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We present a case of anencephaly with diaphragmatic hernia in an infant with 22q11.2 

microduplication. The decedent was born to a 29-year-old G1P0 mother with no significant medical 

history. During a 14-week ultrasound, the fetus was diagnosed with left-sided diaphragmatic hernia and 

anencephaly. Whole genome microarray on amniotic fluid revealed a 22q11.2 microduplication. The 

infant died shortly following birth at 31 weeks gestation. Autopsy confirmed anencephaly with a 

complete absence of calvarium and gross brain tissue (Figure A, B). Also confirmed was a diaphragmatic 

hernia with herniation of abdominal viscera into the left pleural cavity (Figure C), bilateral pulmonary 

hypoplasia and cardiac dextroposition (Figure D). Microscopic examination of skull contents revealed 

primitive neuroglial tissue and ganglion cells with a prominent vascular proliferation.  All other organs 

were histologically unremarkable. This case represents the first description of a neural tube defect and 

diaphragm malformation as a possible result of 22q11.2 microduplication. This duplication of 30-40 

genes with unknown function manifests as developmental delays, learning disabilities, and often no 

abnormality. Deletion at this same locus results in the well-described 22q11.2 Deletion (DiGeorge) 

Syndrome. Studies into the effects of changes to genes in this region of chromosome 22 are still 

underway to determine the role these genes play in these syndromes and the effects they have on 

normal anatomical development. Our case adds to the literature describing the phenotypic changes 

resulting from alteration in copy numbers at this specific locus, and points to the importance of these 

select genes for development of different organ systems. 

 

 


