
XII Congreso SLEIMPN
Punta Cana, República Dominicana, 4 al 7 Mayo

CATHEGORY: Urea cycle disorders

O-008 - EPIDEMIOLOGY OF UREA CYCLE DISORDERS: COHORT OF 134 ARGENTINAN PATIENTS
FROM THE LAST 20 YEARS.

Kleppe S 1, Spécola N 2, Núñez-Miñana M 2, Posadas L 1, Cabrera A 3, González E 4, Pereyra M 5, Amartino
H 6, Raskovsky V 6, Durand C 7, Silvera-Ruiz SM 8, Bernal AC 9, Roa AC 1, Eiroa HD 9*, Laróvere LE 8*

(1) Hospital Italiano de Buenos Aires. (2) Hospital de Niños Sor María Ludovica de la Plata. (3) Hospital de
Niños V. J. Vilela de Rosario. (4) Sanatorio de Niños de Rosario. (5) Hospital Pediátrico Dr. H. J. Notti de
Mendoza. (6) Hospital Austral, Buenos Aires (7) FESEN Buenos Aires. (8) CEMECO, Córdoba. (9) Htal
Garrahan, *igual participación. Buenos Aires. Argentina. Email: soledad.kleppe@hiba.org.ar

INTRODUCTION: Urea cycle disorders (UCD) are a group of inborn errors of metabolism that involve the
excretion pathway of ammonia, the end product of protein catabolism. The incidence and prevalence of
UCDs are unknown and it is likely that these diseases are underdiagnosed. In Argentina, the unequal
access to biochemical and molecular diagnostic tests, as well as specific treatments for
hyperammonemia aggravates the situation. OBJECTIVE: To describe the epidemiology, the diagnostic
itinerary, treatment and evolution of UCDs in Argentina. METHODS: Retrospective multicenter cohort of
consecutive patients with clinical and/or genetic diagnosis during the period 2000-2021. Demographic,
clinical, biochemical, epidemiological, clinical diagnosis, treatment characteristics were collected by
reviewing the medical history and interviewing the treating physician. All patients were followed up for
response to treatment and prognosis. Categorical data are described as a percentage and absolute
frequency, numerical variables with median and interquartile range. RESULTS: During the period of
interest, 134 patients with UCD were included from 10 centers in Argentina with Early-onset presentation
48.4%, Late-Onset 41.9% and asymptomatic 9.7%. The median ammonium at diagnosis was 340 mcg/dl
and the most frequent presenting symptoms were neurological and digestive. The distribution of the
enzyme defects was OTC 60%, ASS 22.2%, ASA 9.6%, CPS and NAGS 2.2%, and HHH 1% confirmed
molecularly in 74.4%. Socioculturally, only 36.8% had health insurance, 62.8% had good access to
medication, 66.6% to diagnosis, 35.7% to low protein food and 24.7% to special formulas. Regarding
treatment, 96% received a restricted protein diet and 100% dietary supplements. Mean weight was in the
40th percentile and height in the 50th percentile. 76% required chronic treatment: sodium benzoate
76%, sodium phenylbutyrate 27%, and glycerol phenylbutyrate 12%. Mortality was 39.1%.
CONCLUSION: To our knowledge, it is the first collaborative work of UCD in Argentina. The access to
diagnosis and treatment is clearly uneven. Of the 134 patients followed, there were 41 diagnosed in the
last 10 years, clearly underdiagnosed. The objective of this presentation is to portray which variables are
most related to worse results, in order to change them.
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