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Euan

• Born September 1995 

• Weighing 8 ½ lbs

• Normal pregnancy, induced at 42 ½ 

weeks

• Retained placenta

• Renal scan 

• Sent home at 3 days old  with a  

‘normal baby’



Euan Early Years

• New born with runny nose and a cough

• The Health Visitor referred us  to the GP 

as he was constantly getting  coughs 

and he  ‘rattled’

• Regular bouts of bronchiolitis

• Gaining weight and hitting all 

development targets

• At 18 months referred to an ENT 

Surgeon to investigate a floppy larynx



Gregor

• Born September 1997

• Weighing 7 ½ lbs

• Normal pregnancy, induced at 42 

weeks

• Sent home at 12 hours old as 2nd

baby

• Returned to SCBU at 24 hours 

with bacterial pneumonia



Gregor Early Years

• Continued to cough and wheeze

• Looked like a ‘normal’ healthy baby

• Didn’t hit development targets – walked 

at 18 months and talked at    2 ½ years 

old

• Upon investigation and after a number 

of speech therapy sessions it was 

discovered he had intermittent hearing 

problems and glue ear

• He regularly had chest infections too –

with high temperatures and vomiting 

mucus.  



Ongoing Problems

We just assumed that was 

what our children were like…..  



Starting School

• Euan started school in September 

2000

• First few terms were disrupted by high 

fevers and vomiting

• Had a lot of time off

• Confidence was lacking and the 

teachers were becoming concerned 

that it was an ‘emotional’ issue 



Diagnosis Stage 1

• First port of call was the GP

• Asthma diagnosed again 

• New inhalers prescribed and told 

to return if no improvement in 4 

weeks

• After 4 weeks no improvement

• Sent for a chest x-ray

• Urgent referral to local 

paediatrician



Diagnosis Stage 2

• X-ray showed bronchiectasis

• Clubbing of the fingers

• Flared rib cage

• Diagnosed chronic lung disease

• 3 possibilities – CF, Auto Immune 

Deficiency or PCD

• Family history taken and it then 

became apparent that both 

children had the same condition

• Big shock to us all



Diagnosis Stage 3

• CF and Auto Immune Deficiency 

quickly ruled out

• Treatment commenced immediately 

– 3 week in patient stay at local 

hospital and learnt to do 

physiotherapy

• Nasal brushings taken at the Royal 

Brompton Hospital 

• Confirmed diagnosis approximately 2 

months later



• Primary Ciliary Dyskinesia (PCD) 
is a rare genetic disease 

• Recessively inherited 

• Defects of ciliary ultrastructure 

• Impaired mucociliary transport

• Spectrum of disease severity 
affecting lungs, ears, sinuses and 
reproductive organs

• Range of associated defects

• Not easy to diagnose

What is PCD?



Normal Cilia

Abnormal Cilia



Life after diagnosis

• Medication - oral antibiotics, inhalers, 

nebulisers

• Learning how to do physiotherapy and 

getting into our daily routine

• Long hospital stays for iv antibiotics and 

occasional bronchoscopies

• Home IV antibiotic treatments

• Lots of hospital appointments for clinic 

appointments, hearing assessments and 

physiotherapy

• Had to have portacaths fitted due to 

collapsed veins



Other Issues

• Missing lots of school and playing 

catch up

• Being different to your peers

• Keen sportsmen and losing places in 

teams because of absenteeism

• Missing big occasions due to illness

• Teenage ‘I know best’ attitude

• Potential fertility issues



Support

• Royal Brompton Hospital team 

• Local shared care hospital -

Milton Keynes General

• Specialist Respiratory Nurses

• Specialist Physiotherapists

• PCD Family Support Group

• Family and Friends

• Offer of genetic counselling



How can genetics help?



From Birth

Issues How genetic research 
could help?

• PICU
• Lots of medication 

with side affects
• Unnecessary tests
• Bronchiectasis
• Flared rib cage
• Harrison’s Sulci
• Clubbing
• Hearing issues
• Difficult to diagnose –

complex and 
expensive tests

• PGD

• Diagnosis at birth or 
pre-natal screening

• Simple easy to do 
diagnostic tests that 
are less invasive,
quicker and cheaper 
for NHS



After Diagnosis

Issues How genetic research 
could help?

• Treatment burden
• Lots of medication 

and side effects
• Concerns re antibiotic 

resistance
• Frequent 

exacerbations
• Multiple hospital 

admissions
• Collapsed veins
• Missing school
• Affect on family life
• No understanding of 

disease progression

• Better understanding 
of genotype and 
phenotypes of the 
disease to help to 
tailor treatment

• Easier ways to 
identify pathogens to 
treat early and more 
effectively



Can we cure PCD?

Our wish list How genetic research can 
help with this?

• Can we fix the faulty cilia at diagnosis or pre-
birth?

• Can we stop parents from passing on these 
faulty genes to their children?

• Can we slow down the progression of lung 
disease?

• Can we regrow healthy lung tissue in 
bronchiectacic lungs?

• Can we reverse problems with hearing?
• Can we resolve issues with sinusitis?
• Can we resolve fertility issues?

• Gene therapy

• Gene replacement



Future is looking 

good…



Any Questions?


