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Definicja

A rare genetic multiple congenital anomalies/dysmorphic syndrome characterized by epiphyseal
and vertebral dysplasia and abnormalities of the external ears (severe microtia or anotia) and the
nose (hypoplastic nose with bifid tip, triangular nares, or anteverted nares). Additional variable
findings include short stature, localized aplasia cutis, hypodontia, synophrys, agenesis of the
corpus callosum, and cardiac, gastrointestinal, and/or urogenital malformations, among others.
Psychomotor development may be delayed.

Dane

Klasyfikacja Synonimy

Zespo6t wad wrodzonych Epiphysial-vertebral-ear dysplasia-nose-plus
associated findings syndrome
Zespot dysplazji nasadowo-kregostupowo-
usznej, ptaskiego nosa plus/oraz towarzyszacych
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http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=496751

