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INTRODUCTION: Ciliopathies are a group of human disorders associated with genetic mutations with a
defective protein, resulting in abnormal formation or function of cilia, ciliary dysfunction can manifest like
a constellation of problems that mainly include primary ciliary dyskinesia (PCD) (the most common),
retinal degeneration, kidney disease, and brain abnormalities. Ciliopathies share many overlapping
symptoms, making it difficult to determine the clinical distinction between them. Patients with chronic
lung disease with suspected ciliary involvement in our medical center present varied clinical
characteristics, with genetic tests suggesting a ciliopathy, without a specific profile, non-established
research protocol to determine their pathology and be able to offer correct treatment, so the following
question arises. OBJECTIVES: Describe the clinical characteristics and pulmonary function profile of
patients with ciliary compromise treated in the pulmonology service of the Robert Reid Cabral Children's
Hospital, between 2017-2019. MATERIALS AND METHODS: An observational, descriptive, cross-
sectional study was conducted with retrospective data collection The study population consisted of 40
files. All records of patients with diagnoses of ciliary dyskinesia confirmed by genetic tests were selected
and records with a diagnosis of cystic fibrosis or other pathologies were excluded. A data collection
instrument was applied that included the variables of interest of the study. RESULTS: More than 30
mutations related to ciliary dyskinesia are known, these mutations cause 65% of the ciliary disease,
where the most frequent related are DNAH11, GAS8, DNAI1, DNH553, which were identified in our
patients. We found out that the DNAI1 was in 32.5 percent and DNAH11 in 25 percent in our population.
The male sex corresponded to 82.5 percent of our study population, 87.5% were premature with the
need for oxygen therapy in 25% of these. Sinusitis occurred in 82.5% of them and cough for more than
three months of duration in 80% of cases. Fifteen percent of the study population had bronchiectasis on
ct scan. CONCLUSIONS: We consider it important to conduct research on ciliary dyskinesia in preterm
infants and those using oxygen therapy and older children with chronic sinusitis due to the high
percentage observed in the population studied.
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