	ABOUT TYROSINEMIA TYPE 1


1. Tyrosinemia type 1* is a genetic disorder in which affected individuals are unable to appropriately metabolize chemicals in the tyrosine pathway.  Tyrosine and succinylacetone build up, and cause serious medical problems including liver and kidney failure and neurological problems.  Fortunately, when an individual is diagnosed early in life and tyrosine and succinylacetone levels are kept in good control, complications can be prevented.

2. The treatment for tyrosinemia consists of a medication and special diet:

· The medication prescribed to treat tyrosinemia, type 1 is called nitisinone.  The brand name for nitisinone is Orfadin®.  It was previously known as NTBC.

· The diet of an individual with tyrosinemia consists of a special formula (also called medical food) with very little tyrosine combined with low protein foods. 

· For some individuals, liver transplants may be necessary.

3. Regular monitoring of laboratory values is also part of treatment of tyrosinemia; it helps the health care team prescribe appropriate medication doses and formula composition.  Regular monitoring includes:

· Blood draw every 3 months

· Regular clinic appointments (this varies between clinics; often, monthly clinic visits for the first 6-12 months of life, and then visits every 3-6 months)

4. A child with appropriately managed blood tyrosine levels will act and look like other children of the same age.  The only difference between children with tyrosinemia and other children is in the foods the child with tyrosinemia can and cannot eat and the medication.

5. Detailed information about tyrosinemia is included in this notebook:

· The New Parents’ Guide to Tyrosinemia

· The Tyrosinemia Self-management Timeline

· Your to Tyrosinemia

· Genetics and Tyrosinemia

*Throughout the Tyrosinemia Pal, the term “tyrosinemia” is used to refer to tyrosinemia type 1.
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