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Issues in Presymptomatic Diagnoses of Lysosomal Storage Diseases
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Genzyine
December &, 2005
8:00 AM Felcome Brad Therrell Ph.D . (HHNEGRCE
8:05 AM  Meeling Goals Hatty Hantior, Ph.D, (CDC

Bac und and Issues

Moderator: Celia Kaye MD ., PhD. (HHSGREC)

8:15 AM  MNewborn Screening for Lysosomal Storage Disorders (Tab C)
s Overview atnd Status Bob Yogt, PhD. (CDC
s  Current Research into NBS Protocols Toan Eeutzer, PhD. (Genzyme)
s otate Newborn Screeming Program Activities  KenPass PhD (WY DPH)

0:00 AM  Imdroduction to Lysosomal Storage Disorders (Tab D) Paul Fermnhoff, M.D.
Emory Uraversity Medical School



10:00 AM  The Challenges of Newborn Screening Toseph Muenzer, M.D., PhD.
Jor Mucopolysaccharidosis (Tab E) UNC Chapel Hill

10:40 AM  Clnical verview and Update of (linical Trials of Privva Eashnan, M.D.
Myozyme for Powmpe Disoase. The Role of Newborn  Duke TMC

Screening? (Tab F)
11:20 AM  Umbilical Cord Blood Transplantation Iflaria Luisa Escolar, WD,

for the Treatment of Infantile Erabbe Disease (Tab &) THC Chapel Hill

1:15PM  Fabry disease —Ix it Fime for Newborn Dlaf Bodamer, M.D, PhD.
Screening” (Tab H) Urtversity Claldren’s Hospital, Vienna

1:55PM  Goucker disease: Iizpact of GenolypePhenotype Gregory A, Grabowsks LD
Correlaions on Newborn Screening and Treament  Cincinnati CHMC
(Tab )

235 PM Mewborn Screening for Acid Sphingomyalinase Gerald Cox, MDD, Ph.D
Deficiency: Nemann Pick A'B {Ffab J) Fenzyme

3:30PM  Neonaial Screening for X-Linked Adreno- Hugo W. Lloser, M.D.
lenkodystrophky: Rotionale and Straegy (Tab K) Ann B Moser, B.A.

Eennedy Erieger Institite

4:10 PM  Swmmmary Edwatd FKaye, M.D. (Genzyime)
4:30 PM  Pablic Commenis

5:00 PM  Final Commenis Celia Eaye, M.D. (NNSGRC)



Issues in Discase Follow-up

Moderator: Fodney Howell LILD. (GACHDGDNC)

8:15 AM  Researck and Climdcal Brief Heposls

Theoretical Benefils for Perinatal Treament
of MPX1 {Tab L)

Lmbilical Cord Blood Galactocerebroside Lavals
Jor Choosing Appropriale Cord Bloods for
Transplaniation (Fab M)

Corraction of a biowmarker for Powpe disease by
AAV veclorqnediaed gene therapy (Tab ¥c)

Transplant Ouicomes for Boys with Cercbral
A-ALD Ddagnosed by Famidy History vs. by

Kigns and Symptowms (Tab N)

Intracronial Tumors in Patients with Macopoly-
saccharidosis I! New Case and Literaure Hoview
Suggest Pathogenic Mechanisms and Need for
Surveillance (Tab O)

Pathogenesis of GMI and GM2 Gangliosidoses
and Avenues for Therapy Directed to the CNY

(Tab P)

The Raotionale, Methods, and Challenges
of Presympitomatic Diagnosis for
Mrucopolysaccharidoses and Implications
for Qther Lysosomal Disorders (Tab )

Debotah 3. Bathouth, W.D.
Uriwversity of Miami School of Medicine

William Erivit, M.D, PhD.
Uriversity of Minnesota

Drwright D Koeberd, MDD, Ph D
Dake Urdversity Medical Center

Chatles Peters, WM.,
Chaldren's Mercy Hospital
Elatigas City, Iiss o

Virgitia Proud, MI.D.
Children’s Hospital of The Eing’s
Daughters, Worfolk, Virgitia

Cynthia Tifft, M.D., Ph.D.
Childrenr’s Mationial Medical Center
Washinoton, DLC

Chester Whatley, M.D., PhD.
Uriversity of Minnesota Medical School



030 AM  Praclical Lsues Regording NES Expanston (Fab R)  Deborah Marsden, M.D.
s Local issues Children’s Hospatal Boston
s Standordizaiion issues

10:30 AM Confirmatory Tesiing Following a Posifive MNewborn  David Wenger, Ph .

Screen (Tab 5) Thomas Jefferson University
11:00 AM Registries and Newborn Screening: What Edward Kaye, M.D.

Can e Learn Frowm Thewm? (fab T) Genzyime
11:30 AM Sitoring Specimens for Tronsiotion Research Bob Vogt, FhD.

(Tab L) chDC

11:45 AN Role of the Federal Agencies:

Advisory Commitiee on Herttable Disordors and Ilichele Lloyd-Putyear, MDD Ph.D.
Genetic Diseases in Newborns and Children (Tab V) HEGA

MNIH Research Initiatives in Newborn Screening Tames W Hangorn, LD
for Hare Disorders (Tab IF) NIH/HICHD

12:00 PM ILarnchDiscussion

1:00 PM Continued Discussion — ltems for Inclusion in Bob Vogt, FhD.
MMIFR Reporis and Recommendalions chC
2:30 PM  Final Contments Eod Howell, II.D.

Celia Kaye, M.D, Ph.D.
3:00 PM Adjourn



Workshop Follow-Up Activities

Issues in Presymptomatic Diagnoses of Lysosomal Storage Diseases

MMWR Report and Recommendations
(Publication Scheduled Dec 2006 - Jan 2007)

Technical Issues Workshop
(Anticipated late 2006 - early 2007)

NSTRI Laboratory Activities
(Commencing February 2006)

Newborn Screening Quality
Assurance Program



