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[Date]
Dear Doctor

Re: Positive Newborn Screening for Homocystinuria (HCU)

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

[name of child] has been detected on newborn screening to have a positive (abnormal) test for homocystinuria (HCU). 
HCU is a rare inherited disorder in which homocysteine cannot be broken down. Without treatment, this leads to long-term problems including learning difficulties, dislocation of the lens in the eye, skeletal abnormalities and a predisposition to blood clots. Fortunately, these problems can be prevented by bringing the blood homocysteine level back down towards normal. Treatment needs to be started early and continued throughout life.

The positive test so far is a screening test and therefore it is essential for the Specialist Metabolic Team to review the child to confirm the diagnosis and start treatment. The team will explain the condition when they meet the family.  
If the parents would like to discuss any matters prior to this review, a specialist may be contacted on [contact number]. Please phone this number if you have any questions.
Patients on treatment for homocystinuria do not become acutely unwell. 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 diagnosis has been confirmed, screening of any siblings will be offered.

A further letter will be sent to you following review by the Specialist Metabolic Team.

Further information can be found on the following websites:
NHS Choices – homocystinuria

(www.nhs.uk/conditions/homocystinuria/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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