
Wariant ataksja-telangiektazja
Kod Orpha: 370109 Kod OMIM:

Opis choroby *

Denicja
A rare, genetic, persistent combined dystonia characterized by clinical signs similar to ataxia-
telangiectasia but with a later (usually adulthood) onset and slower progression. Patients
typically present extrapyramidal signs, such as resting tremor, choreathetosis, and dystonia,
as the initial symptoms and later often develop mild cerebellar ataxia (with gait usually
preserved). Telangiectasia and immunodeciency may be absent but secondary features of
ataxia-telangiectasia, such as risk of malignancy, dysarthria and peripheral neuropathy, are
frequently present.
Dane

Klasykacja
Choroba

Synonimy
v-AT
v-AT

Kod ORPHA
370109

Kod OMIM
-

Kod ICD10
G11.3

Kod ICD11
-

*Źródło

Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.
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