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OMIM

Online Mendelian Inheritance in Man

http://omim.org



http://www.omim.org/



http://omim.org
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OMIM Scope and History

http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1
852721/
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OMIM Content: Scope of Phenotypes

OMIM Focuses On:

• Single-gene mendelian disease/disorders/phenotypes  (including: 

cystic fibrosis, sickle cell anemia, achondroplasia, phenotypic traits such as hair and eye 
color, susceptibility to drug reaction as in malignant hyperthermia and warfarin 
sensitivity, altered reaction to infection such as herpes simplex encephalitis and 
progression to AIDS in HIV infection, germline susceptibilities to cancer such as BRCA1 
and breast/ovarian cancer, etc.)

• Complex diseases with significant single gene contribution (such as: 

complement factor H and age related macular degeneration)

• Descriptions of recurrent deletion and duplication syndromes (e.g., 

Potocki-Shaffer syndrome, and chromosome 10q26 deletion syndrome)
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Basic Search

spinocerebellar ataxia examples



Basic Search Results
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Clinical Synopses Results
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Result Displays: MIM Numbers, etc.
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click

http://www.omim.org/help/faq#1.2



Basic Search Results, cont.
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Thesaurus 

options



Matching Terms
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Matching terms

one term



Basic Search Results:  Links
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Clinical Synopsis
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Clinical 
Synopsis

Provides an 

overview of the 

clinical features 

of a phenotype



Associated Gene/Locus
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OMIM Gene Entry Expandable 
TOC

Full 
entry
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Variation

Table View of Allelic Variants

Expandable 
TOC

Gene CFTR’s Table View

http://www.omim.org/help/faq#1.4
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External Links for Genes: Genome

by OpenHelix

http://openhelix.com/catalog

External Links
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Gene Map Search

Easy access to 
Gene Map 

search
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Gene Map Search Form

Example 
searches:

1p36
kinase
CFTR
etc.

Search 
tips

Search 
limits
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Gene Map Search Results
Gene Map

Important to Note



Detailed 
Entries

Gene Map

Phenotypic Series

Clinical Synopsis
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OMIM Summary: Gene, Variant & Phenotype Data
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OMIM Summary: Data, cont.

Table of Allelic Variants

OMIM - Rich Source of 
Gene and Phenotype 

Data

Links to external 
sources

OMIM database: http://omim.org



Exercices  sur OMIM :

Explorer  le syndromes de Perrault, de l'X fragile, de Turner, de Klinefelter,
de Leydig cell hypoplasia
Identifier  les syndromes de hypogonadisme hypergonadotrope
ou de l’ insuffisance ovarienne primitive (IOP) (premature ovarian failure)
ou de la diminution de réserve ovarienne DRO) (decreasing ovarian reserve)

Quels sont les phénotypes  ?
Quels sont les gènes impliqués ?
Quels anomalies de caryotype ?
Quels variants ?

Pour chaque entrée : 
Consulter le « Content » (à gauche)  ou les « Links » (à droite)

Attention : queries in english !!



Insuffisance ovarienne précoce 

Et suite et links …



ORPHANET

www.orpha.net

Portail des maladies rares

SC14 INSERM



http://www.orpha.net/consor/cgi-bin/index.php











Accès par gène





Lien sur OMIM



Une entrée OMIM en * correspond à un gène
Une entrée OMIM en # correspond à un phénotype



OMIM apporte plus 
d’informations sur les variants





Hello Genome Browser enthusiasts,

We are happy to share another clinical resource for genetic disease analysis, the 

Orphadata track from the Orphanet consortium.

This track shows nearly 8000 gene-disease associations on hg19 and hg38. This data 

track includes information on human disorders and epidemiological information 

including Human Phenotype Ontology (HPO) disorder name, association type, modes 

of inheritance, age of first symptoms, and population disease prevalence (if available). 

For ease of use, we added mouseover information and a variety of filters. See our full 

announcement here:

https://genome.ucsc.edu/goldenPath/newsarch.html#111821

See this track along with a few other popular clinical tracks here:

https://genome.ucsc.edu/s/dschmelt/Orphadata.Orphanet.hg38

UCSC Browser et Orphanet

19.11.2021

https://secure-web.cisco.com/1LrGTgtVhdQyZa5UsFOZlrtsAt7efd1V6BIF15bLgEykOW4Z_4z51FqY9yZgsZMR7CyW9SZZjSPF4m9sYARz91-67BysjvTNyMuXpdOJZZYWCsQMjNCclztnnMk-7E6m9KoNdUWb9aVKUKxykjVnVb6AaqZrAjMOiaQvvhxkw9_KtNUQezCPInkgfgKYBlNpivy3zMXwtx5ahQyBAziLGiAC6F6sejqqcohb1JX-JNHoRQxT2BhVcpynbzUbcDTVgckEryxlsvC3G0_TFH3PRND0ISY3K9PVP9lj90i2jSYgQsGyyqV-H9F79gWqwZHUq/https:/genome.ucsc.edu/cgi-bin/hgTrackUi?db=hg38&g=orphadata
https://secure-web.cisco.com/1ZKBBiIcGLT_VtFkIm9mwmMrysTWkcsr2j_qFooxue1P14bad7oBUVr_POPneWR2lm7ZVv__gkx1eP5CRQJm4DIpXP7Muu1s1GiW9fc6Pog1PaRkEi5F0l0w_YhorsPZUN4FgNOwTrEylt_yvPRirKfGbH8MTtLGJ08iV1AZaGO1RzOHF7hOEkjkbsF6-oJgNkYnVXfcTSs5UNfPqhetQ4g-AMt5pHXG86K7YFIfdDVn13deDamOoEQEgK_2uvpaKXnJukAH_H3OpIsHf3cHFoYJcE1GbOakTivyMTCLrytMRqUzPPYuEk1ar-dRnbt1Z/https:/www.orpha.net/consor/cgi-bin/index.php
https://secure-web.cisco.com/1fHQy9DP1nIMb0WdonBgyXxg6ixoOBvymtcBjHPqV__it8PJV7ANc6H_VX2GDcSVz9ZYe_ipWWcNu-rzfPDiwXKWG8zaKlJ04LT_QaOr0drU8UrXj1Jk922TxweHDnCp9kg1SJ18XSrco76CFKmbuk4tSsRu12r2hJvi2xDsqWiUdbjstTgKQv1QUhJ8OKBn7Ouk259WkwufnHvi6K5BzrZP9EqhDFbxUFawElQJv4lISx5DBTuQ8Zw4wAuPm4kRXlXLw6HooxkgDyn4yLYTO8crC8V0hbRzz_A4dcJ9s4R_c5SD7VqfclJjpOdKV5iys/https:/genome.ucsc.edu/goldenPath/newsarch.html#111821
https://secure-web.cisco.com/1G8n-Hld6quFByf7ZIXwGQisnEycAZ8WXjRjlIlEYjlIznUnJQFwpbzIR5x-KGujOg2DEb4VimFZA5-9vU01-Rav0U2on0GbOpGuy9I03pb5CpiHkz3-BELYR0Qm9MQuoE8J78xl6NHyoQc9J9QcrjW4PKfynr4IlXYuiFpm_sW9uMKLti00QaDpdFzhmyoJZrA02gl4l0uX5jnLI6ETkzho_XYrQf-3Qzv-iSy2nM74L2wtdkhQiF9a6yUcprKwb3hLpwzB6h6TRw_cwpkqymrT5JpjXuDMSuNu1NZSugz0e9Dcyp2n4rIDKHDmC8Dsc/https:/genome.ucsc.edu/s/dschmelt/Orphadata.Orphanet.hg38










Exercices  sur Orphanet :       www.orpha.net

Explorer  le syndromes de Perrault, de l'X fragile, de Turner, de Klinefelter,
de Leydig cell hypoplasia
Identifier  les syndromes de hypogonadisme hypergonadotrope
ou de l’ insuffisance ovarienne primitive
ou de la diminution de la réserve ovarienne

Quels sont les phénotypes  ?
Quels sont les gènes impliqués ?
Quels anomalies de caryotype ?

A-t-on les mêmes renseignements que sur OMIM ?
Qu apporte de plus ORPHANET ?

Quels centres experts de références en région Bretagne ?

(manque la limitation à la localisation ….. Distance de domicile !!)





« Premature ovarian failure » comme critère de requête 



Gènes associés au critère « Premature ovarian failure »





Localisation de : Aggregated Data from Orphanet


