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Introduction: Cystic Fibrosis

Cystic fibrosis (CF) is a genetic disorder that primarily affects the lungs,
pancreas, and other organs, causing the production of thick, sticky mucus
that can obstruct airways and digestive pathways. This inherited
condition results from mutations in the CFTR gene, which disrupts the
transport of salt and water in and out of cells. People with CF often
experience chronic respiratory infections, difficulty breathing,
malabsorption of nutrients, and poor growth. Early diagnosis through
newborn screening and genetic testing allows timely intervention. While
there is no cure, advances in medications, respiratory therapies, and
nutritional support have significantly improved life expectancy and quality
of life for individuals living with cystic fibrosis.

« Cystic fibrosis (CF) is a genetic disorder affecting the lungs, pancreas,
and other organs.

o Caused by mutations in the CFTR gene, leading to thick, sticky mucus
production.

o Common symptoms include chronic respiratory infections, difficulty
breathing, and digestive issues.

o CF can result in malnutrition and poor growth due to nutrient
malabsorption.

« Early diagnosis through newborn screening and genetic testing is crucial.

o Management includes medications, respiratory therapies, and nutritional
support.

« There is currently no cure, but treatments improve quality of life and life

exp ectan Cy.
Q GastroDoxs




What Causes Cystic Fibrosis?

[ KnownCawses

Cystic fibrosis (CF) is caused by mutations in the CFTR (Cystic Fibrosis
Transmembrane Conductance Regulator) gene, which is responsible for
regulating the transport of chloride and sodium ions across cell
membranes. These genetic mutations lead to the production of thick,
sticky mucus that obstructs the lungs, pancreas, and other organs. CF is
an autosomal recessive disorder, meaning a person must inherit two
defective copies of the CFTR gene-one from each parent-to develop the
disease. Carriers with only one defective gene usually do not show
symptoms. The impaired ion transport disrupts normal fluid balance,
resulting in chronic respiratory infections, digestive difficulties, and
complications affecting multiple organ systems. Early detection is key for
effective management.
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Common Signs & Symptoms

Common signs and symptoms of cystic fibrosis include persistent
coughing, wheezing, frequent lung infections, difficulty breathing, poor
weight gain, greasy or bulky stools, salty-tasting skin, and digestive
problems due to malabsorption of nutrients.

Core Symptoms Include:

Persistent coughing and wheezing
Frequent respiratory infections, such as
pneumonia or bronchitis ,?:
Difficulty breathing or shortness of -~
breath

Poor growth or weight gain despite
adequate nutrition

Greasy, bulky, or foul-smelling stools

-
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Severe cases can also cause:

 Chronic respiratory failure due to

progressive lung damage

Recurrent lung infections leading to

bronchiectasis

Pneumothorax (collapsed lung)

Diabetes related to pancreatic

dysfunction (CFRD)

Liver disease or cirrhosis

« Infertility, especially in males due to
blocked vas deferens
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Diagnosis & Medical Testing

Diagnosis of cystic fibrosis involves newborn screening, sweat chloride
testing, and genetic testing to identify CFTR mutations. Additional
evaluations may include lung function tests, chest imaging, and pancreatic
enzyme assessments to monitor organ function and disease severity.

o Newborn Screening: detects elevated immunoreactive trypsinogen
(IRT) levels shortly after birth.

« Sweat Chloride Test: measures salt concentration in sweat; elevated
levels indicate CF.

 Genetic Testing: identifies mutations in the CFTR gene to confirm
diagnosis.

 Pulmonary Function Tests (PFTs): assess lung capacity and
airflow obstruction.

o Chest X-ray or CT Scan: evaluates lung structure, infection, and
damage.

 Sputum Culture: identifies chronic bacterial
infections in the respiratory tract.

 Pancreatic Function Tests: measure
enzyme levels and nutrient
absorption efficiency.

« Nasal Potential Difference (NPD)
Test: assesses ion transport
abnormalities in nasal epithelium.
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Diet
A diet for cystic fibrosis focuses on high-calorie, nutrient-rich foods to
support growth and energy needs. Adequate protein, healthy fats, vitamins,

and enzymes aid digestion, while frequent meals and hydration help
manage malabsorption and maintain overall health.

[ keymsigms )

« Emphasize high-calorie, high-protein meals to meet increased energy
demands.

« Include healthy fats for additional calories and nutrient absorption.

« Pancreatic enzyme supplements may be necessary to aid digestion.

o Consume frequent, smaller meals to improve nutrient intake.

 Ensure adequate hydration to support mucus clearance and overall
health.

e Include vitamin and mineral supplementation, particularly fat-soluble
vitamins (A, D, E, K).

« Limit processed and low-nutrient foods that offer little energy.

o Work with a dietitian to tailor nutrition plans for individual needs.

« Monitor weight and growth regularly to adjust dietary intake.

o Incorporate fiber-rich foods cautiously to manage gastrointestinal
health.

VITAMIN




Medications & Treatment Options

Medications and treatment for cystic fibrosis focus on managing symptoms,
preventing infections, and improving lung function. These include airway
clearance therapies, inhaled antibiotics, mucolytics, anti-inflammatory drugs,
pancreatic enzyme supplements, and targeted CFTR modulators for specific
genetic mutations.

o Airway Clearance Techniques (ACTs): Daily chest physiotherapy and
breathing exercises to clear mucus.

« Medications: Inhaled antibiotics, mucolytics, bronchodilators, and
anti-inflammatory drugs.

o CFTR Modulators: Target underlying genetic defects to improve
chloride transport.

« Pancreatic Enzyme Supplements: Aid digestion and nutrient
absorption.

 Nutritional Support: High-calorie, high-protein diets with vitamin
supplementation.

« Pulmonary Rehabilitation: Exercise programs to strengthen
respiratory muscles.

« Oxygen Therapy: For advanced lung disease to maintain oxygen
levels.

 Surgery or Lung Transplantation: Considered in severe or end-stage
lung disease.

 Regular Monitoring: Routine check-ups for lung function, infections,

and nutritional status.
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Advanced Therapies & Procedures

Advanced therapies for cystic fibrosis include CFTR modulator drugs
targeting specific genetic mutations, lung transplantation for end-stage
lung disease, gene therapy in clinical trials, and novel airway clearance
devices to improve mucus removal and respiratory function.

Airway Clearance Techniques (ACTs): Chest physiotherapy, percussion,
and postural drainage to remove mucus.

Inhalation Therapies: Bronchodilators, mucolytics, and inhaled
antibiotics to improve lung function and prevent infections.

CFTR Modulators: Medications targeting the underlying genetic defect
to enhance chloride transport.

Pulmonary Rehabilitation: Exercise programs to strengthen respiratory
muscles and maintain lung capacity.

Nutritional Therapy: High-calorie, high-protein diet with vitamin and
enzyme supplementation.

Oxygen Therapy: For patients with advanced lung disease.
Psychosocial Support: Counseling,
support groups, and mental health care

to cope with chronic illness.

Regular Monitoring: Routine assessments
of lung function, nutrition, and infection
management.
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Coping With Cystic Fibrosis

Coping with cystic fibrosis involves following treatment plans, maintaining
a high-calorie, nutrient-rich diet, performing daily airway clearance,
managing infections promptly, staying active, and seeking emotional or
social support to enhance quality of life and overall well-being.

f Practical Strategies J

» Adhere strictly to prescribed medications and airway clearance
routines.

» Follow a high-calorie, nutrient-rich diet with pancreatic enzyme
supplementation.

« Stay physically active to maintain lung function and overall
health.

e Monitor and promptly treat respiratory infections.

» Maintain hydration to help thin mucus and support digestion.

» Keep regular medical appointments and undergo recommended
tests.

» Use stress management techniques, such as meditation or
counseling.

» Connect with support groups or mental health professionals for
emotional support.

e Track symptoms, nutrition, and treatments in a personal health
diary.
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FAQS About
Cystic Fibrosis

Q1: What is cystic fibrosis?

A: Cystic fibrosis is a genetic disorder that affects the lungs,
pancreas, and other organs, causing thick, sticky mucus that
leads to respiratory and digestive problems.

Q2: What causes cystic fibrosis?

A: It is caused by mutations in the CFTR gene, inherited in an
autosomal recessive pattern, which disrupts chloride and sodium
transport in cells.

Q3: What are the common symptoms of cystic fibrosis?

A: Symptoms include chronic coughing, frequent lung infections,
difficulty breathing, poor growth, greasy stools, salty-tasting skin,
and digestive issues.

Q4: How is cystic fibrosis diagnosed?

A: Diagnosis involves newborn screening, sweat chloride tests,
genetic testing, pulmonary function tests, and imaging to assess
lung and pancreatic function.
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Take Action

If you experience Cystic Fibrosis, don't ignore them. Early diagnosis and
treatment can prevent complications. Schedule a consultation with
GastroDoxs for expert guidance on managing your digestive health.

Visit GastroDoxs.com to schedule an appointment and access more
resources on digestive health.

Your health matters
take the next step
today!

SCHEDULE AN APPOINTMENT

832-632-4070

info@gastrodoxs.com
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