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Congenital heart disorder is a high risk of developmental disabilities
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Ellis-van Creveld syndrome (EvC) is a ciliopathy with cardiac anomalies, disproportionate short stature, polydactyly, 
dystrophic nails and oral defects. Approximately 60% of EvC patients have severe congenital heart disorders (CHDs), of 

which more than half are atrio-ventricular septal defect (AVSD) and common atrium. Neuropsychological development of 
EvC is generally normal. However, CHD was confirmed as a high risk of developmental disabilities (DDs). Here we presented 
a typical EvC case with DDs. She is a 2.5-year-old female, the first child of consanguineous couple. Here height was 62.0 cm 
(under the 2nd percentile), post-axial polydactyly of hands, nail dystrophy, and AVSD with pulmonary stenosis. Her SPO2 was 
70-80% from birth. We detected two novel compound heterozygous variants (p. E177X, p.R826X) in this patient. Her mental 
development was normal up to the age of 2 years old. From 2 to 2 ½ years-old, she reveals DDs, which was evaluate by ASQ-
3 score. The head circumference is 47.0 cm. MRI showed no defects. We suggested that hypoxia caused DDs in this patient. 
DDs in children with CHD are common and should be alert. The feeding difficulty, hypoxia, medical comorbidities, genetic 
abnormalities, and more complex treatment increased risk for DD. Thus, longitudinal follow-up throughout childhood and 
into adulthood is necessary for children with CHD because exposure to risk and prevalence of DD change over time. Primary 
and special care for children with CHD is critical to minimize DDs. (233 words)
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