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EMQN Pilot EQA scheme NGS-based NMD diagnostics

» External Quality Assessment scheme of NGS-based testing for NMDs

» By comparing testing procedures and consistency of results, we aim to identify areas

needing improvement & harmonise practices across the ERN

» WHY THIS IS IMPORTANT?
> Clinical and genetic heterogeneity: >700 NMD disease genes (PMID: 34930546)
> Genetically heterogeneous conditions: 39 genes identified to cause LGMD

» EQA is currently offered for some NMD genes as single gene test (DMD, SMA, CMT, and few

others), but no dedicated schemes are currently offered for panel testing of NMD genes

EMQN: European Molecular Genetics Quality Network
EQA: External Quality Assessment




EMQN Pilot EQA scheme NGS-based NMD diagnostics

» [2020 survey| Genetic testing offer for inherited neuromuscular diseases within the
EURO-NMD reference network: A European survey study (PMID: 32946487)

> NGS is used by 94% of centres (55 HCPs)

» ©60% offer NGS for all patients that fulfil criteria for NMD of genetic origin

P i

Oct. 2022 Nov. 2022 Apr. 2023
Negotiations with Letter of intent & New scheme proposal
EMQN started collaboration sent

agreement

» Gene selection has been made based on 3 main criteria:

> genes which pathogenic variations are causing similar phenotypes

» genes which pathogenic variations cause frequent diseases (more than 1/10.000)

> genes which pathogenic variations appear most frequently as SNVs

> genes which pathogenic variation cause hereditary muscle disorders
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v

June 2023

formal approval by
EMQN

iYa

July-Sept 2023

EOI from genetic labs
in the EURO-NMD HCPs

»Scheme was opened to 30 EURO-NMD HCPs:

> performing NGS-based tests for NMD diagnosis
(including targeted panel testing/virtual panel/clinical
exome/WES/WGS)

» using any appropriate gene panel for NMDs

> performing both wet and dry NGS-based tests (no

tertiary labs accepted)




EMONSS

EQA scheme catalogue 2024

Search X Q
8 results Page 1
selected _ - _ ’ Rare Neuromuscular A GBP275.00
Applicable to labs that undertake molecular genetic testing for this group of .
© Yes New sch SR Disease gene panel
NMD-24

» EQA type (B) Sold by EMON
Pharmacogenetics (DPYD / UGTTAT only) @ Registration closed on 01/01/2023

* Keywords (15) EQA Genes ACADS, ACADM, ACADVL, ACTAT, ACTNZ ADSSL1, AGL,

AGARN, ALDOA, ALGT4 ALGZ ANOA, AR, ASAHT, ASCC3,

b Genes (202) Il PHARMACO[DPYD/UGT1A1]-24 B3GALNTZ B4GATI, BAG3, BICDZ BINT, CACNATS, CAPN3,
Applicable to all labs undertaking molecular testing of DPYD and/or UGT1AT1 CAV3, CAVINT, CCDC78, CFLZ, CHAT CHCHD10, CHKB,
pharmacogenetic markers for drug response and efficacy. CHRNAT, CHRNBI, CHRND, CHRNE, CHRNG, COL12A1,

~ New scheme (1) COLT3AT, COLEAT, COLGAZ, COL6A3, COLQ, COX6AZ, CPT2,

CRYAB, DAGIT, DES, DMPK, DNAJBG6, DNMZ2 DOKT, DOLK,
Search DPAGTI, DPM2, DYNCTHIT, DYSE ECELT, EMD, ENO3, EPGS,
ETFA, ETFB ETFDH EXOSC3 FDX2 FHLI, FKBF14 FKRF
Rare Neuromuscular Disease gene p4d nel a FKTN FINC FXRI, GAA GBET, GFPTI, GGPST, GMPPE, GNE,
Yes (8) EQA GYGI, GYS1, HACDT, HADHA, HADHE, HNRNFPAZEB]T,
HNRNFDL, HSPEI1, HSFPEBEB IGHMEBFZ INPPAK, ISCU ISFD
L Lol ITGAY, JAGZ KBTEDT 3, KLHLAD KLHLAT, LAMAZ LAMFZ
CLOSING DATE TO EXPRESS INTEREST IS HNOVEMEBER 2023. PLEASE SEE LARGET, LDB3, LDHA, LMNA, LMOD3, LPINT, LRP4,
ADDITIOMAL INFORMATION FOR INFORMATION REGARDING REGISTRATION. MAP3IKZ20, MATR3, MEGFTO, MICUT, MSTOT, MTM1, MUSK,
SCHEME IS NOT AVAILABLE FOR PURCHASE DIRECTLY THROUGH CATALOGUE. MYBPCI, MYHZ, MYH3, MYH?, MYLT, MYLZ MYMK, MYOT185,
» Technology (12) ,ﬂfpplicgble to labs that undert_ake N_GS-nased testi.nl_g for this group of disorders MYOS4, MYODT, MYOT MYPN, NEB, ORAIT, FAXT, PFKM,
{including targeted panel testing/ virtual panel /clinical exome / WES / WGS) PGAMZ PGKI, PGMI, PHKAT, FIEZOZ2 PLEC, POLGZ
POMGNTT, POMGNT2, POMK, POMT], POMT2, PYGM,
> Sample material (4) PYROXD1, RAPSN, RECK1, RYR1, RYR3, SCN4A, SELENON,
S5GCA, 5GCE, 5GC0 5GCG, 5ILT, SLCT8AS, 5LC22A5,
) ) ) SLCZ25AT1, SLC25A4, SLCH2AZ SLCH2A3 SLCHAT, SMNT,

» Reporting language (3) Urothelial cell carcinoma (UCC) (FGFR) [Tissue] Q SPEG, SPG11, SQSTM1, STAC3, STIMT, SUCLA2, SYNET,
EOA SYNEZ SYT2, TANGOZ2 TCAP TIAI, TK2 TMEMS, TNNC2,

» Accredited (1 W UROTHELIAL [Tissuek 24 TRAPFO 1, M, TP, THPVA TSFA 1T TV UBAT
CLOSING DATE TO EXPRESS INTEREST IS FEBRUARY 2024, FLEASE SEE VAMPI, VEP VIMAZ2T, VRK]

ADDITIONAL INFORMATION FOR INFORMATION REGARDING REGISTRATION.

¥ Collaborator (3
( } SCHEME 15 NOT AVAILABLE FOR PURCHASE DIRECTLY THROUGH CATALOGUE.

iy
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Participating Labs

spain N
Slovenia [N
Portugal [N
Norvay .

Netherlands [N

France [N
Estonia [N
Czech Republic [N
Cyprus —
setgon

0

1

22 Labs, 13 EU Countries

2 3 4 5 6 7

Scheme timelines

o 8 Jan. 2024 o Mar.-Apr. 2024

- Sample distribution . Scheme assessments

Reporting period

O 8 Jan. - 8 Mar. 2024

Results published

O June 2024




Thank you !

EURO-NMD
NEWSLETTE

Scheme organizers e

—

ERN EURO-NMD

»  Alessandra Ferlini (Ferrara)

=

»  Vincenzo Nigro (Naples University),

»  Rosario Santos (University Hospital of Porto)

--:“' -

EMQON

Simon Patton
Nicola Wolstenholme Scan to subscribe !

Rachel Taylor

» If you are interested, please contact: c.dangelo@ern-euro-nmd.eu
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