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Prenatal ultrasound diagnosis of fetal hypoplastic left heart
syndrome with left ventricular enlargement: a case report

ZHU Chen'*, ZHAO Fan-gui'*, YAN Ying-liu', LEI Cai-xia’, YU Ting',
ZHAO Chen-yan*, LIN Ru', REN Yun-yun'"
('Department of Ultrasound , *Prenatal Diagnostic Center, *Department of Pathology , Obstetrics and Gynecology Hospital
Fudan University ,Shanghai 200011, China; ‘Shanghai Jiai Genetics and IVF Institute ,Shanghai 200011, China)

[ Abstract] The pregnant woman was 30 years old, G2P0. This singleton pregnancy at 22 weeks of
gestation was screened for second-trimester ultrasound malformations, suggesting fetal aortic valve atresia,
aortic stenosis with reverse blood flow, mitral valve atresia, and markedly enlarged left ventricle, which
was considered for the diagnosis of hypoplastic left heart syndrome (HILHS). The pregnancy was
terminated at our hospital and subsequently underwent genetic testing with results of heterozygous variants
in the NOTCH 1 gene, which can cause aortic valve disease type 1. The findings of the fetal autopsy were
aortic valve atresia, mitral valve widening and thickening, and left ventricular enlargement with myocardial
infarction. This report focuses on the ultrasound characteristics of HLHS with left ventricular enlargement
and its hemodynamic changes in order to improve clinicians’ understanding of the progressive changes in
the disease phenotype of HLHS.
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A: At 13 weeks, a four-chamber view of the heart revealed color flow through the mitral valve; B: At 22 weeks, left ventricle significantly

larger than the right ventricle, accompanied by hyperechoic endocardium of the left ventricle; C: At 22 weeks, the mitral valve remained closed

with no color flow passing through it; D: At 22 weeks, left ventricular outflow tract showed aortic valve stenosis and ascending aortic stenosis; E:

At 22 weeks, left ventricular outflow tract with no color flow through it; F: At 22 weeks, a three-vessel tracheal view of aortic arch stenosis with

regurgitation. RA: Right ventricle; RV: Right atrium; LA: Left atrium: LV: Left ventricle: AAO: Ascending aorta; PA: Pulmonary artery;

AO arch: Aorta arch.
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Fig 1 Ultrasound characteristics of fetal hypoplastic left heart syndrome
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calcification of the left ventricular wall and subacute myocardial infarction (HE staining, X 120). RV : Right atrium; LV : Left ventricle.
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Fig 2 Pathological pictures after autopsy in this case
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RA: Right ventricle; RV: Right atrium; LA: Left atrium: LV:
Left ventricle: AAO: Ascending aorta; DAO: Descending aorta;
PA': Pulmonary artery; EFE: Endocardial fibroelastosis.

B3 ZfGHLHS O R EMMRN N F U TR REE

Fig3 Schematic representation of the cardiac lesions and

hemodynamic changes in this HLHS case
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