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Abstract
PurposeCHARGE syndrome consists of multiple malformation including coloboma, heart defect, choanal atresia, growth or developmental retardation, genital anomalies, and ear anomalies. The aim of this study was to evaluate the respiratory problems in children with CHARGE syndrome.

MethodsOut of 9 patients with CHARGE syndrome, medical records from 8 patients showing respiratory distress or respiratory failure were retrospectively reviewed. We investigated the causes of respiratory problems by physical examination, endoscopy, echocardiogram, computed tomography, rigid bronchoscopy, swallowing test, and 24-hour impedence monitoring.

ResultsFive patients required endotracheal intubation soon after birth due to bilateral choanal atresia (n=2) and congenital heart diseases (n=3). Three patients were intubated within a month because of surgery for complex heart diseases (n=2) or recurrent apnea (n=1). Tracheostomy was performed in 3 patients who showed primary or secondary subglottic stenosis. Among 8 patients who had aspiration or respiratory distress after feeding, cricopharyngeal incoordination and gastroesophageal reflux disease were found in 7 and 2 children, respectively. One patient died of aspiration during oral feeding.

ConclusionPatients with CHARGE syndrome manifest respiratory distress or failure due to various causes including congenital anomaly in the airway, cardiac anomaly, neurologic or gastrointestinal problems. Therefore, pediatricians should be alert to the respiratory symptoms and signs in CHARGE syndrome and take active intervention from the birth to improve their long-term prognosis.
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  Clinical manifestation and anomalies in patients with CHARGE syndrome

PDA, patent ductus arteriosus; N/D, not done; TEF, tracheoesophageal fistula; ASD, atrial septal defect; PA, pulmonary atresia; C-AVSD, complete atrioventricular septal defect; DORV, double outlet right ventricle; CoA, coarctation of aorta.
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  Respiratory problems in patients with CHARGE syndrome

LMS, laryngomicrosurgery; CT, computed tomography; CPI, cricopharyngeal incoordination; GER, gastroesophageal reflux; N/D, not done; PDA, patent ductus arteriosus; CHD, congenital heart disease.
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