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OVERVIEW 
PubCaseFinder is a search system for medical professionals to search genetic diseases, rare diseases, 
causative genes, and published cases in order of relevance by using symptoms and signs as queries. 
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2. HOW TO SEARCH DISEASES 
1) Inputting signs and symptoms 

You can search for the appropriate HPO terms by typing part of the name or HPO ID into the search box. This 
search box provides autocompletion functionality: Possible matches are shown below, while the query is typed 
in (Figure 1). If you click the box including a sign or symptom, its detailed information appears on the modal 
dialog (Figure 2). 
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2) Searching rare and genetic diseases 

After inputting signs and symptoms, you can get a ranked list of rare and genetic diseases by clicking the ’Find 
diseases’ button (Figure 3). You can get a ranked list of rare diseases defined in Orphanet (Figure 4A) and 
genetic diseases defined in OMIM (Figure 4B) by comparing signs and symptoms of an affected individual 
against those of diseases defined in Orphanet and OMIM. The matched phenotypes and causative genes are 
shown in each row. The matched phenotypes mean that those phenotypes are the best matches for the query 
phenotypes base on the semantic similarity. You can download the summary of results which includes top 10 
diseases of both Orphanet and OMIM by clicking the “Download Summary of Results” button. If you click the 
box including a phenotype in each row (Figure 4), you can confirm the detailed contextual information which 
includes both the phenotype and disease in published case reports (Figure 5). 

4

Figure 3

USER GUIDE



5

Figure 4A Figure 4B

USER GUIDE



6

Figure 5

USER GUIDE



3) Narrowing down rare and genetic diseases 

By inputting gene symbols into the search box, you can narrow down the 4,066 rare diseases and 6,969 
genetic diseases to the diseases whose causative genes are the user-specified genes. This search box also 
provides autocompletion functionality: Possible matches are shown below, while the query is typed in (Figure 
6). After inputting gene symbols, you can narrow down the ranked list of rare diseases by clicking the ’Find 
diseases’ button (Figure 7). Figure 7 shows that 4,066 rare diseases have narrowed down to 3 diseases, and 
6,969 genetic diseases have narrowed down to 2 diseases. 
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4) Uploading a list of phenotypes or genes 

By using the uploading function, you can quickly input a list of phenotypes (HPO ID) or genes (Entrez Gene 
ID). In Figure 8, there are two links of “Upload File (HPO ID LIst)” and “Upload File (Entrez Gene ID List).” You 
can upload a file including a list of phenotypes (Figure 9) or genes (Figure 10) by clicking them. The comma-
separated values format is supported.
 

9

Figure 9

Figure 10

Figure 8

USER GUIDE



5. HOW TO SEARCH CASE REPORTS 
After getting a ranked list of rare and genetic diseases, you can check the link for getting a ranked list of 
published case reports in each row (Figure 7). By clicking the link, a ranked list of published case reports 
related to the rare disease are shown by comparing signs and symptoms of an affected individual against 
those included in published case reports (Figure 11). The matched phenotypes, genes, and mutations 
included in the published case report are shown in each row. Also, MeSH terms are shown in each row, and 
you can narrow down published case reports by inputting MeSH term in the box “Narrow down the case 
reports.” You can download the results by clicking the “Download Results” button. If you click the tabs of 
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“Phenotypes“ or “Causative Genes,” you can check the phenotypes or causative genes related to the rare 
disease (Figure 11).
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