Zespot agenezji trzustki i holoprozencefalii
Kod Orpha: 556955 Kod OMIM: 618500

Opis choroby *

Definicja

Arare genetic multiple congenital anomalies/dysmorphic syndrome characterized by the
association of pancreatic agenesis and lobar/semilobar holoprosencephaly. Insulin-
dependent diabetes mellitus and pancreatic exocrine deficiency manifest early after birth.
Additional reported manifestations include intrauterine growth retardation, muscle
weakness, seizures, mild intellectual disability and dysmorphic craniofacial features, and
agenesis of the gallbladder.
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Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.

Orphanet - interntowa baza danych dotyczacych rzadkich choréb i sierochych lekéw. ©INSERM 1999 -
Dostepna na stronie www.orphanet.pl


http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=556955

