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What Genetic Diseases Should I Be Screened For?Although there are many genetic diseases, most occur with relatively low frequency in the general population and may require both parents to be carriers in order for a child’s health to be affected.  

Screening for certain diseases, such as the ones listed below, has been shown to be beneficial in identifying at-risk couples and sperm/egg donors in order to reduce the possibility of having an affected 

child.  For patients who request testing, the American College of Obstetricians and Gynecologists (ACOG) and the American Society of Reproductive Medicine (ASRM) recommend carrier screening for the 

diseases listed in the table below depending on ethnicities and/or patient history.
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COUNSELING OPTIONS

Additional genetic tests are available for patients with a specific family history or those who request expanded testing.  Genetic counselors are available to perform a family history and disease risk evaluation or discuss alternate testing options.

All Ethnicities (Including Caucasian Descent) African, Asian, Hispanic, or Mediterranean
Jewish Descent (ACOG Guidelines)

Disease Name Cystic fibrosis (CF) Spinal muscular atrophy (SMA) Fragile X syndrome Sickle cell disease Thalassemia Tay-Sachs disease (TSD) Canavan disease Familial dysautonomia 

What is the disease? Causes the body 
to produce 
abnormally thick 
mucus, leading to 
life-threatening lung infections, digestion problems, diarrhea, poor growth, and 

infertility. Symptoms can vary from mild 
to severe. Current life expectancy is about 37 years.1

Destroys the nerves responsible for controlling voluntary muscle movement, resulting in progressive muscle weakness and paralysis.3 The most severe form, which occurs in more than 60% of patients, has its onset within the first few months of life, and death from respiratory failure usually occurs within the first 2 years.3

Most common cause of inherited mental retardation.5 Early signs can include developmental delays. Intellectual problems vary from mild learning disabilities to severe mental retardation. Behavioral features include autism or autism-like behaviors, hyperactivity, and speech and language problems. Fragile X carriers are not affected by the syndrome but are at increased risk for fertility problems (females) and nerve-related problems (mainly males).5  

The presence of abnormal hemoglobin (hemoglobin S) in red blood cells causes those cells to take on an abnormal sickle shape. This leads to decreased blood flow throughout the body and premature red blood cell death. Symptoms include anemia (weakness, tiredness, shortness of breath), repeated infections, and episodes of pain. Long-term effects may include organ damage.6

Caused by reduced production of hemoglobin. Less severe forms may cause mild to moderate anemia. The most severe forms can cause life- threatening anemia.6

Affects the central nervous system (brain and spinal cord) and leads to death within the first few years of life. Infants appear normal at birth but by age 5 to 6 months begin developing poor muscle tone, delayed development, and mental retardation.8 

Affects the central nervous system and leads to death within the first few years of life. Infants may have symptoms of developmental delay, poor muscle tone, large head, seizures, blindness, and backflow (reflux) of stomach contents into the esophagus.8

A neurological disease that can include symptoms of feeding difficulties, episodic vomiting, abnormal sweating, pain and temperature insensitivity, and spinal curvature (scoliosis). Life expectancy is variable, ranging from childhood to adolescence.8

Do both parents need to be carriers to have an affected child?

Yes
Yes

No. Fragile X syndrome is typically inherited from females only.

Yes
Yes

Yes
Yes

Yes

How common is the disease?
About 1 in 2500 in 
non-Hispanic white people (Caucasians); less common in other ethnic groups.1

About 1 in 10,000 people3,4
About 1 in 3600 males; about 1 in 4000 to 1 in 6000 females5

About 1 in 300 African Americans; also found in people of Greek, Italian, Turkish, Arab, Southern Iranian, and Asian Indian descent.6

One form (beta-thalassemia) occurs in about 1 in 100,000 people worldwide7; found in people of Southeast Asian, Mediterranean, Hispanic, African, West Indian, and Middle Eastern descent.6

About 1 in 3000 people of Eastern European Jewish descent; also found in people of French-Canadian and Cajun descent8

About 1 in 6400 people of Eastern European Jewish descent8

About 1 in 3600 people of Eastern European Jewish descent8
How can I tell what testing I may need?

Answering yes to any of these questions may indicate testing is appropriate.

• Do you have a 
personal or family 
history of cystic 
fibrosis?

• ACOG and 
ASRM guidelines 
recommend 
that CF carrier 
screening be 
offered to all 
patients/donors 
of all ethnicities 
regardless of 
whether there is 
a known personal 
or family history 
of CF.1,2

• Do you have a family member with SMA or SMA-like symptoms?• Do you have a family history of death within the first few years of life?
• Are you interested in being tested for SMA?

• Are you a female with a family member with fragile X syndrome?• Are you a female with a family history of 
unexplained mental retardation, autism, developmental delay, or learning disabilities?• Do you have a personal or family history of premature ovarian failure or other fertility problems?• Are you interested in testing for fragile X syndrome?

• Do you have a family member with sickle cell disease?
• Do you identify your ethnic background as African, Greek, Italian, Turkish, Arab, Southern Iranian, or Asian Indian?

• Do you have a 
family member with thalassemia?• Do you identify your ethnic background as Southeast Asian (Chinese, Taiwanese, Filipino, or Thai), Mediterranean (Greek, Italian), Hispanic (Puerto Rican, Cuban, Central American), 

African, West Indian, or Middle Eastern?

• Do you have a family member with Tay-Sachs disease?
• Do you have a family history of developmental delay and death within the first few years of life?• Do you identify yourself as French-Canadian or Cajun? 

• Do you have a family member with Canavan disease?
• Do you have a family history of delayed development and death within the first few years of life?

• Do you have a family member with familial dysautonomia?• Do you have a family history of the symptoms listed above?

• Do you identify yourself as being of Eastern European or Ashkenazi Jewish descent? Examples include: 

Polish, German, Slovenian, Czech, Hungarian, Romanian, Ukranian.
• ACOG guidelines recommend that carrier screening for TSD, Canavan disease, and familial 

dysautonomia be offered to patients of Eastern European/Ashkenazi Jewish descent.  These individuals 

may ask about testing for additional diseases as well.  Genetic counseling and additional information is 

appropriate for those who ask about testing for additional diseases.

LabCorp test groups for genetic disease carrier screening as 

recommended by clinical guidelines (see details on reverse)

All Ethnicities (including Caucasian descent)

 450020 CFplus® (Cystic Fibrosis 97-mutation Profile)

 450010 Spinal Muscular Atrophy (SMA) Carrier Testing

 510234 Fragile X Syndrome, PCR With Reflex to Southern Blot

Additional test groups available for ordering include:  

African, Asian, Hispanic, Mediterranean, Mixed Descent

 451363 Hemoglobinopathy Profile With Reflex to Alpha-thalassemia

Jewish Descent (per ACOG guidelines)

 343649  Tay-Sachs Disease (Biochemical Leukocytes),   

  Canavan Disease, and Familial Dysautonomia

Jewish Descent Expanded (per ACMG guidelines)

 339845  Fanconi Anemia, Niemann-Pick, Mucolipidosis, 

  Bloom Syndrome, and Gaucher Disease

Step 1 Select your test group.

  Established clinical guidelines recommend testing based on your ethnicity and/or family history of disease.  

Information provided on the back of this sheet may help you and your doctor select the genetic screening tests that 

are most appropriate for you.

Step 2 Obtain a LabCorp test requisition from your doctor.

  This requisition indicates which tests you and your doctor have selected.  In some cases, your doctor may order other 

laboratory tests required for your preconception evaluation.

Step 3 Visit a LabCorp lab for your blood collection. 

  Stop by one of our more than 1,800 blood collection labs at your convenience, or schedule an appointment online at 

www.LabCorp.com. Remember to take your LabCorp test requisition to the blood collection lab.

Step 4 Review the test results with your doctor.

  Results are typically available within 2 weeks of your blood collection.

Genetic Counseling 
Concerned about a positive test result?  Have a family history 

of a disease?  Call our Genetic Services line at 855-422-2557 

and request a reproductive genetic screening to schedule 

a telephone genetic counseling session.  A genetic counselor 

can conduct a comprehensive disease risk evaluation, discuss 

your test results, and/or provide you with information about 

next steps.  All consultations are performed by certified 

and active candidate genetic counselors and held in strict 

confidentiality.  Genetic counseling is not required and will 

be an additional charge.  Genetic counselors are available 

Monday through Friday during standard business hours. 

Insurance Coverage
LabCorp files claims with many major insurance carriers.  

Genetic disease carrier screening is often covered by 

insurance; however, it is recommended that you verify 

coverage with your insurance plan.  Genetic counseling is 

billed separately and should also be verified for coverage.  

A listing of insurance plans with which LabCorp files claims 

can be found at www.LabCorp.com.  Click on “I am a patient” 

and “Look up insurance.”

Genetic Disease Carrier Screening 

For Reproductive Health

Your Resource for a Personalized Genetic Assessment 

There are many genetic diseases, but most occur with low frequency in the general population.  Clinical guidelines recommend that 

couples be offered screening tests for certain diseases to reduce the risk of having an affected child.  Once you’ve decided to include 

genetic testing as part of your reproductive health plan, LabCorp can help you complete the testing process quickly and conveniently, 

so you can move forward with the pursuit of a successful pregnancy.

PATIENT INFORMATION

COUNSELING OPTIONS Benefits of this comprehensive service include: 

•	 Patient flyers with step-by-step instructions for 
	 completing the genetic disease carrier screening process.
•	 Ethnicity-based test groups that provide targeted 		
	 screening for at-risk patients as defined by established 	
	 guidelines for ACOG, ASRM, and ACMG.
•	 Access to LabCorp’s large service network, including blood 	
	 collection labs and genetic counselors.
•	 Multiple connectivity options to ensure efficient and 	
	 accurate flow of test ordering and result reporting.
•	 Availability of LabCorp’s wide managed care network.

Offering patient flyers can help patients and donors 
complete the genetic disease carrier screening process.

•	 Two versions of the patient flyer are available: one that 	
	 provides information about the availability of telephone 	
	 genetic counseling services and one that does not
•	 Both versions of the patient flyer provide a brief summary 	
	 of the genetic diseases included in the ethnicity-based 	
	 test groups with basic questions to help patients 		
	 understand which category may be best suited for them.

LabCorp and Integrated Genetics offer a comprehensive service to make it easier for infertility 
specialists to provide patients and donors with genetic disease carrier screening.  This cost-effective 
approach combines easy-to-order, ethnicity-based testing profiles with a convenient process for patients to complete 
their genetic assessments. LabCorp provides services in accordance with the genetic testing guidelines established 
by the American College of Obstetricians and Gynecologists (ACOG), the American Society for Reproductive Medicine 
(ASRM), and the American College of Molecular Genetics (ACMG).

A COMPREHENSIVE 
SERVICE FOR GENETIC 
DISEASE CARRIER 
SCREENING



Ordering ethnicity-based test groups provides genetic testing options 
that are in accordance with clinical guidelines to optimize patient care.

•	 Targets specific at-risk groups based on established clinical guidelines. 
•	 Reduces potential for patient anxiety about mutations that have mild 	
	 clinical implications or that do not consistently result in severe disease.
•	 Facilitates efficient completion of testing to assist with moving patients 	
	 and donors to the next step in the IVF process.

Using LabCorp’s service network and connectivity options can help 
provide practice efficiencies, saving staff time on various tasks including 
blood collection, counseling patients, and managing patient records. 

•	 LabCorp operates more than 1800 blood collection labs nationwide, with 	
	 online options to find a lab and/or schedule appointments.
•	 Through Integrated Genetics, a member of the LabCorp Specialty Testing 	
	 Group, genetic counselors are available to support physicians and patients.  
	 Our comprehensive genetic counseling services include a three-		
	 generation pedigree, personalized genetic risk assessment, and discussion 	
	 of relevant test results. Please ask your LabCorp or Integrated Genetics 	
	 sales representative for additional details.
•	 LabCorp has flexible connectivity options for test ordering and result 	
	 delivery, including the ability to interface with many EMR systems.

LabCorp’s broad participation in managed care and insurance plans can 
help reduce patient out-of-pocket expenses. 

•	 Genetic carrier screening is covered by many insurance plans.*
•	 LabCorp is an in-network provider for many managed care plans; listings 	
	 of insurance plans with which LabCorp files claims are available online at 
	 www.LabCorp.com.

*For genetic testing ordered by infertility specialists and submitted to LabCorp with insurance billing, 
91% of patients were covered by managed care plans.  Coverage includes claims paid in full by insurance, 
as well as claims with patient copays and deductibles when applicable.  Based on internal LabCorp billing 
data for test orders including cystic fibrosis, SMA, fragile X, Tay-Sachs disease, and/or Canavan disease.  
Analysis includes 20,559 test accessions generated from fertility clinics from August 2010 through 
October 2011.

Ethnicity-based Carrier Screening

All Ethnicities, Including Caucasian Descent

CFplus® (Cystic Fibrosis 97-mutation Profile); 
Spinal Muscular Atrophy (SMA) Carrier Testing; 

Fragile X Syndrome, PCR With Reflex to Southern Blot
OR

InheritestSM Carrier Screen (Expanded Testing) 
•  Analysis of gene mutations associated with 

more than 90 inherited disorders

African, Asian, Hispanic, 
Mediterranean, Mixed Descent

CFplus® (Cystic Fibrosis 97-mutation Profile); 
Spinal Muscular Atrophy (SMA) Carrier Testing; 

Fragile X Syndrome, PCR With Reflex to Southern Blot

Hemoglobinopathy Profile With Reflex to Alpha-thalassemia

Ashkenazi Jewish Descent* 

CFplus® (Cystic Fibrosis 97-mutation Profile);
Spinal Muscular Atrophy (SMA) Carrier Testing;

Fragile X Syndrome, PCR With Reflex to Southern Blot

Jewish Descent ACOG (3) Add-on Profile
• Tay-Sachs Disease, Biochemical, Leukocytes

• Canavan Disease, DNA Analysis
• Familial Dysautonomia, DNA Analysis

OR
InheritestSM Select Carrier Screen

• 18 disorders indicated for patients of 
Ashkenazi Jewish descent
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*Additional testing may be indicated for patients of Ashkenazi Jewish 
descent interested in a broader panel of testing.



All Ethnicities (including Caucasian Descent)
Test Name Test No. Methodology Clinical Guidelines Disease Incidence Rate

CFplus® (Cystic Fibrosis 97-mutation 
Profile) 450020

DNA amplification, solution-phase multiplex 
allele-specific primer extension and 
hybridization

ACOG1, ASRM2
About 1 in 2500 in non-Hispanic 
white people (Caucasians); less 
common in other ethnic groups1

Spinal Muscular Atrophy (SMA) 
Carrier Testing 450010 Real-time polymerase chain reaction (PCR) ACOG3, with patient 

history or by request About 1 in 10,000 live births3

Fragile X Syndrome, PCR With Reflex 
to Southern Blot 510234

PCR followed by agarose gel and capillary 
electrophoresis, and if required, southern blot 
hybridization

ACOG4, candidates 
include patient 
history or by request

About 1 in 3600 males; about 1 in 
4000 to 1 in 6000 females4

All Ethnicities, Expanded

InheritestSM Carrier Screen 451381 Illumina® iSelect® Infinium® Beadchip Platform

Additional test groups available for ordering include:

African, Asian, Hispanic, Mediterranean, and Mixed Descent

Hemoglobinopathy Profile With 
Reflex to Alpha-Thalassemia 
(CBC Without Differential; 
Hemoglobinopathy Fractionation  
by HPLC; Ferritin)

451363

CBC = Automated cell counter; 
Hemoglobinopathy fractionation = HPLC and 
sodium hydrosulfite reduction; Ferritin = ECLIA, 
and if required, PCR and gel electrophoresis

ACOG5

Sickle cell: About 1 in 300 African 
Americans; sickle cell disorders also 
found in people of Greek, Italian, 
Turkish, Arab, Southern Iranian, and 
Asian Indian descent.5

Thalassemia: One form (beta-
thalassemia) occurs in about 1 in 
100,000 people worldwide.6

Jewish Descent (per ACOG guidelines)

Jewish Descent ACOG (3) Add-
on Profile (Tay-Sachs Disease, 
Biochemical, Leukocytes; Canavan 
Disease; Familial Dysautonomia)

343649

Tay-Sachs, Biochemical, Leukocytes = 
determination of enzymatic activity using heat 
inactivation; Canavan Disease and Familial 
Dysautonomia = PCR, primer extension, flow-
sorted bead array analysis

ACOG7

In people of Eastern European Jewish 
descent:
TSD: About 1 in 3000; also found in 
people of French-Canadian and  
Cajun descent7

Canavan: About 1 in 64007

FD: About 1 in 36007

All Ethnicities, Expanded

InheritestSM Select Carrier Screen 451349 Illumina® iSelect® Infinium® Beadchip Platform

Patients with Recurrent Miscarriage

Chromosome Analysis, Blood 
(Constitutional) 052019

Lymphocyte culture with mitogen stimulation, 
colchicines arrest, methanol/acetic acid 
fixation, spread preparation, trypsin-Giemsa 
banding, chromosome analysis of 20 
metaphases with preparation and analysis of 
multiple karyotypes

ACOG9

LabCorp Genetic Disease Carrier Screening Test Information
The American Society for Reproductive Medicine (ASRM) has published guidelines for prospective gamete donors that generally refer 
to the American College of Obstetricians and Gynecologists (ACOG) guidelines as shown below.
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Please contact your local account 
representative for more information, 
or visit www.labcorp.com.
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