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ScreenGene
Take control of your healthcare
with Genetic Testing

What Is Genetic Testing?
Genetic testing is the analysis of your DNA for specific genetic mutations that are associated with an increased risk of developing
certain medical conditions. Genetic testing is not used to diagnose whether you have a particular medical condition. However, it
can indicate whether you are more predisposed to certian conditions, such as heart disease or cancer. It can even indicate
whether you are likely to respond less well to certain forms of medication.

What Are The Benefits Of Genetic Testing?
Prevention is always better than cure and genetic testing enables you to take a proactice approach by enabling you to understand
and manage any potential problems before they develop. Genetic testing provides you with a level and depth of knowledge you
can't get from any other individual test or scan, because conventional screening is only useful when you have already developed
the condition.
Armed with the knowledge of your genetic test result, you can work with your healthcare provider to create a personalised
screening and prevention plan, designed to help reduce your risk of developing that particular disease or condition.

Earlier And More Frequent
Screenings
For example, if you have an
increased risk for breast cancer, your
healthcare provider might
recommend mammograms at an
earlier age.

Preventive Measures
Your healthcare provider may suggest
preventive measures, such as certain
medications that can reduce your
cancer risk.

Proactive Care For Your Family
As hereditary health disorders run in
families, your results can help your
loved ones understand their familial
cardiac and cancer risk.

How Are Genetic Tests Performed?
Before any samples are taken, you must undergo compulsory pre-test counselling via telephone with a trained doctor to help you
understand the implications of any result. After the doctor has completed the consultation, you will be sent the genetic testing kit
via post. The test is performed via a saliva sample that you can collectin your own home. The only stipulation is that you are advised
not to eat, chew gum, drink or smoke for at least 30 minutes prior to taking the sample. When the test sample has been collected, it
needs to be posted to the Laboratory in the pre-paid envelope provided with the test kit.

How are results delivered?
In the event of a negative result, the you will be contacted by a clinician and informed accordingly. The receipt of a positive result
will result in the input of a consultant/specialist who will further interpret the result and advise you of the most appropriate next
steps. Patients with a positive result can be referred into the NHS. This may be done via the consultant who will discuss the next
steps for the individual with regard to screening and/or onward referral.
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Genetic Cancer Testing
Hereditary cancer is caused by an inherited genetic mutation. It is typical to see a recurring pattern of cancer across two
to three generations. Detecting cancer early improves the odds of survival and knowing your risk can help you take
action.
The test analyses 30 genes that are associated with an increased risk of 8 different types of cancer:

Breast

Colorectal

Prostate

Melanoma

Stomach

Ovarian

Uterine

Pancreatic

The 5-year survival rates for the cancers
covered by the hereditary cancer test
increase dramatically if they are caught
at an earlier and more treatable stage.
98% when
detected early

25% when detected
at an advanced stage

Survival rate 5 years after
breast cancer is discovered

Genetic Cardiac Testing
1 in 200 people have a heart condition with a genetic basis. If left undetected and untreated, these conditions can be
life-threatening. However, inherited heart conditions can be successfully managed. Finding out early can help you and your
healthcare provider create a personalised plan to prevent heart disease or sudden cardiac arrest.
The genetic cardiac test analyses 77 genes related to inherited cardiovascular conditions that, if detected early, may have
effective interventions and preventive measures. This can identify conditions such as high cholesterol, that may be evaluated
and treated differently from conditions without a genetic cause.

The Genetic Cardiac Test Covers:

Cardiomyopathies
Disease of the
heart muscle

Familial
Hypercholesterolemia
Inherited high
cholesterol
disorder
Thrombophilia
Abnormal tendency
to develop blood clots

Arrhythmias
Disease of the
heart rhythm

Aortopathies
Disease of the aorta

Inherited heart conditions can run in families, knowing
whether you are at risk can also help your loved ones take
proactive care of their own heart health.

Genetic Testing - Medications
When it comes to medications, one size doesn't fit all and your response to these medication is influenced by many factors.
One of these factors is your genes. Genetic testing can provide you with information about how your body is likely to process
certain medications, such as thosed used for mental health conditions. Knowing your genotype can help reduce adverse drug
reactions or therapeutic failure and get you started on the best drug for you sooner.
The Combined Genetic Test includes Cardiac and Cancer genetic tests, but also includes information relating to the
following medications:

Amitriptyline

Citalopram

Doxepin

Clomipramine

Escitalopram

Duloxetine

Imipramine

Desipramine

Nortriptyline

Trimipramine

Fluvoxamine

Paroxetine

Sertraline

It is important to note that there are other factors that can also influence your response to medications
and that genetics alone do not determine whether a medication is appropriate.
Other factors include:
Health History - Your liver and kidneys may process medications differently depending on how well they are functioning.
Body Size - Your height and weight can impact the ideal dose for you.
Other Medications - Some medications may interact with each other when taken together.
Because there are so many factors to consider, each person’s reaction to specific medications may be unique. Your doctor
can consider the genetic and non-genetic factors that influence medication response when prescribing your medications.
But, your results will not tell you definitively if a medication will not work for you or cause you to experience side effects.
Therefore, changes to medications should not be made on the basis of genetic tests alone.

Always talk to your doctor before making any changes. Changing medications or dosage on your
own could be harmful to your health.

Genetic Cancer Testing - Genes Tested
Gene
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Genetic Cardiac Testing - Genes Tested
Gene(s)

Condition(s)

Gene(s)

Condition(s)

ACTA2

Aortopathy

KCNH2

Arrhythmia

ACTC1

Cardiomyopathy, congenital heart disease

KCNJ2

Arrhythmia

ACTN2

Arrhythmia, cardiomyopathy

KCNQ1

Arrhythmia

ACVRL1

Hereditary hemorrhagic telangiectasia, pulmonary
arterial hypertension

LAMP2

Cardiomyopathy, glycogen storage disease

APOB

Familial hypercholesterolemia, familial
hypobetalipoproteinemia

LDLR

Familial hypercholesterolemia

BAG3

Cardiomyopathy, neuromuscular condition

LDLRAP1

Familial hypercholesterolemia, includes reporting of
carrier status

BMPR2

Pulmonary arterial hypertension

LMNA

Arrhythmia, cardiomyopathy, neuromuscular condition

CACNA1C

Arrhythmia, cardiomyopathy, congenital heart
disease

MYBPC3

Aortopathy

CACNB2

Arrhythmia

MYH11

Cardiomyopathy, neuromuscular condition

CALM1

Arrhythmia

MYH7

Cardiomyopathy

CALM2

Arrhythmia

MYL2

Cardiomyopathy

CALM3

Arrhythmia

MYL3

Aortopathy

CASQ2

Arrhythmia, includes reporting of carrier status

MYLK

Arrhythmia, congenital heart disease

CAV1

Pulmonary arterial hypertension

NKX2-5

Familial hypercholesterolemia

CAV3

Arrhythmia, cardiomyopathy, neuromuscular
condition

PCSK9

Arrhythmia, cardiomyopathy

COL3A1

Aortopathy

PKP2

Arrhythmia, cardiomyopathy

CRYAB

Cardiomyopathy, neuromuscular condition

PLN

Arrhythmia, cardiomyopathy

CSRP3

Cardiomyopathy

PRKAG2

Aortopathy

DES

Arrhythmia, cardiomyopathy, neuromuscular
condition

PRKG1

Hereditary thrombophilia

DMD

Cardiomyopathy, neuromuscular condition

PROC

Hereditary thrombophilia

DSC2

Arrhythmia, cardiomyopathy

PROS1

Arrhythmia, cardiomyopathy

DSG2

Arrhythmia, cardiomyopathy

RBM20

Arrhythmia, cardiomyopathy

DSP

Arrhythmia, cardiomyopathy

RYR2

Arrhythmia, cardiomyopathy

EMD

Arrhythmia, cardiomyopathy, neuromuscular
condition

SCN5A

Hereditary thrombophilia

ENG

Hereditary hemorrhagic telangiectasia, pulmonary
arterial

SERPINC1

Cardiomyopathy, neuromuscular condition

F2

hypertension

SGCD

Aortopathy

F5

Hereditary thrombophilia

SMAD3

Hereditary hemorrhagic telangiectasia

F9

Hereditary thrombophilia

SMAD4

Cardiomyopathy, neuromuscular condition

FBN1

Hemophilia, hereditary thrombophilia

TCAP

Aortopathy

FHL1

Aortopathy

TGFB2

Aortopathy, arrhythmia, cardiomyopathy

FLNC

Cardiomyopathy, neuromuscular condition

TGFB3

Aortopathy, multiple self-healing squamous epithelioma

GDF2

Cardiomyopathy, neuromuscular condition

TGFBR1

Aortopathy

GLA

Hereditary hemorrhagic telangiectasia

TGFBR2

Arrhythmia, cardiomyopathy

GPD1L

Cardiomyopathy, lysosomal storage disease

TMEM43

Cardiomyopathy

HCN4

Arrhythmia

TNNC1

Arrhythmia, cardiomyopathy

JUP

Arrhythmia, cardiomyopathy

TNNI3

Arrhythmia, cardiomyopathy

KCNE1

Arrhythmia, cardiomyopathy

TNNT2

Cardiomyopathy

KCNE2

Arrhythmia

TPM1

Cardiomyopathy

Combined Cancer and Cardiac Screen

The most relevant genes for common hereditary cancers
Gene
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The Combined Genetic Test includes Cardiac and Cancer genetic tests but also includes:
BRCA1 & BRCA2
2 Genes that significantly impact breast and ovarian cancer risk. Recognised by the CDC (Centers for Disease
Contol and Prevention) as important for public health.
Lynch Syndrome
5 genes that impact colon and uterine cancer risk, among others. Recognised by the CDC as important for
public health.
23 Additional genes that give a thorough understanding of risk for breast, ovarian, uterine, colon, prostate,
melanoma and pancreatic cancers.

Combined Cancer and Cardiac Screen
The most relevant genes for common heart Conditions
Gene

Cardiomyopathies

Arrhythmias

ACTA2
ACTC1

Arteriopathies

Familial Hypercholesterolemia




APOB*



COL3A1



DSC2



DSG2



DSP



FBN1
GLA




KCNH2*



KCNQ1*



LDLR**



LMNA



MYBPC3



MYH7



MYH11



MYL2



MYL3



PCSK9



PKP2



PRKAG2



RYR2



SCN5A



SMAD3



TGFBR1*



TGFBR2



TMEM43



TNNI3



TNNT2



TPM1



The Combined Genetic Test includes Cardiac and Cancer genetic tests but also includes:
Hereditary High Cholesterol (FH)
3 Genes linked to a genetic form of high cholesterol. Recognised by the CDC as important for public health.
27 additional genes associated inherited heart conditions. Recognised by American College of Medical
Genetics and Genomics as having actionable treatment plans.
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