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Abstract

Objective: Exploring the challenges of prenatal diagnosis of fetal cardiac rhabdomyoma and clinical
decision-making based on genetic prognosis. Method: A case of a 33-year-old primigravida is re-
ported. The fetal anomaly screening ultrasound at 21 weeks showed negative results. At 24 weeks
of pregnancy, an ultrasound revealed multiple hyperechoic masses in the fetal heart. Through am-
niocentesis and whole exome sequencing, a new mutation in the TSC2 gene was confirmed. Result:
Sequential ultrasound confirmed the progression of the heart disease lesion and the presence of
arrhythmia. Based on full informed consent and consideration of fetal prognosis, the pregnant
woman and her family opted for termination of regnancy. Conclusion: This case highlights the limi-
tations of prenatal screening in detecting early cardiac rhabdomyomas, while emphasizing the cru-
cial significance of dynamic monitoring and genetic diagnosis in prognosis assessment and clinical
decision-making.
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Figure 1. (A) Ultrasound echocardiogram of the fetus at 24 + 2 weeks revealed multiple hyperechoic
masses, which is one of them.; (B) Re-examination of the fetal ultrasound echocardiogram at 28 + 1 weeks
indicates multiple occupying lesions in the fetal heart cavity
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