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Case Presentation

 37-year-old G4P2012 presented at 
11wks gestation. Her prenatal 
history was uncomplicated; no 
genetic conditions or NTD’s were 
noted. Genetic evaluation with 
Maternal Serum Quad screen 
noted an increased risk for trisomy 
18, open neural tube/ventral wall 
defects. The patient was referred to 
Genetics and elected to have Non-
invasive Prenatal Testing (NIPT).  
NIPT also suggested an increased 
risk for trisomy 18

 Early anatomical sonogram at 17w3d 
revealed a multitude of anomalies:  
banana sign, lemon sign, enlarged 
ventricles with dangling choroids, 
myelomeningocele and talipes of the 
left foot, with suspicion of a cardiac 
anomaly. 

 Patient underwent genetic 
consultation and elected to have an 
amniocentesis at 19 weeks gestation, 
for definitive confirmation of the 
suspected aneuploidy. Fetal 
echocardiogram was also 
recommended.

 Karyotypic evaluation revealed a 

male with mosaic Trisomy 18. An 

interdisciplinary team, consisting of 

Maternal Fetal Medicine Specialists, 

Neonatologists, and the Geneticist 

held multiple discussions with the 

patient, the result of which resulted 

in her electing termination. As of the 

writing of this report, the patient 

met with the Women's Options 

Clinic to plan for termination. 



Conclusion

 The etiologies of NTD’s are quite complex and multifactorial. Folate 

supplementation has proven to decrease the incidence of NTD’s, 

however despite adequate supplementation these anomalies still 

occur. Trisomies 13 and 18 typically have a paucity of associated 

defects involving the CNS.  Studies show the most common 

aneuploidy associated with myelomeningocele is trisomy 18. 

Technological advancements in sonography have made prenatal 

diagnosis of NTD’s possible at earlier gestational ages.  Once 

sonographic evaluation has been noted, full evaluation consisting of 

genetic consultation, amniocentesis for evaluation of aneuploidy, fetal 

echocardiography should be recommended.  A multidisciplinary 

team, consisting of Neonatologists, MFM Specialists, Geneticists, and 

Pediatric Neurosurgeons should have a frank discourse with the 

parents to discuss options inclusive of termination, fetal surgery, 

postnatal surgery, and risk of recurrence in subsequent pregnancies.  
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