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Know your population

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

Viking founder mutations in Northumberland:

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

• LGMD R9  (FKRP)   21%
• LGMD R12 (anoctamin 5)       15-20%
• LGMD R1 (calpain 3)  15%
• LGMD R3-6 (sarcoglycans)  13%
• LGMD2B/R2 (dysferlin)  3%



LGMD R9 – natural history



LGMD1A 5q31.2 MYOT
LGMD1B 1q22 LMNA
LGMD1C 3p25.3 CAV3
LGMD1D 7q36 DNAJB6
LGMD1E 2q35 DES
LGMD1F 7q32 TNPO3
LGMD1G 4q21 HNRNPDL
LGMD1H 3p23 ?

LGMD2A 15q15 CAPN3
LGMD2B 2p13 DYSF
LGMD2C 13q12 SGCG
LGMD2D 17q12 SGCA
LGMD2E 4q12 SGCB
LGMD2F 5q33 SGCD
LGMD2G 17q11 TCAP
LGMD2H 9q31 TRIM32
LGMD2I 19q13 FKRP
LGMD2J 2q TTN
LGMD2K 9q34 POMT1
LGMD2L 11p13 ANO5
LGMD2M 9q3 FKTN
LGMD2N 14q24 POMT2
LGMD2O 1p3 POMGnT1 
LGMD2P 3p21 DAG1
LGMD2Q 8q24 PLEC
LGMD2R 2q35 DES
LGMD2S 4q35 TRAPPC11
LGMD2T 3p21 GMPPB
LGMD2U 7p21 ISPD
LGMD2V 17q25 GAA
LGMD2W 2q14 PINCH2
LGMD2X 6q21 BVES
LGMD2Y 1q25.2 TOR1AIP1
LGMD2Z 3q13 POGLUT1

90% LGMD2 (CK↑- ↑ ↑)
10% LGMD1 (CK n - ↑)





So, what’s in a name?
Everything!
It’s all we have!

Stijn de Witt, web developer



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

LGMD R1 calpain 3-related
LGMD R2 dysferlin-related
LGMD R3 α-sarcoglycan-related
LGMD R4 β-sarcoglycan-related
LGMD R5 γ-sarcoglycan-related
LGMD R6 δ-sarcoglycan-related
LGMD R7 telethonin-related
LGMD R8 TRIM32-related
LGMD R9 FKRP-related
LGMD R10 titin-related
LGMD R11 POMT1-related
LGMD R12 anoctamin 5-related
LGMD R13 fukutin-related
LGMD R14 POMT2-related
LGMD R15 POMGnT1 -related
LGMD R16 dystroglycan-related
LGMD R17 plectin-related
LGMD R18 TRAPPC11-related
LGMD R19 GMPPB-related
LGMD R20 ISPD-related
LGMD R21 POGLUT1-related
LGMD R22 collagen 6-related
LGMD R23 laminin α2-related
LGMD R24 POMGnT2-related
LGMD R25 BVES-related
LGMD R26 POPDC3-related
LGMD R27 JAG2-related
LGMD R28 HMGCR-related

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

90% LGMD R (CK↑- ↑ ↑)
10% LGMD D (CK n - ↑)

229 ENMC workshop
Straub et al., Neuromuscular Disorders 28 (2018) 702–710







You are the LGMD R9 experts!!!



European LGMDR9 Community Conference



WITH THANKS
WITH THANKS



Thank You!

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

Heather Hilsden

Lindsay Murphy
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