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Introduction

Prader-Willi syndrome (PWS) is a complex, multisystem
disorder that usually involves chromosome 15 (Wigren and

Hansen, 2003).

Its major clinical features include neonatal hypotonia,
developmental delay, short stature, behavioral
abnormalities, childhood-onset obesity and characteristic

appearance (Meral et al., 2001).

Diagnosis often is delayed until early childhood because
the clinical findings are relatively nonspecific, particularly
in infancy, and the dysmorphism often subtle (Varela et al.,

2005).

Although there are published consensus clinical criteria for
the diagnosis of PWS, genetic testing has become the
standard because it detects nearly 100% of persons with
PWS, is highly specific, and can diagnose PWS earlier than
would be possible based on clinical criteria (Meral et al.,

2001).

The genetic basis of PWS is complex. It’s caused by
absence of expression of the paternally active genes in the

PWS critical region on 15q11-ql3. In approximately 70%



of cases this is the result of deletion of this region from the
paternal chromosome 15. In approximately 28%, it’s
attributable to maternal uniparental disomy (UPD) of
chromosome 15, and in < 2%, it’s the result of a mutation
or deletion in the imprinting centre or other imprinting

defect (Meral et al., 2001).

Fluorescence in situ hybridization (FISH) is the application
of fluorescently labeled DNA molecules to metaphase
chromosomes and interphase nuclei for the detection of
chromosome abnormalities and alterations. It’s a rapid,
reliable and direct approach for identifying patients with
microdeletions and microduplications. FISH analysis in
PWS is performed on metaphase chromosomes and 70% of
PWS patients will demonstrate a deletion of 15ql11-ql3
(Erdel et al., 2004).

Aim of the study

e The study is planned to investigate the behavioral
pattern of patients suffering from PWS and to
elucidate the cytogenetic pattern of those patients
using both High Resolution Karyotype (HRK) and
Fluorescence In Situ Hybridization (FISH).



Patients and methods

1)

2)

3)

4)
S)

6)

This study will include 20 patients with clinically
diagnosed PWS defined by criteria by (Meral et al.,
2001). They will be chosen from the Genetics
Clinic, Faculty of Medicine, Ain Shams University.

For enrolled patients the following will be done:

Full history taking laying stress on prenatal,
antenatal and postnatal events, developmental
history, profile of dietary intake and any behavioral
abnormality.

Thorough clinical examination laying stress on
anthropometric measurements [head circumference
and weight] and all body system examination.
Family  pedigree construction illustrating
consanguinity and similar conditions among family
members.

Photo recording of patients.

Behavioral and psycho-social function assessment
of studied children using Pediatric Behavioral
Check List (PCL).

Confirmation of any suspected psychiatric disorders

using DSM IV TR (2000).



7

8)

Cytogenetics (high resolution banding) and
molecular cytogenetics (FISH) studies.

Some investigations will be conducted when
indicated: Blood glucose, plain x-ray chest and
heart, pelviabdominal sonography, audiometry and

brain CT.
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