
CDG syndrome 2008-01-28

  The survey comprises 16 Questionnaires.

Synonyms: Congenital Disorder of Glycosylation, previously termed Carbohydrate 
Deficient Glycoprotein. 
 
Estimated occurrence: In Sweden, 1:50–70 000 live births, i.e. on average 1–2 
children/year. It is estimated that there are about 100 children and adults with this 
syndrome. There are a variety of forms of CDG. The most common form, CDG1A, 
accounts for more than 70% of known cases. 
 
Etiology: CDG1A is caused by mutations (changes) in the PMM2-gene that result in an 
impaired ability of the cells to synthesize or process glycoproteins.  The gene is located 
on the short arm (p) of chromosome 16 (chromosome 16p13). The disease is inherited 
autosomal recessively. 
 
General symptoms: CDG is a metabolic disorder that affects all parts of the body, but 
particularly leads to functional disturbances in the central and peripheral nervous 
systems. Common symptoms include varying degrees of intellectual disability; delayed 
gross motor development; low muscle tone (hypotonia); impaired balance and physical 
coordination; muscle weakness, primarily in the legs); and impaired vision. During 
infancy, common problems include feeding difficulties, diarrhoea and poor weight gain. 
Epilepsy is somewhat more common in children with CDG than in healthy ones. Speech 
is in most cases extremely impaired, whereas comprehension is quite good. Most will 
require a wheelchair or rollator. Spinal and thoracic deformities eventually arise. The 
medical complications stabilize in adolescence. 
  
Orofacial/odontological symptoms: Eating difficulties and frequent vomiting are 
common, especially during infancy. Impaired oral motor function and low muscle tone 
can cause speech difficulties, eating difficulties, drooling and occlusal (bite) anomalies. 
 
Orofacial/odontological treatment: 

• Early contact with dental services for intensified prophylactic care and oral 
hygiene information is essential. 

• An orthodontist should be consulted when the child is 7-9 years of age to plan for 
possible occlusal corrective treatment. 

• Speech, language and communication training is often necessary 
 
Source: 
MHC-basen - Mun-H-Center’s database of orofacial manifestations in rare disorders.  
Ågrenska’s Newsletter (in Swedish) 
Läkartidningen (Journal of the Swedish Medical Association.), 1998 Dec 9; 95(50) 5742-
5748. (in Swedish) 
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Number: 16

Ages: 1 -- 19 years

Sex: M (7) + F (9)

Age distribution

General disabilities

Impaired vision

Incomprehensible speech

Slight

Moderate

15

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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Har NN fått tandregleringsbehandling?
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No
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How does NN experience the dental care received?

0=no problems/10=great problems

n=14

NN is considered to be in need of orthodontic 
treatment

0=no need/10=great need

n=11

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=16

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=15

n=15

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

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

n=15

n=15

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=2n=2

n=2

About drooling
Drooling

Drooling

Slight

Moderate

Profusive

Very profusive

Performed drooling treatment

Age

AgeAge
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