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Successful pregnancy in tyrosinemia type I under continued treatment 
with nitisinone: a case report 
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Background: 
Tyrosinemia type I is a rare inborn error of metabolism, caused by a deficiency of the 
enzyme fumarylacetoacetase, leading to a block in the degradation pathway of tyrosine. As a 
result, upstream metabolites and toxic intermediates accumulate, that may result in severe 
liver damage, along with other disease manifestations. Nitisinone has revolutionized the 
treatment of the disease. The substance blocks a proximal enzyme of the pathway and thus 
prevents formation of the toxic substances, but leading to hypertyrosinemia which needs to 
be controlled by low-protein diet. Only few pregnancies with maternal tyrosinemia type 1 
have been reported, and little is known about potential harmful effects of hypertyrosinemia on 
fetal development or the safety of nitisinone in pregnancy. 
 
Case Report: 
We report on a patient born in 1988 with tyrosinemia type I known since the age of two, who 
became pregnant intentionally in 2018. Treatment with nitisinone was continued during 
pregnancy under close monitoring. The patient strictly followed a low-protein diet with regular 
intake of the tyrosine- and phenylalanine-free amino acid mixture, and achieved a 
satisfactory metabolic control with median tyrosine levels of 488 µmol/l (range 173-602. 
Normal < 31). During pregnancy the child developed normally and there were no 
complications during spontaneous vaginal delivery at term. Nitisinone was detected in the 
cord blood and the child in similar concentrations as in the mother, minor amounts were also 
detected in the breast milk. Tyrosine was clearly elevated in the newborn, but dropped to 
near normal values after a few weeks. During the one-year observation period the child 
developed normally.  
 
Conclusion: 
With good metabolic control and continued treatment with nitisinone, successful pregnancy 
with normal child development can be achieved in tyrosinemia type 1. However, continued 
monitoring to assess the development of children from such pregnancies in the long-term is 
needed. 
 


