
Apert syndrome 2009-10-12

  The survey comprises 17 Questionnaires.

Synonym: Acrocephalosyndactyly type 1 
 
Estimated occurrence: 1:100 000 live births.  
 
Etiology: Autosomal dominant genetic trait. Most often spontaneous mutation. Diagnosis 
based on symptoms. 
 
General symptoms: Cranial and malformations, malformations of the hands and feet. 
Fusion of the cervical vertebrae is frequent. Children with Apert Syndrome often have 
delayed speech and language development, as well as learning disabilities. They also 
generally have vision and hearing problems. Severe acne is common while growing up. 
 
Orofacial/odontological symptoms: Premature fusion of the bones at the base of the skull 
gives rise to craniofacial malformations. The head is broad and elongated, the midface 
underdeveloped, and the eyes bulge. The palate is often high and narrow, and some children 
are born with a cleft soft palate. Crowded teeth and an underbite are common. Constriction in 
the upper respiratory system may lead to breathing difficulties and sleep apnea (frequently 
stopping breathing when asleep). Craniofacial malformations lead to articulation difficulties 
and impair chewing ability.  
 
Orofacial/odontological treatment:  

In Sweden, treatment of craniofacial malformations is centralized, and carried out at 
Sahlgrenska University Hospital, Göteborg. 

• Most individuals with Apert syndrome require both orofacial surgery and extensive 
orthodontia. 

• Speech and language disabilities are dealt with by a speech therapist. 

• Many of these individuals require supplementary prophylactic dental care. 

• Snoring problems should be followed up by a physician. 

 
Source 
The rare disease database of the Swedish National Board of Health and Welfare. 
The MHC database - The Mun-H-Center database of orofacial manifestations in rare 
diseases. 
The Newsletter of the Ågrenska Center. 
Apert syndrom – folder from Smågruppscentrum 
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Number: 17

Ages: 4 -- 35 years

Sex: M (3) + F (14)

Age distribution

General disabilities

Impaired vision

Incomprehensible speech

Slight

Moderate

17

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

Alternative communication

Communication aid
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How does NN experience the dental care received?

0=no problems/10=great problems

n=16

NN is considered to be in need of orthodontic 
treatment

0=no need/10=great need

n=15

How does NN manage to brush his/her teeth?

0=well/10=not at all

n=16

If help is needed with brushing teeth, how does it 
proceed?

0=no problems/10=great problems

n=11

About dental health

About dental health - problems Oral health

Has NN received orthodontic treatment?

Sores in mucous membrane

Bad breath

Faulty dentition

Damaged teeth (accident)

Pain in mouth

Sleeps with open mouth

Snoring

Grinds his/her teeth

Bleeding gums

Loosening of the teeth

Cavities in teeth

Age Age

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

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

n=17

n=17

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

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

n=16

n=17

About eating habits
About eating habits - problems

Food habits

Swallows large pieces

Has difficulty in getting food off 
spoon

Food/liquids leak out of corners of 
mouth

Has difficulty in opening mouth/jaws

Sensitive in mouth

Vomits often

Refuses to eat

Breast feeding problems as infant

Food gets stuck in palate

Presses tongue forward when 
swallowing

Food/liquid goes up the nose

Takes long time to swallow bites of 
food

Coughs when receiving liquid

Often chokes on food

Parenteral nutrition

Does not receive enough nutrition

Eats too much

Can eat by himself/herself

Can eat by himself/herself to a 
certain degree

Is always feed

Allergy to certain foods

Special diet

Only liquid food

Tube feeding

Eats strained food

Eats coarsly mashed food

Eats meat, hard bread etc.

Age

Age

Age

Age
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How does NN experience his/her drooling?
0=no problem/10=serious problem

How does parent/attendant experience the drooling?
0=no problem/10=serious problem

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

n=8n=8

n=8

About drooling

Drooling

Drooling

Slight

Moderate

Profusive

Very profusive

Performed drooling treatment

Age

AgeAge
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