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Abstract Objective: To explore the clinical characteristics.genetic mutations and protein expression of a pa-
tient with Wiskott-Aldrich syndrome (WAS). Method: The clinical features of a boy suffering from WAS were ana-
lyzed. DNA samples were obtained from the peripheral blood of patient. All the exons and intron-exon boundaries
of the WASP gene were analyzed by the polymerase chain reaction(PCR) and sequencing; WASP expression was
detected by Flow cytometry(FCW). Result: The case had a classical WAS phenotype and positive antibody to nucle-
ar antigen (ANA) ;his clinical score was 3; Sequencing revealed a splice site mutation in exon8 of WASP gene,
c. 777+1G>A,and this mutation led to premature translational termination at amino acid position 246 ; FCW anal-
ysis revealed that WASP was negative. Conclusion: The boy with classical WAS phenotype and positive ANA re-

sults from the rare splice site mutation of WASP gene.

« 215 -

Key words wiskott-aldrich syndrome;gene; mutation; DNA sequence

Wiskott-Aldrich Z& & fiE (WAS) J& — Fl 55 L i)
X B Bt AL MRS . B I R R 0 IR S L i
N P B 2 SR T 1 B R g M e B itk
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UL — A G oM L W X Y fR R
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