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Proper Citation

Autosomal Recessive Polycystic Kidney Disease Mutation Database (RRID:SCR_002290)

Resource Information

URL: http://www.humgen.rwth-aachen.de/

Proper Citation: Autosomal Recessive Polycystic Kidney Disease Mutation Database 
(RRID:SCR_002290)

Description: Catalog of all changes detected in PKHD1 (Polycystic Kidney and Hepatic 
Disease 1) in a locus specific database. Investigators are invited to submit their novel data to 
this database. These data should be meaningful for clinical practice as well as of relevance 
for the reader interested in molecular aspects of polycystic kidney disease (PKD). There are 
also some links and information for ARPKD patients and their parents. Autosomal recessive 
polycystic kidney disease (ARPKD/PKHD1) is an important cause of renal-related and liver-
related morbidity and mortality in childhood. This study reports mutation screening in 90 
ARPKD patients and identifies mutations in 110 alleles making up a detection rate of 61%. 
Thirty-four of the detected mutations have not been reported previously. Two underlying 
mutations in 40 patients and one mutation in 30 cases are disclosed, and no mutation was 
detected on the remaining chromosomes. Mutations were found to be scattered throughout 
the gene without evidence of clustering at specific sites. PKHD1 mutation analysis is a 
powerful tool to establish the molecular cause of ARPKD in a given family. Direct 
identification of mutations allows an unequivocal diagnosis and accurate genetic counseling 
even in families displaying diagnostic challenges.

Synonyms: Mutation Database Autosomal Recessive Polycystic Kidney Disease 
(ARPKD/PKHD1)

Resource Type: data or information resource, service resource, database, storage service 
resource, data repository

https://neuinfo.org
https://neuinfo.org/data/record/nlx_144509-1/SCR_002290/resolver
https://neuinfo.org/data/record/nlx_144509-1/SCR_002290/resolver
http://www.humgen.rwth-aachen.de/


Defining Citation: PMID:16199545, PMID:11919560

Keywords: clinical, gene, genetic, mutation, protein, recessive, renal

Related Condition: Autosomal recessive polycystic kidney disease, Polycystic kidney 
disease

Funding:

Availability: Permission required, Terms of use

Resource Name: Autosomal Recessive Polycystic Kidney Disease Mutation Database

Resource ID: SCR_002290

Alternate IDs: nif-0000-21038

Old URLs: http://www.humgen.rwth-
aachen.de/index.asp?subform=database.html&nav=database_nav.html

Record Creation Time: 20220129T080212+0000

Record Last Update: 20250521T060833+0000

Ratings and Alerts

No rating or validation information has been found for Autosomal Recessive Polycystic 
Kidney Disease Mutation Database.

No alerts have been found for Autosomal Recessive Polycystic Kidney Disease Mutation 
Database.

Data and Source Information

Source:  SciCrunch Registry 

Usage and Citation Metrics

We found 14 mentions in open access literature.

Listed below are recent publications. The full list is available at NIF.
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