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Examples: 

Figure 1 Figure 2

Denovo Mutation in proband The homozygous variant observed in the proband was 
detected in the heterozygous state in both the parents. 

Note: Triplet repeat expansions, translocations cannot be detected by this methodology. Genetic changes present outside
              of the targeted region will not be detected
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Test Features: 

Comprehensive QC including relatedness (Mendelian QC)
Combined variant calling for increased accuracy of variant detection (in low coverage region)
Better diagnostic yield compared to single proband analysis   
Ability of ascertain inheritance of clinically relevant variants i.e. compound heterozygous and de novo variants 

EEEExam llples:

Clinical Exome (V3 -MedGenome) Whole Exome (Agilent SSV5)

Panel Size

No of Genes

Panel Coverage

Coverage at > 20X

-29MB

8342

80-100X

>=95%

-50MB

22,713

80-100X

>=95%
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Where the individual’s medical examination, 
laboratory findings and family history 
suggest underlying genetic etiology:Diagnostics of genetically

heterogenous diseases

Facilitates medical
intervention
& treatment

Guides reproductive
planning & assessment

of recurrence risk

Helps to end the
diagnostic odyssey 

Facilitates analysis of
thousands of genes

Identify alterations such
as,  insertions, deletions
(indels), single nucleotide
variants (SNV's) and Copy

number variations
(CNVs)

Detection of both recessive
and dominant disease.

Higher Diagnostic Yield 

De Novo variants that occur
in the offspring but are not 

present in either of the
parents are detected
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