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• Information about carrier screening should be
provided to every pregnant woman.1

• Carrier screening and counseling ideally should
be performed before pregenancy.1

HNL Genomics (CTGT) genetic carrier testing 
offers highly targeted single genes and gene 
panels, providing you and your patients with: 

• Comprehensive testing

• Relevant and actionable results

• Billing and financial assistance

Testing Matters
HNL Genomics (CTGT) genetic carrier testing can 
detect >99% of inherited pathogenic variants in the 
genes tested and provides your patients with 
important information that will help them make 
critical life plans. According to The American College 
of Obstetricians and Gynecologists (ACOG) 
recommendations:
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Single Disorder Carrier Testing 
Conditions include Cystic Fibrosis (CF), Spinal Muscular Atrophy (SMA), Fragile X, Duchenne Muscular 
Dystrophy (DMD), Sickle Cell Anemia, alpha and beta thalassemia, and phenylketonuria.

The Cystic Fibrosis Foundation states: 

Cystic Fibrosis carrier testing includes full gene sequencing and large deletion/duplication testing of all 27 
coding exons plus two deep intronic regions to improve detection rates among all ethnic groups. This test will 
detect approximately 99% of reported pathogenic variants across all ethnic groups and will provide a more 
accurate assessment of your patient’s carrier status than a common mutation panel.    

Spinal Muscular Atrophy carrier testing will identify individuals at risk of 
having a child with SMA. This test also assesses the risk of being a silent 
carrier of SMA, with two copies of SMN1 on a single chromosome and no 
copies of SMN1 on the other. About 1 in 50 people are carriers for SMA, 
regardless of ethnicity.3 Carrier tests that do not assess silent carrier status 
may miss about 5 - 8% of carriers.4

Fragile X carrier testing will detect individuals susceptible to triple repeat expansions in the FMR1 gene on the 
X chromosome, the cause of Fragile X syndrome in 99% of patients. This test will identify the following Fragile 
X-associated disorders:

• Women at risk of having a child with Fragile X syndrome

• Women at risk of having Fragile X associated premature ovarian failure

• Individuals at risk of having Fragile X associated tremor/ataxia syndrome

Duchenne Muscular Dystrophy, an X-linked disorder, 
is the most common muscular dystrophy in children. 
DMD is primarily seen in males. Females may be 
asymptomatic carriers or may exhibit mild symptoms 
of the disorder. DMD occurs in approximately 1/3500 
boys and approximately 2/3 of affected boys inherit the 
mutation from their mothers.5 Women who are carriers 
should be evaluated for clinical features every 5 years, 
with each pregnancy, or if they experience related 
symptoms.6,7  

Common Carrier Screening Panel 
A highly targeted panel which includes genes recommended or suggested for 
carrier screening by The American College of Obstetrics and Gynecology (ACOG) 
or the American College of Genetics and Genomics (ACMG).

Extended Carrier Screening Panel 
The extended carrier screening panel includes all the disorders in the common carrier screening panel plus an 
additional 29 genes to provide a more comprehensive assessment of genetic disorder carrier status. Please see 
the Carrier Screening requisition form for the full list of genes on this panel.

• Over 15 years of experience in laboratory testing

• Test results in 14 days

• Easy to understand patient report

• Support for providers from board certified genetic
professionals

• Prior authorization and benefit investigation services

• Billing options and payment programs

• Over 60 patient centers (PC) throughout
the region

• Exceptional customer care

Order Testing for Your Patients
1. Complete the Carrier Screening requisition form

2. Collect a minimum of 3 mL of whole blood in a purple top (EDTA) tube

3. Send the requisition form and blood specimen to HNL Genomics (CTGT)

Call our Customer Service Team at 1-484-244-2900 with any questions.

Support and Billing 
At HNL Genomics (CTGT), we know how important genetic carrier testing is and how essential the information is to 
your patients. That’s why our customer support team is always here to help and will ensure that the experience is 
easy and convenient.
You Can Always Expect:

Information for Counseling 
• Accurate assessment of your patient’s risk of having

a child with specific genetic disorders

• Consultation with CTGT’s board certified genetic
professionals to answer questions about carrier
testing and patient results

• Identification of patients that may require
preconception counseling regarding advanced
reproductive technologies

• Detection of pregnancies that would benefit from
prenatal genetic diagnosis

Early Diagnosis and Treatment
• Planning for the management of affected newborns can

begin before birth

• Early diagnosis may be vital for prevention of symptoms
or slowing of disease progression

• Treatments may be available for some disorders including:
– Cystic Fibrosis
– Spinal Muscular Atrophy
– Duchenne Muscular Dystrophy

Benefits of Carrier Testing through HNL Genomics (CTGT)

For more information about genetic carrier testing, please visit us at CTGT.net or call 1-484-244-2900. 

The American College of Medical Genetics and Genomics (ACMG) recommends that because SMA 
is found in all populations, carrier screening should be offered to couples of all races and ethnicities. 
The ACMG suggests that the testing be performed either before conception or early in pregnancy 
to allow carriers to make informed reproductive choices. 

Given the multitude of conditions that can be included in expanded carrier panels, the disorders 
selected for inclusion should meet several of the following criteria: have a carrier frequency of 1 in 100 
or greater, have a well-defined phenotype, have a detrimental effect on quality of life, cause cognitive 
or physical impairment, require surgical or medical intervention, or have an onset early in life. 
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Conditions Genes

Alpha thalassemia HBA1/HBA2

Beta thalassemia and Sickle Cell Disease HBB

Bloom syndrome BLM

Canavan disease ASPA

Cystic Fibrosis CFTR

Duchenne muscular dystrophy DMD

Familial dysautonomia IKBKAP

Fanconi anemia C FANCC

Fragile X syndrome FMR1

Gaucher disease GBA

Maple syrup urine disease, type Ia BCKDHA

Mucolipidosis IV MCOLN1

Niemann-Pick disease, type A and B SMPD1

Phenylketonuria PAH

Spinal muscular atrophy SMN1/SMN2

Tay-Sachs disease HEXA

About one in every 35 Americans, or 10 million people, are symptomless carriers of the defective CFTR gene.

ACOG recommended
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