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This summarises our information sheet on congenital
hyperinsulinism (shortened to HI) caused by a deletion

on chromosome 20. Check out the full document here!
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HOW CAN A DELETION ON CHROMOSOME 20 CAUSE HI?

One type of big change is called a deletion, where whole
sections of DNA can be lost.

We have recently discovered that deletions on chromosome 20
are a cause of HI. One gene that is missing is FOXA2. It

has many functions and one is to make sure the pancreas works
properly. As the pancreas is the organ that releases insulin, we
think that not having this gene is causing HlI.
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The other features reported are:
4 of the 5 children were given the o .
drug diazoxide. This is the % Distinctive facial features brain
/ standard treatment for HI. % Learning difficulties,

including slower than
expected development of
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For one of them, the HI resolved
when they were 6 months old. The
other 3 children are continuing to
take diazoxide to manage their HI.
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% Difficulties with feeding and/or slower growth
In the fifth child, the diazoxide treatment was

not able to control their blood glucose levels, % Changes in the level of hormones from the pituitary
so they underwent surgery that took out some gland in the brain
of their pancreas to help manage their HI. % Issues with the heart, kidneys, and genitals (in
males) which could be treated and managed. In some
Because this form of HI has only recently children, these features got better with time.

been discovered, researchers are working
hard to understand which treatments will
work best in the long term.

It is important to note that these features vary between
individuals and likely reflects the differences in the size
of the deletion each person has.
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