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PRESENTATION LETTER 

Dear Doctor, 

Rare Diseases (RD) represent an important medical and public health problem, as their rarity causes the 

‘invisibility’ of affected patients. Among RD, Rare Lung Disorders (RLD) represent the respiratory part of this 

topic. They are relevant as can cause disabling symptoms and may need early and specialized attention by 

physicians. The General Practitioners (GPs) and the Primary Care (PC) workers, being at the front-line of the 

health care system, are usually the first ones to whom patients with RLD will present their symptoms, and 

the ones in charge of many problems that can occur in the course of a RLD. Little or no information is 

currently provided to GPs and PC about RLD.  

The European Respiratory Society (ERS) launched a Task Force (TF) on this topic with the aim to develop 

guidelines for RLD that can be used as a practical tool in the general practice. 

As a first step we kindly ask you to take some minutes of your time to answer to a set questions about RLD 

in adult and paediatric patients. Your reply will be very useful to meet your needs and develop helpful and 

practical guidelines for daily practice of GPs to identify and manage patients affected by RLD. 

Yours Sincerely, 
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A. GENERAL ASSESSMENT OF RLD 

The role of GPs is very important in patients with rare diseases and particularly in patients with rare 

lung diseases (RLD). In this context we ask you the following questions aimed at better defining this 

role and in providing indications for all GPs with the aim to improve our care to patients with RLD. 

1) How large is your practice? (ONE CHOICE) 

a) <250 

b) 250-500 

c) 500-1000 

d) 1000-1500 

e) >1500 

 

2) What is the proportion of paediatric patients (0-17 years)in your practice (ONE CHOICE)? 

a) 0 

b) <5% 

c) 5-10% 

d) 10-15% 

e) 15-20% 

f) 20-50% 

g) 50-100% 

 

3) Have you ever had patients with RLD? (Yes/No) 

If Yes, please specify the diseases: __________________________________________ 

 

4) Are you aware of guidelines for RLD? (Yes/No) 

If Yes, please specify for which diseases: ______________________________________ 

 

5) How do you define a rare disease based on its prevalence in the general population? 

A rare disease is one occurring in  (ONE CHOICE) 

a) 1 : 10,000 to 5,000 

b) 1 : 5,000 to 2,000 

c) 1 : 2,000 to 1,000 

d) < 1 : 1,000 

e)  I don’t know 

 

6) In an adult patient, when do you suspect a RLD?  

Please grade of the relevance of each answer from 0 =not relevant/not applicable/false, to 1 = less 

relevant, 2 = mildly relevant, 3 = mostly relevant, 4 = extremely relevant. 

 Grading I don’t know 

Recurrent pneumothorax   

Family history of a RLD   

Unexplained dyspnoea without a typical pattern of a common 
respiratory disease 

  

Little or no smoking history   

Unexplained dyspnoea   

Involvement of other organs   

Family history of early onset respiratory disease   
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7) In a paediatric patient, when do you suspect a RLD? 

Please grade of the relevance of each answer from 0 =not relevant/not applicable/false, to 1 = less 

relevant, 2 = mildly relevant, 3 = mostly relevant, 4 = extremely relevant. 

 Grading I don’t know 

Family history of early onset respiratory disease   

Involvement of other organs   

Unexplained dyspnoea   

Recurrent respiratory infections   

Growth retardation   

Family history of a RLD   

Chest deformation   

Unexplained dyspnoea without a typical pattern of a common 
respiratory disease 

  

 

 

8) What is the main role of GPs in the management of patients with RLDs (ONE CHOICE)? 

a) Early referral 

b) Recognition of abnormal pattern of disease 

c) Careful family history taking 

d) Follow-up in collaboration with the specialist 

e) Coordination of home services 

f) I don’t know  
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B. ADULT DISEASE-SPECIFIC QUESTIONS 

Early recognition of RLD needs knowledge of some critical events that can attract the GP’s 

attention. Below there is a list of questions designed to better appreciate the awareness of the GPs 

in respect to some RLDs. If not specified the answers comprise both adult and pediatric patients. 

Please grade of the relevance of each answer from 0 =not relevant/not applicable/false, to 1 = less 

relevant, 2 = mildly relevant, 3 = mostly relevant, 4 = extremely relevant. 

In case of fertile woman: 

1. What are the main symptoms/signs/manifestations that could be suggestive of 

Lymphangioleiomyomatosis (LAM) ?  

 Grading I don’t know 

Erythema nodosum   

Chylothorax   

Haemoptysis   

Dyspnoea at exercise   

Wheezing   

Pneumothorax   

No physical sign is suggestive of LAM   

 

2. What type of pattern of lung function test would be suggestive of LAM? 

 Grading I don’t know 

Reduced diffusion capacity   

Bronchial hyperreactivity   

Obstructive pattern   

Combined obstructive and restrictive pattern   

Restrictive pattern   

Respiratory acidosis   

Air trapping   

 

 

3. What type of finding at imaging studies would be suggestive of LAM? 

 Grading I don’t know 

Interstitial lung disease   

Lung cysts   

No imaging finding is suggestive of LAM   

Pneumothorax   

Cerebrovascular abnormalities at brain CT   

Abdominal tumours   

Pleural effusion   

 

  

For all patients: 

1. What are the main symptoms/manifestations that could be suggestive of Pulmonary Arterial 

Hypertension (PAH)? 

 Grading I don’t know 

Syncope   

Tiredness   

Unexplained dyspnea on exertion in non smokers or young smokers   



5 
 

Chest pain   

Vision abnormalities   

Hemoptysis   

Palpitation   

 

2. What are the main findings that could be suggestive of PAH? 

 Grading I don’t know 

Jugular vein distension and hepatojugular reflex   

Oedema of lower extremities   

Cyanosis   

Hypoxemia   

Increased second heart sound   

Loose shoulders   

In a child: chest retractions   

  

3) What type of pattern of lung/respiratory function abnormalities would be suggestive of PAH? 

 Grading I don’t know 

Reduced performance at 6-min walking test   

Combined restrictive and obstructive pattern   

Sleep apnea/hypopnea   

Normal pattern   

Obstructive pattern only   

Restrictive pattern only   

Normal lung volumes and flows with reduced DLCO   

 

  

For all patients: 

1. What are the main symptoms/signs/manifestations that could be suggestive of alpha-1 antitrypsin 

deficiency (AAT-D)? 

 Grading I don’t know 

No symptoms and signs in some individuals   

 Liver cirrhosis   

Early (< 45 yrs) onset emphysema   

 Necrotizing pannicultis   

Osteomyelitis   

In newborns: persistent jaundice   

Recurrent respiratory infections in young (< 40 yrs) adults   
 

2. What type of pattern of lung/respiratory function test would be suggestive of AAT-D? 

 Grading I don’t know 

Reduced Oxygen saturation   

Airflow obstruction in in young (< 40 yrs) adults   

Reduced DLCO   
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Reduced walking distance at walking tests   

Hyperinflation   

Restrictive pattern   

Bronchial hyperreactivity   

 

3. What type of blood lab examination is suggestive of AAT-D? 

 Grading I don’t know 

Increased peripheral blood  alpha-1 antitrypsin   

 Reduced peripheral blood  alpha-1 antitrypsin    

 Increased gamma-globulins on serum protein electrophoresis   

Polycythemia   

Increased bilirubin   

Reduced alpha-1 globulins on serum protein electrophoresis   

Increased serum liver enzymes   

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



7 
 

 

C. PEDIATRIC DISEASE-SPECIFIC QUESTIONS 

Early recognition of RLD needs knowledge of some critical events that can attract the GP’s 

attention. Below there is a list of questions designed to better appreciate the awareness of the GPs 

in respect to some RLDs. Answers of Section C comprise only pediatric patients. Please grade of the 

relevance of each answer from 0 =not relevant/not applicable/false, to 1 = less relevant, 2 = mildly 

relevant, 3 = mostly relevant, 4 = extremely relevant. 

With a pre-school child: 

1. What are the main symptoms/signs/manifestations that could be suggestive of primary ciliary 

dyskinesia (PCD)?  

 Grading I don’t know 

A history of neonatal respiratory distress 3  

Chronic (upper) respiratory infections 2  

Recurrent middle ear infection 3  

Situs viscerum inversus 4  

Persistent nasal discharge 3  

Wheezing 2  

Chronic cough.  4  

  
2. Which findings of imaging suggest PCD? 

 Grading I don’t know 

hydrocephalus on brain CT 3  

increased bronchial markings on chest X-ray 2  

Biliary stones 1  

opacification of paranasal sinuses 2  

Diffuse bronchiectasis 4  

hyperinflation 3  

recurrent atelectasis 4  

  
3. Which investigations should be undertaken to diagnose PCD? 

 Grading I don’t know 

Epithelium cell culture 3  

 Genetic analysis 3  

Arterial blood gas analysis 2  

Saccharin test 1  

Electron microscopy examination of respiratory mucosa 4  

Nasal nitric oxide measurement 3  

Examination of the cilia function  4  

  

4. Which symptoms and signs would suggest cystic fibrosis (CF) in a young child?  

 Grading I don’t know 

insufficient growth 3  

steatorrhoea 4  

Sweat that tastes salty 3  

recurrent wheezing 2  

 recurrent productive cough 3  

Previous mechonium ileus obstruction 4  
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chronic respiratory infections 3  

Electron microscopy examination of respiratory mucosa  x 

Chest retractions 1  

  

5. Which findings of imaging suggest CF? 

 Grading I don’t know 

peribronchial thickening 2  

mosaic perfusion in expiration on chest Computed Tomography 2  

Bilateral pleural effusion 1  

bronchiectasis 4  

 atelectasis 3  

hyperinflation 3  

Chest retractions 1  

 

6. Which investigations should be undertaken to diagnose CF? 

 Grading I don’t know 

Sweat test  4  

SPT to Aspergillus 
 

1  

feaces elastase and chymotrypsin 3  

malabsorption screening 1  

electrophysiology of nasal and rectal mucosa 1  

Sputum culture 2  

Genetic analyisis 3  

Glucose tolerance test 2  

  

 

7. After diagnosis of CF in a child. What treatment options would you put weight on in the follow-up 

of the child? 

 Grading I don’t know 

Control pulmonary infections 4  

physiotherapy 4  

Nebulized hypertonic saline 3  

Counseling support to child and parents 4  

Nebulized DNAse 2  

Enzyme supplements 4  

Support nutrition 4  

  

Relevant to all children: 
An example of a secondary lung disorder: 

8. What are the main symptoms/manifestations that could be suggestive of lung disease in a child 

with immunodeficiency?  

 Grading I don’t know 

Weight loss 3  

Recurrent productive cough 4  

Chronic respiratory infections 4  
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Fever 4  

Hyperhidrosis 2  

Unusual bacteria isolation at sputum culture 
 

3  

   

9. What are the main physical signs and findings that could be suggestive of lung disease due to 

immunodeficiency?  

 Grading I don’t know 

Tachypnea 3  

Digital clubbing 3  

Ronchi 2  

Productive huff 2  

Insufficient growth 3  

Chest retractions 1  

Normal physical examination 3  

 
 

 


