Opis choroby *
Definicja

Arare, genetic chromosomal instability syndrome presenting at birth with microcephaly,
dysmorphic facial features which become more noticeable with age, growth delay, recurring
sinopulmonary infections and extremely high frequency of malignancies.

Dane

Klasyfikacja Synonimy

Zespo6t wad wrodzonych AT V1
AT V1
Ataksja-telangiektazja, wariant 1
Berlin breakage syndrome
Matogtowie - Niedobo6r odpornosci -
lymphoreticuloma
NBS
Niedobdr odpornosci- matogtowie - niestabilnos¢
chromosomowa
Zespot Seemanova typu 2
Ataxia-telangiectasia, variant 1
Berlin breakage syndrome
Immunodeficiency-microcephaly-chromosomal
instability syndrome
Microcephaly-immunodeficiency-lymphoid
malignancy syndrome
NBS
Seemanova syndrome type 2
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