COUNSELING FOR CYSTIC FIBROSIS SCREENING:  

A GUIDE TO THE EDUCATIONAL MATERIALS

Introduction

In October, 2001, the American College of Obstetricians and Gynecologists, in support of recommendations from the American College of Medical Genetics, strongly advised cystic fibrosis (CF) screening for individuals with a family history of CF, reproductive partners of individuals with CF, or couples in whom one or both partners are Caucasian and are planning a pregnancy or seeking prenatal care.  Cystic fibrosis is the most common life shortening genetic disease among Caucasians, and the recommendations suggested Ashkenazi Jewish and Non-Hispanic Caucasians as the target population because of their carrier rate of 1/29. Implementation of this screening recommendation has been very difficult because of lack of provider and patient educational materials, cost of testing, and varying approaches to the concept of screening. Studies within the Department of Defense medical treatment facilities have shown that patient acceptance of screening varies widely by the type of counseling utilized—use of brochures alone without discussion has a screening uptake rate of less than 3% while structured counseling leads to an uptake rate of close to 60%. However, it is often difficult to find the provider time or expertise to do this counseling, leading many people to avoid the issue altogether.

The enclosed “tool kit” is intended to provide you with a uniform, validated approach to patient education and counseling for cystic fibrosis screening which may assist you in meeting this new standard of care.  It consists of

1) This guide on the use of educational materials

2) A CD (approximately 15 minutes long) for individual or group patient education.  The format is a Powerpoint slide presentation with audio voiceover.  
3) Sample consent forms for the performance of cystic fibrosis screening 
Use of the Tool Kit

1)  General Concepts:

A. Target populations:  The ACOG/ACMG recommendations suggest that the primary populations who will benefit from CF screening are those of Ashkenazi Jewish (Jewish populations from Eastern Europe and Russia) and European Caucasian backgrounds. However, it has become increasingly difficult for providers to identify up front who may have this ethnic background.  Therefore, it may be simpler to provide counseling for all populations and allow patients to self-identify their ethnicity and make a choice for testing based on their perceived risk after counseling. However, it is vital for the interpretation of the test that those who chose to be screened indicate the ethnic background of their parents.  This is the only way that accurate adjustments of risks can be made based on the results of the test.

B. Timing of testing:  Ideally, patients should be tested when they are not pregnant because this allows them opportunity to recognize their carrier status and test their partners in non-time dependent situations. This would mean that patients who are in infertility programs should receive counseling prior to conception.  Counseling may also be beneficial at the time of a woman’s first Pap smear.  However, many patients may have little interest in this counseling until they become pregnant, when they shift their focus to concerns about their babies.  This counseling information can be easily used with non-pregnant patients, but it is primarily intended for the early prenatal population.
C. Family history of CF:  The screening program is designed for those who do not have a family history of cystic fibrosis.  If there is a family history of CF, then carrier testing is a vital part of patient care and should be done as soon as the history is recognized, regardless of pregnancy status.

D. Testing strategy:  The counseling program is aimed at sequential screening for cystic fibrosis. That is, one member of a couple, usually the pregnant mother since she is most often our patient, is screened first with testing for CF and the father of the baby is not tested unless the mother is identified as a carrier.  However, in the mobile military population, it can be difficult to obtain testing from fathers.  If it is known that the father will be unavailable for most of the pregnancy and is of a high risk population, the couple may decide to have both parents tested at the same time.

E. Active declination:  Patients who receive counseling have free choice on their decision to undergo further testing.  However, they must specifically accept or decline this testing, and this must be documented, with copies placed in the medical records.  The attached consent forms are structured for this process.  

2) Implementing counseling

A. Use of materials:  The tool kit is intended to be used either for group counseling or individual counseling.  Its CD format and computer based consent forms make it ideal for self-paced, individual learning.  

B. Group counseling:  If the materials are used for a group presentation, such as New Mothers’ orientation, then the consent form with its demographics should be printed out (on duplicate carbon forms) and distributed before the counseling with time allowed for patients to complete the form and the knowledge pre-test (usually about 3-5 minutes).  The demographics collection part of this process is vital. The CD should then be inserted into the computer and projector, allowed to run to completion (about 15 minutes), with time allowed to complete the post test and sign a consent or declination of screening testing (2-3 minutes).  The forms are then collected; one copy of the consent should be placed in the patients’ obstetric record and another sent with the patient to the lab with the request for testing.

C. Individual counseling:  If New Mothers’ Orientation is done individually, then counseling can be efficiently accomplished through the use of a dedicated patient computer, which will run the CD.  The program is such that the patient first completes the demographics form and pre-test, and then completes the viewing of the CD.  After that, the patient returns to the post-test, indicates her choice of consent or declination of testing, and then prints out two copies of the consent/demographics form.  She signs both, and one copy is placed in her chart while the other accompanies her to the lab.

D. Testing fathers:  If couple testing is desired initially because of the expected non-availability of the father, then the father must also complete a demographics form and consent for testing.

E. Ordering testing:  If group counseling is done, a person must be dedicated to running the counseling program, distributing and collecting the consents, and then ordering the tests in CHCS for those who chose to be tested.  If individual counseling is done, then the test should be ordered by whoever sees the patient for her continuing orientation. Regardless, the demographics form must go with the patient when she goes to the lab.

F. Non-compliance with testing:  Occasionally, a patient who has requested screening may not go to the laboratory to get her blood drawn.  It is advisable to keep a list of those who have elected screening and to review through CHCS if indeed that test has been drawn.  If a patient has not had testing done a week after it was requested, she should be contacted and asked if she still wishes to have testing accomplished. Some patients may indicate a desire for testing but may “vote with their feet” by not showing up to the lab. If this is the case after several reminders, this decision method should be respected.  

3) Genetic Testing

A. Blood required:  For most laboratories, the cystic fibrosis screening requires a single 7cc purple top (EDTA) tube of blood, which can be shipped at room temperature.

B. Choice of laboratory:  Most military laboratories have a designated commercial genetics laboratory to which they send other genetic tests. The cost of the test varies with the particular laboratory and with the number of mutations for which they test.  For screening only, the ACOG and ACMG recommend a battery of only 25 mutations, which will detect approximately 84% of Caucasian carriers and 97% of Ashkenazi Jewish carriers.  Larger mutation batteries do not add substantially to the carrier detection (increase from 84 to 85% detection) but do add substantially to the cost of the test.  At a point in the future, certain DOD laboratories, such as that at the Armed Forces Institute of Pathology in Rockville, MD,  and the Air Force Medical Genetics Center at Keesler AFB, MS, may be funded to provide cystic fibrosis screening for military treatment facilities at no cost to the facilities. At that time, other commercial laboratories may be still used, but the costs for screening sent to those laboratories may be borne by the MTF.

4) Results of Genetic testing

A. Distribution of results:  Results of testing typically return in hard copy to the MTF laboratory, which then has the responsibility to record them in CHCS to the ordering provider.  The results should be printed out and placed in the patients’ obstetric records. 

B. Appearance of results:  The results of genetic screening for CF are indicated as an adjustment to previously established risk values, which vary by the patient’s ethnicity.  For example, for a patient of European Caucasian background (pre-screening risk of being a carrier: 1/29), identifying no mutations on a 25 mutation screening panel adjusts her risk from 1/29 to 1/141.  This risk is very low, but not zero.  Patients are counseled about this on the CD before testing.  Patients of non-Caucasian background, who have different baseline risks (such as those of Asian background whose carrier risk is 1/90) will have their risks adjusted differently; in this example, if the 25 mutation panel is negative, the risk is adjusted from 1/90 to 1/140.  This is why it is so critical to include demographic information as part of the genetic test.

C. Informing the patients of negative results:  If the results show no mutation is identified, then this information can be passed to the patient at her next obstetric visit, since further testing on the father of the baby is not indicated. 

D. Informing the patient of positive results:  If the results show that a mutation has been identified on a patient, then she must be notified promptly so that the father of the baby can be tested as well. It is advisable to have a dedicated person in the clinic whose job is to inform patients of the positive results and arrange for the father to come in for testing.  This can be done by telephone or in person.  Sometimes the results on the test may be confusing or hard to understand.  In that case, most laboratories doing genetic testing have dedicated genetic counselors who may be able to clarify the test result.  Possible DOD resources available as well include:

Dr. Melissa Fries, Director, Medical Genetics, USUHS

National Naval Medical Center, Bethesda, MD

Email: mfries@usuhs.mil
(301) 295-3506 or 4408

Dr. Michael Bashford, Director, Molecular Genetics, Air Force Medical Genetics Center, Keesler AFB, MS

Email: Michael.Bashford@keesler.af.mil
(228) 377-6393

Dr. Timothy O’Leary, Director, Clinical Cytopathology, Armed Forces Institute of Pathology, Rockville, MD

Email: oleary@afip.osd.mil
(301) 319-0200

5) Complex genetic issues:

A. Dealing with distressed patients:  Sometimes being informed that she is a carrier creates a great deal of anxiety for a patient, which may require extensive explanation or counseling regarding the mutation.  If there is no provider who is able to perform this counseling, referral to a certified genetics counselor may be advisable to deal with the patient’s concerns.

B. Dealing with an unavailable father:  If a father is temporarily assigned to another military institution, he may have blood drawn at that base and sent directly for genetic testing to the laboratory which tested his partner. He will need to be sent a consent form to include with the specimen which indicates why he is being tested. If the father is unavailable, especially if he is of a high risk ethnic background, then the mother should be referred for formal genetic counseling and may be a candidate for prenatal diagnosis, if so desired.
C. Dealing with a father who does not show up for testing:  It is valuable to call the patient approximately a week after she has been told that she carries a mutation to determine if, in fact, the father has been contacted for testing.  If not, the patient should be again advised to do so, but it is not appropriate for the clinic personnel to contact the father directly, because the mutation information is privileged.  If no specimen has been obtained after one month, the mother may be offered formal genetic counseling, if she desires, to discuss her issues.

D. Dealing with parents who are both positive for mutations:  If both parents are found to be carriers for cystic fibrosis mutations, then their chance of having a baby affected with cystic fibrosis is 1 in 4.  This couple will need prompt formal genetic counseling and may wish to consider the option of prenatal diagnosis, usually by amniocentesis, to identify if the fetus is affected.  If they do not wish prenatal testing, then the infant can be tested shortly after birth.  Early diagnosis is valuable to prevent lung damage and maximize health and growth, which is the ultimate goal of the entire cystic fibrosis screening program.
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