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Primary Ciliary Dyskinesia: a Case Report and Literature Review
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ABSTRACT Objective: To report the clinical and pathological data of one case of primary ciliary dyskinesia (PCD), analyze and
summarize the clinical characteristics and key points for the diagnosis and treatment of PCD. Methods: History collection, physical exam-
ination, chest X-ray and CT, pulmonary function tests, bronchoscopy and bronchial mucosal biopsy, ultrastructural observation of elec-
tron microscopy, chromosome inspection were performed to diagnose one suspected PCD patient. The key points and announcements for
diagnosing PCD were more clearly via analyzing the process of diagnosis and treatment of patient and related literature. Results: Firstly,
The patient had cough and wheezing. Lung infection and viscera trans were detected by chest X-ray and CT. Secondly, lung function was
normal and bronchial provocation test was negative. Bronchial trans and bronchial inflammation was observed by bronchoscopy while
bronchial mucosal chronic inflammation change was found by bronchial mucosal biopsy. Moreover, we can see epithelial cells formed
fat, cilium polarity was disappeared, cilium was inside cells, but the arm structure of cilium power was no exception through the ultra-
structural observation of electron microscopy. Checking of Chromosome, 46, XX, 400-550 band stage, was suggested regularly. Ac-
cording to the detection results described above, the patient could be diagnosed with PCD. Conclusions: PCD, a rare and complicated
kind of disease, is easily misdiagnosed. The combined applications of clinical symptoms, chest radiographic, cilium ultrastructural obser-
vation of electron microscopy and genetic test were contributed to diagnosis and treatment of PCD. To avoid missing diagnosis, the de-
tection of ultrastructural pathology in airway tract is very necessary for the patients who suffered form recurrent infections combined with
situs inversus.
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Fig.1-4 Infection of the lower right lung and all trans of the heart, aorta, vena cava, lung and abdominal viscera.
Fig. 5 The changes of bronchial mucosal chronic inflammatory change.(HE)
Fig.6 The epithelial cell surface was observed by ultrastructural electron microscopy. Flattened epithelial cell (—),lacking of surface cilia and microvilli
scarce (—); The degeneration of ciliated epithelial cell(—). ( X 5 000).
Fig. 7 The ultrastructural observation of electron microscopy. Cytoplasm edema and cilia lodging disorders of epithelial cell (—),cilia was inside cells

(—).necrosis and edema in epithelial, inflammatory cells (—). ( X 5 000)
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