


Etiology

CF is carried as an autosomal recessive trait.

The responsible gene has been localized on the long arm of
chromosome 7. It encodes a membrane- associated protein
called the cystic fibrosis transmembrane conductance regulator
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Epidemiology

If both parents are heterozygote , there is 25%
possibility of their children are homozygote and
develop cystic fibrosis.

White population > Black and Asian population.
incidence is 1/2500. male to femaleis 1:1 2

Females with cystic fibrosis have greater
deterioration of pulmonary function with increasing
Age and younger mean age at death due to increase







Signs and symptoms

1. Gastrointestinal tract

Meconium ileus

Abdominal distention

Intestinal obstruction

Increased frequency of stools

Failure to thrive (despite adequate appetite)

Flatulence or foul-smelling flatus, steatorrhea
= Recurrent abdominal pain
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. Respiratory system

Cough

Recurrent wheezing
Recurrent pneumonia
Atypical asthma
Dyspnea on exertion
Chest pain




Physical examination

Findings related to the pulmonary system may include the following:

* Tachypnea

* Respiratory distress with retractions
 * Wheeze or cracklﬁs -
Ifl ~* Cough (dry or productive of mucoid or purulent sputum) e 2

. Increased anteroposterior diameter of chest
* C bblng
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Findings related to the Gl tract i,

de the following:
* Abdominal distention

Hepatosplenomegaly (fa
Rectal prolapse

Dry skin (vltaminbA deficiency)
Cheilosis (vitamin B complex deficiency)

tty liver and portal hypertension)




Diagnosis
The diagnosis of cystic fibrosis (CF) is based on

* Typical pulmonary and Gl tract manifestations
«* Family history
| * Universal newborn screening
| * Prenatal screening test
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Complete right lung
atelectasis with extreme

bronchiectasis. Marked
hyperinflation of the |eft J
lung is noted.  2°
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High-resolution CT Image shows bronchial wall thickening (tram

lines), predominantly in the upper lobes,




String-of-pearls sign in the
left lower lobe in a patient
with cystic fibrosis. The soft
tissue surrounding each
"pearl" indicates fo&s|
atelectatic, fibrotic lung.
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Progression to
perforation, with overt
free air under the .
diaphragm and a
double air-contrast of
bowel.
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Sputum microbiology

The most common bacterial pathogens in the sputum of patients
with cystic fibrosis are as follows:

*» Haemophilus influenzae
* Staphylococcus aureus

¢« * Pseudomonas aeruginosa
* Burkholderia cepacia
* Escherichia coli

Klebsiella pneumoniae







Management

The primary goals of CF treatment include the following:

« Maintaining lung function as near to normal as possible by
controlling respiratory infection and clearing airways of mucus

® . Administering nutritional therapy (ie, enzyme supplements,
multivitamin and mineral supplements) to maintain adequate
growth

Managing complications




Mild acute pulmonary exacerbations of cystic fibrosis can be

treated successfully at home with the following measures:
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Increasing the frequency of airway clearance

Inhaled bronchodilator treatment (especially if bronchial

hyperresponsiveness is present or as part of airway clearance
[inhaled bronchodilator followed by chest physical therapy

and postural drainage)

Chest physical therapy and postural drainage
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- Airway clearance ¢

* Postural drainage, percussion, vibration, and assisted coughing are
recommended at the time of diagnosis and should be done on a
regular basis

Aerosolized form : gentammm, aztreonam, colistin, and
preservative-free high-aose tobramycin especially formulated for
inhalation.

First-generation to third-generation cephalosporins gives incressing
gram-negative coverage and less gram-positive coverage, effective
against Staphylococcl and Haemophilus influenza

Fluoroquinolones are effective against most gram-positive and
mn'l-n&sative organisms, effective against P aerullmn.







“Surgical therapy may be requirc he treatment of the
following respiratory complications:
Pneumothorax
Massive recurrent or persistent hemoptysis
Nasal polyps
Persistent and chronic sinusitis

. Ol tract complications requiring surgical therapy are as follows:
* Meconium ileus .

* Intussusception
. ﬁgstrostomy tube placement for supplemental feeding




