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[Date]
Dear Doctor

Re: Confirmed Diagnosis of Isovaleric Acidaemia (IVA)

[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 IVA. 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, resulting in accumulation of isovaleric acid and resultant toxic effects. Patients may develop symptoms at times of stress such as febrile intercurrent illness or diarrhoea. Symptoms include poor feeding, drowsiness, lethargy, vomiting, breathlessness and eventually coma. An additional complication is pancreatitis.

IVA is treated with a low protein diet as breast milk or as formula milk in controlled amounts, and a dietary supplement to ensure nutritional completeness. Glycine and / or carnitine are given to assist detoxification. At times of illness normal protein containing feeds should be stopped and the emergency regimen commenced. If this is not tolerated or there are signs of drowsiness, the baby should be admitted to hospital for intravenous therapy and emergency management as described on the BIMDG website (www.bimdg.org.uk).

Many patients with IVA will have a good outcome if severe metabolic decompensation is avoided. Unfortunately decompensations may lead to permanent damage with subsequent learning difficulties and movement disorders, or if very severe may be fatal. The outcome will depend on the degree of and duration of any encephalopathy and the response to treatment. With early detection through newborn screening it is anticipated that the outcome for patients with IVA will be significantly improved.

[Name] has been commenced on IVA specific treatment as follows:

Carnitine [dose and frequency], equal to 100mg/kg/day

Glycine [dose] t.d.s. equal to 150mg/kg/day

[Product name] as a complementary dietary supplement

[Product name] as a glucose polymer for use in the emergency regimen

Please continue the prescription for carnitine. Arrangements will be made by the Inherited Metabolic Disease centre to supply glycine. Please prescribe the dietetic specialist products as detailed below:

[Insert product names & monthly requirements]

[Name]’s parents have been instructed in administering the above medication, and how to give feed and supplement in order to restrict protein intake but also be nutritionally complete. [Name]’s parents have been instructed in the use of the emergency regimen, and a copy is enclosed for your information. If [Name] fails to tolerate the emergency regimen, is drowsy or vomiting, [his/her] parents are asked to take [him/her] to hospital for assessment and consideration of intravenous treatment. The hospital management of IVA is available in the emergency guidelines section of the BIMDG website: www.bimdg.org.uk.
[Name] will be reviewed at frequent intervals by the dietetic and medical staff of the metabolic team at [name of metabolic centre]. [Name]’s next review appointment will be in 6 – 8 weeks.

[Name]’s parents have been advised that they can contact the metabolic team at [metabolic centre] for further information and advice, and contact details are listed below. Further information about IVA may be obtained from the metabolic charity CLIMB at 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)
Yours sincerely

Enclosed: Specialist Metabolic Team contact details
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     IVA is confirmed leaflet
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