PCD: Clues to Diagnosis
▪

Chronic ear, nose and pulmonary
infec ons

▪

Neonatal respiratory distress of
unknown cause

▪

Situs inversus and other organ
anomalies (e.g. situs ambiguus,
heterotaxy syndromes, congenital
heart defects)

▪

Early onset bronchiectasis

▪

Hearing loss

▪

Presence of unusual pathogens
in respiratory cultures

▪

Subfer lity or infer lity with a
history of respiratory symptoms

▪

Where Can I Get More InformaƟon?
Diagnosis and treatment of PCD
requires special exper se. Here are some
online resources for addi onal
informa on:
The PCD FoundaƟon:
www.pcdfounda on.org

The PCD FoundaƟon

GeneƟc Disorders of Mucociliary
Clearance ConsorƟum (GDMCC)
www.rarediseasenetwork.org/gdmcc/

Facts About

Primary Ciliary
Dyskinesia
(PCD)
Kartagener Syndrome

Nega ve sweat chloride test and
immunodeficiency studies

‘Immotile Cilia Syndrome’
PCD Foundation
10137 Portland Avenue South
Minneapolis, Minnesota 55420
612-386-1261
www.pcdfoundation.org
info@pcdfoundation.org

What is PCD?

What Happens in PCD?

GeneƟc TesƟng for PCD

PCD stands for ‘primary ciliary dyskinesia.’
The term PCD is used to describe inherited
disorders of mo le (moving) cilia, including
including Kartagener syndrome and immo le
cilia syndrome.

PCD is an inherited defect of the structure or
func on of mo le cilia. The cilia in people with
PCD do not func on adequately (some mes not
at all). Respiratory diﬃcul es are present almost
from birth. Without func oning cilia,
mucociliary clearance ac vity is profoundly
impaired. Respiratory secre ons begin to
collect, thicken, and promote infec on. Without
aggressive treatment bronchiectasis may
develop—even at an early age. Delays in proper
diagnose and treatment may increase the risk of
developing end‐stage lung disease. Some
pa ents progress to lung transplant

PCD is a gene cally complex disorder and new
genes are iden fied at a rapid pace. There are
numerous op ons for PCD gene c tes ng from
both commercial and academic providers.
Check with your physician or the PCD Founda on
for more informa on.

The es mated incidence of inherited
ciliary disorders ranges from 1:12,500 to
1:25,000. This means that roughly 15‐20,000
Americans have PCD.

What are MoƟle Cilia and What Do
They Do?
Mo le cilia are microscopic hair‐like
structures that line many internal body
surfaces including the respiratory tract,
sinuses, eustachian tubes of the ear,
ventricles of the brain, and the reproduc ve
organs. Cilia are an essen al component of
the mucociliary clearance ac vity required to
sustain healthy respiratory ssue. The
bea ng ac vity of the cilia moves
debris‐laden mucus out of areas vulnerable
to infec on or inflamma on.
The mo on of specialized cilia that form
during embryonic development is important
in determining organ placement. Roughly
half of aﬀected individuals have laterality
defects including situs inversus, and situs
ambiguus.

Chronic runny nose, pansinusitus and recurrent
o s media are common upper respiratory
complica ons of PCD. The severity of these
symptoms can debilita ng and result in
significant quality of life deficits.

How is PCD Diagnosed?
There is no single test that can reliably diagnosis
all cases of PCD , so accurate diagnosis o en
requires mul ple tests in addi on to a careful
medical history. Diagnos c workup at centers
with PCD exper se and access to advanced
tes ng approaches like nasal nitric
oxide measurement and comprehensive gene c
tes ng oﬀer the best alterna ve for accurate
diagnosis. nasal nitric oxide are also aids in
diagnosis.

PCD Treatment
The main goal of treatment in PCD is to minimize
damage caused by chronic infec on and/or
inflamma on. Airway clearance therapy, includ‐
ing secre on removal and bronchodila on, and
aggressive use of an bio cs are the most com‐
mon forms of treatment. Other treatments are
aimed at reducing or elimina ng symptoms such
as sinus pain and gastrointes nal upset.
Because PCD is a chronic, progressive disorder,
aﬀected individuals are strongly encouraged to
be followed at a center with PCD or cys c fibrosis
exper se.

PCD Research
Working closely with our research partners, the
PCD Founda on is strongly commi ed to
accelera ng clinical research in PCD. Please
contact the PCD Founda on or visit our website
for informa on on current research
opportuni es.

