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[Date]

Dear Doctor 

Re: Positive Newborn Screen for Medium-Chain Acyl-CoA Deficiency (MCADD)  
[name of child], [date of birth], [NHS number]

[name of child] has been detected on newborn screening to have a positive (abnormal) test for medium-chain acyl-CoA dehydrogenase deficiency (MCADD). This is a rare inherited enzyme deficiency which reduces the metabolism of fat into energy.

A child with this condition is at risk from hypoglycaemia, coma and death with fasting and particularly during intercurrent illnesses when the demand for energy increases and calorie intake is often reduced. He / she may appear drowsy or lethargic, vomit, have seizures or have a deteriorating conscious level.

Hypoglycaemia is a late sign; treatment must be initiated if [name of child] is unwell even if the blood sugar is normal.

A patient with MCADD requires no special treatment when well apart from avoiding prolonged fasts. Breastfeeding is not contraindicated but it is important to ensure that the infant is feeding adequately. Formula feeds rich in medium-chain triglycerides (MCT) should be avoided. The family will be taught to use an Emergency Regimen (ER) during intercurrent illness, details of which will be sent to you.  The aim is to supply readily available calories to avoid mobilising the fat stores and therefore avoid decompensation.

Oral Rehydration Therapy (ORT) solutions do not contain sufficient calories to avoid decompensation, and if used require fortifying with glucose polymer. A recipe for this is contained in the ER. If the ER is not tolerated, or the child’s condition deteriorates, then urgent admission to the local hospital should be arranged for an intravenous 10% dextrose infusion with appropriate electrolyte additives. A copy of the A&E letter the parents will be given is attached. When the child is well, they should return to their usual feeds.

The positive test so far is a screening test, and therefore it is essential for the Specialist/Designated Metabolic Team to urgently review [name of child] to confirm the diagnosis and start treatment. The team will meet with the family to further explain the condition. As discussed on the phone, the parents are to attend [appointment location] at [appointment time] to be seen by the metabolic team.  

If the parents would like to discuss any matters prior to this review, [name of clinician] may be contacted on [contact number].  

The long-term prognosis for MCADD is very good once diagnosed providing that the Emergency Regimen is followed as directed, and hospital treatment that is required is provided in a timely manner. Immunisations should be undertaken as normal, and general care is unaltered.  The condition is inherited in an autosomal recessive fashion, with a 1 in 4 risk of recurrence in each pregnancy.  Once the diagnosis has been confirmed, screening of any siblings will be offered.

You will be or may have already been contacted by [name of clinician] to discuss contact with the family. If you have any further questions, please do not hesitate to contact [name of clinician]. A further letter will be sent to you following review by the Specialist/Designated Metabolic Team. 

Guidance for the emergency treatment of MCADD is available in the emergency guidelines section of the BIMDG website: www.bimdg.org.uk.   

Further information can be found on the following websites:
NHS Choices - MCADD
(www.nhs.uk/conditions/MCADD/Pages/Introduction.aspx)
NHS Newborn Blood Spot Screening Programme 

(www.gov.uk/government/collections/newborn-blood-spot-screening-programme-supporting-publications)  

With kind regards

Yours sincerely

Enclosed: Specialist/Designated Metabolic Team contact details


     Emergency Regimen (ER) 


     MCADD is suspected leaflet
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