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INTRODUCTION: The population of the Dominican Republic (DR) is heterogeneous, due to the ethnic
mixture that arises from colonization and migration. In addition, it shares Hispaniola Island with the
Republic of Haiti, being ethnically different from the other Caribbean countries. Our population has a
higher percentage of African ethnicity and lower percentage of European and native ethnicity than Puerto
Rico and Cuba. It is known that Cystic Fibrosis (CF) is a genetic condition caused by the mutation of the
gene coding for the transmembrane conductance regulator protein of Cystic Fibrosis (CFTR). Due to the
miscegenation, there is variation of mutations seen in the Latin American population specifically those of
the DR. OBJECTIVES: To evaluate CFTR mutations detected in the patient population seen in the CF
clinic of the Robert Reid Cabral Children's Hospital. MATERIALS AND METHODS: a descriptive, cross-
sectional study was carried out; the samples were collected for convenience. All patients who met the
clinical criteria for CF with sweat chloride testing greater than 60 mmol/L had genetic test with mutations
identified in the CFTR. RESULTS: We identified 63 different CFTR mutations, of which more than 50% of
patients have c.1521_1523del (F508del). We identified 7 mutations of uncertain clinical significance, 9
mutations not described in the CFTR 2 database, and 5 mutations not described in the Cystic Fibrosis
Mutation Data of the sick kids children's Hospital (CFDB). Additionally, we found 3 mutations noted to be
of uncertain clinical significance that are not described in CFTR2 or CFDB, which makes us think that they
are mutations exclusive to the Dominican population, never described worldwide.
CONCLUSIONS: Countries with great miscegenation, such as the DR, may present CFTR mutations of
uncertain clinical significance and not described in the global databases for CF. This makes us think that
they are unique in this population, which due to their low prevalence are not included in the agreed
panels of research of CFTR mutations and therefore, limiting their timely diagnosis, adequate therapeutic
intervention in time to avoid the deterioration of the condition. Researching these populations is an
opportunity to learn more about how ethnic combinations affect them.
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