
Leucine Elevated
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Key
- Actions are shown in shaded ovals; results are in the unshaded 

ovals. Diagnostic outcomes are shown in boxes.

- Dashed line ref lects an optional test. 

- ?May be performed locally as a rapid screen to assess sever ity. 

Elevated Leucine

Assays: 
Plasma amino acids
Urine organic acids

Amino acids and 
organic acids not 

consistent w ith MSUD

Increased hydroxyproline;
branched-chain amino acids 

normal

Molecular  genetic 
testing  

Amino acids and 
organic acids consistent 

w ith MSUD

?Urine ketones

MSUD
Hydroxyprolinemia 

(benign)

Newborn screening result was 
false positive. No fur ther action 

required

Abbreviations

- MSUD = Maple syrup ur ine disease
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