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Ashkenazi Results 

There are two possible outcomes from this test.  

A CARRIER: This means the test has identified a change 

in a copy of one of your genes for one or more of the 

conditions tested for. Testing of the partner will determine 

the risk of having a child with that condition(s). If testing 

shows that the patient is a carrier, the result will be issued 

to a genetic counsellor. 

A NON-CARRIER: This means that there were no common 

gene changes for the eight genetic conditions common 

to people of Ashkenazi Jewish ancestry. Importantly, the 

test cannot detect all possible gene changes for these 

conditions. A small chance remains that the patient is a 

carrier of a less common gene change that is not tested 

for. By excluding the patient as a carrier of the common 

gene changes for these conditions, the risk of being a 

carrier and of having a child with any of the conditions is 

significantly reduced. 

For those identified as being at risk of having a child 

affected by one of these conditions during an existing 

pregnancy, testing is available to determine whether or not 

the developing foetus may be affected. If the developing 

foetus is found to be affected, a genetic counsellor 

will discuss options, which may include termination of 

pregnancy. For individuals identified as at risk before they 

are pregnant, additional options are available to avoid 

having a child affected with these conditions including 

pre-implantation genetic diagnosis through IVF, the use of 

donor eggs or donor sperm, donor embryos or adoption. 

Associate Professor Mirette Saad is a Consultant Chemical Pathologist and the National Clinical Director of 
Molecular Genetic Pathology at Australian Clinical Labs. At Clinical Labs, Assoc. Prof. Mirette Saad leads the 
Molecular Genetic testing for antenatal screening and cancer genetics.

References: 
www.cysticfibrosis.org.au  
www.smaaustralia.org.au  
www.fragilex.org.au

Assoc. Prof. Mirette Saad
MBBS (HONS), MD (HONS), MAACB, FRCPA, PHD

National Clinical Director of Molecular Genetic Pathology,  

Australian Clinical Labs

P: (03) 9538 6777

E: Mirette.Saad@clinicallabs.com.au

Lab: Clayton 

Areas Of Interest: Molecular Genetics, Precision Medicine, 

Cancer Genetics, Antenatal Screening, NIPT, Endocrine, Fertility 

Testing and Research, Medical Teaching 

Speciality: Chemical Pathology
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Population All ethnicities All ethnicities Ashkenazi Jewish population

Genetic 

Disorderss
CF, SMA & FXS

Comprehensive (100+ inherited 
diseases)

• Tay-Sachs Disease

• Canavan Disease

• Niemann-Pick Disease

• Bloom Syndrome

• Cystic Fibrosis

• Fanconi Anaemia

• Familial Dysautonomia

• Mucolipidosis IV 

Cost

CF: $150, FXS: $100, SMA: $195 
Total fee for all three: $350. 

If patient is positive for a particular 
condition, partner can be tested for free.

$790 (Partner testing is $700) $330

Sample type Blood sample or cheek swab Blood sample Blood sample

TAT 7-10 business days 3-5 weeks 7-10 business days

How to Order

Fill out the Genetic Carrier Screening 
request form. You may request CF, FXS 
or SMA individually or as a group. The 
request form can be downloaded here: 
clinicallabs.com.au/doctor/specialists-
services/obstetrics-gynaecology

Fill out the Comprehensive 
Carrier Screen request form. The 
request form can be downloaded 
here: clinicallabs.com.au/doctor/
specialists-services/obstetrics-
gynaecology

Fill out the Genetic Carrier Screening 
request form. The request form can 
be downloaded here: clinicallabs.
com.au/doctor/specialists-services/
obstetrics-gynaecology

An individual’s risk of being a genetic carrier for certain 

conditions can vary depending on their ethnicity. For 

example, Caucasian individuals are at higher risk of 

being carriers of cystic fibrosis and people of Asian and 

Mediterranean ancestry are at increased risk of being 

carriers of blood disorders called thalassaemia. Ashkenazi 

Jewish Carrier Screening is a test that can determine 

whether your patient is a carrier of any of the eight genetic 

conditions we test for that are more common in people of 

Ashkenazi Jewish ancestry. Importantly, being a carrier of 

one of these eight conditions does not impact your patient’s 

own health, but it may increase the likelihood of having a 

child affected with the condition.

The conditions tested for are: 

TAY-SACHS DISEASE 
CANAVAN DISEASE 

NIEMANN-PICK DISEASE 
BLOOM SYNDROME 
CYSTIC FIBROSIS 
FANCONI ANAEMIA 
FAMILIAL DYSAUTONOMIA 
MUCOLIPIDOSIS IV 
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Recommended by Obstetricians 
and Gynaecologists 

Genetic carrier screening is recommended by the Royal 

Australian and New Zealand College of Obstetricians and 

Gynaecologists (RANZCOG) guidelines to be offered for 

every woman and couples who are either planning or in the 

first stage of a pregnancy, regardless of their probability 

of having these conditions. It’s recommended that every 

woman be offered a genetic screening test for 

recessive conditions.

Expanded Carrier Screening

Clinical Labs now offers a comprehensive test involving 

the screening of up to 301 genes and is appropriate for 

patients of all ethnicities who want a more comprehensive 

carrier screen. Comprehensive Carrier Screen evaluates 

an individual’s carrier status for more than 100 inherited 

diseases by analysing up to 400 genetic mutations. 

Pre-conception genetic carrier screening includes rare 

autosomal recessive and X-linked recessive single gene 

conditions. In most cases, there is no family history of 

the condition.

CF and SMA Results 

There are two possible outcomes when being tested for 

CF or SMA. Screening results may indicate your patient 

is either: 

A CARRIER: This means the test has identified that the 

patient carries a change in a copy of the CF or SMA gene. 

Our Comprehensive Genetic Carrier 
Screening Panel Includes:

• Severe and prevalent disorders seen across 

all ethnicities

• All disorders recommended by the American College 

of Obstetricians and Gynecologists (ACOG) and the 

American College of Medical Genetics (ACMG)

• An extended list of disorders recommended by 

national Jewish societies

Results

A positive result means that a disease-causing variant was 

found, and the patient is a carrier of one or more of the 

disorders tested. Being a carrier typically does not affect 

the patient’s health; however, it does mean that there is 

an increased risk of having a child with that disorder. The 

next step is usually to test the patient’s partner.

A negative result means that no disease-causing variants 

were identified for any of the disorders tested. A negative 

test provides re-assurance because the chance of the 

patient having a child with any of the tested disorders is 

reduced. However, no test can detect all carriers, so there 

is still a small chance, or a residual risk, of the patient 

being a carrier.

FXS Results

FXS carrier screening aims to identify women at risk of 

having children affected with FXS by analysing the number 

of repeats present in the FMR1 gene. The below table 

shows the four different types of test results from FXS 

carrier screening based on the number of repeats detected. 

Women with repeats within the normal range are not at 

increased risk of having a child affected with FXS. Women 

in the intermediate or pre-mutation range are not affected 

with FXS but may pass on the risk for future generations 

or be at increased risk of having children affected with 

FXS. Women with repeats in the full mutation range are 

at increased risk of having children affected with FXS and 

should arrange referral to a clinical geneticist or genetic 

counsellor for expert advice. Importantly, this test cannot 

detect other changes in the FMR1 gene that account for 

less than 1% of FXS.

In this brochure you can find our three most popular 

genetic carrier screening options: Gene Access, 

Comprehensive Carrier Screen and Ashkenazi Jewish 

Carrier Screening. If you would like to discuss these 

options further with our experts please refer to the 

back of this brochure

Genetic Carrier Screening 
at Clinical Labs

Possible FXS test results 

Normal Range 

Intermediate Range 

Pre-mutation Range 

Full Mutation Range 

Number of repeats identified 

5 to 44 repeats 

45 to 54 repeats 

55 to 200 repeats 

> 200 repeats 

Classification of FXS screening result based on the number of 
repeats detected

• 21 X-linked disorders

• Selection of disorders found on the newborn screen

• Full gene sequencing with deletion and duplication 

analysis leading to a 99% detection rate for most genes

• Actionable results; no reporting of variants of 

unknown significance

When to Test? 

Ideally, screening is performed prior to conception to offer 

greater reproductive choice. Early detection is paramount 

as it allows more time for counselling and offers greater 

reproductive options for those at risk.

Cystic Fibrosis, Fragile X 
Syndrome & Spinal 
Muscular Atrophy

Gene Access gives patients information regarding their 

chances of having a child with a genetic condition like 

cystic fibrosis (CF), fragile X syndrome (FXS) or spinal 

muscular atrophy (SMA). Tests for these conditions can be 

ordered individually or together as a group. If the patient or 

the partner has a family history of one of these conditions, 

the chance of being a carrier may be higher. While one 

in 20 individuals are carriers of at least one of these 

conditions, 90% of carriers do not have a family history. 

Approximately 6% of people in Australia will be identified 

as carriers for one or more of these disorders, and one in 

160 couples will be found to be at risk of having an 

affected child.

Note – FXS carrier screening is recommended for females 

as it is inherited in a different way to CF and SMA and only 

requires that the female have the gene change (number of 

repeats) in the FMR1 gene for there to be a risk of having a 

child affected by FXS. 

Cystic Fibrosis (CF): 
One in 25 individuals are carrier for this condition. CF 

genetic testing covers more than 50 common mutations in 

the CFTR gene.

Spinal muscular atrophy (SMA): 
One in 35 individuals are carrier for this condition. 

The test identifies the deletions of the SMN1 gene.

Fragile X syndrome (FXS): 
One in 250 individuals are carriers for this condition.

The test identifies the expansions of the CGG triplet 

repeat region of the FMR1 gene.

Who can benefit from genetic testing? 

Carrier screening can provide important information for 

people who:

• are currently pregnant or planning a pregnancy

• are at increased risk for a specific disorder based 

on their ethnicity

• have a family history of a genetic disorder

• are planning to donate eggs, sperm, or embryos

• would like additional information about the 

reproductive risks of having a child with a 

genetic disorder

If this occurs, then testing of the patient’s partner is 

recommended to further clarify the risk of having a child 

affected with that condition.  

A NON-CARRIER: This means that the patient was not 

found to carry any of the common gene changes tested 

for and testing of their partner would not be indicated. 

Importantly, the test cannot detect all possible changes in 

the CF or SMA gene, and thus cannot completely exclude 

the possibility that the patient is a carrier of a less common 

mutation. So there is still a small chance, called a residual 

risk, of being a carrier. By excluding the patient as a carrier 

of one of the common gene changes, the probability 

of being a carrier, or having a child with CF or SMA, is 

significantly reduced.

Clinical Labs offer counselling services for positive cases of the 
above tests (no extra cost) upon your request and referral.

Genetic Counselling Services

At Clinical Labs, we supply a comprehensive carrier 

screening service that is highly sensitive in identifying 

individuals at risk, and can be performed in a timely and 

cost-effective manner. These tests should be offered to 

individuals or couples who are either planning or in the first 

stage of a pregnancy, with or without a family history. 
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