
We designed a new carrier test that includes many of the most commonly inherited 
disorders. This high clinical utility test is focused on detection and actionability. 
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RESULT
INTERPRETATION

Cystic Fibrosis carrier
Heterozygous
CFTR gene
c.1519_1521delATC
(p.Ile507del)
NM_000492.3

These results indicate that this patient has a higher chance to have a childaffected with Cystic fibrosis.

ADDITIONAL (NEGATIVE) RESULTSThis patient tested negative for the other mutations analyzed. A complete list of disorders/genes with negative results is found at the end of this report.

Additional supportive clinical information is also available online at progenity.com/preparent-trio-102017These results reduce but do not eliminate the possibility that the patient is a carrier. These results are subject to the limitations section below.

Interpretations are based on a negative family history and the absence of disease symptoms.Please contact Progenity at 855-293-2639 if you wish to consult with a laboratory director or genetic counselor regarding these results.
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Curation guided by ACOG 690

		 Disorders were selected based on recommended clinical 
inclusion criteria offered by ACOG Committee Opinion 690. 1

Maximize identification of positive carriers

		 This test includes many of the most common hereditary 
disorders found in the general population. 

High actionability for better outcomes

		 Test for disorders that cause serious health problems in 
infancy or childhood, and which benefit from early diagnosis 
and treatment.

Identify more carriers for more prepared patients.

What will you pass down?Genetic carrier testing looks at your genes to see if you carry 
a genetic disease that could be passed down to your baby.Knowing your carrier status can you prepare in these important ways:Clear answers

Early treatment options

Education and resources

Time to prepare

WATCH NOWLearn more about  carrier screening  by texting  Preparent to 30300 
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Knowing your carrier status can  

help you plan for a healthy family.

Take prenatal vitamins

Exercise regularly

Eat a healthy diet

Consider genetic testing

Carrier testing looks at your genes to  

see if you carry a genetic disease that  

could be passed down to your baby.

Talk to your healthcare provider  

about carrier testing. 
www.progenity.com/preparent

Preparing for a  
healthy pregnancy?
When planning a pregnancy, your healthcare  

provider will likely recommend that you:

Fast Facts

Test 13 genes  
with average  
carrier frequency 
>1 in 60 2

Up to 18% 
positivity 
rate 3

1 tube of blood, 
buccal swab, or 
mouthwash

Results in 
7 days

carrier test

preparent® select

A focused, right-sized carrier test that’s 
optimized for detection. 



Carrier testing helps everyone prepare for early intervention when needed, which can lead to better health outcomes. Many 
of these disorders are included on newborn screening panels because of the serious health issues they can cause if not 
diagnosed and treated early. 
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Better outcomes 
with early detection 

& treatment
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Cystic fibrosis CFTR • • 1 in 30

Spinal muscular atrophy SMN1/2 • • 1 in 50

Fragile X syndrome FMR1 • • 1 in 259

Hemoglobinopathies • 1 in 20

Alpha-thalessemia HBA1/HBA2

Beta-hemoglobinopathies  
including sickle cell anemia and 
other related disorders (HbS, 
HbC, HbD, HbE, HbO)

HBB

Congenital disorder of 
glycosylation type IA

PMM2 1 in 71

Galactosemia GALT 1 in 110

Gaucher disease GBA 1 in 112

Glycogen storage disease type IA G6PC 1 in 177

Medium-chain acyl-CoA 
dehydrogenase deficiency 

ACADM 1 in 62

Phenylalanine hydroxylase 
deficiency 

PAH 1 in 50

Smith-Lemli-Opitz syndrome DHCR7 1 in 87

Tay-Sachs disease HEXA 1 in 300

LEGEND    medication   dietary treatment   specialized therapy   symptom management

1. �Carrier screening in the age of Genomic Medicine. Committee Opinion No. 690. American College of Obstetrics and Gynecology. Obstet. Gynecol. 2017. 
2. �Fragile X is not included in average calculation due to X-linked inheritance. Disease incidence is equivalent to other disorders on the list. Not tested in males. 
3. �Progenity, data on file.
4. �Newborn screening panels vary from state to state. 
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