Neuropathology Case

Children’s Hospital Friday February 17, 2012

27 year old female with 22-week intrauterine pregnancy, standard D&E with request for genetics  (47,XY, +13).  Findings included a collapsed, but otherwise intact calvarium with attached skin, one probable midline eye socket (facial soft tissue avulsed), attached proboscis stump above eye socket, and postaxial polydactyly of upper and lower extremities. Upon opening the calvarium, a partially intact brain with fused frontal lobes, massive dilation of the ventricles, and fused thalami were noted.
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Permanent H&Es  


A:  Orbital contents

B:  Frontal cortex
Diagnosis?

Diagnosis:   ALOBAR HOLOPROSENCEPHALY (with microcephaly and absent cerebellum)

