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Know your population

Viking founder mutations in Northumberland:

* LGMD2I/R9 FKRP-related
LGMD2L/R12 anoctamin 5-related CHdS
LGMD D4 calpain3-related

« LGMD R9 (FKRP) 21%

e LGMD R12 (anoctamin 5) 15-20%
* LGMD R1 (calpain 3) 15%

e LGMD R3-6 (sarcoglycans) 13%
 LGMD2B/R2 (dysferlin) 3%

Norwood et al., Brain, 2009
Hicks, Sarkozy et al., Brain, 2010



LGMD R9 — natural history

Prevalence of LGMDR9
(/100,000 inhabitants)
Jan 1st, 2021

1:4.13  (242,168)
2:8.32  (240,345)
3:4.03 (471,124)
4:6.03  (265,544)
5:0.63 (638,821)
6:0.83 (462,645)
7:1.62 (308,843)
8:3.79 (421,882)

9:2.51 (1,949,394)
10:2.70 (370,603)
Overall: Penirrsosonlar [Haseden: 11 (20027) 799172
2.84 (5,391,369)

Contents lists available at Scicncelinect
Land area: 304,073 km?

Neuromuscular Disorders
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LGMD1

LGMD1A
LGMD1B
LGMD1C
LGMD1D
LGMD1E
LGMD1F
LGMD1G
LGMD1H

5931.2
1q22
3p25.3
7936
2935
7932
4921
3p23

MYOT
LMNA
CAV3
DNAJB6
DES
TNPO3

HNRNPDL
?

1 = autosomal dominant
2 = autosomal recessive

90% LGMD2 (cKT-11)
10% LGMD1 (CK n - T)

LGMD2A
LGMD2B
LGMD2C
LGMD2D
LGMD2E
LGMD2F
LGMD2G
LGMD2H

LGMD2I
LGMD2J
LGMD2K
LGMD2L
LGMD2M
LGMD2N
LGMD20
LGMD2P
LGMD2Q
LGMD2R
LGMD2S
LGMD2T
LGMD2U
LGMD2V
LGMD2W
LGMD2X
LGMD2Y
LGMD2Z

LGMD2

15915
2p13
13q12
17912
4912
5933
17911
9931
19q13
2¢
9934
11p13
9g3
14924
1p3
3p21
8q24
2935
4935
3p21
7p21
17925
2914
6021
1925.2
3913

CAPN3
DYSF
SGCG
SGCA
SGCB
SGCD
TCAP

TRIM32

FKRP
TTN
POMT1
ANO5
FKTN
POMT2
POMGnT1
DAG1
PLEC
DES
TRAPPC11
GMPPB
ISPD
GAA
PINCHZ2
BVES
TOR1AIP1
POGLUT1
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Stijn de Witt, web developer




LGMD

LGMD D1 DNAJB6-related
LGMD D2 TNPO3-related
LGMD D3 HNRNPDL-related
LGMD D4 calpain 3-related
LGMD D5 collagen 6-related

D = autosomal dominant
R = autosomal recessive

90% LGMD R (CKT-T 1)
10% LGMD D (CK n - 1)

LGMD R1

LGMD R2

LGMD R3

LGMD R4

LGMD R5

LGMD R6

LGMD R7

LGMD R8

LGMD R9
LGMD R10
LGMD R11
LGMD R12
LGMD R13
LGMD R14
LGMD R15
LGMD R16
LGMD R17
LGMD R18
LGMD R19
LGMD R20
LGMD R21
LGMD R22
LGMD R23
LGMD R24
LGMD R25
LGMD R26
LGMD R27
LGMD R28

LGMD R

calpain 3-related
dysferlin-related
o-sarcoglycan-related
[-sarcoglycan-related
y-sarcoglycan-related
d-sarcoglycan-related
telethonin-related
TRIM32-related
FKRP-related
titin-related
POMT1-related
anoctamin 5-related
fukutin-related
POMT2-related
POMGNT1 -related
dystroglycan-related
plectin-related
TRAPPC11-related
GMPPB-related
ISPD-related
POGLUT1-related
collagen 6-related
laminin a.2-related
POMGNT2-related
BVES-related
POPDC3-related
JAG2-related
HMGCR-related

“LGMD, inheritance (R or D),
order of discovery (number),

affected protein”

229 ENMC workshop

Straub et al., Neuromuscular Disorders 28 (2018) 702-710
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LGMDRS European Cormmunity Conference Breakout sessions
Satun:lav F5th May 2024 Roodm: L.eeds 1 Room: Birmingham 1 - Glasgow 2 Plenary Room and Leeds 2
Doubletres by Hilton, Amsterdam Centraal Station Parents with young Teenagers & young adults Older adults
children
Agenda Patient Kelly Brazra Moud Cornelissen Melanie Bordes
leads: Julia Davage Cerys Davage Kathryn Bryant-Knudson
Codi Dovage
Chalr: Dr Kote Adcock, Muscular Dystrophy UK
[LR ] Welcome and Eeynote Volker Straub (LK) Clricia s Kathy Marhews Lome Kaudien Tracey Williz
Erik Niks Sam Geuens Nick Johnson
0920 Patient adwocacy Mélanie Bordes (France], Menne van der Holst | Woler Straub Kristen Brstawik
Aleksandra Lefjenharit-Le Belle Andreas Rozenberger
Eathryn Bryant-Knudson [USA], .
rm ana I I Lindsay Alfano Teresinho Evongeiista
Kelly Brazzo (USA), Elise Dupitier {session 1) Tanyo Srofkovic
Alekcandra Leijenhorsi-Le Belle (The Elise Dupitier (session 2)
Metherlands)
14:00 Strategies for school | Mental health & Strategies for Room: Leeds 2 | Room: Plenary
0940 Patient regetries: Supporting ressarch and the Lindsay Murphy (UK} Session 1 wchool and college Healthcare Healthcare
patient Community Management management
(Engiish) (Fremch)
0350 Physiotherapy session Meredith James (UK) 14:45 Healthcare Free time & physiotherapy Room: Leeds 2 | Room: Menary
i management sestiong i degired, i
Playing sports with a muscular dystraphy Hedwige Van Steen (Belgium) Session 2 T Managing Managing work
pregnancy
The salling experience! Laetitia Mercier & Ramsey Deforce
(Belgium] 15:30 Coffee & Connections (45 minutes)
1035 Coffee break (15 minwtes)
Chair: Professar Volker Stroub, Consultant Neurologist, Newcastle University, UK Plenary sassion
1050 Respiratary involvemant and managemeant Rabert Murni-Lofra (LK) - N
Chair: Katheyn Bryont-Knudson, The Speak Foundation, ISA
- - - 16:15 Expert panel Erik Miks Kathy Bathews Yolker Straub
1110 Cardio Involvement and management Karim Wahbi (France) Nick Jahmsan Teresinha Evangelista Tanya Stojkovic
Andreas Rotenberger Kristen Srstavik Elise Dupitier
11:30 How do clinkcal ials work? Gorka Ferndndez [France)
11-45 Climical trial updates lohn Vissing {Denmark) 16:55 Closing remarks and thanks [Volker Straub]
Mick Johnson [USA} 17:00 End
12:15 Clinbcal wial readiness Isabelle Richard (France)
19:00.22:00 Conference Dinner
12:30 Matural History studses Andreas Rosenberger (Norway)]
12:45 Lunch (1h 15 mimutes)
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You are the LGMD R9 experts!!!



European LGMDR9 Community Conference
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Thank You!

Lindsay Murphy

GLOBAL FKRP Performing world class translational research to bring diagnosis, care and therapy
REGISTRY to people with neuromuscular disease
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