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=Abstract=

X-linked Agammaglobulinemia Associated with Bronchiectasis :
A Case Report

Chang-Min Yu, M.D., Won-Jung Koh, M.D., Kyung Chan Kim, M.D.
Byoung-Hoon Lee, M.D., Jung Hye Hwang, M.D., Eun Hae Kang, M.D.
Gee Young Suh, M.D., Man Pyo Chung, M.D., Hojoong Kim, M.D.
O Jung Kwon, M.D., Chang-Seok Ki, M.D.*, Jong-Won Kim, M.D.*

Division of Pulmonary and Critical Care Medicine, Department of Medicine, Laboratory Medicinex,
Samsung Medical Center, Sungkyunkwan University School of Medicine, Seoul, Korea

Bronchiectasis is defined as an abnormal, irreversible dilatation of the bronchi, which may result from a
number of possible causes, and the recognition of these causes may lead to a specific management
strategy. Immunodeficiency is known as one of the conditions associated with bronchiectasis. X-linked
agammaglobulinemia is a rare inheritable immunodeficiency disorder, caused by a differentiation block,
leading almost to the complete absence of B lymphocytes and plasma cells. The affected protein is a
cytoplasmic protein tyrosine kinase, Bruton's tyrosine kinase. The early detection and treatment with
immunoglobulin replacement are most important for the management of recurrent infections and for
reducing severe complications. We report a 20-year-old male patient, with X-linked agammaglobulinemia
associated with bilateral bronchiectasis, carrying a missense mutation(R520P) in the BTK gene.
(Tuberculosis and Respiratory Diseases 2003, 54:628-634)
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Fig. 1. A.. Chest radiograph show bilateral reticulonodular infiltrations in both middle lung zones. B.
C. Chest CT scans show diffuse bronchiectasis with centrilobular nodules in the right upper
lobe and multifocal peribronchial consolidation and nodules in the remainder of the lungs.
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Table 1. Diagnostic criteria for X-linked agammaglobulinemia'®

Definitive

Male patient with less than 2% CD19+ B cells and at least one of the following:

1. Mutation in Btk.

2. Absent Btk mRNA on Northern blot analysis of neutrophils or monocytes.
3. Absent Btk protein in monocytes or platelets.
4. Maternal cousins, uncles or nephews with less than 2% CD19+ B cells.

Probable

Male patient with less than 2% CD19+ B cells in whom all of the following are positive:
1. Onset of recurrent bacterial infections in the first 5 years of life.

2. Serum IgG, IgM and IgA more than 2 SD below the normal for age.

3. Absent of ischemagglutinins and/or poor response to vaccines.

4. Other causes of hypogammaglobulinemia have been excluded.

Possible

Male patient with less than 2% CD19+ B cells in whom other causes of hypogamr-
maglobulinemia have been excluded and at least one of the following is positive:

1. Onset of recurrent bacterial infections in the first 5 years of life.

2. Serum IgG, IgM and IgA more than 2 SD below the normal for age.

3. Absent isohemagglutinins.

Definition of abbreviations: Btk=Bruton’s tyrosine kinase

Xq21.3-q22 ¥-$1°l X3, BTK
dWolE dod)= 914 :
oF 37 kb¥l BTK 32& F43H= 19719 exon
9l %= intron regiondll ©]E27]7}A] thFdk x] o
A dedde], Az A, A AL 2 A
of o8k ofjniqt W3t 5 thde FHAt Wt
BauFdoh dAZA] AAAH R 500 A7 o]
o] 53 fHAk Wol7t Raxe] gloem BTK
dioJefo] e 1 AE7F A%l dchhttp//
bioinf.uta.fi/BTKbase). ¥ Z#l4+= BTK 3
Aol 16¥ exondl A 155994 A7]M Lol
guanine®l Al cytosineC. & X 8H(c.1559G>C)H o]
520 A o} :=4ko] arginine®| A proline. 2 W}
Al e FEAMol(missense mutation; R520P)
& I1EATE BTK dojeiHo] 2~ gl 23} 520

WA o} :=Ato] arginined A glutamine. 2 |3k
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g ok glov B FeellA] tE R520P EwWol
= o BaH Aol gl AEE EdWe|rt
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