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[Date]
Dear Doctor 

Re: Confirmed Diagnosis of for Isovaleric Acidaemia (IVA) 932C>T / Biochemically Mild Variant

[name of child], [date of birth], [NHS number]

Further to my recent letter informing you of a positive screening test for isovaleric acidaemia (IVA), I can now confirm that [Name] has tested positive on definitive testing and is therefore affected with the IVA 932C>T / biochemically mild variant. I enclose a copy of the IVA parent information leaflet I have given to the parents for your information.

IVA is one of the rare organic acid disorders in which a baby or child has a problem breaking down the amino acid leucine as they lack the enzyme responsible for breaking down isovaleric acid. With a mild variant of the condition the infant is unlikely to experience any symptoms when well. 
The long-term prognosis for babies with mild variants is good and infants identified with this condition through newborn screening programmes have developed normally. No special diet or medication is required when the child is well. However, if the child is unwell they should follow an emergency regimen.

The family has been instructed in the use of the emergency regimen which should be used if their child develops a respiratory tract infection, gastrointestinal infection or becomes feverish.  The emergency regimen involves stopping food and milk which contain protein and giving special drinks containing glucose polymers. We have provided the glucose polymer(s) [NAME OF PRODUCT] and would be grateful if you will prescribe as requested. 

We have advised the family that if the child is unable to tolerate the emergency regimen (not feeding or continually vomiting) then the child should be taken to the local Accident & Emergency Department as soon as possible.  Further guidelines for the treatment of IVA are available on the BIMDG website (www.bimdg.org.uk).

Parent support and information can be obtained from CLIMB (Children Living with Inherited Metabolic Diseases www.climb.org.uk).

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.

If you have any further questions, please do not hesitate to contact [name of clinician]. 

Further information can be found on the following websites:
NHS Choices - isovaleric acidaemia

(www.nhs.uk/Conditions/isovaleric-acidemia/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 Metabolic Team contact details
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