Kontaridis Lab

The Kontaridis Lab is dedicated to advancing our understanding of
the genetic causes of autism by evaluating the genetic sequences
of family members with generational cases of autism. Her lab is
working to identify a link between the onset of congenital heart
diseases and autism. Finally, the lab is working to assess the
phenotype:genotype correlations of autism in the upstate N.Y. area.
In partnership with several autism foundations, her lab is working to
identify a link between genetic, environmental and socioeconomic
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Understanding
Autism Spectrum
Disorder (ASD)

More than 100 genes have been statistically
associated with autism thus far (TACA).

ASD is a developmental disorder that
affects communication, behavior and social
interactions.

It is called a “spectrum” because it
encompasses a wide range of symptoms
and severity levels. Individuals with autism
may experience varying degrees of difficulty
with social communication and may have
repetitive behaviors or restricted interests.

ASD can be diagnosed at any age, but
symptoms typically appear in the first

two years of life. There is no known cure

for ASD, as yet, but early intervention,
behavioral and educational therapies,
medical treatments and services can all help
improve symptoms and daily functioning.

MMRI discovered three novel genes
linked to individuals with both ASD and
congenital heart disease (CHD). Through
the use of induced pluripotent stem cells
(iPSCs) and genome editing techniques,
we are delving into the affect or effects
of these genetic variations on embryonic
development, as well as their potential
impact on various organs and tissues in
the human body.
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Through cutting-edge research
initiatives, Dr. Maria Kontaridis and
her team are uncovering new insights
into the complex genetics of ASD

by analyzing the DNA of children
diagnosed with autism.
They are making leaps
and bounds here at
MMRI, identifying
novel genes thatcan |
potentially lead to new |
drug targets for the
treatment of patients
with autism.

— Pasquale (Pat) Imbimbo Jr.
Father of three sons with autism
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Pat's Family's Story

ASD can present significant difficulties for

individuals and families. With my oldest son,

John, challenges started as soon as he was
born. At just 22 days old, he had his first
open heart surgery due to complications
from his condition. Jameson and Dominic
are my 15-year-old twins. Jameson cannot
communicate at all; he is non-verbal and
struggles. Dominic can talk, but in “cartoon
speak.” Although he is 15 years old, he
behaves like he is only five. My wife and |
strive to provide them with a better life,
which is why we started our farm: to give
them meaningful work opportunities.
However, we cannot do the science part.
That is where MMRI comes in.

Autism
Statistics
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Autism Spectrum Distorder is reported
to occur in all racial, ethnic and
socioeconomic groups (CDC).

1in 36

children have been identified with
autism spectrum disorder (CDC).
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ASD is nearly 4 times more common
among boys than among girls (CDC).

To learn more about the autism
research being done at MMRI,
visit mmri.edu/neurocognitive.




