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Screening for fetal congenital heart disease
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Congenital heart disease is the most common cause of infant
death and morbidity from birth defects
Based on population data from the United States, the estimated prevalence of
congential heart disease among infants is between 7 and 47 cases per 1000 live
births.1 Antenatal diagnosis enables multidisciplinary patient counselling and
referral to a tertiary care obstetrical centre.

2

Referral for fetal echocardiography should be made in cases
where nuchal translucency is above the 99th percentile
First- or second-trimester serum screening tests and detailed ultrasonography
at 18–20 weeks of gestation are offered to all pregnant women in Canada as
screening for aneuploidy and congenital anomalies.2 A first-trimester screen
for aneuploidy includes measurement of nuchal translucency between 11 and
14 weeks of gestation. Major cardiac defects will be detected in 1 in 16 fetuses
with nuchal translucency above the 99th percentile (≥ 3.5 mm).2
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Most cases of congenital heart disease occur in low-risk
populations

4

Both maternal and fetal factors may prompt referral for fetal
echocardiography
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Prompt referral for fetal echocardiography should be made when the following maternal indications are present: first-degree relative with congenital
heart disease, maternal systemic disease (e.g., diabetes, lupus), in vitro fertilization, exposure to teratogens and familial inherited disorders (e.g., Marfan
syndrome). Fetal indications that should prompt referral include chromosomal abnormality, extracardiac anomalies, hydrops, arrhythmias, monochorionic twins and polyhydramnios.4
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An abnormal cardiac screen at 18–20 weeks routine ultrasonography is predictive of congenital heart disease and follow-up with fetal echocardiography is
recommended. This should include a four-chamber view of the heart and outflow tracts, which will detect 60%–80% of cardiac defects.3 However, up to
30% of lesions remain unanticipated at birth.4
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Some lesions can be treated antenatally
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A large population-based study in the US found that neonatal mortality ranged
from 5.4% to 26.9% and infant mortality from 12.9% to 44.8% across eight specific congenital heart diseases.5 One-third of cases of congenital heart disease
will require catheter-based or surgical intervention at any point before or after
birth, with survival rates varying by disease complexity.6 Conditions amenable
to fetal cardiac catheter intervention include aortic stenosis with evolving hypoplastic left heart syndrome, mitral valve dysplasia syndrome with mitral regurgitation and aortic stenosis, hypoplastic left heart syndrome with restrictive/
intact atrial septum and pulmonary atresia with intact ventricular septum.4
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