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BACKGROUND INFORMATICON: Wilson Disease (ATPTB)

CHARACTERISTICS «
pathogenic variants in the ATPT7E genhe.

Patient Report

Patient Age/Gender: 1 day Male

Report/Verified: 28-0Oct-21 14:13
Reference Interval

Sequencing

Wilson disgease 12 a disorder of copper metabolism caused by
Toxic accumulaticon of copper in body tissues,
particularly the liver and central nervous svstem,

causes progressive disease that

iz eventually lethal 1f untreated. The clinical presentation of Wilson disease 1is

highly variable and age dependent.
disease, neurcloglic findings,
zarly childhood to late adulthood.

Symptoms,
PREVALENCE: 1 in 10,000 to 1 in 30,000.
CAUSE: Pathogenic germline variants in ATP7B.
INHERITANCE: Rutosomal recessive.

PENETRANCE: RAge dependent.

CLINICAL SEWNSITIVITY:

98 percent.

GENE TESTED: ATPYB (NM 000053

including Kayser-Flelscher rings,
and psychiatric disease,

liver
may present at any time from

Deletion/duplication analysis is not available for this gens.

METHODOLOGY :
Junctions of the targeted genes,

Probe hybridization-based capture of all ceoding exons and sxon-intron
followed by massively parallel seguencing.

Sanger

sequencing was performed as necessary to fill in regions of low coverage and confirm

reported variants. Human genome bhuild 19

(Hg 19)

was used for data analvysis.

ANALYTICAL, SENSITIVITY/SPECIFICITY: The analytical sensitivity iz approximately 99

percent for single nucleotide variants (SNVs)
ingertiona/duplications/deletions (indels)

and greater than 93 percent for
from 1-10 basge palirs in size.

Indels

greater than 10 bass palrs may be detected, but the analytical sensitivity may be

reduced.

LIMITATIONS: A negative result doss not exclude a diagneosis of Wilson disease.

Specificity 1s greater than 9%9.% percent for all variant classes.

This

Cest only detects varlants within the coding regions and intron-exon boundaries of
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the RTP7B gene. Regulatory region variants and deep intronic variants will not be

identified, including the Sardinian founder variant, ¢.-436 -422d=115.
Deletions/duplications/insertions of any size may not be detected by massively

parallel sequencing. Diagnostic errors can occur dus to rars gequence varliatlons.
gsome cases, varliants may not be 1dentified due to technical limitations cauzsed by
the presence of pseudogenes, repetitive, or homelogous regions. This test is not
intended to detect low-level mosalc or somatic variants, gene conversion events,
complex inversionsg, tCranslocations, mitocheondrial DNZ (mbDNAZ) mutations, or repsat
expansions. Interpretation of this Cest result may be lmpacted if this patient has

had an allegsneic steam cell transplantation. Non-coding transcripts were not
analvyzed.
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