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Case Report
V.F.G. is a Brazilian 14 year-old-boy who presented recurrent infections and skin lesions since his first month of life. His parents are not related. He was the first child, normal pregnancy and delivery. A maternal uncle (II.3) had histiocytosis and died of leukemia. He received BCG vaccine; which took about 5 months to heal.

Since he was 8 months-old he was assisted at Division of Dermatology due to persistent skin disorders, described as: bright violet flattened papular lesions with 2 mm diameter, predominant in thorax and arms; some vesicular lesions with white content in the frontal region of the scalp; mild erythematous areas and desquamation on the scalp; erythema and fissure in the retro auricular folds. Skin biopsy performed in 1990 suggested the diagnostic of Letterer-Siwe disease (focal and intense inflammatory infiltrate invading dermis and epidermis, including neutrophils, mononuclear cells, erythrocytes, eosinophils, and some atypical cells with pink cytoplasm). He received the diagnosis of histiocytosis and was submitted to different chemotherapy protocols, with no successful response.

He was referred to our clinic at age 12 years due to recurrent infections. The history included recurrent skin infections, 15 pneumonias, chronic otitis, two sinusitis, recurrent lymphadenitis, and 8 episodes of liver abscesses (Staphylococcus aureus was detected 3 times). The physical exam revealed dyspnea, reduced right lung ventilation, and neck lymph nodes enlargement. His weight and stature were respectively 24.5 kg and 137cm. 

The thorax CT scan showed a chronic lung disease pattern. The lung biopsy revealed granulomas described as small nodular inflammatory lesions containing grouped mononuclear phagocytes, some giant Langerhans like cells (epithelioid cells), central necrosis, and in some areas, groups of neutrophils and rare eosinophils. The pleura was thickened and coated by fibrin. Some cells were S-100 protein positive.

Blood counts, lymphocyte immunophenotyping, dosage of C3 and C4, chemotaxis and immunoglobulin levels were normal; HIV serology was negative.

Although he received the diagnosis of histiocytosis resistant to chemotherapy, we considered the possibility of a concurrent primary immunodeficiency because of the clinical history of recurrent infections in the body natural barriers. In particular, the history of recurrent liver abscesses, lymphadenitis, chronic lung disease and skin lesions, made us hypothesize the diagnosis of chronic granulomatous disease (CGD), which was confirmed by the NBT test and the identification of a c.1164 – 2 A>G substitution in intron 9 of gp91-phox gene, confirming the phenotype of X-linked CGD.
