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Supplementary Material S1: Example of questionnaire 
 

S1: RetrospecƟvely review of true posiƟve 
newborn screening results for isovaleric acidemia  

(January 2015 to December 2022). 

Clinical outcome quesƟonnaire (please complete a 

separate template for each child) 
 NHS Number:  

 Date of screening referral: 

 Is the child clinically affected or is the child asymptomaƟc? 

 If symptomaƟc, was the iniƟal presentaƟon prior to the screening result becoming available and on what 

day of life? 

 What was the iniƟal presentaƟon (clinical and lab)? 

 Has the child any had further episodes of decompensaƟon? 

 Any other symptoms of IVA on follow up? 

 Homo/heterozygous for 941C>T mutaƟon? 

 Was there a family history prior to screening? 

 Is the child on treatment? 

Diet? 
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Figure S1: Example of population centiles for C5 carnitine by UK laboratory for quarter three, 2021. 
Where laboratories have two instruments, this is denoted by 1 and 2. Violin plot shows 25th and 75th 
centiles with median shown by the line, whiskers show 10th and 90th centile. 
 


