Angelman Syndrome

Angelman Syndrome isa geretic disorder affecting mental development. AS isbelieved
to affed 1 in 25000children A geneticist or neurologist can makethe diagnosis -
usually between the ages of three and sevenyeas. About half of AS patients are missing
part of chromosome 15 Thisdiscovery has aidedthe diagnosis of AS, helping doctors to
identify more AS patients.

Characteristicsof AS

AS mtients develop slowly - particularly in the areas of speech and motor skills. Many
AS sufferers cannot speak or will speak lessthan threewords. The mgority of AS
patients (80%) will show signs of epilepsy or some aher type of seizures.

Inthe early years, AS isalso marked by feedng problems and abnormal sleep paterns.
AS children are normally hgppy - in fact, they are often excessively jovia and easily
provoked to laughter.

Shart atention spars and hyperactivity are common in AS children. They tend to have
difficulty concentrating and prefer physical activities. AS children usudly enjoy socia
compary, thoudh they tend notto interact directly. Behavior modification can be
effectivein helpingto curb problematic AS traits.

AS petients may have difficulty coughing or blowingtheir nose. Thereis a terdency for
minar colds or infectionsto progressto pneumonia or other respiratory infections. AS
patients are not overly prone to severe vision problems, but there are afew minor eye
problems commonto AS ptients. AS dildren often have lighter pigmentation which
can leadto sguinting or roving eye movements.

The following isalist of common AS traits:

Mental retardation, severe
Absent Speech

Movement or balance disorder
(stiffness, jerkiness,
unsteadiness, gait ataxia)

Small head by age 3years
Happy, smiling behavior
Seizures, alnormd EEG (around
the aye of twoyears)
Flattenedbadk of thehead
Protruding tongue with
prominent jaw, wide mouth
Drooling ard excessive chewing
and oral behaviors

Small, wide-spacedteeth
Strakismus (crossed eye)
Hypopigmented skin; light hair
and eye color

Wide-basedgait (feet far apart)
with flat, out-turned feet

Small hands and feet, short
stature

Excesdve swedting; hea
intolerance

Feeding problens during infanc
Upliftedarms (like apuppet)
Crawling and dtting fail to
appear at 6-12 months



Treatment

AS children can benefit from occupational, physical, and speech therapies as well as
medical treatments.

Most medica treatment centersaround seizure mamagement. Close o 80%of AS
patients suffer from seizuressometime duingther lives. Administering medicaion to
an AS petient canpresent problemsinitself. A survey of parentsof AS children revealed
common difficulties with medication. Sezure-management medicationis usually taken
oraly. If directadministration is ursuccessfu, many parents mask the medicine in food
somehow - though same parents pointed out this may "ruin” several foodsupmn
discovery

Occupationd therapy can hdp AS patients develop sensory-motor and fine motor skills.
Thistherapy can help develop skills such asindependent egting. Physical therapists can
help the dnild learn to walk or move around. The childmay need help learning to shift
positions or bear their weight best. Speech thergpists would focus on communi cation
skills - oral or alternate methods. Many ASstudents will not develop oral
communication, but may paients are successful with modified formsof signlanguage.
Other students may use pictures or symbolsto communicate.

Classroom Congderation

A suvey of AS parents showed Thirty-four percent of the children werein aspecia
education classroom and integrated in regular educati on classes whenappropriate, thirty-
one percent were daced in full special education programs, and thirteen percent were
fully integatedinto reguar classrooms. A smaller number of parents said their AS
children were home schooled, sent in private schools, or placed in group homes.

AS students have movement, communication, and developmental problems. Depending
on the severity of their condition, the classroom will have to be modified accordingly.
Mental retardation isacommon AS trait - thoudh it does not affect all patients.

In severe casesof AS, the classroom teacher will work to augment the efforts of the
students therapists in an attempt to help the student eventually achieve some level of
independerce.
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