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WHAT IS MOSAIC DOWN SYNDROME?
           FOR THE PROFESSIONAL
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I:] percentage of trisomic cells

[]
[]

[—-llMJsaic Down sydrome (mDs) is a chromosomal condition that is
diagnosed in 2-4% of cases of Down syndrome.

—

L]

--_[In most cases of Down syndrome, an individual has an extra copy of
chromosome 21 in all of their cells. This means they have 47
chromosomes instead of the typical 46 in every single cell.

Individuals with mDs have both trisomic cells, with an extra copy of
chromosome 21, and euploid cells with the typical number of

AlhvAarAaA~n~nA~nAA~

[

—

The propbrtion of trisomic cells present in people with mDs varies between
individuals. In general, there is a correlation between the percentage of
trisomic cells in a person and their clinical/developmental outcome.
However, this correlation is NOT perfect. More research needs to be
I:lcarried out to further unders the applications of this correlation.

| |

Cytogenetic Diagnosis

—
-- | 0 actekizd mDs, the laboratory must look at the chromosomes in

mathyjells and count the numbe%cells with an extra chromosome 21.

At least 30 cells should be count nd many cytogenetics labs score up
to 100 cells.

-- Itis important to recoze that the proportion of trisomic cells varies

[:| among tissue types. exle, there may be differences in the
dn

the blood as compared to the skin, heart,
or other organs. For this reason, one may wish to evaluate more than

LE? one type of cell for diagnatic testing.

—

hily friendly explanation of Iab resultﬁvallable at hitp:/imdsa.org

under Information > Explaining Karypiype
= =
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O
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--  Mosaic Down sydrome (mDs) is a chromosomal condition that is 
    diagnosed in 2-4% of cases of Down syndrome.
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--  In most cases of Down syndrome, an individual has an extra copy of 
    chromosome 21 in all of their cells.  This means they have 47 
    chromosomes instead of the typical 46 in every single cell.
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--  Individuals with mDs have both trisomic cells, with an extra copy of 
    chromosome 21, and euploid cells with the typical number of chromosomes.
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--  The proportion of trisomic cells present in people with mDs varies between
     individuals. In general, there is a correlation between the percentage of 
     trisomic cells in a person and their clinical/developmental outcome.  
     However, this correlation is NOT perfect.  More research needs to be 
     carried out to further understand the applications of this correlation.
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Cytogenetic Diagnosis
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--  To characterize mDs, the laboratory must look at the chromosomes in 
     many cells and count the number of cells with an extra chromosome 21.
     At least 30 cells should be counted and many cytogenetics labs score up
     to 100 cells.
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 --  It is important to recognize that the proportion of trisomic cells varies 
     among tissue types.  For example, there may be differences in the 
     percentage of trisomic cells in the blood as compared to the skin, heart,
     or other organs.  For this reason, one may wish to evaluate more than
     one type of cell for diagnostic testing.
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    --  A family friendly explanation of lab results is available at http://imdsa.org
        under Information > Explaining Karyotypes.
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