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Body: Introduction: CFTR p.Leu206Trp mutation is associated with residual transmembrane transport of
chloride and mild CF. Objective: to analyze the clinical differences between adults and paediatric CF
patients who are compound heterozygous for p.Leu206Trp. Methods: Clinical retrospective data of 13
paediatric patients (group A: 6 males ranging 3 months to 12 y) and 10 adults (group B: 6 males, 27-51 y)
harbouring p.Leu206Trp were analyzed. Sweat test (ST), clinical symptoms, pancreatic sufficiency (PS),
pulmonary function (PF), air trapping (AT)/bronchiectasis (BC) on CT scan and colonization with
Staphylococcus aureus (SA) or Pseudomonas aeruginosa (PA) or were examined. Results: Patients in
group A were diagnosed by newborn screening (NS) and adults at mean age of: 30 y. 8 adults were
diagnosed by respiratory symptoms and had BC on CT compared with only AT in 5 paediatric patients. ST
values were borderline at NS period (except in one case) but became positive with increasing age. In adults,
ST values were positive. FEV1 predicted values were normal in group A but in 60% of adults values were
abnormal. PA and SA were isolated occasionally in paediatric patients but all adults were chronic colonized.
All the patients except one were PS in both groups. Conclusions: In childhood p.Leu206Trp is associated
with mild disease but patients diagnosed in adulthood have lung disease, chronic colonization with PA/SA
and diffuse BC, showed clear differences between paediatric and adults patients heterozygous for this
mutation. Identification at NS of the p.Leu206Trp in patients with other identified mutation and borderline ST
values allows early treatment to delay lung disease in adulthood.


	P1183.html

