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Peutz-jeghers syndrome

0 Peutz-Jeghers syndrome, also
known as hereditary intestinal
polyposis syndrome, is an

characterized by the
development of benign
in the
ﬁastrointestinal tract and
i

yperpigmented on the
ips and oral mucosa.l'1:8>7
Peutz-Jeghers syndrome has an
incidence of approximatel}/ 1 in
25,000 to 300,000 births !

1 Small intestines involvment

\




Familial adenomatous polyposis (FAP) is an inherited

condition in which numerous form mainly in the
of the . While these polyps
start out : Into

occurs when not treated.

From early adolescence and onwards, patients with this
condition develop hundreds to thousands of polyps. These
may bleed, leading to blood in the stool

The genetic determinant in familial polyposis may also
predispose carriers to other malignancies, e.g., of the
and

Other signs that may point to FAP are pigmented lesions of
the ("CHRPE - congenital hypertrophy of the retinal
pigment epithelium”), jaw cysts, , and

The combination of polyposis, osteomas, and
is termed (with or

without abnormal scarring).!']
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Zellweger syndrome, also called cerebrohepatorenal syndrome is a rare,

, Characterized by the reduction or absence of functional in

the cells of an individual.['l It is one of a family of disorders called

0

Zellweger syndrome is an disorder caused by mutations in genes
that encode peroxins, proteins required for the normal assembly of
As a result of impaired function, an individual's tissues and cells can

accumulate very long chain fatty acids (VLCFA) and branched chain fatty acids (BCFA)
that are normally degraded in

Zellweger syndrome is associated with impaired neuronal migration, neuronal
positioning, and 51 In addition, individuals with Zellweger syndrome
can show a reduction in [CNS] myelin (particularly cerebral), which is referred to as
(hypomyelination).

postdevelopmental sensorineuronal degeneration that leads to a progressive loss of
hearing and vision.!!

Zellweger syndrome can also affect the function of many other organ systems.

Patients can show craniofacial abnormalities (such as a high forehead, hypoplastic
supraorbital ridges, epicanthal folds, midface hypoplasia, and a large fontanel),

(punctate calcification of the cartilage in specific regions of
the body)

eye abnormalities
[5]

Newborns may present with profound (low muscle tone), seizures, apnea, and
an inability to eat.l!®!




