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• 15 y/o female presents with productive cough, 
dyspnea, and fatigue.

• Diagnosed with pneumonia on CXR.

• +Pseudomonas cx 
from outside facility.

• Upon further evaluation,
patient had a low BMI,
mild clubbing, chronic
sinusitis, steatorrhea,
and primary amenorrhea.

• High suspicion for Cystic Fibrosis.

• How to diagnose and why didn’t newborn screen 
show + for this mutation.

• Could this condition have been diagnosed earlier in 
life?

• Respiratory Support with 15 L NRB at 60% FiO2
• Started on Anti-Pseudomonal antibiotics: Cefepime and 

Tobramycin nebulizer
• Aggressive Pulmonary Toilet, Pulmozyme, inhaled hypertonic 

saline, and methyl-prednisolone 
• PFT’s showed mixed obstructive/restrictive pattern
• CT Chest Bilateral showed peribronchial thickening with

bilateral bronchiectasis and extensive interstitial infiltrates  
throughout both lungs

• Pancreatic Elastase Stool Ag level low
• Dietary consult
• Genetic testing sent to lab
• Did not do definitive sweat test because our facility does not 

perform enough of them for accurate results

• Patient clinically improved and was able to be sent home without oxygen.
• Insurance would not pay for Tobramycin nebulizer at home without definitive 

diagnosis.
• Genetic testing resulted after discharge, positive homozygous delta F508 

mutation.
• Referred to Cystic Fibrosis Clinic at Children’s Hospital in New Orleans for 

further treatment.

• Cystic Fibrosis should be on every family physicians’ differential diagnosis 
for long-standing pulmonary or digestive symptoms.

• Although many patients with CF are diagnosed at age < 1 year-old, we 
should be aware that many are diagnosed in later childhood, adolescent,  
and even adulthood.

• Symptomatic CF can present with different signs and symptoms at 
diagnosis.

• There are approximately 1000 newly diagnosed case of CF in the USA each 
year1.

• CF was added to the Louisiana Newborn Screening Panel in 2007, patients 
born prior to this may not have been screened.
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