
Cholestasis

What Is It? 
Genetic disorders of cholestasis refer to a group of inherited conditions that disrupt the normal flow of bile
from the liver, leading to the accumulation of bile acids and other substances in the liver. These disorders
affect the liver’s ability to properly secrete bile, which can result in liver damage, jaundice, and other health
complications. Examples of genetic disorders of cholestasis include Alagille syndrome, progressive familial
intrahepatic cholestasis (PFIC), and bile acid synthesis defects.

Why Is It Done? 
Diagnosing and managing genetic disorders of cholestasis is important to:

Identify the Condition: Diagnosis helps pinpoint the specific genetic disorder of cholestasis and1.
differentiate it from other liver conditions.
Initiate Treatment: Early diagnosis and intervention can alleviate symptoms, prevent2.
complications, and improve the patient’s quality of life.

What It Involves?
 Diagnosing genetic disorders of cholestasis involves:

Genetic Testing: DNA analysis is performed to identify mutations or alterations in genes1.
associated with cholestasis.
Blood Tests: Blood work assesses liver function, bile acid levels, and other markers that can2.
indicate cholestasis.
Imaging: Techniques like ultrasound, CT scans, or MRI may be used to visualise the liver and3.
identify any structural abnormalities.

How To Prepare? 
Preparation for diagnosing genetic disorders of cholestasis includes:

Medical History: Provide information about your symptoms, family history of liver conditions, and1.
any relevant medical details.
Genetic Information: Inform your healthcare provider of any known genetic conditions in your2.
family, as this can guide the testing process.

How Long Does It Take?
 The duration of diagnosing genetic disorders of cholestasis can vary:

Genetic Testing: Genetic testing results might take several weeks, as the analysis of DNA1.
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sequences is a complex process.
Blood Tests and Imaging: Blood work and imaging tests are usually completed within a few2.
hours.

What Happens After? 
After diagnosing a genetic disorder of cholestasis, your healthcare provider will discuss the findings with you
and develop a comprehensive treatment plan. Treatment may involve medications to manage symptoms,
dietary adjustments, and specialised medical care. Regular follow-up appointments, monitoring of liver
function, and potentially genetic counselling might be recommended to ensure optimal disease management.

Adhering to the treatment plan, attending regular medical check-ups, and maintaining open communication
with your healthcare provider are essential for managing genetic disorders of cholestasis. Your healthcare
provider will guide you through the treatment process, make necessary adjustments, and address any
concerns that arise.


