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ACADEMIC APPOINTMENTS 
 
2013-Present Professor, The Jackson Laboratory for Genomic Medicine 
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2013-2015 Visiting University Professor, Seoul National University, Seoul, South Korea 
2008-2013 Associate Professor, Pathology, Harvard Medical School 
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OTHER APPOINTMENTS/EMPLOYMENT/EXPERIENCE 
 
2015-Present  Section Director, Clinical Cytogenetics Laboratory, The Jackson Laboratory for Genomic 
  Medicine 
2013-Present Director, The Jackson Laboratory for Genomic Medicine 
2011-Present Honorary Professor, Chinese University of Hong Kong 
2011-Present Steering Committee, 1000 Genomes Project 
2008-Present Co-Chair, SV analysis group, 1000 Genomes Project 
2006-Present Associate Member, Broad Institute of Harvard and MIT 
2010  Chair, Program Committee, American Society of Human Genetics 
2009  Chair, Cytogenetics Core Advisory Board, NHGRI 
2009-2013 Director, Molecular Genetic Research Unit, Brigham and Women’s Hospital 
2008-2013 Clinical Cytogeneticist, Pathology, Brigham and Women’s Hospital 
2007-2011 Honorary Associate Professor, Chinese University of Hong Kong 
2006-2013 Director, DF/HCC Cytogenetics Core, Dana Farber/Harvard Cancer Center 
2001-2008 Associate Clinical Cytogeneticist, Pathology, Brigham and Women’s Hospital 
2000-2006 Assistant Director, DF/HCC Cytogenetics Core, Dana Farber/Harvard Cancer Center 
04/93-07/93 Invited Research Trainee, Johns Hopkins School of Medicine 
 
EDUCATION 
 
Postdoctoral Training 
 
1998-2001 Research Fellow, Obstetrics, Gynecology and Reproductive Biology (Dr. Cynthia C. 
  Morton), Harvard Medical School 
1996-1998 Research Fellow, Molecular Cytogenetics (Prof. Malcolm Ferguson-Smith), Cambridge 
  University 
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Other 
 
1996  Ph.D., Medical Sciences, University of Alberta, Canada 
1993  M.S., Experimental Pathology, University of Alberta, Canada 
1990  B.S., Genetics, University of Alberta, Canada 
 
PRINT AND ORAL SCHOLARSHIP 
 
1.  Tai DJ, Ragavendran A, Manavalan P, Stortchevoi A, Seabra CM, Erdin S, Collins RL, 
 Blumenthal, I, Chen X, Shen Y, Sahin M, Chang C, Lee C, Guselle JF, Talkowski ME.  
 Engineering microdeletions and microduplications by targeting segmental duplications with 
 CRISPR. Nature Neuroscience. 2016 February.	
  	
  
 
2. Sudmant PH, Rausch T, Gardner EJ, Handsaker RE, Abyzov A, … , *Mills RE, *Gerstein M, 

*Bashir A, *Stegle O, *Devine SE, *Lee C, *Eichler EE, *Korbel JO. An integrated map of 
structural variation in 2,504 human genomes. Nature. 2015 Oct. 1;526 (7571) 75-81     *co-
senior author 

 
3. 1000 Genomes Project Consortium.  A global reference for human genetic variation. Nature. 

2015 Oct. 1;526 (7571) 68-74 
 
4. Park H, Cho S, Kim H, Na D, Han J, Chae J, Park C, Park O, Min S, Kang J, Choi B, Min J, 

Kown J, Suh Y, Kong S, Lee H, Liu E, Kim J, Kim S, Yang H, Lee C*. Genomic alteration in 
BCL2L1 and DLC1 contribute to drug sensitivity in gastric cancer. PNAS 2015 Sept.; 112 (40) 
12492-12497 

 
5. Brand H, Pillalamarri V, Collins RL, Eggert S, O'Dushlaine C, Braaten EB, Stone MR, Chambert 

K, Doty ND, Hanscom C, Rosenfeld JA, Ditmars H, Blais J, Mills R, Lee C, Gusella JF, McCarroll 
S, Smoller JW, Talkowski ME, Doyle AE. Cryptic and complex chromosomal aberrations in early-
onset neuropsychiatric disorders. Am J Hum Genet. 2014 Oct 2;95(4):454-61. PMCID: 
PMC4185111 

 
6. Longoni M, High FA, Russell MK, Kashani A, Tracy AA, Coletti CM, Hila R, Shamia A, Wells J, 

Ackerman KG, Wilson JM, Bult CJ, Lee C, Lage K, Pober BR, Donahoe PK. Molecular 
pathogenesis of congenital diaphragmatic hernia revealed by exome sequencing, developmental 
data, and bioinformatics. Proc Natl Acad Sci U S A. 2014 Aug 26;111(34):12450-5. PMCID: 
PMC4151769 

 
7. Blackburn JS, Liu S, Wilder JL, Dobrinski KP, Lobbardi R, Moore FE, Martinez SA, Chen EY, Lee 

C, Langenau DM. Clonal evolution enhances leukemia-propagating cell frequency in T cell acute 
lymphoblastic leukemia through Akt/mTORC1 pathway. Cancer Cell. 2014 Mar 6. PMCID: 
PMC3992437 

 
8. Silva AG, Krepischi AC, Torrezan GT, Capelli LP, Carraro DM, D'Angelo CS, Koiffmann CP, 

Zatz M, Naslavsky MS, Masotti C, Otto PA, Achatz MI, Mills RE, Lee C, Pearson PL, Rosenberg 
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C. Does germ-line deletion of the PIP gene constitute a widespread risk for cancer? Eur J Hum 
Genet. 2014 Mar;22(3):307-9. PMCID: PMC3925262 

 
9. Korbel JO, Lee C. Genome assembly and haplotyping with Hi-C. Nat Biotechnol. 2013 

Dec;31(12):1099-101. 
 
10. Abyzov A, Iskow R, Gokcumen O, Radke DW, Balasubramanian S, Pei B, Habegger L; 1000 

Genomes Project Consortium, *Lee C, Gerstein M. Analysis of variable retroduplications in human 
populations suggests coupling of retrotransposition to cell division. Genome Res. 2013 
Dec;23(12):2042-52. PMCID: PMC3847774 

 
11. Gokcumen O, Tischler V, Tica J, Zhu Q, Iskow RC, Lee E, Fritz MH, Langdon A, Stütz AM, 

Pavlidis P, Benes V, Mills RE, Park PJ, *Lee C, Korbel JO. Primate genome architecture influences 
structural variation mechanisms and functional consequences. Proc Natl Acad Sci U S A. 2013 Sep 
24;110(39):15764-9. PMCID: PMC3785719 

 
12. Chu JH, Rogers A, Ionita-Laza I, Darvishi K, Mills RE, Lee C, Raby BA. Copy number variation 

genotyping using family information. BMC Bioinformatics. 2013 May 9;14:157. PMCID: 
PMC3668900 

 
13. Yang L, Luquette LJ, Gehlenborg N, Xi R, Haseley PS, Hsieh CH, Zhang C, Ren X, Protopopov A, 

Chin L, Kucherlapati R, Lee C, Park PJ. Diverse mechanisms of somatic structural variations in 
human cancer genomes. Cell. 2013 May 9;153(4):919-29. PMCID: PMC3704973 

 
14. Howe K, Clark MD, Torroja CF, Torrance J, Berthelot C, Muffato M, Collins JE, Humphray S, 

McLaren K, Matthews L, McLaren S, Sealy I, Caccamo M, Churcher C, Scott C, Barrett JC, Koch 
R, Rauch GJ, White S, Chow W, Kilian B, Quintais LT, Guerra-Assunção JA, Zhou Y, Gu Y, Yen 
J, Vogel JH, Eyre T, Redmond S, Banerjee R, Chi J, Fu B, Langley E, Maguire SF, Laird GK, 
Lloyd D, Kenyon E, Donaldson S, Sehra H, Almeida-King J, Loveland J, Trevanion S, Jones M, 
Quail M, Willey D, Hunt A, Burton J, Sims S, McLay K, Plumb B, Davis J, Clee C, Oliver K, Clark 
R, Riddle C, Elliot D, Threadgold G, Harden G, Ware D, Begum S, Mortimore B, Kerry G, Heath 
P, Phillimore B, Tracey A, Corby N, Dunn M, Johnson C, Wood J, Clark S, Pelan S, Griffiths G, 
Smith M, Glithero R, Howden P, Barker N, Lloyd C, Stevens C, Harley J, Holt K, Panagiotidis G, 
Lovell J, Beasley H, Henderson C, Gordon D, Auger K, Wright D, Collins J, Raisen C, Dyer L, 
Leung K, Robertson L, Ambridge K, Leongamornlert D, McGuire S, Gilderthorp R, Griffiths C, 
Manthravadi D, Nichol S, Barker G, Whitehead S, Kay M, Brown J, Murnane C, Gray E, 
Humphries M, Sycamore N, Barker D, Saunders D, Wallis J, Babbage A, Hammond S, Mashreghi-
Mohammadi M, Barr L, Martin S, Wray P, Ellington A, Matthews N, Ellwood M, Woodmansey R, 
Clark G, Cooper J, Tromans A, Grafham D, Skuce C, Pandian R, Andrews R, Harrison E, 
Kimberley A, Garnett J, Fosker N, Hall R, Garner P, Kelly D, Bird C, Palmer S, Gehring I, Berger 
A, Dooley CM, Ersan-Ürün Z, Eser C, Geiger H, Geisler M, Karotki L, Kirn A, Konantz J, Konantz 
M, Oberländer M, Rudolph-Geiger S, Teucke M, Lanz C, Raddatz G, Osoegawa K, Zhu B, Rapp A, 
Widaa S, Langford C, Yang F, Schuster SC, Carter NP, Harrow J, Ning Z, Herrero J, Searle SM, 
Enright A, Geisler R, Plasterk RH, Lee C, Westerfield M, de Jong PJ, Zon LI, Postlethwait JH, 
Nüsslein-Volhard C, Hubbard TJ, Roest Crollius H, Rogers J, Stemple DL. The zebrafish reference 
genome sequence and its relationship to the human genome. Nature. 2013 Apr 25;496(7446):498-
503. PMCID: PMC3703927 
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15. Gokcumen O, Zhu Q, Mulder LC, Iskow RC, Austermann C, Scharer CD, Raj T, Boss JM, Sunyaev 
S, Price A, Stranger B, Simon V, *Lee C. Balancing selection on a regulatory region exhibiting 
ancient variation that predates human-neandertal divergence. PLoS Genet. 2013 
Apr;9(4):e1003404. PMCID: PMC3623772 

 
16. Longoni M, Lage K, Russell MK, Loscertales M, Abdul-Rahman OA, Baynam G, Bleyl SB, Brady 

PD, Breckpot J, Chen CP, Devriendt K, Gillessen-Kaesbach G, Grix AW, Noonan KM, Park JH, 
Tracy AA, Lee C, Donahoe PK, Pober BR. Congenital diaphragmatic hernia interval on 
chromosome 8p23.1 characterized by genetics and protein interaction networks. Am J Med Genet 
A. 2012 Dec;158A(12):3148-58. PMCID: PMC3761361 

 
17. 1000 Genomes Project Consortium, Abecasis GR, Auton A, Brooks LD, DePristo MA, Durbin RM, 

Handsaker RE, Kang HM, Marth GT, McVean GA. An integrated map of genetic variation from 
1,092 human genomes. Nature. 2012 Nov 1;491(7422):56-65. PMCID: PMC3498066 

 
18. Lee E, Iskow R, Yang L, Gokcumen O, Haseley P, Luquette LJ 3rd, Lohr JG, Harris CC, Ding L, 

Wilson RK, Wheeler DA, Gibbs RA, Kucherlapati R, Lee C, Kharchenko PV, Park PJ; Cancer 
Genome Atlas Research Network. Landscape of somatic retrotransposition in human cancers. 
Science. 2012 Aug 24;337(6097):967-71. PMC3656569 

 
19. Iskow RC, Gokcumen O, Abyzov A, Malukiewicz J, Zhu Q, Sukumar AT, Pai AA, Mills RE, 

Habegger L, Cusanovich DA, Rubel MA, Perry GH, Gerstein M, Stone AC, Gilad Y, *Lee C. 
Regulatory element copy number differences shape primate expression profiles. Proc Natl Acad Sci 
U S A. 2012 Jul 31;109(31):12656-61. PMCID: PMC3411951 

 
20. Perry GH, Xue Y, Smith RS, Meyer WK, Calışkan M, Yanez-Cuna O, Lee AS, Gutiérrez-Arcelus 

M, Ober C, Hollox EJ, Tyler-Smith C, *Lee C. Evolutionary genetics of the human Rh blood group 
system. Hum Genet. 2012 Jul;131(7):1205-16. PMCID: PMC3378649 

 
21. Iskow RC, Gokcumen O, *Lee C. Exploring the role of copy number variants in human adaptation. 

Trends Genet. 2012 Jun;28(6):245-57. PMCID: PMC3533238 
 
22. Setlur SR, *Lee C. Tumor archaeology reveals that mutations love company. Cell. 2012 May 

25;149(5):959-61. 
 
23. Demichelis F, Setlur SR, Banerjee S, Chakravarty D, Chen JY, Chen CX, Huang J, Beltran H, 

Oldridge DA, Kitabayashi N, Stenzel B, Schaefer G, Horninger W, Bektic J, Chinnaiyan AM, 
Goldenberg S, Siddiqui J, Regan MM, Kearney M, Soong TD, Rickman DS, Elemento O, Wei JT, 
Scherr DS, Sanda MA, Bartsch G, Lee C, Klocker H, Rubin MA. Identification of functionally 
active, low frequency copy number variants at 15q21.3 and 12q21.31 associated with prostate 
cancer risk. Proc Natl Acad Sci U S A. 2012 Apr 24;109(17):6686-91. PMCID: PMC3340033 

 
24. Chen Z, Cheng K, Walton Z, Wang Y, Ebi H, Shimamura T, Liu Y, Tupper T, Ouyang J, Li J, Gao 

P, Woo MS, Xu C, Yanagita M, Altabef A, Wang S, Lee C, Nakada Y, Peña CG, Sun Y, Franchetti 
Y, Yao C, Saur A, Cameron MD, Nishino M, Hayes DN, Wilkerson MD, Roberts PJ, Lee CB, 
Bardeesy N, Butaney M, Chirieac LR, Costa DB, Jackman D, Sharpless NE, Castrillon DH, 
Demetri GD, Jänne PA, Pandolfi PP, Cantley LC, Kung AL, Engelman JA, Wong KK. A murine 
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lung cancer co-clinical trial identifies genetic modifiers of therapeutic response. Nature. 2012 Mar 
18;483(7391):613-7. PMCID: PMC3385933 

 
25. Chiang C, Jacobsen JC, Ernst C, Hanscom C, Heilbut A, Blumenthal I, Mills RE, Kirby A, 

Lindgren AM, Rudiger SR, McLaughlan CJ, Bawden CS, Reid SJ, Faull RL, Snell RG, Hall IM, 
Shen Y, Ohsumi TK, Borowsky ML, Daly MJ, Lee C, Morton CC, MacDonald ME, Gusella JF, 
Talkowski ME. Complex reorganization and predominant non-homologous repair following 
chromosomal breakage in karyotypically balanced germline rearrangements and transgenic 
integration. Nat Genet. 2012 Mar 4;44(4):390-7, S1. PMCID: PMC3340016 

 
26. Brown KH, Dobrinski KP, Lee AS, Gokcumen O, Mills RE, Shi X, Chong WW, Chen JY, Yoo P, 

David S, Peterson SM, Raj T, Choy KW, Stranger BE, Williamson RE, Zon LI, Freeman JL, *Lee 
C. Extensive genetic diversity and substructuring among zebrafish strains revealed through copy 
number variant analysis. Proc Natl Acad Sci U S A. 2012 Jan 10;109(2):529-34. PMCID: 
PMC3258620 

 
27. Frazer JK, Batchelor LA, Bradley DF, Brown KH, Dobrinski KP, Lee C, Trede NS. Genomic 

amplification of an endogenous retrovirus in zebrafish T-cell malignancies. Adv Hematol. 
2012;2012:627920. PMCID: PMC3382231 

 
28. Rudner LA, Brown KH, Dobrinski KP, Bradley DF, Garcia MI, Smith AC, Downie JM, Meeker 

ND, Look AT, Downing JR, Gutierrez A, Mullighan CG, Schiffman JD, Lee C, Trede NS, Frazer 
JK. Shared acquired genomic changes in zebrafish and human T-ALL. Oncogene. 2011 Oct 
13;30(41):4289-96. 

 
29. Ju YS, Kim JI, Kim S, Hong D, Park H, Shin JY, Lee S, Lee WC, Kim S, Yu SB, Park  SS, Seo SH, 

Yun JY, Kim HJ, Lee DS, Yavartanoo M, Kang HP, Gokcumen O, Govindaraju DR, Jung JH, 
Chong H, Yang KS, Kim H, Lee C, Seo JS. Extensive genomic and transcriptional diversity 
identified through massively parallel DNA and RNA sequencing of eighteen Korean individuals. 
Nat Genet. 2011 Jul 3;43(8):745-52. 

 
30. Pinto D, Darvishi K, Shi X, Rajan D, Rigler D, Fitzgerald T, Lionel AC, Thiruvahindrapuram B, 

Macdonald JR, Mills R, Prasad A, Noonan K, Gribble S, Prigmore E, Donahoe PK, Smith RS, Park 
JH, Hurles ME, Carter NP, Lee C, Scherer SW, Feuk L. Comprehensive assessment of array-based 
platforms and calling algorithms for detection of copy number variants. Nat Biotechnol. 2011 May 
8;29(6):512-20. PMCID: PMC3270583 

 
31. Mills RE, Walter K, Stewart C, Handsaker RE, Chen K, Alkan C, Abyzov A, Yoon SC, Ye K, 

Cheetham RK, Chinwalla A, Conrad DF, Fu Y, Grubert F, Hajirasouliha I, Hormozdiari F, 
Iakoucheva LM, Iqbal Z, Kang S, Kidd JM, Konkel MK, Korn J, Khurana E, Kural D, Lam HY, 
Leng J, Li R, Li Y, Lin CY, Luo R, Mu XJ, Nemesh J, Peckham HE, Rausch T, Scally A, Shi X, 
Stromberg MP, Stütz AM, Urban AE, Walker JA, Wu J, Zhang Y, Zhang ZD, Batzer MA, Ding L, 
Marth GT, McVean G, Sebat J, Snyder M, Wang J, Ye K, *Eichler EE, *Gerstein MB, *Hurles 
ME, *Lee C, *McCarroll SA, *Korbel JO; 1000 Genomes Project. Mapping copy number variation 
by population-scale genome sequencing. Nature. 2011 Feb 3;470(7332):59-65. PMCID: 
PMC3077050 *co-senior author 
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32. Yu L, Reader JC, Chen C, Zhao XF, Ha JS, Lee C, York T, Gojo I, Baer MR, Ning Y. Activation of 
a novel palmitoyltransferase ZDHHC14 in acute biphenotypic leukemia and subsets of acute 
myeloid leukemia. Leukemia. 2011 Feb;25(2):367-71. 

 
33. Dobrinski KP, Brown KH, Freeman JL, *Lee C. Molecular cytogenetic methodologies and a BAC 

probe panel resource for genomic analyses in the zebrafish. Methods Cell Biol. 2011;104:237-57. 
 
34. Gokcumen O, Babb PL, Iskow RC, Zhu Q, Shi X, Mills RE, Ionita-Laza I, Vallender EJ, Clark AG, 

Johnson WE, *Lee C. Refinement of primate copy number variation hotspots identifies candidate 
genomic regions evolving under positive selection. Genome Biol. 2011;12(5):R52. PMCID: 
PMC3219974 

 
35. Ordulu Z, Dal Cin P, Chong WW, Choy KW, Lee C, Muto MG, Quade BJ, Morton CC. 

Disseminated peritoneal leiomyomatosis after laparoscopic supracervical hysterectomy with 
characteristic molecular cytogenetic findings of uterine leiomyoma. Genes Chromosomes Cancer. 
2010 Dec;49(12):1152-60. PMCID: PMC2955189 

 
36. Setlur SR, Ihm C, Tchinda J, Shams S, Werner L, Cho EK, Thompson C, Phillips K, Rassenti LZ, 

Kipps TJ, Neuberg D, Freedman AS, Lee C, Brown JR. Comparison of familial and sporadic 
chronic lymphocytic leukaemia using high resolution array comparative genomic hybridization. Br 
J Haematol. 2010 Nov;151(4):336-45. PMCID: PMC3584328 

 
37. 1000 Genomes Project Consortium, Abecasis GR, Altshuler D, Auton A, Brooks LD, Durbin RM, 

Gibbs RA, Hurles ME, McVean GA. A map of human genome variation from population-scale 
sequencing. Nature. 2010 Oct 28;467(7319):1061-73. PMCID: PMC3042601 

 
38. Ligon AH, Morton CC, Bieber FR, Fletcher JA, Giersch AB, Kantarci S, Leach N, Lee C, 

Sandstrom M, Weremowicz S, Xiao S, Dal Cin P. Reporting of diagnostic cytogenetic results. Curr 
Protoc Hum Genet. 2010 Oct; Appendix 1:1D.1-23. 

 
39. International HapMap 3 Consortium, Altshuler DM, Gibbs RA, Peltonen L, Altshuler DM, Gibbs 

RA, Peltonen L, Dermitzakis E, Schaffner SF, Yu F, Peltonen L, Dermitzakis E, Bonnen PE, 
Altshuler DM, Gibbs RA, de Bakker PI, Deloukas P, Gabriel SB, Gwilliam R, Hunt S, Inouye M, 
Jia X, Palotie A, Parkin M, Whittaker P, Yu F, Chang K, Hawes A, Lewis LR, Ren Y, Wheeler D, 
Gibbs RA, Muzny DM, Barnes C, Darvishi K, Hurles M, Korn JM, Kristiansson K, Lee C, 
McCarrol SA, Nemesh J, Dermitzakis E, Keinan A, Montgomery SB, Pollack S, Price AL, Soranzo 
N, Bonnen PE, Gibbs RA, Gonzaga-Jauregui C, Keinan A, Price AL, Yu F, Anttila V, Brodeur W, 
Daly MJ, Leslie S, McVean G, Moutsianas L, Nguyen H, Schaffner SF, Zhang Q, Ghori MJ, 
McGinnis R, McLaren W, Pollack S, Price AL, Schaffner SF, Takeuchi F, Grossman SR, 
Shlyakhter I, Hostetter EB, Sabeti PC, Adebamowo CA, Foster MW, Gordon DR, Licinio J, Manca 
MC, Marshall PA, Matsuda I, Ngare D, Wang VO, Reddy D, Rotimi CN, Royal CD, Sharp RR, 
Zeng C, Brooks LD, McEwen JE. Integrating common and rare genetic variation in diverse human 
populations. Nature. 2010 Sep 2;467(7311):52-8. PMCID: PMC3173859 

 
40. *Lee C. The future of prenatal cytogenetic diagnostics: a personal perspective. Prenat Diagn. 2010 

Jul;30(7):706-9. PMCID: PMC2893288 
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41. Sholl LM, Xiao Y, Joshi V, Yeap BY, Cioffredi LA, Jackman DM, Lee C, Jänne PA, Lindeman NI. 
EGFR mutation is a better predictor of response to tyrosine kinase inhibitors in non-small cell lung 
carcinoma than FISH, CISH, and immunohistochemistry. Am J Clin Pathol. 2010 Jun;133(6):922-
34. PMCID: PMC3156055 

 
42. Miller DT, Adam MP, Aradhya S, Biesecker LG, Brothman AR, Carter NP, Church DM, Crolla JA, 

Eichler EE, Epstein CJ, Faucett WA, Feuk L, Friedman JM, Hamosh A, Jackson L, Kaminsky EB, 
Kok K, Krantz ID, Kuhn RM, Lee C, Ostell JM, Rosenberg C, Scherer SW, Spinner NB, 
Stavropoulos DJ, Tepperberg JH, Thorland EC, Vermeesch JR, Waggoner DJ, Watson MS, Martin 
CL, Ledbetter DH. Consensus statement: chromosomal microarray is a first-tier clinical diagnostic 
test for individuals with developmental disabilities or congenital anomalies. Am J Hum Genet. 2010 
May 14;86(5):749-64. PMCID: PMC2869000 

 
43. Park H, Kim JI, Ju YS, Gokcumen O, Mills RE, Kim S, Lee S, Suh D, Hong D, Kang HP, Yoo YJ, 

Shin JY, Kim HJ, Yavartanoo M, Chang YW, Ha JS, Chong W, Hwang GR, Darvishi K, Kim H, 
Yang SJ, Yang KS, Kim H, Hurles ME, Scherer SW, Carter NP, Tyler-Smith C, *Lee C, Seo JS. 
Discovery of common Asian copy number variants using integrated high-resolution array CGH and 
massively parallel DNA sequencing. Nat Genet. 2010 May;42(5):400-5. PMCID: PMC3329635 

 
44. Conrad DF, Bird C, Blackburne B, Lindsay S, Mamanova L, Lee C, Turner DJ, Hurles ME. 

Mutation spectrum revealed by breakpoint sequencing of human germline CNVs. Nat Genet. 2010 
May;42(5):385-91. PMCID: PMC3428939 

 
45. Ercan D, Zejnullahu K, Yonesaka K, Xiao Y, Capelletti M, Rogers A, Lifshits E, Brown A, Lee C, 

Christensen JG, Kwiatkowski DJ, Engelman JA, Jänne PA. Amplification of EGFR T790M causes 
resistance to an irreversible EGFR inhibitor. Oncogene. 2010 Apr 22;29(16):2346-56. PMCID: 
PMC2859699 

 
46. Wellcome Trust Case Control Consortium, Craddock N, Hurles ME, Cardin N, Pearson RD, 

Plagnol V, Robson S, Vukcevic D, Barnes C, Conrad DF, Giannoulatou E, Holmes C, Marchini JL, 
Stirrups K, Tobin MD, Wain LV, Yau C, Aerts J, Ahmad T, Andrews TD, Arbury H, Attwood A, et 
al. Genome-wide association study of CNVs in 16,000 cases of eight common diseases and 3,000 
shared controls. Nature. 2010 Apr 1;464(7289):713-20. PMCID: PMC2892339 

 
47. Conrad DF, Pinto D, Redon R, Feuk L, Gokcumen O, Zhang Y, Aerts J, Andrews TD, Barnes C, 

Campbell P, Fitzgerald T, Hu M, Ihm CH, Kristiansson K, Macarthur DG, Macdonald JR, Onyiah 
I, Pang AW, Robson S, Stirrups K, Valsesia A, Walter K, Wei J; Wellcome Trust Case Control 
Consortium, *Tyler-Smith C, *Carter NP, *Lee C, *Scherer SW, *Hurles ME. Origins and 
functional impact of copy number variation in the human genome. Nature. 2010 Apr 
1;464(7289):704-12. PMCID: PMC3330748 *co-senior author 

 
48. *Lee C, Scherer SW. The clinical context of copy number variation in the human genome. Expert 

Rev Mol Med. 2010 Mar 9;12:e8. 
 
49. Turke AB, Zejnullahu K, Wu YL, Song Y, Dias-Santagata D, Lifshits E, Toschi L, Rogers A, Mok 

T, Sequist L, Lindeman NI, Murphy C, Akhavanfard S, Yeap BY, Xiao Y, Capelletti M, Iafrate AJ, 
Lee C, Christensen JG, Engelman JA, Jänne PA. Preexistence and clonal selection of MET 
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amplification in EGFR mutant NSCLC. Cancer Cell. 2010 Jan 19;17(1):77-88. PMCID: 
PMC2980857 

 
50. Pang AW, MacDonald JR, Pinto D, Wei J, Rafiq MA, Conrad DF, Park H, Hurles ME, Lee C, 

Venter JC, Kirkness EF, Levy S, Feuk L, Scherer SW. Towards a comprehensive structural 
variation map of an individual human genome. Genome Biol. 2010;11(5):R52. PMCID: 
PMC2898065 

 
51. Setlur SR, Chen CX, Hossain RR, Ha JS, Van Doren VE, Stenzel B, Steiner E, Oldridge D, 

Kitabayashi N, Banerjee S, Chen JY, Schäfer G, Horninger W, Lee C, Rubin MA, Klocker H, 
Demichelis F. Genetic variation of genes involved in dihydrotestosterone metabolism and the risk 
of prostate cancer. Cancer Epidemiol Biomarkers Prev. 2010 Jan;19(1):229-39. 

 
52. Rhodes J, Amsterdam A, Sanda T, Moreau LA, McKenna K, Heinrichs S, Ganem NJ, Ho KW, 

Neuberg DS, Johnston A, Ahn Y, Kutok JL, Hromas R, Wray J, Lee C, Murphy C, Radtke I, 
Downing JR, Fleming MD, MacConaill LE, Amatruda JF, Gutierrez A, Galinsky I, Stone RM, Ross 
EA, Pellman DS, Kanki JP, Look AT. Emi1 maintains genomic integrity during zebrafish 
embryogenesis and cooperates with p53 in tumor suppression. Mol Cell Biol. 2009 
Nov;29(21):5911-22. PMCID: PMC2772726 

 
53. Gökçümen O, Lee C. Copy number variants (CNVs) in primate species using array-based 

comparative genomic hybridization. Methods. 2009 Sep;49(1):18-25. PMCID: PMC2796453 
 
54. Kim JI, Ju YS, Park H, Kim S, Lee S, Yi JH, Mudge J, Miller NA, Hong D, Bell CJ, Kim HS, 

Chung IS, Lee WC, Lee JS, Seo SH, Yun JY, Woo HN, Lee H, Suh D, Lee S, Kim HJ, Yavartanoo 
M, Kwak M, Zheng Y, Lee MK, Park H, Kim JY, Gokcumen O, Mills RE, Zaranek AW, Thakuria 
J, Wu X, Kim RW, Huntley JJ, Luo S, Schroth GP, Wu TD, Kim H, Yang KS, Park WY, Kim H, 
Church GM, Lee C, Kingsmore SF, Seo JS. A highly annotated whole-genome sequence of a 
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