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Trisomy 21 (Down Syndrome)
{Core Condition)

Dezcription The presence of three copies of allor a
large part of chromosome 21.

Incluzions Down svndrome
Mosaic Down syndrome
Mlosaic trisonny 21
Transkocation Down syndrome
Transkocation trisomy 21
Trizomy 21, not otherwize specified

Excluzions Balanced tranzlocations mwvolving chromosome 21
“Diowns facies™ without aszociated trsony 21,
ICD-9-CM Codes 758.0
ICD-10-CM Codes Q20.0-QR0.9
CDC/BPA Codes T38.00 - 75800
Diagnostic Methods Down syndrome may be suspected on physical examination. However, 1t

may bednems&dcomhm‘e]\ only through direct analysis of the mfant™s
chromosomes (karyotype). The chromosomes may be obtamed from blood
or tizzue cells.

Prenatal Diagnoses Not  Down syndrome may be mcluded when only diagnosed through direct

Confirmed Poztnatally analysis of fetal chromosomes or molecular cytogenstic anabyss (typically
chremosomal micrearTay of flucrescence m situ h}tndmtlu-n] aof cells
obtzmed from ammiocentesis, chorionic villus sampling (CVE), or
percutanecus umbilieal blood samplng (PUBS). However, when mozaie
trzomyy 21 is noted, the defect should be confimed postnatally on a
spe:mnmobtameddn‘eﬂth from the mfant or fetus after birth (zee below).

Additional Information:

When the two copies of chromosome 21 from one parent do not separate during ege or sperm formation,
three copies of the entire chromosome 21 will be present m the fetus. In this metance, the karvotype i=
written: az 4730021 or 47 XY, +21. Thiz iz the most common type of trisomy 21 and i& associated with
advanced maternal age, particularly of 35 vears or greater.

Translocation trizomy 21 occurs when two separate copies of chromosome 21 are present, but a third copy
of part of chromosome 21 is attached to another chromoesome. In this mstance, there are 46 total
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