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Abstract
Craniofacial malformations are a subset of congenital neuromuscular disorders characterized by abnormal growth 

and development of the head and facial bones. These malformations predominantly occur during the first trimester 
and involve defects or anomalies of the visceral arches. The etiology of craniofacial malformations is multifactorial, 
encompassing genetic syndromes, prenatal environmental exposures, and nutritional deficiencies. Understanding the 
underlying causes and risk factors is crucial for the early diagnosis, prevention, and management of these conditions, 
which have significant implications for affected individuals’ health and quality of life.
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skull bones and eye abnormalities, with a prevalence of 1-6 per 10,000 
births and an autosomal dominant inheritance [5]. Lastly, Van der 
Woude Syndrome, caused by mutations in the IRF6 gene, results in 
cleft lip and/or palate and lip pits, occurring in 1-2 per 10,000 births 
and inherited in an autosomal dominant manner. Understanding these 
genetic associations helps in diagnosing and managing craniofacial 
malformations effectively (Table 1).

Environmental factors in craniofacial malformations

Environmental factors are another critical component in the 
development of craniofacial malformations. Teratogenic exposures 
during pregnancy, such as alcohol, certain medications, and illicit 
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