
	  
	  
	  
	   	   	  

	   Though numerous studies have sought to identify the underlying 
mechanisms contributing to human-specific neurological traits and 
diseases, a large proportion of causal genes remain undiscovered. My 
research seeks to identify the role that human-specific “segmental 
duplications” (or genomic regions >1 kbp in size with a >98% sequence 
identity) play in neurodevelopment and disease. Not only do these regions 
contain genes with significant neurological functions, but they also 
predispose humans to large-scale genomic deletions and duplications 
associated with neurodevelopmental disorders such as autism, 
schizophrenia, and epilepsy. Due to their high sequence similarity, 
segmental duplications are often missing or misrepresented in the human 
reference build. Leveraging novel sequencing strategies, we show that 
these duplicated regions and genes likely play an integral role in human 
brain evolution and disease. 
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