Utah Genetics Advisory Committee

August 23, 2007

	Genetics Advisory Committee: Dave Viskochil (Chair), Ware Branch, Jeff Botkin, Lorenzo Botto, Joyce Dolcourt, Ross Hightower, Stephen McDonald, Nancy Rose, Vickie Venne, Marc Williams

	Newborn Screening Subcommittee (NBS): Jeff Botkin (Chair), Ware Branch, Alyson Eyre, Ross Hightower, Nicola Longo, Mary Murray, David Parkinson, Marzia Pasquali, Marc Williams, Hassan Yaish

	UDOH staff: Norm Brown, George Delavan, Rebecca Giles, Barbara Jepson, Fay Keune, Pat Luedtke, Harper Randall, Holly Williams

	Other Participants: Rebecca Anderson, Barbara Chatfield, Sharon Ernst, Sue Griffiths, Elaine Lyons, Chris Miller, Phil Bach

	Presentation to the Genetics Advisory Committee from the Newborn Screening Subcommittee:

Jeff Botkin, chair of the NBS presentation with presentation handout – Recommendations on Newborn Screening for Cystic Fibrosis.

Process; discussion and decision of each criterion for inclusion of a new test. 

Benefits and Risks of CF NBS review – Benefits; clearest evidence is of improved growth from early nutritional interventions. Emerging data on improved cognitive development. Diagnosis one year earlier with CF NBS. Risks; Anxiety and misunderstanding, false positive results, ambiguous results, opportunity costs.

Current screening approaches; IRT/IRT programs, IRT/DNA panel, IRT/DNA panel/DNA sequence, 31 states have implemented and additional 9 have approved but not implemented.

Potential benefits of early diagnosis through CF neonatal screening; Prevent protein-energy malnutrition and stunted growth, prevent micronutrient deficiencies such as vitamin E, reduce risk for cognitive dysfunction due to malnutrition, prevent deaths of undiagnosed patients and improve access—avoid geographic and fiscal barriers.

Potential benefits of early diagnosis through CF neonatal screening; Reduce morbidity from pulmonary disease, avoid disparities related to gender, race and ethnicity, provide genetic counseling for parents, etc., reduce costs for diagnosis and possible treatment, delay onset of PA infection and progression of lung disease and enhance quality of care and quality of life.

Pros and cons of strategies reviewed (presentation/handout) IRT/IRT, IRT/DNA, IRT/DNA panel/Sequence and IRT/IRT/DNA panel.

Recommended protocol – IRT/IRT DNA panel.

ARUP CF Mutation Panel;

· 32 mutations

· Would identify 97.2% of Utah patients based on CF clinic data

· Based on incidence of 15 cases per year, panel=> 1 missed case every 2-3 years 

· Panel can be expanded but at increased cost

· Subcommittee recommends use of current panel but modify in the future if appropriate

Recommended Protocol

1. IRT#1 on all babies

2. IRT#2 on 2nd specimen for infants above 97%ile on IRT#1

3. ARUP DNA panel on bloodspot for infants above cutoff on IRT#2

4. Notify physician/family if 1 or 2 mutations found

5. Sweat test at PCMC for all infants with 1 or 2 mutations

6. Genetic counseling for all infants referred for sweat testing



	Motion readdresses the recommendation to UDOH Executive Director to implement cystic fibrosis newborn screening. Motion approved and passes by all members present with two approvals in writing.

The Chair will compose a letter to Dr. Sundwall. If GAC members have items to be included in the letter, please forward to Dave Viskochil in next 10 days.

Next meeting: October 18th at 44 Medical Drive Conference Rooms.


