Can | pass Gitelman or Bartter
Syndrome on to my children?

This depends on the genes of your partner.

If your partner is not a carrier, then none of the
children you have together will be affected, but
they will all be carriers.

If your partner is a carrier (this is extremely
unlikely), then for each child there is a 1 in 2
(50%) chance that they will have the condition.
If they do not have the condition they will be a
carrier.

If your partner also has the condition (this is
extremely unlikely), then all the children you
have together will have the condition.

If your partner has the condition, they may
already know about it, but if they are a carrier
they probably will not. The chances of your
partner being a carrier are less than 1 in 100,
unless you are related by blood (cousins), in
which case it is higher. Because these chances
are so low, most people with the condition have
healthy children who are carriers of the gene.

DNA testing in families

If you are worried your partner may be a
carrier, you may want to ask for advice about a
DNA test. This is a simple blood test, which
looks at the genes that cause the condition.
Some people find this information useful when
planning a family.

Other family members related to you by blood
(including brothers, sisters, parents, children,
aunts, uncles, cousins) might also want their
DNA examined, so we recommend that you talk
to them about it, and suggest they seek
professional advice. This can be through their
doctor, a renal clinic, or a geneticist.

Where can 1 get more information?

- www.rarerenal.org

- http://www.facebook.com/groups/Fighting
GitelmansSyndrome/

- www.barttersite.org

- http://omim.org/entry/607364

- http://omim.org/entry/26380
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What are Gitelman Syndrome and Type
3 Bartter Syndrome?

These are rare, inherited disorders of the
kidneys that cause salts, including sodium,
potassium and magnesium, to be lost from the
body in the urine.

What are the symptoms?

Some people will notice lots of these symptoms,
and others will notice very few.

depression

blurred vision feelina dizzv

migraines feeling irritable

tiredness craving salty foods

feeling thirsty
all the time

joint pain
(Gitelman)

numbness and p_alpitations
tingling in hands (feeling your heart
and feet beat fast)

abdominal
pain

diarrhoea or

needing to constipation

urinate more
often

muscle
cramps

What treatments are there?

Diet - A dietician can help you choose foods
with lots of salt, potassium and magnesium in
them. Dietary information can be found at:-
http://www.rarerenal.org/diseases/hypokalaemi
c-alkalosis/dietary-needs/

Supplements - Most people will need either
potassium (K) or magnesium (Mg) supplements
(or both) every day, to help replace what is lost
in the urine.

Unfortunately, these supplements are
sometimes needed in high doses and can cause
unpleasant side effects, including diarrhoea, and
can be difficult to digest. We find that the
following types cause the fewest problems:

Potassium: SlowK and Kay-Cee-L Liquid
Magnesium: Mg lactate (MagTab SR), Mg
glycerophosphate and Mg aspartate.

Other medicines - these might include:

Spironolactone (or eplerenone)

e Amiloride

e ACE Inhibitors (ending with ‘pril’, for
example: lisinopril, enalapril, ramipril)

e Angiotensin Receptor Blockers (ending with
‘sartan’, for example: losartan)

e Indomethacin can be helpful for children
while they are growing

These medicines work by helping your kidneys
hold on to the potassium and magnesium you
need.

I don’t have many symptoms, so why
do I need to take these medicines?

Although you may not have noticed symptoms,
you have had the condition for a long time, and
balancing salt and acid levels with treatment
may give you more energy. Your kidneys will
keep losing important salts, and without
treatment, potassium and magnesium levels in
the blood could fall very low. This could cause
longer-term problems, including with your heart
rhythm.

What else can | expect?

You will need to stay on treatment for the rest
of your life and have hospital appointments and
regular blood tests. The amount of supplements
and medicines needed may change over time.
Although the kidneys are affected, other kidney
problems do not usually occur and most of the
kidneys’ functions remain normal, so you are
unlikely to need dialysis or a kidney transplant.

Is there a cure?

Unfortunately we are unable to offer you a cure.
However, with treatment, we aim to prevent
symptoms and we expect most patients to live a
normal life.

How are Gitelman and Bartter
Syndromes passed on?

Each condition is caused by changes in one gene,
which is important for moving salt around in the
kidneys:

¢ In Gitelman this gene is called SLC12A3 (which
encodes a salt transporter)

e In type 3 Bartter this gene is called CLCNKB
(which encodes a chloride channel)

Everyone has 2 copies of the gene involved:

e Healthy people have two normal copies

e Carriers have one copy that works normally and
one that doesn’t. Carriers are usually perfectly
healthy because the normal copy can still do its
job

e In patients with the condition, neither copy
works normally. The gene can’'t do its job
properly and so the kidneys lose salt

¢ Men and women are affected equally

e When both parents are carriers, each child could
be healthy, a healthy carrier, or affected:

Carrier mother Carrier father

O
©m O

Affected child Healthy carrier children Healthy child

(MorF) One normal gene (MorF)
Both genes One abnormal gene Two normal
abnormal genes
1 in 2 chance
1 in 4 chance 1 in 4 chance
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