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Contact us

For more information or to contact the
Canterbury Angelman Support Group

Phone - Darren or Julie on 3870036
Email - humphries@angelmansyndrome.org
Or visit

What causes Angelman Syndrome?

Angelman Syndrome is caused by a severe
reduction of expression of the gene UBE3a in
the brain. UBE3A is a ubiquitin ligase whose
function and targets relevant to AS are still
unknown.

15q11.2-q13 deletions (~68% of cases) - the
majority of AS cases are caused by deletions
on the maternal copy of Chromosome 15. Due to
genomic imprinting, only the maternal copy of
UBE3A is expressed in the brain. The deletion
thus removes the normal expression of this
gene in AS individuals.

UBE3A mutations (~11% of cases) - In these
individuals, mutations in the UBE3A gene either
prevent its expression or function. Thus these
individuals do not have the appropriate levels of
functional UBE3A in the brain.

Uniparental disomy (UPD; ~7% of cases) - in
UPD, the individual has two copies of paternal
Chromosome 15. Since UBE3A is not expressed
from the paternal copy, these individuals lack
normal levels of UBE3A in the brain.

Imprinting defect (~3% of cases) - These
individuals may have a deletion of the
imprinting center an Chromosome 15, but cases
can also be caused by loss of imprinting
information during the mother's oogenesis.
Loss of imprinting will prevent expression of
the maternal UBE3A gene in the brain.

Clinical/other (~11%) - In these individuals, all
testing for Angelman Syndrome is normal, but
they still meet the diagnostic criteria for AS.
These individuals may have as yet unrecognized
mutations that affect UBE3A or genomic
imprinting on Chromosome 15. Please note that
there are several other syndromes that
present like AS that can be tested for.



Angelman syndrome is non-degenerative neuro-
genetic disorder name after English pediatrician Dr
Harry Angelman in the 1960’s This disorder relates to
a deletion, mutation or defect in an area of
chromosome 15. The incidence of Angelman
Syndrome is thought to be 1 in 25-30,000.

Angelman Syndrome is diagnosed by genetic blood
testing. In approximately 75% of testing only one test
would be require in other case some further genetic
testing may be required.

The following are some of the characteristics
associated with Angelman Syndrome and can be
indicator that a person may have Angelman Syndrome

Links to more detailed information about these or
genetics at our website
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Developmental delay
Speech impairment
None or minimal use of words; receptive and non-
verbal communication skills higher than verbal
ones
Movement or balance disorder
Usually ataxia of gait and/or tremulous

movement of limbs
Behavioral uniqueness: any combination of

frequent laughter/smiling;
apparent happy demeanor; easily excitable
personality
Often with hand flapping movements;
hypermotoric behavior; short attention span

WHAT IS ANGELMAN SYNDROME ?
The Canterbury Angelman Support Group are a group of
families in Christchurch and Canterbury all who have
children with Angelman Syndrome.

The group began in late 2006 with a number of families
meeting together for a picnic. 

Our aims are:
to provide opportunities for families and friends to
network, meet, share and support each other on the
journey of a member of the family with Angelman
Syndrome

to provide opportunities and environments for
learning and education about Angelman Syndrome   

to promote an awareness of Angelman Syndrome
and education to families, the medical profession,
preschools, teachers family members, carers and
the wider community.

We regularly meet for picnics, shared meals discussions
and workshops on aspects of Angelman Syndrome.
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B. Frequent (more than 80%)

C. Associated (20-80%)

Seizures, onset usually <3 years of age
Abnormal EEG, characteristic pattern with large
amplitude slow-spike waves
(usually 2-3/s), facilitated by eye closure

Flat occiput
Protruding tongue Tongue thrusting;
suck/swallowing disorders
Wide mouth, wide-spaced teeth frequent drooling
Strabismus
Excessive chewing/mouthing behaviours
Hypopigmented skin, light hair and eye colour
Hyperactive lower limb deep tendon reflexes
Uplifted, flexed arm position especially during
ambulation
Increased sensitivity to heat
Sleep disturbance Attraction to/fascination
with water


