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Medical Guideline Disclaimer
Property of EmblemHealth. All rights reserved. The treating physician or primary care provider must submit to EmblemHealth the clinical evidence that the
patient meets the criteria for the treatment or surgical procedure. Without this documentation and information, EmblemHealth will not be able to
properly review the request for prior authorization. The clinical review criteria expressed below reflects how EmblemHealth determines whether certain
services or supplies are medically necessary. EmblemHealth established the clinical review criteria based upon a review of currently available clinical
information (including clinical outcome studies in the peer-reviewed published medical literature, regulatory status of the technology, evidence-based
guidelines of public health and health research agencies, evidence-based guidelines and positions of leading national health professional organizations,
views of physicians practicing in relevant clinical areas, and other relevant factors). EmblemHealth expressly reserves the right to revise these conclusions
as clinical information changes, and welcomes further relevant information. Each benefit program defines which services are covered. The conclusion that
a particular service or supply is medically necessary does not constitute a representation or warranty that this service or supply is covered and/or paid for
by EmblemHealth, as some programs exclude coverage for services or supplies that EmblemHealth considers medically necessary. If there is a discrepancy
between this guideline and a member's benefits program, the benefits program will govern. In addition, coverage may be mandated by applicable legal
requirements of a state, the Federal Government or the Centers for Medicare & Medicaid Services (CMS) for Medicare and Medicaid members. All coding
and web site links are accurate at time of publication. EmblemHealth Services Company LLC, (“EmblemHealth”) has adopted the herein policy in providing
management, administrative and other services to HIP Health Plan of New York, HIP Insurance Company of New York, Group Health Incorporated and GHI
HMO Select, related to health benefit plans offered by these entities. All of the aforementioned entities are affiliated companies under common control of
EmblemHealth Inc.

Definitions

Carrier testing

Used to identify people who carry one copy of a gene mutation that, when present in two copies, causes a genetic
disorder.
The testing is offered to individuals who have a family history of a genetic disorder and to people in certain ethnic
groups with an increased risk of specific genetic conditions.
If both parents are tested, the test can provide information about a couple’s risk of having a child with a genetic
condition.

Clinical utility

The value of a test, including risks and benefits, for the purposes of confirmation of diagnosis in a symptomatic
patient, presymptomatic analysis, treatment, family planning and prenatal testing (when relevant).

Cytogenic
studies

Evaluation of chromosomes, their structure and inheritance as applied to the practice of medical genetics.

Genetic
counseling

The process of explaining medical and scientific information about an inherited condition or birth defect to an
individual or family.
The goal of genetic counseling is for families and individuals to understand the information, participate in decisionmaking about their medical care, and be able to manage the associated problems in a way that is best for them and
their families. Genetic counselors are health care professionals who have completed training in an accredited Masters
Degree program and have passed the certification examination administered by the American Board of Genetic
Counseling. Genetic Counselors are trained to:
1. Review family histories and medical records.
2. Discuss genetic conditions and how they are inherited.
3. Explain inheritance patterns.
4. Perform genetic risk assessments.
5. Review available testing options.
6. Discuss disease management, treatment and surveillance options.
7. Explore the impact of genetic disorders on both affected and unaffected family members and assist families

Genetic Counseling and Testing
Last review: February 27, 2013
Page 2 of 5

and individuals as they adjust to the diagnosis.
Most genetic counselors work in conjunction with a medical geneticist or as part of a department, program, or
institution. They play a crucial role in health care delivery, particularly in the areas of prenatal diagnosis and cancer
genetics.

Genetic testing
(aka gene tests)

Refers to the analysis of human DNA, RNA, genes, chromosomes, gene products, enzymes, or metabolites to detect
inheritable and/or acquired alterations that cause, or are likely to cause, a particular disorder or condition. The
testing may also provide a diagnosis and/or a probability of a specific disease onset prior to symptom occurrence and
it can identify if a person is the carrier of a specific gene that could be passed on to children. While gene tests are
promising; limitations include the following:
1. The knowledge of a mutation does not guarantee disease development, nor can the severity of the disease
be predicted in the mutation carrier (e.g., some individuals with cystic fibrosis have mild symptoms while
others develop debilitating lung disease and pancreatitis).
2. Not all disease-causing mutations can be detected; therefore, while a positive result can be informative, a
negative result may be inconclusive.
3. Many diseases are the result of an interaction between genes and environment, and the way these
interactions cause disease is not clearly understood.

First-degree
relative

An individual’s parents, siblings, and children.

Second-degree
relative

An individual’s grandparents, aunts, uncles, half-siblings, nieces, nephews, and grandchildren.

Mutation

A change from the normal gene sequence of which underlies a detrimental clinical presentation associated with
disease.

Prenatal testing

Detects changes in a fetus’s genes or chromosomes before birth.
The testing is offered during pregnancy if there is an increased risk that the baby will have a genetic or chromosomal
disorder.

Predictive and
presymptomatic
types of testing

Detects gene mutations associated with disorders that appear after birth, often later in life. These tests can be helpful
to people who have a family member with a genetic disorder, but who have no features of the disorder themselves at
the time of testing.
1. Predictive testing can identify mutations that increase a person’s risk of developing disorders with a genetic
basis (e.g., certain types of cancer).
2. Presymptomatic testing can determine whether a person will develop a genetic disorder before signs or
symptoms appear.
The results of predictive and presymptomatic testing can provide information about a person’s risk of developing a
specific disorder and help with making decisions about medical care.

Guidelines*
A. Genetic Counseling
Members are eligible for pre- and post-test genetic counseling by a physician or a licensed, or certified, genetic
counselor when recommended for EmblemHealth-covered tests.
1. Counseling unrelated to pregnancy — when provided in conjunction with medically necessary genetic
testing.
2. Counseling in connection with pregnancy — when medically necessary for evaluation of any of the
following:
Couples who are closely related genetically (consanguinity, incest).
Familial cancer disorders.
Individuals from high-risk ethnic groups for specific genetic disorders (e.g., African Americans for
sickle cell anemia, Ashkenazi [eastern European] Jews for Tay-Sachs disease).
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Infertility cases where either parent has a known chromosomal abnormality.
Individuals with primary amenorrhea, azoospermia, abnormal sexual development or failure of
secondary sexual characteristic development.
Mother of known or presumed carrier of an X-linked recessive disorder.
Known carriers of autosomal recessive disorder (one or both parents).
Parents of a child born with a genetic disorder, birth defect, inborn error of metabolism or
chromosome abnormality.
Parents of a child with mental retardation, autism, developmental delays or learning disabilities.
Pregnant women whose pregnancy may be at increased risk for complications or birth defects,
as evidenced by prenatal ultrasound or an abnormal multiple marker screening test, maternal
serum alpha-fetoprotein (AFP) test, test for sickle cell anemia or tests for other genetic
abnormalities.
Pregnant women ≥ 35 years of age at delivery.
Pregnant women (or women planning pregnancy) exposed to potentially teratogenic, mutagenic
or carcinogenic agents (e.g., drugs, chemicals, radiation, infections).
Previous unexplained stillbirth or repeated 1st trimester miscarriages (≥ 3, or among infertile
couples, ≥ 2), where there is suspicion of parental or fetal chromosome abnormalities.
Presence of autosomal dominant disorder (for either parent) when contemplating a pregnancy.
B. Genetic Testing
Members are eligible for genetic testing when there has been a genetic evaluation (complete history, physical
exam, conventional diagnostic studies, pedigree analysis and genetic counseling). In addition, all of the
following criteria must be met for the test to be considered medically necessary:
1. Test result must impact medical management of a current pregnancy and/or disease state (e.g. surgery,
change in surveillance, chemotherapy, hormonal manipulation, etc.).
2. The member displays clinical features of (the specific mutation in question) or is presymptomatic, but
with a clear risk of inheritance (e.g., belongs to a high-risk group based on personal and/or family history
of a genetic mutation).
3. The test has proven validity in the medical community for the identification of a specific genetically
linked inheritable disease (e.g., the observations must be able to be independently replicated and
subject to peer review). (See Limitations/Exclusions)
4. Definitive diagnosis not established despite comprehensive workup.
Limitations/Exclusions
1. Coverage consideration may be given for testing when the following are applicable (the provider is
expected to provide substantiating documentation to accompany the request):
Absence of medical necessity endorsement from a professional medical organization.
i. Endorsement examples — Consensus documents, position papers, clinical practice
guidelines, etc.
ii. Medical organization examples — American College of Medical Genetics (ACMG),
American Congress of Obstetricians and Gynecologists (ACOG), American Society of
Clinical Oncology (ASCO), National Comprehensive Cancer Network (NCCN).
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When clinical validity has not been definitively determined due to the paucity of data (e.g., rare
disorder).
(Note: The ACMG view is that at least two peer-reviewed publications should provide very strong
evidence of the involvement of the particular gene in the development of the disease, or in some
cases, only a single publication with an extensive data set; however, Data must be sufficient to
determine, with some level of confidence, the sensitivity and specificity of the test to be offered)
2. Genetic testing is not covered for a clinically affected individual for the purposes of family planning (e.g.,
disease risk assessment of other family members) when the treatment and surveillance of the member
will not be affected, or in any other circumstance when it will not directly affect the diagnosis or
treatment of the member.
3. Genetic testing is not considered medically necessary when the plan has determined that there is
insufficient evidence of therapeutic value (e.g., whole exome/genome sequencing).
4. Home testing (e.g., direct-to-consumer; aka home-testing kits) or self referral testing (e.g., genetic tests
ordered by members via telephone or Internet) is not considered medically necessary, as there is no
evidence of efficacy.
(Note: ACMG cautions that risks of direct-to-consumer tests include misinterpretation of results, testing
that is inaccurate or not clinically valid, lack of follow-up care, misinformation, and other adverse
consequences)
Procedure Codes
96040

Medical genetics and genetic counseling services, each 30 minutes face-to-face with patient/family

S0265

Genetic counseling, under physician supervision, each 15 minutes

References
American College of Medical Genetics. Policy Statement. Points to Consider in the Clinical Application of Genomic Sequencing.
May 2012. Available at: http://www.acmg.net/StaticContent/PPG/Clinical_Application_of_Genomic_Sequencing.pdf. Accessed
March 1, 2013.
American College of Medical Genetics. Standards and Guidelines for Clinical Genetics Laboratories. Technical Standards and
Guidelines: Molecular Genetic Testing for Ultra-Rare Disorders. 2009. Available at:
http://www.acmg.net/AM/Template.cfm?Section=Publications1&Template=/CM/ContentDisplay.cfm&ContentID=5307. Accessed
March 1, 2013.
American College of Medical Genetics. ACMG Statement on Direct-to-Consumer Genetic Testing. 2008.
http://www.acmg.net/StaticContent/StaticPages/DTC_Statement.pdf. Accessed March 1, 2013.
American College of Medical Genetics. Genetics and Managed Care: Policy Statement of the American College of Medical
Genetics. 2001. Available at: http://www.acmg.net/resources/policies/pol-019.pdf. Accessed March 1, 2013.
American Society of Clinical Oncology Policy Statement Update: Genetic Testing for Cancer Susceptibility. March 1, 2003. Available
at: http://www.asco.org/asco/downloads/GeneticTesting.pdf. Accessed March 1, 2013.
US Library of Medicine-National Institutes of Health. What are the types of genetic tests. June 2012. Available at:
http://ghr.nlm.nih.gov/handbook/testing/uses. Accessed March 1, 2013.
New York State Department of Health. Genetic Testing and Screening in the Age of Genomic Medicine. 2011. Available at:
http://www.health.ny.gov/regulations/task_force/reports_publications/screening.htm. Accessed March 1, 2013.

Genetic Counseling and Testing
Last review: February 27, 2013
Page 5 of 5

New York State Legislature. Laws of New York. Insurance. Available at:
http://public.leginfo.state.ny.us/LAWSSEAF.cgi?QUERYTYPE=LAWS+&QUERYDATA=$$ISC2615$$@TXISC02615+&LIST=SEA26+&BR
OWSER=EXPLORER+&TOKEN=35742973+&TARGET=VIEW. Accessed March 1, 2013.
Noridian Administrative Services. Genetic Testing LCD L24308. April 2012. Available at: http://www.cms.gov/medicare-coveragedatabase/indexes/lcdlist.aspx?Cntrctr=129&ContrVer=1&CntrctrSelected=129*1&name=Noridian+Administrative+Services%2c+LLC+(03102%2c+MAC++Part+B)&s=5&bc=AggAAAAAAAAA&#ResultsAnchor. Accessed March 1, 2013.
*

Genetic information obtained during the course of utilization and care management activities is considered protected health
information (PHI). Genetic information may be used to determine medical appropriateness of services and will not be used for
determination of coverage, benefit or other underwriting practices.

