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Genetic mechanism of PMD

% of Patients

Genetic M echanism

Duplication (and possibly

70% .
triplication) of PLP
15-20% Point mutations of PLP
May have mutationsin PLP remote
5-10% from thoseregionsthat are examined

routinely in testing laboratories

J.Y .Garbern, Pelizaeus-Merzbacher Disease (2002), on www.emedicine.com;
J.Y .Garbern, PLP-Related disorders (2002), on www.genetests.org.
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J.Y.Garbern, Pelizaeus-M er zbacher Disease (2002)

Medical/Legal Pitfalls:

Failure to recognize the disease in a child who has no family
history of PMD, or failure to refer the parents of a child
with PMD to an appropriate genetics specialist may result
In the parents having an avoidable pregnancy with another
affected child ("wrongful birth™).

wrongful birth



J.Y.Garbern, Pelizaeus-M er zbacher Disease (2002)

Special Concerns:

As a hereditary disorder, PMD affects the lives not only
of the affected individuals, but also their relatives.
Competent genetic counseling to the family of an
affected Individual is essential in order to provide the
most accurate prognosis for the individual and to
educate the family about implications for future
pregnancies. Prenatal testing and preimplantation
genetic testing are both possible and should be
offered when appropriate.
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® http://www.courts.go.|p/ o
H15.4.25 13 24783

Pelizaeus-Merzbacher disease (PMD)
® http://www.emedicine.com/neuro/topic520.htm

® http://www.geneclinics.org/serviet/accessd=17426& key=UStS0l 7moPgoj &
gry=INSERTGRY & fcn=y& fw=rcOE& filename=/profiles/pmd/index.htmi

Pelizaeus-M erzbacher 1
1999:31:171-176.

Pelizacus-M erzbacher
2000:32:503-506.
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