Neuropatia narzadowa - anomalie mozgu -
dysmorfia twarzy - opoznienie rozwoju
Kod Orpha: 73246 Kod OMIM:

Opis choroby *

Definicja

A rare genetic multiple congenital anomalies/dysmorphic syndrome characterized by
developmental delay, neuropathic visceral dysmotility (resulting in neurogenic megacystis
and sometimes chronic intestinal pseudo-obstruction syndrome), intracerebral calcifications,
and dysmorphic facial features (including broad forehead, downslanted palpebral fissures,
strabismus, protruding and low-set ears, and retrognathia). Microcephaly and renal
abnormalities have also been reported.
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Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.



http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=73246
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