Retrospectively review of true positive newborn screening results for isovaleric acidemia (January 2015 to December 2022).



PART A: Clinical outcome questionnaire (please complete a separate template for each child)


NHS Number: 


Date of screening referral:


Is the child clinically affected or is the child asymptomatic?


If symptomatic, was the initial presentation prior to the screening result becoming available and on what day of life?


What was the initial presentation (clinical and lab)?


Has the child any had further episodes of decompensation?


[bookmark: _GoBack]Any other symptoms of IVA on follow up?


Homo/heterozygous for 941C>T mutation?


Was there a family history prior to screening?


Is the child on treatment?
Diet?
Glycine?
Carnitine?
               Emergency regimen?


If any laboratory data is highlighted as missing in the attached spreadsheet, please complete the gaps. 

