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Abstract: Objective

To summarize the clinical and immunological characteristics and gene mutation characteristics of chil-
dren with X-linked agagoglobulemia (XILA) ,so as to improve the understanding of the disease. Methods Carried on the ret-
rospective analysis for the clinical and laboratory data of 5 boys who were highly suspected of XILA,and did the BTK gene
sequencing for children and their parents with the two generation sequencing generation verification techniques. Results 5
cases were all males and Han nationality, with main clinical manifestations of recurrent lower respiratory tract infection,ac-
companying 2 cases with rhinitis and sinusitis, 1 cases of arthritis, 1 case of thrombocytopenic purpura. Physical examination
revealed a superficial lymph node and tonsil deletion,and serum immunoglobulin and peripheral blood B cells significantly de-
creased; BTK gene hemizygous mutations were proved by the gene detection in 5 these cases,and they were all from the
mother, which were c. 1349+5G>T,c. 1154delC, p. (Pro386fs) ,c. 1632-1G>T.c. 110T>G and c. 1751C>> A respectively.
Conclusion Male patients,the important feature of XILA could be summarized as recurrent respiratory tract infection, tonsil
and absence of peripheral lymph nodes, significant decrease or absence of serum immunoglobulin and B cells in peripheral
blood. BTK gene mutation is the basis of diagnosis; BTK gene c. 1632-1G>T and c. 1751C> A mutations were reported for
the first time.
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