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Wilson Disease Testing

Click here for topics associated with this algorithm

INDICATIONS FOR TESTING

Clinical suspicion, family history, early-age onset of hepatitis or

cirrhosis, neuropsychiatric manifestations

Abbreviations

CF Free serum or plasma copper
CP Ceruloplasmin

KF Kayser-Fleischer rings

LFTs Liver function tests

MRI Magnetic resonance imaging
uc Urine copper
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Physical exam
e KF

CP test
CF test
UC test
LFTs

PERFORM

Laboratory testing

Additional testing
* MRI of the brain

CP, CF, UC, LFTs
normal

215 yrs <15 yrs of
of age age
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Seek alternate Reevaluation in
diagnosis 3-6 mos
Consider

genetic testing

|
CP: decreased
AND/OR
CF: increased
AND/OR
UC: increased
AND/OR
KF: present

|

Suspicion of
Wilson disease

A

Liver biopsy with

‘ copper quantification ‘

2250 ugl/g
AND

consistent histology

!

confirmed

Wilson disease

<250 ug/g
AND

inconsistent histology

!

Seek alternate
diagnosis or
reevaluate in

3-6 mos

Initiate
treatment

Consider

of patient and

genetic testing

family members
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CP: decreased (<20 mg/dL)
CF: increased (>10 pg/dL)
UC: increased (>100 pg/dL)
KF: present

v

Wilson disease
confirmed

\ 4

o Consider liver
biopsy with copper
quantification (not
necessary for
diagnosis)

e Consider genetic
testing

Initiate treatment

Consider genetic
testing of patient and
family members for
ATP7B mutation
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