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DESCRIPTION
Hereditary pancreatitis is a rare form of pancreatic inflammation 
characterized by recurrent episodes of pancreatitis that begin in 
childhood or early adulthood and are linked to genetic 
mutations affecting pancreatic function. Unlike typical 
pancreatitis caused by environmental factors such as alcohol or 
gallstones, hereditary pancreatitis follows an inherited pattern, 
most commonly autosomal dominant with incomplete 
penetrance. Recognition of this condition is essential for early 
diagnosis, prevention of complications, and implementation of 
appropriate management strategies.

The clinical presentation of hereditary pancreatitis is dominated 
by recurrent abdominal pain, often accompanied by nausea, 
vomiting, and elevated pancreatic enzyme levels. Episodes 
typically resemble acute pancreatitis but recur frequently, 
sometimes leading to chronic pancreatic changes such as 
calcifications, ductal irregularities, and exocrine or endocrine 
insufficiency. Over time, persistent inflammation can result in 
chronic pain, malabsorption, diabetes, and an increased risk of 
pancreatic cancer, particularly in adulthood.

Genetic mutations play a central role in the pathogenesis of 
hereditary pancreatitis. Mutations in the PRSS1 gene, which 
encodes cationic trypsinogen, are most commonly associated 
with this condition. These mutations promote premature 
activation of trypsin within the pancreas, triggering 
autodigestion and inflammation. Other implicated genes 
include SPINK1, which encodes a trypsin inhibitor, and CFTR, 
associated with cystic fibrosis, which can impair ductal 
bicarbonate secretion and promote pancreatic injury. The 
presence and combination of these mutations influence disease 
severity, age of onset, and recurrence frequency.

Diagnosis involves a combination of clinical, familial, laboratory, 
and imaging findings. A detailed family history revealing 
multiple affected relatives with early-onset pancreatitis is a strong 
indicator. Laboratory testing may show elevated serum amylase 
and lipase during acute episodes, while pancreatic function tests 
can detect early insufficiency. Imaging modalities such as 
magnetic resonance cholangiopancreatography, computed

tomography, and endoscopic ultrasound can reveal ductal 
irregularities, calcifications, and early signs of chronic 
pancreatitis. Genetic testing confirms the presence of pathogenic 
mutations and assists in counseling at-risk family members.

Management of hereditary pancreatitis focuses on controlling 
acute episodes, preventing complications, and supporting 
pancreatic function. During acute attacks, standard care includes 
fluid resuscitation, pain control, and nutritional support. 
Addressing recurrent episodes requires lifestyle modifications 
such as dietary adjustments, avoidance of alcohol, and 
management of comorbidities. Pancreatic enzyme replacement 
therapy is indicated for patients with exocrine insufficiency to 
improve digestion and nutrient absorption.

Long-term strategies include surveillance for pancreatic cancer, 
especially in patients with PRSS1 mutations who face an 
elevated lifetime risk. Endoscopic interventions may be 
employed to manage ductal strictures or relieve obstruction, 
while surgery is considered in patients with severe, refractory 
disease. Surgical options, such as partial pancreatectomy or total 
pancreatectomy with islet autotransplantation, aim to reduce 
pain and preserve endocrine function, though they carry 
significant risk and require careful patient selection.

Genetic counseling is a critical component of care for hereditary 
pancreatitis. Families benefit from understanding inheritance 
patterns, recurrence risks, and implications for future 
generations. Early identification of at-risk individuals allows for 
proactive monitoring and lifestyle interventions that may reduce 
disease burden and improve outcomes. Multidisciplinary 
collaboration involving gastroenterologists, geneticists, dietitians, 
and surgeons ensures comprehensive care tailored to patient 
needs.

Emerging therapies are exploring ways to target molecular 
mechanisms underlying hereditary pancreatitis. Research into 
inhibitors of premature trypsin activation, modulation of 
inflammatory pathways, and gene-specific interventions aims to 
reduce recurrence and delay progression to chronic disease. 
Clinical trials and translational studies are ongoing, providing
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elevated cancer risk underscore the need for accurate diagnosis
and vigilant management. Integrating genetic testing, supportive
care, surveillance strategies, and individualized interventions
allows clinicians to address symptoms, prevent complications,
and improve quality of life for affected individuals. Awareness of
hereditary patterns and proactive care remain essential in
mitigating the impact of this challenging disorder.
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insight into potential disease-modifying strategies that could 
transform management in the future.

CONCLUSION
Hereditary pancreatitis is a genetically driven form of pancreatic 
inflammation with significant clinical and long-term 
implications. Recurrent episodes, chronic pancreatic injury, and
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