
Results: A heterozygous likely pathogenic mobile element insertion of an
alu-element (AluYa5) just upstream of exon 9 on the CFTR gene
(NM_000492.4) was detected: c.1117-20_1117-19insAlu r.spl? p.?. This
insertion of 281 bp most probably places the branchpoint too far from the
splice acceptor site of exon 9, and likely disrupts correct mRNA splicing,
potentially leading to the creation of a new cryptic splice acceptor site, the
introduction of a premature stop codon, or the loss of functional protein
domains. This variant was also found in the mother.
Conclusion: By applying the newest genomic sequencing techniques and
expanding the analysis to intronic regions and mobile element insertions, a
second hard-to-detect compound heterozygous likely pathogenic variant was
found and the genetic etiology was elucidated.
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Introduction: The timing of cystic fibrosis (CF) diagnosis is key to disease
progression and clinical outcomes. This study aimed to assess the effects of
early (≤2 months) and late (>2 months) CF diagnosis on the clinical course
and lung function in patients registered in the Turkish National Cystic
Fibrosis Registry(CFRT).
Methods: All patients registered in CFRT as of 2024 were included in the
study and divided into two groups based on age at CF diagnosis: ≤2 months
(Group 1) and >2 months (Group 2). Demographic, clinical, and laboratory
data were compared.
Results: A total of 2239 CF patients were recorded; 47.2% were female. Of
these, 691 (30.8%) were diagnosed at ≤2 months of age. In Group 1, females
were more prevalent (p=0.037). No differences in growth z-scores were
observed between the groups (p>0.05). The median current age was lower in
Group 1 (p<0.05). The second sweat test was lower in Group 2 (p<0.001).
FEV1 and FVC values were higher in Group 1 (p=0.001, p=0.024, respec-
tively). Use of UDCA was higher in Group 1, while use of oxygen and
mannitol was higher in Group 2 (p < 0.05). CF-related liver disease,
pancreatic insufficiency, meconium ileus, and pseudobartter were more
common in Group 1, whereas hemoptysis was more frequent in Group 2 (p
<0.05). MSSA and Haemophilus influenzae colonization were more common
in Group 1 (p <0.05). No difference in mortality was detected between the
groups (p=0.973).
Conclusion: Diagnosing CF within the first two months of life is linked to
better lung function and significant differences in disease features. Improving
early detection methods could enhance long-term results.
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Objectives: Cystic fibrosis (CF) is a genetically inherited disease caused
by mutations in the CFTR gene. Marked variation exists in the preva-
lence of CFTR gene variants among different ethnic groups, leading to a
wide range of clinical manifestations and responsiveness to variant-
specific therapy (VST). The Russian Federation (RF) is home to more
than 190 ethnic groups, including small indigenous and autochthonous
nations.
Aim: Genetic testing of people with CF (pwCF) from different ethnic groups
was performed to assess the possibility of employing existing VST across the
RF.
Methods: Genetic analysis was performed on 1530 blood samples, obtained
between 1995 and 2025. The ethnic origin of the corresponding pwCF (up to
the third generation) was determined via direct interview.
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