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The Autism and Developmental Disorders Colloquium Series at MIT


“A new angle on Angelman syndrome”


Ben Philpot, Ph.D.
Associate Professor, Department of Cell and Molecular Physiology, University of North Carolina


6:00 p.m., Wednesday, February 1, 2012
MIT Building 46-3002 (auditorium), followed by a reception
Building Address:  43 Vassar Street, Cambridge, MA  02139


Hosted by Mark Bear, Ph.D., Picower Professor of Neuroscience, Howard Hughes Medical Institute Investigator, MIT


Please RSVP to lmavros@mit.edu



Angelman syndrome (AS) is a genetic disorder characterized by developmental delay, absent speech, intellectual disability, severe epilepsy, ataxia, and abnormal sleep.  AS is caused by mutations in or deletion of the maternal gene copy of UBE3A.  Because the paternal copy of UBE3A is silenced in most neurons through epigenetic imprinting, lost function of the maternal allele eliminates UBE3A protein expression.  This biology raises the possibility that Angelman syndrome could be treated by unsilencing the intact paternal UBE3A allele.  No such therapies have been reported to date.  We have developed a high- throughput method of finding small-molecule compounds that alter the expression of UBE3A.  I will discuss my lab’s progress in identifying putative Angelman syndrome therapeutics using this drug screening approach.





Supported by the Simons Initiative on Autism and the Brain at MIT (web.mit.edu/autism)

image1.jpeg
THE SIM®NS INITIATIVE
ON AUTISM & THE BRAIN
AT MIT




