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Meeting Agenda

Venue:

Centro Medico Culturale “G.Marani”



The 31 Local Liaison Physician Meeting
September 14— 16%™ 2023, Verona, Italy

Via S. Camillo de Lellis 4, Verona, Italy

Day 2 - Friday, September 15" 2023

8:30 (15min)  Welcome and Introduction to the LLP Meeting
Cornelia Zeidler and Valentino Bezzerri

8:45 (25+5min) Update from the European SCNIR

Cornelia Zeidler

9:15 (25+5min) SDS
Sabine Mellor-Heineke

9:45 (15s+5min) ELANE associated genotype-phenotype correlation
Cornelia Zeidler

10:05 (15+5 min) Homozygous ELANE mutations in Egyptian families
Ivan Tesakov

10:25 (15+5 min) ELANE-CyN
Karl Welte, Alexander Zeidler

10:45 (10+5 min) SCNIR Biobank

Olga Klimenkova
11:00 Coffee Break

11:30 (15+5min) Implications of newly identified gene mutations in CN
Julia Skokowa

11:50 (15+5 min) iPSC modelling of HAX-1 associated neutropenia
Benjamin Dannenmann

12:10 (15+5 min) HAX-1 associated gonadal insufficiencies
Denys Pogozhykh

12:30 (15+5 min) Case-series of PWCA outside of CN, PIDD or bone marrow failure
Martina Sukova

12:50 (15+5 min) Malignant transformation in SRP54 mutated patients, Is RUNX1 the driver
mutation?
Victor Quintero

13:10 Lunch Break
14:30 COST ECI Workshop

19:00 Social event



The 31 Local Liaison Physician Meeting
September 14— 16%™ 2023, Verona, Italy

Day 3 - Saturday, September 16" 2023

09:00 (25+5 min)

09:30 (25+5 min)

10:00 (15+5 min)

10:20 Coffee Break

11:00 (25+5 min)

11:30 (50 min)

12:30 (60 min)

13:30 Lunch Break

14:30 (120 min)

16:30 Coffee Break

17:00

17:45

18:00 Adjournment

Gene corrections
Julia Skokowa

Drug repurposing in SDS

Valentino Bezzerri

Project: Empagliflozin treatment for GSD type Ib and G6PC3 deficiency, the
SCNIR experience
Victor Quintero

What do we learn from somatic mutations in CN?
Maksim Klimiankou

Discussion: 1) Implication of somatic mutations on CN management
ALL

Discussion 2) New treatment modalities: Indication for gene correction in

congenital neutropenia
ALL

Case reports-LLP Country Update
ALL

SCNIR Business
ALL

Closing Remarks
Karl Welte, Cornelia Zeidler, Helen Papadaki, Valentino Bezzerri

Local organizing committee:

Dr Marco Cipolli & Dr

Valentino Bezzerri


mailto:Maksim.Klimiankou@med.uni-tuebingen.de

