7th International conference on Rare and Undiagnosed diseases

Addressing patient needs for Rare Disorders in India

13-15th April 2019, New Delhi, India

Hotel Leela Ambience
Registration   8am – 9am

Welcome - 0900
Day 1, April 13th 2019
Chairpersons: Sumita Danda, Neerja Gupta, Reeta Rasaily 
Session 1   Diagnosis and Screening for Genetic Disorders

0910-0930    Genetic disorders in India - current status    


Meenakshi. Bhat, India

0930-0950   Lessons learnt from newborn studies in India 
and way forward   





Seema Kapoor, India
0950-1010   Carrier screening – experience from India 


Ramprasad VL, India
1010-1030   Roadmap for Management of Rare Disorders in India
       
Shubha Phadke, India 
1030 – 1100   Tea   
Session 2
Rare Disorders Programs
Chairpersons:  Madhulika Kabra, K Satyamoorthy, Dwaipayan Bharadwaj
1100 - 1130 
Population Genomics: The Alabama Genomic Health 
Initiative and the All of Us Research Program

Bruce Korf, USA
1130 - 1200
Transforming Care for Children with Rare Disorders

Marshall Summar, USA
1200 - 1230    RDCRN





         
R.Gopal Srivastava US 
1230 – 1250   Rare diseases genomics in India – Guardian experience
Vinod Scaria, India   
1250 – 1300   Discussion 

1300 – 1400   Lunch

Session 3
Rare Disorders Genomics
Chairpersons: H. Sharat Chandra, Partha Majumdar, Sumita Danda, 

1400 – 1430
Deep phenotyping in the Era of Genomics

      Michael Brudno, Canada
1430 –1500     Inferring variants in the era of genomics

      Madhuri Hegde, USA 

1500 -1520    Founder mutations in India



      IC Verma, India
1520 - 1550   Future of Technology for Rare disorders

      Arndt Rolfs, Germany
1550 – 1620  “Digit-All” traversal technologies to 

empower people with rare diseases


     Gareth Baynam, Australia
1620 – 1640   Genomic Approaches to Tackle Undiagnosed 

   Diseases





     Shrikant Mane, USA

1640 – 1710 - Tea

Session 4
Partnerships in Rare Diseases

1710–1755   
Panel discussion: Fostering Research Collaborations Harsha K Rajasimha, USA
1755–1830     Role of Patient groups - Awareness & Education         Prasanna K. Shirol
1930

Conference Dinner (Wilhelm Foundation)
DAY 2, April 14, 2019
Session 5
Finding New Genes
Chairpersons: AJS Bhanwer, Kunal Ray, Ashwin Dalal
0840-0900
Genetic basis of three new recessive skeletal dysplasias       Girisha. KM, India
0900- 0930    Intellectual disability - novel genes and mechanisms    
May Malicdan, USA
0930 – 1000   Genomic studies in liver diseases



Silvia Vilarinho, Yale

Session 6 
Policy Needs, Current Status and Plans in Rare Disorders
Chairpersons: Radha Rama Devi, Vijay Chandru, Koumudi Godbole
1000-1020   Rare disorders policy in India and its implementation   
Himanshu Chauhan,

 India
1020-1040   International trends in Rare disorders policy 
& orphan drugs act         




Stephen Groft, USA
1140-1100   Implementing the RBSK program for disease, 
disability, deficiency   





 TBC
1100 – 1130    Tea
****************************************************************************************************************
Session 7
UDNI Inaugural Session: Welcome and Reports
1130-1140
Lamp Lighting





1140-1145
Welcome





I C Verma, India
1145-1200
Roadmap for UDN-India



Ratna Puri, India
1200-1210
Address






Secretary DHR
1210-1220
Address






DGHS, Gol
1220-1230
Vote of Thanks





Sunita Bijarnia- Mahay
1230-1235
Welcome





Helene Cederroth, Sweden
1235-1300
The UDNI: Vision and Way Forward


William Gahl, USA
1300-1400
Lunch

1400-1415  
Meeting Goals





William Gahl

List of Official UDNI Members, Board Members

Committee/Working Group Reports

Confirm Data Sharing Policies

Discuss Science and Cases


Address Future of UDNI


Vote on Charter, Appendices, BOD proposals

Voting Eligibility and Rules
1415-1600
Committee & Working Group Reports
     1400-1415

Membership 




Eric Klee, Mayo Clinic
     1415-1430

Program




Ratna Puri, William Gahl 
     1430-1445

Communications



Domenica Taruscio, Italy
     1445-1515

Functional Research 



Eric Klee, Mayo Clinic
 


UW Infrastructure



S. Meyn, U. Wisconsin



Questionnaire




May Malicdan, NHGRI



Website, UDN Genes, ModelMatchmaker
S. Yamamoto, Baylor, USA



Rare Diseases Models & Mechanisms
Paul Lasko, Canada
     1515-1530

Patient Engagement



V. Boulanger, NORD USA
     1530-1600

Data Sharing (Current cases, # shared,



email listserv, video on Phenome Central)













David Adams, USA









Alexa McCray, USA










Michael Brudno, Canada










Tudor Groza, Australia
1615-1645
Tea and Posters
1645-1745
Solved Cases; 8 minutes each (5 + 3)
1830
Dinner for UDNI members & special invitees (Wilhelm Foundation)
DAY 3, April 15, 2019
Session 8
UDNI Translational Research
Chairpersons:  G Chandak,  Sankar VH, Prajnya Ranganath
0830-0900
New Therapies in Management of Gaucher Disease
Ari Zimran, Israel

0900-0930
What’s New in Therapy for Rare Disorders

Gianluca Pirozzi
0930-0950
Model Systems to Accelerate Drug Discovery
Sridhar Sivasubbu, India
0950-1000
National Newborn Screening for 40 rare 

metabolic diseases in Italy



Domenica Taruscio, Italy
1000-1010
RNA analyses for genetic diseases


Alessandra Ferlini, Italy
1010-1030
Tea

Cases, Reports
1030-1200
Mystery Cases; 8 minutes each (5 + 3)
1200-1220
IRDiRC & Eur Joint Program on Rare Diseases
Daria Julkowska
1220-1230
EURORDIS Rare Barometer Survey


Virginie Bros-Facer
1230-1240
European Union of Medical Specialists (UEMS)
Bela Melegh
1240-1250
RD-CONNECT and SOLVE-RD


Olaf Riess?
1250-1300
DART: Diagnostic Annotation and Reporting Tool
Matthias Haimel, Vienna
1300-1400
Lunch

Session 9
UDNI: Going Forward

1400-1500
Business Discussion




William Gahl


Ratify Charter, Appendices, Database


Confirm New Committee Members



Discuss Other Working Groups



Patient Recruitment



Next Meeting


ERN for Undiagnosed


Other Topics, Announcements
1500-1545
Reaching Out

1500-1515
Indigenous Populations

Gareth Baynam, Australia

1515-1525
Thrivor App



Gareth Baynam

1525-1535
Genetic Counseling


S. Broley, Australia










J. Lewis, USA


1535-1545
Developing Countries


Madhulika Kabra, India
1545-1615
Tea and Posters
1615-1700
Sustainability





William Gahl

Philanthropy





Gareth Baynam 










Paul Lasko, Canada


COST Application, EJPRD, National Reps?

Bela Melegh, Hungary
1700-
Other topics
1830
Dinner for UDNI members and invitees (Wilhelm Foundation)
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