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About PFIC
Progressive familial intrahepatic cholestasis (PFIC) is a group 
of rare genetic liver diseases that affects children globally.1 
Bile acids accumulate in the liver and bloodstream, causing 
progressive damage. In many cases, patients diagnosed with 
PFIC experience end-stage liver disease by age 10.2 A serious 
consequence of PFIC is severe itching that can lead to 
sleepless nights for the whole family. If left unprotected, 
babies may even scratch through their skin, causing bleeding, 
scabs, and wounds. 

PFIC Types
Doctors and researchers are still working to understand the different types of PFIC. Three main genes are 
involved in the spectrum of PFIC, each of which is necessary for bile acid transport out of the liver. As the 
result of a defect in one of the genes, bile acids accumulate in the liver and bloodstream, causing progressive 
symptoms within and, sometimes, outside the liver. 

PFIC is a spectrum of disorders caused by mutations on different genes—ATP8B1, ABCB11 and ABCB4—that 
have similar loci and affect bile acid metabolism. The mutations result in variability in terms of severity,  
age of onset, and presence of extrahepatic manifestations, such as nutrient malabsorption, growth delays, 
gastrointestinal problems, and risk of pancreatitis and liver cancer.
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PFIC1 (FIC 1 deficiency). Jaundice and pruritus are usually the 
first symptoms. Patients may also experience diarrhea,  
slow growth, pancreatitis and hearing problems. Wide range  
of severity.

PFIC 2 (BSEP deficiency). Pruritus can be severe. Growth 
is slowed. Cirrhosis often occurs by age 10. Fatty stools are 
common. There is a risk of liver cancer.

PFIC3 (MDR3 deficiency). Pruritus tends to be milder.  
Gallstones and hypertension are common. Wide range of severity.

BRIC. Benign recurrent intrahepatic cholestasis, associated with 
similar genetic mutations as PFIC 1 or PFIC 2 is a form of PFIC 
that may not be diagnosed until later in life. Symptoms may be 
triggered without warning and continue for weeks or months 
before subsiding. This may also present as intrahepatic cholestasis 
of pregnancy.

These are currently the most commonly recognized forms: 



Signs and Symptoms 
PFIC signs and symptoms may vary by person. 
Here are some that parents and physicians have 
described: 

Yellowing of the skin (jaundice). This may be one 
of the earliest signs of PFIC.

Severe itching (pruritus). Severe itching is the 
most disruptive symptom in the day-to-day lives  
of children with PFIC. 

Vitamin malabsorption and nutritional 
problems. People with PFIC have difficulty 
absorbing fats and fat-soluble vitamins, such as 
vitamins A, D, E and K, potentially causing poor 
growth.3 Some parents also report a weakened 
immune system. 

Liver problems. The accumulation of bile acids 
damages the liver over time.3 Many people with 
PFIC will suffer from end-stage liver disease by the 
age of 10.1 Only one third of people with PFIC reach 
adulthood with their native liver. 

Other signs and symptoms. Some patients 
experience enlarged liver and spleen, diarrhea, 
hemorrhage (bleeding), high blood pressure, 
gastrointestinal bleeding, pale stools, pancreatitis, 
gallstones, and rickets. 

Diagnosing PFIC
PFIC is often diagnosed in infancy. Parents may 
take their baby to the hospital because of jaundice 
or itching. Doctors will try to rule out other, more 
common causes first. A PFIC diagnosis can be 
confirmed with a genetic test. 

PFIC is an autosomal recessive disorder. This means 
that a child must inherit the same affected gene 
from both parents for the disease to be present.  
A child who only inherits the affected gene from one 
parent will be a “carrier” but will not have  
the disease.

Treatment Limited to  
Surgical Interventions
There is currently no approved pharmacologic 
treatment for PFIC. When itching is severe or when 
liver disease progresses, families may consider 
surgical options.

Biliary diversion. There are two ways to perform 
a biliary diversion, which are partial internal biliary 
diversion (PIBD) and partial external biliary diversion 
(PEBD). For patients with PFIC, PEBD is the more 
common surgical procedure wherein bile is diverted 
out through the abdominal wall and collected in an 
ostomy bag outside the body. PEBD may provide 
relief for months or even years, but may not be a 
permanent solution.4 

Liver transplantation. Liver transplantation may 
be an option for some patients who experience 
progressing liver disease or severe itching.5,6 Like all 
major surgeries, it has significant risks. Even when it 
is successful, it requires the patient to receive life-
long immunosuppressive therapy to prevent the 
body from rejecting the new liver. 
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For more information and resources,  
visit www.PFICvoices.com 

About Albireo
Albireo is committed to 
supporting people with 
PFIC, their families, and 
healthcare providers 
with resources to better 
understand and manage

this devastating disease. 
The company is focused 
on the development of 
novel bile acid modulators 
to treat rare pediatric liver 
diseases, such as PFIC. 


