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

CATHEGORY: Congenital Adrenal Hyperplasia

P-126 - CONGENITAL ADRENAL HYPERPLASIA, BEFORE AND AFTER NEONATAL SCREENING. 13
YEARS OF EXPERIENCE IN SANTA CRUZ - BOLIVIA

Seoane B 1, Suárez S 2

1) Hospital de Niños Dr. Mario Ortíz Suárez; 2) Hospital Julio Manuel Aramayo. Santa Cruz, Bolivia.

INTRODUCTION: Congenital Adrenal Hyperplasia (CAH) is due to the 21-hydroxylase deficiency and is
the cause of more than 90% of cases of the various forms of CAH. Its deficiency produces the
deterioration of the synthesis of cortisol and aldosterone, increases the adrenal androgens and causes
virilization of the female fetus, in males it can go unnoticed. Newborn screening (NBS) has been carried
out in Santa Cruz - Bolivia since 2013 and for various reasons, it was temporarily interrupted or was not
performed on all newborns throughout the study period. OBJECTIVE: Analyze the status of CAH
diagnosis before and after NBS implementation, demonstrate its importance regarding diagnosed cases
that were not screened, and promote NBS implementation throughout the country.MATERIALS AND
METHODS: Clinical histories of patients diagnosed with CAH in the Endocrinology Service of the Dr.
Mario Ortiz Suarez Children´s Hospital from 2008-2021, before and after of NBS implementation, were
evaluated. Variables analyzed were: gender, clinical manifestations, plasma level of 17
Hydroxyprogesterone, Androstenedione, Na+ and K+, pelvic ultrasound and treatment. NBS was
performed in blood samples obtained by heel puncture using the DELFIA method, being considered
abnormal values of 17 Hydroxyprogesterone those >30 nmol/L for all newborns regardless of gestational
age or birth weight. RESULTS: 33 patients were diagnosed with CAH, 21 female and 12 male. Before
NBS, CAH was confirmed in 5 female patients, being the clitoral hypertrophy the more relevant clinical
data. The median age at diagnosis was 30 days. Mean plasma concentrations of Na+ = 123mEq/L, K+ =
6mEq/L, 17 Hydroxyprogesterone: > 50 ng/dl, and Androstenedione = 6 ng/dl. Pelvic ultrasound revealed
the presence of the uterus and ovaries in girls. The treatment was done with Hydrocortisone 10-15
mg/m2/day, Fludrocortisone 0.1 mg/ day and NaCl 1 gr. After NBS implementation, CAH was diagnosed in
28 patients, 16 female and 12 male, however only 8 of them (28.6%) were diagnosed by NBS and 6 were
male. Three girls were assigned as male. Laboratory markers and age at diagnosis were similar to those
corresponding to the previous period. CONCLUSIONS: There were no changes at the age of diagnosis in
CAH after NBS implementation, the laboratory parameters were similar in both groups, and the
percentage of newborn detected through NBS was only 28.6 % of the total diagnosed. It is important to
note that 75% of the total screened patient corresponded to the male sex. It is necessary to improve NBS
coverage in our city.
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