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Welcome and Introductory I nfor mation

The meeting was called to order by Genetic Testing Subcommittee Chair Dr. Wendell O’Nedl. Dr.
Carlyn Callins, Director, Division of Laboratory Systems, Public Health Practice Program Office,
welcomed the Subcommittee members and described the logistics for the meeting. She explained
that the pre-analytic, analytic, and post-analytic workgroups would meet individually until mid-
afternoon. During this time, each workgroup would discuss the topics identified at the previous
Subcommittee meeting relevant to their phase of genetic testing, to consider whether the Clinical
Laboratory Improvement Amendments of 1988 (CLIA) regulations are appropriate for that phase
of testing, or if revisions to the requirements are needed to address genetic testing. After
completion of the individual discussions, the three workgroups would meet jointly to review the
results of each workgroup’ s deliberations and prepare a summary report for presentation to the
Clinical Laboratory Improvement Advisory Committee (CLIAC).

Pr esentations and Subcommittee Discussion

When the three workgroups jointly reconvened, each group presented an outline of the topics they
discussed for their respective phases of genetic testing (see addenda). The Subcommittee
addressed each issue, noting comments and suggestions made by the workgroup pertaining to the
appropriateness of CLIA. Due to time constraints, the Subcommittee did not complete its
discussion for all of the relevant topics. In preparing the summary report for CLIAC, the issues
which were not adequately addressed were noted as needing further discussion by the full
Subcommittee.

PRE-ANALYTIC PHASE OF GENETIC TESTING Addendum S-1
For the following topics, the Subcommittee agreed with the workgroup that these areas are either

adequately addressed by the current CLIA regulations or do not need to be addressed by CLIA for
the pre-analytic phase of genetic testing, or suggested minor revisions:

. Appropriateness of tests (suggested adding “Appropriate clinical information must be
provided on the request form.”)

. Specimen handling/preparation

. Confidentiality

. Communication with provider community

. Ordering additional tests (by laboratory, patient, or public health agency)
. Ownership of specimen

The Subcommittee considered the following items, but determined either that additional timeis
needed to fully address the item, or that input pertaining to topics addressed by the other
workgroups would be helpful prior to making afinal decision asto appropriate CLIA coverage of
that item. The issues raised during the Subcommittee discussion of each topic are:

. Informed consent - The workgroup reported that informed consent is appropriate for some
genetic tests, and may be needed for re-use of patient specimens (see below). Several
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Subcommittee members suggested that enforcement of informed consent is not the
responsibility of the laboratory , but that the laboratory should provide limitations of the
testing to the ordering physician. It was proposed that a definition for informed consent be
added to the CLIA regulations, and that requisitions for genetic testing of a sensitive nature
must indicate that informed consent has been obtained for that test. In obtaining informed
consent, the limitations and consequences of the test results must be discussed with
patients.

Consent to re-use specimens - The workgroup proposed that excess material from patient
specimens may be used for quality control, quality assurance, or test development purposes
without obtaining informed consent if patient identifiers are removed, but that informed
consent would be needed if identifiers are not removed. This topic was discussed
extensively by the Subcommittee, with a strong view expressed by some members that
patient specimens must not be re-used under any circumstances without informed consent.

Genetic counseling - Thistopic is closely related to personnel issues, and was discussed in
conjunction with the role and qualifications of the clinical consultant for genetic testing.
Subcommittee members suggested that a board-certified genetic counselor, or an individua
with amaster’s degree in genetic counseling, is qualified to serve as aclinical consultant for
genetic testing. However, another member stated that although a genetic counselor may be
appropriate to serve as a clinical consultant for the pre-analytic phase, it would not be
appropriate for the analytic phase of genetic testing.

ANALYTIC PHASE OF GENETIC TESTING Addendum S-2

The Subcommittee was only able to complete its discussion of the personnel qualifications for
laboratory director and technical supervisor in the time allotted for discussion of the analytic phase
of genetic testing. In addressing these personnel categories for high complexity testing, Dr. Collins
reminded the Subcommittee that the laboratory director is responsible for the overall operation and
administration of the laboratory, whereas the technical supervisor is responsible for the technical
and scientific oversight of the laboratory. Qualifications for laboratory director and technical
supervisor were part of the summary report to the CLIAC. The proposed qualifications below
include the current CLIA requirements with suggestions for revision noted in bold.

Laboratory director - Several Subcommittee members stressed the importance of including
provisions in the regulations that would permit both an M.D. and a Ph.D. Board-certified in
medical genetics to direct a genetic testing laboratory. This was incorporated into the
following proposed qualifications for laboratory director:

-- Bean M.D., or D.O. with certification in clinical and/or anatomic pathology, or
--BeanM.D., D.O. or Ph.D. and be certified in medical genetics, or

-- Bean M.D. or D.O. and have two years directing or supervising high complexity testing,
or

-- Hold a doctorate degree in chemistry, physical, biological, or clinical laboratory sciences,
be certified, and have two years of supervisory experience in high complexity testing, or
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-- Be grandfathered.

. Technical Supervisor - In discussing the qualifications for this personnel category, the
Subcommittee noted that the technical supervisor is responsible for the technical aspects of
testing and that extensive education, training and supervisory experience in the relevant
subspeciaty of high complexity genetic testing are essential to ensure appropriate technical
supervision of genetic testing. The following suggested qualifications for technical
supervisor in genetic testing include this requirement:

-- Bean M.D., or D.O. with certification in clinical and/or anatomic pathology and two
years subspecialty training in genetic testing plus two years supervisory experience in high
complexity genetic testing, or four years supervisory experience in high complexity genetic
testing in the relevant subspecialty, or

--Bean M.D., D.O. or Ph.D. and be certified in the appropriate medical genetics speciaty
and have two years experience directing or supervising high complexity genetic testing in
the relevant subspecialty, or

-- Hold a doctorate degree in chemistry, physical, biological, or clinical laboratory sciences,
and have four years of training or supervisory experience in high complexity genetic testing
in the relevant subspecialty, or

-- Be grandfathered.

I ssues addressed by the analytic workgroup but not discussed by the full Subcommittee are:

. Personnel qualifications for general supervisor, clinical consultant, testing personnel
. Personnel responsibilities for all categories

. Contamination

. Specimen integrity

. Genera and specific quality control measures

. Proficiency testing

. Validation of tests

. Re-use of previoudly tested specimens

. Confidentiality
POST-ANALYTIC PHASE OF GENETIC TESTING Addendum S-3

Due to insufficient time, the Subcommittee did not address the following issues for the post-
analytic phase of genetic testing that had been considered by the workgroup:

. Special reporting requirements

. Consultation to non-geneticist caregivers

. Role of the laboratory in genetic counseling
. Confidentiality

. Use of tested specimens

. Use of test data



Public Comments

The were no public comments for the Subcommittee.

Concluding Remarks

It was decided that the Genetic Testing Subcommittee would meet again prior to the next CLIAC
meeting (Note: The Subcommittee meeting was subsequently scheduled for July 30 - 31, 1998).
Dr. O’ Neal then adjourned the Subcommittee meeting.

| certify that this summary report of the May 27 - 28, 1998, meeting of the Genetic Testing
Subcommittee of the CLIAC is an accurate and correct representation of the meeting.

/S Wendell R. O'Neal, Ph.D.
Chairman



