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Orofacial function of persons having

Achondroplasia
Report from questionnaires

m u n - h The survey comprises 36 Questionnaires.

Estimated occurrence: Approximately 100 individuals have been diagnosed in Sweden.
Two to three children per year are born in Sweden with a diagnosis of achondroplasia,
which corresponds to about 11-12 per million inhabitants.

Aetiology: Achondroplasia is caused by a mutation on chromosome 4. It is inherited as an
autosomal dominant trait. A new change in the genetic code, a spontaneous mutation, is the
cause of the syndrome in 80-90% of cases.

General symptoms: Achondroplasia is a disease of the skeleton that affects growth.
Children with achondroplasia are born with short arms and legs. Total body length is usually
within the bounds of the normal, but on the short side. The skull is larger than average. After
the first few months, the baby’s growth slows down dramatically, and as early as by the age
of 9 months, the child is seriously short for age. As he or she continues to grow, the arms
and legs grow slowly, while trunk growth is closer to normal. Other characteristics include
reduced muscle strength, joint laxity (particularly the knees), and difficulties in balancing the
head.

Orofacial/odontological symptoms: While skull growth is greater than average, the face
does not keep pace. This is especially true of the mid-face, and may result in narrowing of
the respiratory canals, which, in turn, increases the risk of snoring, ear infections and sleep
apnea (cessation of breathing during sleep). The small size of the mid-face affects the upper
jaw with growth impairment, which often results in a protruding jaw. The teeth are of normal
size, but both upper and lower teeth may be crowded. An open frontal bite may also occur —
a distance between the upper and lower front teeth may make it difficult to take bites prior to
chewing.

Orofacial/odontological treatment:

e ltis important that these children come into early contact with the dental services for
extra preventive dental care, information about oral hygiene, and monitoring of occlusal
development.

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 bite anomalies and whether
corrective treatment is necessary.

e In cases of severe malocclusion, orthodontic treatment in combination with craniofacial
surgery may be needed in late adolescence.

¢ Problems associated with snoring and sleep apnea should be followed up by a
physician.

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
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Number: 36
Ages: 3 -- 15 years
Sex: M (19) + F (17)

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

Oral health

12 2

Cavities in teeth 9 33
M Excellent
i 4 34
Bleeding gums B Fairly good

Loosening of the teeth| 0 34 [ Bad
Sores in mucous membrane 34
Bad breath 5 35
Faulty dentition 21 33

Damaged teeth (accident) [l 4 34 Has NN received orthodontic treatment?

Pain in mouth| 0 34
Sleeps with open mouth 22 33

M Yes
i 33

Snoring 27 B No

Grinds his/her teeth 12 33

How does NN experience the dental care received?

0=no problems/10=great problems

NN is considered to be in need of orthodontic
treatment

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

0=well/10=not at all

Age

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

n=36 Often chokes on food
Coughs when receiving liquid
Takes long time to swallow bites of
food

Food/liquid goes up the nose

Food gets stuck in palate
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Is it possible to drink?
0=no problems/10=extreme problems
10 -
5 4

, Presses tongue forward when
60 swallowing

Swallows large pieces

Has difficulty in getting food off
spoon

Food/liquids leak out of corners of
mouth

Has difficulty in opening mouth/jaws

n=36

Sensitive in mouth
Vomits often
Refuses to eat

Breast feeding problems as infant

30
Age

40 50

Is it possible to suck?
0=no problems/10=extreme problems

Food habits

32

Eats meat, hard bread etc.

Eats coarsly mashed food (il 3
Eats strained food J§ 1

Only liquid food- 0

Tube feeding [ 0

60 Parenteral nutrition [ 0

Does not receive enough nutrition [l 2

Eats too much 4
n=35
Can eat by himself/herself

Can eat by himself/herself to a
certain degree

Is always feed

Allergy to certain foods
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About drooling

Drooling
N=35
Drooling [ 2

Slight |{ 1
Moderate || 1
Profusive | 0

Very profusive | 0

Performed drooling treatment | 0

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?
0=no problem/10=serious problem
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