
EP05.110

Non-isolated congenital diaphragmatic hernia: outcomes in genetic versus 
structural causes
Sarah Araji1, 2,4, Madeline Lomas3, Caroline Keller3, Ahmed Nassr1,4, Magdalena Sanz1,4, Jessian L. Munoz1,4, Cara Buskmiller1,4, Rebecca M. Johnson3, Pamela Ketwaroo4, Alice 
King3, Michael Belfort1,4, Roopali Donepudi1,4

1. Obstetrics and Gynecology, Baylor College of Medicine, Houston, TX, United States.2. Human and Molecular genetics, Baylor College of Medicine, Houston, 
TX, United States.3. Baylor College of Medicine, Houston, TX, United States.4. Texas Children's Hospital, Houston, TX, United States.

OBJECTIVES

To examine imaging and outcomes in cases of non-isolated congenital 

diaphragmatic hernia (CDH) in subgroups according to structural, genetic, 
or structural+genetic comorbidity.

METHODS

This was a retrospective cohort study of fetuses with non-isolated CDH at a 

tertiary center between 2012 and 2025. 

Cases were categorized as structural, genetic, or structural + genetic. 

Prenatal imaging findings and neonatal outcomes were compared across 
groups.

RESULTS

A total of 210 non-isolated CDH cases were included: 101 (48.1%) 

structural, 31 (14.8%) genetic and 78 (37.1%) structural+genetic. 

The structural+genetic group was evaluated at an earlier gestational age 

(median [IQR]: 26.0 [23.1, 29.1] vs 28.4 [25.1, 33.4] vs 26.8 [23.6, 29.1], p= 

0.031). Initial observed-to-expected lung-to-head ratio (o/e LHR) was lowest 

in the structural+genetic group (median [IQR]: 28.0 [21.0–30.2] vs 33.5 

[27.0–45.5] vs 37.5 [26.0–46.0], p = 0.049). 

Postnatal defect size was largest in the structural+genetic group (median 

[IQR]: 85.0 [75.0–90.0] vs 70.0 [50.0–87.0] vs 55.0 [20.0–80.0], p = 0.019). 

Despite these differences, ECMO utilization, pulmonary hypertension, and 
survival were similar across groups.

FIGURE 1.  PRENATAL LUNG MEASUREMENT
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Median initial observed-to-expected lung-to-head ratio (%). IQR: 27.0–45.5, 26.0–46.0, 21.0–

30.2; p = 0.049.

FIGURE 2.  POSTNATAL DEFECT SIZE
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Median postnatal defect size. IQR: 50.0–87.0, 20.0–80.0, 75.0–90.0; p = 0.019.

AT A GLANCE

210
non-isolated CDH cases

101 / 31 / 78
structural / genetic / structural+genetic

28.0
lowest median o/e LHR, structural+genetic 

(p = 0.049)

85.0
largest median defect size, 

structural+genetic (p = 0.019)

CONCLUSIONS

-Non-isolated CDH cases demonstrate 

substantial heterogeneity, highlighting the 

importance of genetic testing and counseling 

along with prenatal imaging. 

-Cases with structural+genetic findings show 

lower o/e LHR but similar short-term neonatal 

outcomes compared with other non-isolated 

subgroups.
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