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CATHEGORY: Cystic Fibrosis
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INTRODUCTION: Cystic Fibrosis (CF) is a recessive autosomal hereditary disease, and its frequency in
Cuba, according to CF Cuban National Commission, is 1 in every 9862 live newborns. More than two
thousand mutations have been found worldwide in the responsible gene (CF transmembrane regulator).
However, only eight of those are looked for in Cuba, since they are those more commonly found in Spain
and Sub-Saharan Africa, the two geographical regions that represent the main source of our genetically
mixed population. OBJECTIVE: molecular characterization of patients with CF clinical symptoms, or those
children positive to CF neonatal screening, in order to improve their clinical management of them and
genetic counseling to their families. MATERIALS AND METHODS: descriptive research was done
searching for eight mutations (F508del, G542X, R1162X, R334W, R553X, 3120+1G>A, I507del and G85E)
in 850 CF clinical patients and 168 CF positive newborns, in all cases with official informative consent.
Mutations were searched by PCR-ARMS (Amplification Refractory Mutation System), or PCR-RFLP
(Restriction Fragment Length Polymorphism) methods. RESULTS: all searched mutations were present in
the Cuban population, with frequencies higher than 1%, being F508del the most frequent (37%) as
expected; 817 chromosomes carrying one of the searched mutations were found, and 239 prenatal
diagnoses were done, allowing characterization of CF status of fetus at risk and confirming CF status of
the patients. CONCLUSION/DISCUSSION: The results confirm a high molecular heterogeneity of CF in
Cuba, as well as in other Latin-American countries, and the efficiency of the mutations panel. However,
the introduction of other more powerful diagnosis methods (like High-Resolution Melting Curve, DNA
Sequencing, and Multiplex Ligation-dependent Probe Amplification) is recommended in order to increase
the number of mutations searched in the Cuban population.

Powered by TCPDF (www.tcpdf.org)

Page 1/1

http://www.tcpdf.org

