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Mullighan C. G., et al. Rearrangement of CRLF2 in B-progenitor- and Down syndrome-associated acute 
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CNS disorders 
 

2011 
 
Shaikh T. H., et al. Genes and biological processes commonly disrupted in rare and heterogeneous 
developmental delay syndromes. Human Molecular Genetics 20(5):880-93 (2011). 
 
Caliskan M., et al. Exome sequencing reveals a novel mutation for autosomal recessive non-syndromic 
mental retardation in the TECR gene on chromosome 19p13. Human Molecular Genetics  
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Klitten L. L., et al. Duplication of MAOA, MAOB, and NDP in a patient with mental retardation and epilepsy. 
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Castelo-Branco P., et al. Neural Tumor-Initiating Cells Have Distinct Telomere Maintenance and Can be Safely 
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Ou Z., et al. Observation and prediction of recurrent human translocations mediated by NAHR between 
nonhomologous chromosomes. Genome Research 21(1):33-46 (2011).   
 
Phadke S. R., et al. Report of Two Brothers With Short Stature, Microcephaly, Mental Retardation, and 
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Eggermann T., et al. Identification of a 21q22 duplication in a Silver-Russell syndrome patient further 
narrows down the Down syndrome critical region. American Journal of Medical Genetics Part A 152A(2):356-
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Girirajan S., et al. A recurrent 16p12.1 microdeletion supports a two-hit model for severe developmental 
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Willemsen M. H., et al. Identification of ANKRD11 and ZNF778 as candidate genes for autism and variable 
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Fernandez B. A., et al. Phenotypic spectrum associated with de novo and inherited deletions and duplications 
at 16p11.2 in individuals ascertained for diagnosis of autism spectrum disorder. Journal of Medical 
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Corneveaux J. J., et al. Association of CR1, CLU and PICALM with Alzheimer's disease in a cohort of clinically 
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Quintero-Rivera F., et al. Autistic and psychiatric findings associated with the 3q29 microdeletion syndrome: 
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Donahoe P. K., et al. Genetic tools and algorithms for gene discovery in major congenital anomalies. Birth 
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Johnson C., et al. Convergent genome wide association results for bipolar disorder and substance 
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Zhang D., et al. Singleton deletions throughout the genome increase risk of bipolar disorder. Molecular 
Psychiatry 14(4):376-80 (2009).   
 
Shi J. X., et al. Common variants on chromosome 6p22.1 are associated with schizophrenia. Nature 
460(7256):753-7 (2009).    
 
Qiao Y., et al. Phenomic determinants of genomic variation in autism spectrum disorders. Journal of Medical 
Genetics 46(10):680-8 (2009).    
 
McCarthy S. E., et al. Microduplications of 16p11.2 are associated with schizophrenia. Nature Genetics 
41(11):1223-7 (2009). 
 
Mullighan C. G., et al. Rearrangement of CRLF2 in B-progenitor- and Down syndrome-associated acute 
lymphoblastic leukemia. Nature Genetics 41(11):1243-6 (2009).   

 
Mahon P. B., et al. Genome-wide linkage and follow-up association study of postpartum mood symptoms. 
American Journal of Psychiatry 166(11):1229-37 (2009).    
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Stone J. L., et al. Rare chromosomal deletions and duplications increase risk of schizophrenia. Nature 
455(7210):237-41 (2008).    
 
Mick E., et al. Genome-wide association study of response to methylphenidate in 187 children with attention-
deficit/hyperactivity disorder. American Journal of Medical Genetics Part B: Neuropsychiatric Genetics 
147B(8):1412-8 (2008).   

 
 

Cardiovascular 
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Fox E. R., et al. Association of genetic variation with systolic and diastolic blood pressure among African 
Americans: the Candidate Gene Association Resource study. Human Molecular Genetics  
20(11):2273-84 (2011). 
 
Zhu X. F., et al. Combined admixture mapping and association analysis identifies a novel blood pressure 
genetic locus on 5p13: contributions from the CARe consortium. Human Molecular Genetics  
20(11):2285-95 (2011). 
 
O'Seaghdha C. M., et al. The MYH9/APOL1 region and chronic kidney disease in European-Americans. Human 
Molecular Genetics 20(12):2450-6 (2011). 
 
Kato N., et al. Meta-analysis of genome-wide association studies identifies common variants associated with 
blood pressure variation in east Asians. Nature Genetics 43(6) (2011).   
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Ellinor P. T., et al. Common variants in KCNN3 are associated with lone atrial fibrillation. Nature 
Genetics 42(3) (2010).   
 
Arking D. E., et al. Genome-Wide Association Study Identifies GPC5 as a Novel Genetic Locus Protective 
against Sudden Cardiac Arrest. PLoS One 5(3) (2010).   
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Stewart A. F. R., et al. Kinesin Family Member 6 Variant Trp719Arg Does Not Associate With Angiographically 
Defined Coronary Artery Disease in the Ottawa Heart Genomics Study. Journal of the American College of 
Cardiology 53(16):1471-2 (2009).  
 
Erdmann J., et al. New susceptibility locus for coronary artery disease on chromosome 3q22.3. Nature 
Genetics 41(3):280-2 (2009). 
 
Kathiresan S., et al. Genome-wide association of early-onset myocardial infarction with single nucleotide 
polymorphisms and copy number variants. Nature Genetics 41(3):334-41 (2009).   
 
Pfeufer A., et al. Common variants at ten loci modulate the QT interval duration in the QTSCD Study. Nature 
Genetics 41(4):407-14 (2009).   
 
Soranzo N., et al. A genome-wide meta-analysis identifies 22 loci associated with eight hematological 
parameters in the HaemGen consortium. Nature Genetics 41(11) (2009). 
 
Kolz M., et al. Meta-Analysis of 28,141 Individuals Identifies Common Variants within Five New Loci That 
Influence Uric Acid Concentrations. PLoS Genetics 5(6) (2009).  
 
Ikram M. A., et al. Genomewide Association Studies of Stroke. New England Journal of Medicine 
360(17):1718-28 (2009).   
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Shuldiner A. R., et al. Association of Cytochrome P450 2C19 Genotype With the Antiplatelet Effect and 
Clinical Efficacy of Clopidogrel Therapy. Jama-Journal of the American Medical Association 302(8):849-
58 (2009).   
  
Bush W. S., et al. Genetic variation in the rhythmonome: ethnic variation and haplotype structure in 
candidate genes for arrhythmias. Pharmacogenomics 10(6):1043-53 (2009).   
 
Kathiresan S., et al. Genome-wide association of early-onset myocardial infarction with single nucleotide 
polymorphisms and copy number variants. Nature Genetics 41(3):334-41 (2009).   
 
Ganesh S. K., et al. Multiple loci influence erythrocyte phenotypes in the CHARGE Consortium. Nature 
Genetics 41(11) (2009).   
 
2008 
 
Keating B. J., et al. Concept, Design and Implementation of a Cardiovascular Gene-Centric 50 K SNP Array 
for Large-Scale Genomic Association Studies. PLoS One 3(10) (2008). 

 
 
Epidemiology and population studies 
 
2011 
 
Bridges M., et al. Genetic Classification of Populations Using Supervised Learning. PloS One 6(5) (2011).  
 
Ou Z., et al. Observation and prediction of recurrent human translocations mediated by NAHR between 
nonhomologous chromosomes. Genome Research 21(1):33-46 (2011).   
 
Del Greco M. F., et al. Genome-wide association analysis and fine mapping of NT-proBNP level provide novel 
insight into the role of the MTHFR-CLCN6-NPPA-NPPB gene cluster. Human Molecular Genetics 20(8):1660-
71 (2011).    
 
Huff C. D., et al. Maximum-likelihood estimation of recent shared ancestry (ERSA). Genome Research 
21(5):768-74 (2011). 
 
Tayo B. O., et al. Genetic Background of Patients from a University Medical Center in Manhattan: Implications 
for Personalized Medicine. PLoS One 6(5) (2011).   
 
Yang J., et al. Genome partitioning of genetic variation for complex traits using common SNPs. Nature 
Genetics 43(6) (2011).   
 
Li Y., et al. Low-coverage sequencing: Implications for design of complex trait association studies. Genome 
Research 21(6):940-51 (2011). 
 
2010 
 
Vogler C., et al. Microarray-Based Maps of Copy-Number Variant Regions in European and Sub-Saharan 
Populations. PLoS One 5(12) (2010).   
 
Nicolae D. L., et al. Trait-Associated SNPs Are More Likely to Be eQTLs: Annotation to Enhance Discovery 
from GWAS. PLoS Genetics 6(4) (2010).   
 
Huqun, et al. A quantitatively-modeled homozygosity mapping algorithm, qHomozygosityMapping, utilizing 
whole genome single nucleotide polymorphism genotyping data. BMC Bioinformatics 11(Suppl7):S5 (2010). 
 
Perreault L. P., et al. Partitioning of copy-number genotypes in pedigrees. BMC Bioinformatics 11:226  
(2010).   

 
Oldridge D. A., et al. Optimizing copy number variation analysis using genome-wide short sequence 
oligonucleotide arrays. Nucleic Acids Research 38(10):3275-86 (2010).   
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Rudd M. K., et al. Segmental duplications mediate novel, clinically relevant chromosome rearrangements. 
Human Molecular Genetics 18(16):2957-62 (2009).  
 
Price A. L., et al. The Impact of Divergence Time on the Nature of Population Structure: An Example from 
Iceland. PLoS Genetics 5(6) (2009).   
 
Xing J. C., et al. Fine-scaled human genetic structure revealed by SNP microarrays. Genome Research 
19(5):815-25 (2009).   
 
Wain L. V., et al. Genomic copy number variation, human health, and disease. Lancet  
374(9686):340-50 (2009).   
   
Fardo D. W., et al. On Quality Control Measures in Genome-Wide Association Studies: A Test to Assess the 
Genotyping Quality of Individual Probands in Family-Based Association Studies and an Application to the 
HapMap Data. PLoS Genetics 5(7) (2009).   
 
McKernan K. J., et al. Sequence and structural variation in a human genome uncovered by short-read, 
massively parallel ligation sequencing using two-base encoding. Genome Research  
19(9):1527-41 (2009).   
 
Reich D., et al. Reconstructing Indian population history. Nature 461(7263) (2009).   
 
Teo Y. Y., et al. Singapore Genome Variation Project: A haplotype map of three Southeast Asian populations 
Genome Research 19(11):2154-62 (2009).   
 
Tonjes A., et al. Genetic variation in GPR133 is associated with height: genome wide association study in the 
self-contained population of Sorbs. Human Molecular Genetics 18(23):4662-8 (2009).   
 
Yavas G., et al. An optimization framework for unsupervised identification of rare copy number variation from 
SNP array data. Genome Biology 10(10) (2009).   
 
Xu S. H., et al. Genomic Dissection of Population Substructure of Han Chinese and Its Implication in 
Association Studies. American Journal of Human Genetics 85(6):762-74 (2009).   
 
Pos Z., et al. Genomic scale analysis of racial impact on response to IFN-alpha. Proceedings of the National 
Academy of Sciences of the United States of America 107(2):803-8 (2009). 
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Ziegler A., et al. Biostatistical aspects of genome-wide association studies. Biometrical Journal  
50(1):8-28 (2008). 
   
Wang K., et al. Modeling genetic inheritance of copy number variations. Nucleic Acids Research 36(21)  
(2008).   
 
Price A. L., et al. Effects of cis and trans Genetic Ancestry on Gene Expression in African Americans. PLoS 
Genetics 4(12) (2008).   
 
Johnson A. D., et al. SNAP: a web-based tool for identification and annotation of proxy SNPs using HapMap. 
Bioinformatics 24(24):2938-9 (2008).   

 
 

Rare disorders 
 

2011 
 
Rivera-Brugues N., et al. Cohen syndrome diagnosis using whole genome arrays. Journal of Medical 
Genetics 48(2):136-40 (2011). 



9 
  

Thie C., et al. NEK1 Mutations Cause Short-Rib Polydactyly Syndrome Type Majewski. American Journal of 
Human Genetics 88(1):106-14 (2011).  
 
White S., et al. Copy Number Variation in Patients with Disorders of Sex Development Due to 46, XY Gonadal 
Dysgenesis. PLoS One 6(3) (2011).  
 
Phadke S. R., et al. Report of Two Brothers With Short Stature, Microcephaly, Mental Retardation, and 
Retinoschisis-A New Mental Retardation Syndrome? American Journal of Medical Genetics Part A 155A(1):9-
13 (2011). 
 
Kayserili H., et al. A Novel Homozygous COL11A2 Deletion Causes a C-Terminal Protein Truncation With 
Incomplete mRNA Decay in a Turkish Patient. American Journal of Medical Genetics Part A  
155A(1):180-5 (2011).    
 
Sutton E., et al. Identification of SOX3 as an XX male sex reversal gene in mice and humans. Journal of 
Clinical Investigation 121(1):328-41 (2011).  
 
Cox J. J., et al. A SOX9 Duplication and Familial 46,XX Developmental Testicular Disorder. New England 
Journal of Medicine 364(1):91-3 (2011).  
 
Papenhausen P., et al. UPD Detection Using Homozygosity Profiling With a SNP Genotyping Microarray.  
American Journal of Medical Genetics Part A 155A(4):757-68 (2011).   
 
Fabbro S., et al. Homozygosity mapping with SNP arrays confirms 3p21 as a recessive locus for gray platelet 
syndrome and narrows the interval significantly. Blood 117(12):3430-4 (2011).  
 
Lynch S. A., et al. The 12q14 microdeletion syndrome: six new cases confirming the role of HMGA2 in 
growth. European Journal of Human Genetics 19(5):534-9 (2011).   
 
Kariminejad A., et al. Pericentric inversion of chromosome 18 in parents leading to a phenotypically normal 
child with segmental uniparental disomy 18. European Journal of Human Genetics 19(5):555-60 (2011).   
 
Bowen M. E., et al. Loss-of-Function Mutations in PTPN11 Cause Metachondromatosis, but Not Ollier Disease 
or Maffucci Syndrome. PLoS Genetics 7(4) (2011).   
 
Vieira G. H., et al. Differential Diagnosis of Smith-Magenis Syndrome: 1p36 Deletion Syndrome. American 
Journal of Medical Genetics Part A 115A(5):988-92 (2011).    
 
Slavotinek A. M., et al. Manitoba-oculo-tricho-anal (MOTA) syndrome is caused by mutations in FREM1. 
Journal of Medical Genetics 48(6):375-82 (2011).   
 
Miskinyte S., et al. Loss of BRCC3 Deubiquitinating Enzyme Leads to Abnormal Angiogenesis and Is 
Associated with Syndromic Moyamoya. American Journal of Human Genetics 88(6):718-28 (2011).   

 
2010 
 
Eggermann T., et al. Identification of a 21q22 duplication in a Silver-Russell syndrome patient further 
narrows down the Down syndrome critical region. American Journal of Medical Genetics Part A 152A(2):356-
9 (2010).    

 
Latour P., et al. A Major Determinant for Binding and Aminoacylation of tRNA(Ala) in Cytoplasmic Alanyl-tRNA 
Synthetase Is Mutated in Dominant Axonal Charcot-Marie-Tooth Disease. American Journal of Human 
Genetics 86(1):77-82 (2010).   
 
Vermeer S., et al. Targeted Next-Generation Sequencing of a 12.5 Mb Homozygous Region Reveals ANO1 0 
Mutations in Patients with Autosomal-Recessive Cerebellar Ataxia. American Journal of Human Genetics 
87(6):813-9 (2010).   
 
Zou Y. S., et al. A Complex Maternal Rearrangement Results in a Pure 10.8 Mb Duplication of the 5q13.1-
q14.1 Region in an Affected Son.American Journal of Medical Genetics Part A 152A(2):498-503 (2010).   
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Ishihara Y., et al. A case of pulmonary alveolar microlithiasis with an intragenetic deletion in SLC34A2 
detected by a genome-wide SNP study. Thorax 64(4):365-7 (2009).    
 
Ligtenberg M. J., et al. Heritable somatic methylation and inactivation of MSH2 in families with Lynch 
syndrome due to deletion of the 3' exons of TACSTD1. Nature Genetics 41(1):112-7 (2009).   
 
Shi M., et al. Identification of Microdeletions in Candidate Genes for Cleft Lip and/or Palate. Birth Defects 
Research. Part A, Clinical and Molecular Teratology 85(1):42-51 (2009).   
 
Parry D. A., et al. Mutations in CNNM4 Cause Jalili Syndrome, Consisting of Autosomal-Recessive Cone-Rod 
Dystrophy and Amelogenesis Imperfecta. American Journal of Human Genetics 84(2):266-73 (2009).   
 
Wang J. C., et al. Molecular Breakpoint Mapping of 6q11-q14 Interstitial Deletions in Seven Patients.  
American Journal of Medical Genetics Part A 149A(3):372-9 (2009).   
 
Arlt M. F., et al.  Replication Stress Induces Genome-wide Copy Number Changes in Human Cells that 
Resemble Polymorphic and Pathogenic Variants. American Journal of Human Genetics 84(3):339-50 (2009). 
 
Hayes I. M., et al.  Fryns-Aftimos syndrome with milder clinical manifestations. Clinical Dysmorphology  
18(2):95-7 (2009).   
 
Forshew T., et al. Activation of the ERK/MAPK pathway: a signature genetic defect in posterior fossa pilocytic 
astrocytomas. Journal of Pathology 218(2):172-81 (2009). 
 
Stankiewicz P., et al. Genomic and Genic Deletions of the FOX Gene Cluster on 16q24.1 and Inactivating 
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