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P-127 - NEWBORN SCREENING PROGRAM FOR CYSTIC FIBROSIS IN CUBA USING THE
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INTRODUCTION: In Cuba, newborn screening (NBS) for cystic fibrosis (CF) was introduced on January
2019, using the ultramicroanalytical system. OBJECTIVE: To show the main results obtained during the
first two years of Cuban CF NBS program. METHODS: The studied group included all neonates born
between January 2019 and December 2020. Samples were collected between the 5th and 7th days of life.
An IRT1/IRT2/DNA protocol was followed using a cut-off value of 50 ng/mL. RESULTS: A total of 184594
samples were studied. Among neonates screened, 1445 samples had values ≥ 50 ng/ml and IRT was
measured again by a second heel prick (recall rate=0.78%). In 485 (0.26%) of these children, IRT was still
elevated and they were referred to specialist CF centres for clinical evaluation. Fourteen children were
confirmed (incidence 1: 13185) by sweat test and when evaluated by molecular biology technique (eight
mutations panel), CF mutations were detected. Eleven newborns presented mutation F508del, either in a
homozygous or heterozygous state. A false negative case with IRT2 ≤ 50 ng/ml was reported during NBS
which was referred to a genetics consultation for presenting symptoms consistent with the disease and
history of CF in his family. Complete demographic data of the first 32764 samples were collected to
compare some NBS quality indicators with those obtained in the pilot study. The average age of sampling
was six days with results available at 11 days of life. 1.7% of the samples were collected 20 days after
the child was born and 0.84% of them corresponded to samples taken after 30 days. The mean IRT1
value was 12.7±11.7 ng/mL (ranging between 0–283 ng/mL) and the median was 9.8 (IQR 5.9–16.4)
ng/mL. The 97.5, 98.5, and 99.5 percentile values were 38.4, 42.4, and 59.7 ng/mL, respectively. On
average, samples were processed five days after collection and two days after they were received at the
laboratory. CONCLUSIONS: Although CF NBS program in Cuba is just beginning and more newborns
should be studied to define the real incidence of this disease, it can be predicted that CF will be one of
the most frequent inherited-metabolic diseases in the Cuban population.
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