Guide for Downloading Data

Introduction

The eRAM provides enriched annotations for 15,942 rare diseases, yielding 6,147
human disease related phenotype terms, 31,661 mammalians phenotype terms, 10,202
symptoms from UMLS, 18,815 genes and 92,580 genotypes.

Public Data

Users can download these data through http://www.unimd.org/eram/download.php

The public data contains:

Disease-Gene associations

eRAM provides disease-gene associations from several existing databases including
Orphanet, OMIM, UniProtKB (1-3), ClinVar (4), DISEASES (including text-mined
data) (5) and DisGeNET (CTD data) (6,7), as well as disease-gene associations
inferred by the disease comorbidity-based network approach (8) using data in ClinVar.

All this data can be easily get through eRAM Gene.zip.

Disease-Manifestation associations

eRAM provides disease-manifestation associations from the HPO, Orphanet and UMLS
(MRREL.RRF, 2017AA release). We provide two files (eRAM Integrated Phenotype.txt
and eRAM Integrated Symtoms.txt) for users to get these data.

Other Data

Besides the above data, e(RAM also contains the following data:

Disease-Manifestation associations
eRAM provides disease-manifestation associations by text mining abstracts/full-text
articles from MEDLINE.

Disease-Genotype associations

eRAM contains genotype information from the following resources:

1) Existing databases: DisGeNET, GWASdDb (9), LOVD (10) and PharmGKB (11).
2) Data from Beijing Children’s hospital.

Disease-Comorbidity associations

The comorbidity information in eRAM was mainly collected in two ways:

1) Extracted from electronic health records (EHRs). We extracted the disease
comorbidity information from Multiparameter Intelligent Monitoring in Intensive
Care (MIMIC 1II) database, from which we collected 34,261 unique disease
comorbidity pairs. This information has been presented in eRAM in the
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comorbidity section.

2) Text-mined disease comorbidity information from MEDLINE.

Users can get the above data or any other information via email.

Contact information:

Jinmeng Jia (jiajm.ecnu@gmail.com)
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