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Abstract 
Primary ciliary dyskinesia, also known as immotile-ciliary syndrome causes impaired 
mucociliary clearance most notably in the upper and lower airways. We describe a 
middle aged man with a history of primary ciliary dyskinesia who presented to the 
hospital following a witnessed seizure at home. 

A 53-year-old male presented to the emergency de-
partment (ED) following a witnessed seizure at home. 
His medical history included primary ciliary dyskinesia, 
pulmonary mycobacterial avium complex infection, un-
healthy alcohol use, seizure disorder, and atrial fibrilla-
tion. He had quit smoking following a 40-pack year his-
tory. While in the ED he developed non-bloody, 
non-bilious vomiting, and was admitted for further man-
agement. On examination, his vital signs were normal. 
Neither cognitive impairment nor focal neurological 
deficits were noted. Complete blood count and compre-
hensive metabolic panel were unremarkable. Non-con-
trasted computed tomography (CT) of the patient’s head 
noted sinus mucosal disease involving the bilateral eth-
moid air cells and maxillary sinuses, along with bilateral 
mastoid effusions (Figure 1). Chest radiography showed 
dextrocardia and bibasilar opacities without focal consol-
idation. Contrasted CT scanning of abdomen and pelvis 
showed bibasilar bronchiectasis, diffuse centrilobular 
opacities within the lung bases (Figure 2) and situs am-
biguous (with reversed positioning of the abdominal 
aorta and inferior vena cava) (Figure 3). The patient’s 
seizure was suspected to be related to alcohol use lowering 
seizure threshold. Nausea and vomiting resolved with 
supportive care and was attributed to alcohol induced 
gastritis. The patient was ultimately discharged home fol-
lowing supportive care. 

Primary ciliary dyskinesia (PCD), also known as im-
motile-ciliary syndrome, is a genetically and clinically het-
erogenous disorder which follows an autosomal recessive 
transmission pattern.1 Ciliary structure and/or function 
are affected, leading to impaired mucociliary clearance 
most notably in the upper (Figure 1) and lower airways 
(Figure 2). Resultant clinical manifestations in a cohort 
of subjects with confirmed PCD included chronic rhini-
tis/sinusitis (100%), recurrent otitis media (95%), neona-

Figure 1. Bilateral ethmoid and maxillary sinus mucosal disease 

tal respiratory symptoms (73%), and situs inversus 
(55%).2 There is no single “gold standard test” for PCD. 
Confirmatory tests include visualization of cilia by video 
or electron microscopy, and genetic testing for common 
mutations.3 Late diagnosis may be associated with de-
cline in lung function and colonization with 
Pseudomonas aeruginosa.4 Prognosis in patients with 
PCD likely relates to the specific genetic abnormality/
structural defect underlying the condition.5 

Patients with PCD are best managed at multi-spe-
cialty centers. However, internists play an important role 
in identifying patients for testing, early diagnosis, and ap-
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Figure 2. Right lower lobe bronchiectasis 

Figure 3. Situs ambiguous 

propriate referrals. Smoking cessation is even more im-
perative in those with PCD so as to avoid acceleration 
of lung disease. Internists are also critical in the steward-
ship of appropriate antimicrobial use in PCD. Diagnosis 
of sinusitis and pneumonia rely on identifying a compati-
ble clinical syndrome in addition to radiographic findings 
to appropriately initiate antimicrobial treatment. Upper 
and lower respiratory tract anatomical changes are hall-
marks of PCD and are likely to be seen chronically -and 
thus the history and physical exam become critical. When 
patients with PCD develop lower respiratory tract infec-
tions early and prolonged antimicrobial therapy may be 
indicated.6 PCD is a rare and interesting diagnosis, and 
when diagnosed early and treated appropriately, patient 
outcomes may be improved. 
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