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16p12.2 microdeletion

Description 

16p12.2 microdeletion is a chromosomal change in which a small amount of genetic 
material on chromosome 16 is deleted. The deletion occurs on the short (p) arm of the 
chromosome at a location designated p12.2. Common characteristics that have been 
described in people with a 16p12.2 microdeletion include developmental delay, delayed 
speech, intellectual disability that ranges from mild to profound, weak muscle tone (
hypotonia), slow growth resulting in short stature, an usually small head (microcephaly), 
malformations of the heart, recurrent seizures (epilepsy), and psychiatric and behavioral 
problems.

Less common features that can occur in people with a 16p12.2 microdeletion can 
include hearing loss, an opening in the lip (cleft lip) with or without an opening in the 
roof of the mouth (cleft palate), dental abnormalities, malformed kidneys, and genital 
abnormalities in males. However, there is no particular pattern of physical abnormalities 
that characterizes individuals with a 16p12.2 microdeletion. Signs and symptoms 
related to the chromosomal change vary even among affected members of the same 
family, and some people with the deletion have no identified physical or behavioral 
abnormalities.

Frequency 

Researchers estimate that about 1 in 2,000 newborns have a 16p12.2 microdeletion 
and show signs and symptoms of the condition. However, the actual number may be 
higher because many people with the microdeletion are likely never diagnosed. Some 
never come to medical attention because they have no related health or behavioral 
problems or have only mild signs and symptoms. Others have nonspecific features for 
which there can be many causes.

Causes 

People with a 16p12.2 microdeletion are missing a sequence of about 520,000 DNA 
building blocks (base pairs), also written as 520 kb, at position p12.2 on chromosome 
16. The deleted region contains seven genes and affects one of the two copies of 
chromosome 16 in each cell.

The signs and symptoms that can result from a 16p12.2 microdeletion are generally 
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related to the loss of one or more genes in this region. However, it is unclear which missing 
genes contribute to specific features that can occur in the disorder. Because some 
people with a 16p12.2 microdeletion have no obvious signs or symptoms, researchers 
believe that other genetic or environmental factors may also be involved. In particular, 
studies indicate that individuals with a 16p12.2 microdeletion who have neurological or 
behavioral problems often have an additional, larger chromosomal deletion or 
duplication on another chromosome. Small duplications of genetic material that occur 
near the 16p12.2 microdeletion may also contribute to the features associated with this 
condition. 

Learn more about the chromosome associated with 16p12.2 microdeletion 
 
• chromosome 16 

Inheritance 

16p12.2 microdeletion is inherited in an autosomal dominant pattern, which means one 
copy of the deleted region on chromosome 16 in each cell is sufficient to increase the 
risk of physical or developmental abnormalities.

In almost all known cases, individuals with a 16p12.2 microdeletion have inherited the 
chromosomal change from a parent, who may or may not have any related signs or 
symptoms. The condition is said to have incomplete penetrance because not everyone 
who has the altered chromosome develops related features.

Other Names for This Condition 
 
• 16p12.1 microdeletion 

• Chromosome 16p12.1 deletion syndrome, 520-kb 

Additional Information & Resources 

Genetic Testing Information 
 
• Genetic Testing Registry: Chromosome 16p12.1 deletion syndrome, 520kb (https://

www.ncbi.nlm.nih.gov/gtr/conditions/C3149276/) 
 

Patient Support and Advocacy Resources 
 
• National Organization for Rare Disorders (NORD) (https://rarediseases.org/) 

 

Clinical Trials 
 
• ClinicalTrials.gov (https://clinicaltrials.gov/search?cond=%2216p12.2 microdeletion

%22) 
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Catalog of Genes and Diseases from OMIM 
 
• CHROMOSOME 16p12.1 DELETION SYNDROME, 520-KB (https://omim.org/entry

/136570) 
 

Scientific Articles on PubMed 
 
• PubMed (https://pubmed.ncbi.nlm.nih.gov/?term=%28%2816p12.2%29+OR+%281

6p12.1%29%29+AND+%28deletion%29+AND+english%5Bla%5D+AND+human%5
Bmh%5D) 
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