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What is Cystinuria?

Cystinuria is a rare condition affecting
the kidney. It is characterized by the
excess collection of amino acids in the
urine (most notably cystine) which are
insoluble and therefore form hard,
crystallised stones in the urine.

It affects approximately 1:7,000 and is
usually diagnosed between 10 and 30
years-of-age.

How is it caused?

Cystinuria is a genetic condition. It has a
recessive inheritance pattern-needing a
copy of the altered gene to be inherited
from both parents. This leads to the
condition tending to ‘appear’ without
other members of the family having the
same condition.

Autosomal recessive inheritance:
both parents are carriers
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Symptoms

Renal colic is often the first sign
(moderate to severe sharp, spasmodic
pain in the back, side and groin area.)
This pain is caused by a kidney stone
falling into the ureter (tube that joins
kidney to bladder). It can sometimes be
linked with urinary infection (cystitis)
and bladder problems.

Patients can also report feeling a
constant ache in the kidney area.

Tiredness and depression can be
associated with Cystinuria.

Stones can cause obstruction and pain
should be investigated as blockage
can cause problems with infection and
kidney damage. Blockage can also
cause the kidneys to become enlarged-
hydronephrosis.

How we diagnose Cystinuria

e 24 hour urine collection to test levels
of cystine

* Spot urine for initial detection of
cystine

e Genetic tests can be undertaken

Finding stones

Stones can be detected using the
following:

e KUB (X-ray of the kidneys, ureter and
bladder)

e Ultrasound

* CT (body scan) scan

* Nephrostogram (X-ray with
introduction of dye into the kidney
via a nephrostomy tube where a
patient already has one inserted)

Medical treatment

D-Penicillamine - This drug combines
with cystine to prevent stones forming.

Side effects include taste disturbance,
rash and nausea. Other risks are rarer
and you would be monitored closely.

Captopril — Used if the patient is
intolerant to the above again with
the aim of reducing stone formation

this can also cause taste disturbance,
postural hypotension and cough.

Tipronin (Thiola) — Unfortunately this
drug is not yet available in the UK.

Surgical treatment for stones

e Open or keyhole surgery. Open
surgery requires a general anaesthetic
and a 10-14 day hospital stay

e Cystoscopy
e Laser Therapy of several types

Risks of surgery should be discussed
with your surgeon.



