NBDPN 2009: Advances and Opportunities for Birth Defect Surveillance, Research, and Prevention

Tuesday, February 24, 8:00AM-12:00PM
Plenary Session

Here’s Looking at You: Defects of the Head and Neck
Moderator: Angela Lin, Massachusetts General Hospital, Boston, MA

Selected Syndromes of the Head and Neck
G. Bradley Schaefer, Division of Medical Genetics, University of Arkansas for Medical Sciences;
Genetics/Metabolism, Arkansas Children's Hospital, Little Rock, AR

Abnormal embryonic development of the head & neck are relatively common events. As a group oro-facial
clefting and disorders of branchial arch development alone may be seen in 1 in 500 live births. Classification
of craniofacial malformations can be tricky. Not all dysmorphologists agree on one specific classification
scheme. One particularly attractive way of classifying these anomalies is by pathogenetic mechanisms.
Pathogenesis may be stratified by tissue type, developmental field, or aberrant processes.

In this discussion we will review the major strata of pathogenetic mechanisms. We will highlight these
mechanisms with targeted examples. An overview of what will be covered will include:

Oro-facial clefting syndromes

Craniosynostosis (isolated and syndromic)

Developmental field defects (midline defects and disorders of branchial arches)
Disruptions and deformations

Selected syndromes with critical features

Each condition will be discussed in light of its key features, etiologic basis, associated recurrence risk, related
conditions, and key management issues.
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