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What is Tyrosinemia Type 1?



Symptoms and Signs

National Organization for Rare Disorders [2023]



What is the FAH gene?

• Encodes for the 
enzyme 
fumarylacetoacetase
hydrolase

• Enzyme found in 
liver and kidneys

• Enzyme used to 
break down tyrosine 
(amino acid)

MedlinePlus [https://medlineplus.gov/download/genetics/gene/fah.pdf]



What does fumarylacetoacetase hydrolase do?

FAA Hydrolase N-terminusHuman

Gene Ontology
MOLECULAR FUNCTION BIOLOGICAL PROCESS CELLULAR COMPONENT

Catalytic activity Extracellular exosomeTyrosine metabolism

FAA Hydrolase C-terminus



Priestly Et al. [2020]

** detection in blood spots and urine tests

What happens when fumarylacetoacetase hydrolase is not present?
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How well conserved is the FAA enzyme across organisms?
Human

Danio Rerio

Macaca Mulatta

Xenopus Tropicalis

C. Elegans

Protopterus Annectans

Arabidopsis Tropicalis

Drosophila

Mus Musculus

FAA Hydrolase N-



Phylogenetic Tree
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