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Prenatal Diagnosis of Hypoplastic Left Heart Syndrome.
MIAEE, Taiwan Adventist Hospital, Taipei, Taiwan

Introduction: Hypoplastic left heart syndrome (HLHS) occurs in about 2/10,000 births, and is reported to
be the fourth most common prenatally diagnosed congenital cardiac defect. As more prenatal
ultrasounds (US) are being performed, more cases of HLHS can be diagnosed prenatally. We report on
one case whose HLHS was diagnosed prenatally, and the subsequent outcome.

Case: 31 yo nulliparous woman referred for evaluation of second trimester maternal serum Down
syndrome screening risk of 1:63. Level | US done at 19 3/7 weeks revealed right ventricular hypertrophy.
Fetal echocardiography performed 3 days later revealed a tiny left ventricle, narrow left ventricular
outflow tract, and narrowed aortic arch. Multiple sonographic markers for Down syndrome were noted at
the same time. She was counseled about her increased risk for a fetus with Down syndrome and HLHS.
Amniocentesis performed at another hospital revealed normal male fetal karyotype, and later fetal
echocardiography confirmed same findings. She decided to continue with the pregnancy with plans for
supportive care only after birth. She had a term vaginal delivery of a liveborn male infant, with HLHS
confirmed by US after birth, and only supportive care given. The baby expired on postnatal day 8.

Discussion: HLHS involves the severe underdevelopment of the left cardiac chambers and ventricular
outflow tract.Without surgical intervention, HLHS is fatal, accounting for 25% of cardiac deaths in the first

1IAIVVAN S OCIEIYJORPERINATLODPOGY,



week of life. Valproic acid is a known teratogen in mice, and mutation in the GJA1 gene has been
reported in the gene map locus 6g21-g23. With current advances in medicine, supportive care is
becoming a less acceptable alternative. The 3-staged reconstruction, consisting of Norwood procedure,
bi-directional Glenn-shunt placement, and the Fontan procedure, is associated with a reported 5-year
survival of 70%. The treatment alternative of cardiac transplantation, with a lower operative mortality
rate, is challenged by the limited availability of donor hearts, and lifelong immunosuppression. One case
of in utero cardiac fetal surgery (laser atrial septotomy) has been reported recently, although more
studies are needed to determine the risks and benefits of this technique for the treatment of fetuses with
HLHS and intact atrial septum. In conclusion, prenatal diagnosis of HLHS is important, as it is associated
with improved preoperative clinical status and with improved survival after first-stage palliation in
comparison with patients diagnosed after birth.
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