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[Date]
Dear Doctor,

Re: Confirmed Diagnosis of Homocystinuria (HCU)

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

Further to my recent letter informing you of a positive screening test for homocystinuria (HCU), I can now confirm that [Name] has tested positive on definitive testing and is therefore affected with HCU. I enclose a copy of the HCU information leaflet that I have given to the parents, for your information.

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.

There are 3 forms of treatment: 

(i) A few patients respond to large doses of vitamin B6 (pyridoxine 50mg bd); we have already started the child on this to see if he/she responds. We have also started folic acid 5mg daily.

(ii) Most patients require treatment with a special diet. The diet works by limiting the intake of methionine, from which homocysteine is made. The diet is extremely low in natural protein with supplements of all the amino acids except methionine. Babies are given some ordinary milk and some special formula that contains no methionine. If the child does not respond to pyridoxine, we will write and ask you to prescribe this special methionine-free formula milk. 

(iii) As patients get older, we sometimes add a drug called betaine if it is difficult to control the homocysteine levels with the diet. 

HCU does not cause acute illness once patients are on treatment.  

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 one of the metabolic consultants on [phone number]. 

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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