
GENETICS AND NEWBORN SCREENING ADVISORY COUNCIL MEETING

The Genetics and Newborn Screening Advisory Council meeting was held on Friday, July 16th, 2010 at the Florida Department of Health, 4025 Esplanade Way, Room 301, Tallahassee, FL, 32399-1707.

Members Present:
Paul Pitel, MD, Chairman, Jacksonville

Joseph Chiaro, MD, CMS, Tallahassee

John Waidner, MD, Jacksonville

Roberto Zori, MD, UF, Gainesville
Robert Fifer, PhD, University of Miami

Max Salfinger, MD, Tallahassee

Deborah Barbouth, MD, University of Miami
Melissa Perez, Tallahassee

Penelope Tiam-Fook, March of Dimes, Tallahassee

Dorothy Shulman, MD, USF

Cyril Blavo, DO, Nova SE University, Ft. Lauderdale

Lori Gephart, APD, Tallahassee
Members Absent:

David Auerbach, MD, FHA, Orlando

George Fox, Consumer, Gainesville

Bonnie Hudak, MD

Representing absent members:

Laura Martin, MD, Nemours, for Bonnie Hudak, MD
Guests:

Gary Kleiner, MD, University of Miami 

Linda Carter, PerkinElmer, Inc.

Daniel Denardy, PerkinElmer, Inc.

Vanessa Betancourt, University of Miami Audiology trainee

Jennifer Maceda, University of Miami Audiology trainee
Jillian Gerstenberger, University of Miami Audiology trainee
Amber Shore, Pediatrix Medical Group, Gainesville

DOH Personnel Present:

Phyllis Sloyer, RN, PhD, CMS, Tallahassee

Lois Taylor, RN, CMS, Tallahassee

Laura Coleman, CMS, Tallahassee

Mary Grace Tavel, CMS, Tallahassee

Drew Richardson, CMS, Tallahassee

Danielle Plymel, RN, CMS, Tallahassee
Rachel Eastman, CMS, Tallahassee

Shana Wetherington, LPN, CMS, Tallahassee

Whitney Jones, CMS, Tallahassee

Kelli Stannard, RN, CMS, Tallahassee

Donna Barber, RN, MPH, CMS, Tallahassee

Brandi Andrews, RN, CMS, Tallahassee

Pam Tempson, MS, CMS, Tallahassee

Jasmin Torres, Bureau of Laboratories, Jacksonville

Jojo Dy, MD, Bureau of Laboratories, Jacksonville

Conference Call Attendees:
George Fox, Consumer, Gainesville
Hardeep Singh, MD, SCID parent/speaker
Welcome/Introductions
Dr. Pitel called the meeting to order at 10:01 a.m. and welcomed everyone.  The attendees introduced themselves. He reminded the council members to return their travel vouchers, that there would be an optional Lab tour following the meeting, to review the minutes from the previous advisory council meeting, and to turn off all cell phones and beepers. 

Approval of meeting minutes

Dr. Pitel requested the members review the minutes from the previous Advisory Council meeting. A motion was made to approve them, and the motion passed with no dissention. 
Discussion of topic: programmatic consultation and review by Dr. Rinaldo

Dr. Pitel discussed an email previously sent to him by Dr. Zori regarding the need for a biochemist to provide programmatic reviews and consultations in the state of Florida. The state lab in Jacksonville does not currently have a full-time biochemical director and this would be beneficial in order to optimize the genetics and newborn screening programs in Florida. Dr. Zori had suggested Piero Rinaldo, M.D., Ph.D. as a possible option to perform this review and consultation. It was suggested that this be an ongoing consultation. 
Jasmine Torres mentioned that a website Dr. Rinaldo had developed a website with working tools that are useful in analyzing values and data. The laboratory in Jacksonville is in contact with Dr. Rinaldo for referrals and information. 
Max Salfinger, MD added that the lab is currently meeting all requirements, but outside consultation would still be beneficial to programs. Initiating this program would require a well-defined plan and a formal written report to utilize and justify budget funds. 

Dr. Chiaro stated that formulating a business plan with a cost-benefit analysis would be an important first step to beginning this plan. Max Salfinger agreed with this. 
Lois Taylor noted that the National Newborn Screening and Genetics Resource Center is available for consultations and are a free resource for programs to use if needed. 

Dr. Zori mentioned that the state of Florida has a shortage of biochemical expertise. A visit and recommendations from a biochemical geneticist would be very beneficial in Florida’s programs. This consultation program could also strengthen ties and provide a smoother system of communication between Dr. Rinaldo and those who need his expertise. 
Phyllis Sloyer mentioned that the National Center is federally funded to provide technical assistance to state labs and genetic programs - this could be a potential resource. 

Dr. Zori made a motion to move forward with creating a business plan draft for implementing this program. The motion passed with no dissention. 

Dr. Sloyer discussed the issues with balancing the financial requirements and funding sources for Newborn Screening and Genetics programs. They are often unbalanced and require constant re-working to move towards a more balanced equation of monetary needs vs. revenue sources.  

Dr. Pitel added that, when developing screening programs, the follow-up component is essential and must be a priority when establishing budget allocation. He requested that a motion be made for the council to take a role, as the newborn screening and genetics programs continue and expand, to provide support for critical follow-up services and integral funding. Dr. Fifer made this motion, and it passed with no dissention. 

Dr. Fifer mentioned the need to revisit the issue of coverage for medical nutritionist services. A cost-benefit analysis as well as a well-defined scope of service for medical nutritionist services would be beneficial. Melissa Perez noted that there is currently a physician’s letter from the Department of Health and Human Services supporting medically necessary foods and formulas that can be used in newborn screening advocacy efforts and support for funding. Dr. Pitel asked for a motion supporting this effort; a motion was made and passed with no dissention. 
Reappointment of Dr. Pitel as Chairman of the Advisory Council 

Dr. Chiaro proposed a motion to reappoint Dr. Pitel as Chairman of the Genetics and Newborn Screening Advisory Council due to his term ending in January 2011. The motion passed with no dissention. 

Legislative Update:  Dr. Joseph Chiaro
Joseph Chiaro, M.D., provided an update of the current Legislative issues relevant to Children’s Medical Services. 

Florida and CMS are still experiencing very difficult financial hardships and cutbacks throughout CMS programs.  There were no additional immunization bills this session. There has been some recent support and a move towards mandatory insurance coverage and some activity in the legislature regarding this; in the past CMS has experienced difficulty with insurance companies not paying for newborn screening. 
11 million dollars was reduced from the current CMS budget. CMS will be reducing some funding to the larger Universities to account for a portion of this shortage.
House Bill 5311 mandates that the Department of Health review current practices related to its core mission, and attempt to consolidate services in an effort to be more efficient.  Whatever the end result, CMS needs to ensure that special needs children continue to receive quality services. Many state offices will be undergoing changes, including the employment of a new governor, cabinet members, legislators, and senators.  
Laura Martin, MD asked how practitioners in the pediatric community can participate in education that will benefit the overall goal of treating special needs children in Florida. Penelope Tiam-Fook replied that the March of Dimes participates in a variety of educational activities, which includes educating legislators on issues relevant to CMS and the March of Dimes. Recently there has been a proposal to set up physician advocacy training. Additional discussion followed about methods of providing education to legislators in a coordinated effort. The advisory council members agreed to make their offices available for legislative visits if asked in order to provide education and in-person insight into CMS working programs. It was decided that a letter should be written listing the pediatric offices and practitioners who will be participating in this; Penelope Tiam-Fook stated that she will begin working on this after the current session ends sometime in August. 

Phyllis Sloyer, RN, PhD - CMS Budget Update 
Dr. Sloyer reiterated that there was an 11 million dollar budget cut within CMS. There is not any anticipated growth in revenue for the next two years. The next session is projected to have similar, if not more of the same issues that were presented at the current session in terms of CMS impact.  Significant reductions occurred throughout CMS programs and contracts. 
The advisory council should look at the amount of money flowing into the states under the topic of prevention. There are federal monies being distributed to states under the public health issue of prevention. Newborn Screening follow-up programs are cost-effective and successful and need to be adequately funded; a portion of these federal monies need to be directed towards this. 
Gary Kleiner, MD - Severe Combined Immunodeficiency (SCID) presentation

Dr. Kleiner provided an overview of the Severe combined immunodeficiency (SCID) disease.  SCID is a primary immune deficiency that causes serious and often life-threatening infections. 
Topics discussed included:

· An broad overview of the disease
· A brief history of SCID
· Genetic basis for the disease 
· Treatment options
· Programmatic options
· Statistical significance
· Public health relevance
The meeting was adjourned for a lunch break at 12:20, and resumed at 12:45. 

Severe Combined Immunodeficiency (SCID) discussion
Jojo Dy mentioned that funding for SCID testing is the most prevalent issue for the lab.  Dr. Pitel stated that disorders and activities are paid for by billing insurance with the appropriate CPT codes. The group discussed current obstacles to approval and funding for SCID screening. Insurance coverage would be a big barrier to implementation. Dr. Salfinger noted that, even if the funding were provided to screen for SCID, Florida would also need the budget authority to spend that additional funding. 
Dr. Pitel summarized the discussion by stating that SCID screening is on the horizon and Florida will be preparing for it as much as possible, however FDA approval must first be implemented before moving forward with the approval process.  

Dr. Salfinger stated that if the insurance companies covered their portion of the cost of SCID screening, the remaining cost to the state would be an estimated 3-4 million dollars. There was some additional discussion on the issues related to insurance companies refusing to pay for services. 
Dr. Chiaro said that there are two big legislative priorities for CMS next year, and one of them is requiring insurance companies to pay for newborn screening. He further stated that, although Florida may be waiting for an FDA-approved test, education should still be occurring to alert practitioners and parents to look for health patterns in children that may signify possible SCID.  Dr. Kleiner noted that school nurses would be a beneficial target for this education as well. The discussion continued with agreement among all that SCID education is a viable and beneficial action while Florida is waiting to move forward with SCID screening. 
Jojo Dy, MD - Laboratory updates

Dr. Dy presented on recent Bureau of Laboratory topics which included:
· Update on the new


17 α-hydroxyprogesterone kit (17α-OHP)

· Update on High Performance Liquid Chromatography (HPLC) as Initial Test for Hemoglobinopathies

· Genetic Screening Processor (GSP)

· New Kit for Biotinidase testing

· Specimen Retention
· The laboratory has drafted a policy to address recent national issues related to the legality of specimen card retention

· The draft suggests a 6-month retention policy

· It was discussed among members that this timeframe may be too short for adequate screening purposes
· Florida also has limited funding and budget authority to properly store these specimens for long periods of time 

· Each state has different statutory authorities for specimen testing other than newborn screening

· The council agreed that 6 months should be the retention time, unless/until there is a national recommendation stating otherwise

Lois Taylor - Newborn Screening Program update 
Lois Taylor, RN, BSN, CPM provided a presentation on recent activities within the CMS Newborn Screening Program, including:

· E-reports

· New newborn screening staff

· Statewide newborn screening statistics - unsatisfactory specimen rates, etc.
· Newborn screening follow-up challenges and activities
She also brought to discussion the topic of administering a repeat hearing screening to newborns who have received ototoxic antibiotic drugs. Dr. Fifer replied that in most cases an additional test is not necessary, and testing guidelines should remain the same. 

Ms. Taylor also stated that there have been questions regarding following babies in the NICU who have high IRT’s and no mutation. Dr. Pitel replied that Dr. Hudak (who was not present) will be consulted on this question after the meeting. 
Pam Tempson - Newborn Hearing Screening program publication changes
Pam Tempson, MS provided information on the recent changes to the following Newborn Hearing Screening publications:

· Suggested guidelines for newborn hearing screening and evaluation services
· The current guideline for percentage of newborns to be screened is currently 95%; the program plans to increase this to 96% because hospitals are currently meeting the 95% requirement 

· A motion was made to accept the guidelines - the motion passed with no dissention
· Florida resource guide for families of young children with hearing loss
Robert Fifer, PhD - Hearing follow-up and CDC workgroup
Dr. Fifer discussed his involvement in a CDC workgroup aimed at developing tiered designations for hearing follow-up programs. Tiered designations would provide screening and follow-up services in a 4-tiered concept for differing levels of therapy and testing services according to each patient’s needs.  The levels discussed include: 
· Level 1:  Outpatient hearing screening; re-screening

· Level 2:  Diagnostic and behavioral testing

· Level 3:  Hearing aids and management

· Level 4:  Diagnostic testing with and without sedation

Florida has primarily concentrated on level 2 and level 3 areas, focusing on personnel. A tiered level concept can provide a broader array of services for patients. 

Dr. Fifer discussed the lack of therapy services and the feasibility of moving therapy services to the sphere outside of HMO’s. Professional (hearing) associations are now developing acceptance, exclusion, and discharge criteria for therapy services. Dr. Sloyer added that this concept is not beyond what CMS has known in the past - an appropriate network for a population of children with special healthcare needs - but much depends on the legislative support and development of those programs. 
Dr. Fifer requested any comments and suggestions be sent to him after the meeting adjourns.  
Public comments
Hardeep Singh, parent of SCID children (via conference call):
Dr. Singh provided his personal story of his children who were affected with Severe combined immunodeficiency (SCID) disease and how that has affected him and his family. Dr. Singh called to relay his story as an effort to provide support to the SCID screening issue in development across the U.S. and in Florida. 
Concluding comments

There was some discussion regarding quality assurance activities on all levels of the newborn screening process and how to develop these activities to provide better service to Floridians.  It was suggested that the three metabolic centers develop a system of quality improvement, standardize and formalize that process in a collaborative effort. Dr. Pitel asked that this issue be placed on the next agenda for discussion. 
Dr. Pitel thanked the group and the meeting was concluded at 2:55 p.m. 

