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Schedule of All Scientific Sessions and Events 
All meeting rooms are located in the Convention Center 

 
TUESDAY, OCTOBER 11 

4:00pm-5:00pm  1. Opening Performance by Cirque Éloize and 
Welcoming Remarks  

Room 210, Level 2 

5:00pm-6:30pm  2. Panel Discussion: Whole Genome Sequencing: To 
Do It or Not to Do It?  

Room 210, Level 2 

WEDNESDAY, OCTOBER 12 
8:00am-10:00am   3. Plenary Session on Epigenetics  Room 210, Level 2 
10:00am-7:00pm   Posters Open (Display of Wednesday Posters Only)  

Authors are reminded to put posters up and take them down on 
the same day of presentation.

Exhibit Hall, Level 2 

10:00am-4:30pm   Exhibits Open  Exhibit Hall, Level 2 
10:00am-4:30pm   Career Resources  Exhibit Hall, Level 2 
10:30am-12:30pm   Concurrent Invited Sessions I (4-9)  See page 4 for rooms 
12:30pm-2:00pm   Lunch Break, Open Viewing for Wednesday Posters  Exhibit Hall, Level 2 
2:00pm-4:00pm  Poster Session I (Wednesday Posters Only)  

2:00-3:00pm-odd poster board numbers; authors must be present 
3:00-4:00pm-even poster board numbers; authors must be present 

Exhibit Hall, Level 2 

4:15pm-6:15pm  Concurrent Platform Sessions A (10-19)  See page 9 for rooms 
6:15pm-6:40pm  20. ASHG Presidential Address: From Classroom to 

Courtroom to Clinic: Closing the Education Gaps in 
Human Genetics  

Room 210, Level 2 

6:40pm-6:50pm  21. ASHG Award for Excellence in Human Genetics 
Education Presentation  

Room 210, Level 2 

6:50pm-7:00pm  22. ASHG Victor A. McKusick Leadership Award 
Presentation  

Room 210, Level 2 

7:00pm-7:30pm  23. ASHG Meeting/Announcement of the ASHG 
Trainee Award  and C.W. Cotterman Award Winners 

Room 210, Level 2 

THURSDAY, OCTOBER 13 
7:00am-4:30pm   Posters Open (Display of Thursday Posters Only)  

Authors are reminded to put posters up and take them down on 
the same day of presentation.

Exhibit Hall, Level 2 

8:00am-10:00am  Concurrent Invited Sessions II (24-29)  See page 4 for rooms 
10:00am-4:30pm  Exhibits Open  Exhibit Hall, Level 2 
10:00am-4:30pm  Career Resources  Exhibit Hall, Level 2 
10:15am-12:15pm  Concurrent Platform Sessions B (30-39)  See page 10 for rooms 
12:30pm-2:00pm  Lunch Break, Open Viewing for Thursday Posters  Exhibit Hall, Level 2 
12:30pm-12:45pm  40. ASHG Curt Stern Award Presentation  Room 210, Level 2 
12:45pm-1:15pm  41. ASHG William Allan Award Presentation  Room 210, Level 2 
1:15pm-2:00pm  42. Gruber Genetics Prize Award Presentation  Room 210, Level 2 
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2:00pm-4:00pm  Poster Session II (Thursday Posters Only)  
2:00-3:00pm-odd poster board numbers; authors must be present 
3:00-4:00pm-even poster board numbers; authors must be present 

Exhibit Hall, Level 2 

4:15pm-6:15pm  43. Plenary Debate Session: Current and Emerging 
Sequencing Technologies 

Room 210, Level 2 

FRIDAY, OCTOBER 14 
7:00am-4:30pm  Posters Open (Display of Friday Posters Only)  

Authors are reminded to put posters up and take them down on 
the same day of presentation.

Exhibit Hall, Level 2 

8:00am-10:00am  44. Plenary Debate Session: Owning the Genome Room 210, Level 2 
10:00am-4:30pm  Exhibits Open  Exhibit Hall, Level 2 
10:00am-4:30pm  Career Resources  Exhibit Hall, Level 2 
10:30am-12:30pm  Concurrent Invited Sessions III (45-50)  See page 6 for rooms 
12:30pm-2:00pm   Lunch Break, Open Viewing for Friday Posters Exhibit Hall, Level 2 
2:00pm-4:00pm   Poster Session III (Friday Posters Only)  

2:00-3:00pm-odd poster board numbers; authors must be present 
3:00-4:00pm-even poster board numbers; authors must be present 

Exhibit Hall, Level 2 

4:15pm-6:15pm  Concurrent Platform Sessions C (51-60)  See page 12 for rooms 

SATURDAY, OCTOBER 15 
8:00am-10:00am  Concurrent Invited Sessions IV (61-66)  See page 6 for rooms 
10:30am-12:30pm  67. Plenary Session: Diseases, Populations and 

Evolution: From the Cellular to the Continental  
Room 210, Level 2 

12:30pm-1:30pm  Lunch Break  
1:30pm-3:30pm  Concurrent Platform Sessions D (68-77)  See page 14 for rooms 
3:45pm-4:30pm  78. Closing Plenary Session: The Grandest Challenge: 

Bringing Life Sciences from Lab to Village  
Room 210, Level 2 

4:30pm-5:15pm  79. Closing Remarks  Room 210, Level 2 
 

Please check the printed program and the Congress Web site for the following session tracks: 
 

  Indicates Education-related events 

 Indicates Trainee-related events    

 Indicates Clinical-related events 
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Thursday, October 13: Concurrent Invited Session II (24-29)	 8:00 AM–10:00 AM 

Wednesday, October 12: Concurrent Invited Session I (4-9)	 10:30 AM–12:30 PM 

Room 517BC, Level 5

SESSION 04 – Deciphering Transgenerational Effects: 
From Molecular to Statistical Approaches
Co-Moderators: Janet S. Sinsheimer, David Geffen Sch. 
of Med. at UCLA, USA; and Amanda E. Toland, The Ohio 
State Univ., USA 

10:30 am  Introduction. A. E. Toland. 

10:35 am  The function of genome-wide meiosis-specific 
epigenetic marks in recombination. R. D. Camerini-Otero. 

10:55 am  Epigenetic consequences of chromosomal 
translocations. A. K. Naumova. 

11:15 am  Epidemiological overview. J. S. Sinsheimer. 

11:20 am  Intergenerational effects as risk factors for 
schizophrenia: The case of maternal-fetal genotype 
incompatibility. C. G. Palmer. 

11:40 am  Detecting complex genetic and environmental 
effects with case-control mother-child pair data. J. Chen. 

12:00 pm  Investigation of maternal effects, maternal-fetal 
interactions and parent-of-origin effects (imprinting), using 
mothers and their offspring. H. Cordell. 

12:20 pm  Discussion. A. E. Toland. 

Room 511, Level 5

SESSION 05 – New Insights from Human Pain Genetic 
Studies
Moderator: Inna Belfer, Univ. of Pittsburgh, USA 

10:30 am  Introduction. I. Belfer. 

10:35 am  Novel findings from genetic studies of pain: 
From rodent models to human clinical pain. M. Costigan. 

10:55 am  Comparative genomics approach using global 
functional analysis in Drosophila to identify new candidate 
genes for human pain genetic research. G. G. Neely. 

11:15 am  Genetic risks in development of chronic pain in 
humans. L. Diatchenko. 

11:40 am  Identification of the pain gene CACNG2 
using an integrated whole genome-based approach. J. 
Nissenbaum. 

12:05 pm  COMT as a gold standard candidate gene for 
human pain research. I. Belfer. 

12:25 pm  Questions and answers. I. Belfer. 

Room 210, Level 2

SESSION 06 – Beyond Genome-Wide Association 
Study: Integrating Transcriptome, Proteome, and 
Pathway Data in the Genetic Dissection of Complex 
Traits
Co-Moderators: Marylyn D. Ritchie, Vanderbilt Univ., USA; 
and Nancy J. Cox, Univ. of Chicago, USA 

10:30 am  Introduction. N. J. Cox. 

10:35 am  Function-based GWAS to enhance discovery. 
N. J. Cox. 

10:55 am  Leveraging comprehensive annotations and 
pathway information in large scale genomic studies. N. J. 
Schork. 

11:15 am  Network-based diagnosis and personalized 
medicine. T. Ideker. 

11:35 am  Meta-dimensional analysis of phenotypes. M. 
D. Ritchie. 

11:55 am  Integrating interaction and pathway association 
analysis in genome-wide association studies. T. Becker. 

12:15 pm  Questions and answers. M. D. Ritchie. 

Room 520, Level 5

SESSION 07 – Recent Genetic Advances in Motor 
Neuron Diseases: Promises and Hurdles to Clinical 
Interventions
Co-Moderators: Lisa L. Baumbach-Reardon, Miller Sch. 
of Med., Univ of Miami Sch. of Med., USA; and Vincent 
Timmerman, Univ. of Antwerp, Belgium 

10:30 am  Introduction. L. L. Baumbach-Reardon. 

10:35 am  Genetics, pathophysiology and therapeutic 
developments in SMA. A. Burghes. 

11:00 am  Clinical and genetic update of spinal muscular 
atrophies. L. L. Baumbach-Reardon. 

11:25 am  Update in CMT, distal SMA and overlapping 
phenotypes. V. Timmerman. 

11:50 am  Update in genetics and pathophysiology 
of amyotrophic lateral sclerosis: New genes and new 
insights. M. Strong. 

Room 517A, Level 5

SESSION 08 – Molecular Basis and Mechanisms 
of Recessively Inherited Forms of Osteogenesis 
Imperfecta (OI)
Co-Moderators: Peter H. Byers, Univ. of Washington, USA; 
and Deborah Krakow, UCLA, USA 

10:30 am  Introduction. P. H. Byers. 

10:40 am  Molecular basis of OI that results from 
mutations in CRTAP, LEPRE1, and PPIB. G. Pals. 

11:00 am  Inactivating mutation in SERPINH1, which 
encodes the collagen chaperone HSP47, result in severe 
OI. P. H. Byers. 

11:20 am  The broad phenotype spectrum of mutations in 
FKBP10--mild OI, scoliosis, contractures. D. Krakow. 

11:40 am  Implications of mutations that result in 
recessive forms of OI for treatment of all forms of OI. F. 
Glorieux. 

12:00 pm  Animal models of OI: Substrates for the 
measure and development of therapies and mechanisms 
of disease. B. Lee. 

12:20 pm  Questions and answers. D. Krakow. 

Room 517D, Level 5

SESSION 09 – Genetic Instability in Development, 
Aging and Cancer
Moderator: M. Stephen Meyn, Hosp. for Sick Children, 
Toronto, Canada 

10:30 am  Introduction. M. S. Meyn. 

10:45 am  The role of DNA repair in neurologic 
development and disease. P. McKinnon. 

11:11 am  The DNA damage theory of aging — Evidence 
from nucleotide excision repair mutants. J. Hoeijmakers. 

11:37 am  Telomere instability and human disease. P. 
Lansdorp. 

12:03 pm  The role of rare DNA repair gene variants in 
human cancer. S. Tavtigian. 

Room 511, Level 5

SESSION 24 – Emerging Ethical Issues in Large-Scale 
International Genomics Research Collaborations
Co-Moderators: Jean E. McEwen, NHGRI/NIH, USA; and 
Pilar N. Ossorio, Univ. of Wisconsin-Madison, USA 

08:00 am  Introduction. J. E. McEwen. 

08:05 am  Ethical issues in international genomics 
research collaborations: Perspectives from Canada. B. M. 
Knoppers. 

08:25 am  Ethical issues in international genomics 
research collaborations: Perspectives from Sub-Saharan 
Africa. C. Rotimi. 

08:45 am  Ethical issues in international genomics 
research collaborations: Perspectives from the U.K. J. 
Kaye. 

09:05 am  Ethical issues in international genomics 
research collaborations: Perspectives from Japan. E. 
Suda. 

09:25 am  Ethical issues in international genomics 
research collaborations: A global perspective. A. 
Chakravarti.

 Room 517D, Level 5

SESSION 25 – Neurogenetic Pathways Underlying 
Speech and Language Disorders
Co-Moderators: Dennis Drayna, NIDCD/NIH, USA; and 
Simon E. Fisher, Max Planck Inst. for Psycholinguistics, 
Nijmegen, Netherlands 

08:00 am  Finding genetic variants that underlie 
stuttering. D. Drayna. 

08:24 am  Neurogenetic pathways regulated by FOXP2, 
a gene mutated in speech and language disorder. S. E. 
Fisher. 

08:48 am  The role of ATP2C2 and C-MIP in specific 
language impairment. D. Newbury. 

09:12 am  Functional analysis of dosage sensitive 
genes at 7q11.23 involved in syndromes of speech and 
language impairment. L. Osborne. 

09:36 am  Gene function analysis of FoxP2 in songbirds. 
C. Scharff. 

Room 517A, Level 5

SESSION 26 – The Nucleus, a Transcription Factory
Co-Moderators: Alexandre Reymond, Univ. of Lausanne, 
Switzerland; and Bernice E. Morrow, Albert Einstein Col. 
of Med., USA 

08:00 am  Transcription and the nuclear periphery: Edge 
of darkness? W. Bickmore. 

08:30 am  Transcription factories and nuclear organization 
of the genome. P. Fraser. 

09:00 am  DNase I hypersensitive sites comprehensively 
define regulatory DNA and encode epigenetic memory of 
developmental fate. J. A. Stamatoyannopoulos. 

09:30 am  Population genetics and genomics of cellular 
phenotypes. E. T. Dermitzakis. 

Room 210, Level 2

SESSION 27 – Cancer Genomics
Co-Moderators: Paul T. Spellman, Oregon Hlth. & Sci. 
Univ., Benicia, CA, USA; and Thomas J. Hudson, Ontario 
Inst. for Cancer Res., Canada 

08:00 am  Introduction. T. J. Hudson. 

08:10 am  The Cancer Genome Atlas. S. Gabriel. 

08:35 am  The oral cancer genome. P. P. Majumder. 

09:00 am  The Stomach Cancer Genome Project. H. 
Yang. 

09:25 am  The pancreatic cancer genome. J. 
McPherson. 

09:50 am  Questions and answers. P. T. Spellman. 

Room 520, Level 5

SESSION 28 – Translational Approaches to 
Mitochondrial Research
Moderator: Fernando Scaglia, Baylor Col. of Med., USA 

08:00 am  Introduction. F. Scaglia. 

08:05 am  The biogenesis and role of complex I in human 
disease. J. A. M. Smeitink. 

08:30 am  Characterization of new genes implicated in 
mitochondrial translation. E. A. Shoubridge. 

 
09:00 am  The role of mitochondrial dynamics in human 
disease. D. C. Chan. 

09:30 am  Choosing between glycolysis and oxidative 
phosphorylation: A tumor’s dilemma? R. Rossignol. 

Room 517BC, Level 5

SESSION 29 – Changing Trends in Prenatal Diagnosis
Co-Moderators: Louanne Hudgins, Stanford Univ., USA; 
and Diana Bianchi, Tufts Med. Ctr., USA 

08:00 am  The big picture: Changing trends in prenatal 
diagnosis. M. Evans. 

08:30 am  It’s all detectable in a first trimester sonogram 
(or not!). R. D. Wilson. 

09:00 am  Array CGH in the prenatal setting: Indications 
and limitations. J. Vermeesch. 

09:30 am  Sequencing maternal plasma DNA for non-
invasive prenatal diagnosis. R. Chiu. 
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Room 511, Level 5

SESSION 50 – Exploring International Approaches to 
the Evaluation of Genetics Education
Co-Moderators: Kate Reed, NCHPEG, Lutherville, MD, 
USA; and Victor B. Penchaszadeh, Ctr. for Genet. and 
Publ. Hlth., Buenos Aires, Argentina 

10:30 am  Introduction. K. Reed. 

10:35 am  Educating a country: Genetics education for 
health professionals in the United Kingdom. P. Farndon. 

10:55 am  Evaluating genetic education in Latin America. 
V. B. Penchaszadeh. 

11:15 am  Genetics education and program evaluation in 
Australia. S. Metcalfe. 

11:35 am  Developing and evaluating genetics education 
in developing countries. H. Hamamy. 

11:55 am  Development of a novel evaluation approach 
for genetics education in the United States. E. Edelman. 

12:15 pm  Questions and answers. V. B. Penchaszadeh. 

Saturday, October 15: Concurrent Invited Session IV (61-66)	 8:00 AM–10:00 AM 

Friday, October 14: Concurrent Invited Session III (45-50)	 10:30 AM–12:30 PM 

Room 517BC, Level 5

SESSION 45 – Functional Noncoding RNAs in 
Mammalian Systems and Disease
Co-Moderators: Ahmad M. Khalil, Case Western Reserve 
Univ. Sch. of Med., USA; and Leonard Lipovich, Wayne 
State Univ. Sch. of Med., USA 

10:30 am  Introduction. A. M. Khalil. 

10:40 am  Nuclear-retained noncoding RNAs. D. L. 
Spector. 

11:05 am  Antisense noncoding RNAs in human 
neurological disorders. C. Wahlestedt. 

11:30 am  Endogenous siRNAs and noncoding 
RNA-derived small RNAs are expressed in adult 
mouse hippocampus and are upregulated in olfactory 
discrimination training. N. R. Smalheiser. 

11:55 am  Modulating gene expression by targeting 
noncoding RNAs. D. Corey. 

12:20 pm  Summary. L. Lipovich. 

Room 517A, Level 5

SESSION 46 – Mechanisms of Embryonic 
Development and Organogenesis: Insights into 
Human Birth Defects
Moderator: Anthony Wynshaw-Boris, Univ. of California, 
San Francisco Sch. of Med., USA 

10:30 am  Introduction. A. Wynshaw-Boris. 

10:40 am  Left-right asymmetry and its inborn errors. H. 
Hamada. 

11:05 am  Primary cilia and Hedgehog signaling. K. 
Anderson. 

11:30 am  Formation of the vertebral column: From clocks 
to scoliosis. O. Pourquie. 

11:55 pm  X-linked lethal mutations: Mouse models of 
human congenital syndromes. J. Rossant. 

12:20 pm  Queston and answers. A. Wynshaw-Boris. 

Room 517D, Level 5

SESSION 47 – One and the Same? Twins, Epigenetics 
and the Elucidation of Complex Genetic Traits and 
Diseases
Moderator: Eric Vilain, Univ. of California, Los Angeles, 
USA 

10:30 am  Introduction. E. Vilain. 

10:35 am  Contributions of twin studies towards 
elucidating disease etiology. N. Martin. 

11:05 am  Large scale methylation in discordant twins. T. 
Spector. 

11:35 am  Epigenetic differences in twins: Clues for 
complex disorders. A. Petronis. 

12:05 pm  Twins, sexual orientation and age. E. Vilain. 

Room 210, Level 2

SESSION 48 – Individual Resequencing for Complex 
Trait Genetics
Co-Moderators: Benjamin M. Neale, Massachusetts Gen. 
Hosp., USA; and Mark J. Daly, Broad Inst., Cambridge, 
MA, USA 

10:30 am  Introduction. B. M. Neale. 

10:35 am  Next-generation sequencing in seven common 
diseases. P. Donnelly. 

10:58 am  Large-scale sequencing of schizophrenia and 
bipolar disorder. S. M. Purcell. 

11:21 am  Next-generation sequencing to resolve 
complex genetic architectures. J. Barrett. 

11:44 am  Next-generation sequencing of multiple 
sclerosis. C. Cotsapas. 

12:07 pm  Sequencing analysis of quantitative traits. G. 
Abecasis. 

Room 520, Level 5

SESSION 49 – International Policies Regarding the 
Retention and Use of Residual Dried Blood Spot 
Specimens after Newborn Screening
Moderator: Michele Lloyd-Puryear, HHS, Rockville, MD, 
USA 

10:30 am  Introduction. M. Lloyd-Puryear. 

10:35 am  Recommendations from the Secretary’s 
Advisory Committee on Heritable Disorders in Newborns 
and Children. R. R. Howell. 

10:55 am  Treasure trove or baby DNA database? S. 
Terry. 

11:15 am  Australian national policy for the use and 
storage of biologic samples. J. M. Fletcher. 

11:35 am  Policy for the storage and use of residual dried 
blood spot specimens after newborn screening: The view 
from Canada. F. A. Miller. 

11:55 am  Secondary uses of dried blood spots collected 
for newborn screening: Public benefits and public 
understanding. C. Dezateux. 

12:15 pm  Questions and answers. M. Lloyd-Puryear. 

Room 517D, Level 5

SESSION 61 – Human Molecular Cytogenetics: 
Functional Nuclear Architecture and Disease
Moderator: Thomas Cremer, LMU Biocenter, Germany 

08:00 am  Chromosome territories and the interchromatin 
space: Topography of transcription, DNA replication and 
repair. T. Cremer. 

08:30 am  The genome in three dimensions. J. Dekker. 

09:00 am  Nuclear lamina - genome interactions. B. van 
Steensel. 

09:30 am  Role of lamins in normal and pathological 
nuclear architecture. S. A. Adam. 

Room 517BC, Level 5

SESSION 62 – Quantitative Traits in Neurogenetics: 
The Future of Phenotyping in Neurological, 
Psychiatric and Developmental Disorders
Co-Moderators: Barbara Franke, Radboud Univ. Nijmegen 
Med. Ctr., Netherlands; and Tricia A. Thornton-Wells, 
Vanderbilt Univ., USA 

08:00 am  Introduction. B. Franke. 

08:05 am  Biomarkers in psychiatry: From genetics to 
biology to predictive medicine. A. B. Niculescu. 

08:25 am  Low CD38 expression in lymphoblastoid cells 
is associated with autism, correlates with IQ and social 
skills and is reversed by all-trans retinoic acid. R. Ebstein. 

08:45 am  Intermediate imaging phenotypes and risk 
mechanisms of psychiatric disorders. P. Kirsch. 

09:05 am  Genomic imaging: The identification of genes 
involved in brain structure and function. J. Blangero. 

09:25 am  Putting it all together: ENIGMA, enabling 
neuroImaging genetics through meta-analysis. S. E. 
Medland. 

09:45 am  Questions and answers. T. A. Thornton-Wells.
 

Room 520, Level 5

SESSION 63 – Lysosomes and Genetic Diseases
Co-Moderators: Andrea Ballabio, Telethon Fndn. Inst. of 
Genet. and Med., Naples, Italy; and David C. Rubinsztein, 
Cambridge Inst. for Med. Res., U.K. 

08:00 am  Introduction. A. Ballabio. 

08:05 am  Role of the lysosomal sialidase NEU1 
as negative regulator of lysosomal exocytosis in 
pathogenesis. A. d’Azzo. 

08:25 am  The curious case of CLN3. B. L. Davidson. 

08:45 am  Autophagy, a guardian against 
neurodegeneration. D. C. Rubinsztein. 

09:05 am  Role of the endo-lysosomal system in 
neurodegenerative diseases. R. A. Nixon. 

09:25 am  Modulating lysosomal function and cellular 
clearance. A. Ballabio. 

09:45 am  Discussion. A. Ballabio. 

Room 511, Level 5

SESSION 64 – Nutrigenomics: Genotype by 
Environment Interaction and Disease Risk
Co-Moderators: Jose M. Ordovas, USDA at Tufts Univ., 
USA; and Chao-Qiang Lai, USDA at Tufts Univ., USA 

08:00 am  Introduction. J. M. Ordovas. 

08:05 am  Understanding GxE interaction and 
cardiovascular disease risk. C-Q. Lai. 

08:25 am  Interaction between whole grain foods and 
genetic variants on diabetes risk. J. A. Nettleton. 

08:45 am  Pharmacogenetics: Understanding an 
individual’s response to fenofibrate intervention by 
genome-wide association study. D. K. Arnett. 

09:05 am  Epigenomics: Understanding individual 
differences in response to nutrition and aging? J. C. 
Mathers. 

09:25 am  Effects of genetic variants and nutritional 
factors on metabolic disease among Chinese populations. 
X. Lin. 

09:45 am  Questions and answers. J. M. Ordovas. 

Room 517A, Level 5

SESSION 65 – Status and Prospects of Genetic 
Therapy for Major Mendelian Diseases
Co-Moderators: Gert-Jan B. van Ommen, Leiden Univ. 
Med. Ctr., Netherlands; and Brunhilde Wirth, Univ. Hosp. 
of Cologne, Germany 

08:00 am  Antisense-based exon skipping as a therapy 
for DMD and other disorders. G-J. B. van Ommen. 

08:25 am  The use of HDAc inhibitors to upregulate 
SMN2 in SMA. B. Wirth. 

08:50 am  From gene to bedside: Translating lessons 
from Fragile X syndrome. S. Warren. 

09:15 am  Recombinant AAV gene therapy of Leber 
congenital amaurosis. S. G. Jacobson. 

09:40 am  Questions and answers. G-J. B. van Ommen. 

Room 210, Level 2

SESSION 66 – Intellectual Disability and Autism: Two 
Sides of the Same Coin
Co-Moderators: Charles E. Schwartz, Greenwood Genet. 
Ctr., Greenwood, SC, USA; and Giovanni Neri, Catholic 
Univ. of Rome, Italy 

08:00 am  Introduction. C. E. Schwartz. 

08:05 am  Aspects of clinical genetics in autism spectrum 
disorders: Patient evaluation, diagnostic tests and 
counseling of families. F. Gurrieri. 

08:28 am  Disruption of synaptic pathways in intellectual 
disability and autism spectrum disorders. J. D. Buxbaum. 

08:51 am  Copy number variation and variability in 
neuropsychiatric disease. E. E. Eichler. 

09:14 am  Functional impact of global rare copy number 
variation in autism spectrum disorder. S. W. Scherer. 

09:37 am  Functional genomic investigations of autism 
suggests molecular convergence. D. Geschwind. 
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Wednesday, October 12: Concurrent Platform Session A (10-19)	 4:15 PM–6:15 PM 

4:15

4:30

4:45

5:00

5:15

5:30

5:45

6:00

Room 210, Level 2

SESSION 10 – Population 
Genetics
Co-Moderators: Cornelia M. Van 
Duijn, Erasmus MC, Netherlands; 
and Andrew G. Clark, Cornell 
Univ., USA 

3 The Kaiser Permanente/
UCSF Genetic Epidemiology 
Research Study on Adult Health 
and Aging: Developing a novel 
fully-automated system to assay 
telomere lengths and preliminary 
results on a cohort of 100,000. K. 
Lapham et al. 

4 Natural selection in the cholera 
endemic Ganges River delta 
region. E. Karlsson et al. 

5 Contrasting human X-linked 
and autosomal variation in 
population-scale whole genome 
sequencing. A. Keinan et al. 

6 The geographic structure of 
allele sharing and rare variant 
diversity assessed from re-
sequencing of 202 genes in 
15,000 individuals. J. Novembre 
et al. 

7 A direct characterization of 
human mutation. J. X. Sun et al. 

8 Evolution and functional impact 
of human coding variation from 
deep sequencing of 2,440 
exomes. A. W. Bigham et al. 

9 Recent admixture in an Indian 
population of African ancestry 
and its potential in admixture 
mapping. A. Basu et al. 

10 A sequence-based approach 
to investigating balancing 
selection in classical human 
leukocyte antigen loci. P. G. 
Bronson et al. 

Room 517BC, Level 5

SESSION 11 – Genomics I: 
Structural Variation
Co-Moderators: Heather Mefford, 
Univ. of Washington, USA; 
and Lars Feuk, Uppsala Univ., 
Sweden 

11 An integrated map of genetic 
variation in over 1000 human 
genomes. G. McVean. 

12 Dysfunction is the normal 
state: Analysis of gene-disrupting 
variants in 1,094 human 
genomes. D. G. MacArthur et al. 

13 Dual function of DNA 
sequences: Coding exons 
function as enhancers of nearby 
genes. N. Ahituv et al. 

14 Genome copy number 
variation landscape in 68,000 
humans and relevance to 
complex disease. J. T. Glessner 
et al. 

15 Impact of rare copy number 
variation in autism spectrum 
disorders: Evidence from 2,000 
screened trio families. D. Pinto 
et al. 

16 A duplication CNV that 
protects against metabolic 
syndrome. W. Gu et al. 

17 Identification and 
characterization of structural 
variation breakpoints in an 
individual human genome 
sequence. A. W. C. Pang et al. 

18 Sequencing of isolated sperm 
cells for direct haplotyping of a 
human genome. E. F. Kirkness 
et al. 

Room 517D, Level 5

SESSION 12 – Neurogenetics 
I: Autism
Co-Moderators: Laurie Weiss, 
Univ. of California, San Francisco, 
USA; and Jonathan Sebat, Univ. 
of California, San Diego, USA 

19 Full exome sequencing of 
autism cases, families, and 
controls. B. M. Neale et al. 

20 Exome and targeted 
sequencing in sporadic autism 
spectrum disorders identifies 
severe de novo mutations. B. J. 
O’Roak et al. 

21 Whole exome sequencing 
identifies novel changes in 
AP4M1, CDKAL1 and SYNGAP1 
in extended multiplex autism 
families. H. N. Cukier et al. 

22 Characterization of the 
function and regulation of the 
autism susceptibility 2 (AUTS2) 
gene. N. Oksenberg et al. 

23 Mutations in the SHANK1 
synaptic scaffolding gene in 
autism spectrum disorder and 
intellectual disability. D. Sato 
et al. 

24 Mutation or deletion of the 
epigenetic regulator, MBD5, 
causes intellectual disability, 
epilepsy, and autism spectrum 
disorder. S. V. Mullegama et al. 

25 Genome-wide DNA 
methylation profiling of 
monozygotic twins discordant for 
autism spectrum disorder. C. C. Y. 
Wong et al. 

26 Sequencing-based 
comprehensive genome and 
transcriptome analyses of 
velocardiofacial syndrome. A. E. 
Urban et al. 

Room 517A, Level 5

SESSION 13 – Clinical 
Genetics I: Genotype-
Phenotype Correlation in 
Syndromes
Co-Moderators: Poh-San Lai, 
National Univ. of Singapore, 
Singapore; and Gunnar Houge, 
Haukeland Univ. Hosp., Bergen, 
Norway 

27 HDAC8 mutations in Cornelia 
de Lange syndrome. M. A. 
Deardorff et al. 

28 Mutations in RAD21 as a 
cause of a new cohesinopathy. F. 
J. Kaiser et al. 

29 Pitt Hopkins syndrome: 
Further delineation of the 
neurological phenotype. 
Description of 32 novel patients 
and proposition of a diagnostic 
criteria score. S. Whalen et al. 

30 Epidemiological features of 
Costello syndrome and cardio-
facio-cutaneous syndrome: 
Findings from the first nationwide 
survey. Y. Abe et al. 

31 Torwards the dissection 
of marfanoid syndromes with 
intellectual disability. L. Faivre 
et al. 

32 Disruption of a long-distance 
regulatory region of SOX9 
in isolated 46,XX and 46,XY 
disorders of sex determination. S. 
Benko et al. 

33 Mutations in ANKRD11 cause 
KBG syndrome, a syndrome of 
intellectual disability, skeletal 
malformations and macrodontia. 
M. Tekin et al. 

34 De novo nonsense mutations 
of ASXL1 cause Bohring-Opitz 
(Oberklaid-Danks) syndrome. A. 
Hoischen et al. 

Room 520, Level 5

SESSION 14 – Chromosome 
Organization and Cancer 
Cytogenetics
Co-Moderators: Mary Shago, 
Hosp. for Sick Children, Univ. of 
Toronto, Canada; and Marilyn M. 
Li, Baylor Col. of Med., USA 

35 Rapid detection of copy 
number imbalances and 
balanced translocations 
in multiple myeloma by 
translocation array CGH. S. A. 
Morton et al. 

36 Development and validation 
of a CGH microarray for clinical 
diagnosis of hematological 
malignancies. S. A. Yatsenko 
et al. 

37 Identification of a novel 
palindrome-mediated 
translocation associated with the 
t(3;8) of hereditary renal cancer. 
T. Kato et al. 

38 The ETS gene family 
members: Relative positioning in 
normal human epithelial prostate 
cells and induction of nuclear 
reorganization. I. Tereshchenko 
et al. 

39 Trisomy 21: A disease of 
chromatin architecture? A. 
Letourneau et al. 

40 A model for the formation of 
11q segmental amplifications or 
hsr based on structure defined by 
aCGH in leukemia. K. Reddy. 

41 Mechanism of recurrent 
translocation t(11;22) initiated 
by cruciform conformation of 
palindromic sequences. H. 
Inagaki et al. 

42 Ectopic synapsis as a 
mediator of ectopic crossing-
over: Inferences from genomic 
disorders. P. Liu et al. 

Room 511, Level 5

SESSION 15 – GeneticTesting 
and Counseling
Co-Moderators: Alain Verloes, 
Hosp. Robert Debre, France; 
and Michele Ramsay, NHLS, 
Johannesburg, South Africa 

43 Intragenic copy number 
changes detected by an exon-
targeted array in patients with 
neurodevelopmental disorders. S. 
W. Cheung et al. 

44 Genome-wide testing the 
most frequent genetic diseases 
optimizes abnormal gene identity 
and test reliability. R. V. Lebo 
et al. 

45 Bringing current research 
technology to the clinic: The 
Manton Center for Orphan 
Disease Research Gene 
Discovery Core. M. C. Connolly 
et al. 

46 Genetic diagnostics using 
next-generation sequencing: 
The CEO Genome Project. C. T. 
Caskey et al. 

47 An Internet-based approach 
to enhance genetic data 
discovery in ALS. C. Brownstein 
et al. 

48 National Thalassaemia 
Registry: An effective strategy for 
thalassaemia control. I. Ng et al. 

49 Understanding the 
psychosocial impact of Klinefelter 
syndrome. A. S. Herlihy et al. 

50 The influence of genetic risk 
information on parental role 
identity in adolescent girls and 
young women from families 
with Fragile X syndrome. A. 
McConkie-Rosell et al. 

Room 516, Level 5

SESSION 16 – Statistical 
Genetics I: Functional 
Consequences of Genetic 
Variation
Co-Moderators: Camilla Day, 
CIDR/NIH, USA; and Adebowale 
Adeyemo, Howard Univ., USA 

51 Multivariate linkage 
analysis points to a shared 
genetic component between 
mycobacteria-triggered TNF 
production and innate resistance 
to tuberculosis infection. A. 
Cobat et al. 

52 Major histocompatibility 
complex association to 
rheumatoid arthritis is explained 
by polymorphic amino acids in 
the binding grooves of HLA-DR, 
HLA-B, and HLA-DP. P. I. W. de 
Bakker et al. 

53 Mulitple signals of association 
at known loci explain additional 
phenotypic variation and reveal 
complex patterns of association. 
A. R. Wood et al. 

54 Expression quantitative trait 
locus analysis in an experimental 
cohort identifies multiple loci 
strongly associated with the 
human response to influenza 
vaccination. L. Franco et al. 

55 Meta-analysis on eQTL 
mapping identify common and 
tissue-specific eQTLs in LCL, 
PBMC and skin tissues. H. Chen 
et al. 

56 Simultaneous clustering 
and significance testing of 
transcription factor binding 
predictions from gene expression 
data. K. S. Kompass et al. 

57 Quantifying significance 
of phenotype-genotype 
relationships when various 
sources of high throughput data 
on the same individuals are 
integrated. H. K. Im et al. 

58 GPU accelerated genotype 
imputation for low-coverage 
high-throughput whole-genome 
sequencing data. K. Wang et al. 

Room 710A, Level 7

SESSION 17 – Molecular 
Basis I: Skin and Inflammatory 
Disorders
Co-Moderators: Gail Herman, 
Nationwide Children’s Hosp., 
USA; and Cisca Wijmenga, Univ. 
Groningen, Netherlands 

59 Rare de novo and common 
variations implicate CARD14 as 
psoriasis susceptibility locus 2. C. 
T. Jordan et al. 

60 Clinical transcriptome 
sequencing and analysis of 
a patient with spiny follicular 
hyperkeratoses of unknown 
etiology. K. V. Fuentes Fajardo 
et al. 

61 Exome sequencing identifies 
rare recessive IL1F5 variants in 
generalised pustular psoriasis. A. 
Onoufriadis et al. 

62 Genomic deletions in 
phospholipase Cγ2 define 
a new syndrome of cold 
urticaria, antibody deficiency 
and susceptibility to both 
autoimmunity and infection. M. J. 
Ombrello et al. 

63 IL-36 receptor antagonist 
deficiency causes auto-
inflammation and generalized 
pustular psoriasis. A. Smahi 
et al. 

64 Mutations underlying 
exfoliative ichthyosis reveal a 
key role for the protease inhibitor 
cystatin A in keratinocyte 
adhesion. H. C. Hennies et al. 

65 Ablation of TNF or TNFR1 
rescues the skin phenotypes 
of heterozygous female mutant 
mice. Y. Gu et al. 

66 A mutation in KEAP1 causes 
familial multinodular goiter. R. 
Teshiba et al. 

Room 710B, Level 7

SESSION 18 – Biochemical 
Genetics
Co-Moderators: Hans Andersson, 
Tulane Univ. Med. Ctr., USA ; and 
Nancy Braverman, McGill Univ., 
Canada 

67 NBEAL2 is mutated in gray 
platelet syndrome and is required 
for biogenesis of platelet alpha-
granules. T. Vilboux et al. 

68 A novel human peroxisome 
biogenesis disorder affecting 
peroxisome division. H. R. 
Waterham et al. 

69 Mutations in ABCD4 cause a 
new inborn error of vitamin B12 
metabolism. J. C. Kim et al. 

70 A homozygous mutation in 
the ganglioside biosynthetic 
enzyme, ST3GAL5, results in 
a severe autosomal recessive 
neurocutaneous condition and 
altered glycosphingolipids and 
O-linked glycan expression. C. 
Schwartz et al. 

71 Mutations within a component 
of the oligosaccharyltransferase 
complex identified by next-
generation sequencing are 
implicated in congenital disorders 
of glycosylation. M. A. Jones 
et al. 

72 Whole exome sequencing 
identifies a novel mitochondrial 
enzyme as the gene responsible 
for combined malonic and 
methylmalonic aciduria. J. L. 
Sloan et al. 

73 Identification of mutations 
causing mitochondrial DNA 
depletion and translation defects 
by next-generation sequencing. 
S. C. Lim et al. 

74 Achieving a novel dynamic 
in mitochondrial diseases: 
Identification of mitochondrial 
microRNAs. A. Henrion Caude 
et al. 

Room 510, Level 5

SESSION 19 – Cardiovascular 
Genetics I: Complex Traits
Co-Moderators: Stuart 
Macgregor, Queenland Inst. 
Med. Res., Australia; and Joanne 
Curran, Texas Biomed. Res. Inst., 
USA 

75 Multiple novel loci conferring 
risk to coronary artery disease 
identified in a study of 63,253 
cases and 126,820 controls. S. 
Kanoni et al. 

76 Twenty-nine common variants 
associated with blood pressure 
and cardiovascular disease risk: 
The International Consortium for 
Blood Pressure Genome-Wide 
Association Studies. G. B. Ehret 
et al. 

77 A large-scale genome-wide 
association study of PR interval 
identifies 41 loci associated 
with atrial and atrioventricular 
conduction. A. Isaacs et al. 

78 Association meta-analysis of 
correlated EKG traits detect novel 
loci that influence electrically 
active left ventricular cardiac 
mass. J. van Setten et al. 

79 Metabonomic and genetic fine 
mapping reveal wide range of 
associations across metabolites 
in known lipid loci. T. Tukiainen 
et al. 

80 Meta-analysis of Metabochip 
SNPs identifies novel waist-hip 
ratio loci involved in adipogenesis 
and chronic inflammation 
disorders. D. C. Croteau-Chonka 
et al. 

81 A human hormone sensitive 
lipase knockout: Window into 
mechanisms of dyslipidemia and 
diabetes. J. Albert et al. 

82 The 9p21.3 coronary artery 
disease risk genotype is 
associated with elevated serum 
levels of interferon alpha 21. N. 
A. M. Almontashiri et al. 
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Thursday, October 13: Concurrent Platform Session B (30-39)	 10:15 AM–12:15 PM 

Room 210, Level 2

SESSION 30 – Molecular Basis 
II: Intellectual Disability
Co-Moderators: Santhosh 
Girirajan, Univ. of Washington, 
USA; and Tjitske Kleefstra, UMC 
St. Radboud, Netherlands 

83 A novel and common 
X-linked inborn error of carnitine 
biosynthesis associated with 
autism. P. B. S. Celestino-Soper 
et al. 

84 Next-generation sequencing 
in 248 families with X-linked 
intellectual disability. V. M. 
Kalscheuer et al. 

85 Exome sequencing implicates 
de novo mutations in the actin 
genes ACTB and ACTG1 in 
Baraitser-Winter syndrome. J. B. 
Riviere et al. 

86 Massive parallel sequencing 
of all human protein-coding 
genes identifies PACS1 as a 
new gene for a new intellectual 
disability syndrome. J. H. M. 
Schuurs-Hoeijmakers et al. 

87 Autism- and intellectual 
disability-associated variations in 
the transcription factor ZBTB20 
differentially alter dendritic 
and synaptic structure. A. K. 
Srivastava et al. 

88 Mutation in ARID1B is a 
frequent cause of intellectual 
disability. A. Reis et al. 

89 A novel dynamic mutation 
in AFF3 associated with 
developmental delay. F. Kooy 
et al. 

90 Using next-generation 
sequencing to investigate rare 
unidentified congenital disorders. 
A. C. Need et al. 

Room 517BC, Level 5

SESSION 31 – Statistical 
Genetics II: Expanding 
Genome-Wide Association 
Studies
Co-Moderators: Saurabh Ghosh, 
Indian Statistical Inst., Kolkata, 
India; and Daniel Shriner, 
NHGRI/NIH, USA 

91 Pre-phasing: A 
computationally efficient 
approach for imputing from new 
reference panels in genome-
wide association studies. C. 
Fuchsberger et al. 

92 Phasing of many thousands of 
genotyped samples. A. Williams 
et al. 

93 Sequencing genes in 
silico using single nucleotide 
polymorphisms from genome-
wide association studies. X. C. 
Zhang et al. 

94 The Kaiser Permanente/
UCSF Genetic Epidemiology 
Research Study on Adult Health 
and Aging: Ethnic diversity, 
genetic structure, family 
relatedness and power of a 
GWAS in a cohort of 100,000.  
N. Risch et al. 

95 Genome-wide study of 
autoimmune hypothyroidism 
using existing genomic data and 
electronic medical records. D. C. 
Crawford et al. 

96 Epidemiologic architecture 
for genes linked to environment: 
Serum vitamins A and E modify 
HDL-C, LDL-C, and triglyceride 
GWAS-identified associations 
in the National Health and 
Nutrition Examination Surveys. L. 
Dumitrescu et al. 

97 A genome-wide association 
study meta-analysis reveals 
multiple loci implicated in sex 
hormone regulation. J. R. B. 
Perry et al. 

98 MultiPhen: Joint model of 
multiple phenotypes increases 
discovery in GWAS. P. F. 
O’Reilly et al. 

Room 517D, Level 5

SESSION 32 – Evolutionary 
Genetics
Co-Moderators: Alkes Price, 
Broad Inst. and Harvard, USA; 
and Katsushi Tokunaga, Univ. of 
Tokyo, Japan 

99 Type 2 diabetes risk alleles 
show extreme directional 
differentiation among human 
populations, compared to 
hundreds of other diseases. R. 
Chen et al. 

100 Demographic histories 
of African hunting-gathering 
populations inferred from 
genome-wide SNP variation. S. 
Soi et al. 

101 Genome-wide comparison 
of African-ancestry populations 
from CARe and other cohorts 
reveals signals of natural 
selection. G. Bhatia et al. 

102 The evolution of SRGAP2: 
A gene specifically duplicated 
in the human lineage and 
associated with cortical 
development of the brain. M. Y. 
Dennis et al. 

103 The remarkable evolution 
of ABO in primates. L. Segurel 
et al. 

104 Genomic reconstruction 
of an extinct population from 
next-generation sequence data: 
Insights from the Taìno Genome 
Project. J. K. Byrnes et al. 

105 Development of a panel of 
ancestry informative markers for 
Latin Americans from genome-
wide data. J. M. Galanter et al. 

106 Dating ancient admixture: 
The date of gene flow from 
Neandertals into modern 
humans. S. Sankararaman et al. 

Room 517A, Level 5

SESSION 33 – Perinatal and 
Reproductive Genetics
Co-Moderators: Cynthia 
Curry, Univ. of California, San 
Francisco, USA; and Edith 
Cheng, Univ. of Washington, 
USA 

107 Introducing array 
comparative genomic 
hybridization into routine prenatal 
diagnosis practice: A prospective 
study on 1166 consecutive 
clinical cases. F. Fiorentino et 
al. 

108 Validation of single cell 
whole genome amplification 
for preimplantation genetic 
haplotyping and its application 
using DNA microarrays. G. 
Altarescu et al. 

109 Are heterozygous carriers 
of cohesin mutations at an 
increased risk of aneuploidy? B. 
M. Murdoch et al. 

110 Human embryos with 
aneuploid cells documented 
at the cleavage stage undergo 
genetic correction during 
differentiation to the blastocyst 
stage. P. R. Brezina et al. 

111 Mosaicism do not affect 
accuracy of 24 chromosomes 
preimplantation genetic 
screening on cleavage stage 
embryos. A. Biricik et al. 

112 The transcriptome of a 
human polar body accurately 
reflects its sibling oocyte. A. 
Reich et al. 

113 Fetal brain-specific 
transcripts are reproducibly found 
in amniotic fluid. L. Hui et al. 

114 The effects of advanced 
paternal age on genetic risks are 
mediated through dysregulation 
of HRAS signaling in the testis. 
A. Goriely et al. 

Room 520, Level 5

SESSION 34 – Genomics II: 
Disease in Populations
Co-Moderators: Kathryn Burdon, 
Flinders Univ, Australia; and 
Emmanouil T. Dermitzakis, Univ. 
of Geneva, Switzerland 

115 Interpreting disease-
associated SNPs using 
epigenomics and comparative 
genomics signatures. M. Kellis. 

116 Near complete 
characterization of genetic 
variation in the Kuusamo 
population isolate. K. Palin et al. 

117 Disease-gene identification 
and sex-specific mutation rate 
estimation from whole-genome 
sequence data on 21 individuals 
in a five-generation heart disease 
pedigree. C. D. Huff et al. 

118 Comprehensive 
characterization of human 
genome variation by high 
coverage whole-genome 
sequencing of forty-four 
Caucasians. J. G. Zhang et al. 

119 Mining the transcriptomes of 
malaria-infected children using 
joint genotypic and expression 
analysis. Y. Idaghdour et al. 

120 Whole exome sequencing 
of 258 individuals not selected 
for cancer history identifies high-
penetrance cancer susceptibility 
gene mutations: A genomics-first 
screen. W. S. Rubinstein et al. 

121 Empirical assessment 
of imputation of coding 
variants using next-generation 
sequencing. N. Soranzo et al. 

122 Using whole-genome data 
to reveal distant relationships 
between individuals by maximum-
likelihood analysis of genomic 
segments shared identically by 
descent. D. J. Witherspoon et al. 

Room 511, Level 5

SESSION 35 – Cytogenetics
Co-Moderators: Catherine 
Rehder, Duke Univ., USA; and 
Alessandra Duncan, Montreal 
Children’s Hosp., Canada 

123 Breakpoint signatures 
and complex chromosomal 
‘shattering’ from apparently 
balanced germline karyotypes 
revealed by sequencing 82 
rearrangement breakpoints. C. 
Chiang et al. 

124 An evidence-based 
approach to guide the 
development of content on 
chromosomal microarrays and to 
support interpretation of clinically 
significant copy number variation. 
E. Thorland et al. 

125 A large autism cohort 
reveals genomic imbalances 
associated with many known 
syndromic deletions and also 
those linked to potentially novel 
neurodevelopmental genes. S. 
Aradhya et al. 

126 Sequencing chromosomal 
rearrangements in autism and 
other developmental disorders 
reveals a complex genetic 
architecture across diagnostic 
boundaries. M. E. Talkowski 
et al. 

127 High resolution prenatal 
array CGH: Improved detection, 
increased complexity. A. Breman 
et al. 

128 Patterns of recombination 
along nondisjoined and normally 
disjoined chromosomes 21 that 
exhibit multiple recombinant 
events on 21q. T. Oliver et al. 

129 Somatic mosaicism of large 
chromosomal anomalies in blood 
cells of normal adults. C. C. 
Laurie et al. 

130 Identification of single 
gene alterations detected by 
whole-genome array comparative 
genomic hybridization. N. J. Neill 
et al.
 

Room 516, Level 5

SESSION 36 – Cancer 
Genetics I: Melanoma and 
Leukemia
Co-Moderators: Florence 
Demenais, INSERM, France; and 
David Goldgar, Univ. of Utah, 
USA 

131 Two novel loci for melanoma 
susceptibility on chromosome 
bands 1q42.12 and 1q21.3. S. 
Macgregor et al. 

132 Pathway analysis of 
malignant melanoma identifies 
30 pathways associated with 
melanoma cancer risk. C. E. 
Amos et al. 

133 Genome sequencing of 
melanoma families identifies 
a novel recurrent mutation in 
MITF predisposing to familial 
and sporadic melanoma. K. M. 
Brown et al. 

134 An oncogenic MITF germline 
substitution p.E318K impairs 
sumoylation and predisposes to 
melanoma and renal carcinoma. 
B. Bressac- de Paillerets et al. 

135 Melanoma exome 
sequencing identifies MEK1/2 
as additional driver genes and 
potential predisposing variants in 
genes of DNA repair pathways. 
S. Nikolaev et al. 

136 Genome-wide association 
study of melanoma progression 
and blood biomarkers. S. Fang 
et al. 

137 Discovery of novel 
recurrent mutations in childhood 
early T-cell precursor acute 
lymphoblastic leukemia by whole 
genome sequencing. J. Zhang 
et al. 

138 GATA2 is a new 
predisposition gene for familial 
myelodysplastic syndrome and 
acute myeloid leukemia. H. S. 
Scott et al. 

Room 710A, Level 7

SESSION 37 – Therapy for 
Genetic Disorders
Co-Moderators: Sihoun Hahn, 
Univ. Washington, USA; and 
Patricia Dickson, Univ. of 
California, Los Angeles, USA 

139 Treating stiff skin 
syndrome: Study of a rare 
Mendelian disorder reveals 
novel therapeutic strategies for 
complex acquired scleroderma. 
E. E. Gerber et al. 

140 A liver-specific transgenic 
mouse model identifies new 
disease-associated biomarkers 
and establishes antioxidants as 
an ameliorative treatment for the 
renal disease of methylmalonic 
acidemia. E. Manoli et al. 

141 AAV-mediated gene 
transfer to skeletal muscle 
results in sustained reduction of 
hyperbilirubinemia in an animal 
model of Crigler-Najjar syndrome 
type 1. N. Pastore et al. 

142 Antisense oligonucleotide-
mediated exon skipping 
restores primary cilia assembly 
in fibroblasts harbouring 
the common LCA CEP290 
c.2991+1655G>A mutation. X. 
Gerard et al. 

143 Interference of myostatin and 
TGF-beta signaling by antisense-
mediated exon skipping as an 
adjunctive therapy for Duchenne 
muscular dystrophy. P. A. Hoen 
et al. 

144 Novel nitric oxide-directed 
treatment of urea cycle disorder 
for morbidity independent of 
hyerammonemia. A. Erez et al. 

145 Correction of cystine and 
sialic acid storage in human 
cystinotic and ISSD fibroblasts by 
microvesicles derived from Sf9 cells 
infected with baculovirus containing 
the human sequence for cystinosin 
or sialin. J. Thoene et al. 

146 The pathogenesis of 
hypoglycemia and cardiac 
disease in long-chain acyl-CoA 
dehydrogenase KO mice. S. M. 
Houten et al. 

Room 710B, Level 7

SESSION 38 – 
Pharmacogenomics
Co-Moderators: Thomas Urban, 
Duke Univ., USA; and Lin He, 
Shanghai Jiao Tong Univ., China 

147 Pharmacogenomics of 
paclitaxel-induced cytotoxicity 
and apoptosis in lymphoblastoid 
cell lines and paclitaxel-induced 
peripheral neuropathy in patients 
from the Cancer and Leukemia 
Group B 40101 clinical trial. H. E. 
Wheeler et al. 

148 Optimizing drug outcomes 
through pharmacogenetics: A 
case for preemptive genotyping. 
J. Schildcrout et al. 

149 A nationwide program 
combining test facilitation for 
CYP2C19 genotyping and drug 
utilization review for patients on 
clopidogrel. L. A. Castle et al. 

150 Genome-wide genetic 
determinants of lipid response 
to rosuvastatin therapy. D. 
Chasman et al. 

151 Predicting warfarin dosage in 
European and African Americans 
using DNA samples linked to an 
electronic health record. A. H. 
Ramirez et al. 

152 Pharmacogenetic genome-
wide association analysis in 
the NORDIL study identifies 
9 putative SNPs associated 
with systolic and diastolic 
blood pressure response. K. A. 
Pettigrew et al. 

153 Personalized medicine study 
of Chinese population. S. Qin 
et al. 

154 A single common TSPO 
SNP alters receptor binding of 
a PET ligand: Can genotyping 
identify patients most likely 
to benefit clinically from PET 
studies? A. Yeo et al. 

Room 510, Level 5

SESSION 39 – Neurogenetics 
II: Paraplegia, Behavior and 
Migraine
Co-Moderators: Alexandra Durr, 
INSERM, France; and Christian 
Huebner, Univ. of Jena, Germany 

155 Reticulon mutations in 
hereditary spastic paraplegia. A. 
P. Rebelo et al. 

156 Mutation in C19orf12 causes 
hereditary spastic paraplegia 
type 43. G. Landoure et al. 

157 Combination of positional 
cloning and new generation 
sequencing identifies 3 novel 
genes of hereditary spastic 
paraplegia involved in closely 
related functions. G. Stevanin 
et al. 

158 Tremor-ataxia with central 
hypomyelination, leukodystrophy 
with oligodontia and 4H 
syndrome (hypomyelinating 
leukodystrophy with hypodontia 
and hypogonadotropic 
hypogonadism) are allelic 
disorders caused by mutations in 
the same gene. G. Bernard et al. 

159 IOCDF genome-wide 
association study of obsessive-
compulsive disorder. S. E. 
Stewart et al. 

160 Exome sequencing of an 
isolated Chilean population 
affected by specific language 
impairment. R. Nudel et al. 

161 Duplication of GTF2I results 
in separation anxiety in mice and 
humans. J. Dida et al. 

162 Meta-analysis of genome-
wide association data of 20 000 
migraine cases identifies two 
novel gene loci and supports 
several biologically relevant 
mechanisms. V. Anttila et al. 
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Friday, October 14: Concurrent Platform Session C (51-60)	 4:15 PM–6:15 PM 

Room 210, Level 2

SESSION 51 – Cancer 
Genetics II: Ovarian and Breast
Co-Moderators: Hidewaki 
Nagakawa, Ctr. for Genomic 
Med., Japan; and William 
Foulkes, McGill Univ. Hlth. Ctr., 
Canada 

163 Functional polymorphisms 
in the TERT promoter are 
associated with risk of epithelial 
ovarian cancer. G. Chenevix-
Trench et al. 

164 Massively parallel 
sequencing identifies inherited 
mutations in 12 genes in women 
with ovarian, peritoneal, and 
fallopian tube carcinomas. T. 
Walsh et al. 

165 Ovarian cancer susceptibility 
loci and risk of ovarian cancer in 
BRCA1 and BRCA2 carriers. S. 
J. Ramus et al. 

166 Evaluation of transcripts 
generated by germline mutations 
identified by massively parallel 
genomic sequencing in ovarian 
cancer patients. S. Casadei et 
al. 

167 Discovery of new genes for 
inherited breast cancer by exome 
sequencing of unresolved high-
risk families. C. Spurrell et al. 

168 Common breast cancer 
susceptibility alleles are 
associated with tumor subtypes 
in BRCA1 and BRCA2 mutation 
carriers: Results from the 
Consortium of Investigators of 
Modifiers of BRCA1/2. A. C. 
Antoniou et al. 

169 Common variation at the 
C19orf62 and ZNF365 loci is 
associated with breast and 
ovarian cancer risk in BRCA1 
and BRCA2 mutation carriers. F. 
J. Couch et al. 

170 Admixture mapping identifies 
regions on 6q25 and 11p15 
associated with breast cancer in 
U.S. Latinas. L. Fejerman et al. 

Room 517BC, Level 5

SESSION 52 – Genomics III: 
Genome Expression
Co-Moderators: Tomi Pastinen, 
McGill Univ., Canada; and Mark 
Corbett, SA Pathology, North 
Adelaide, Australia 

171 Reference transcriptomes for 
14 nonhuman primates reveals 
cross-species and species-
specific isoforms and novel, 
active RNAs. C. E. Mason et al. 

172 Massively parallel saturation 
mutagenesis and functional 
analysis of mammalian 
enhancers. R. Patwardhan et al. 

173 The role of genetic variation 
underlying transcription factor 
mRNA and protein levels. R. J. 
Hause et al. 

174 Rare and common tissue-
specific genetic effects on 
transcriptome abundance and 
structure using next-generation 
sequencing. S. B. Montgomery 
et al. 

175 The genetic basis of inter-
individual variation in mRNA 
decay rates. A. A. Pai et al. 

176 Human cis-regulatory SNPs 
altering transcription factor 
binding and gene expression. V. 
Adoue et al. 

177 Genetic variation of gene 
co-expression networks in three 
tissues. A. Buil et al. 

178 Whole omics profiling reveals 
medical and complex molecular 
phenotypes. M. Snyder et al. 

Room 517D, Level 5

SESSION 53 – Molecular Basis 
III: Ciliopathies
Co-Moderators: Tania Attie-
Bitach, Hosp. Necker-Enfants 
Malades, Paris, France; and 
Nicholas Katsanis, Duke Univ., 
USA 

179 Hippocampal dysgenesis 
occurs frequently in Bardet-Bield 
patients independently from the 
BBS genotype. H. Dollfus et al. 

180 Exome capture reveals 
mutations in CEP164 causing 
a retinal-renal ciliopathy with a 
possible role in DNA damage 
response signaling. M. Chaki 
et al. 

181 Exome sequencing and 
cis-regulatory mapping identify 
mutations in MAK, a gene 
encoding a regulator of ciliary 
length, as a cause of retinitis 
pigmentosa. A. den Hollander 
et al. 

182 Exome sequencing and 
analysis of induced pluripotent 
stem cells identify the cilia-
related gene MAK as a cause of 
retinitis pigmentosa. B. A. Tucker 
et al. 

183 The mutational load of the 
intraflagellar transport complex in 
ciliopathies. E. E. Davis et al. 

184 Genetic interactions revealed 
by mouse models of CEP290 
ciliopathies. A. Swaroop et al. 

185 The centrosomal protein 
ninl functions in ciliogenesis and 
acts upstream of mkks/bbs6 in 
establishing planar cell polarity 
in zebrafish development. H. 
Kremer et al. 

186 Identification of the genetic 
basis of heterotaxy-spectrum 
congenital heart defects. M. Tarig 
et al. 

Room 517A, Level 5

SESSION 54 – Statistical 
Genetics III: Analysis of 
Sequence Data
Co-Moderators: Marie-Pierre 
Dube, Univ. of Montreal, Canada; 
and Goncalo Abecasis, Univ. of 
Michigan, USA 

187 Quantitative trait analysis in 
the NHLBI exome sequencing 
project. D. Y. Lin et al. 

188 Whole genome sequencing 
of 1000 individuals in an isolated 
population. C. Sidore et al. 

189 Likelihood-based deletion 
analysis in a sample of 
sequenced Sardinian individuals. 
S. Rashkin et al. 

190 Sequencing and genotyping 
thousands of European genomes 
and exomes to better understand 
the genetic architecture of type 
2 diabetes: The GoT2D Study. H. 
M. Kang et al. 

191 A longevity reference 
genome generated from the 
world’s oldest woman. H. 
Holstege et al. 

192 Joint variant calling and 
analysis across >4,000 exomes 
of European and African 
American ancestry. G. Jun et al. 

193 SNVer: A statistical tool 
for variant calling in analysis 
of pooled or individual next-
generation sequencing data. Z. 
Wei et al. 

194 Improvement of haplotype 
phasing using next-generation 
sequence data. F. Zakharia et al. 

Room 520, Level 5

SESSION 55 – Epigenetics
Co-Moderators: Janine LaSalle, 
Univ. of California, Davis, USA; 
and Peng Jin, Emory Univ. Sch. 
of Med., USA 

195 The Roadmap Epigenomic 
Mapping Consortium: A 
community human epigenomics 
resource. L. Chadwick. 

196 Dissecting the role of NLRP7 
in regulation of imprinting in the 
trophoblast. S. Wen et al. 

197 Aberrant methylation 
by mutations of DNA 
methyltransferase 1 cause 
peripheral and central axonal 
degeneration. C. Klein et al. 

198 Factors playing a role in 
epigenetic mutations in Beckwith 
Wiedemann syndrome. V. Dagar 
et al. 

199 5-Hydroxymethylcytosine-
mediated epigenetic dynamics 
during neurodevelopment and 
aging. K. Szulwach et al. 

200 Methylomic profiling across 
brain and blood: Brain area-
specific differentially methylated 
regions, individual differences, 
and allele-specific DNA 
methylation. J. Mill et al. 

201 Stochastic choice of allelic 
expression in neural progenitor 
cells. A. R. Jeffries et al. 

202 Age effects on DNA 
methylation patterns in humans. 
S. Horvath et al. 

Room 511, Level 5

SESSION 56 – Complex Traits I: 
Approaches and Methods
Co-Moderators: Melanie Carless, 
Texas Biomed. Res. Inst., USA; 
and Dale Nyholt, QIMR, Herston, 
Australia 

203 Analysis of noncoding 
RNA expression in late-onset 
Alzheimer’s disease. C. E. 
Humphries et al. 

204 Components of heritability 
in an Icelandic cohort. N. Zaitlen 
et al. 

205 Gene-phenotype 
relationships in a deep-
resequencing study of 202 genes 
in >14,000 subjects including 12 
complex diseases. M. G. Ehm 
et al. 

206 Multivariate genetic analysis 
of phenotypic sets identifies 
10 novel loci for systemic 
metabolism. M. Inouye et al. 

207 Multi-ethnic fine-mapping 
reveals rare and potential causal 
variants for a complex disease. 
R. C. Almeida et al. 

208 Custom array genotyping 
identifies new loci for type-2 
diabetes, providing insight 
into the biological and genetic 
architecture of disease. B. F. 
Voight et al. 

209 Search for novel 
susceptibility loci for type 2 
diabetes using genome-wide 
association studies imputed 
from a 1000 Genomes reference 
panel. I. Prokopenko et al. 

210 Exome sequencing to 
identify genes harboring rare 
variants that determine lung 
function decline in COPD. R. A. 
Mathias et al. 

Room 516, Level 5

SESSION 57 – Cardiovascular 
Genetics II: Single Gene and 
Chromosomal Conditions
Co-Moderators: Joanne Dixon, 
Wellington Hosp., New Zealand; 
and John Belmont, Baylor Col of 
Med., USA 

211 Two new genes for 
dominant and recessive 
pseudohypoaldosteronism type 
II provide novel insights into 
regulation of serum potassium, 
pH, and blood pressure. L. M. 
Boyden et al. 

212 Identification of a 
susceptibility gene for Moyamoya 
disease, RNF213 by a genome-
wide association study. S. Kure 
et al. 

213 FBN1 susceptibility loci 
associated with thoracic aortic 
aneurysm and aortic dissection 
disease spectrum. M. N. 
McDonald et al. 

214 A major modifier locus for 
vascular disease in Marfan 
syndrome. A. Doyle et al. 

215 Exome sequencing identifies 
SMAD3 mutations causing 
familial thoracic aortic aneurysm 
and dissection with intracranial 
and other arterial aneurysms. E. 
S. Regalado et al. 

216 Bone morphogenic protein 
receptor 2 alternative splicing 
has a role in the reduced 
penetrance seen in autosomal 
dominant heritable pulmonary 
arterial hypertension. R. Hamid 
et al. 

217 Intracranial aneurysm risk 
locus 5q23.2 is associated with 
elevated systolic blood pressure: 
Evidence for pathomechanism 
of a complex disease locus. E. I. 
Gaál et al. 

218 The 22q11.2 deletion 
syndrome: Second hit copy 
number variants and conotruncal 
heart defects. M. B. Sheridan 
et al. 

Room 710A, Level 7

SESSION 58 – Neurogenetics 
III: Alzheimer, Parkinson and 
Neurodegenerative Diseases
Co-Moderators: Gert-Jan van 
Ommen, Leiden Univ. Med. Ctr., 
Netherlands; and Harry Orr, Univ. 
of Minnesota, USA 

219 Autophagy failure in 
Alzheimer’s disease. R. Nixon 
et al. 

220 Resequencing of the 
complement gene pathway to 
identify rare variants that affect 
risk of Alzheimer’s disease. M. K. 
Lupton et al. 

221 Identification of rare variants 
for late-onset Alzheimer disease 
in a family-based genome-wide 
association study. G. Jun et al. 

222 Alzheimer’s risk variants in 
the CLU gene modify the use 
of alternative transcription start 
sites. M. Szymanski et al. 

223 Investigating Alzheimer’s 
disease using knock-in mouse 
models. Q. Guo et al. 

224 Genome-wide association of 
progressive supranuclear palsy 
(PSP) and the role of MAPT 
locus in PSP and Parkinson’s 
disease. N. Melhem et al. 

225 A common variant in myosin-
18B contributes to mathematical 
performance in children with 
dyslexia and intraparietal sulcus 
variability in adults. K. U. Ludwig 
et al. 

226 Genome-wide consequences 
of compromised RNA 
surveillance and its relevance 
for normal brain function. L. S. 
Nguyen et al. 

Room 710B, Level 7

SESSION 59 – 
Clinical Genetics II: 
Neurodevelopmental Disorders
Co-Moderators: Kym Boycott, 
Children’s Hosp. of Ontario, 
Canada; and Jill Clayton-Smith, 
Univ. of Manchester, U.K. 

227 New findings in phenotype-
genotype correlations in 
holoprosencephaly: About a 
large European series of 645 
probands. S. Odent et al. 

228 Rhombencephalosynapsis: 
An under-recognized disorder 
associated with aqueductal 
stenosis and a wide spectrum of 
severity. D. Doherty et al. 

229 Phenotypes and genetics 
of polymicrogyria: Copy number 
variations and evidence for 
a novel locus for bilateral 
perisylvian polymicrogyria 
narrowed to 2p16.1-p16.3. D. 
Amrom et al. 

230 Posterior fossa anomalies 
diagnosed with fetal MRI: 
Associated anomalies and 
neurodevelopmental outcomes. 
K. J. Patek et al. 

231 Distal arthrogryposis type 
5D: A new autosomal recessive 
syndrome. M. J. McMillin et al. 

232 A frameshift mutation in 
MYH3, encoding embryonic 
myosin heavy chain, causes 
clubfoot. A. E. Beck et al. 

233 VAX1 mutation associated 
with microphthalmia, corpus 
callosum agenesis and orofacial 
clefting: The first description of a 
VAX1 phenotype in humans. A. 
M. Slavotinek et al. 

234 Expanding the clinical 
spectrum associated with defects 
in CNTNAP2 and NRXN1. C. 
Zweier et al. 

Room 510, Level 5

SESSION 60 – Ethical, Legal, 
Social and Policy Issues
Co-Moderators: Stephen Lam, 
Clin. Genetic Services, Hong 
Kong; and Bartha Knoppers, 
McGill Univ., Canada 

235 The ethical, legal and social 
implications of the convergence 
of cell-free fetal DNA with 
genomic sequencing. J. S. King 
et al. 

236 Ethical approaches to 
genotype-driven research 
recruitment. L. M. Beskow. 

237 The attitudes and opinions 
of genetic researchers and 
clinicians towards direct-to-
consumer genetic testing. C. 
Wicklund et al. 

238 Feedback of individual 
genetic results to research 
participants: In favor of a 
qualified disclosure policy. A. L. 
Bredenoord et al. 

239 Using legislation to facilitate 
disclosure of relevant genetic 
information to genetic relatives: 
The Australian experience. M. F. 
A. Otlowski. 

240 Legal provisions related to 
genetic testing: The German 
Act on Genetic Testing (GenDG; 
2010). H. Tonnies. 

241 Science regulation and the 
complexities of genomics. J. M. 
Siqueiros et al. 

242 Long-term follow-up 
data collection after newborn 
screening: Development of a 
consensus core data set. S. A. 
Berry et al. 
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Saturday, October 15: Concurrent Platform Session D (68-77)	 1:30 PM–3:30 PM 

Room 210, Level 2

SESSION 68 – Clinical 
Genetics III: Copy Number 
Variants and Disease
Co-Moderators: Neil Hanchard, 
Baylor Col. of Med. USA;  
Anita Rauch, Univ. of Zurich, 
Switzerland 

245 Non-Mendelian inheritance 
in split-hand/foot malformation 
associated with CNVs on 
chromosome 17p. E. Klopocki 
et al. 

246 17p13.3 Microduplications 
are associated with split-hand/
foot malformation and long bone 
deficiency. C. Armour et al. 

247 A copy number variation 
morbidity map of developmental 
delay. B. P. Coe et al. 

248 Single gene copy number 
abnormalities in syndromic 
cardiovascular malformations. J. 
Belmont et al. 

249 De novo and rare inherited 
genomic alterations reveal 
genes responsible for isolated 
congenital diaphragmatic hernia 
and pentalogy of Cantrell 
phenotypes. D. A. Scott et al. 

250 A DNA copy number 
variant conferring increased 
susceptibility to expressive 
speech delay in a distinct 
population. W. Wiszniewski et 
al. 

251 Further clinical and 
molecular delineation of the 
15q24 microdeletion syndrome: 
Fifteen newly reported patients 
and two atypical deletions. H. 
Mefford et al. 

252 Characterization of a 
8q21.11 microdeletion syndrome 
associated with intellectual 
disability and a recognizable 
phenotype. M. Palomares Bralo 
et al. 

Room 517BC, Level 5

SESSION 69 – Statistical 
Genetics IV: Rare Variants
Co-Moderators: Mingyao Li, 
Univ. of Pennsylvania, USA; and 
Peter Robinson, Inst. for Med. 
Genetics, Charite, Germany 

253 “Peeking near the peaks” 
for large-effect rare variants. A. 
Coventry et al. 

254 A unified strategy for rare 
variant testing: Combined 
burden-based and similarity-
based testing. E. Urrutia et al. 

255 A powerful association test 
of rare variants using a random 
effect model. K. F. Cheng et al. 

256 A new Bayesian graphical 
model for detecting rare variant 
disease associations. Y. Zhang 
et al. 

257 A new analytical approach to 
prove the involvement of a rare 
variant in disease susceptibility. 
F. Clerget-Darpoux et al. 

258 Finding rare variants in 
GWAS and exome sequencing 
data by making use of recent 
common founder information. W. 
Yang et al. 

259 Rare variant analysis in 
genetic association studies under 
quantitative trait-dependent 
sampling designs. Y. E. Yilmaz 
et al. 

260 Disease risk prediction to 
prioritize individuals and families 
for whole-genome sequencing 
experiments. L. Jostins et al. 

Room 517D, Level 5

SESSION 70 – Advances in 
Technology

Co-Moderators: Orli Bahcall, 
Nature Genetics; and Donna 
Muzny, Baylor Col. of Med., USA 

261 Indexing and deep 
sequencing of a point mutation 
in mosaic samples from Proteus 
syndrome: Alternative detection 
strategies. M. J. Lindhurst et al. 

262 Use and performance of the 
metabochip genotyping array in 
African Americans: The PAGE 
Study. S. Buyske et al. 

263 Integrated genotyping of 
SNPs from multiple independent 
technologies: A framework and 
applications. J. Flannick et al. 

264 Genotyping and sequencing 
on conductive nanowires: DNA 
testing “while you wait”. J. Burn 
et al. 

265 Rapid diagnosis of glycogen 
storage diseases by next-
generation sequencing. S. Abbs 
et al. 

266 Exome sequencing to 
determine genome-wide DNA 
copy number variation. A.-M. 
Sulonen et al. 

267 Development and biological 
validation of a high-throughput 
long non-coding RNA gene 
expression platform. J. 
Hellemans et al. 

268 Use of PiggyBac-
mediated transient transgenic 
RNAi expression for rapid 
characterization of mammalian 
gene function. B. C. Bjork et al. 

Room 517A, Level 5

SESSION 71 – Neurogenetics 
IV: Schizophrenia and Epilepsy
Co-Moderators: Sven Cichon, 
Univ of Bonn, Germany; and 
Dalila Pinto, Hosp. for Sick 
Children, Univ. of Toronto, 
Canada 

269 Functional analysis of 
chimeric genes in schizophrenia. 
C. Rippey et al. 

270 A comprehensive study 
identifies multiple genetic 
variants for schizophrenia. E. Van 
den Oord et al. 

271 Gene discovery for 
schizophrenia by exome 
sequencing of multiply-affected 
consanguineous Palestinian 
families. H. Shahin et al. 

272 De novo copy number 
variants confer risk for early 
onset bipolar disorder and 
schizophrenia. J. Sebat et al. 

273 Small-scale exome-
sequencing study followed by 
large-scale follow-up to detect 
genetic variants that increase 
the risk of idiopathic generalized 
epilepsy. E. Heinzen et al. 

274 Homozygosity mapping 
and new generation sequencing 
identify three childhood onset 
symptomatic epilepsy candidate 
genes. M. Kousi et al. 

275 Sushi-repeat protein Srpx2 
implicated in epileptic disorders 
of the speech cortex: In utero 
RNA silencing causes altered 
development of the rat brain 
cortex. J. Cillario et al. 

276 Recurrent 450 kb deletions 
in 2q21.1, including brain 
specific ARHGEF4, in patients 
with ADHD, epilepsy, and 
neurobehavioral abnormalities. P. 
Stankiewicz et al. 

Room 520, Level 5

SESSION 72 – Complex Traits 
II: Genome-Wide Association 
Studies
Co-Moderators: Claire Bellis, 
Texas Biomed. Res. Inst., USA; 
and Harald Goring, Texas 
Biomed. Res. Inst., USA 

277 Genome-wide association 
study of TB in the South 
African Colored population: 
Comprehensive gene and 
pathway-based association study. 
R. E. C. Emile Chimusa et al. 

278 Use of a large pedigree 
from the genetic isolate of 
Norfolk Island to localize a 
novel X chromosomal migraine 
susceptibility locus. L. R. 
Griffiths et al. 

279 Novel loci identified by the 
largest genome-wide association 
study of lupus to date. J. 
Bentham et al. 

280 Independent rare and 
common variants underly 
association signals for celiac 
disease. G. Trynka et al. 

281 Targeted sequencing of 
coding regions implicated via 
GWAS discovers novel rare 
causal mutations influencing 
inflammatory bowel disease. M. 
A. Rivas et al. 

282 Genetic pleiotropy in the 
inflammation-related quantitative 
trait loci. Y. Okada et al. 

283 Novel loci identified 
for osteoarthritis. K. 
Panoutsopoulou. 

284 Genome-wide association 
study finds 9 susceptibility loci 
for Dupuytren’s disease and 
suggests a major role for WNT-
signaling. G. H. C. G. Dolmans 
et al. 

Room 511, Level 5

SESSION 73 – Genomics IV: 
Disease and Chromatin
Co-Moderators: Alex Hoischen, 
Radboud Univ. Nijmegen, 
Netherlands; and Matthew 
Hurles, Wellcome Trust Sanger 
Inst., U.K. 

285 Rare coding mutations and 
risk for early-onset myocardial 
infarction: An exome sequencing 
study of >2,000 cases and 
controls. R. Do. 

286 Identification of familial 
cancer susceptibility genes using 
whole exome sequencing. I. G. 
Campbell et al. 

287 Genome-wide gene-
environment study identifies 
glutamate receptor gene  
GRIN2A as a Parkinson’s 
disease modifier gene via 
interaction with coffee. H. Payami 
et al. 

288 Targeted next-generation 
DNA sequencing of the 
mitochondrial proteome. A. G. 
Compton et al. 

289 Megabase deletion of the 
William-Beuren syndrome critical 
region reveals remarkable 
robustness in chromatin 
interaction landscape. N. 
Gheldof et al. 

290 Variation in chromatin 
accessibility is a key determinant 
of heritable variation in gene 
expression. J. Degner et al. 

291 Cell- and individual-specific 
open chromatin in primary 
human blood cells. P. Deloukas 
et al. 

292 A complete haploid human 
reference genome using a 
hydatidiform mole resource. W. C. 
Warren et al. 

Room 516, Level 5

SESSION 74 – From Sequence 
to Function
Co-Moderators: Hamish Scott, 
SA Pathology, Australia; and 
Brunhilde Wirth, Univ. of 
Cologne, Germany 

293 Identification of three 
novel genes for Kleefstra 
syndrome-associated 
phenotypes establishes a 
chromatin modification module 
of the EHMT1 gene network. T. 
Kleefstra et al. 

294 Functional evaluation of 
candidate mutations identified 
in whole-exome sequencing of 
patient genomes. Y. Hitomi et al. 

295 Identification of non-coding 
mutations in X-linked intellectual 
disability. J. Gecz et al. 

296 Small lethal non-coding 
copy-number variations in the 
gene desert region on 16q24.1. 
P. Szafranski et al. 

297 Iron homeostasis modulates 
the activity of microRNA pathway 
through PCBP2. Y. Li et al. 

298 Genome-wide 
poly(A) mapping reveals 
widespread changes in use 
of polyadenylation sites in 
oculopharyngeal muscular 
dystrophy. E. de Klerk et al. 

299 Transcriptional activation of 
lysosomal exocytosis promotes 
cellular clearance. D. L. Medina 
et al. 

300 Development and 
pharmacological rescue of a 
murine model of primary open 
angle glaucoma. G. Zode et al. 

Room 710A, Level 7

SESSION 75 – Molecular Basis 
IV: Musculoskeletal Disorders
Co-Moderators: Dan Cohn, Univ. 
of California, Los Angeles, USA; 
and Michele Ramsay, Natl. Hlth. 
Lab., Johannesburg, South Africa 

301 Modeling the complex 
human disorder of tooth 
agenesis in mouse by 
combinatorial reduction in gene 
dosage of Prdm16, Pax9, and 
Msx1. I. Saadi et al. 

302 Exome sequencing 
combined with functional 
analysis of zebrafish mutants 
elucidates a novel pathogenesis 
in high bone mass osteogenesis 
imperfecta. K. Keupp et al. 

303 Recessive mutations in the 
guanidine nucleotide exchange 
factor DOCK6 lead to abnormal 
actin cytoskeleton organization 
and Adams-Oliver syndrome. R. 
Shaheen et al. 

304 Exome sequencing identifies 
phospholipase B4 (PLCB4) as a 
gene causing auriculocondylar 
syndrome. M. J. Rieder et al. 

305 Dominant negative 
mutations affect the cytoplasmic 
functions of the co-chaperone 
DNAJB6 and cause limb-girdle 
muscular dystrophy. C. Golzio 
et al. 

306 Mutations in CLMP 
cause congenital short bowel 
syndrome, pointing to the major 
role of CLMP in intestinal develo-
pment. R. M. W. Hofstra et al. 

307 Massively parallel 
sequencing identifies a 
previously unrecognized X-linked 
disorder resulting in lethality in 
male infants due to N-terminal 
acetyltransferase deficiency. G. J. 
Lyon et al. 

308 Whole exome sequencing 
reveals de novo variants that 
affect chromatin remodeling 
processes in Nicolaides-
Baraitser syndrome patients. J. 
K. J. Van Houdt et al. 

Room 710B, Level 7

SESSION 76 – Genetic 
Screening and Education
Co-Moderators: Giovanni 
Romeo, Univ. of Bologna, Italy; 
and Andrew Faucett, Geisinger 
Genome Med. Inst.., USA 

309 Genetic counsellor 
education and professional 
standing in 17 European 
countries. C. Cordier et al. 

310 Differences observed in the 
communication of breast cancer 
risk factors among European 
GPs and breast surgeons. C. M. 
Julian-Reynier et al. 

311 Estonian public attitude 
towards and expectations 
for personalized medicine. L. 
Leitsalu et al. 

312 First trimester screening, it’s 
not a routine test: An education 
module for general practitioners to 
help women to make an informed 
choice. K. Barlow-Stewart et al. 

313 Increasing the ability to 
predict FMR1 repeat instability: 
Regression analysis of CGG/
AGG structure in 546 transmis-
sions from parents with 45-69 
CGG repeats. E. G. Allen et al. 

314 Twenty-six years of prenatal 
testing for Duchenne and Becker 
muscular dystrophy in the 
Netherlands: Has it made an 
impact? A. T. J. M. Helderman-
van den Enden et al. 

315 Tryptic peptide analysis 
of WBC to diagnose genetic 
disorders: Application to primary 
immunodeficiency disorders and 
nephropathic cystinosis. V. Vasta 
et al. 

316 Genetic test evaluation 
models: How well do they fit 
the translational process? F. E. 
Caballero et al. 

Room 510, Level 5

SESSION 77 – Cancer 
Genetics III: Susceptibility to 
Outcome
Co-Moderators: Thomas J. 
Hudson, Ontario Inst. for 
Cancer Res., Canada; and Johji 
Inazawa, Tokyo Med. & Dent. 
Univ., Japan 

317 A replication study 
examining novel common single 
nucleotide polymorphisms 
identified through a prostate 
cancer genome-wide association 
study in a Japanese population. 
J. Batra et al. 

318 Polymorphisms in MMPs, 
TIMPs, and RECK interact 
to influence susceptibility to 
prostate cancer and aggressive 
disease among two groups 
of African American men. W. 
Hernandez et al. 

319 Exome sequencing reveals 
sequential alterations of cancer 
driver genes during progression 
of metastatic prostate cancer. M. 
L. Nickerson et al. 

320 Genomic signatures of 
metastasis in prostate cancer. A. 
Pearlman et al. 

321 Most, but not all, common 
risk alleles for colorectal cancer 
act through predisposition to 
adenomas. L. G. Carvajal-
Carmona et al. 

322 Variation in epigenetic 
regulatory pathways and breast 
cancer susceptibility. T. Kirchhoff 
et al. 

323 Alteration of PBRM1 and 
VHL in clear cell renal cancer. M. 
Dean et al. 

324 A new disease: 
Retinoblastoma driven by MYCN 
amplification with normal RB1 
tumor suppressor gene alleles. 
B. L. Gallie et al. 
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The Affymetrix portfolio supports a wide range of applications and throughput needs for 
discovery of genetic origin, functional characterization, and translational clinical research.

	  Genome-wide association studies
	  Replication and candidate gene studies
	  Gene expression and microRNA profiling
	  Copy number and SNP genotype analysis
	  FDA-cleared microarray platform and reagents

Visit booth #612 to learn more. 

Your partner for genomics 
                 and clinical research

Join us for our workshops:

Wednesday, Oct. 12, 12:30 – 2:00 PM
Montreal Convention Center, Room 710A, Level 7
Affymetrix Luncheon Workshop – Join the Resolution Revolution: High-density SNP 
arrays for cancer and constitutional cytogenetic research applications 

Friday, Oct. 14, 12:30 – 2:00 PM 
Montreal Convention Center, Room 512GH, Level 5
Affymetrix Luncheon Workshop – Advances in genome-wide and targeted genotyping 
solutions for disease research 
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