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A. Subject 
Genetic Testing, Genetic Screening and Genetic Counseling 

B. Background 

Recent advancements in our understanding of the human genome have contributed to 

the rapid expansion of identified genetic mutations. Supported by new technologies and 

commercially available measurement tools, there are now ever-expanding numbers of 

genetic assays available for genetic screening and genetic testing. In some clinical 

situations, the results from testing can be of significant assistance in diagnosis, 

prevention, therapeutic treatment, or monitoring of conditions. This emerging field is 

divided into three categories – Genetic Counseling, Genetic Screening, and Genetic 

Testing.  

GENETIC COUNSELING: 
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in genetic testing. Genetic screening is a population-based method intending to find 
whom in the population is a carrier and/or has risk of getting a specific disease. Genetic 
screening uses simple medical diagnostic tests. In addition, as opposed to actual genetic 
testing, with genetic screening, individuals are asymptomatic. Generally, the next step 
following screening, if warranted, is actual diagnostic testing. 

 
GENETIC TESTING: 

Genetic testing, for clinical purposes, is analysis of human DNA, RNA, chromosomes, 

proteins, or certain metabolites in order to detect alterations or disease-related 

genotypes, mutations, phenotypes or karyotypes related to a heritable or acquired 

disorder. There are currently more than 6,000 genetic disorders identified and nearly 

2,000 genetic tests currently in use today that are performed through a variety of 

methods including cytogenetic testing (examination of chromosomes and their 

abnormalities), biochemical testing (examination of proteins rather than genes), and 

molecular (direct examination of DNA or RNA). 

C. Definitions 

 Analytic Validity: the result of how well a genetic test measures the intended 

properties or characteristics being tested 

 Clinical Validity: how well the genetic variant being analyzed is related to the 

presence, absence, or risk of a specific disease 

 Clinical Utility: whether the test can provide information regarding diagnosis, 

treatment, management, or prevention of a disease or condition that will be helpful to 

a consumer  

 Clinical Laboratory Improvement Amendments (CLIA): ffederal regulatory standards 

from 1988 applying to all clinical laboratory testing performed on humans in the US 

for the purpose of providing information for diagnosis, prevention or treatment of 

disease (excludes clinical trials and basic research) 

 College of American Pathologists (CAP):  an organization of certified pathologists 

providing accreditation and quality assurance to clinical laboratories 

 Diagnostic Testing: 
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under these circumstances is approved as a covered medically necessary 
health benefit when ALL of the following criteria are met: 
a. Documentation of assessment of patient risk factors and/or symptoms 

related to the particular genetic disease or disorder being tested 
(including relevant family history) AND  

b. Genetic counseling has been performed in conformance with MCG 
guidelines AND 

c. Documentation that the patient has provided informed consent to the 
testing as evidenced by a statement detailing how the test results will 
affect the patient’s medical management, AND  

d. Analytic validity, clinical validity, and clinical utility of the test or panel of 
tests, can be established through evidence based and literature 
supported guidelines by nationally recognized technology organizations 
such as the National Comprehensive Cancer Network (NCCN) 

C. No Published MCG Policy:  
1. Where the most current version of the MCG Care Guidelines contains no 

published MCG policy for the genetic test and/or genetic panels, testing 
may be approved only when ALL of the following criteria are met: 
a. Documentation of assessment of patient risk factors and/or symptoms 
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ACG: A-0607 Long QT Syndromes (Jervell and 

Lange-Neilsen Syndrome, Type 1 and 

Type 2, Hereditary)  

 KCNE1 and KCNQ1 Genes 

ACG: A-0608 Muscular Dystrophies (Duchenne, 

Becker) 

DMD Gene 

ACG: A-0609 Myotonic Dystrophy, Type 1 DMPK Gene  

ACG: A-0610 Neuroblastoma 
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ACG: A-0712 Prostate Cancer  Gene Expression Testing – Oncotype 

DX 

ACG: A-0724 Noninvasive Prenatal Testing (Cell-

Free Fetal DNA) 

 Aneuploidy Testing  

ACG: A-0725 Polycystic Kidney Disease 

(Autosomal Dominant) 

GANAB, PKD1, PKD2 & gene panels  

ACG: A-0759 Acute Lymphoblastic Leukemia  BCR-ABL1 Fusion Gene Testing 

ACG: A-0760 Acute Promyelocytic Leukemia  PML-RARA Fusion Gene Testing 

ACG:  A-0762 Ankylosing Spondylitis  HLA-B27 

ACG: A-0763 Asthma  ADRB2 Gene 

ACG: A-0764 Attention-Deficit Hyperactivity 

Disorder Medication 

Pharmacogenetics  

ADRA2A, COMT, CYP2B6, and 

CYP2D6 Genes 

ACG: A-0765 Beckwith-Wiedemann Syndrome CDKN1C Gene 

ACG: A-0766 Breast cancer gene expression 

assays 

HER2 Gene 

ACG: A-0767 Breast Cancer (Hereditary)  Gene Panel  
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http://www.ncbi.nlm.nih.gov/gtr/
http://www.cdc.gov/genomics/gtesting/
https://www.genome.gov/10002335/regulation-of-genetic-tests/
http://ghr.nlm.nih.gov/handbook/mutationsanddisorders/genemutation
http://blog.hayesinc.com/analytical-validity-clinical-validity-and-clinical-utility-whats-the-difference
http://blog.hayesinc.com/analytical-validity-clinical-validity-and-clinical-utility-whats-the-difference
https://www.ncbi.nlm.nih.gov/books/NBK132139/
http://www.cdc.gov/genomics/gtesting/ACCE/index.htm
https://www.ncbi.nlm.nih.gov/books/NBK236049/
http://www.cdc.gov/genomics/gtesting/ACCE/acce_proj.htm



