
Trisomy 21
(Down Syndrome)

What are the Features of Trisomy 21?

Flattened nasal bridge
Upward slanting eyes
Small ears 
Short neck 
Weak muscle tone 
Single crease across the palms 
Smaller hands and feet compared to peers 
Shorter height compared to peers 
Delayed cognitive development and learning di�iculties
Delayed speech and language skills 
Behavioral issues, such as di�iculties concentrating, stubbornness,
tantrums, and obsessive-compulsive disorders

What Causes Trisomy 21? 
While there is no definitive scientific research indicating that Down syndrome is 
caused by environmental factors or the parents’ activities before or during 
pregnancy, some parents have a greater chance of having a baby with Down 
syndrome, including: 

What is Trisomy 21? 
Trisomy 21, also called Down syndrome, is 
the most common chromosomal variation at birth, 
a�ecting about 1 in every 700 liveborn babies.

What Causes Down Syndrome?
Down syndrome is usually caused by an extra chromosome 21 with either the egg or 
sperm cell; this occurs during sex cell division through an uncontrollable, random 
event called chromosomal nondisjunction. Children born with trisomy 21 have a total 
of 47 chromosomes instead of 46, which are usually observed in people without 
trisomy 21.

What are the Di�erent Types of Down Syndrome?

Trisomy 21 (~95% of cases): As the embryo develops, the extra 
chromosome 21 is replicated in every cell of the body.

Mosaic Trisomy 21 (~2% of cases): The extra chromosome 21 is 
present in some cells, but not all cells.

Translocation Trisomy 21 (~3% of cases): All or part of 
chromosome 21 is attached (translocated) to another 
chromosome, resulting in cells that have 2 standalone copies 
of chromosome 21, as well as another copy of chromosome 21 
attached to another chromosome.

Sources: 
https://www.ndss.org/about
https://www.cdc.gov/ncbddd/birthdefects/downsyndrome/data.html
https://americanpregnancy.org/healthy-pregnancy/birth-defects/down-syndrome/

Every person is unique, and both the physical and intellectual features of trisomy 21 can vary widely. 
Common traits include:

Having a previous child with Down syndrome
People who have had one child with trisomy 21 have a slightly increased chance 
of having a second child with trisomy 21. 

Having a chromosomal translocation in a genetic parent
Although uncommon, people who have translocation involving chromosome 21 
have an increased chance of having a baby with Down syndrome.

Maternal age  
People with egg cells are born with all the egg cells they will ever have. With 
increasing age, the risk of the chromosomes dividing incorrectly also increases. 




