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What is Glutaric Acidura Type 1? 
Glutaric aciduria Type 1 (also known as GA 1 or GDD) is a rare metabolic 
disorder  which occurs when an enzyme called ‘Glutaryl CoA dehydrogenase’ 
is not working properly.  This enzyme normally breaks down glutaric acid 
which is produced when the body breaks down proteins in the diet.  Children 
who have GA 1 cannot break down glutaric acid, so harmful substances build 
up in the blood to cause the symptoms of the illness. 
 
What is the cause?  
The disease occurs when a child inherits the gene for the disorder from both 
parents. If a child receives one normal gene and one gene with the disease, 
the child will be a carrier and usually does not show any symptoms.  The risk 
of transmitting the disease from a couple who are both carriers is 25%, there 
is a 50% chance that their  child will be a carrier and a 25% chance that their 
child will be genetically completely free of the disease.   
 
When does GA Type 1 develop?  
Affected children are usually asymptomatic at birth but symptoms start in 
infancy or early childhood with episodes of illness.  Symptoms may include 
loss of consciousness, loss of muscle tone and impaired brain function.   
 
What treatment is available? 
Early treatment is important to prevent further deterioration and may include a 
special low protein diet and the use of a medication called carnitine.  Common 
childhood illnesses, particularly those associated with fever, need to be 
managed with care, as some have the potential to cause brain damage.  
 
What is the purpose of the research project? 
• To find out how many children are affected by GA1 in the UK and Ireland, 

their sex, age and ethnic group.   
• To find out more about the early signs and symptoms when children are 

first diagnosed with the aim of helping doctors to make the diagnosis more 
quickly in the future.   

• To provide a basis for improvements in the detection and care of these 
children in the longer term. 

 
How will this information be obtained? 
This type of research is called epidemiological surveillance.  Doctors in the 
UK and Ireland who are treating a child with this condition during the period of 
the study are identified by the British Paediatric Surveillance Unit (BPSU) 
They are then sent a questionnaire which asks them to provide us with 
information about any children with a new diagnosis of GA 1 over the next 2 
years.  A follow up questionnaire will be sent to these paediatricians after 1 
year to find out how the children progressed during this time. 



 
Confidentiality 
The information provided by the doctors in response to the questionnaire, is  
anonymised so that all information about patients will remain confidential.  No 
information will be asked from families. The study will have full ethics and 
National Information Governance Board for Health and Social Care (NIGB) 
approval 
. 
How can we find out the results of the study? 
The results of the study will be published on the BPSU website and in medical 
journals.  A summary will also be available through Climb (Children living with 
inherited metabolic diseases).  Again, the information will be anonymous and 
no personal details of patients will be published. 
 
Contacts: 
Climb:  www.climb.org.uk  0800 652 3181 
Study Principal Investigator -  Dr Beth Cheesebrough 
bethcheesebrough@hotmail.com 
Study base – Ealing Hospital, Middlesex 
 
 
 
 
 
 


