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~+ What is Cri-du-chat Syndrome?

[ -

|
I+ Cri-du-chat syndrome, also known as 5p- (5p minus)
__ﬁ” syndrome, is a hereditary, congenital condition of

I partial aneusomy resulting from deletion of the short

’;’ arm of chromosome 5. §




:}‘ Classical Signs & Symptoms (S & $x)

:' Normal head size Microcephaly ;:“‘ .
3 mm;' i i

tmﬁfr-fre?miskin} r—;” . Hyper’relorism

ag tissue (c rapy ' . .
_. * Micrognathia

\ ;}’ * Epicanthal folds

‘/’ - Simian Crease

- Low-set ears (pinna)

M [y - Skin tagsin front of ear

- Mental retardation/delayed




S & Sx Cont. & Diagnosis I

In addition to symptoms, the physical examination may r"_ﬂ

show: r][

* Inguinal hernia “I

- Diastasis recti (separated abdominal muscles) ‘,”

- Hypotonia, which affects psychomotor function "
¥y

- Genetic testing, such as array comparative genomic
hybridization to map DNA copy humber change, can "
show deletions on chromosome 5, as well as the ’
extent of the deletion and therefore possible severity/ y
Prognosis. ] B

* Cri-du-chat Syndrome seems to be one of the mc oo







At age of six



- Cri-du-chat has complex molecular genetics

* Only about 10 percent of people with Cri-du-chat _

Molecular Genetics

mostly revolving around the length of the dele’rlon /-»
iIn chromosome 5 as well as where the deletion
occurs on the chromosome.

- The deletion occurs most often as a random

event during the formation of reproductive cells
(eggs or sperm) or in early fetal development.

Syndrome inherit the chromosome abnormality
from an unaffected parent.

- In these cases, the parent carries a chromosomal

rearrangement called a balanced franslocation
(asymptomatic), in which no genetic material is gained or lost.

- Children who inherit an unbalanced transloc




{— Molecular Genetics

T—

* A critical chromosomal region involved in the
high-pitched cry mapped to proximal 5p15.3.

* The chromosomal region involved in the
remaining features of the syndrome mapped to
a small region within central 5p15.2.

* Deletions that did not include these 2
chromosomal regions presented varying clinical
phenotypes from severe mental retardation and
microcephaly to a clinically normal phenotype.
* The CTNND2 gene maps to a specific region in chromosome
5p15.2 implicated in the mental retardation phenotype. There is
a strong correlation between hemizygous loss of CTNND2 and
severe mental retardation. | N

* The properties © NND2 as a ne! _,OI,O"*H --\‘

AN




} Treatment & Therapies ,'E

* No specific tfreatment is available for this syndrome, but detection is T
definitive with genefic mapping. 1=
-1 - There is no known prevention. -
»” - The mental retardation can be treated with special education and \\«
’ professional aid, and counseling is recommended for the parents. ‘

* Half of children with Cri-du-chat syndrome learn sufficient verbal skills |
to communicate. The cat-like cry becomes less apparent over time.

o Couples with a family history of this syndrome who wish to become r
\ pregnant may consider genetic counseling. I

h_l - Genetfic testing af time of birth would de’rermlne Whe’rher a ch|ld l

& * What can be expected varies, but mental retardation is usual.
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