Angelman Syndrome
What is it?
Angleman syndrome (AS) is a rare genetic and neurological disorder characterized by severe developmental
delay and learning disabilities; absence or near absence of speech; inability to coordinate voluntary
movements (ataxia); tremulousness with jerky movements of the arms and legs and a distinct behavioral
pattern characterized by a happy disposition and unprovoked episodes of laughter and smiling.
(Angelman.org)
AS is not inherited and is usually caused by problems with a gene located on chromosome 15 called the
ubiquitin protein ligase E3A (UBE3A) gene.
Previously, Angleman syndrome was known as the Happy Puppet syndrome because patients displayed a
laughing, happy demeanor and because of their involuntary hand movements.
Actor Colin Farrell’s oldest son John, was diagnosed with AS. Farrell is a fierce advocate for children’s rights
and to bring awareness to Angelman syndrome and other genetic diseases. He says of his 16 year old son:

“I would humbly say to parents of a child with a recent diagnosis of any disorder that while they may
well be experiencing the death of one dream, that dream of having a healthy child, there are a
thousand dreams and milestones that are yet to reveal themselves," he said.

What are the symptoms?
Symptoms of AS begin to be noticed at 6-12 months of age when children fail to develop as quickly as
others. From the Mayo Clinic, we learn:
Angelman syndrome signs and symptoms include:
• Developmental delays, including no crawling or babbling at 6 to 12 months
• Intellectual disability
• No speech or minimal speech
• Difficulty walking, moving or balancing well (ataxia)
• Frequent smiling and laughter
• Happy, excitable personality

People who have Angelman syndrome may also have other signs and symptoms, including:
• Seizures, usually beginning between 2 and 3 years of age
• Stiff or jerky movements
• Small head size, with flatness in the back of the head (microbrachycephaly)
• Tongue thrusting
• Hair, skin and eyes that are light in color (hypopigmentation)
• Unusual behaviors, such as hand flapping and arms uplifted while walking

When is Angelman Syndrome
typically diagnosed?
According to the Boston Children’s Hospital
website:
There are no signs of Angelman syndrome at
birth. The disorder is typically diagnosed at 6 to
12 months, when parents begin to notice
developmental days such as a lack of crawling
or babbling. Seizures may begin at 2 to 3
years. A doctor may suspect the disorder in
children who have some of these symptoms in
addition to others, such as difficulty with
movement and balance, a small head size with
flatness in the back and frequent laughter.
To confirm a diagnosis of Angelman syndrome,
your child's doctor will perform a combination of
genetic tests that can include the following:
• Chromosome analysis to examine the size, shape and number of chromosomes in a cell
• Fluorescent in situ hybridization (FISH) to see if any chromosomes are missing
• DNA methylation test to see if both copies of a gene-one from the mother and one from the father-are active
• Sequencing of the ubiquitin-protein ligase E3A (UBE3A): to look for a mutation in the maternal mutation of
this gene, which is a rare cause of Angelman syndrome
Several of the physical symptoms and delayed progress can also be attributed to other disorders. In fact,
some young girls with Angleman syndrome have been initially thought to have Rett syndrome. It is only
through extensive blood testing that an accurate diagnosed is made.

What is the prognosis?
The general physical health of those with Angelman syndrome is good and usual pediatric care, including
customary childhood immunizations, can be provided. People with Angleman syndrome tend to live a normal
life span. Their medical and developmental issues are managed and treated individually.

How does is impact communication skills?
The National Rare Diseases Organization explains the communication challenges that people with AS
experience:

“Although those with the syndrome may be unable to speak, many gradually learn to communicate through
other means such as gesturing. In addition, children may have enough receptive language ability to understand
simple forms of language communication.”
However, once diagnosed, communication therapies that begin early have shown positive results in helping
those with AS communicate through their expressions and body movement.
The American Speech-Language-Hearing Association defines AAC as "a set of procedures and processes by
which an individual’s communication skills (i.e., production as well as comprehension) can be maximized for
functional and effective communication." Augmentative and Alternative Communication includes all forms of
communication (other than oral speech) that are used to express thoughts, needs, wants, and ideas. We all
use AAC when we make facial expressions or gestures, use symbols or pictures, or write.
Communication devices, such as those available from PRC, can be instrumental in helping those with AS
communicate with others.

Resources
Primary source of information, resources, research and support: Angleman.org https://www.angelman.org/
Genetics Home Reference: https://ghr.nlm.nih.gov/condition/angelman-syndrome#definition
Rare Diseases: https://rarediseases.org/rare-diseases/angelman-syndrome/
National Library of Medicine: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3207767/
Local/State AS Resources: https://www.angelman.org/resources-education/state-resources/

Support
Foundation for Angelman Syndrome Therapeutics (FAST)
https://rarediseases.org/organizations/foundation-for-angelman-syndrome-therapeutics-fast/
Facebook: Angleman Syndrome https://www.facebook.com/groups/2211039808/
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Facebook: FAST group https://www.facebook.com/cureangelman.org/
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