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ABSTRACTS 

These descriptions are meant to serve as succinct, accurate descriptions of the proposed work when separated 
from the application and will be posted on the CSUPERB web site if funded. Use only  single-spaced, 12 point 
Times New Roman font. (See instructions.) 
PROJECT OBJECTIVE:  (Provide a one to two sentence, non-technical description of the project’s overall objectives and key 
milestones.) The purpose of the project is to provide a clearer association between the clinical manifestation 
of the chromosomal 8p duplication and deletion classification of disorders and the genetic alterations 
associated with them.  The project will entail conducting thorough clinical assessment of 8-12 patients 
with this disorder, and conducting detailed genome analysis of their DNA samples by SNP array analysis. 

TECHNICAL ABSTRACT FOR EXPERT REVIEWERS: 
          At the present time, the chromosome 8p duplication and deletion classification of disorders remain 
largely undefined and represent a wide spectrum of clinical symptoms that have not been investigated in 
any significant detail.  Clinical symptoms can vary greatly even when the reported cytogenetic duplicated 
and deleted regions are basically the same.  Therefore, the purpose of the study is to elucidate more 
detailed information about what genes are increased or decreased in copy number within the region of 
chromosome 8 p that are detected in association with specific clinical features observed in the patients.  
This will assist in providing a more refined diagnosis and prognosis of patients who are categorized as 
having the chromosome 8p aberration, and may help to home in on the genes that are responsible for 
specific clinical features associated with the disorder.  The 8-12 patients involved in the study will 
undergo a detailed clinical evaluation that includes cognitive and behavioral assessments.  They will also 
provide DNA samples for detailed genome analysis using the Affymetrix 500k human mapping arrays.  
This is a two array set that contains human SNPs (single nucleotide polymorphism) to detect copy 
number changes (duplications or deletions).  The staff at the UC Davis MIND Institute Core Facility for 
array applications will assist us on the project, including processing of the array samples and data 
analysis.  Graduate students in the new CSU Stanislaus Genetic Counseling Program will work closely 
with the patients and conduct the genomic analyses.   

EXECUTIVE SUMMARY  [NON-TECHNICAL ABSTRACT FOR PUBLIC INFORMATION OR PROGRAM PROMOTION]: 
State in layman's terms the application’s broad, long-term objectives and specific aims, making reference to the potential 
public benefits of the project relevant to California.                                                                                             
        Chromosome abnormalities are a significant source of clinical problems observed in patients, 
including those with mental retardation and autism.  Duplications and deletions of different segments of 
human chromosomes have been catalogued in association with various syndromes, some of which have 
been well characterized and others not.  The purpose of this study is to investigate in greater detail the 
changes in the copy number of genes in the chromosome region of the short arm of chromosome 8, 
referred to as 8p, that appear to be present in association with specific clinical symptoms.  Thorough 
cognitive and behavioral assessments will be conducted on each patient in the study, and the genetic 
analysis of these same individuals will be conducted by using a new DNA array technology that allows 
refined investigation into details of changes in gene copy number that is not possible through the 
conventional method of high resolution chromosome analysis.  Results from this study will assist in 
providing a more refined diagnosis and prognosis of patients that are categorized as having the 
chromosome 8p aberration, and may help to home in on the genes that are responsible for specific clinical 
features associated with the disorder.  A more detailed understanding of the underlying genetic cause of 
the symptoms will hopefully lead to better therapeutic methods to manage and treat the condition. 

 


