
Opis choroby *

Denicja

A rare X-linked syndromic intellectual disability characterized by intellectual impairment of
variable severity, progressive lower limb spasticity, and diuse palmoplantar hyperkeratosis.
Additional manifestations include pes cavus, extensor plantar responses, hand tremor, and mild
dysmorphic facial features.

Dane

Klasykacja
Zespół wad wrodzonych

Synonimy
Fitzsimmons-McLachlan-Gilbert syndrome
Zespół Fitzsimmonsa, McLachlan i Gilberta

Kod ORPHA
2824

Kod OMIM
309560

Kod ICD10
G82.1

Kod ICD11
-

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=2824

