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LDHB gene
lactate dehydrogenase B

Normal Function 

The LDHB gene provides instructions for making a protein called lactate dehydrogenase-
B, which is one piece (subunit) of the lactate dehydrogenase enzyme. There are five 
different forms of this enzyme, each made up of four protein subunits. Various 
combinations of lactate dehydrogenase-B subunits and lactate dehydrogenase-A 
subunits (which are produced from a different gene) make up the different forms of the 
enzyme. The lactate dehydrogenase enzyme, which is found throughout the body, is 
important for creating energy for cells. The simple sugar glucose is the energy source 
for most cells. In the final step of glucose breakdown, most forms of the lactate 
dehydrogenase enzyme convert the molecule pyruvate into a similar molecule called 
lactate, which can be used by the body for energy. Other forms of this enzyme can 
convert lactate back to pyruvate, which can participate in other chemical reactions to 
create energy.

The version of lactate dehydrogenase made of four lactate dehydrogenase-B subunits 
is found primarily in heart (cardiac) muscle. This version of the enzyme converts lactate 
to pyruvate.

Health Conditions Related to Genetic Changes 

Lactate dehydrogenase deficiency 

More than 15 mutations in the LDHB gene have been found to cause lactate 
dehydrogenase deficiency, specifically lactate dehydrogenase-B deficiency. This 
condition is associated with a decrease in functional lactate dehydrogenase enzyme, 
but it does not appear to cause any physical signs or symptoms. Most LDHB gene 
mutations change single protein building blocks (amino acids) in the lactate 
dehydrogenase-B subunit. LDHB gene mutations lead to the production of an abnormal 
lactate dehydrogenase-B subunit that cannot form the lactate dehydrogenase enzyme. 
Even though lactate dehydrogenase activity is decreased in cardiac muscle cells of 
people with lactate dehydrogenase-B deficiency, they do not appear to have any signs 
or symptoms related to their condition. It is unclear why this type of enzyme deficiency 
does not cause any health problems.
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Other Names for This Gene 
 
• L-lactate dehydrogenase B chain 

• lactate dehydrogenase H chain 

• LDH heart subunit 

• LDH-B 

• LDH-H 

• LDHB_HUMAN 

• LDHBD 

Additional Information & Resources 

Tests Listed in the Genetic Testing Registry 
 
• Tests of LDHB (https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=3945[geneid]) 

 

Scientific Articles on PubMed 
 
• PubMed (https://pubmed.ncbi.nlm.nih.gov/?term=%28%28LDHB%5BTI%5D%29+O

R+%28lactate+dehydrogenase+B%5BTI%5D%29+OR+%28lactate+dehydrogenase
+H%5BTI%5D%29%29+AND+%28%28Genes%5BMH%5D%29+OR+%28Genetic+
Phenomena%5BMH%5D%29%29+AND+english%5Bla%5D+AND+human%5Bmh%
5D) 
 

Catalog of Genes and Diseases from OMIM 
 
• LACTATE DEHYDROGENASE B; LDHB (https://omim.org/entry/150100) 

 

Gene and Variant Databases 
 
• NCBI Gene (https://www.ncbi.nlm.nih.gov/gene/3945) 

• ClinVar (https://www.ncbi.nlm.nih.gov/clinvar?term=LDHB[gene]) 
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Genomic Location

The LDHB gene is found on chromosome 12 (https://medlineplus.gov/genetics/chromos
ome/12/).                             
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