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This database is a catalog of human genes and genetic disorders, and provides 
1. extensive written summaries of the disease of interest, with links to the literature, including a Description of the disease and some or all of the following:
   
Clinical Features
 Other Features

Inheritance


Mapping

  
 Heterogeneity

 Molecular Genetics
Genotype/Phenotype s

Diagnosis
  
 Clinical Management
 Population Genetics
Pathogenesis


Cloning

  
Biochemical Features 
 Gene Structure

Gene Function


Nomenclature

  
 Animal Model

 History


Allelic Variants

2. Links to Sequence Records  and Visualizations, for example:

   
Nomenclature

 RefSeq

GenBank
Protein

UniGene

3) Linkouts to non-NCBI clinical and other genetic databases
Screenshot of the main page for the disease Hemachromatosis:

[image: image1.png]=181]

Ele Edt View Hstory Bookmarks Toos Help

@ -0 @ (G [ rtpdieemnctininnin govjenreeidspomin.corid=235200 ~[&]

| askarner K Bsnmer onine I3 elckboard s cis A infoste MU vC Lbrares | vapsce <is vprint \/ webtsl AV Bossawki < weather || Aptasispase A Bojcs3s3 22 NGB £ NGBl Minicourses o

omm oY)

£ OMIM - HEMOCHROMATOSIS; HFE (3 | 5 OMIN - +235200 HEMOCHROMATOSI,

OMIM @; Fopeins y Ncl .

Online Mendelian Inheritance in Man University

Search | OMIM Go | Clear

[ Limits [ previewindex | History | ciipboard | Details |
Dispiay [Goraid =] show [0 =] [Sorae =

235200 GeneTests, Links
HEMOCHROMATOSIS; HFE

Alternative titles: symbols

HLAH
HEMOCHROMATOSIS, HEREDITARY; HH
HFE GENE, INCLUDED; HFE, INCLUDED

Gene map locus 20p12, 6p21.3
TEXT

DESCRIPTION

The clinical features of hermochromatosis inchude cithosis of the liver, diabetes, hypermelanotic pigmentation of the skin, and heart faure. Primary hepatocelllar carcinoma (HCC;
114550), complicating cirthosis, is responsible for about one-third of deaths in affected homozygotes. Since hemochromatosis i a relatively easily treated disorder if diagnosed, this is
aform of preventable cancer. @

Atleast 5 iron-overload disorders labeled hemochromatosis have been identified on the basis of clinical, biochermical, and genefic characteristics.

Classic hemochromatosis (EE), an autosomal recessive disorder, is most often caused by mutation in a gene designated HFE on chromosome 6p21.3. It has also been found to be
caused by mutation in the gene encoding hemojuvelin (BTV, 608374), which maps to 1421

Tuvenile hemochromatosis (602390), or hemochromatosis type 2 (HFE2), is also antosomal recessive. One form, designated HFE24, is cavsed by mutation in the HIV gene. &
second forr, designated HFE2B, is caused by rutation n the gene encoding hepcidin antricrobial peptide (FIAMP; 606464), which maps to 19913 @

Hemochromatosis type 3 (HFE3; 604250), an autosomal recessive disorder, is caused by mutation in the gene encoding transferrin receptor-2 (TFR2; 604720), which maps to 7422
Hemochromatosis type 4 (HFE4; 606069), an autosomal dominant disorder, is caused by mutation in the SLCA0A1 gene (604653), which encodes ferroportin and maps o 232
Adams and Barton (2007) provided a review of the clinical features, pathophysiology, and management of hemochromatosis.
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