Appendix B Syndromes and Combining Terms

Syndromes
Caudal dysplasia Severe reduction of caudal structures, including reduction of or absence of hindlimbs, tail, and/or sacral area.
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Cebocephaly Two orbital cavities and two eyes present, the region between being narrowed. Expected skeletal alterations may include fused frontonasal
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and/or maxillary bones and incisor.
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Celosomy
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A developmental defect characterized by incomplete closure of the anterior body wall, resulting in herniation, to variable degrees, of thoracic
and/or abdominal viscera. The sternum, sternal ends of ribs, and muscular body wall are usually defective or poorly developed.
The simplest and most logical classification of celosomies are defined:

« Anterior (or superior) celosomy: The opening is above the umbilicus, which is normal. Gastroschisis, sternoschisis, thoracoschisis and
thoracogastroschisis all belong to this category.

+ Median celosomy: the parietal dehiscence involves the umbilicus. Omphalocele belongs to this category.

+ Posterior (or inferior) celosomy: the dehiscence is below the umbilicus which is not affected. An extrophy of the bladder is always present.

« Laparoschisis: the parietal orifice is always lateral and paraumbilical. The origin of the umbilical cord is normal.
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Cheilognathopalatoschisis
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Cleft lip, jaw, and palate; also called Cheilognathouranoschisis.
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Cheilognathoschisis

Cleft lip and jaw.
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Craniorachischisis Failure of the neural tube to close in regions of both the brain and spinal cord.
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Ethmocephaly Some degree of cyclopia in which the eyes may be closely set and the snout is small.
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Otocephaly Absence or extreme underdevelopment of the lower jaw, producing closeness of the ears below the face.
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Rhinocephaly Proboscis-like nose above partially or completely fused eyes.
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Sirenomelia
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Any of several degrees of side-to-side fusion of lower extremities and concomitant midline reduction of the pelvis. Soft tissues and long
bones, lower paw (feet), and viscera of the pelvis tend to be reduced or absent; anus and external genitalia are often absent. Also called
symmelia.
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Tetralogy of Fallot
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Defect of the heart which includes all of the following: pulmonary stenosis, interventricular septal defect, dextraposed aorta overriding the
ventricular septum, and thickened right ventricular wall.
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Combining Terms

Acrania
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Absence of the calvarium and variable other bones comprising the braincase.
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Craniofenestria
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Multiple unossified area(s) of the cranium.
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Craniosynostosis
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Premature closure of cranial sutures with fusion of bone, resulting in small maldeveloped skull; used to describe multiple skull bone fusions.
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Cranium-incomplete
ossification
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Used only when the majority of cranial structures are affected.
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Multiple external
abnormalities including ~
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Used only in extreme cases where detailed description would be unnecessarily complex. Major features (e.g. acephaly, thoracogastroschisis,
spina bifida, amelia) should be specified.
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Multiple craniofacial skeletal
abnormalities including~
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Used only when craniofacial structures are markedly abnormal and individual description would be unnecessarily complex. Major features
(e.g. absent, fused, severely malpositioned or misshapen bones) should be specified.
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Multiple rib abnormalities
including~
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Used only when many ribs are abnormal and numbering system breaks down. Major rib observations (e.g. absent, fused, misshapen) and if
localized, region(s) of ribcage affected (e.g. upper, lower) should be specified.
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Multiple vertebral
abnormalities including~
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Used only when many vertebrae are abnormal and numbering system breaks down. Major features (e.g. region(s) of vertebral column with
absent, supernumerary, disorganized and malformed structures) should be specified.
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Orbita
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Used when specification of individual structures would be unnecessarily complex.
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Observation: Absent, Incomplete ossification, Large, Malpositioned, Misshapen, Small, Unossified
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Skull-incomplete ossification
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Used only when the majority of skull structures are affected.
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