264-72.

Brett, D., J. Hanke, G. Lehmann, S. Haase, S. Delbruck, S. Krueger, J. Reich and P. Bork
(2000). "EST comparison indicates 38% of human mRNAs contain possible alternative splice
forms." FEBS Lett 474(1): 83-6.

Brinkmann, U., G. Vasmatzis, B. Lee, N. Yerushalmi, M. Essand and I|. Pastan (1998). "PAGE-
1, an X chromosome-linked GAGE-like gene that is expressed in normal and neoplastic
prostate, testis, and uterus." Proc Natl Acad Sci U S A 95(18): 10757-62.

Bristow, J., S. E. Gitelman, M. K. Tee, B. Staels and W. L. Miller (1993). "Abundant adrenal-
specific transcription of the human P450c21A "pseudogene”." J Biol Chem 268(17): 12919-
24 .Brunkow, M. E., E. W. Jeffery, K. A. Hjerrild, B. Paeper, L. B. Clark, S. A. Yasayko, J. E.
Wilkinson, D. Galas, S. F. Ziegler and F. Ramsdell (2001). "Disruption of a new
forkhead/winged-helix protein, scurfin, results in the fatal lymphoproliferative disorder of
the scurfy mouse." Nat Genet 27(1): 68-73.

Brunkow,M.E., E.W. Jeffery, K.A. Hjerrild, B. Paeper, L.B. Clark, S.A Yasayko, J.E.
Wilkinson, D. Galas, S.F. Ziegler, F. Ramsdell (2001) “Disruption of a new forkhead/winged-
helix protein, scurfin, results in the fatal lymphoproliferative disorder of the scurfy
mouse.” Nat Genet 27(1):68-73.

- 318 -



Bibliography

Bucher, P. and A. Bairoch (1994). "A generalized profile syntax for biomolecular sequence
motifs and its function in automatic sequence interpretation.” Proc Int Conf Intell Syst Mol
Biol 2: 53-61.

Buckanovich, R. J., J. B. Posner and R. B. Darnell (1993). "Nova, the paraneoplastic Ri
antigen, is homologous to an RNA-binding protein and is specifically expressed in the
developing motor system." Neuron 11(4): 657-72.

Buhler, M., A. Paillusson and O. Muhlemann (2004). "Efficient downregulation of
immunoglobulin mu mRNA with premature translation-termination codons requires the 5'-
half of the VDJ exon." Nucleic Acids Res 32(11): 3304-15.

Buratti, E. and F. E. Baralle (2004). "Influence of RNA secondary structure on the pre-mRNA
splicing process." Mol Cell Biol 24(24): 10505-14.

Burge, C. and S. Karlin (1997). "Prediction of complete gene structures in human genomic
DNA." J Mol Biol 268(1): 78-94.

Busch, A., S. Engemann, R. Lurz, H. Okazawa, H. Lehrach and E. E. Wanker (2003). "Mutant
huntingtin promotes the fibrillogenesis of wild-type huntingtin: a potential mechanism for
loss of huntingtin function in Huntington's disease." J Biol Chem 278(42): 41452-61.

Byers, P. H. (2002). "Killing the messenger: new insights into nonsense-mediated mRNA
decay." J Clin Invest 109(1): 3-6.

Caccio, S., K. Jabbari, G. Matassi, F. Guermonprez, J. Desgres and G. Bernardi (1997).
"Methylation patterns in the isochores of vertebrate genomes." Gene 205(1-2): 119-24.

Caplen, N. J., S. Parrish, F. Imani, A. Fire and R. A. Morgan (2001). "Specific inhibition of
gene expression by small double-stranded RNAs in invertebrate and vertebrate systems."”
Proc Natl Acad Sci U S A 98(17): 9742-7.

Caputi, M., R. J. Kendzior, Jr. and K. L. Beemon (2002). "A nonsense mutation in the
fibrillin-1 gene of a Marfan syndrome patient induces NMD and disrupts an exonic splicing
enhancer." Genes Dev 16(14): 1754-9.

Caricasole, A., T. Ferraro, J. M. Rimland and G. C. Terstappen (2002). "Molecular cloning
and initial characterization of the MG61/PORC gene, the human homologue of the
Drosophila segment polarity gene Porcupine." Gene 288(1-2): 147-57.

Carmel, 1., S. Tal, I. Vig and G. Ast (2004). "Comparative analysis detects dependencies
among the 5' splice-site positions." RNA 10(5): 828-40.

Carninci, P. and Y. Hayashizaki (1999). "High-efficiency full-length cDNA cloning." Methods
Enzymol 303: 19-44.

Carninci, P., T. Shiraki, Y. Mizuno, M. Muramatsu and Y. Hayashizaki (2002). "Extra-long
first-strand cDNA synthesis." Biotechnigues 32(5): 984-5.

Carninci, P., Y. Shibata, N. Hayatsu, M. Itoh, T. Shiraki, T. Hirozane, A. Watahiki, K.
Shibata, H. Konno, M. Muramatsu and Y. Hayashizaki (2001). "Balanced-size and long-size

- 319 -



Bibliography

cloning of full-length, cap-trapped cDNAs into vectors of the novel lambda-FLC family
allows enhanced gene discovery rate and functional analysis." Genomics 77(1-2): 79-90.

Carrel, L. and H. F. Willard (2005). "X-inactivation profile reveals extensive variability in X-
linked gene expression in females." Nature 434(7031): 400-4.

Carrel, L., A. A. Cottle, K. C. Goglin and H. F. Willard (1999). "A first-generation X-
inactivation profile of the human X chromosome." Proc Natl Acad Sci U S A 96(25): 14440-4.

Castle, J., P. Garrett-Engele, C. D. Armour, S. J. Duenwald, P. M. Loerch, M. R. Meyer, E.
E. Schadt, R. Stoughton, M. L. Parrish, D. D. Shoemaker and J. M. Johnson (2003).
"Optimization of oligonucleotide arrays and RNA amplification protocols for analysis of
transcript structure and alternative splicing." Genome Biol 4(10): R66.

Cederbaum, S. D., H. Yu, W. W. Grody, R. M. Kern, P. Yoo and R. K. lyer (2004). "Arginases
I and II: do their functions overlap?' Mol Genet Metab 81 Suppl 1: S38-44.

Celotto, A.M., J. W. Lee and B.R. Graveley (2005). Exon-specific RNA Interference: A tool
to determine the functional relevance of proteins encoded by alternatively spliced mRNAs.
Methods Mol Biol 309:273-82.

Ceulemans, H., W. Stalmans and M. Bollen (2002). "Regulator-driven functional
diversification of protein phosphatase-1 in eukaryotic evolution." Bioessays 24(4): 371-81.

Chappell, S. A., G. C. Owens and V. P. Mauro (2001). "A 5' Leader of Rbm3, a Cold Stress-
induced mRNA, Mediates Internal Initiation of Translation with Increased Efficiency under
Conditions of Mild Hypothermia." J Biol Chem 276(40): 36917-22.

Charlesworth, B. (1991). "The evolution of sex chromosomes." Science 251(4997): 1030-3.

Chelly, J., Z. Tumer, T. Tonnesen, A. Petterson, Y. Ishikawa-Brush, N. Tommerup, N. Horn
and A. P. Monaco (1993). "Isolation of a candidate gene for Menkes disease that encodes a
potential heavy metal binding protein." Nat Genet 3(1): 14-9.

Chen, J., M. Sun, W. J. Kent, X. Huang, H. Xie, W. Wang, G. Zhou, R. Z. Shi and J. D.
Rowley (2004). "Over 20% of human transcripts might form sense-antisense pairs." Nucleic
Acids Res 32(16): 4812-20.

Chen, M. E., S. H. Lin, L. W. Chung and R. A. Sikes (1998). "Isolation and characterization of
PAGE-1 and GAGE-7. New genes expressed in the LNCaP prostate cancer progression model
that share homology with melanoma-associated antigens." J Biol Chem 273(28): 17618-25.

Chen, Y. T., M. J. Scanlan, C. A. Venditti, R. Chua, G. Theiler, B. J. Stevenson, C. Iseli, A.
O. Gure, T. Vasicek, R. L. Strausberg, C. V. Jongeneel, L. J. Old and A. J. Simpson (2005).
“Identification of cancer/testis-antigen genes by massively parallel signature sequencing."”
Proc Natl Acad Sci U S A 102(22): 7940-5.

Chen, H. I. and M. Sudol (1995). "The WW domain of Yes-associated protein binds a proline-
rich ligand that differs from the consensus established for Src homology 3-binding modules."
Proc Natl Acad Sci U S A 92(17): 7819-23.

- 320 -



Bibliography

Cheng, J., P. Kapranov, J. Drenkow, S. Dike, S. Brubaker, S. Patel, J. Long, D. Stern, H.
Tammana, G. Helt, V. Sementchenko, A. Piccolboni, S. Bekiranov, D. K. Bailey, M. Ganesh,
S. Ghosh, 1. Bell, D. S. Gerhard and T. R. Gingeras (2005). "Transcriptional maps of 10
human chromosomes at 5-nucleotide resolution." Science 308(5725): 1149-54.

Chiurazzi, P., B. C. Hamel and G. Neri (2001). "XLMR genes: update 2000." Eur J Hum Genet
9(2): 71-81.

Choo, K. H., K. G. Gould, D. J. Rees and G. G. Brownlee (1982). "Molecular cloning of the
gene for human anti-haemophilic factor IX." Nature 299(5879): 178-80.

Christoffels, A., E. G. Koh, J. M. Chia, S. Brenner, S. Aparicio and B. Venkatesh (2004).
"Fugu genome analysis provides evidence for a whole-genome duplication early during the
evolution of ray-finned fishes." Mol Biol Evol 21(6): 1146-51.

Clarimon, J., J. Bertranpetit, F. Calafell, M. Boada, L. Tarraga and D. Comas (2003).
"Association study between Alzheimer's disease and genes involved in Abeta biosynthesis,
aggregation and degradation: suggestive results with BACE1." J Neurol 250(8): 956-61.

Clark, F. and T. A. Thanaraj (2002). "Categorization and characterization of transcript-
confirmed constitutively and alternatively spliced introns and exons from human." Hum Mol
Genet 11(4): 451-64.

Clark, J., P. J. Rocques, A. J. Crew, S. Gill, J. Shipley, A. M. Chan, B. A. Gusterson and C.
S. Cooper (1994). ‘"ldentification of novel genes, SYT and SSX, involved in the
t(X;18)(p11.2;911.2) translocation found in human synovial sarcoma." Nat Genet 7(4): 502-
8.

Claverie-Martin, F., H. Gonzalez-Acosta, C. Flores, M. Anton-Gamero and V. Garcia-Nieto
(2003). "De novo insertion of an Alu sequence in the coding region of the CLCN5 gene
results in Dent's disease." Hum Genet 113(6): 480-5.

Coleman, M. P., A. H. Nemeth, L. Campbell, C. P. Raut, J. Weissenbach and K. E. Davies
(1994). "A 1.8-Mb YAC contig in Xp11.23: identification of CpG islands and physical mapping
of CA repeats in a region of high gene density." Genomics 21(2): 337-43.

Collins, J. E., M. E. Goward, C. G. Cole, L. J. Smink, E. J. Huckle, S. Knowles, J. M. Bye, D.
M. Beare and |. Dunham (2003). "Reevaluating human gene annotation: a second-generation
analysis of chromosome 22." Genome Res 13(1): 27-36.

Collins, J. E., C. L. Wright, C. A. Edwards, M. P. Davis, J. A. Grinham, C. G. Cole, M. E.
Goward, B. Aguado, M. Mallya, Y. Mokrab, E. J. Huckle, D. M. Beare and |. Dunham (2004).
"A genome annotation-driven approach to cloning the human ORFeome." Genome Biol
5(10): R84.

Coulson, A., Sulston, J., Brenner, S., and J. Karn (1986). “Towards a physical map of the
genome of the nematode C. elegans. Proc Natl Acad Sci 83: 7821-7825.

Couttet, P. and T. Grange (2004). "Premature termination codons enhance mRNA decapping
in human cells." Nucleic Acids Res 32(2): 488-94.

-321 -



Bibliography

Cuppens, H. and J. J. Cassiman (2004). "CFTR mutations and polymorphisms in male
infertility." Int J Androl 27(5): 251-6.

Dahl, H. H., R. M. Brown, W. M. Hutchison, C. Maragos and G. K. Brown (1990). "A testis-
specific form of the human pyruvate dehydrogenase E1 alpha subunit is coded for by an
intronless gene on chromosome 4." Genomics 8(2): 225-32.

Davuluri, R. V., I. Grosse and M. Q. Zhang (2001). "Computational identification of
promoters and first exons in the human genome." Nat Genet 29(4): 412-7.

Dehal, P., P. Predki, A. S. Olsen, A. Kobayashi, P. Folta, S. Lucas, M. Land, A. Terry, C. L.
Ecale Zhou, S. Rash, Q. Zhang, L. Gordon, J. Kim, C. Elkin, M. J. Pollard, P. Richardson, D.
Rokhsar, E. Uberbacher, T. Hawkins, E. Branscomb and L. Stubbs (2001). "Human
chromosome 19 and related regions in mouse: conservative and lineage-specific evolution."”
Science 293(5527): 104-11.

Deloukas, P., L. H. Matthews, J. Ashurst, J. Burton, J. G. Gilbert, M. Jones, G. Stavrides, J.
P. Almeida, A. K. Babbage, C. L. Bagguley, J. Bailey, K. F. Barlow, K. N. Bates, L. M. Beard,
D. M. Beare, O. P. Beasley, C. P. Bird, S. E. Blakey, A. M. Bridgeman, A. J. Brown, D. Buck,
W. Burrill, A. P. Butler, C. Carder, N. P. Carter, J. C. Chapman, M. Clamp, G. Clark, L. N.
Clark, S. Y. Clark, C. M. Clee, S. Clegg, V. E. Cobley, R. E. Collier, R. Connor, N. R. Corby,
A. Coulson, G. J. Coville, R. Deadman, P. Dhami, M. Dunn, A. G. Ellington, J. A. Frankland,
A. Fraser, L. French, P. Garner, D. V. Grafham, C. Griffiths, M. N. Griffiths, R. Gwilliam, R.
E. Hall, S. Hammond, J. L. Harley, P. D. Heath, S. Ho, J. L. Holden, P. J. Howden, E.
Huckle, A. R. Hunt, S. E. Hunt, K. Jekosch, C. M. Johnson, D. Johnson, M. P. Kay, A. M.
Kimberley, A. King, A. Knights, G. K. Laird, S. Lawlor, M. H. Lehvaslaiho, M. Leversha, C.
Lloyd, D. M. Lloyd, J. D. Lovell, V. L. Marsh, S. L. Martin, L. J. McConnachie, K. McLay, A.
A. McMurray, S. Milne, D. Mistry, M. J. Moore, J. C. Mullikin, T. Nickerson, K. Oliver, A.
Parker, R. Patel, T. A. Pearce, A. I. Peck, B. J. Phillimore, S. R. Prathalingam, R. W.
Plumb, H. Ramsay, C. M. Rice, M. T. Ross, C. E. Scott, H. K. Sehra, R. Shownkeen, S. Sims,
C. D. Skuce, M. L. Smith, C. Soderlund, C. A. Steward, J. E. Sulston, M. Swann, N.
Sycamore, R. Taylor, L. Tee, D. W. Thomas, A. Thorpe, A. Tracey, A. C. Tromans, M.
Vaudin, M. Wall, J. M. Wallis, S. L. Whitehead, P. Whittaker, D. L. Willey, L. Williams, S. A.
Williams, L. Wilming, P. W. Wray, T. Hubbard, R. M. Durbin, D. R. Bentley, S. Beck and J.
Rogers (2001). "The DNA sequence and comparative analysis of human chromosome 20."
Nature 414(6866): 865-71.

Deloukas, P., M. E. Earthrowl, D. V. Grafham, M. Rubenfield, L. French, C. A. Steward, S.
K. Sims, M. C. Jones, S. Searle, C. Scott, K. Howe, S. E. Hunt, T. D. Andrews, J. G. Gilbert,
D. Swarbreck, J. L. Ashurst, A. Taylor, J. Battles, C. P. Bird, R. Ainscough, J. P. Almeida, R.
I. Ashwell, K. D. Ambrose, A. K. Babbage, C. L. Bagguley, J. Bailey, R. Banerjee, K. Bates,
H. Beasley, S. Bray-Allen, A. J. Brown, J. Y. Brown, D. C. Burford, W. Burrill, J. Burton, P.
Cahill, D. Camire, N. P. Carter, J. C. Chapman, S. Y. Clark, G. Clarke, C. M. Clee, S. Clegg,
N. Corby, A. Coulson, P. Dhami, I. Dutta, M. Dunn, L. Faulkner, A. Frankish, J. A.
Frankland, P. Garner, J. Garnett, S. Gribble, C. Griffiths, R. Grocock, E. Gustafson, S.
Hammond, J. L. Harley, E. Hart, P. D. Heath, T. P. Ho, B. Hopkins, J. Horne, P. J. Howden,
E. Huckle, C. Hynds, C. Johnson, D. Johnson, A. Kana, M. Kay, A. M. Kimberley, J. K.
Kershaw, M. Kokkinaki, G. K. Laird, S. Lawlor, H. M. Lee, D. A. Leongamornlert, G. Laird,
C. Lloyd, D. M. Lloyd, J. Loveland, J. Lovell, S. McLaren, K. E. McLay, A. McMurray, M.
Mashreghi-Mohammadi, L. Matthews, S. Milne, T. Nickerson, M. Nguyen, E. Overton-Larty,
S. A. Palmer, A. V. Pearce, A. I. Peck, S. Pelan, B. Phillimore, K. Porter, C. M. Rice, A.
Rogosin, M. T. Ross, T. Sarafidou, H. K. Sehra, R. Shownkeen, C. D. Skuce, M. Smith, L.
Standring, N. Sycamore, J. Tester, A. Thorpe, W. Torcasso, A. Tracey, A. Tromans, J.
Tsolas, M. Wall, J. Walsh, H. Wang, K. Weinstock, A. P. West, D. L. Willey, S. L. Whitehead,
L. Wilming, P. W. Wray, L. Young, Y. Chen, R. C. Lovering, N. K. Moschonas, R. Siebert, K.
Fechtel, D. Bentley, R. Durbin, T. Hubbard, L. Doucette-Stamm, S. Beck, D. R. Smith and J.

-322 -



Bibliography

Rogers (2004). "The DNA sequence and comparative analysis of human chromosome 10."
Nature 429(6990): 375-81.

Degaqi, S. C., M. N'Guessan, J. Forner, A. Shiti, C. Beldjord, J. Chelly, A. Sefiani and V. Des
Portes (1998). "A gene for non-specific X-linked mental retardation (MRX55) is located in
Xpll." Ann Genet 41(1): 11-6.

DErrico, l., G. Gadaleta and C. Saccone (2004). "Pseudogenes in metazoa: origin and
features." Brief Funct Genomic Proteomic 3(2): 157-67.

Derry, J. M., U. Jess and U. Francke (1995). "Cloning and characterization of a novel zinc
finger gene in Xp11.2." Genomics 30(2): 361-5.

Diatchenko, L., Y. F. Lau, A. P. Campbell, A. Chenchik, F. Mogadam, B. Huang, S.
Lukyanov, K. Lukyanov, N. Gurskaya, E. D. Sverdlov and P. D. Siebert (1996). "Suppression
subtractive hybridization: a method for generating differentially regulated or tissue-specific
cDNA probes and libraries." Proc Natl Acad Sci U S A 93(12): 6025-30.

Dominski, Z. and R. Kole (1991). "Selection of splice sites in pre-mRNAs with short internal
exons." Mol Cell Biol 11(12): 6075-83.

Down, T. A. and T. J. Hubbard (2002). "Computational detection and location of
transcription start sites in mammalian genomic DNA." Genome Res 12(3): 458-61.

Dralyuk, I., M. Brudno, M. S. Gelfand, M. Zorn and |. Dubchak (2000). "ASDB: database of
alternatively spliced genes." Nucleic Acids Res 28(1): 296-7.

Dredge, B. K., A. D. Polydorides and R. B. Darnell (2001). "The splice of life: alternative
splicing and neurological disease." Nat Rev Neurosci 2(1): 43-50.

Dresios, J., A. Aschrafi, G. C. Owens, P. W. Vanderklish, G. M. Edelman and V. P. Mauro
(2005). "Cold stress-induced protein Rbm3 binds 60S ribosomal subunits, alters microRNA
levels, and enhances global protein synthesis." Proc Natl Acad Sci U S A 102(6): 1865-70.

Dubchak, I. and K. Frazer (2003). "Multi-species sequence comparison: the next frontier in
genome annotation." Genome Biol 4(12): 122.

Dube, J. L., P. Wang, J. Elvin, K. M. Lyons, A. J. Celeste and M. M. Matzuk (1998). "The
bone morphogenetic protein 15 gene is X-linked and expressed in oocytes." Mol Endocrinol
12(12): 1809-17.

Dunham, A., L. H. Matthews, J. Burton, J. L. Ashurst, K. L. Howe, K. J. Ashcroft, D. M.
Beare, D. C. Burford, S. E. Hunt, S. Griffiths-Jones, M. C. Jones, S. J. Keenan, K. Oliver, C.
E. Scott, R. Ainscough, J. P. Almeida, K. D. Ambrose, D. T. Andrews, R. |. Ashwell, A. K.
Babbage, C. L. Bagguley, J. Bailey, R. Bannerjee, K. F. Barlow, K. Bates, H. Beasley, C. P.
Bird, S. Bray-Allen, A. J. Brown, J. Y. Brown, W. Burrill, C. Carder, N. P. Carter, J. C.
Chapman, M. E. Clamp, S. Y. Clark, G. Clarke, C. M. Clee, S. C. Clegg, V. Cobley, J. E.
Collins, N. Corby, G. J. Coville, P. Deloukas, P. Dhami, |I. Dunham, M. Dunn, M. E.
Earthrowl, A. G. Ellington, L. Faulkner, A. G. Frankish, J. Frankland, L. French, P. Garner,
J. Garnett, J. G. Gilbert, C. J. Gilson, J. Ghori, D. V. Grafham, S. M. Gribble, C. Griffiths,
R. E. Hall, S. Hammond, J. L. Harley, E. A. Hart, P. D. Heath, P. J. Howden, E. J. Huckle,
P. J. Hunt, A. R. Hunt, C. Johnson, D. Johnson, M. Kay, A. M. Kimberley, A. King, G. K.
Laird, C. J. Langford, S. Lawlor, D. A. Leongamornlert, D. M. Lloyd, C. Lloyd, J. E.

- 323 -



Bibliography

Loveland, J. Lovell, S. Martin, M. Mashreghi-Mohammadi, S. J. McLaren, A. McMurray, S.
Milne, M. J. Moore, T. Nickerson, S. A. Palmer, A. V. Pearce, A. |. Peck, S. Pelan, B.
Phillimore, K. M. Porter, C. M. Rice, S. Searle, H. K. Sehra, R. Shownkeen, C. D. Skuce, M.
Smith, C. A. Steward, N. Sycamore, J. Tester, D. W. Thomas, A. Tracey, A. Tromans, B.
Tubby, M. Wall, J. M. Wallis, A. P. West, S. L. Whitehead, D. L. Willey, L. Wilming, P. W.
Wray, M. W. Wright, L. Young, A. Coulson, R. Durbin, T. Hubbard, J. E. Sulston, S. Beck, D.
R. Bentley, J. Rogers and M. T. Ross (2004). "The DNA sequence and analysis of human
chromosome 13." Nature 428(6982): 522-8.

Dunham, 1., N. Shimizu, B. A. Roe, S. Chissoe, A. R. Hunt, J. E. Collins, R. Bruskiewich, D.
M. Beare, M. Clamp, L. J. Smink, R. Ainscough, J. P. Almeida, A. Babbage, C. Bagguley, J.
Bailey, K. Barlow, K. N. Bates, O. Beasley, C. P. Bird, S. Blakey, A. M. Bridgeman, D. Buck,
J. Burgess, W. D. Burrill, K. P. OBrien and et al. (1999). "The DNA sequence of human
chromosome 22." Nature 402(6761): 489-95.

Durbin, R., and J. T. Mieg (1991- ). A C. elegans Database. Documentation, code and data
available from anonymous FTP servers at lirmm.lirmm.fr, cele.mrc-Imb.cam.ac.uk and
ncbi.nim.nih.gov.

Duyk, G. M., S. W. Kim, R. M. Myers and D. R. Cox (1990). "Exon trapping: a genetic screen
to identify candidate transcribed sequences in cloned mammalian genomic DNA." Proc Natl
Acad Sci U S A 87(22): 8995-9.

Eddy, S. R. (2001). "Non-coding RNA genes and the modern RNA world." Nat Rev Genet
2(12): 919-29.

Elbashir, S. M., W. Lendeckel and T. Tuschl (2001). "RNA interference is mediated by 21-
and 22-nucleotide RNAs." Genes Dev 15(2): 188-200.

Emanuel, B. S. and T. H. Shaikh (2001). "Segmental duplications: an 'expanding' role in
genomic instability and disease.” Nat Rev Genet 2(10): 791-800.

Enokido, Y., H. Maruoka, H. Hatanaka, |. Kanazawa and H. Okazawa (2002). "PQBP-1
increases vulnerability to low potassium stress and represses transcription in primary
cerebellar neurons." Biochem Biophys Res Commun 294(2): 268-71.

Esposito, T., F. Gianfrancesco, A. Ciccodicola, M. D'Esposito, R. Nagaraja, R. Mazzarella, M.
D'Urso and A. Forabosco (1997). "Escape from X inactivation of two new genes associated
with DXS6974E and DXS7020E." Genomics 43(2): 183-90.

Estes, P. A., N. E. Cooke and S. A. Liebhaber (1992). "A native RNA secondary structure
controls alternative splice-site selection and generates two human growth hormone
isoforms." J Biol Chem 267(21): 14902-8.

Fairbrother, W. G. and L. A. Chasin (2000). "Human genomic sequences that inhibit
splicing." Mol Cell Biol20(18): 6816-25.

Fairbrother, W. G., R. F. Yeh, P. A. Sharp and C. B. Burge (2002). "Predictive identification
of exonic splicing enhancers in human genes." Science 297(5583): 1007-13.

Falquet, L., M. Pagni, P. Bucher, N. Hulo, C. J. Sigrist, K. Hofmann and A. Bairoch (2002).
"The PROSITE database, its status in 2002." Nucleic Acids Res 30(1): 235-8.

- 324 -



Bibliography

Farris, W., M. A. Leissring, M. L. Hemming, A. Y. Chang and D. J. Selkoe (2005).
"Alternative splicing of human insulin-degrading enzyme yields a novel isoform with a
decreased ability to degrade insulin and amyloid beta-protein.” Biochemistry 44(17): 6513-
25.

Feldmann, H., M. Aigle, G. Aljinovic, B. Andre, M. C. Baclet, C. Barthe, A. Baur, A. M.
Becam, N. Biteau, E. Boles and et al. (1994). "Complete DNA sequence of yeast
chromosome 11." Embo J 13(24): 5795-809.

Ferrier-Cana, E., C. Macadre, M. Sevignac, P. David, T. Langin and V. Geffroy (2005).
"Distinct post-transcriptional modifications result into seven alternative transcripts of the
CC-NBS-LRR gene JALtr of Phaseolus vulgaris." Theor Appl Genet 110(5): 895-905.

Fichera, M., M. Falco, M. Lo Giudice, L. Castiglia, V. Guarnaccia, F. Cali, A. Spalletta, C.
Scuderi and E. Avola (2005). "Skewed X-inactivation in a family with mental retardation and
PQBP1 gene mutation." Clin Genet 67(5): 446-7.

Fiers, W., R. Contreras, G. Haegemann, R. Rogiers, A. Van de Voorde, H. Van Heuverswyn,
J. Van Herreweghe, G. Volckaert and M. Ysebaert (1978). "Complete nucleotide sequence of
SV40 DNA." Nature 273(5658): 113-20.

Fire, A., S. Xu, M. K. Montgomery, S. A. Kostas, S. E. Driver and C. C. Mello (1998). "Potent
and specific genetic interference by double-stranded RNA in Caenorhabditis elegans.”
Nature 391(6669): 806-11.

Fisher, S. E., A. Ciccodicola, K. Tanaka, A. Curci, S. Desicato, M. D'Urso and I. W. Craig
(1997). "Sequence-based exon prediction around the synaptophysin locus reveals a gene-
rich area containing novel genes in human proximal Xp." Genomics 45(2): 340-7.

Fisher, S. E., I. van Bakel, S. E. Lloyd, S. H. Pearce, R. V. Thakker and |. W. Craig (1995).
"Cloning and characterization of CLCN5, the human kidney chloride channel gene
implicated in Dent disease (an X-linked hereditary nephrolithiasis)." Genomics 29(3): 598-
606.

Fleischmann, R. D., M. D. Adams, O. White, R. A. Clayton, E. F. Kirkness, A. R. Kerlavage,
C. J. Bult, J. F. Tomb, B. A. Dougherty, J. M. Merrick and et al. (1995). "Whole-genome
random sequencing and assembly of Haemophilus influenzae Rd." Science 269(5223): 496-
512.

Flicek, P., E. Keibler, P. Hu, I. Korf and M. R. Brent (2003). "Leveraging the mouse genome
for gene prediction in human: from whole-genome shotgun reads to a global synteny map."
Genome Res 13(1): 46-54.

Florea, L., G. Hartzell, Z. Zhang, G. M. Rubin and W. Miller (1998). "A computer program
for aligning a cDNA sequence with a genomic DNA sequence." Genome Res 8(9): 967-74.

Franze, A., N. Archidiacono, M. Rocchi, M. Marino and G. Grimaldi (1991). "Isolation and
expression analysis of a human zinc finger gene (ZNF41) located on the short arm of the X
chromosome." Genomics 9(4): 728-36.

-325 -



Bibliography

Frazer, K. A., L. Elnitski, D. M. Church, |. Dubchak and R. C. Hardison (2003). "Cross-species
sequence comparisons: a review of methods and available resources." Genome Res 13(1): 1-
12.

Fricker, L. D., A. A. McKinzie, J. Sun, E. Curran, Y. Qian, L. Yan, S. D. Patterson, P. L.
Courchesne, B. Richards, N. Levin, N. Mzhavia, L. A. Devi and J. Douglass (2000).
“Identification and characterization of proSAAS, a granin-like neuroendocrine peptide
precursor that inhibits prohormone processing." J Neurosci 20(2): 639-48.

Friedman, R. and A. L. Hughes (2001). "Gene duplication and the structure of eukaryotic
genomes." Genome Res 11(3): 373-81.

Fujita, T., J. L. Mandel, T. Shirasawa, O. Hino, T. Shirai and N. Maruyama (1995). "Isolation
of cDNA clone encoding human homologue of senescence marker protein-30 (SMP30) and its
location on the X chromosome." Biochim Biophys Acta 1263(3): 249-52.

Galtier, N., Gouy, M. and Gautier, C. (1996) SeaView and Phylo_win, two graphic tools for
sequence alignment and molecular phylogeny. Comput. Applic. Biosci., 12, 543-548.

Gardiner-Garden, M. and M. Frommer (1987). "CpG islands in vertebrate genomes." J Mol
Biol 196(2): 261-82.

Gatfield, D., L. Unterholzner, F. D. Ciccarelli, P. Bork and E. Izaurralde (2003). "Nonsense-
mediated mRNA decay in Drosophila: at the intersection of the yeast and mammalian
pathways." Embo J 22(15): 3960-70.

Geraghty, M. T., L. C. Brody, L. S. Martin, M. Marble, W. Kearns, P. Pearson, A. P. Monaco,
H. Lehrach and D. Valle (1993). "The isolation of cDNAs from OATL1 at Xp 11.2 using a 480-
kb YAC." Genomics 16(2): 440-6.

Gerhard, D. S., L. Wagner, E. A. Feingold, C. M. Shenmen, L. H. Grouse, G. Schuler, S. L.
Klein, S. Old, R. Rasooly, P. Good, M. Guyer, A. M. Peck, J. G. Derge, D. Lipman, F. S.
Collins, W. Jang, S. Sherry, M. Feolo, L. Misquitta, E. Lee, K. Rotmistrovsky, S. F. Greenhut,
C. F. Schaefer, K. Buetow, T. I. Bonner, D. Haussler, J. Kent, M. Kiekhaus, T. Furey, M.
Brent, C. Prange, K. Schreiber, N. Shapiro, N. K. Bhat, R. F. Hopkins, F. Hsie, T. Driscoll, M.
B. Soares, T. L. Casavant, T. E. Scheetz, M. J. Brown-stein, T. B. Usdin, S. Toshiyuki, P.
Carninci, Y. Piao, D. B. Dudekula, M. S. Ko, K. Kawakami, Y. Suzuki, S. Sugano, C. E.
Gruber, M. R. Smith, B. Simmons, T. Moore, R. Waterman, S. L. Johnson, Y. Ruan, C. L.
Wei, S. Mathavan, P. H. Gunaratne, J. Wu, A. M. Garcia, S. W. Hulyk, E. Fuh, Y. Yuan, A.
Sneed, C. Kowis, A. Hodgson, D. M. Muzny, J. McPherson, R. A. Gibbs, J. Fahey, E. Helton,
M. Ketteman, A. Madan, S. Rodrigues, A. Sanchez, M. Whiting, A. Madari, A. C. Young, K. D.
Wetherby, S. J. Granite, P. N. Kwong, C. P. Brinkley, R. L. Pearson, G. G. Bouffard, R. W.
Blakesly, E. D. Green, M. C. Dickson, A. C. Rodriguez, J. Grimwood, J. Schmutz, R. M.
Myers, Y. S. Butterfield, M. Griffith, O. L. Griffith, M. I. Krzywinski, N. Liao, R. Morrin, D.
Palmquist, A. S. Petrescu, U. Skalska, D. E. Smailus, J. M. Stott, A. Schnerch, J. E. Schein,
S. J. Jones, R. A. Holt, A. Baross, M. A. Marra, S. Clifton, K. A. Makowski, S. Bosak and J.
Malek (2004). "The status, quality, and expansion of the NIH full-length cDNA project: the
Mammalian Gene Collection (MGC)." Genome Res 14(10B): 2121-7.

Gilbert, S. F. (1978). "The embryological origins of the gene theory." J Hist Biol 11(2): 307-
51.

- 326 -



Bibliography

Glas, R., A. A. De Leo, M. L. Delbridge, K. Reid, M. A. Ferguson-Smith, P. C. O'Brien, M.
Westerman and J. A. Graves (1999a). "Chromosome painting in marsupials: genome
conservation in the kangaroo family." Chromosome Res 7(3): 167-76.

Glas, R., J. A. Marshall Graves, R. Toder, M. Ferguson-Smith and P. C. O'Brien (1999b).
"Cross-species chromosome painting between human and marsupial directly demonstrates
the ancient region of the mammalian X." Mamm Genome 10(11): 1115-6.

Golabi, M., M. Ito and B. D. Hall (1984). "A new X-linked multiple congenital
anomalies/mental retardation syndrome." Am J Med Genet 17(1): 367-74.

Gossen, M. and H. Bujard (1992). "Tight control of gene expression in mammalian cells by
tetracycline-responsive promoters." Proc Natl Acad Sci U S A 89(12): 5547-51.

Grabowski, P. J. and D. L. Black (2001). "Alternative RNA splicing in the nervous system."
Prog Neurobiol 65(3): 289-308.

Graveley, B. R., K. J. Hertel and T. Maniatis (1998). "A systematic analysis of the factors
that determine the strength of pre-mRNA splicing enhancers." Embo J 17(22): 6747-56.

Graves, J. A. (1998). "Evolution of the mammalian Y chromosome and sex-determining
genes." J Exp Zool 281(5): 472-81.

Gregory, S. G., M. Sekhon, J. Schein, S. Zhao, K. Osoegawa, C. E. Scott, R. S. Evans, P. W.
Burridge, T. V. Cox, C. A. Fox, R. D. Hutton, I. R. Mullenger, K. J. Phillips, J. Smith, J.
Stalker, G. J. Threadgold, E. Birney, K. Wylie, A. Chinwalla, J. Wallis, L. Hillier, J. Carter,
T. Gaige, S. Jaeger, C. Kremitzki, D. Layman, J. Maas, R. McGrane, K. Mead, R. Walker, S.
Jones, M. Smith, J. Asano, |. Bosdet, S. Chan, S. Chittaranjan, R. Chiu, C. Fjell, D.
Fuhrmann, N. Girn, C. Gray, R. Guin, L. Hsiao, M. Krzywinski, R. Kutsche, S. S. Lee, C.
Mathewson, C. McLeavy, S. Messervier, S. Ness, P. Pandoh, A. L. Prabhu, P. Saeedi, D.
Smailus, L. Spence, J. Stott, S. Taylor, W. Terpstra, M. Tsai, J. Vardy, N. Wye, G. Yang, S.
Shatsman, B. Ayodeji, K. Geer, G. Tsegaye, A. Shvartsbeyn, E. Gebregeorgis, M. Krol, D.
Russell, L. Overton, J. A. Malek, M. Holmes, M. Heaney, J. Shetty, T. Feldblyum, W. C.
Nierman, J. J. Catanese, T. Hubbard, R. H. Waterston, J. Rogers, P. J. de Jong, C. M.
Fraser, M. Marra, J. D. McPherson and D. R. Bentley (2002). "A physical map of the mouse
genome." Nature 418(6899): 743-50.

Grimwood, J., L. A. Gordon, A. Olsen, A. Terry, J. Schmutz, J. Lamerdin, U. Hellsten, D.
Goodstein, O. Couronne, M. Tran-Gyamfi, A. Aerts, M. Altherr, L. Ashworth, E. Bajorek, S.
Black, E. Branscomb, S. Caenepeel, A. Carrano, C. Caoile, Y. M. Chan, M. Christensen, C. A.
Cleland, A. Copeland, E. Dalin, P. Dehal, M. Denys, J. C. Detter, J. Escobar, D. Flowers, D.
Fotopulos, C. Garcia, A. M. Georgescu, T. Glavina, M. Gomez, E. Gonzales, M. Groza, N.
Hammon, T. Hawkins, L. Haydu, I. Ho, W. Huang, S. Israni, J. Jett, K. Kadner, H. Kimball,
A. Kobayashi, V. Larionov, S. H. Leem, F. Lopez, Y. Lou, S. Lowry, S. Malfatti, D. Martinez,
P. McCready, C. Medina, J. Morgan, K. Nelson, M. Nolan, |. Ovcharenko, S. Pitluck, M.
Pollard, A. P. Popkie, P. Predki, G. Quan, L. Ramirez, S. Rash, J. Retterer, A. Rodriguez, S.
Rogers, A. Salamov, A. Salazar, X. She, D. Smith, T. Slezak, V. Solovyev, N. Thayer, H. Tice,
M. Tsai, A. Ustaszewska, N. Vo, M. Wagner, J. Wheeler, K. Wu, G. Xie, J. Yang, |. Dubchak,
T. S. Furey, P. DeJong, M. Dickson, D. Gordon, E. E. Eichler, L. A. Pennacchio, P.
Richardson, L. Stubbs, D. S. Rokhsar, R. M. Myers, E. M. Rubin and S. M. Lucas (2004). "The
DNA sequence and biology of human chromosome 19." Nature 428(6982): 529-35.

Gu, J. and Reddy, R (2001). Cellular RNAs: varied roles in Encyclopedia of Life Sciences
Nature Publishing Group, London,

- 327 -



Bibliography

Gu, J., R. Dubner, A. J. Fornace, Jr. and M. J. ladarola (1995). "UREB1, a tyrosine
phosphorylated nuclear protein, inhibits p53 transactivation." Oncogene 11(10): 2175-8.

Guigo, R., E. T. Dermitzakis, P. Agarwal, C. P. Ponting, G. Parra, A. Reymond, J. F. Abril,
E. Keibler, R. Lyle, C. Ucla, S. E. Antonarakis and M. R. Brent (2003). "Comparison of mouse
and human genomes followed by experimental verification yields an estimated 1,019
additional genes." Proc Natl Acad Sci U S A 100(3): 1140-5.

Guigo, R., P. Agarwal, J. F. Abril, M. Burset and J. W. Fickett (2000). "An assessment of
gene prediction accuracy in large DNA sequences." Genome Res 10(10): 1631-42.

Gumucio, D. L., K. L. Rood, K. L. Blanchard-McQuate, T. A. Gray, A. Saulino and F. S.
Collins (1991). "Interaction of Spl with the human gamma globin promoter: binding and
transactivation of normal and mutant promoters." Blood 78(7): 1853-63.

Gupta, S., D. Zink, B. Korn, M. Vingron and S. A. Haas (2004). "Genome wide identification
and classification of alternative splicing based on EST data." Bioinformatics 20(16): 2579-
85.

Gure, A. O., I. J. Wei, L. J. Old and Y. T. Chen (2002). "The SSX gene family:
characterization of 9 complete genes." Int J Cancer 101(5): 448-53.

Han, K., G. Yeo, P. An, C. B. Burge and P. J. Grabowski (2005). "A combinatorial code for
splicing silencing: UAGG and GGGG motifs." PLoS Biol 3(5): e158.

Handley, P. M., M. Mueckler, N. R. Siegel, A. Ciechanover and A. L. Schwartz (1991).
“Molecular cloning, sequence, and tissue distribution of the human ubiquitin-activating
enzyme E1." Proc Natl Acad Sci U S A 88(1): 258-62.

Hanner, M., F. F. Moebius, F. Weber, M. Grabner, J. Striessnig and H. Glossmann (1995).
"Phenylalkylamine Ca2+ antagonist binding protein. Molecular cloning, tissue distribution,
and heterologous expression." J Biol Chem 270(13): 7551-7.

Harries, L. W., A. T. Hattersley and S. Ellard (2004). "Messenger RNA transcripts of the
hepatocyte nuclear factor-lalpha gene containing premature termination codons are
subject to nonsense-mediated decay." Diabetes 53(2): 500-4.

Harrison, P. M., A. Kumar, N. Lang, M. Snyder and M. Gerstein (2002a). "A question of size:
the eukaryotic proteome and the problems in defining it." Nucleic Acids Res 30(5): 1083-90.

Harrison, P. M., H. Hegyi, S. Balasubramanian, N. M. Luscombe, P. Bertone, N. Echols, T.
Johnson and M. Gerstein (2002b). "Molecular fossils in the human genome: identification
and analysis of the pseudogenes in chromosomes 21 and 22." Genome Res 12(2): 272-80.

Hattori M., A. Fujiyama, T.D. Taylor, H. Watanabe, T. Yada, H.S. Park, A. Toyoda, K. Ishii,
Y. Totoki, D.K. Choi, Y. Groner, E. Soeda, M. Ohki, T. Takagi, Y. Sakaki, S. Taudien, K.
Blechschmidt, A. Polley, U. Menzel, J. Delabar, K. Kumpf, R. Lehmann, D. Patterson, K.
Reichwald, A. Rump, M. Schillhabel, A. Schudy, W. Zimmermann, A. Rosenthal, J. Kudoh,
K. Schibuya, K. Kawasaki, S. Asakawa, A. Shintani, T. Sasaki, K. Nagamine, S. Mitsuyama,
S.E. Antonarakis, S. Minoshima, N. Shimizu, G. Nordsiek, K. Hornischer,P. Brant, M.
Scharfe, O. Schon, A. Desario, J Reichelt,G. Kauer, H. Blocker, J. Ramser, A. Beck, S.
Klages, S. Hennig, L. Riesselmann, E. Dagand, T. Haaf, S. Wehrmeyer, K. Borzym, K.

- 328 -



Bibliography

Gardiner, D. Nizetic, F. Francis, H. Lehrach, R. Reinhardt, M.L. Yaspo (2000). The DNA
sequence of human chromosome 21.Nature 18(405): 311-9.

Heilig, R., R. Eckenberg, J. L. Petit, N. Fonknechten, C. Da Silva, L. Cattolico, M. Levy, V.
Barbe, V. de Berardinis, A. Ureta-Vidal, E. Pelletier, V. Vico, V. Anthouard, L. Rowen, A.
Madan, S. Qin, H. Sun, H. Du, K. Pepin, F. Artiguenave, C. Robert, C. Cruaud, T. Bruls, O.
Jaillon, L. Friedlander, G. Samson, P. Brottier, S. Cure, B. Segurens, F. Aniere, S. Samain,
H. Crespeau, N. Abbasi, N. Aiach, D. Boscus, R. Dickhoff, M. Dors, |. Dubois, C. Friedman,
M. Gouyvenoux, R. James, A. Madan, B. Mairey-Estrada, S. Mangenot, N. Martins, M.
Menard, S. Oztas, A. Ratcliffe, T. Shaffer, B. Trask, B. Vacherie, C. Bellemere, C. Belser,
M. Besnard-Gonnet, D. Bartol-Mavel, M. Boutard, S. Briez-Silla, S. Combette, V. Dufosse-
Laurent, C. Ferron, C. Lechaplais, C. Louesse, D. Muselet, G. Magdelenat, E. Pateau, E.
Petit, P. Sirvain-Trukniewicz, A. Trybou, N. Vega-Czarny, E. Bataille, E. Bluet, |. Bordelais,
M. Dubois, C. Dumont, T. Guerin, S. Haffray, R. Hammadi, J. Muanga, V. Pellouin, D.
Robert, E. Wunderle, G. Gauguet, A. Roy, L. Sainte-Marthe, J. Verdier, C. Verdier-Discala,
L. Hillier, L. Fulton, J. McPherson, F. Matsuda, R. Wilson, C. Scarpelli, G. Gyapay, P.
Wincker, W. Saurin, F. Quetier, R. Waterston, L. Hood and J. Weissenbach (2003). "The DNA
sequence and analysis of human chromosome 14." Nature 421(6923): 601-7.

Hidaka, K., J. J. Caffrey, L. Hua, T. Zhang, J. R. Falck, G. C. Nickel, L. Carrel, L. D. Barnes
and S. B. Shears (2002). "An adjacent pair of human NUDT genes on chromosome X are
preferentially expressed in testis and encode two new isoforms of diphosphoinositol
polyphosphate phosphohydrolase." J Biol Chem 277(36): 32730-8.

Hillier, L. W., R. S. Fulton, L. A. Fulton, T. A. Graves, K. H. Pepin, C. Wagner-McPherson,
D. Layman, J. Maas, S. Jaeger, R. Walker, K. Wylie, M. Sekhon, M. C. Becker, M. D.
O'Laughlin, M. E. Schaller, G. A. Fewell, K. D. Delehaunty, T. L. Miner, W. E. Nash, M.
Cordes, H. Du, H. Sun, J. Edwards, H. Bradshaw-Cordum, J. Ali, S. Andrews, A. Isak, A.
Vanbrunt, C. Nguyen, F. Du, B. Lamar, L. Courtney, J. Kalicki, P. Ozersky, L. Bielicki, K.
Scott, A. Holmes, R. Harkins, A. Harris, C. M. Strong, S. Hou, C. Tomlinson, S. Dauphin-
Kohlberg, A. Kozlowicz-Reilly, S. Leonard, T. Rohlfing, S. M. Rock, A. M. Tin-Wollam, A.
Abbott, P. Minx, R. Maupin, C. Strowmatt, P. Latreille, N. Miller, D. Johnson, J. Murray, J.
P. Woessner, M. C. Wendl, S. P. Yang, B. R. Schultz, J. W. Wallis, J. Spieth, T. A. Bieri, J.
O. Nelson, N. Berkowicz, P. E. Wohldmann, L. L. Cook, M. T. Hickenbotham, J. Eldred, D.
Williams, J. A. Bedell, E. R. Mardis, S. W. Clifton, S. L. Chissoe, M. A. Marra, C. Raymond,
E. Haugen, W. Gillett, Y. Zhou, R. James, K. Phelps, S. ladanoto, K. Bubb, E. Simms, R.
Levy, J. Clendenning, R. Kaul, W. J. Kent, T. S. Furey, R. A. Baertsch, M. R. Brent, E.
Keibler, P. Flicek, P. Bork, M. Suyama, J. A. Bailey, M. E. Portnoy, D. Torrents, A. T.
Chinwalla, W. R. Gish, S. R. Eddy, J. D. McPherson, M. V. Olson, E. E. Eichler, E. D. Green,
R. H. Waterston and R. K. Wilson (2003). "The DNA sequence of human chromosome 7."
Nature 424(6945): 157-64.

Hillier, L. W., T. A. Graves, R. S. Fulton, L. A. Fulton, K. H. Pepin, P. Minx, C. Wagner-
McPherson, D. Layman, K. Wylie, M. Sekhon, M. C. Becker, G. A. Fewell, K. D. Delehaunty,
T. L. Miner, W. E. Nash, C. Kremitzki, L. Oddy, H. Du, H. Sun, H. Bradshaw-Cordum, J. Ali,
J. Carter, M. Cordes, A. Harris, A. Isak, A. van Brunt, C. Nguyen, F. Du, L. Courtney, J.
Kalicki, P. Ozersky, S. Abbott, J. Armstrong, E. A. Belter, L. Caruso, M. Cedroni, M. Cotton,
T. Davidson, A. Desai, G. Elliott, T. Erb, C. Fronick, T. Gaige, W. Haakenson, K. Haglund, A.
Holmes, R. Harkins, K. Kim, S. S. Kruchowski, C. M. Strong, N. Grewal, E. Goyea, S. Hou, A.
Levy, S. Martinka, K. Mead, M. D. McLellan, R. Meyer, J. Randall-Maher, C. Tomlinson, S.
Dauphin-Kohlberg, A. Kozlowicz-Reilly, N. Shah, S. Swearengen-Shahid, J. Snider, J. T.
Strong, J. Thompson, M. Yoakum, S. Leonard, C. Pearman, L. Trani, M. Radionenko, J. E.
Waligorski, C. Wang, S. M. Rock, A. M. Tin-Wollam, R. Maupin, P. Latreille, M. C. Wendl, S.
P. Yang, C. Pohl, J. W. Wallis, J. Spieth, T. A. Bieri, N. Berkowicz, J. O. Nelson, J.
Osborne, L. Ding, R. Meyer, A. Sabo, Y. Shotland, P. Sinha, P. E. Wohldmann, L. L. Cook, M.
T. Hickenbotham, J. Eldred, D. Williams, T. A. Jones, X. She, F. D. Ciccarelli, E. Izaurralde,
J. Taylor, J. Schmutz, R. M. Myers, D. R. Cox, X. Huang, J. D. McPherson, E. R. Mardis, S.

- 329 -



Bibliography

W. Clifton, W. C. Warren, A. T. Chinwalla, S. R. Eddy, M. A. Marra, I. Ovcharenko, T. S.
Furey, W. Miller, E. E. Eichler, P. Bork, M. Suyama, D. Torrents, R. H. Waterston and R. K.
Wilson (2005). "Generation and annotation of the DNA sequences of human chromosomes 2
and 4." Nature 434(7034): 724-31.

Hillman, R. T., R. E. Green and S. E. Brenner (2004). "An unappreciated role for RNA
surveillance." Genome Biol 5(2): R8.

Holbrook, S. R. (2005). "RNA structure: the long and the short of it." Curr Opin Struct Biol
15(3): 302-8.Hoshino, S., M. Imai, M. Mizutani, Y. Kikuchi, F. Hanaoka, M. Ui and T. Katada
(1998). "Molecular cloning of a novel member of the eukaryotic polypeptide chain-releasing
factors (eRF). Its identification as eRF3 interacting with eRF1." J Biol Chem 273(35): 22254-
9.

Huang, H. D., J. T. Horng, C. C. Lee and B. J. Liu (2003). "ProSplicer: a database of
putative alternative splicing information derived from protein, mRNA and expressed
sequence tag sequence data." Genome Biol 4(4): R29.

Huang, Y. H., Y. T. Chen, J. J. Lai, S. T. Yang and U. C. Yang (2002). "PALS db: Putative
Alternative Splicing database." Nucleic Acids Res 30(1): 186-90.

Hubbard, T., D. Andrews, M. Caccamo, G. Cameron, Y. Chen, M. Clamp, L. Clarke, G.
Coates, T. Cox, F. Cunningham, V. Curwen, T. Cutts, T. Down, R. Durbin, X. M. Fernandez-
Suarez, J. Gilbert, M. Hammond, J. Herrero, H. Hotz, K. Howe, V. lyer, K. Jekosch, A.
Kahari, A. Kasprzyk, D. Keefe, S. Keenan, F. Kokocinsci, D. London, I. Longden, G.
McVicker, C. Melsopp, P. Meidl, S. Potter, G. Proctor, M. Rae, D. Rios, M. Schuster, S.
Searle, J. Severin, G. Slater, D. Smedley, J. Smith, W. Spooner, A. Stabenau, J. Stalker, R.
Storey, S. Trevanion, A. Ureta-Vidal, J. Vogel, S. White, C. Woodwark and E. Birney (2005).
"Ensembl 2005." Nucleic Acids Res 33(Database issue): D447-53.

Humphray, S. J., K. Oliver, A. R. Hunt, R. W. Plumb, J. E. Loveland, K. L. Howe, T. D.
Andrews, S. Searle, S. E. Hunt, C. E. Scott, M. C. Jones, R. Ainscough, J. P. Almeida, K. D.
Ambrose, R. I. Ashwell, A. K. Babbage, S. Babbage, C. L. Bagguley, J. Bailey, R. Banerjee,
D. J. Barker, K. F. Barlow, K. Bates, H. Beasley, O. Beasley, C. P. Bird, S. Bray-Allen, A. J.
Brown, J. Y. Brown, D. Burford, W. Burrill, J. Burton, C. Carder, N. P. Carter, J. C.
Chapman, Y. Chen, G. Clarke, S. Y. Clark, C. M. Clee, S. Clegg, R. E. Collier, N. Corby, M.
Crosier, A. T. Cummings, J. Davies, P. Dhami, M. Dunn, |. Dutta, L. W. Dyer, M. E.
Earthrowl, L. Faulkner, C. J. Fleming, A. Frankish, J. A. Frankland, L. French, D. G. Fricker,
P. Garner, J. Garnett, J. Ghori, J. G. Gilbert, C. Glison, D. V. Grafham, S. Gribble, C.
Griffiths, S. Griffiths-Jones, R. Grocock, J. Guy, R. E. Hall, S. Hammond, J. L. Harley, E. S.
Harrison, E. A. Hart, P. D. Heath, C. D. Henderson, B. L. Hopkins, P. J. Howard, P. J.
Howden, E. Huckle, C. Johnson, D. Johnson, A. A. Joy, M. Kay, S. Keenan, J. K. Kershaw, A.
M. Kimberley, A. King, A. Knights, G. K. Laird, C. Langford, S. Lawlor, D. A.
Leongamornlert, M. Leversha, C. Lloyd, D. M. Lloyd, J. Lovell, S. Martin, M. Mashreghi-
Mohammadi, L. Matthews, S. McLaren, K. E. McLay, A. McMurray, S. Milne, T. Nickerson, J.
Nisbett, G. Nordsiek, A. V. Pearce, A. |I. Peck, K. M. Porter, R. Pandian, S. Pelan, B.
Phillimore, S. Povey, Y. Ramsey, V. Rand, M. Scharfe, H. K. Sehra, R. Shownkeen, S. K.
Sims, C. D. Skuce, M. Smith, C. A. Steward, D. Swarbreck, N. Sycamore, J. Tester, A.
Thorpe, A. Tracey, A. Tromans, D. W. Thomas, M. Wall, J. M. Wallis, A. P. West, S. L.
Whitehead, D. L. Willey, S. A. Williams, L. Wilming, P. W. Wray, L. Young, J. L. Ashurst, A.
Coulson, H. Blocker, R. Durbin, J. E. Sulston, T. Hubbard, M. J. Jackson, D. R. Bentley, S.
Beck, J. Rogers and I. Dunham (2004). "DNA sequence and analysis of human chromosome
9." Nature 429(6990): 369-74.

Hunkapiller, M. W. (1991). "Advances in DNA sequencing technology." Curr Opin Genet Dev
1(1): 88-92.

- 330 -



Bibliography

Hutvagner, G. and P. D. Zamore (2002). "A microRNA in a multiple-turnover RNAi enzyme
complex." Science 297(5589): 2056-60.

Ibrahim el, C., T. D. Schaal, K. J. Hertel, R. Reed and T. Maniatis (2005). "Serine/arginine-
rich protein-dependent suppression of exon skipping by exonic splicing enhancers." Proc
Natl Acad Sci U S A 102(14): 5002-7.

Imrie, H., B. Vaidya, P. Perros, W. F. Kelly, A. D. Toft, E. T. Young, P. Kendall-Taylor and
S. H. Pearce (2001). "Evidence for a Graves' disease susceptibility locus at chromosome
Xp1l in a United Kingdom population.” J Clin Endocrinol Metab 86(2): 626-30.

Isbrandt, D., T. Leicher, R. Waldschutz, X. Zhu, U. Luhmann, U. Michel, K. Sauter and O.
Pongs (2000). "Gene structures and expression profiles of three human KCND (Kv4)
potassium channels mediating A-type currents I(TO) and I(SA)." Genomics 64(2): 144-54.

Ishida, N., N. Miura, S. Yoshioka and M. Kawakita (1996). "Molecular cloning and
characterization of a novel isoform of the human UDP-galactose transporter, and of related
complementary DNAs belonging to the nucleotide-sugar transporter gene family." J Biochem
(Tokyo) 120(6): 1074-8.

Ishigaki, Y., X. Li, G. Serin and L. E. Maquat (2001). "Evidence for a pioneer round of mRNA
translation: mRNAs subject to nonsense-mediated decay in mammalian cells are bound by
CBP80 and CBP20." Cell 106(5): 607-17.

Iwamoto, K., Y. Huang and S. Ueda (2000). "Genomic organization and alternative
transcripts of the human PQBP-1 gene." Gene 259(1-2): 69-73.

Jackson, . J. (1991). "A reappraisal of non-consensus mRNA splice sites." Nucleic Acids Res
19(14): 3795-8.

Jacobson, A. and S. W. Peltz (1999). "Tools for turnover: methods for analysis of mRNA
stability in eukaryotic cells." Methods 17(1): 1-2.

Jaeger, W. (1992). "Horner's law. The first step in the history of the understanding of X-
linked disorders." Ophthalmic Paediatr Genet 13(2): 49-56.

Jasinska, A. and W. J. Krzyzosiak (2004). "Repetitive sequences that shape the human
transcriptome.” FEBS Lett 567(1): 136-41.

Jeffreys, A. J., D. L. Neil and R. Neumann (1998). "Repeat instability at human
minisatellites arising from meiotic recombination.”" Embo J 17(14): 4147-57.

Jeffreys, A. J., K. Tamaki, A. MacLeod, D. G. Monckton, D. L. Neil and J. A. Armour (1994).
"Complex gene conversion events in germline mutation at human minisatellites." Nat Genet
6(2): 136-45.

Jensen, K. B., B. K. Dredge, G. Stefani, R. Zhong, R. J. Buckanovich, H. J. Okano, Y. Y.
Yang and R. B. Darnell (2000). "Nova-1 regulates neuron-specific alternative splicing and is
essential for neuronal viability." Neuron 25(2): 359-71.

- 331 -



Bibliography

Jiang, X., J. Kowalski and J. W. Kelly (2001). "Increasing protein stability using a rational
approach combining sequence homology and structural alignment: Stabilizing the WW
domain." Protein Sci 10(7): 1454-65.

John, B., A. J. Enright, A. Aravin, T. Tuschl, C. Sander and D. S. Marks (2004). "Human
MicroRNA targets." PLoS Biol 2(11): e363.

Johnson, J. M., S. Edwards, D. Shoemaker and E. E. Schadt (2005). "Dark matter in the
genome: evidence of widespread transcription detected by microarray tiling experiments."
Trends Genet 21(2): 93-102.

Kalnina, Z., P. Zayakin, K. Silina and A. Line (2005). "Alterations of pre-mRNA splicing in
cancer." Genes Chromosomes Cancer 42(4): 342-57.

Kalscheuer, V. M., K. Freude, L. Musante, L. R. Jensen, H. G. Yntema, J. Gecz, A. Sefiani,
K. Hoffmann, B. Moser, S. Haas, U. Gurok, S. Haesler, B. Aranda, A. Nshedjan, A. Tzschach,
N. Hartmann, T. C. Roloff, S. Shoichet, O. Hagens, J. Tao, H. Van Bokhoven, G. Turner, J.
Chelly, C. Moraine, J. P. Fryns, U. Nuber, M. Hoeltzenbein, C. Scharff, H. Scherthan, S.
Lenzner, B. C. Hamel, S. Schweiger and H. H. Ropers (2003). "Mutations in the
polyglutamine binding protein 1 gene cause X-linked mental retardation.” Nat Genet 35(4):
313-5.

Kampa, D., J. Cheng, P. Kapranov, M. Yamanaka, S. Brubaker, S. Cawley, J. Drenkow, A.
Piccolboni, S. Bekiranov, G. Helt, H. Tammana and T. R. Gingeras (2004). "Novel RNAs
identified from an in-depth analysis of the transcriptome of human chromosomes 21 and
22." Genome Res 14(3): 331-42.

Kan, Z., D. States and W. Gish (2002). "Selecting for functional alternative splices in ESTs."
Genome Res 12(12): 1837-45.

Kan, Z., E. C. Rouchka, W. R. Gish and D. J. States (2001). "Gene structure prediction and
alternative splicing analysis using genomically aligned ESTs." Genome Res 11(5): 889-900.

Kapranov, P., S. E. Cawley, J. Drenkow, S. Bekiranov, R. L. Strausberg, S. P. Fodor and T.
R. Gingeras (2002). "Large-scale transcriptional activity in chromosomes 21 and 22." Science
296(5569): 916-9.

Kashima, T. and J. L. Manley (2003). "A negative element in SMN2 exon 7 inhibits splicing in
spinal muscular atrophy." Nat Genet 34(4): 460-3.

Kawai, S., T. Kato, H. Inaba, N. Okahashi and A. Amano (2005). "Odd-skipped related 2
splicing variants show opposite transcriptional activity." Biochem Biophys Res Commun
328(1): 306-11.

Kent, W. J. (2002). "BLAT--the BLAST-like alignment tool." Genome Res 12(4): 656-64.

Kent, W. J., C. W. Sugnet, T. S. Furey, K. M. Roskin, T. H. Pringle, A. M. Zahler and D.
Haussler (2002). "The human genome browser at UCSC." Genome Res 12(6): 996-1006.

Kim, N., S. Shin and S. Lee (2005). "ECgene: genome-based EST clustering and gene
modeling for alternative splicing." Genome Res 15(4): 566-76.

- 332 -



Bibliography

Kitagawa, H., M. Fujita, N. Ito and K. Sugahara (2000). "Molecular cloning and expression of
a novel chondroitin 6-O-sulfotransferase." J Biol Chem 275(28): 21075-80.

Kiyosawa, H., I. Yamanaka, N. Osato, S. Kondo and Y. Hayashizaki (2003). "Antisense
transcripts with FANTOM2 clone set and their implications for gene regulation.” Genome Res
13(6B): 1324-34.

Kleefstra, T., C. E. Franken, Y. H. Arens, G. J. Ramakers, H. G. Yntema, E. A. Sistermans,
C. F. Hulsmans, W. N. Nillesen, H. van Bokhoven, B. B. de Vries and B. C. Hamel (2004).
"Genotype-phenotype studies in three families with mutations in the polyglutamine-binding
protein 1 gene (PQBP1)." Clin Genet 66(4): 318-26.

Knight, J. C., G. Grimaldi, H. J. Thiesen, N. T. Bech-Hansen, C. D. Fletcher and M. P.
Coleman (1994). "Clustered organization of Kruppel zinc-finger genes at Xp11.23, flanking a
translocation breakpoint at OATL1: a physical map with locus assignments for ZNF21,
ZNF41, ZNF81, and ELK1." Genomics 21(1): 180-7.

Koenig, M., A. P. Monaco and L. M. Kunkel (1988). "The complete sequence of dystrophin
predicts a rod-shaped cytoskeletal protein." Cell 53(2): 219-26.

Koenig, M., E. P. Hoffman, C. J. Bertelson, A. P. Monaco, C. Feener and L. M. Kunkel
(1987). "Complete cloning of the Duchenne muscular dystrophy (DMD) cDNA and preliminary
genomic organization of the DMD gene in normal and affected individuals." Cell 50(3): 509-
17.

Komuro, A., M. Saeki and S. Kato (1999a). "Association of two nuclear proteins, Npw38 and
NpwBP, via the interaction between the WW domain and a novel proline-rich motif
containing glycine and arginine." J Biol Chem 274(51): 36513-9.

Komuro, A., M. Saeki and S. Kato (1999b). "Npw38, a novel nuclear protein possessing a WW
domain capable of activating basal transcription." Nucleic Acids Res 27(9): 1957-65.

Korf, I., P. Flicek, D. Duan and M. R. Brent (2001). "Integrating genomic homology into gene
structure prediction." Bioinformatics 17 Suppl 1: S140-8.

Kornblihtt, A. R., M. de la Mata, J. P. Fededa, M. J. Munoz and G. Nogues (2004). "Multiple
links between transcription and splicing.” RNA 10(10): 1489-98.

Kozak, M. (1987). "At least six nucleotides preceding the AUG initiator codon enhance
translation in mammalian cells." J Mol Biol 196(4): 947-50.

Krause, A., S. A. Haas, E. Coward and M. Vingron (2002). "SYSTERS, GeneNest, SpliceNest:
exploring sequence space from genome to protein." Nucleic Acids Res 30(1): 299-300.

Krawczak, M., J. Reiss and D. N. Cooper (1992). "The mutational spectrum of single base-
pair substitutions in mRNA splice junctions of human genes: causes and consequences." Hum
Genet 90(1-2): 41-54.

Kriventseva, E. V., I. Koch, R. Apweiler, M. Vingron, P. Bork, M. S. Gelfand and S. Sunyaev
(2003). "Increase of functional diversity by alternative splicing." Trends Genet 19(3): 124-8.

- 333 -



Bibliography

Krogh, A. (1997). "Two methods for improving performance of an HMM and their application
for gene finding." Proc Int Conf Intell Syst Mol Biol 5: 179-86.

Kruse, S., J. Forster, J. Kuehr and K. A. Deichmann (1999). "Characterization of the
membrane-bound and a soluble form of human IL-4 receptor alpha produced by alternative
splicing." Int Immunol 11(12): 1965-70.

Kuersten, S. and E. B. Goodwin (2003). "The power of the 3' UTR: translational control and
development.” Nat Rev Genet 4(8): 626-37.

Kulp, D., D. Haussler, M. G. Reese and F. H. Eeckman (1996). "A generalized hidden Markov
model for the recognition of human genes in DNA." Proc Int Conf Intell Syst Mol Biol 4: 134-
42.

Kwan, S.P., L.A. Sandkuyl, M. Blaese, L.M. Kunkel, G. Bruns, R. Parmley, S.Skarshaug, D.C.
Page, J. Ott, F.S. Rosen, (1998) “Genetic mapping of the Wiskott-Aldrich syndrome with
two highly-linked polymorphic DNA markers.” Genomics 3: 39-43.

Lahn, B. T. and D. C. Page (1999). "Four evolutionary strata on the human X chromosome."
Science 286(5441): 964-7.

Lander, E. S., L. M. Linton, B. Birren, C. Nusbaum, M. C. Zody, J. Baldwin, K. Devon, K.
Dewar, M. Doyle, W. FitzHugh, R. Funke, D. Gage, K. Harris, A. Heaford, J. Howland, L.
Kann, J. Lehoczky, R. LeVine, P. McEwan, K. McKernan, J. Meldrim, J. P. Mesirov, C.
Miranda, W. Morris, J. Naylor, C. Raymond, M. Rosetti, R. Santos, A. Sheridan, C. Sougnez,
N. Stange-Thomann, N. Stojanovic, A. Subramanian, D. Wyman, J. Rogers, J. Sulston, R.
Ainscough, S. Beck, D. Bentley, J. Burton, C. Clee, N. Carter, A. Coulson, R. Deadman, P.
Deloukas, A. Dunham, I. Dunham, R. Durbin, L. French, D. Grafham, S. Gregory, T.
Hubbard, S. Humphray, A. Hunt, M. Jones, C. Lloyd, A. McMurray, L. Matthews, S. Mercer,
S. Milne, J. C. Mullikin, A. Mungall, R. Plumb, M. Ross, R. Shownkeen, S. Sims, R. H.
Waterston, R. K. Wilson, L. W. Hillier, J. D. McPherson, M. A. Marra, E. R. Mardis, L. A.
Fulton, A. T. Chinwalla, K. H. Pepin, W. R. Gish, S. L. Chissoe, M. C. Wendl, K. D.
Delehaunty, T. L. Miner, A. Delehaunty, J. B. Kramer, L. L. Cook, R. S. Fulton, D. L.
Johnson, P. J. Minx, S. W. Clifton, T. Hawkins, E. Branscomb, P. Predki, P. Richardson, S.
Wenning, T. Slezak, N. Doggett, J. F. Cheng, A. Olsen, S. Lucas, C. Elkin, E. Uberbacher, M.
Frazier, R. A. Gibbs, D. M. Muzny, S. E. Scherer, J. B. Bouck, E. J. Sodergren, K. C. Worley,
C. M. Rives, J. H. Gorrell, M. L. Metzker, S. L. Naylor, R. S. Kucherlapati, D. L. Nelson, G.
M. Weinstock, Y. Sakaki, A. Fujiyama, M. Hattori, T. Yada, A. Toyoda, T. Itoh, C. Kawagoe,
H. Watanabe, Y. Totoki, T. Taylor, J. Weissenbach, R. Heilig, W. Saurin, F. Artiguenave, P.
Brottier, T. Bruls, E. Pelletier, C. Robert, P. Wincker, D. R. Smith, L. Doucette-Stamm, M.
Rubenfield, K. Weinstock, H. M. Lee, J. Dubois, A. Rosenthal, M. Platzer, G. Nyakatura, S.
Taudien, A. Rump, H. Yang, J. Yu, J. Wang, G. Huang, J. Gu, L. Hood, L. Rowen, A. Madan,
S. Qin, R. W. Davis, N. A. Federspiel, A. P. Abola, M. J. Proctor, R. M. Myers, J. Schmutz,
M. Dickson, J. Grimwood, D. R. Cox, M. V. Olson, R. Kaul, C. Raymond, N. Shimizu, K.
Kawasaki, S. Minoshima, G. A. Evans, M. Athanasiou, R. Schultz, B. A. Roe, F. Chen, H. Pan,
J. Ramser, H. Lehrach, R. Reinhardt, W. R. McCombie, M. de la Bastide, N. Dedhia, H.
Blocker, K. Hornischer, G. Nordsiek, R. Agarwala, L. Aravind, J. A. Bailey, A. Bateman, S.
Batzoglou, E. Birney, P. Bork, D. G. Brown, C. B. Burge, L. Cerutti, H. C. Chen, D. Church,
M. Clamp, R. R. Copley, T. Doerks, S. R. Eddy, E. E. Eichler, T. S. Furey, J. Galagan, J. G.
Gilbert, C. Harmon, Y. Hayashizaki, D. Haussler, H. Hermjakob, K. Hokamp, W. Jang, L. S.
Johnson, T. A. Jones, S. Kasif, A. Kaspryzk, S. Kennedy, W. J. Kent, P. Kitts, E. V. Koonin,
I. Korf, D. Kulp, D. Lancet, T. M. Lowe, A. McLysaght, T. Mikkelsen, J. V. Moran, N. Mulder,
V. J. Pollara, C. P. Ponting, G. Schuler, J. Schultz, G. Slater, A. F. Smit, E. Stupka, J.
Szustakowski, D. Thierry-Mieg, J. Thierry-Mieg, L. Wagner, J. Wallis, R. Wheeler, A.
Williams, Y. I. Wolf, K. H. Wolfe, S. P. Yang, R. F. Yeh, F. Collins, M. S. Guyer, J. Peterson,
A. Felsenfeld, K. A. Wetterstrand, A. Patrinos, M. J. Morgan, P. de Jong, J. J. Catanese, K.

- 334 -



Bibliography

Osoegawa, H. Shizuya, S. Choi and Y. J. Chen (2001). "Initial sequencing and analysis of the
human genome." Nature 409(6822): 860-921.

Larsson, T. P., C. G. Murray, T. Hill, R. Fredriksson and H. B. Schioth (2005). "Comparison
of the current RefSeq, Ensembl and EST databases for counting genes and gene discovery."
FEBS Lett 579(3): 690-8.

Le Hir, H., D. Gatfield, E. lzaurralde and M. J. Moore (2001). "The exon-exon junction
complex provides a binding platform for factors involved in mRNA export and nonsense-
mediated mRNA decay." Embo J 20(17): 4987-97.

Lee, C. J. and K. Irizarry (2003). "Alternative splicing in the nervous system: an emerging
source of diversity and regulation." Biol Psychiatry 54(8): 771-6.

Lee, C., L. Atanelov, B. Modrek and Y. Xing (2003). "ASAP: the Alternative Splicing
Annotation Project." Nucleic Acids Res 31(1): 101-5.

Lee, J. T., L. S. Davidow and D. Warshawsky (1999). "Tsix, a gene antisense to Xist at the X-
inactivation centre." Nat Genet 21(4): 400-4.

Lee, Y., J. Tsai, S. Sunkara, S. Karamycheva, G. Pertea, R. Sultana, V. Antonescu, A. Chan,
F. Cheung and J. Quackenbush (2005). "The TIGR Gene Indices: clustering and assembling
EST and known genes and integration with eukaryotic genomes." Nucleic Acids Res
33(Database issue): D71-4.

Leipzig, J., P. Pevzner and S. Heber (2004). "The Alternative Splicing Gallery (ASG):
bridging the gap between genome and transcriptome." Nucleic Acids Res 32(13): 3977-83.

Lemabhieu, V., J. M. Gastier and U. Francke (1999). "Novel mutations in the Wiskott-Aldrich
syndrome protein gene and their effects on transcriptional, translational, and clinical
phenotypes." Hum Mutat 14(1): 54-66.

Lenski, C., F. Abidi, A. Meindl, A. Gibson, M. Platzer, R. Frank Kooy, H. A. Lubs, R. E.
Stevenson, J. Ramser and C. E. Schwartz (2004). "Novel truncating mutations in the
polyglutamine tract binding protein 1 gene (PQBP1) cause Renpenning syndrome and X-
linked mental retardation in another family with microcephaly.” Am J Hum Genet 74(4):
777-80.

Lev-Maor, G., R. Sorek, N. Shomron and G. Ast (2003). "The birth of an alternatively spliced
exon: 3' splice-site selection in Alu exons." Science 300(5623): 1288-91.

Lewis, B. P., R. E. Green and S. E. Brenner (2003). "Evidence for the widespread coupling of
alternative splicing and nonsense-mediated mRNA decay in humans." Proc Natl Acad Sci U S
A 100(1): 189-92.

Libri, D., L. Balvay and M. Y. Fiszman (1992). "In vivo splicing of the beta tropomyosin pre-
mRNA: a role for branch point and donor site competition."” Mol Cell Biol12(7): 3204-15.

Lim, L. P., M. E. Glasner, S. Yekta, C. B. Burge and D. P. Bartel (2003). "Vertebrate
microRNA genes." Science 299(5612): 1540.

- 335 -



Bibliography

Livak, K. J. and T. D. Schmittgen (2001). "Analysis of relative gene expression data using
real-time quantitative PCR and the 2(-Delta Delta C(T)) Method." Methods 25(4): 402-8.

Lozano, J. C., E. Perret, P. Schatt, C. Arnould, G. Peaucellier and A. Picard (2002).
"Molecular cloning, gene localization, and structure of human cyclin B3." Biochem Biophys
Res Commun 291(2): 406-13.

Lynch, K. W. (2004). "Consequences of regulated pre-mRNA splicing in the immune system."
Nat Rev Immunol 4(12): 931-40.

Macchi, P., L. Notarangelo, S. Giliani, D. Strina, M. Repetto, M. G. Sacco, P. Vezzoni and A.
Villa (1995). "The genomic organization of the human transcription factor 3 (TFE3) gene."
Genomics 28(3): 491-4.

Macias, M. J., S. Wiesner and M. Sudol (2002). "WW and SH3 domains, two different
scaffolds to recognize proline-rich ligands." FEBS Lett 513(1): 30-7.

Macias, M. J., M. Hyvonen, E. Baraldi, J. Schultz, M. Sudol, M. Saraste and H. Oschkinat
(1996). "Structure of the WW domain of a kinase-associated protein complexed with a
proline-rich peptide." Nature 382(6592): 646-9.

Makalowski, W. (2003). "Genomics. Not junk after all." Science 300(5623): 1246-7.

Maniatis, T. and B. Tasic (2002). "Alternative pre-mRNA splicing and proteome expansion in
metazoans." Nature 418(6894): 236-43.

Maquat, L. E. (2004). "Nonsense-mediated mRNA decay: splicing, translation and mRNP
dynamics." Nat Rev Mol Cell Biol 5(2): 89-99.

Marino, M., N. Archidiacono, A. Franze, M. Rosati, M. Rocchi, A. Ballabio and G. Grimaldi
(1993). "A novel X-linked member of the human zinc finger protein gene family: isolation,
mapping, and expression." Mamm Genome 4(5): 252-7.

Mark, G. E., T. W. Seeley, T. B. Shows and J. D. Mountz (1986). "Pks, a raf-related
sequence in humans." Proc Natl Acad Sci U S A 83(17): 6312-6.

Martin, J., C. Han, L. A. Gordon, A. Terry, S. Prabhakar, X. She, G. Xie, U. Hellsten, Y. M.
Chan, M. Altherr, O. Couronne, A. Aerts, E. Bajorek, S. Black, H. Blumer, E. Branscomb, N.
C. Brown, W. J. Bruno, J. M. Buckingham, D. F. Callen, C. S. Campbell, M. L. Campbell, E.
W. Campbell, C. Caoile, J. F. Challacombe, L. A. Chasteen, O. Chertkov, H. C. Chi, M.
Christensen, L. M. Clark, J. D. Cohn, M. Denys, J. C. Detter, M. Dickson, M. Dimitrijevic-
Bussod, J. Escobar, J. J. Fawcett, D. Flowers, D. Fotopulos, T. Glavina, M. Gomez, E.
Gonzales, D. Goodstein, L. A. Goodwin, D. L. Grady, I. Grigoriev, M. Groza, N. Hammon, T.
Hawkins, L. Haydu, C. E. Hildebrand, W. Huang, S. Israni, J. Jett, P. B. Jewett, K. Kadner,
H. Kimball, A. Kobayashi, M. C. Krawczyk, T. Leyba, J. L. Longmire, F. Lopez, Y. Lou, S.
Lowry, T. Ludeman, C. F. Manohar, G. A. Mark, K. L. McMurray, L. J. Meincke, J. Morgan,
R. K. Moyzis, M. O. Mundt, A. C. Munk, R. D. Nandkeshwar, S. Pitluck, M. Pollard, P. Predki,
B. Parson-Quintana, L. Ramirez, S. Rash, J. Retterer, D. O. Ricke, D. L. Robinson, A.
Rodriguez, A. Salamov, E. H. Saunders, D. Scott, T. Shough, R. L. Stallings, M. Stalvey, R.
D. Sutherland, R. Tapia, J. G. Tesmer, N. Thayer, L. S. Thompson, H. Tice, D. C. Torney, M.
Tran-Gyamfi, M. Tsai, L. E. Ulanovsky, A. Ustaszewska, N. Vo, P. S. White, A. L. Williams,
P. L. Wills, J. R. Wu, K. Wu, J. Yang, P. Dejong, D. Bruce, N. A. Doggett, L. Deaven, J.
Schmutz, J. Grimwood, P. Richardson, D. S. Rokhsar, E. E. Eichler, P. Gilna, S. M. Lucas, R.

- 336 -



Bibliography

M. Myers, E. M. Rubin and L. A. Pennacchio (2004). "The sequence and analysis of
duplication-rich human chromosome 16." Nature 432(7020): 988-94.

Mazzarella, R. and D. Schlessinger (1998). "Pathological consequences of sequence
duplications in the human genome." Genome Res 8(10): 1007-21.

Mendell, J. T., C. M. ap Rhys and H. C. Dietz (2002). "Separable roles for rentl/hUpfl in
altered splicing and decay of nonsense transcripts.” Science 298(5592): 419-22.

Meyer, A. and M. Schartl (1999). "Gene and genome duplications in vertebrates: the one-to-
four (-to-eight in fish) rule and the evolution of novel gene functions." Curr Opin Cell Biol
11(6): 699-704.

Meyerson, M., G. H. Enders, C. L. Wu, L. K. Su, C. Gorka, C. Nelson, E. Harlow and L. H.
Tsai (1992). "A family of human cdc2-related protein kinases." Embo J 11(8): 2909-17.

Mignone, F., C. Gissi, S. Liuni and G. Pesole (2002). "Untranslated regions of mRNAs."
Genome Biol 3(3): REVIEWS0004.

Mironov, A. A. and M. S. Gel'fand (2004). "Prediction and computer analysis of the exon-
intron structure of human genes." Genome Biol 38(1): 82-91.

Modrek, B. and C. J. Lee (2003). "Alternative splicing in the human, mouse and rat genomes
is associated with an increased frequency of exon creation and/or loss." Nat Genet 34(2):
177-80.

Modrek, B. and C. Lee (2002). "A genomic view of alternative splicing." Nat Genet 30(1):
13-9.

Modrek, B., A. Resch, C. Grasso and C. Lee (2001). "Genome-wide detection of alternative
splicing in expressed sequences of human genes." Nucleic Acids Res 29(13): 2850-9.

Mohapatra, B., S. Verma, S. Shankar and A. Suri (1998). "Molecular cloning of human testis
MRNA specifically expressed in haploid germ cells, having structural homology with the A-
kinase anchoring proteins.” Biochem Biophys Res Commun 244(2): 540-5.

Monaco, A. P., R. L. Neve, C. Colletti-Feener, C. J. Bertelson, D. M. Kurnit and L. M. Kunkel
(1986). "Isolation of candidate cDNAs for portions of the Duchenne muscular dystrophy
gene." Nature 323(6089): 646-50.

Moreau-Aubry, A., S. Le Guiner, N. Labarriere, M. C. Gesnel, F. Jotereau and R. Breathnach
(2000). "A processed pseudogene codes for a new antigen recognized by a CD8(+) T cell
clone on melanoma." J Exp Med 191(9): 1617-24.

Mulligan, G. J., W. Guo, S. Wormsley and D. M. Helfman (1992). "Polypyrimidine tract
binding protein interacts with sequences involved in alternative splicing of beta-
tropomyosin pre-mRNA." J Biol Chem 267(35): 25480-7.

Mungall, A. J., S. A. Palmer, S. K. Sims, C. A. Edwards, J. L. Ashurst, L. Wilming, M. C.
Jones, R. Horton, S. E. Hunt, C. E. Scott, J. G. Gilbert, M. E. Clamp, G. Bethel, S. Milne, R.
Ainscough, J. P. Almeida, K. D. Ambrose, T. D. Andrews, R. I. Ashwell, A. K. Babbage, C. L.
Bagguley, J. Bailey, R. Banerjee, D. J. Barker, K. F. Barlow, K. Bates, D. M. Beare, H.

- 337 -



Bibliography

Beasley, O. Beasley, C. P. Bird, S. Blakey, S. Bray-Allen, J. Brook, A. J. Brown, J. Y. Brown,
D. C. Burford, W. Burrill, J. Burton, C. Carder, N. P. Carter, J. C. Chapman, S. Y. Clark, G.
Clark, C. M. Clee, S. Clegg, V. Cobley, R. E. Collier, J. E. Collins, L. K. Colman, N. R. Corby,
G. J. Coville, K. M. Culley, P. Dhami, J. Davies, M. Dunn, M. E. Earthrowl, A. E. Ellington,
K. A. Evans, L. Faulkner, M. D. Francis, A. Frankish, J. Frankland, L. French, P. Garner, J.
Garnett, M. J. Ghori, L. M. Gilby, C. J. Gillson, R. J. Glithero, D. V. Grafham, M. Grant, S.
Gribble, C. Griffiths, M. Griffiths, R. Hall, K. S. Halls, S. Hammond, J. L. Harley, E. A. Hart,
P. D. Heath, R. Heathcott, S. J. Holmes, P. J. Howden, K. L. Howe, G. R. Howell, E.
Huckle, S. J. Humphray, M. D. Humphries, A. R. Hunt, C. M. Johnson, A. A. Joy, M. Kay, S.
J. Keenan, A. M. Kimberley, A. King, G. K. Laird, C. Langford, S. Lawlor, D. A.
Leongamornlert, M. Leversha, C. R. Lloyd, D. M. Lloyd, J. E. Loveland, J. Lovell, S. Martin,
M. Mashreghi-Mohammadi, G. L. Maslen, L. Matthews, O. T. McCann, S. J. MclLaren, K.
McLay, A. McMurray, M. J. Moore, J. C. Mullikin, D. Niblett, T. Nickerson, K. L. Novik, K.
Oliver, E. K. Overton-Larty, A. Parker, R. Patel, A. V. Pearce, A. |. Peck, B. Phillimore, S.
Phillips, R. W. Plumb, K. M. Porter, Y. Ramsey, S. A. Ranby, C. M. Rice, M. T. Ross, S. M.
Searle, H. K. Sehra, E. Sheridan, C. D. Skuce, S. Smith, M. Smith, L. Spraggon, S. L.
Squares, C. A. Steward, N. Sycamore, G. Tamlyn-Hall, J. Tester, A. J. Theaker, D. W.
Thomas, A. Thorpe, A. Tracey, A. Tromans, B. Tubby, M. Wall, J. M. Wallis, A. P. West, S.
S. White, S. L. Whitehead, H. Whittaker, A. Wild, D. J. Willey, T. E. Wilmer, J. M. Wood, P.
W. Wray, J. C. Wyatt, L. Young, R. M. Younger, D. R. Bentley, A. Coulson, R. Durbin, T.
Hubbard, J. E. Sulston, |. Dunham, J. Rogers and S. Beck (2003). "The DNA sequence and
analysis of human chromosome 6." Nature 425(6960): 805-11.

Mural, R. J., M. D. Adams, E. W. Myers, H. O. Smith, G. L. Miklos, R. Wides, A. Halpern, P.
W. Li, G. G. Sutton, J. Nadeau, S. L. Salzberg, R. A. Holt, C. D. Kodira, F. Lu, L. Chen, Z.
Deng, C. C. Evangelista, W. Gan, T. J. Heiman, J. Li, Z. Li, G. V. Merkulov, N. V. Milshina,
A. K. Naik, R. Qi, B. C. Shue, A. Wang, J. Wang, X. Wang, X. Yan, J. Ye, S. Yooseph, Q.
Zhao, L. Zheng, S. C. Zhu, K. Biddick, R. Bolanos, A. L. Delcher, I. M. Dew, D. Fasulo, M. J.
Flanigan, D. H. Huson, S. A. Kravitz, J. R. Miller, C. M. Mobarry, K. Reinert, K. A.
Remington, Q. Zhang, X. H. Zheng, D. R. Nusskern, Z. Lai, Y. Lei, W. Zhong, A. Yao, P.
Guan, R. R. Ji, Z. Gu, Z. Y. Wang, F. Zhong, C. Xiao, C. C. Chiang, M. Yandell, J. R.
Wortman, P. G. Amanatides, S. L. Hladun, E. C. Pratts, J. E. Johnson, K. L. Dodson, K. J.
Woodford, C. A. Evans, B. Gropman, D. B. Rusch, E. Venter, M. Wang, T. J. Smith, J. T.
Houck, D. E. Tompkins, C. Haynes, D. Jacob, S. H. Chin, D. R. Allen, C. E. Dahlke, R.
Sanders, K. Li, X. Liu, A. A. Levitsky, W. H. Majoros, Q. Chen, A. C. Xia, J. R. Lopez, M. T.
Donnelly, M. H. Newman, A. Glodek, C. L. Kraft, M. Nodell, F. Ali, H. J. An, D. Baldwin-
Pitts, K. Y. Beeson, S. Cai, M. Carnes, A. Carver, P. M. Caulk, A. Center, Y. H. Chen, M. L.
Cheng, M. D. Coyne, M. Crowder, S. Danaher, L. B. Davenport, R. Desilets, S. M. Dietz, L.
Doup, P. Dullaghan, S. Ferriera, C. R. Fosler, H. C. Gire, A. Gluecksmann, J. D. Gocayne, J.
Gray, B. Hart, J. Haynes, J. Hoover, T. Howland, C. lbegwam, M. Jalali, D. Johns, L. Kline,
D. S. Ma, S. MacCawley, A. Magoon, F. Mann, D. May, T. C. Mcintosh, S. Mehta, L. Moy, M.
C. Moy, B. J. Murphy, S. D. Murphy, K. A. Nelson, Z. Nuri, K. A. Parker, A. C. Prudhomme,
V. N. Puri, H. Qureshi, J. C. Raley, M. S. Reardon, M. A. Regier, Y. H. Rogers, D. L.
Romblad, J. Schutz, J. L. Scott, R. Scott, C. D. Sitter, M. Smallwood, A. C. Sprague, E.
Stewart, R. V. Strong, E. Suh, K. Sylvester, R. Thomas, N. N. Tint, C. Tsonis, G. Wang, G.
Wang, M. S. Williams, S. M. Williams, S. M. Windsor, K. Wolfe, M. M. Wu, J. Zaveri, K.
Chaturvedi, A. E. Gabrielian, Z. Ke, J. Sun, G. Subramanian, J. C. Venter, C. M. Pfannkoch,
M. Barnstead and L. D. Stephenson (2002). "A comparison of whole-genome shotgun-derived
mouse chromosome 16 and the human genome." Science 296(5573): 1661-71.

Myers, E. W., G. G. Sutton, A. L. Delcher, |I. M. Dew, D. P. Fasulo, M. J. Flanigan, S. A.
Kravitz, C. M. Mobarry, K. H. Reinert, K. A. Remington, E. L. Anson, R. A. Bolanos, H. H.
Chou, C. M. Jordan, A. L. Halpern, S. Lonardi, E. M. Beasley, R. C. Brandon, L. Chen, P. J.
Dunn, Z. Lai, Y. Liang, D. R. Nusskern, M. Zhan, Q. Zhang, X. Zheng, G. M. Rubin, M. D.
Adams and J. C. Venter (2000). "A whole-genome assembly of Drosophila." Science
287(5461): 2196-204.

- 338 -



Bibliography

Nagase, T., K. Ishikawa, N. Miyajima, A. Tanaka, H. Kotani, N. Nomura and O. Ohara
(1998). "Prediction of the coding sequences of unidentified human genes. IX. The complete
sequences of 100 new cDNA clones from brain which can code for large proteins in vitro."
DNA Res 5(1): 31-9.

Nagoshi, R. N., M. McKeown, K. C. Burtis, J. M. Belote and B. S. Baker (1988). "The control
of alternative splicing at genes regulating sexual differentiation in D. melanogaster." Cell
53(2): 229-36.

Nakachi, Y., T. Hayakawa, H. Oota, K. Sumiyama, L. Wang and S. Ueda (1997). "Nucleotide
compositional constraints on genomes generate alanine-, glycine-, and proline-rich
structures in transcription factors." Mol Biol Evol 14(10): 1042-9.

Nakai, K. and P. Horton (1999). "PSORT: a program for detecting sorting signals in proteins
and predicting their subcellular localization."” Trends Biochem Sci 24(1): 34-6.

Nakanishi, T., R. Kekuda, Y. J. Fei, T. Hatanaka, M. Sugawara, R. G. Martindale, F. H.
Leibach, P. D. Prasad and V. Ganapathy (2001). "Cloning and functional characterization of
a new subtype of the amino acid transport system N." Am J Physiol Cell Physiol 281(6):
C1757-68.

Nam, J. W., K. R. Shin, J. Han, Y. Lee, V. N. Kim and B. T. Zhang (2005). "Human microRNA
prediction through a probabilistic co-learning model of sequence and structure." Nucleic
Acids Res 33(11): 3570-81.

Nicholas, K.B., Nicholas H.B. Jr., and Deerfield, D.W. II. 1997 GeneDoc: Analysis and
Visualization of Genetic Variation, EMBNEW.NEWS 4:14

Ning, Z., A. J. Cox and J. C. Mullikin (2001). "SSAHA: a fast search method for large DNA
databases." Genome Res 11(10): 1725-9.

Nolan, K. F., S. Kaluz, J. M. Higgins, D. Goundis and K. B. Reid (1992). "Characterization of
the human properdin gene." Biochem J 287 (Pt 1): 291-7.

Numata, M. and J. Orlowski (2001). "Molecular cloning and characterization of a novel
(Na+,K+)/H+ exchanger localized to the trans-Golgi network." J Biol Chem 276(20): 17387-
94.

Nurtdinov, R. N., Artamonova, Il, A. A. Mironov and M. S. Gelfand (2003). "Low conservation
of alternative splicing patterns in the human and mouse genomes." Hum Mol Genet 12(11):
1313-20.

Ohno, S. (1967). Sex chromosomes and sex-linked genes. Berlin; New York [etc.], Springer-
Verlag.

Okada, T., T. Fujii, N. Tanuma, S. Mitsuhashi, T. Urano, Y. Araki, H. Shima and K. Kikuchi
(2004). "Analysis of isoform specific function of PP1 catalytic subunits in mammalian cells
using siRNA." Int J Oncol 25(5): 1383-8.

Okazawa, H., M. Sudol and T. Rich (2001). "PQBP-1 (Np/PQ): a polyglutamine tract-binding
and nuclear inclusion-forming protein."” Brain Res Bull 56(3-4): 273-80.

- 339 -



Bibliography

Okazawa, H., T. Rich, A. Chang, X. Lin, M. Waragai, M. Kajikawa, Y. Enokido, A. Komuro, S.
Kato, M. Shibata, H. Hatanaka, M. M. Mouradian, M. Sudol and I. Kanazawa (2002).
“Interaction between mutant ataxin-1 and PQBP-1 affects transcription and cell death."”
Neuron 34(5): 701-13.

Okuda, T., H. Hattori, S. Takeuchi, J. Shimizu, H. Ueda, J. J. Palvimo, |. Kanazawa, H.
Kawano, M. Nakagawa and H. Okazawa (2003). "PQBP-1 transgenic mice show a late-onset
motor neuron disease-like phenotype." Hum Mol Genet 12(7): 711-25.

Oliva, M. M., T. C. Wu and V. W. Yang (1993). "Isolation and characterization of a
differentiation-dependent gene in the human colonic cell line HT29-18." Arch Biochem
Biophys 302(1): 183-92.

Olson, M. V., J. E. Dutchik, M. Y. Graham, G. M. Brodeur, C. Helms, M. Frank, M. MacCollin,
R. Scheinman and T. Frank (1986). "Random-clone strategy for genomic restriction mapping
in yeast." Proc Natl Acad Sci U S A 83(20): 7826-30.

Osato, N., M. Itoh, H. Konno, S. Kondo, K. Shibata, P. Carninci, T. Shiraki, A. Shinagawa, T.
Arakawa, S. Kikuchi, K. Sato, J. Kawai and Y. Hayashizaki (2002). "A computer-based
method of selecting clones for a full-length cDNA project: simultaneous collection of
negligibly redundant and variant cDNAs." Genome Res 12(7): 1127-34.

Ota, T., Y. Suzuki, T. Nishikawa, T. Otsuki, T. Sugiyama, R. Irie, A. Wakamatsu, K. Hayashi,
H. Sato, K. Nagai, K. Kimura, H. Makita, M. Sekine, M. Obayashi, T. Nishi, T. Shibahara, T.
Tanaka, S. Ishii, J. Yamamoto, K. Saito, Y. Kawai, Y. Isono, Y. Nakamura, K. Nagahari, K.
Murakami, T. Yasuda, T. lwayanagi, M. Wagatsuma, A. Shiratori, H. Sudo, T. Hosoiri, Y.
Kaku, H. Kodaira, H. Kondo, M. Sugawara, M. Takahashi, K. Kanda, T. Yokoi, T. Furuya, E.
Kikkawa, Y. Omura, K. Abe, K. Kamihara, N. Katsuta, K. Sato, M. Tanikawa, M. Yamazaki,
K. Ninomiya, T. Ishibashi, H. Yamashita, K. Murakawa, K. Fujimori, H. Tanai, M. Kimata, M.
Watanabe, S. Hiraoka, Y. Chiba, S. Ishida, Y. Ono, S. Takiguchi, S. Watanabe, M. Yosida, T.
Hotuta, J. Kusano, K. Kanehori, A. Takahashi-Fujii, H. Hara, T. O. Tanase, Y. Nomura, S.
Togiya, F. Komai, R. Hara, K. Takeuchi, M. Arita, N. Imose, K. Musashino, H. Yuuki, A.
Oshima, N. Sasaki, S. Aotsuka, Y. Yoshikawa, H. Matsunawa, T. Ichihara, N. Shiohata, S.
Sano, S. Moriya, H. Momiyama, N. Satoh, S. Takami, Y. Terashima, O. Suzuki, S. Nakagawa,
A. Senoh, H. Mizoguchi, Y. Goto, F. Shimizu, H. Wakebe, H. Hishigaki, T. Watanabe, A.
Sugiyama, M. Takemoto, B. Kawakami, M. Yamazaki, K. Watanabe, A. Kumagai, S. Itakura,
Y. Fukuzumi, Y. Fujimori, M. Komiyama, H. Tashiro, A. Tanigami, T. Fujiwara, T. Ono, K.
Yamada, Y. Fujii, K. Ozaki, M. Hirao, Y. Ohmori, A. Kawabata, T. Hikiji, N. Kobatake, H.
Inagaki, Y. Ikema, S. Okamoto, R. Okitani, T. Kawakami, S. Noguchi, T. Itoh, K. Shigeta, T.
Senba, K. Matsumura, Y. Nakajima, T. Mizuno, M. Morinaga, M. Sasaki, T. Togashi, M.
Oyama, H. Hata, M. Watanabe, T. Komatsu, J. Mizushima-Sugano, T. Satoh, Y. Shirai, Y.
Takahashi, K. Nakagawa, K. Okumura, T. Nagase, N. Nomura, H. Kikuchi, Y. Masuho, R.
Yamashita, K. Nakai, T. Yada, Y. Nakamura, O. Ohara, T. Isogai and S. Sugano (2004).
"Complete sequencing and characterization of 21,243 full-length human cDNAs." Nat Genet
36(1): 40-5.

Otterlei, M., T. Haug, T. A. Nagelhus, G. Slupphaug, T. Lindmo and H. E. Krokan (1998).
“Nuclear and mitochondrial splice forms of human uracil-DNA glycosylase contain a complex
nuclear localisation signal and a strong classical mitochondrial localisation signal,
respectively." Nucleic Acids Res 26(20): 4611-7.

Ovcharenko, I., G. G. Loots, R. C. Hardison, W. Miller and L. Stubbs (2004). "zPicture:
dynamic alignment and visualization tool for analyzing conservation profiles." Genome Res
14(3): 472-7.

- 340 -



Bibliography

Pagani, F., E. Buratti, C. Stuani, R. Bendix, T. Dork and F. E. Baralle (2002). "A new type of
mutation causes a splicing defect in ATM." Nat Genet 30(4): 426-9.

Pan, L., J. Xu, R. Yu, M. M. Xu, Y. X. Pan and G. W. Pasternak (2005). "Identification and
characterization of six new alternatively spliced variants of the human mu opioid receptor
gene, Oprm." Neuroscience 133(1): 209-20.

Parker, H. G., L. V. Kim, N. B. Sutter, S. Carlson, T. D. Lorentzen, T. B. Malek, G. S.
Johnson, H. B. DeFrance, E. A. Ostrander and L. Kruglyak (2004). "Genetic structure of the
purebred domestic dog." Science 304(5674): 1160-4.

Parra, G., P. Agarwal, J. F. Abril, T. Wiehe, J. W. Fickett and R. Guigo (2003).
"Comparative gene prediction in human and mouse." Genome Res 13(1): 108-

Pearson, W. R. (1990). "Rapid and sensitive sequence comparison with FASTP and FASTA."
Methods Enzymol 183: 63-98.

Pearson, W.R. and D. J. Lipman (1988) Improved Tools for Biological Sequence
Comparison.PNAS 85:2444- 2448.

Pennacchio, L. A., M. Olivier, J. A. Hubacek, J. C. Cohen, D. R. Cox, J. C. Fruchart, R. M.
Krauss and E. M. Rubin (2001). "An apolipoprotein influencing triglycerides in humans and
mice revealed by comparative sequencing." Science 294(5540): 169-73.

Perez, C., J. Vandesompele, |. Vandenbroucke, G. Holtappels, F. Speleman, P. Gevaert, P.
Van Cauwenberge and C. Bachert (2003). "Quantitative real time polymerase chain reaction
for measurement of human interleukin-5 receptor alpha spliced isoforms mRNA." BMC
Biotechnol 3(1): 17.

Phylactides, M., R. Rowntree, H. Nuthall, D. Ussery, A. Wheeler and A. Harris (2002).
"Evaluation of potential regulatory elements identified as DNase | hypersensitive sites in the
CFTR gene." Eur J Biochem 269(2): 553-9.

Pintard, L., D. Kressler and B. Lapeyre (2000). "Spblp is a yeast nucleolar protein
associated with Noplp and Nop58p that is able to bind S-adenosyl-L-methionine in vitro."
Mol Cell Biol 20(4): 1370-81.

Pold, M., J. Zhou, G. L. Chen, J. M. Hall, R. A. Vescio and J. R. Berenson (1999).
“Identification of a new, unorthodox member of the MAGE gene family." Genomics 59(2):
161-7.

Ponger, L., L. Duret and D. Mouchiroud (2001). "Determinants of CpG islands: expression in
early embryo and isochore structure." Genome Res 11(11): 1854-60.

Porteous M.E., A. Curtis, S. Lindsay, O. Williams, D. Goudie, S. Kamakari and S.S.

Bhattacharya (1992). “The gene for Aarskog syndrome is located between DXS255 and
DXS566 (Xpl11.2-Xq13).” Genomics 14(2): 298-301.

Proudfoot, N. J., A. Furger and M. J. Dye (2002). "Integrating mRNA processing with
transcription.” Cell 108(4): 501-12.

Rajavel, K. S. and E. F. Neufeld (2001). "Nonsense-mediated decay of human HEXA mRNA."
Mol Cell Biol 21(16): 5512-9.

- 341 -



Bibliography

Rao, V. N., K. Huebner, M. Isobe, A. ar-Rushdi, C. M. Croce and E. S. Reddy (1989). "elk,
tissue-specific ets-related genes on chromosomes X and 14 near translocation breakpoints."
Science 244(4900): 66-70.

Renpenning, H., J. W. Gerrard, W. A. Zaleski and T. Tabata (1962). "Familial sex-linked
mental retardation.” Can Med Assoc J 87: 954-6.

Ricci, V., S. Regis, M. Di Duca and M. Filocamo (2003). "An Alu-mediated rearrangement as
cause of exon skipping in Hunter disease." Hum Genet 112(4): 419-25.

Rinn, J. L., G. Euskirchen, P. Bertone, R. Martone, N. M. Luscombe, S. Hartman, P. M.
Harrison, F. K. Nelson, P. Miller, M. Gerstein, S. Weissman and M. Snyder (2003). "The
transcriptional activity of human Chromosome 22." Genes Dev 17(4): 529-40.

Roberts, R. G. (1995). "Dystrophin, its gene, and the dystrophinopathies.”" Adv Genet 33:
177-231.

Rocques, P. J., J. Clark, S. Ball, J. Crew, S. Gill, Z. Christodoulou, R. H. Borts, E. J. Louis,
K. E. Davies and C. S. Cooper (1995). "The human SB1.8 gene (DXS423E) encodes a putative
chromosome segregation protein conserved in lower eukaryotes and prokaryotes.”" Hum Mol
Genet 4(2): 243-9.

Ross, M. T., D. V. Grafham, A. J. Coffey, S. Scherer, K. McLay, D. Muzny, M. Platzer, G. R.
Howell, C. Burrows, C. P. Bird, A. Frankish, F. L. Lovell, K. L. Howe, J. L. Ashurst, R. S.
Fulton, R. Sudbrak, G. Wen, M. C. Jones, M. E. Hurles, T. D. Andrews, C. E. Scott, S.
Searle, J. Ramser, A. Whittaker, R. Deadman, N. P. Carter, S. E. Hunt, R. Chen, A. Cree, P.
Gunaratne, P. Havlak, A. Hodgson, M. L. Metzker, S. Richards, G. Scott, D. Steffen, E.
Sodergren, D. A. Wheeler, K. C. Worley, R. Ainscough, K. D. Ambrose, M. A. Ansari-Lari, S.
Aradhya, R. I. Ashwell, A. K. Babbage, C. L. Bagguley, A. Ballabio, R. Banerjee, G. E.
Barker, K. F. Barlow, I. P. Barrett, K. N. Bates, D. M. Beare, H. Beasley, O. Beasley, A.
Beck, G. Bethel, K. Blechschmidt, N. Brady, S. Bray-Allen, A. M. Bridgeman, A. J. Brown, M.
J. Brown, D. Bonnin, E. A. Bruford, C. Buhay, P. Burch, D. Burford, J. Burgess, W. Burrill, J.
Burton, J. M. Bye, C. Carder, L. Carrel, J. Chako, J. C. Chapman, D. Chavez, E. Chen, G.
Chen, Y. Chen, Z. Chen, C. Chinault, A. Ciccodicola, S. Y. Clark, G. Clarke, C. M. Clee, S.
Clegg, K. Clerc-Blankenburg, K. Clifford, V. Cobley, C. G. Cole, J. S. Conquer, N. Corby, R.
E. Connor, R. David, J. Davies, C. Davis, J. Davis, O. Delgado, D. Deshazo, P. Dhami, Y.
Ding, H. Dinh, S. Dodsworth, H. Draper, S. Dugan-Rocha, A. Dunham, M. Dunn, K. J. Durbin,
|. Dutta, T. Eades, M. Ellwood, A. Emery-Cohen, H. Errington, K. L. Evans, L. Faulkner, F.
Francis, J. Frankland, A. E. Fraser, P. Galgoczy, J. Gilbert, R. Gill, G. Glockner, S. G.
Gregory, S. Gribble, C. Griffiths, R. Grocock, Y. Gu, R. Gwilliam, C. Hamilton, E. A. Hart,
A. Hawes, P. D. Heath, K. Heitmann, S. Hennig, J. Hernandez, B. Hinzmann, S. Ho, M.
Hoffs, P. J. Howden, E. J. Huckle, J. Hume, P. J. Hunt, A. R. Hunt, J. Isherwood, L. Jacob,
D. Johnson, S. Jones, P. J. de Jong, S. S. Joseph, S. Keenan, S. Kelly, J. K. Kershaw, Z.
Khan, P. Kioschis, S. Klages, A. J. Knights, A. Kosiura, C. Kovar-Smith, G. K. Laird, C.
Langford, S. Lawlor, M. Leversha, L. Lewis, W. Liu, C. Lloyd, D. M. Lloyd, H. Loulseged, J.
E. Loveland, J. D. Lovell, R. Lozado, J. Lu, R. Lyne, J. Ma, M. Maheshwari, L. H. Matthews,
J. McDowall, S. McLaren, A. McMurray, P. Meidl, T. Meitinger, S. Milne, G. Miner, S. L.
Mistry, M. Morgan, S. Morris, I. Muller, J. C. Mullikin, N. Nguyen, G. Nordsiek, G. Nyakatura,
C. N. ODell, G. Okwuonu, S. Palmer, R. Pandian, D. Parker, J. Parrish, S. Pasternak, D.
Patel, A. V. Pearce, D. M. Pearson, S. E. Pelan, L. Perez, K. M. Porter, Y. Ramsey, K.
Reichwald, S. Rhodes, K. A. Ridler, D. Schlessinger, M. G. Schueler, H. K. Sehra, C. Shaw-
Smith, H. Shen, E. M. Sheridan, R. Shownkeen, C. D. Skuce, M. L. Smith, E. C. Sotheran, H.
E. Steingruber, C. A. Steward, R. Storey, R. M. Swann, D. Swarbreck, P. E. Tabor, S.
Taudien, T. Taylor, B. Teague, K. Thomas, A. Thorpe, K. Timms, A. Tracey, S. Trevanion,
A. C. Tromans, M. d'Urso, D. Verduzco, D. Villasana, L. Waldron, M. Wall, Q. Wang, J.
Warren, G. L. Warry, X. Wei, A. West, S. L. Whitehead, M. N. Whiteley, J. E. Wilkinson, D.

- 342 -



Bibliography

L. Willey, G. Williams, L. Williams, A. Williamson, H. Williamson, L. Wilming, R. L.
Woodmansey, P. W. Wray, J. Yen, J. Zhang, J. Zhou, H. Zoghbi, S. Zorilla, D. Buck, R.
Reinhardt, A. Poustka, A. Rosenthal, H. Lehrach, A. Meindl, P. J. Minx, L. W. Hillier, H. F.
Willard, R. K. Wilson, R. H. Waterston, C. M. Rice, M. Vaudin, A. Coulson, D. L. Nelson, G.
Weinstock, J. E. Sulston, R. Durbin, T. Hubbard, R. A. Gibbs, S. Beck, J. Rogers and D. R.
Bentley (2005). "The DNA sequence of the human X chromosome." Nature 434(7031): 325-
37.

Ruiz-Echevarria, M. J., C. |. Gonzalez and S. W. Peltz (1998). "Identifying the right stop:
determining how the surveillance complex recognizes and degrades an aberrant mRNA."
Embo J 17(2): 575-89.

Saccone, S. and G. Bernardi (2001). "Human chromosomal banding by in situ hybridization
of isochores." Methods Cell Sci 23(1-3): 7-15.

Sachidanandam, R., D. Weissman, S. C. Schmidt, J. M. Kakol, L. D. Stein, G. Marth, S.
Sherry, J. C. Mullikin, B. J. Mortimore, D. L. Willey, S. E. Hunt, C. G. Cole, P. C. Coggill, C.
M. Rice, Z. Ning, J. Rogers, D. R. Bentley, P. Y. Kwok, E. R. Mardis, R. T. Yeh, B. Schultz, L.
Cook, R. Davenport, M. Dante, L. Fulton, L. Hillier, R. H. Waterston, J. D. McPherson, B.
Gilman, S. Schaffner, W. J. Van Etten, D. Reich, J. Higgins, M. J. Daly, B. Blumenstiel, J.
Baldwin, N. Stange-Thomann, M. C. Zody, L. Linton, E. S. Lander and D. Altshuler (2001). "A
map of human genome sequence variation containing 1.42 million single nucleotide
polymorphisms." Nature 409(6822): 928-33.

Saha, S., A. B. Sparks, C. Rago, V. Akmaev, C. J. Wang, B. Vogelstein, K. W. Kinzler and V.
E. Velculescu (2002). "Using the transcriptome to annotate the genome." Nat Biotechnol
20(5): 508-12.

Sanger, F., A. R. Coulson, G. F. Hong, D. F. Hill and G. B. Petersen (1982). "Nucleotide
sequence of bacteriophage lambda DNA." J Mol Biol 162(4): 729-73.

Sanger, F., A. R. Coulson, T. Friedmann, G. M. Air, B. G. Barrell, N. L. Brown, J. C. Fiddes,
C. A. Hutchison, 3rd, P. M. Slocombe and M. Smith (1978). "The nucleotide sequence of
bacteriophage phixXx174." J Mol Biol 125(2): 225-46.

Sanger, F., G. M. Air, B. G. Barrell, N. L. Brown, A. R. Coulson, C. A. Fiddes, C. A.
Hutchison, P. M. Slocombe and M. Smith (1977). "Nucliotide sequence of bacteriophage phi
X174 DNA." Nature 265(5596): 687-95.

Schadt, E. E., S. W. Edwards, D. GuhaThakurta, D. Holder, L. Ying, V. Svetnik, A.
Leonardson, K. W. Hart, A. Russell, G. Li, G. Cavet, J. Castle, P. McDonagh, Z. Kan, R.
Chen, A. Kasarskis, M. Margarint, R. M. Caceres, J. M. Johnson, C. D. Armour, P. W.
Garrett-Engele, N. F. Tsinoremas and D. D. Shoemaker (2004). "A comprehensive transcript
index of the human genome generated using microarrays and computational approaches."
Genome Biol 5(10): R73.

Scheper, W., R. Zwart and F. Baas (2004). "Alternative splicing in the N-terminus of
Alzheimer's presenilin 1." Neurogenetics 5(4): 223-7.

Scherf, M., A. Klingenhoff and T. Werner (2000). "Highly specific localization of promoter
regions in large genomic sequences by Promoterinspector: a novel context analysis
approach." J Mol Biol 297(3): 599-606.

- 343 -



Bibliography

Schmittgen, T. D., B. A. Zakrajsek, A. G. Mills, V. Gorn, M. J. Singer and M. W. Reed
(2000). "Quantitative reverse transcription-polymerase chain reaction to study mRNA decay:
comparison of endpoint and real-time methods." Anal Biochem 285(2): 194-204.

Schmucker, D. and J. G. Flanagan (2004). "Generation of recognition diversity in the
nervous system." Neuron 44(2): 219-22.

Schmutz, J., J. Martin, A. Terry, O. Couronne, J. Grimwood, S. Lowry, L. A. Gordon, D.
Scott, G. Xie, W. Huang, U. Hellsten, M. Tran-Gyamfi, X. She, S. Prabhakar, A. Aerts, M.
Altherr, E. Bajorek, S. Black, E. Branscomb, C. Caoile, J. F. Challacombe, Y. M. Chan, M.
Denys, J. C. Detter, J. Escobar, D. Flowers, D. Fotopulos, T. Glavina, M. Gomez, E.
Gonzales, D. Goodstein, |. Grigoriev, M. Groza, N. Hammon, T. Hawkins, L. Haydu, S. Israni,
J. Jett, K. Kadner, H. Kimball, A. Kobayashi, F. Lopez, Y. Lou, D. Martinez, C. Medina, J.
Morgan, R. Nandkeshwar, J. P. Noonan, S. Pitluck, M. Pollard, P. Predki, J. Priest, L.
Ramirez, J. Retterer, A. Rodriguez, S. Rogers, A. Salamov, A. Salazar, N. Thayer, H. Tice,
M. Tsai, A. Ustaszewska, N. Vo, J. Wheeler, K. Wu, J. Yang, M. Dickson, J. F. Cheng, E. E.
Eichler, A. Olsen, L. A. Pennacchio, D. S. Rokhsar, P. Richardson, S. M. Lucas, R. M. Myers
and E. M. Rubin (2004). "The DNA sequence and comparative analysis of human chromosome
5." Nature 431(7006): 268-74.

Schroer, A., S. Schneider, H. Ropers and H. Nothwang (1999). "Cloning and characterization
of UXT, a novel gene in human Xpll, which is widely and abundantly expressed in tumor
tissue." Genomics 56(3): 340-3.

Schwahn, U., S. Lenzner, J. Dong, S. Feil, B. Hinzmann, G. van Duijnhoven, R. Kirschner, M.
Hemberger, A. A. Bergen, T. Rosenberg, A. J. Pinckers, R. Fundele, A. Rosenthal, F. P.
Cremers, H. H. Ropers and W. Berger (1998). "Positional cloning of the gene for X-linked
retinitis pigmentosa 2." Nat Genet 19(4): 327-32.

Schwartz, S., W. J. Kent, A. Smit, Z. Zhang, R. Baertsch, R. C. Hardison, D. Haussler and W.
Miller (2003). "Human-mouse alignments with BLASTZ." Genome Res 13(1): 103-7.

Schwerk, C. and K. Schulze-Osthoff (2005). "Regulation of Apoptosis by Alternative Pre-
mMRNA Splicing." Mol Cell 19(1): 1-13.

Shapiro, M. B. and P. Senapathy (1987). "RNA splice junctions of different classes of
eukaryotes: sequence statistics and functional implications in gene expression.” Nucleic
Acids Res 15(17): 7155-74.

Sharp, A., D. O. Robinson and P. Jacobs (2001). "Absence of correlation between late-
replication and spreading of X inactivation in an X;autosome translocation." Hum Genet
109(3): 295-302.

Sharp, A., D. O. Robinson and P. Jacobs (2001). "Absence of correlation between late-
replication and spreading of X inactivation in an X;autosome translocation." Hum Genet
109(3): 295-302.

Sharp, P. A. (1994). "Split genes and RNA splicing." Cell 77(6): 805-15.

Shen, H., J. L. Kan and M. R. Green (2004). "Arginine-serine-rich domains bound at splicing
enhancers contact the branchpoint to promote prespliceosome assembly." Mol Cell 13(3):
367-76.

- 344 -



Bibliography

Shibata, Y., P. Carninci, K. Sato, N. Hayatsu, T. Shiraki, Y. Ishii, T. Arakawa, A. Hara, N.
Ohsato, M. lzawa, K. Aizawa, M. Itoh, K. Shibata, A. Shinagawa, J. Kawai, Y. Ota, S.
Kikuchi, N. Kishimoto, M. Muramatsu and Y. Hayashizaki (2001). "Removal of polyA tails
from full-length cDNA libraries for high-efficiency sequencing." Biotechniques 31(5): 1042,
1044, 1048-9.

Shoemaker, D. D., E. E. Schadt, C. D. Armour, Y. D. He, P. Garrett-Engele, P. D. McDonagh,
P. M. Loerch, A. Leonardson, P. Y. Lum, G. Cavet, L. F. Wu, S. J. Altschuler, S. Edwards, J.
King, J. S. Tsang, G. Schimmack, J. M. Schelter, J. Koch, M. Ziman, M. J. Marton, B. Li, P.
Cundiff, T. Ward, J. Castle, M. Krolewski, M. R. Meyer, M. Mao, J. Burchard, M. J. Kidd, H.
Dai, J. W. Phillips, P. S. Linsley, R. Stoughton, S. Scherer and M. S. Boguski (2001).
"Experimental annotation of the human genome using microarray technology." Nature
409(6822): 922-7.

Simmons, D.L. (1993). Cloning cell surface molecules by transient expression in mammalian
cells. In Cellular Interactions and Development . (D. Hartley, ed.). IRL Press at Oxford
University Press, Oxford, pp93-127.

Singer, S. S., D. N. Mannel, T. Hehlgans, J. Brosius and J. Schmitz (2004). "From "junk" to
gene: curriculum vitae of a primate receptor isoform gene." J Mol Biol 341(4): 883-6.

Singh, B. N., A. Suresh, G. UmaPrasad, S. Subramanian, M. Sultana, S. Goel, S. Kumar and
L. Singh (2003). "A highly conserved human gene encoding a novel member of WD-repeat
family of proteins (WDR13)." Genomics 81(3): 315-28.

Singh, N. N., E. J. Androphy and R. N. Singh (2004). "The regulation and regulatory
activities of alternative splicing of the SMN gene." Crit Rev Eukaryot Gene Expr 14(4): 271-
85.

Singh, R., J. Valcarcel and M. R. Green (1995). "Distinct binding specificities and functions
of higher eukaryotic polypyrimidine tract-binding proteins." Science 268(5214): 1173-6.

Sironi, M., G. Menozzi, L. Riva, R. Cagliani, G. P. Comi, N. Bresolin, R. Giorda and U.
Pozzoli (2004). "Silencer elements as possible inhibitors of pseudoexon splicing.” Nucleic
Acids Res 32(5): 1783-91.

Skaletsky, H., T. Kuroda-Kawaguchi, P. J. Minx, H. S. Cordum, L. Hillier, L. G. Brown, S.
Repping, T. Pyntikova, J. Ali, T. Bieri, A. Chinwalla, A. Delehaunty, K. Delehaunty, H. Du,
G. Fewell, L. Fulton, R. Fulton, T. Graves, S. F. Hou, P. Latrielle, S. Leonard, E. Mardis, R.
Maupin, J. McPherson, T. Miner, W. Nash, C. Nguyen, P. Ozersky, K. Pepin, S. Rock, T.
Rohlfing, K. Scott, B. Schultz, C. Strong, A. Tin-Wollam, S. P. Yang, R. H. Waterston, R. K.
Wilson, S. Rozen and D. C. Page (2003). "The male-specific region of the human Y
chromosome is a mosaic of discrete sequence classes.” Nature 423(6942): 825-37.

Skandalis, A. and E. Uribe (2004). "A survey of splice variants of the human hypoxanthine
phosphoribosyl transferase and DNA polymerase beta genes: products of alternative or
aberrant splicing?" Nucleic Acids Res 32(22): 6557-64.

Skordis, L. A., M. G. Dunckley, B. Yue, |. C. Eperon and F. Muntoni (2003). "Bifunctional
antisense oligonucleotides provide a trans-acting splicing enhancer that stimulates SMN2
gene expression in patient fibroblasts." Proc Natl Acad Sci U S A 100(7): 4114-9.

Smit, A.F., R. Hubley & P. Green RepeatMasker at http://repeatmasker.org

- 345 -



Bibliography

Smith, C. L. and C. R. Cantor (1986). "Approaches to physical mapping of the human
genome." Cold Spring Harb Symp Quant Biol 51 Pt 1: 115-22.

Smith, Z. E. and D. R. Higgs (1999). "The pattern of replication at a human telomeric region
(16p13.3): its relationship to chromosome structure and gene expression." Hum Mol Genet
8(8): 1373-86.

Sogayar, M. C., A. A. Camargo, F. Bettoni, D. M. Carraro, L. C. Pires, R. B. Parmigiani, E. N.
Ferreira, E. de Sa Moreira, D. d. O. L. M. do Rosario, A. J. Simpson, L. O. Cruz, T. L.
Degaki, F. Festa, K. B. Massirer, M. C. Sogayar, F. C. Filho, L. P. Camargo, M. A. Cunha, S.
J. De Souza, M. Faria, Jr., S. Giuliatti, L. Kopp, P. S. de Oliveira, P. B. Paiva, A. A. Pereira,
D. G. Pinheiro, R. D. Puga, S. d. S. JE, D. M. Albuquerque, L. E. Andrade, G. S. Baia, M. R.
Briones, A. M. Cavaleiro-Luna, J. M. Cerutti, F. F. Costa, E. Costanzi-Strauss, E. M.
Espreafico, A. C. Ferrasi, E. S. Ferro, M. A. Fortes, J. R. Furchi, D. Giannella-Neto, G. H.
Goldman, M. H. Goldman, A. Gruber, G. S. Guimaraes, C. Hackel, F. Henrique-Silva, E. T.
Kimura, S. G. Leoni, C. Macedo, B. Malnic, B. C. Manzini, S. K. Marie, N. M. Martinez-Rossi,
M. Menossi, E. C. Miracca, M. A. Nagai, F. G. Nobrega, M. P. Nobrega, S. M. Oba-Shinjo, M.
K. Oliveira, G. M. Orabona, A. Y. Otsuka, M. L. Paco-Larson, B. M. Paixao, J. R. Pandolfi, M.
I. Pardini, M. R. Passos Bueno, G. A. Passos, J. B. Pesquero, J. G. Pessoa, P. Rahal, C. A.
Rainho, C. P. Reis, T. I. Ricca, V. Rodrigues, S. R. Rogatto, C. M. Romano, J. G. Romeiro, A.
Rossi, R. G. Sa, M. M. Sales, S. C. Sant'Anna, P. L. Santarosa, F. Segato, W. A. Silva, Jr., I.
D. Silva, N. P. Silva, A. Soares-Costa, M. F. Sonati, B. E. Strauss, E. H. Tajara, S. R.
Valentini, F. E. Villanova, L. S. Ward and D. L. Zanette (2004). "A transcript finishing
initiative for closing gaps in the human transcriptome.” Genome Res 14(7): 1413-23.

Solovyev, V.V., A. A. Salamov and C.B. Lawrence (1995). Predicting internal exons by
oligonucleotide composition and discriminant analysis of spliceable open reading frames.
Nucleic Acids Res 11(22) 5156-63.

Sorek, R. and G. Ast (2003). "Intronic sequences flanking alternatively spliced exons are
conserved between human and mouse." Genome Res 13(7): 1631-7.

Sorek, R., G. Ast and D. Graur (2002). "Alu-containing exons are alternatively spliced."
Genome Res 12(7): 1060-7.

Sorek, R., G. Lev-Maor, M. Reznik, T. Dagan, F. Belinky, D. Graur and G. Ast (2004a).
"Minimal conditions for exonization of intronic sequences: 5' splice site formation in alu
exons." Mol Cell 14(2): 221-31.

Sorek, R., R. Shemesh, Y. Cohen, O. Basechess, G. Ast and R. Shamir (2004b). "A non-EST-
based method for exon-skipping prediction." Genome Res 14(8): 1617-23.

Spencer, J. A., J. M. Watson and J. A. Graves (1991). "The X chromosome of marsupials
shares a highly conserved region with eutherians." Genomics 9(4): 598-604.

Stassar, M. J., G. Devitt, M. Brosius, L. Rinnab, J. Prang, T. Schradin, J. Simon, S. Petersen,
A. Kopp-Schneider and M. Zoller (2001). "Identification of human renal cell carcinoma
associated genes by suppression subtractive hybridization." Br J Cancer 85(9): 1372-82.

Stevenson, R. E., C. W. Bennett, F. Abidi, T. Kleefstra, M. Porteous, R. J. Simensen, H. A.
Lubs, B. C. Hamel and C. E. Schwartz (2005). "Renpenning syndrome comes into focus." Am
J Med Genet A 134(4): 415-21.

- 346 -



Bibliography

Stoltzfus, A., D. F. Spencer, M. Zuker, J. M. Logsdon, Jr. and W. F. Doolittle (1994).
"Testing the exon theory of genes: the evidence from protein structure." Science
265(5169): 202-7.

Strathdee, G., A. Sim and R. Brown (2004). "Control of gene expression by CpG island
methylation in normal cells." Biochem Soc Trans 32(Pt 6): 913-5.

Strausberg, R. L., E. A. Feingold, L. H. Grouse, J. G. Derge, R. D. Klausner, F. S. Collins, L.
Wagner, C. M. Shenmen, G. D. Schuler, S. F. Altschul, B. Zeeberg, K. H. Buetow, C. F.
Schaefer, N. K. Bhat, R. F. Hopkins, H. Jordan, T. Moore, S. I. Max, J. Wang, F. Hsieh, L.
Diatchenko, K. Marusina, A. A. Farmer, G. M. Rubin, L. Hong, M. Stapleton, M. B. Soares, M.
F. Bonaldo, T. L. Casavant, T. E. Scheetz, M. J. Brownstein, T. B. Usdin, S. Toshiyuki, P.
Carninci, C. Prange, S. S. Raha, N. A. Loquellano, G. J. Peters, R. D. Abramson, S. J.
Mullahy, S. A. Bosak, P. J. McEwan, K. J. McKernan, J. A. Malek, P. H. Gunaratne, S.
Richards, K. C. Worley, S. Hale, A. M. Garcia, L. J. Gay, S. W. Hulyk, D. K. Villalon, D. M.
Muzny, E. J. Sodergren, X. Lu, R. A. Gibbs, J. Fahey, E. Helton, M. Ketteman, A. Madan, S.
Rodrigues, A. Sanchez, M. Whiting, A. Madan, A. C. Young, Y. Shevchenko, G. G. Bouffard,
R. W. Blakesley, J. W. Touchman, E. D. Green, M. C. Dickson, A. C. Rodriguez, J.
Grimwood, J. Schmutz, R. M. Myers, Y. S. Butterfield, M. I. Krzywinski, U. Skalska, D. E.
Smailus, A. Schnerch, J. E. Schein, S. J. Jones and M. A. Marra (2002). "Generation and
initial analysis of more than 15,000 full-length human and mouse cDNA sequences." Proc
Natl Acad Sci U S A 99(26): 16899-903.

Su, A. I., M. P. Cooke, K. A. Ching, Y. Hakak, J. R. Walker, T. Wiltshire, A. P. Orth, R. G.
Vega, L. M. Sapinoso, A. Mogrich, A. Patapoutian, G. M. Hampton, P. G. Schultz and J. B.
Hogenesch (2002). "Large-scale analysis of the human and mouse transcriptomes." Proc Natl
Acad Sci U S A 99(7): 4465-70.

Sudhof, T. C. and J. Rizo (1996). "Synaptotagmins: C2-domain proteins that regulate
membrane traffic." Neuron 17(3): 379-88.

Sudhof, T. C., F. Lottspeich, P. Greengard, E. Mehl and R. Jahn (1987). "The cDNA and
derived amino acid sequences for rat and human synaptophysin." Nucleic Acids Res 15(22):
9607.

Sugahara, Y., P. Carninci, M. Itoh, K. Shibata, H. Konno, T. Endo, M. Muramatsu and Y.
Hayashizaki (2001). "Comparative evaluation of 5'-end-sequence quality of clones in CAP
trapper and other full-length-cDNA libraries." Gene 263(1-2): 93-102.

Sumiyama, K., K. Washio-Watanabe, N. Saitou, T. Hayakawa and S. Ueda (1996). "Class Il
POU genes: generation of homopolymeric amino acid repeats under GC pressure in
mammals.” J Mol Evol 43(3): 170-8.

Sureau, A., R. Gattoni, Y. Dooghe, J. Stevenin and J. Soret (2001). "SC35 autoregulates its
expression by promoting splicing events that destabilize its mRNAs." Embo J 20(7): 1785-96.

Sutherland, G. R., A. K. Gedeon, E. A. Haan, P. Woodroffe and J. C. Mulley (1988). "Linkage
studies with the gene for an X-linked syndrome of mental retardation, microcephaly and
spastic diplegia (MRX2)." Am J Med Genet 30(1-2): 493-508.

Takahashi, K., K. Mitsui and S. Yamanaka (2003). "Role of ERas in promoting tumour-like
properties in mouse embryonic stem cells." Nature 423(6939): 541-5.

- 347 -



Bibliography

Taylor, J. S., I. Braasch, T. Frickey, A. Meyer and Y. Van de Peer (2003). "Genome
duplication, a trait shared by 22000 species of ray-finned fish." Genome Res 13(3): 382-90.

Tennyson, C. N., H. J. Klamut and R. G. Worton (1995). "The human dystrophin gene
requires 16 hours to be transcribed and is cotranscriptionally spliced." Nat Genet 9(2): 184-
90.

Thanaraj, T. A. and F. Clark (2001). "Human GC-AG alternative intron isoforms with weak
donor sites show enhanced consensus at acceptor exon positions.” Nucleic Acids Res 29(12):
2581-93.

Thanaraj, T. A. and S. Stamm (2003). "Prediction and statistical analysis of alternatively
spliced exons." Prog Mol Subcell Biol 31: 1-31.

Thanaraj, T. A., S. Stamm, F. Clark, J. J. Riethoven, V. Le Texier and J. Muilu (2004). "ASD:
the Alternative Splicing Database." Nucleic Acids Res 32(Database issue): D64-9.

The C. elegans sequencing consortium (1998). "Genome sequence of the nematode C.
elegans: a platform for investigating biology." Science 282(5396): 2012-8.

The ENCODE project consortium (2004). "The ENCODE (ENCyclopedia Of DNA Elements)
Project." Science 306(5696): 636-40.

The International HapMap Project Consortium (2003). "The International HapMap Project.”
Nature 426(6968): 789-96.

The International Human Genome Sequencing Consortium (2004). "Finishing the
euchromatic sequence of the human genome." Nature 431(7011): 931-45.

The International SNP Map Working Group (2003). "The International HapMap Project."
Nature 426(6968): 789-96.

The Yeast Sequencing Consortium (1997). "The yeast genome directory." Nature 387(6632
Suppl): 5.

Thiselton, D. L., J. McDowall, O. Brandau, J. Ramser, F. d'Esposito, S. S. Bhattacharya, M.
T. Ross, A. J. Hardcastle and A. Meindl (2002). "An integrated, functionally annotated gene
map of the DXS8026-ELK1 interval on human Xpl11.3-Xpl11.23: potential hotspot for
neurogenetic disorders." Genomics 79(4): 560-72.

Thompson, J. D., D. G. Higgins and T. J. Gibson (1994). "CLUSTAL W: improving the
sensitivity of progressive multiple sequence alignment through sequence weighting,
position-specific gap penalties and weight matrix choice." Nucleic Acids Res 22(22): 4673-
80.

Tinsley, J. H., S. Y. Yuan and E. Wilson (2004). "Isoform-specific knockout of endothelial
myosin light chain kinase: closing the gap on inflammatory lung disease." Trends Pharmacol
Sci 25(2): 64-6.

Tian, B., J. Hu, H. Zhang, C.S. Lutz (2005). A large-scale analysis of mRNA polyadenylation
of human and mouse genes.Nucleic Acids Res 12(33):201-12.

- 348 -



Bibliography

Toder, R. and J. A. Graves (1998). "CSF2RA, ANT3, and STS are autosomal in marsupials:
implications for the origin of the pseudoautosomal region of mammalian sex chromosomes."
Mamm Genome 9(5): 373-6.

Torrents, D., M. Suyama, E. Zdobnov and P. Bork (2003). "A genome-wide survey of human
pseudogenes." Genome Res 13(12): 2559-67.

Trofatter, J. A., M. M. MacCollin, J. L. Rutter, J. R. Murrell, M. P. Duyao, D. M. Parry, R.
Eldridge, N. Kley, A. G. Menon, K. Pulaski and et al. (1993). "A novel moesin-, ezrin-,
radixin-like gene is a candidate for the neurofibromatosis 2 tumor suppressor.” Cell 75(4):
826.

Tuschl, T. and A. Borkhardt (2002). Small interfering RNAs: a revolutionary tool for the
analysis of gene function and gene therapy. Mol Interv 2(3):158-67.

Ureta-Vidal, A., L. Ettwiller and E. Birney (2003). "Comparative genomics: genome-wide
analysis in metazoan eukaryotes." Nat Rev Genet 4(4): 251-62.

Van den Eynde, B., O. Peeters, O. De Backer, B. Gaugler, S. Lucas and T. Boon (1995). "A
new family of genes coding for an antigen recognized by autologous cytolytic T lymphocytes
on a human melanoma." J Exp Med 182(3): 689-98.

Velculescu, V. E., L. Zhang, B. Vogelstein and K. W. Kinzler (1995). "Serial analysis of gene
expression." Science 270(5235): 484-7.

Venables, J. P. (2004). "Aberrant and alternative splicing in cancer." Cancer Res 64(21):
7647-54.

Venter, J. C., M. D. Adams, E. W. Myers, P. W. Li, R. J. Mural, G. G. Sutton, H. O. Smith,
M. Yandell, C. A. Evans, R. A. Holt, J. D. Gocayne, P. Amanatides, R. M. Ballew, D. H.
Huson, J. R. Wortman, Q. Zhang, C. D. Kodira, X. H. Zheng, L. Chen, M. Skupski, G.
Subramanian, P. D. Thomas, J. Zhang, G. L. Gabor Miklos, C. Nelson, S. Broder, A. G. Clark,
J. Nadeau, V. A. McKusick, N. Zinder, A. J. Levine, R. J. Roberts, M. Simon, C. Slayman, M.
Hunkapiller, R. Bolanos, A. Delcher, I. Dew, D. Fasulo, M. Flanigan, L. Florea, A. Halpern,
S. Hannenhalli, S. Kravitz, S. Levy, C. Mobarry, K. Reinert, K. Remington, J. Abu-Threideh,
E. Beasley, K. Biddick, V. Bonazzi, R. Brandon, M. Cargill, I. Chandramouliswaran, R.
Charlab, K. Chaturvedi, Z. Deng, V. Di Francesco, P. Dunn, K. Eilbeck, C. Evangelista, A. E.
Gabrielian, W. Gan, W. Ge, F. Gong, Z. Gu, P. Guan, T. J. Heiman, M. E. Higgins, R. R. Ji,
Z. Ke, K. A. Ketchum, Z. Lai, Y. Lei, Z. Li, J. Li, Y. Liang, X. Lin, F. Lu, G. V. Merkulov, N.
Milshina, H. M. Moore, A. K. Naik, V. A. Narayan, B. Neelam, D. Nusskern, D. B. Rusch, S.
Salzberg, W. Shao, B. Shue, J. Sun, Z. Wang, A. Wang, X. Wang, J. Wang, M. Wei, R. Wides,
C. Xiao, C. Yan, A. Yao, J. Ye, M. Zhan, W. Zhang, H. Zhang, Q. Zhao, L. Zheng, F. Zhong,
W. Zhong, S. Zhu, S. Zhao, D. Gilbert, S. Baumhueter, G. Spier, C. Carter, A. Cravchik, T.
Woodage, F. Ali, H. An, A. Awe, D. Baldwin, H. Baden, M. Barnstead, |. Barrow, K. Beeson,
D. Busam, A. Carver, A. Center, M. L. Cheng, L. Curry, S. Danaher, L. Davenport, R.
Desilets, S. Dietz, K. Dodson, L. Doup, S. Ferriera, N. Garg, A. Gluecksmann, B. Hart, J.
Haynes, C. Haynes, C. Heiner, S. Hladun, D. Hostin, J. Houck, T. Howland, C. Ibegwam, J.
Johnson, F. Kalush, L. Kline, S. Koduru, A. Love, F. Mann, D. May, S. McCawley, T.
Mcintosh, I. McMullen, M. Moy, L. Moy, B. Murphy, K. Nelson, C. Pfannkoch, E. Pratts, V.
Puri, H. Qureshi, M. Reardon, R. Rodriguez, Y. H. Rogers, D. Romblad, B. Ruhfel, R. Scott,
C. Sitter, M. Smallwood, E. Stewart, R. Strong, E. Suh, R. Thomas, N. N. Tint, S. Tse, C.
Vech, G. Wang, J. Wetter, S. Williams, M. Williams, S. Windsor, E. Winn-Deen, K. Wolfe, J.
Zaveri, K. Zaveri, J. F. Abril, R. Guigo, M. J. Campbell, K. V. Sjolander, B. Karlak, A.
Kejariwal, H. Mi, B. Lazareva, T. Hatton, A. Narechania, K. Diemer, A. Muruganujan, N.
Guo, S. Sato, V. Bafna, S. Istrail, R. Lippert, R. Schwartz, B. Walenz, S. Yooseph, D. Allen,
A. Basu, J. Baxendale, L. Blick, M. Caminha, J. Carnes-Stine, P. Caulk, Y. H. Chiang, M.

- 349 -



Bibliography

Coyne, C. Dahlke, A. Mays, M. Dombroski, M. Donnelly, D. Ely, S. Esparham, C. Fosler, H.
Gire, S. Glanowski, K. Glasser, A. Glodek, M. Gorokhov, K. Graham, B. Gropman, M. Harris,
J. Heil, S. Henderson, J. Hoover, D. Jennings, C. Jordan, J. Jordan, J. Kasha, L. Kagan, C.
Kraft, A. Levitsky, M. Lewis, X. Liu, J. Lopez, D. Ma, W. Majoros, J. McDaniel, S. Murphy, M.
Newman, T. Nguyen, N. Nguyen, M. Nodell, S. Pan, J. Peck, M. Peterson, W. Rowe, R.
Sanders, J. Scott, M. Simpson, T. Smith, A. Sprague, T. Stockwell, R. Turner, E. Venter, M.
Wang, M. Wen, D. Wu, M. Wu, A. Xia, A. Zandieh and X. Zhu (2001). "The sequence of the
human genome." Science 291(5507): 1304-51.

Verma, I. M., G. F. Temple, H. Fan and D. Baltimore (1972). "In vitro synthesis of DNA
complementary to rabbit reticulocyte 10S RNA." Nat New Biol 235(58): 163-7.

Vinogradov, A. E. (2003). "Isochores and tissue-specificity." Nucleic Acids Res 31(17): 5212-
20.

Wagner, E. and J. Lykke-Andersen (2002). "mRNA surveillance: the perfect persist." J Cell
Sci 115(Pt 15): 3033-8.

Wagner, E. G. and R. W. Simons (1994). "Antisense RNA control in bacteria, phages, and
plasmids." Annu Rev Microbiol 48: 713-42.

Wagner, R. W. (1994). "Gene inhibition using antisense oligodeoxynucleotides.
372(6504): 333-5.

Nature

Wahl, M. B., U. Heinzmann and K. Imai (2005). "LongSAGE analysis significantly improves
genome annotation: identifications of novel genes and alternative transcripts in the
mouse." Bioinformatics 21(8): 1393-400.

Wang, J., V. M. Vock, S. Li, O. R. Olivas and M. F. Wilkinson (2002a). "A quality control
pathway that down-regulates aberrant T-cell receptor (TCR) transcripts by a mechanism
requiring UPF2 and translation." J Biol Chem 277(21): 18489-93.

Wang, J., Y. F. Chang, J. I. Hamilton and M. F. Wilkinson (2002b). "Nonsense-associated
altered splicing: a frame-dependent response distinct from nonsense-mediated decay." Mol
Cell 10(4): 951-7.

Wang, L., L. Duke, P. S. Zhang, R. B. Arlinghaus, W. F. Symmans, A. Sahin, R. Mendez and
J. L. Dai (2003). "Alternative splicing disrupts a nuclear localization signal in spleen tyrosine
kinase that is required for invasion suppression in breast cancer.” Cancer Res 63(15): 4724-
30.

Wang, Q., J. A. Blackford, Jr., L. N. Song, Y. Huang, S. Cho and S. S. Simons, Jr. (2004).
"Equilibrium interactions of corepressors and coactivators with agonist and antagonist
complexes of glucocorticoid receptors." Mol Endocrinol 18(6): 1376-95.

Waragai, M., C. H. Lammers, S. Takeuchi, I. Imafuku, Y. Udagawa, |. Kanazawa, M.
Kawabata, M. M. Mouradian and H. Okazawa (1999). "PQBP-1, a novel polyglutamine tract-
binding protein, inhibits transcription activation by Brn-2 and affects cell survival." Hum
Mol Genet 8(6): 977-87.

Waragai, M., E. Junn, M. Kajikawa, S. Takeuchi, |. Kanazawa, M. Shibata, M. M. Mouradian
and H. Okazawa (2000). "PQBP-1/Npw38, a nuclear protein binding to the polyglutamine

- 350 -



Bibliography

tract, interacts with U5-15kD/dimlp via the carboxyl-terminal domain." Biochem Biophys
Res Commun 273(2): 592-5.

Watanabe, H., A. Fujiyama, M. Hattori, T. D. Taylor, A. Toyoda, Y. Kuroki, H. Noguchi, A.
BenKahla, H. Lehrach, R. Sudbrak, M. Kube, S. Taenzer, P. Galgoczy, M. Platzer, M.
Scharfe, G. Nordsiek, H. Blocker, I. Hellmann, P. Khaitovich, S. Paabo, R. Reinhardt, H. J.
Zheng, X. L. Zhang, G. F. Zhu, B. F. Wang, G. Fu, S. X. Ren, G. P. Zhao, Z. Chen, Y. S. Lee,
J. E. Cheong, S. H. Choi, K. M. Wu, T. T. Liu, K. J. Hsiao, S. F. Tsai, C. G. Kim, 0. O. S, T.
Kitano, Y. Kohara, N. Saitou, H. S. Park, S. Y. Wang, M. L. Yaspo and Y. Sakaki (2004). "DNA
sequence and comparative analysis of chimpanzee chromosome 22." Nature 429(6990): 382-
8.

Waterston, R. H., K. Lindblad-Toh, E. Birney, J. Rogers, J. F. Abril, P. Agarwal, R.
Agarwala, R. Ainscough, M. Alexandersson, P. An, S. E. Antonarakis, J. Attwood, R.
Baertsch, J. Bailey, K. Barlow, S. Beck, E. Berry, B. Birren, T. Bloom, P. Bork, M.
Botcherby, N. Bray, M. R. Brent, D. G. Brown, S. D. Brown, C. Bult, J. Burton, J. Butler, R.
D. Campbell, P. Carninci, S. Cawley, F. Chiaromonte, A. T. Chinwalla, D. M. Church, M.
Clamp, C. Clee, F. S. Collins, L. L. Cook, R. R. Copley, A. Coulson, O. Couronne, J. Cuff, V.
Curwen, T. Cutts, M. Daly, R. David, J. Davies, K. D. Delehaunty, J. Deri, E. T. Dermitzakis,
C. Dewey, N. J. Dickens, M. Diekhans, S. Dodge, |. Dubchak, D. M. Dunn, S. R. Eddy, L.
Elnitski, R. D. Emes, P. Eswara, E. Eyras, A. Felsenfeld, G. A. Fewell, P. Flicek, K. Foley, W.
N. Frankel, L. A. Fulton, R. S. Fulton, T. S. Furey, D. Gage, R. A. Gibbs, G. Glusman, S.
Gnerre, N. Goldman, L. Goodstadt, D. Grafham, T. A. Graves, E. D. Green, S. Gregory, R.
Guigo, M. Guyer, R. C. Hardison, D. Haussler, Y. Hayashizaki, L. W. Hillier, A. Hinrichs, W.
Hlavina, T. Holzer, F. Hsu, A. Hua, T. Hubbard, A. Hunt, |I. Jackson, D. B. Jaffe, L. S.
Johnson, M. Jones, T. A. Jones, A. Joy, M. Kamal, E. K. Karlsson, D. Karolchik, A. Kasprzyk,
J. Kawai, E. Keibler, C. Kells, W. J. Kent, A. Kirby, D. L. Kolbe, I. Korf, R. S. Kucherlapati,
E. J. Kulbokas, D. Kulp, T. Landers, J. P. Leger, S. Leonard, |. Letunic, R. Levine, J. Li, M.
Li, C. Lloyd, S. Lucas, B. Ma, D. R. Maglott, E. R. Mardis, L. Matthews, E. Mauceli, J. H.
Mayer, M. McCarthy, W. R. McCombie, S. McLaren, K. McLay, J. D. McPherson, J. Meldrim,
B. Meredith, J. P. Mesirov, W. Miller, T. L. Miner, E. Mongin, K. T. Montgomery, M. Morgan,
R. Mott, J. C. Mullikin, D. M. Muzny, W. E. Nash, J. O. Nelson, M. N. Nhan, R. Nicol, Z.
Ning, C. Nusbaum, M. J. O'Connor, Y. Okazaki, K. Oliver, E. Overton-Larty, L. Pachter, G.
Parra, K. H. Pepin, J. Peterson, P. Pevzner, R. Plumb, C. S. Pohl, A. Poliakov, T. C. Ponce,
C. P. Ponting, S. Potter, M. Quail, A. Reymond, B. A. Roe, K. M. Roskin, E. M. Rubin, A. G.
Rust, R. Santos, V. Sapojnikov, B. Schultz, J. Schultz, M. S. Schwartz, S. Schwartz, C. Scott,
S. Seaman, S. Searle, T. Sharpe, A. Sheridan, R. Shownkeen, S. Sims, J. B. Singer, G. Slater,
A. Smit, D. R. Smith, B. Spencer, A. Stabenau, N. Stange-Thomann, C. Sugnet, M. Suyama,
G. Tesler, J. Thompson, D. Torrents, E. Trevaskis, J. Tromp, C. Ucla, A. Ureta-Vidal, J. P.
Vinson, A. C. Von Niederhausern, C. M. Wade, M. Wall, R. J. Weber, R. B. Weiss, M. C.
Wendl, A. P. West, K. Wetterstrand, R. Wheeler, S. Whelan, J. Wierzbowski, D. Willey, S.
Williams, R. K. Wilson, E. Winter, K. C. Worley, D. Wyman, S. Yang, S. P. Yang, E. M.
Zdobnov, M. C. Zody and E. S. Lander (2002). "Initial sequencing and comparative analysis
of the mouse genome." Nature 420(6915): 520-62.

Wei, C. L., P. Ng, K. P. Chiu, C. H. Wong, C. C. Ang, L. Lipovich, E. T. Liu and Y.Ruan
(2004). "5' Long serial analysis of gene expression (LongSAGE) and 3' LongSAGE for
transcriptome characterization and genome annotation."” Proc Natl Acad Sci U S A 101(32):
11701-6.

Wheelan, S. J., D. M. Church and J. M. Ostell (2001). "Spidey: a tool for mRNA-to-genomic
alignments.” Genome Res 11(11): 1952-7.

Wickens, M. P., G. N. Buell and R. T. Schimke (1978). "Synthesis of double-stranded DNA
complementary to lysozyme, ovomucoid, and ovalbumin mRNAs. Optimization for full
length second strand synthesis by Escherichia coli DNA polymerase I." J Biol Chem 253(7):
2483-95.

- 351 -



Bibliography

Wieringa, B., E. Hofer and C. Weissmann (1984). "A minimal intron length but no specific
internal sequence is required for splicing the large rabbit beta-globin intron." Cell 37(3):
915-25.

Wilcox, S. A., J. M. Watson, J. A. Spencer and J. A. Graves (1996). "Comparative mapping
identifies the fusion point of an ancient mammalian X-autosomal rearrangement." Genomics
35(1): 66-70.

Wu, Q. and A. R. Krainer (1999). "AT-AC pre-mRNA splicing mechanisms and conservation of
minor introns in voltage-gated ion channel genes." Mol Cell Biol 19(5): 3225-36.

Xie, H., W. Y. Zhu, A. Wasserman, V. Grebinskiy, A. Olson and L. Mintz (2002).
"Computational analysis of alternative splicing using EST tissue information." Genomics
80(3): 326-30.

Xing, Y. and C. J. Lee (2004). "Negative selection pressure against premature protein
truncation is reduced by alternative splicing and diploidy." Trends Genet 20(10): 472-5.

Xu, Q., B. Modrek and C. Lee (2002). "Genome-wide detection of tissue-specific alternative
splicing in the human transcriptome.” Nucleic Acids Res 30(17): 3754-66.

Yan, S. D., J. Fu, C. Soto, X. Chen, H. Zhu, F. Al-Mohanna, K. Collison, A. Zhu, E. Stern, T.
Saido, M. Tohyama, S. Ogawa, A. Roher and D. Stern (1997). "An intracellular protein that
binds amyloid-beta peptide and mediates neurotoxicity in Alzheimer's disease." Nature
389(6652): 689-95.

Yang, Y. Y., G. L. Yin and R. B. Darnell (1998). "The neuronal RNA-binding protein Nova-2 is
implicated as the autoantigen targeted in POMA patients with dementia." Proc Natl Acad Sci
U S A 95(22): 13254-9.

Ye, D., M. Wei, M. McGuire, K. Huang, G. Kapadia, O. Herzberg, B. M. Martin and D.
Dunaway-Mariano (2001). "Investigation of the catalytic site within the ATP-grasp domain of
Clostridium symbiosum pyruvate phosphate dikinase." J Biol Chem 276(40): 37630-9.

Yeakley, J. M., J. B. Fan, D. Doucet, L. Luo, E. Wickham, Z. Ye, M. S. Chee and X. D. Fu
(2002). "Profiling alternative splicing on fiber-optic arrays." Nat Biotechnol 20(4): 353-8.

Yeo, G. W., E. Van Nostrand, D. Holste, T. Poggio and C. B. Burge (2005). "Identification
and analysis of alternative splicing events conserved in human and mouse." Proc Natl Acad
Sci U S A 102(8): 2850-5.

Yeo, G., D. Holste, G. Kreiman and C. B. Burge (2004). "Variation in alternative splicing
across human tissues." Genome Biol 5(10): R74.

Yong, J., T. J. Golembe, D. J. Battle, L. Pellizzoni and G. Dreyfuss (2004). "snRNAs contain
specific SMN-binding domains that are essential for snRNP assembly." Mol Cell Biol 24(7):
2747-56.

Zavolan, M. and T. B. Kepler (2001). "Statistical inference of sequence-dependent mutation
rates." Curr Opin Genet Dev 11(6): 612-5.

- 352 -



Bibliography

Zhang, L., H. H. Lu, W. Y. Chung, J. Yang and W. H. Li (2005). "Patterns of segmental
duplication in the human genome." Mol Biol Evol 22(1): 135-41.

Zhang, L., V. Pavlovic, C. R. Cantor and S. Kasif (2003). "Human-mouse gene identification
by comparative evidence integration and evolutionary analysis." Genome Res 13(6A): 1190-
202.

Zhang, X. H. and L. A. Chasin (2004). "Computational definition of sequence motifs
governing constitutive exon splicing." Genes Dev 18(11): 1241-50.

Zhang, Y., D. A. Eberhard, G. D. Frantz, P. Dowd, T. D. Wu, Y. Zhou, C. Watanabe, S. M.
Luoh, P. Polakis, K. J. Hillan, W. I. Wood and Z. Zhang (2004). "GEPIS-quantitative gene
expression profiling in normal and cancer tissues." Bioinformatics 20(15): 2390-8.

Zhang, Y., T. Lindblom, A. Chang, M. Sudol, A. E. Sluder and E. A. Golemis (2000).
"Evidence that dim1 associates with proteins involved in pre-mRNA splicing, and delineation
of residues essential for diml interactions with hnRNP F and Npw38/PQBP-1." Gene 257(1):
33-43.

Zhang, Y. and M. A. Frohman (1997). "Using rapid amplification of cDNA ends (RACE) to
obtain full-length cDNAs." Methods Mol Biol 69: 61-87.

Zhang, Z. and M. Gerstein (2003). "Of mice and men: phylogenetic footprinting aids the
discovery of regulatory elements." J Biol 2(2): 11.

Zhang, Z., P. M. Harrison, Y. Liu and M. Gerstein (2003). "Millions of years of evolution
preserved: a comprehensive catalog of the processed pseudogenes in the human genome."
Genome Res 13(12): 2541-58.

Zheng, Z. M., M. Huynen and C. C. Baker (1998). "A pyrimidine-rich exonic splicing
suppressor binds multiple RNA splicing factors and inhibits spliceosome assembly." Proc Natl
Acad Sci U S A 95(24): 14088-93.

Zhu, J., A. Mayeda and A. R. Krainer (2001). "Exon identity established through differential
antagonism between exonic splicing silencer-bound hnRNP Al and enhancer-bound SR
proteins.” Mol Cell 8(6): 1351-61.

Zhu, J., J. Shendure, R. D. Mitra and G. M. Church (2003). "Single molecule profiling of
alternative pre-mRNA splicing." Science 301(5634): 836-8.

Zinn, A. R., V. S. Tonk, Z. Chen, W. L. Flejter, H. A. Gardner, R. Guerra, H. Kushner, S.
Schwartz, V. P. Sybert, D. L. Van Dyke and J. L. Ross (1998). "Evidence for a Turner
syndrome locus or loci at Xp11.2-p22.1." Am J Hum Genet 63(6): 1757-66.

- 353 -



