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Biotinidase Absent/Decreased

Newborn screening result 
was false positive. 

No further action required.

Key
- Actions are shown in shaded ovals; results are in 

the unshaded ovals. Diagnostic outcomes are 

shown in boxes.

- Dashed line reflects an optional test. 

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

Molecular genetic testing 

Biotinidase activity
markedly reduced 

consistent with 
Biotinidase deficiency

?If symptomatic: glucose, 
electrolytes, blood gas, lactate, 

ammonia

Normal Biotinidase 
activity

Serum Biotinidase Assay

Profound 
Biotinidase
 deficiency

Biotinidase activity
moderately reduced 

consistent with Partial 
Biotinidase deficiency 

Partial 
Biotinidase 
deficiency
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