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ChromoSeq

What is ChromoSeq?

ChromoSeq is a genetic test which utilizes
large DNA fragments genome-sequencing
technology. Superior to FetalSeq, it can also
identify chromosomal structural
rearrangements and absence of
heterozygosity (AOH).

Test workflow

Pre-test Genetic Counseling

\/ DNA Sampling

(e.g. chorionic villus sampling, amniocentesis,
products of gestation, peripheral blood)

ChromoSeq Analysis

e

ChromoSeq’s scope of detection

ChromoSeq enables comprehensive and
precise detection of genomic variants and
detects additional genetic abnormalities over
conventional karyotyping, FetalChip and
FetalSeq including:

1. Chromosomal structural rearrangements

including balanced translocations, inversions,

insertions and complex rearrangements.?

2. Absence of heterozygosity (and/or
uniparental disomy) on a genome-wide

scale at a 5Mb resolution.
1PMID: 31679651, 2PMID: 31173071.

Case illustration

Figure 1 (back page) shows one of the couple
is a carrier of a balanced translocation (upper
panel). The blue and teal chromosome
segments at the lower terminal ends are
rearranged. The couple is at risk of transmitting
an unbalanced chromosome to their offspring
(lower panel). Unbalanced genetic content
could result in miscarriage, congenital
abnormalities or other clinical features.

Figure 2 illustrates a case example of an
individual with a balanced translocation

involving chromosomes 5 and 14. This is

difficult to detect by karyotyping. (A) shows the
normal and the abnormal chromosomes. The
red arrow shows the rearrangement
breakpoints. (B) ChromoSeq identifies the
translocation by detecting chimeric sequence
reads spanning the rearrangements. (C)
Preimplantation genetic testing (PGT) can be
utilized to help the couple achieve an
unaffected pregnancy. PGT identified embryos
with unbalanced chromosomes that are
inherited from the carrier parent.
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1. Couples with infertility, miscarriage or a his
of stillbirth;

2. Women who are indicated for invasive prena
testing due to fetal ultrasound anomalies,
from Down's Syndrome Screening/ hon-iny
prenatal testing or advanced matemal a

3. Children with developmental delay, intel
disability, autism spectrum disorders o
congenltal anomalies.

Important notes for this test

- 1. Limitations: ChromoSeq is unable to d
chromosomal rearrangements mediat
large repetitive elements (e.g. robert
translocations), low-level mosaicisms (-
and single-nucleotide variants; :

2. Normal test results do not exclude o
causes that are undetectable by C




