




Autosomal Recessive Disorders X-linked Recessive Disorders 

Beta Thalassemia Duchenne Muscular Dystrophy

Sickle Cell Anaemia Haemophilia A/B

Cystic Fibrosis Hunter Syndrome

Congenital Adrenal Hyperplasia

Spinal Muscular Atrophy X-Linked Mental Retardation

Congenital Hypothyroidism



If both parents  
are carriers

If only one parent 
is a carrier

If one parent is 
affected and the 
other parent is
a carrier

• 25% chance of 
the baby being 
unaffected

• 25% chance of the 
baby being affected

• 50% chance of the 
baby being a carrier

• 50% chance of  
the baby being  
unaffected

• 50% chance of the 
baby being a carrier

• 50% chance of  
the baby being  
affected

• 50% chance of the 
baby being a carrier
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SILVER -  OVER 100 GENES

GOLD - OVER 500 GENES

PLATINUM - OVER 2000 GENES

 



 Genotyping NGS

Usage Used by many 
companies for routine 
carrier screening

Used by a few providers 
to comprehensively 
evaluate the gene

Mutation  
detection

Tests for a limited set of 
common mutations

Tests for 5-10 times 
more pathogenic 
mutations, and detects 
all common and rare  
disease-causing 
mutations

Accuracy Provides limited utility 
beyond Caucasian and 
Jewish ethnicities

Delivers high accuracy  
across ethnicities

Detection of 
new pathogenic  
mutations

Fails Enables the discovery 
of rare and novel 
mutations in a
pan-ethnic population

Fails Low residual risk, 
regardless of ethnicity 









Chromosomal Microarray Sanger SequencingExome Sequencing

QF-PCR FISH Karyotyping MLPA

Precision in
Reproductive Genetic solutions 

Non-Invasive
Prenatal

Screening Test 

Carrier
Screening

Test  

POC/
Recurrent
Pregnancy

Prenatal
Diagnostics

Maternal
Serum

Screening

PreImplantation 
Genetic Testing-A,

M, SR Claria
Offerings

Talk to the Experts


