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A child with facial dysmorphism with stunted growth having precordial systolic murmur
Gobinda Kanti Paul
Mymensingh Medical College and Hospital, Bangladesh

A dysmorphic feature is a distinctive morphology of body structure deviated from usual normal variant. It can be an isolated 
finding in an otherwise normal individual, or it can be related to a congenital disorder, genetic syndrome, or birth defect. 

Master X, seven years old boy has gradual increasing exertional dyspnoea during playing for the last 4 years with retarded growth 
was considered. Child’s face looks triangular with low set of ears and depressed nasal bridge with upturned tip. Patient’s teeth are 
mal-occluded with poor oral hygiene and high arched palate. Height 95.5 cm, weight 10.3 kg. Weight for age - 3.6 Z score, height for 
age -5.5 Z score(<3rd centile), weight for Height - 4.2 Z score, BMI - 4 Z score with wide carrying angle(about300). Precordium is 
slightly bulged with depressed sternum. A systolic thrill is in the left upper parasternal area. Left parasternal lift is present. Pulmonary 
component of second heart sound (p2) is soft. An ejection systolic murmur (ESM) grade, 4/6 is in the pulmonary area which radiates 
to infraclavicular region and back. Echocardiogram shows severe Pulmonary valvular stenosis (PS, PPG-128 mmHg) with concentric 
right ventricular hypertrophy (RVH).ECG also shows RVH. All the positive findings are in favor of Noonan syndrome (NS). NS is 
characterized by distinctive facial features, short stature, chest deformity, congenital heart disease, most commonly PS (about 70% 
cases). The incidence of NS is as 1 in 1,000 to 1 in 2,500 births. Diagnosis of Noonan syndrome is usually made after a doctor observes 
some key signs.
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