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CATHEGORY: Amino Acid Disorders: Tyrosinemia type 1
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INTRODUCTION: Tyrosinemia Type 1 (HT-1) is a rare autosomal recessive inherited inborn error of
metabolism in the tyrosine catabolic pathway due to deficiency of the enzyme fumarylacetoacetate
hydrolase. Without treatment, 90% of patients develop hepatic carcinoma. NBS is available for this
disease in Chile but has yet not been implemented on the entire population. OBJECTIVE: To describe the
clinical evolution of a cohort of Chilean patients in active follow-up in a national reference center, INTA
University of Chile since 1996.METHODOLOGY: Retrospective review of clinical records from 1996 to
2022. RESULTS: a total of 23 patients has been diagnosed with HT-1 in this period, currently 20 patients
are in our active follow-up program, 2 patients had died: one was prior to transplantation, and the other
one was because of complications after transplantation, both of them before the year 2000. All patients
have been managed according to the Chilean protocol with NTBC and tyrosine-phenylalanine restricted
diet since 1996. The Median time in follow-up =10, 4 years. Median age at diagnosis = 16,15 months.
Mean exposure time to NTBC = 10 ,8 years. Mean tyrosine plasma levels = 534,73 umol/L and mean
NTBC plasma levels = 52,51umol/L. All of them were diagnosed symptomatically except one (familiar
case). The most frequent clinical presentation was hepatomegaly with or without rickets 15/20 and acute
hepatic failure 7/20. Only 2/20 patients in the active follow-up program developed a hepatic carcinoma
despite good metabolic control, both were successfully liver transplanted. CONCLUSION: This cohort of
patients in Chile demonstrates an overall good clinical outcome as treatment prevents the development
of serious complications like hepatic carcinoma, changing drastically the survivability of treated patients.
This fact reinforces the idea that this treatable metabolic condition must be included in newborn
screening programs, especially in developing countries. In Chile, access to NTBC treatment is guaranteed
for this group of patients by law 20.850 since 2015. Also, it is necessary to standardize protocols
according to published international consensus, consolidate a multidisciplinary team for an optimal follow-
up program and achieve a favorable long-term outcome.
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