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CATHEGORY: Amino Acid Disorders: Tyrosinemia type 1

P-020 - NUTRITIONAL STATUS IN TYROSINEMIA TYPE 1 CHILEAN SUBJECTS

Hamilton V, Leal-Witt MJ, Salazar MF, Peñaloza F, Fuenzalida K, Peredo P, Cabello JF, Arias-Pefaur C,
Cornejo V

Instituto de Nutrición y Tecnología de los Alimentos, Dr. Fernando Monckeberg Barros, Universidad de
Chile. Santiago – Chile. vhamilton@inta.uchile.cl

INTRODUCTION: Tyrosinemia type 1 (HT1) is an autosomal recessive inherited metabolic disease (OMIM
276700) caused by fumarylacetoacetate hydrolase (FAH) deficiency in the liver and kidney. Without
diagnosis and treatment, patients develop liver failure, hepatocellular carcinoma, porphyria-like
neurological episodes and renal tubulopathy. Treatment of HT1 consists of the use of NTBC (2-(2 nitro-4-3
trifluoro-methylbenzoyl)-1, 3-cyclohexanedione) to block succinylacetone (SA) synthesis and dietary
restriction of phenylalanine (Phe) and tyrosine (Tyr) with the prescription of protein substitute free of Phe
and Tyr; in addition to a strict multidisciplinary follow-up. OBJECTIVE: describe the nutritional status of
Chilean subjects with HT1. METHODS: We conducted a descriptive cross-sectional statistical analysis of
the 18 Chilean patients, who maintained the Chilean treatment protocol in 2021. RESULTS: 12/18 are
female subjects. The mean age was 11.9±6.2 years. Around 61% complied with the follow-up program in
2021, which consists of biochemical tests, NTBC doses, medical and dietitian appointments. Tyr plasma
levels were 385±118 umol/L (reference value (rv): 200 – 600 umol/L) and Phe 42.5±13.2 umol/L (rv: 20 –
80 umol/L), both in therapeutic range. NTBC doses were 0.9±0.2 mg/kg/d, maintained SA excretion in
urine below 0.5mmol/mol of creatinine. Only 16 of them had weight and height in 2021, all had a normal
height (z-score = -0.3±0.8), and 44% present overweight/obesity. The dietary data was: mean Phe+Tyr
intake 763±307(269-1899) mg/d, daily total protein 61.3±20.2 gr/d (1.7±0.5gr/kg/d). The protein
substitute represents around 90% of the daily protein intake (1.5±0.2gr/kg/d) and just 28% need L-Phe
supplement to improve Phe plasma concentration (270-1200 mg/d). Regarding micronutrients, 89%
maintain their calcium, iron and zinc supplementation. CONCLUSIONS: HT1 cohort accomplished with
the follow-up program, achieving the nutritional goals determined in the protocol. Most patients had a
normal nutritional status, Tyr and Phe plasma concentrations within range; and SA undetectable
excretion. This decreases the possibility of HT1 long-term complications.

Powered by TCPDF (www.tcpdf.org)

Page 1/1

http://www.tcpdf.org

