I 1SDS |||

PRELIMINARY PROGRAM V.2
1SDS MEETING 2022

Local ima T4 Wednesday 24" August, 2022

16:00-18:00  Rogistration (Hotel Best Western Promior Marina Las Condes)
18:30-21:00  Welcome reception

Local ine T4 Thursday 25" August, 2022

07:00-08:30  Ragistration (Hotel Bost Western Promior Marina Las Condes)

08:30-08:45  Welcome - Dr. - Prasident
08:45 1030 Session 1: Molocular mechanisms and phenotypes 1 | Moderators: Carlos Bacino -
0845 1SDS-115, Lianlel Wang (To be confirmed)
Disruptions of SOX9 and induce mid and late-onset scolosis
0500 15DS-17,Valera Comier-Dare
leukodystrophy
0315 lsbony Guherne Yantman
is associated with a not previously descrived
gene
0930 ISDS-114, Amnetto Madison
Wih Xinked
el s T o ek
ygous pathogeric variants i the CBFB gena cause a novel phenotype resembiing cleidocr

1000103190812, s Surri-F
MutLands, a new advancement in the anatomic paiiology of the human genome and i variant nterpretation
10:30-11:00  Coffee break

11:00-12:30  Session 2: Molecular  Moderators: Rossi
1100 1SDS-02, V. Reid Sutton
analyses of VWNT signaling perturbation and and
varabilty
1115 1SDS-80, Nika Langoh (To be confimed)
Lands, a new advancement n the anatomic pathology of the human genome and in varant interpretation
1130 1SDS16, Nathalia Liberatoscioli Menezes de Andrade
High prevalence of growih plat related genes n a cohort o chiden vith isoated short stature
1145 1SDS25, Sarah Smithson
n solved by reanalysis of
1200 150582, Lorenzo Botto
the eye: tod
1215 1SDS111, Andreas Zank
Integrating the 1SS, v Projoct and the NONDO

12:30 - 13,00 David Rimoin lecture, Matt Warman
13:00- 1400  Lunch
14:00-14:20  BIOMARIN corporate symposium

14:20-15:20  Session 3: focus on molecular diagnosis 1 | Moderators: Karen Heath - Geert Morter
1420 150868, Danil Carvalho
20 Brazilan patients: molecuar RNEA

varianis.
1435 ISDS-76, Yiming Wang
Development of a Genetic Diagnostic Algorith for Individuals with Spit Hand Foot Mafformation

1450 155130, Carlos Bacino
Increasing the Diagnosis Rato in Raro Bono disorders. Our Experionce n the Undiagnosed Disoase Network at Baylor
Collega of Medicine
1505 ISDS-14, Alistair Caldor
Parathyrod cases with the sams novel variant
1520 1SDS-41, Bruno Marcarini

ate perience ina Brazi

16:35 - 15:50  Colfee break

1650 16:50  Poster session 1
710 Social program - free

T+ Friday 26" August, 2022
08:30-10:15  Session 4: clinical series and observations | Moderators: All Cakler - Ravi Savarirayan

0830 150509, Sheela Nampoothiri
from a Tertary 16 Years Experience
0845 1SDS-57, Shubha Phake (To be confirmed)
Genotypic Landscape of Osteogenesis Imperfecta from India
0900 1SDS-35, Isabela Pasa
Nolecular analysis o severs cases of Osteogenesis imperfecta and other rare lowmineral densiy disorders
0945 1SDS44, Maria Eduarda Gomes
Ancestry study in effect of the
196G variant
0930 15DS.53, Cathisen Raggio (To be confimed)
‘Should osteagenesis imperfecta be labeled as a low bone mass. condiion?
0945 15DS-13, Caroline Michot
Nine new cases of with the phenotypic spectrum of
FN1 gone mutations
1000 1SDS-52, Lucy Scrimshaw

arare but
10:15-10:45  offee break

10:45-11:30  Session 5: skeletal dysplasias: prenatal aspects | Moderators: Sheila Unger - Derise Cavalcanti

1045 150843, Rhoda Akilapa
fetal foramen magnum, cyphosis and hig n
Achondropiasia
1100 150562, Catherine Gooch
fotal A cohort of patients with of
with uniquo or atypical postatal coursos
1115 ISDS-78, Nicole Nakousi-Capurro

A cohort of Brazilan OI patients “
ST

11:30-12:00  Lecture on Nosology.

12:00-13:00  1SDS business mesting

13.00-14.00  Lunch

14.00-15.15  Session 6: Evaluation of growth, quality of ife, pain and functionality | Moderators: Roberto Mendoza -

1400 1SDS-54, Antonio Rossi
Identication of potential noninvasive biomarkers in diastrophic dyspiasia
1415 ISDS-66, Ximena Ortega
Diffusiontensor imaging of the physes: patients
1430 1SDS-42, Penelope Ireland
Development of the Screening Nobilty and
1445 ISDS-70, Rosario Ramos Mejia

Evaluation of unctionalty-mobity n patents ith skeltal dysplasias in Argentina: applicaion of the STEMS
(screening Toolfor Evaryday Moy and Symploms)
1500 ISDS105, Natassja Billch (To be confimed)
Nutrtionl issues in skeleta dysplasia: A scoping revew
16:15- 1545 Colfee break
15:45 - 1700 Session 7: Biomarkers and mouse models | Moderators: Matt Warman -

1545 1SDS-75, Jacqueline Hecht (To be confirmed)
1600 1SDS-48, Elvire Gouzo

Loniivial vector-based gene therapy for typa Il colagen disorders
1615 1SDS-64, Pavel Krojci

Modeling achondroplasia in mouse 1o address the fulure therapy targets
16:30  1SDS-95, Lawrence Legeal-Mallet

mutation in FGF mice
1645 1SDS-20,Carl Dambkowski
optortyrosine kinase inibior, demonstrates.

activiy ina prcinical mocel of hypochondroplasia
1700 1500 Poster session 2
19:15 2300 Conference dinner
Prof. She

2100 Maroteaux Award (Prof Gen Nishim Unger)

Local ima T4 Saturday 27" August, 2022
08:30-09:30  Patient family session
09:45- 11:15  Session 8: Clinical and observational studies | Moderators: Debora Berola - Lorenzo Botto.

0945 1SDS-107, lian Arsof
Burden of llness Surv by Patient Age:
Resuls fman ntemetinal

1000 1SDS-39, Melita Irving
AGHeve Study: Baseline Characterstics of a Multicenter Observational Study of Ghikdren with Achandroplasia

1015 1SDS-10, David Tunkel
Otolaryngology Utilzation in Patients with Achondropiasia: Results from the CLARITY Study.

1030 10828, J

of Ife (HRQ0L) in 195 from LISA (Life Impact Study on Achondroplasial a

multinational and observational study n Latin America

1045 1SDS-33, Ravi Sa
Medical history of A tudy in chidren with

achondroplasia
1100 1SDS-119, Julie Hoover-Fong
Mode of Deliv in Fotuses wih CLARITY.

Nat y
1115 1SDS-58, Michael Kai Tsun
Lower imb deformity correction n pasdiarc patients with pseudoachondroplasia: a singl center experience
1115 - 11:35  IPSEN corporate symposium
“Fop dagnosis, and
11:35-12:00  Coffee break.

12:00-12:45  Sesslon 9: Treatment Trals for Achondroplasia | Moderators: Julis HooverFong - Reid Sutton

1200 1SDS49, Nadia Merchant
and prefiminary results
==l
e i of voceide i frts and oddes wth achorclasa
2% Isoaer, etk
Insights e e o chidren Jasic

12:45-13:00  1DS Awards Ceremony - Orgarizing commitiee
Closing remarks.
v2



