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Neuropathologic findings of three autopsy cases of holoprosencephaly were
described with a brief review (concerning) the literature of this malformation.
The affected patients were all females and died within 5 months of birth. Two
of them exhibited abnormal karyotypes [(46, XX, 3p+), (47, XX, +13)]. The
abnormal chromosomes were regarded as the cause of their malformation. In
the other case, although on pertinent causative findings were found, chromosomal
abnormalities were suggested by the patient’s multiple anomalies.
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Fig.l. Case 1. Coronal Sections of the
cerebral hemispheres. Lower half of
the frontal lobes is not separated.
Septum pellucidum is absent.
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Fig. 2a. Case 2. Coronal Sections of the
cerebral hemispheres. Posterior half of
the lateral ventricule is separated, but
anterior half of them forms a single
enlarged cavity. Periventricular white
matter exhibits cystic degeneration.
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Fig. 2b. Case 2. Periventricular white mat-
ter showing diffuse proliferation of ast-
rocytes and loss of axons and oligeden
droglia. (H&E stain, x73)
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Fig.3b. Case 3. The deep layer of cerebd-
llar tonsil showing massive heterotopia
of cerebellar cortex cells. (H&E stain,
x73).

Fig.3a.

Case 3. Basal view of the bram.
The frontal lobes are very small with
midline continuity at the limbs of the
orbital and frontal polar regions.
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Table. Holoprosencephaly (DeMye and Zeman 1)

I. Alobar holoprosencephaly: A small monoventricular cerebrum undivided into lobes or hemi-
spheres, always absent of olfactory bulbs.
A. With median orbit and arhinia.
B. With extreme hypotelorism and arhinia.
C. With hypotelorism and a median nostril.
D. With hypotelorism and cleft of the upper lip.
II. Semilobar holoproséncephaly: Small lobes although rudimentary with an incomplete inter-
hemispheric fissure posteriorly and with broad continuity of neocortex across the midline.

A. With flat nose and aplasia of olfactory bulbs and tracts.
B. With dorsal cyst and aplasia of olfactory bulbs and tracts.
C. With cleft lip & palate and aplasia of olfactory bulbs and tracts.

D. With dorsal cyst.

E. With cleft lip & palate, dorsal cyst and agenesis of the cerebellum.

III. Lobar holoprosencephaly: Well formed lobes.

A. With midline continuity of frontal neocortex.
(1) Interhemispheric fissure completely interrupted in anterior half.
(2) Interhemispheric fissure extends toward frontal pole but fails to completely
separate frontal neocortex at the limbs of the hemispheres and of the orbital

and froutal polar regions.

B. With complete separation of neocortex across the midline.
(1) Aplasia of olfactory bulbs and tracts and aplasia of corpus callosum.
(2) Aplasia of olfactory bulbs and tracts and hypoplasis of corpus callosum.
(3) Aplasia of olfactory bulbs and tracts and cleft lip & palate.
(4) Aplasia of olfactory bulbs and tracts.
(5) Dorsal cyst and hypoplasia of the corpus callosum.
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