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Orofacial function of persons having

Aicardi syndrome
Report from questionnaires

I I I u n - h The survey comprises 13 Questionnaires.

Estimated occurrence: Aicardi syndrome is estimated to occur in 1/500,000 births. In
Sweden, 13 individuals with the syndrome have been identified.

Aetiology: A change (mutation) on the short arm of the X chromosome. The exact location
has not been fully specified.

General symptoms: Aicardi affects girls and women. Various brain defects may occur, and
give rise to different symptoms. Between the ages of 3 and 6 months these girls develop
epileptic seizures of the infantile spasm type. Later, different kinds of seizures commonly
occur, and the epilepsy may be life-long. Most individuals with Aicardi syndrome have severe
mental retardation. Most never learn to speak or walk. Eye defects are common, with
consequent visual impairment. There may be other deformities as well.

Orofacial/odontological symptoms: Eating difficulties, drooling and tooth grinding with
wear and tear on the teeth are common. Poor muscle tonus of the orofacial musculature is
also common, and tends to impact on the development of face and jaws. Thus occlusal (bite)
anomalies are frequent, for example, post-normal occlusion (Class Il malocclusion) and a
large horizontal overjet. There is an increased risk of tooth cavities (caries) and gingivitis.

Orofacial/odontological treatment:

e |tis important that these children receive dental preventive treatment, with extra
prophylactic care and information on oral hygiene from an early age.

¢ Feeding and swallowing difficulties should be investigated and treated by a specialist
team at the hospital (by a nutrition or dysphagia team) or at a multidisciplinary treat-
ment center.

e Tooth grinding should be followed up, and possibly treated with a splint.

e An orthodontist should be consulted when the child is between the ages of 7 and 9 in
order to determine whether there are any dental or occlusal anomalies and whether
corrective treatment is necessary.

e Orofacial therapy, stimulation of the musculature around the mouth, is often needed.
e |Learning alternative and augmentative ways to communicate may be important.
Sources:

The rare diseases database of the Swedish National Board of Health and Welfare.

The MHC database — The database of Mun-H-Center on orofacial manifestations associated
with rare diseases.

The newsletter of the Agrenska Center.
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Age distribution

1]

7-9 10-12 13-15

19-29

BM

Number: 13
Ages: 4 -- 27 years
Sex: M (0) + F (13)

General disabilities

Impaired vision
Slight

Moderate

Severe

Impaired hearing
Slight

Moderate

Severe
Behavioural deviation
Slight

Moderate

Severe

Epilepsy

Slight

Moderate

Severe
Retardation

Slight

Moderate

Severe

Mobility dysfunction
Arm/hand

Leg

Wheel chair

Walks with support
Poor sitting balance
Other

Difficulty in communicating

No speech
Incomprehensible speech
Alternative communication

Communication aid
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About dental health

About dental health - problems

Cavities in teeth 2
Bleeding gums 2
Loosening of the teeth| 0

Sores in mucous membrane| 0

Bad breath 4
Faulty dentition 4
Damaged teeth (accident) 3

Pain in mouth| 0
Sleeps with open mouth 6
Snoring 4

Grinds his/her teeth

How does NN experience the dental care received?

0=no problems/10=great problems
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How does NN manage to brush his/her teeth?

0=well/10=not at all
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Oral health

M Excellent
Ml Fairly good
OBad

Has NN received orthodontic treatment?

M Yes
HNo

NN is considered to be in need of orthodontic

treatment
0=no need/10=great need
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If help is needed with brushing teeth, how does it
proceed?
0=no problems/10=great problems
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Is it possible to eat?
0=no problems/10=extreme problems

About eating habits

About eating habits - problems

1097 o o n=13 Often chokes on food
Coughs when receiving liquid
Takes long time to swallow bites of
5 * food
. Food/liquid goes up the nose
*
* . Food gets stuck in palate
0. ‘
0 LA T T T T 1 Presses tongue forward when
0 10 20 30 40 50 60 swallowing
Age Swallows large pieces
Is it possible to drink? Has difficulty in getting food off
0=no problems/10=extreme problems spoon
10 - ° n=12 Food/liquids leak out of corners of
mouth |
Has difficulty in opening mouth/jaws| 0
. 4
* Sensitive in mouth l 1
5 J
* Vomits often | 0
o« * )
* Refuses to eat| 0
0 f ®e Breast feeding problems as infant - 5
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Age 0 5 10 15
Is it possible to suck? Food habits
0=no problems/10=extreme problems
1097 ¢ & n=11 Eats meat, hard bread etc. 2
Eats coarsly mashed food 5
Eats strained food 4
5 -
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* Only liquid food | 0
‘0 Tube feeding - 4
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Age
. . Does not receive enough nutrition [ 0
Is it possible to swallow?
0=no problems/10=extreme problems Eats t00 much| 0
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* ¢ Can eat by himself/herself
Can eat by himself/herself to a
5 4 * certain degree
Is always feed
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A4 . Allergy to certain foods
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Drooling

Drooling
Slight
Moderate
Profusive

Very profusive

About drooling

How does parent/attendant experience the drooling?

0=no problem/10=serious problem
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How does NN experience his/her drooling?
0=no problem/10=serious problem
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How do people around NN experience the drooling?
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