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Novel compound heterozygote mutations of TJP2 ina ... - NCBI
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2019. 1. 18. - Genetic mutations in tight junction protein 2 (TJP2) are linked to PFIC 4 with low or
normal levels gamma-glutamyltransferase (GGT), and most of reported cases were homozygous
mutations [6].

Abstract - Background - Discussion and conclusions - Abbreviations

= www.ncbi.nlm.nih.gov » articles » PMC4061468 v 0| T|0|X| £1245}7|

Mutations in TJP2 cause progressive cholestatic liver disease
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2014. 3. 9. - Common to all patients is early-onset progressive liver disease. PFIC may be subdivided
based on levels of serum y-glutamyl transferase activity (GGT)2™4. ... FIC1 (familial intrahepatic
cholestasis protein 1) deficiency is caused by mutations in ATP8B1, and BSEP (bile salt export pump)
deficiency by mutations in ABCBI1.
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The TJP2 gene encodes tight junction protein-2, which belongs to a family of ... and breast cancer
In a patient with progressive

cell lines and in pancreatic adenocarcinoma of the ductal type.
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Abstract
BACKGROUND

Progressive familial intrahepatic cholestasis (PFIC) encompasses a group of autosomal L
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Jan 08, 2009 - Cholestasis is due to impaired transport of unconjugated bile acids into bile and to bile Ch°|eStaS|5
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. gory ot preg ) cholestatic conditions caused by defects in biliary epithelial transporters.
Cited by: 371 Author: Anne Davit-Spraul, Emmanuel Gonzales, ... The clinical presentation usually occurs first in childhood with progressive

Publish Year: 2009 cholestasis. This usually leads to failure to thrive, cirrhosis, and the need

for liver transplantation.
Progressive familial intrahepatic cholestasis: diagnosis ...
htlps:l/www.ncbl.nIm.nlh.gov/pm(f/anFcles/PMCE‘ﬂ 36920 . . ) W Wikipedia
Sep 10, 2018 - In the patients, pruritus is probably induced by the stimulation of nonmyelinated
subepidermal free nerve ends because of increased serum bile acids.2. Progressive familial

intrahepatic cholestasis (PFIC) is a heterogeneous group of liver disorders of autosomal recessive People also search for
inheritance, characterized by an early onset of cholestasis (usually during infancy) with pruritus and

malabsorption, which rapidly progresses and ends up as liver failure.3,4 .. Alagille syndrome
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Recently mutations in the tight junction protein 2 (TJP 2) gene have been described in children who
behaved like PFIC 1 or 2 with a normal GGT. This has also been called PFIC 4. A mild form of liver
disease associated with mutations in the TPJ 2 gene was previously called familial
hypercholanaemia.
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https://www.sciencedirect.com/science/article/pii/S1590865819305535

Progressive familial intrahepatic cholestasis (PFIC) represents a heterogeneous group of autosomal
recessive disorders of childhood, characterized by intrahepatic cholestasis due to defects of both bile
synthesis and transport [1,2]. PFIC can evolve rapidly leading to portal hypertension, liver failure, liver
cancer and/or extrahepatic manifestations within the first ten years of life.
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