HOW A DELETION ON CHROMOSOME 9 o

CAUSES CONGENITAL HYPERINSULINISM

This summarises our information sheet on congenital
hyperinsulinism (shortened to HI) caused by a deletion
on chromosome 9. Check out the full document here!
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HOW CAN A DELETION ON CHROMOSOME 9 CAUSE HI? deleted gene
One type of big change is called a deletion, where whole chromosome 9

sections of DNA can be lost.
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The deletion removes a section of chromosome 9 containing
multiple genes. We know that one or more of these missing
genes must be important in the pancreas, the organ
responsible for making and sending out insulin to the body.

We have been able to narrow down the list to 26 genes, but
more work is needed to understand exactly which of
these genes is responsible for causing HI.
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This form of HI is considered rare BUT it may be

underdiagnosed because it is not included in hypoglycaemia Most children with this form of HI
routine tests. have low blood sugar levels

(known as hypoglycaemia) that was
diagnosed within the first week of
life.

It is a dominant variant, explained further in
our information sheet linked here. y o

Children with this deletion often also
have other clinical features.
These vary between individuals
and likely reflect differences in the
/ size of the deletions.

In most of the children it is a de novo variant, /( Q
meaning it was not found in their parents, “r [
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Sometimes, a deletion can result from a
balanced translocation in a parent, where part
of a chromosome has moved, but no genetic
material has been lost (deleted) or gained. Some of the other features reported are:
The parent is usually unaffected, but this can
increase the chance of having a child with a
chromosome deletion. Developmental delay, b"ﬂin
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movement skills (e.g. sitting,
walking, and coordination)

For example, some children may have more genes missing
than others, causing different features to develop.
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Most children with a chromosome 9 deletion are

Our understanding of how this / successfully treated with the drug diazoxide. This is
the standard treatment for HI.
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growing, and researchers are ide For many individuals, the HI improves over time and
working hard to understand d"“zo* they no longer need treatment. The age at which this
why for some children the HI happens differs between people.
is transient, but for others it

can persist for many years For example, some children only require treatment for a

few weeks, while others still receive diazoxide when

I “ ) they are teenagers.
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