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ABOUT THE STUDY

Persons with cystic fibrosis have high salt levels in their sweat in
the 1950s, paving the path for diagnostic sweat chloride testing.
In the 1960s, when the diagnostic sweat test became available,
systematic, interdisciplinary clinical care was established based on
three therapy pillars: optimizing nutrition and pancreatic enzyme
replacement, initiating airway clearance, and treating lung
infections with Anti microbials.

Despite this, the majority of people with cystic fibrosis born in
the early to mid-1900s did not live to adulthood due to restricted
treatment options. Drs. Quinton and Knowles, for example, were
pioneers in their field which was discovered in the 1980s, led to
studies revealing the basic physiological abnormality that would
unite the disease's known clinical findings there was a lack of
anion (Cr and HCO) conductance across epithelial cells in
numerous organs, including the sweat gland, respiratory tract,
and gastrointestinal tract, and this was likely mediated by cyclic-
AMP phosphorylation.

The location of the CFTR gene was determined using a
combination of "chromosome jumping" (a technique that
accelerates mapping of a given genetic region) and DNA cloning,
and it was also demonstrated that a deletion of three base pairs
of a phenylalanine residue (so-called Phe508del mutation) was
found in the majority of people with cystic fibrosis. This
confluence of discoveries revolutionized the field of Cystic
Fibrosis research, allowing scientists to identify a wide range of
genetic variants and understand how these mutations affected
protein synthesis and mature CFTR function this insight might
eventually broaden our understanding of the mechanism of the
clinical condition and lead to the identification of possible
treatment targets structure of the CFTR gene and protein.

The Cystic Fibrosis Regulator (CFTR) has been known as an
anion channel that helps manage fluid and electrolyte
absorption/secretion within the epithelia of various bodily
organs since the 1990s.When CFTR function is reduced or
absent in organs such as the respiratory tract, changes in airway
surface liquid cause a drop in pH, which inhibits antimicrobial
activity and causes abnormal biophysical properties of mucus,
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resulting in impaired clearance and obstructive lung disease, the
disease's hallmark clinical manifestation.

The Phe508del mutation caused the CFTR protein to fail to
advance through its usual stages of development within the cell (a
processing deficiency), and it was never able to reach the cell
surface to perform its function. More research into CFTR
mutations has found six distinct mutation classes, while certain
variants (such as Phe508del) demonstrate abnormalities in more
than one class over 2000 CFTR mutations have been discovered,
however only about 300 have been proven to cause disease.

The introduction of CFTR modulators, medicines aimed to
rectify the underlying defect (malfunctioning protein) in Cystic
Fibrosis was facilitated by a better understanding of how CFTR
mutations generate disease. Change in the Diagnosis of Cystic
Fibrosis. In the last 30 years, significant advancements in cystic
fibrosis screening and diagnosis have been made a positive sweat
chloride test, identification of two disease-causing CFTR
mutations, or a positive nasal potential difference test are now
used to diagnose cystic fibrosis even if a positive sweat test
confirms the diagnosis, genetic testing is recommended to
identify the disease-causing mutations and evaluate eligibility for
the new CFTR modulators.

Universal screening (NBS) has been available in all 50 states and
the District of Columbia since 2010, based on evidence from a
large prospective randomized NBS study that began in Wisconsin
in 1985 and showed improvements in longterm growth and a
decrease in the prevalence of severe malnutrition. These findings
influenced a 2004 report by the center for Disease Control and
Prevention in the United States, which urged universal screening
for cystic fibrosis because of the longterm advantages in the
United States, the introduction of universal screening has helped
to reduce the median age of Cystic Fibrosis diagnosis from 1.1

years in 1992 to 4 months in 2016.

In the United States, screening found 62.4% of new CF
diagnoses and 86 % of diagnoses among infants aged 6 months
in 2016.Canada, and much of Europe have
implemented additional screening program clinical Management
of Cystic Fibrosis has Changed Between the 1950s and 2011, all
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CF treatment centred on treating the consequences of aberrant
CFTR function, such as mal absorption, malnutrition, recurrent
lung infections, and associated comorbidities like liver disease
and CFrelated diabetes over the course of this 60-year span,
major breakthroughs in survival and increased quality of life
were made because to the multidisciplinary, multisystem
preventative care approaches created with the Cystic Fibrosis
care facilities.

Enzyme replacement and nutritional supplements have been
used to treat pancreatic insufficiency and malnutrition the
development of NBS allowed persons with Cystic Fibrosis to be
identified before symptoms Appeared, allowing Cystic Fibrosis
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care teams to focus on early nutritional outcomes according to a
recent study, U.S newborns with Cystic Fibrosis detected by NBS
were able to rectify a 12-pound weight deficit. Cystic Fibrosis
infant and toddler nutrition continues to improve, with an
overall median weight for length percentile of 64.4% (IQR
13.8% to 96.7%) in the United States reported in 2016 Cystic
Fibrosis Found. High fat, high-calorie diets have been associated
with improved nutrition, growth, and longterm survival since
the and numerous studies since have described improvements in
clinical outcomes, quality of life, and overall survival with better
nutritional status.
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