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A one-day-old male infant with cleft lip and palate, microcephaly, hypotelorism,
microphthalmia and absence of the nose is presented. The intermaxillar segment and
nasal bone structure were not seen on radiological examination of the skull.
Chromosome examination showed a 46, XY karyotype. On postmortem examination,
the cerebrum was seen to be a single lobe. Olfactory nerves, corpus callosum and
nasal formation, besides the septum were absent. The first and second ventricles
were formed as a single ventricle. These findings were compatible with alobar
holoprosencephaly. Key words: holoprosencephaly, nasal and premaxillar agenesis.

Holoprosencephaly is a malformation complex in which impaired midline cleavage
of the embrionic forebrain is the basic feature!, The term “arhinencephaly” was
used in 1882 by Kundrat because of the hypoplasia or absence of the olfactory
bulbs and tracts?2 DeMyer and Zeman3 used the term “holoprosencephaly” and
classified this condition according to the degree of severity as alobar, semilobar
and lobar formation.

The true incidence of holoprosencephaly is unknown. In the study by Cohen4 the
prevalence was given as 0.56/10,000-0.63/10,000 in live births.

In this article, a male infant with alobar holoprosencephaly associated with nasal
agenesis, which is seen very rarely, and premaxillar agenesis, who exhibited
normal karyotype is presented. Related literature is reviewed.
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