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Name of registry or database: 

AIP mutations Locus Specific Database (AIP-LSDB) 

 

Details: 

 
Recruiting patients / Collecting samples: Yes  Start Date: 2007   End Date: 2090 

Geographical area: Global 

Funding source: NIHR, Wellcome Trust 

The AIP-LSDB is a curated, freely accessible database which collect reported and unpublished variants 

related to FIPA and their clinical information in order to deepen our knowledge of the disease. 

The core database is hosted on the Queen Mary University of London (QMUL) server. Molecular defects are 

named according to the GenBank’s NG_008969.1 RefSeq strictly following HGVS recommendations. In order 

to submit variants a clinical description module which allows for a comprehensive description of the patient’s 

genotype and phenotype is provided upon free registration. 

The core of the database is a graphic view of the AIP gene structure, divided in exons and introns. The 

number and type of variants in each region of the gene are reported in a pop-up window while hovering with 

the cursor over the corresponding fragment. After clicking on the region of interest, a detailed pop-up window 

with the nucleotide and amino acid sequence opens and all the reported variants are showed as red dots 

below the sequence. Clicking on each dot enables to see all the genetic and clinical details available for that 

specific variant. Moreover, the database allows for the addition of data from patients harbouring the same 

variant. A flexible data selection tool for statistical analysis is implemented, but the user can also download all 

data in a CSV format and perform further statistical analyses. 

This database will assist clinicians as well as researchers in the interpretation of AIP variants and in genetic 

counselling and will help to avoid unnecessary testing. Moreover, it will help to examine the structure–function 

and the genotype-phenotype correlations, if any, in AIP mutation positive patients and will enable scientists 

worldwide to collaborate on future research projects. 


