Healthier generations...

Whole Exome Sequencing

WHAT IS WES?

Whole Exome Sequencing (WES) analyzes ~20,000
proteincoding genes in the human DNA using Next
Generation Sequencing (NGS). It helps detect variations
(mutations) that may cause disease, affect quality of
life, or be silently passed on to future generations.

A variation or mutation is a change in DNA. Such
changes may reduce or completely disrupt the normal
function of proteins.®> The identified changes are
evaluated together with the patient's clinical findings
and serve as a guide in diagnosis.

WES is particularly recommended in cases of
unexplained developmental delay, neurological
findings, congenital anomalies, recurrent miscarriages,
and suspected hereditary conditions.

It enables accurate genetic diagnosis and supports a
precision-medicine approach for personalized patient
management.

WHAT IS THE EXOME AND WHY IS IT IMPORTANT?

Genes are made up of exons (coding regions) and introns
(noncoding regions). Exons carry the instructions for
protein production, and all exons together form the
exome, which represents only 1-2% of the genome.

Although the exome makes up only a small part of the
genome, it is crucial since most disease-causing variants
are found in coding regions, whereas introns are
non-coding and do not produce proteins. *°

HOW IS WES DIFFERENT?

Unlike standard genetic tests that analyze a single
gene or a few genes suspected to be associated with a
specific disease, WES sequences approximately 98% of
the protein-coding regions (exome) in the human
genome. With this broad coverage, WES offers faster
and more reliable results for detecting diseasecausing
mutations. Importantly, WES data can be re-analyzed
in the future as science and technology progress,
giving patients and families new and more detailed
information over time.
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INDICATIONS FOR WHOLE
EXOME SEQUENCING (WES)

‘ Genetic-based health problems that develop earlier
than expected.® ’

Sample Types
s EDTAblood e« Amniotic fluid (AF)
« Buccal swab « Chorionic villus sampling(CVS)

Clinical cases where family history suggests a genetic
. etiology but cannot be explained by standard genetic
tests.®

FR81 Test Request and Consent Form
« Family history and clinical findings required

~

Genomic A nalysis and Reporting

« Coding regions of ~20,000 genes (exome)
« Analysis of SNVs, indels, CNVs

« Coverage of ClinVar pathogenic variants

« Variant classification (Pathogenic / VUS / Benign) Rare, complex, and diagnostically challenging
developmental or functional disorders. For example,

‘ Adult patients for whom standard genetic tests have
failed to provide a diagnostic result.’

- Turnaround time: 4-6 weeks J . neurodevelopmental or metabolic disorders in the
neonatal or early childhood period, cardiomyopathies,
Genetic Counseling ) epilepsy.'> " 12
* Pre-test Counseling
« Clinical Integration of Results and Family Guidance Risk assessment for diseases with familial predisposition.

j ‘ For example, carrier status, familial cancer syndromes,

. 11,13, 14
Nesiller Genetik reports WES results based prenatal evaluation.

on family history, clinical findings, and

bioinformatic databases. . . .\ .
Personalized diet and nutrition plans based on nutrige-

WES + mtDNA (Mitochondrial DNA) . nomicinformation. For example, obesity, type 2 diabetes,
dyslipidemia, cardiovascular diseases, cancer, neurode-

Provides critical insights into the diagnosis of 151617
generation. ™ ™

neurological, muscular, and metabolic disorders.

WGS (Whole Genome Sequencing)

Offers a more comprehensive genetic analysis .
by evaluating both exonic and intronic regions

of the genome.

Personalized treatment planning based on pharmacog-
enomic information (assessment of treatment - specific
effects / side effects).®
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