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Opis choroby *

Definicja

A rare multiple congenital anomalies/dysmorphic syndrome characterized by short stature
and particularly pronounced shortening of the third to fifth metacarpals and metatarsals,
congenital anodontia, sparse hair, dyspigmentation of the skin, hypoplastic nipples and
underdeveloped external genitals in females, and multiple ocular abnormalities (such as
distichiasis, strabismus, nystagmus, lenticular opacities, and severe myopia, among others).
Dysmorphic craniofacial features include brachycephaly, downslanting palpebral fissures,
broad nasal root, low-set ears, and small maxilla and prominent mandible. There have been
no further descriptions in the literature since 1968.
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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=2713

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



