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Abstract

Objective: To analyze three cases of pulmonary surfactant protein C gene (SFTPC) mutations asso-
ciated with infantile interstitial lung disease (ILD). Methods: Summarize the clinical feature in our
hospital recent 2 years and related literatures were reviewed. Results: 1) Case 1 was 35 weeks
premature baby, who developed the disease at the age of 3 months, presenting with chronic hy-
poxia and clubbed fingers. Case 2 and 3 were 31 weeks premature twins: sister had recurrent
lower respiratory tract infection and growth retardation; brother had no symptoms, but cough
and shortness of breath are easy to occur after respiratory tract infection. Chest computed tomo-
graphy (CT) showed interstitial lung disease. Genes showed they all had SFTPC heterozygous mis-
sense mutation, ¢.218T>C (p.I73T) in case 1, c¢.115G>T (p.V39L) in twins. Case 1 injected bovine
lung surfactant with the bronchoscope, case 2 had oral corticosteroids, case 3 had no treatment. 2)
There are 5 cases with detailed clinical data, altogether with 3 cases in this study showing that: the
onset of the disease usually occurred within 1 year of age, presenting as cough, shortness of breath
and recurrent respiratory tract infection. Chest CT showed interstitial changes. Genetic testing can
help with early diagnosis, and hormone and immunosuppressive therapy may be effective. Con-
clusion: SFTPC mutation is closely related to some infantile ILD, so the role of gene testing in in-
fantile ILD should be emphasized.
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Table 1. Three cases of children with genetic testing
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Figure 1. Three cases of children with chest CT
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Table 2. Clinical data of infantile ILD caused by SP-C gene mutation
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