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Abstract
Holoprosencephaly (HPE) is an uncommon congenital developmental defect of the forebrain structures during embryogenesis and occurs at the 4th to 8th week of gestational age. Sequence occurs due to failure or incomplete diverticulation and cleavage of primitive prosencephalon into separate hemispheres and ventricles. The undifferentiated primitive prosenchephalon vesicle remains a unilobar pocket and gives only a unique cerebral mass which is called holoprosencephaly. These babies are usually associated with multiple midline facial anomalies like cleft lip & cleft palate, which is similar to trisomy of chromosome 13, Patau’s Syndrome. We described a case of holoprosencephaly neonate with 34 weeks gestational age and antenatal ultrasonography diagnosed as congenital defects in the central nervous system, asymmetric growth of head. After birth the infant was presented with multiple congenital anomalies (cleft lip, cleft palate, microphthalmia, absent philtrum, absent nasal septum with single naris) like holoprosencephaly sequence. Respiratory infections, dehydration, hypernatremia, intractable seizure or sequelae of brainstem malformation i.e., failure of control in respiratory or heart function are frequent causes of death. Genetic counseling is essential to describe the wide phenotypic variability, genetic heterogenicity and risk of recurrence even in apparently sporadic cases. Recent advances in the study of the pathogenesis and genetics of HPE have shown that it is a continuous spectrum of lesions. These advances may contribute cerebral lesions and further complications of HPE to be better understood.
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