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Årsrapporten giver en kort oversigt over de forsknings- og udviklingsrelaterede aktiviteter og 
indsatsområder, vi har arbejdet med i 2024. 
Rapporten relaterer sig til de fire indsatsspor i forskningsplanen 2023-2026, som igen relaterer 
sig til RCFM’s strategi for 2024-2028.

De fire forskningsspor er:

1.	 Vi er eksperter i neuromuskulær rehabiliteringsforskning
2.	 Vi er en naturlig partner i nationale og internationale forsknings- og rehabiliteringsfaglige 

netværk
3.	 RCFM’s Forskning-Udvikling er kendt i og uden for vores egen organisation 
4.	 Vi arbejder langsigtet for at sikre finansiering af vores forskning

Projekter i RCFM Forskning-Udvikling (FU) skal have relevans for RCFM’s brugere og konsu-
lentfunktion og medvirke til at sikre og udvikle RCFM’s position som nationalt videnscenter for 
neuromuskulær rehabilitering.
Projekterne i FU er dels beskrevet og prioriteret på baggrund af spørgsmål genereret i RCFM’s 
konsulentfunktion eller fra RCFM’s brugere og gennem eksterne netværk og samarbejder.
Resultater fra afsluttede projekter formidles internt i RCFM og eksternt til brugere og samar-
bejdspartnere samt i internationale tidsskrifter og på konferencer.

Marts 2025

Ulla Werlauff, Forskningsleder
RehabiliteringsCenter for Muskelsvind
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Medarbejdere i Forskning-Udvikling 2024  

Ann-Lisbeth Højberg gik på pension 1. august efter at have været ansat i RehabiliteringsCenter for 
Muskelsvind i 38 år.

Tilknyttede RCFM-konsulenter i projekter i 2024

•	 Alle ALS-konsulenter (Fælles om ALS)
•	 Bente Kristensen (DM1, Hap-pee)
•	 Helle Munkholm (projekt Transit)
•	 Heidi Aagaard (DM1 register)
•	 Pia Zinck Drivsholm, Runa Iversen, Lene Busk, Birgitte Heiden, Helle Laustsen (projekt Baseline)
•	 Sanne Okkels, Pia Zinck Drivsholm (Forældre til børn med SMA)
•	 Sidsel Madsen (Ph.d. DM1)

Eksterne samarbejdspartnere på RCFM-projekter i 2024

•	 Bente Thoft, ph.d, AUH, Charlotte Graugaard-Jensen, Overlæge AUH, Sahrah Glerup, Jeanette 
Strøm, Antoniett Pharao (HAP-PEE) 

•	 Professor Henning Andersen, AU, Professor John Vissing RH, Professor Pia Dreyer, AUH, Overlæge 
Charlotte Rossau, AUH, Jens Olesen og Jan Håkon Rudolfsen, EY (DM1 register)

•	 Lise-Lotte Shirakow, Malene Missel (Brugerrepræsentanter på Myastenia Gravis-projektet) 
•	 Hanne Bækgaard Larsen, Cand.Scient.Soc, ph.d., Rigshospitalet og Thomas Bredgaard, professor, 

ph.d., Aalborg Universitet (Ph.d. Robot)
•	 Professor Pia Dreyer, AUH, Professor Marit Kirkevold, Oslo Universitetshospital, Kristin Ørstavik, 

neurolog PhD, Oslo Universitetshospital, professor Sally Thorne, University of British Columbia, 
Vancouver, Canada  (Ph.d. DM1)

Lone Knudsen
ph.d.

Ann-Lisbeth Højberg
MSI 

Lene Klem Olesen
ph.d.

Charlotte Handberg
ph.d, seniorforsker,

lektor ved AU

Ulla Werlauff
ph.d., leder af FU

Annette Mahoney
cand.ling.merc, MSA

Kristin Allergodt
ph.d.-kandidat

Sofie Skoubo 
ph.d.-studerende

Signe Versterre
ph.d-studerende
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Kort Status på de fire spor i forskningsplanen

Spor 1- vi er eksperter i neuromuskulær rehabiliteringsforskning
Målsætningen, om at RCFM i denne periode skulle arbejde på et professorat inden for neuromuskulær 
rehabilitering, er opfyldt med udnævnelsen af Professor Charlotte Handberg fra 1. april 2025. 
Dette styrker  RCFM’s position i vores netværk og samarbejder og i vores talentudvikling og fundra-
ising.
Vi publicerer løbende vores forskning og har i 2024 være hoved- elller medfortatter på 12 videnska-
belige artikler (se side 13). Flere af studierne er lavet i samarbejde med nationale og internationale 
forskere og samarbejdspartnere, hvilket også var en del af vores målsætning. Vores projekter er 
præsenteret på flere internationale konferencer bl.a. World Muscle Society, Nordisk netværksmøde 
om Myastenia gravis, International Myotonic Dystrophy Consortium og ALS International Symposium 
samt vores egen Brickless konference. 

Spor 2 - Vi er en naturlig partner i nationale og internationale forskningsnetværk
RCFM indgår i adskillige nationale samarbejdsnetværk, bl.a. ALS-selskabet, Rehabiliteringsforum  
Danmark og diverse nationale mødefora, ligesom vi er repræsenteret i et af Medicinrådets fagudvalg. 
På skandinavisk plan deltager vi i styregruppen for den norske neromuskulære rehabiliteringskonfe-
rence, og vores egen Brickless-konference har skandinavisk repræsentation i planlægningsgruppen. 
Brickless, blev i 2024 afholdt på Musholm med 80 deltagere.
Internationalt er vi i 2024 sammen med Aarhus Universitetshospital indgået i ERN EURO-NMD/
European Reference Network; vi deltager i et arbejdsnetværk om udvikling af målemetoder til spinal 
muskelatrofi; sammen med TREAT-NMD har vi på POD-NMD lavet anbefalinger til kvinder med mu-
skelsvind, der kan have problemer med at komme på toilettet, og vi har medvirket i udviklingen af en 
familieguide til personer med limb girdle muskeldystrofi. 

Spor 3 - RCFM’s forskning-udvikling er kendt uden for egen organisation
Vi har i det forløbne år arbejdet på implementering af vores forskning i eget hus og lavet forskellige 
tiltag (temasider på vores web, små korte beskrivelser af resultaterne fra færdige projekter, informati-
on om projektresultater internt i huset). 
Vores fokus i 2025 er en opdateret kommunikationsplan, flere populærvidenskabelige artikler og for-
midling med og på andre medier. 

Spor 4 - Vi arbejder langsigtet for at sikre finansiering af vores projekter
Vi søger løbende midler til vores projekter, og vores mål om et samfinansieret ph.d.-projekt om per-
sonlig hjælp er kommet så godt i gang, at projektet forventes opstartet i 2. halvår af 2025. 
Med baggrund i RCFM’s strategi har vi prioriteret en række overordnede forskningsområder/tematik-
ker til vores kommende forskning og fondsansøgninger.
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Projekter afsluttet i 2024

Fælles om ALS (2021-2024)

Projektledere: Ulla Werlauff. Annette Mahoney, Lene Klem Olesen

Formål
•	 At understøtte funktionsevnen hos personer med ALS ved at fremme deltagelse og livskvalitet.
•	 At fremme deltagelse og livskvalitet hos pårørende til personer med ALS og at styrke de tværfagli-

ge og tværsektorielle indsatser omkring ALS-familier. 

Projektets formål udmønter sig i fire delprojekter
•	 En videre afprøvning af det iværksatte undervisningsforløb til personer med ALS og deres  

pårørende (MHMS)
•	 Et landsdækkende onlineforløb af MHMS
•	 Et landsdækkende onlinekursus for voksne børn, hvis forældre har ALS
•	 En udvidet indsats til børnefamilier med ALS

Økonomi: Projektet er finansieret med 4.000.000 kr. fra Sundhedsstyrelsen

Status: Projektet er afsluttet med udgangen af 2024. Slutrapport indsendes til Sundhedsstyrelsen 
med udgangen af marts 2025.  

•	 Der er gennemført seks fysiske undervisningsforløb og to online-forløb for personer med ALS og 
deres pårørende - hvert forløb med fem mødegange

•	 Der er afholdt to online forløb af tre mødegange for voksne børn 

•	 29 familier var tilmeldt indsatsen for børnefamilier

Erfaringer fra projektet videreføres i nye indsatser i perioden 2025-2028

HAP-PEE – At kunne når man skal (2021-2023)

Projektgruppe: Charlotte Handberg, Ulla Werlauf (projektledere), Bente Kristensen, Bente Toft (AU), 
Antoniett Vebel Pharao, Sarah Glerup, Jeanette Strøm. 

Formål: At afdække viden om kvinder med muskelsvind og vandladningsproblemer samt afsøge og 
afprøve mulige løsninger på de problemer, kvinder med muskelsvind oplever, når de skal på toilettet 
uden for hjemmet.  Projektet var et samarbejdsprojekt mellem RCFM, Aarhus Universitetshospital og 
en brugergruppe på tre kvinder med muskelsvind. 

Økonomi: Novo Nordisk fonden har støttet projektet med 500.000 kr. 

Materialer til afprøvning af mulige løsninger var delvist doneret af de forhandlende firmaer. 

Status: Projektets resultater viser, at mange kvinder med muskelsvind holder sig eller undlader at 
drikke væske for at undgå at skulle på toilettet. Dette kan have konsekvenser for blæresundheden 
med risiko for inkontinens og blærebetændelser. Resultaterne viser også, at der er brug for at få fokus 
på denne problematik ved de neurologiske kontroller.

Projektets resultater er udgivet i to videnskabelige artikler, og formidlet på flere internationale konfe-
rencer.  
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Projektet er beskrevet på POD-NMD, en hjemmeside under 
TREAT-NMD, hvor projektets resultater og tanker også udgi-
ves i en Podcast for brugere og samarbejdspartnere.

På RCFM’s hjemmeside er der oprettet en side med resul-
tater og råd og vejledning om vandladningsproblematikker: 
rcfm.dk/at-kunne-tisse-naar-man-skal

I et samarbejde med urologisk afdeling, Aarhus Universi-
tetshospital, videreføres projektet med en nærmere under-
søgelse af vandladningsmønstre hos kvinder med muskel-
svind i Region Midt.

En børnebog med titlen Sisse skal tisse, der handler om ’at 
kunne når man skal’ er under udarbejdelse. Sigrid Brønnum 
Johansen er forfatter i samarbejde med Bente Kristen og 
Charlotte Handberg.

Registerstudie DM1 - Sygdomsforekomst, sociodemografi og sundhedsydelser  
hos patienter med DM1

Projektledere: Ulla Werlauff, Charlotte Handberg. Samarbejdsgruppe: Charlotte Rossau, MD, RCV, 
AUH; Henning Andersen, professor i neurologi, AUH; John Vissing, professor i neurologi, RH, Pia 
Dreyer, lektor, AU; Heidi Aagaard, RCFM; Jens Olesen og Jan Håkon Rudolfsen, konsulentbureauet EY

Projektet er et led i DM1-studierne, herunder det igangværende ph.d.-studie.

Formål: At undersøge  sygdomspåvirkning, dødelighed, sundhedsomkostninger, forbrug af sund-
hedsydelser, uddannelse og arbejdsmarkedstilknytning hos personer med dystrofia myotonica med 
voksendebut. 

Studiet laves som et registerstudie.

Økonomi: omkostninger til EY på 550.000 kr.

Status: Registertrækket er baseret på 949 personer diagnosticeret med DM1 som voksne i perioden 
1994-2022 sammenlignet med 9427 kontroller. Resultaterne viser, at personer med denne form for 
DM1 diagnosticeres sent (median 43 år) og har en betydelig øget risiko for tidlig død sammenlignet 
med kontrolgruppen. Den væsentligste risikofaktor er påvirkning af hjertet. Personer med denne form 
for muskelsvind har lavere uddannelsesniveau og højere risiko for sygefravær, arbejdsløshed og tidlig 
pension end kontrolgruppen.

Resultaterne er beskrevet i to artikler, der aktuelt er i review og præsenteret som to posterpræsentati-
oner på World Muscle Society i 2024.

https://rcfm.dk/at-kunne-tisse-naar-man-skal/
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Aktuelle projekter

Uddannelse og beskæftigelse hos unge med muskelsvind efter afsluttet grundskole 
(TRANSIT) (2022-2023)

Projektgruppe: Ann-Lisbeth Højberg (projektleder), Charlotte Handberg, Helle Munkholm,  
Annette Mahoney, Kristin Allergodt

Formål: At generere viden med  
henblik på at kunne understøtte  
unge med muskelsvinds vej fra 
grundskole og videre mod  
uddannelse og beskæftigelse. 

Økonomi: Etablering af projektet  
og forundersøgelse er internt  
finansieret. 

Undersøgelsen udføres som tre 
delstudier: en kvalitativ undersøgel-
se og en spørgeskemaundersøgel-
se, som udmunder i to studier. Alle 
studier formidles via videnskabelige artikler.

Status: Resultaterne fra den kvalitative undersøgelse er publiceret i juli 2024. En artikel om det første 
studie i spørgeskemaundersøgelsen er indsendt til tidsskrift og i review, og en artikel om det andet 
studie i spørgeskemaundersøgelsen er under udarbejdelse og forventes indsendt til tidsskrift i første 
kvartal af 2025. 

I forbindelse med projektet er der lavet et afsnit på RCFM’s hjemmeside med råd og vejledning til 
unge, der skal påbegynde en uddannelse: rcfm.dk/studerende-med-muskelsvind

Efterladte pårørende til personer med ALS (2019-2022)
Projektleder: Lone Knudsen

Formål: At undersøge hvordan man bedst finder og afdækker pårørendes behov for støtte med hen-
blik på at kunne forebygge eller mindske belastningen hos de pårørende og efterladte til personer 
med ALS.

Økonomi: Projektet er bevilget 150.000 kr. fra eksterne fonde. Arbejdsløn er internt finansieret.

Status: Der er i 2019 lavet et review om pårørendes påvirkning og behov (præsenteret som poster). 
I 2020 blev der udsendt spørgeskema til efterladte pårørende; data er analyseret i 2021 og fulgt 
op med fokusgruppeinterview i 2022. Der er præsenteret midlertidige data fra dette som poster på 
ALS-symposiet i 2022. Data analyseres endeligt færdigt i 2025.

Projektet formidles i internationale artikler, via national og international konferencedeltagelse, på web 
og sociale medier og internt på RCFM’s kurser.

https://rcfm.dk/studerende-med-muskelsvind/
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Projekt BASELINE 
En undersøgelse af funktionsniveauet hos ikke gående personer med SMA 2 og 3  
målt med funktionsskalaen EK

Projektgruppe: Ulla Werlauff (projektleder), Charlotte Handberg, Annette Mahoney, Lene Klem Olsen, 
Lene Busk, Birgitte Heiden, Helle Lausten, Pia Drivsholm, Runa Iversen - alle fra RCFM

Formål: At undersøge funktionsskalaen EK2’s evne til at opfange forskelle i fysisk funktion over tid og/
eller efter evt. medicinsk behandling hos ikke-gående personer med spinal muskelatrofi. 

Alle-ikke gående personer over 10 år med spinal muskelatrofi blev inviteret til en baseline-undersø-
gelse i foråret 2023 og en follow-up-undersøgelse efter 6 måneder, hvis testpersonerne havde fået 
medicinsk behandling - eller efter 12 måneder, hvis de ikke fik medicin. 

Efter Medicinrådet i 2024 besluttede at gøre medicinen tilgængelig for en større målgruppe, er det 
belsuttet at lave endnu et opfølgende studie på de deltagere, der får medicinen. 

Økonomi: Undersøgelsen foregår online. Udgifter i forbindelse med projektet dækkes af RCFM og 
Muskelsvindfonden.

Status: Der tilmeldte sig 58 brugere til projektet, som blev 
testet med EK-skalaen via onlineinterviews i marts-april 
2023. 11 af brugerne startede efterfølgende i medicinsk 
behandling, og der blev foretaget opfølgende undersø-
gelse og interiews i foråret 2024. Invitationer til det nye 
opfølgende studie er udsendt.

Resultaterne af de to første runder af undersøgelsen er 
formidlet på en poster, som blev præsenteret på World 
Muscle Society i oktober 2024.

Medicinsk behandling til spinal muskelatrofi   
- en undersøgelse af forældres oplevelse af håb, bekymringer og behov for støtte

Projektgruppe: Charlotte Handberg (projektleder), Annette Mahoney, Ulla Werlauff, Pia Zinck Drivs-
holm og Sanne Lorenzen.

Formål: Formålet er at undersøge, hvordan danske familier, der har fået tilbudt medicinsk behandling 
til deres børn med SMA, håndterer håb og bekymring, i forhold til hvordan sygdommen udvikler sig; at 
undersøge hvilke behov familierne har for information, rådgivning og rehabilitering, og hvordan disse 
behov imødekommes.

Dataindsamlingen foregår med individuelle interview af forældre til børn (0-14 år), der har SMA og er i 
medicinsk behandling 

Økonomi: Der er bevilget 10.000 kr. fra Dansk-Svensk forening

Status: Der er foretaget 19 interviews med enten en eller to forældre. Data er analyseret, og en artikel 
forventes indsendt til tidsskrift i første kvartal af 2025.
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Behov for rehabilitering hos voksne med myastenia gravis (MG) i Danmark

Projektleder: Lene Klem Olesen

Formål: Projektet udføres som en postdoc og er inddelt i tre studier:

Et nationalt tværsnitsstudie (studie 1), der undersøger biopsykosociale udfordringer og behov for 
rehabilitering hos voksne med MG i Danmark. 

Et kvalitativt studie, der undersøger, hvordan voksne med MG oplever, at sygdommen påvirker deres 
identitet og hverdagsliv (studie 2).

Et kvalitativt studie om sundhedsprofessionelles oplevelser af facilitatorer og barrierer i rehabiliterin-
gen af voksne med MG (studie 3). 

Økonomi: Projektet er finansieret med støtte fra Muskelsvindfonden.

Status: Studie 1- spørgeskemaundersøgelsen: Analyserne er færdige og artikel er indsendt til tids-
skrift og i review hos Disability and Rehabilitation . I alt deltog 201 voksne med MG.

Studie 2 - interviewundersøgelse af voksne med MG, der har deltaget i spørgeskemaundersøgelsen 
og rapporteret flest udfordringer og rehabiliteringsbehov er gennemført.  Der er gennemført  
interviews med 22 personer med MG. Sidste hånd er ved at blive lagt på artiklen, inden den indsendes 
til et videnskabeligt tidsskrift.

Studie 3 - interviewundersøgelse af sundhedsprofessionelle på neurologiske afdelinger: Der er fore-
taget 10  interviews og en artikel er under udarbejdelse.

Studieprojekter

Ph.d.-projekter

Ulighed i sundhed ved sygdomsgruppen DM1: Erfaringer med og perspektiver på at leve 
med en voksenform for DM1 for at udvikle fremtidige rehabiliteringsinterventioner 

Projektleder: Ph.d.-studerende Kristin Allergodt. Hovedvejleder Charlotte Handberg, RCFM; medvejle-
dere Pia Dreyer, AU, og Ulla Werlauff, RCFM. Projektmedarbejder Bente Kristensen.

Ph.d.-projektet er del af et større samarbejdsprojekt om at udvikle en model for en koordineret rehabi-
literingsindsats med fokus på læring, sundhed og liv.

Formål: At undersøge, hvilke udfordringer personer med DM1 har i forhold til sygdomsforståelse og 
navigation i sundhedsvæsenet.

Projektet består af fire studier:

1.	 Litteraturstudie, der undersøger nuværende viden om, hvordan det er at leve med DM1.
2.	 At undersøge patienternes oplevelse af og perspektiver på at leve med DM1.
3.	 At undersøge pårørendes oplevelse af og perspektiver på udfordringer med at støtte deres nære 

med DM1
4.	 At undersøge sundhedsprofessionelles oplevelse af og perspektiver på patienter med DM1’s op-

følgning og behov for koordineret pleje og behandling.

Økonomi: Der er bevilget 500.000 kr. fra Aarhus Universitet; RCFM yder underskudsgaranti. 
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Status: Litteraturstudie er publiceret i august 2024. Studie 2 og 3 er indsendt til tidsskrifter i marts 
2025. Interviewdata for studie om sundhedsprofessionelle er indsamlet, og dataanalyserne og udar-
bejdelse af videnskabelige artikler er i gang. Afhandlingen forventes afleveret 31.august 2025.

My Avatar – Equal mobility in education for children and adolescents with neuromuscular 
diseases in Scandinavia through the use of telepresence robots

Projektleder: Ph.d.-studerende Sofie Skoubo, teknologivirksomheden No isolation. 

Hovedvejleder: Charlotte Handberg, RCFM. Medvejledere: sygeplejerske, cand.scient.soc, ph.d., 
forskningskoordinator og lektor, Rigshospitalet Hanne Bækgaard Larsen og professor, ph.d., Aalborg 
Universitet, Institut for Politik og Samfund Thomas Bredgaard.

Projektet er initieret på baggrund af et projekt i Muskelsvindfonden og udarbejdes som en ehvervs-
ph.d. i samarbejde med det norske firma No isolation.

Formål: At undersøge om brugen af telepresence-robotter kan støtte børn og unge med muskelsvind 
i deres tilknytning til og deltagelse i skoleundervisning ved at tilbyde mulighed for fleksibilitet i de peri-
oder, hvor deres muskelsvindsygdom forhindrer dem i at deltage fysisk i undervisningen.

Projektet består af tre studier, der alle planlægges publiceret som videnskabelige artikler:

En komparativ politisk analyse af lovgivning om uddannelse i forhold til skolefravær på grund af syg-
dom i Skandinavien (Danmark, Norge og Sverige).

Et eksplorativt kvalitativt evalueringsstudie af en intervention i Skandinavien med telepresence- 
robotter til børn og unge med muskelsvind fra et børn og unge-perspektiv

Et eksplorativt kvalitativt evalueringsstudie af en intervention med telepresence-robotter til undervis-
ning af børn og unge med muskelsvind i Skandinavien fra læreres perspektiv.

Økonomi: Projektet er fuldt finansieret eksternt af det norske robotfirma No Isolation 

Status: Resultater fra studie 1 er publiceret i august 2024, og dataindsamlingen for studie 2A og 2B er 
i gang. 

Sofie Skoubo er på baggrund af sit ph.d. studie blevet inviteret ind i Bevica fondends tværfaglige for-
skernetværk UniversalDesignHub; Sofie er en del af forskernetværket ”Handicap, IT & Digitalisering”.
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Kandidatspecialer
Perspektiver og behov for ønsker om fremtidig behandling og rehabilitering i  
voksenlivet med Duchenne Muskeldystrofi (DMD)

Projektleder: Pia Zinck Drivsholm

Hovedvejleder: Charlotte Handberg

Formål: For at kunne målrette fremtidig behandling og rehabiliteringsindsats undersøges, hvilke tan-
ker, ønsker og behov voksne med Duchenne oplever i livet med en livstruende diagnose.

Dette sker gennem interviews med voksne med Duchenne. Kandidatspecialet afleveres den 2. juni 
og forsvares ved mundtligt forsvar sidst i juni. Artikel forventes indsendt til peer-reviewed tidsskrift i 
erfteråret 2025.

Arbejdsglæde

Kandidatspeciale udbudt af RCFM. 

Projektleder: specialestuderende ved Folkesundhedsvidenskab Aleyna Göncu.

Hovedvejleder: Charlotte Handberg 

Formål: At undersøge sundhdesprofessionelles perspektiver på arbejdet inden for palliativ rehabilite-
ring af mennesker med progressive sygdomme (muskelsvind og ALS). Dette sker gennem interviews 
med alle fagprofessionelle i RCFM. Kandidatspecialet afleveres den 2. juni og forsvares ved mundtligt 
forsvar ultimo juni. Artikel forventes at blive indsendt til peer-reviewed tidsskrift i efteråret 2025.

Kommende studieprojekter

Ph.d.-projekt: Investigating challenges and needs for people with neuromuscular disease or spinal 
cord injury living with personal care, to develop targeted rehabilitation support and counseling

Projektleder: Ph.d.-studerende Signe Versterre.

Hovedvejleder: Charlotte Handberg, medvejledere: Sophie Lykkegaard Ravn og Jan Håkon Rudolfsen

Projektet er et samarbejdsprojekt med Special Hospitalet

Formålet er at undersøge udfordringer og behov hos personer med muskelsvind eller rygmarvsskade, 
som lever med hjemmehjælp eller BPA-ordning, med henblik på at udvikle målrettet indsatser i rehabi-
literingen, for at sikre bedst mulig livskvalitet. 

Ph.d.-projektet består af 4 studier:

•	 Spørgeskemaundersøgelse blandt alle med muskelsvind/rygmarvsskade ≥18, der bor I eget/for-
ældres hjem, for at danne et overblik over målgruppen, der modtager hjælp i hverdagen.

•	 24 individuelle interviews med dem fra spørgeskemaundersøgelsen, som har en BPA-ordning. For 
at undersøge hvilke udfordringer og behov der er ved at leve med en BPA-ordning.

•	 5-6 fokusgruppe interviews med dem fra spørgeskemaundersøgelsen, som har hjemmehjælp. For 
at undersøge hvilke udfordringer og behov, der er ved at leve med hjemmehjælp.

•	 2 online workshops, hvor resultaterne fra de 3 første studier samles til 2 programmer, hvor der 
udarbejdes målrettet materiale til støtte og vejledning til brug i rehabilitering.
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Projektet er støttet af to patientforeninger samt andre fonde. Der er ansøgt om det resterende beløb 
som ph.d-stipendiat ved Aarhus Universitet.
Status: Projektet starter til september 2025. Der afventes tilbagemelding på stipendiatansøgning fra 
Aarhus Universitet i udgangen af maj 2025.

Studieprojekter, hvor der ydes vejledning fra RCFM 

Afsluttede

En undersøgelse af patienter og sundhedsprofessionelles oplevede fordele og ulemper 
ved brugen af self-tracking og health-coaching til patienter med kroniske urologiske 
lidelser. 

Ph.d.-projektet af Louise Faurholt Øbro, ph.d.-studerende ved Syddansk Universitet. 

Hovedvejleder: Palle J.S. Osther, medvejledere Charlotte Handberg, RCFM, Jette Ammentorp og  
Gitte Thybo Pihl. 

Projektet er afsluttet i maj 2024, og projektets tre videnskabelige artikler er publiceret.

Eksterne samarbejder om smerte

Reviewartikel om undertyper af CRPS. 
Lone Knudsen, RCFM, i samarbejde med førende internationale smerteforskere.

Undersøgelse af behandling af CRPS i globalt perspektiv. 
Foretages af ’CRPS-special interest’-gruppen under the International Association for the Study of 
Pain (IASP). Lone Knudsen, RCFM, i samarbejde med internationale smerteforskere.
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Online ALS course successfully strengthens  peer-to-peer 
support and improves education, especially for relatives

69 people with ALS and their relatives were invited, and 16 
people with ALS and 11 relatives signed up for the course. 

Four participants dropped out after the first meeting due to 
technical problems or because the course was not the right   
match for them. 

Attendance rates varied from 63% to 79%, and one  
participant dropped out during the course.

In the evaluation, all people with ALS and 83% of their relatives 
said they felt safe to express themselves during meetings  
despite the online two-dimensional format. 18% of the people 
with ALS stated that they would not have been able to attend 
the course alone without their relative (figure 1).

The majority of participants (91% ALS, 83% relatives) would 
recommend the course to other people in the same situation.

Results

To develop and evaluate an online patient education course  
targeting people with ALS and their relatives, which  
enhances course participation and peer-to-peer support.

Aim

People with ALS who had been referred to the Danish National  
Rehabilitation Center for Neuromuscular Diseases (RCFM) within  
the past 3,5 years were invited to the online course. They were  
recommended to invite a relative to accompany them to the  
meetings. 

The online course was held in 2023/24 and consisted of five  
meetings, each lasting two hours. The meetings were held every 
2-4 weeks, had room for 28 participants, and were facilitated by 
two specialized ALS healthcare professionals from RCFM.

The meetings followed a predefined structure  (table 1) which let 
the participants be involved as central collaborative partners who 
helped determine the topics of the following meetings (table 2). 

Education on ALS, peer-to-peer support, and networking were the 
key elements of the online course.

Attendance rates and benefits from attending the course were 
measured by a questionnaire and summarized descriptively. 

Method

Background
Studies show that patient education has a positive effect on 
disease understanding, empowerment, and resilience. 

Research indicates that people with ALS experience various 
difficulties in attending in-person courses, for example  
fatigue, logistics, and fear of confrontation with people at  
later stages of ALS. To enhance participation, RCFM  
developed an online course for people with ALS and their  
relatives.

All meetings were conducted online using the Zoom platform. 

Conflict of interest: The authors declare no potential conflict of interest. Funding: The project was funded by the Danish Health Authority
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Table 1: Outline of the online program

• 5 minute introduction to the program

• 45 minute presentation of the topic of the day including a 
short video

• 10-15min break

• 30 min group work (two groups, each with one facilitator)

• 15 minute take away messages

NB! Make sure there is plenty of time for everyone to enter the 
meeting (30 minutes) and that everyone has participated in the  
introduction to Zoom before the meeting.

1. Movement and getting around

2. Loss of functions and grief

3. Being next of kin

4. Respiration

5. Leisure and vacation

Table 2: Topics for the five meetings

Figure 1: People with ALS’ and their relative’ experiences of the online course 2023/24

Conclusion
The online course successfully fostered a supportive peer-to-
peer support and improved education, especially for relatives. 
There were technical challenges, but all in all, the course  
was well-received, and many participants said they would  
recommend it to others in similar situations.

   It’s difficult for 
friends and relatives 
to understand the 
emotional side of  
losing functions, but 
other patients with 
ALS understand you.

We thank the people with ALS and their relatives who 
participated.  
We also thank the Danish Health Authority for financial 
support. 
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The mean age at diagnosis for the adult onset DM1 diagnosis 
was 43 years.

Individuals with adult onset DM1 had more comorbidities than 
the general population. Although survival for individuals with 
DM1 have improved in the last 30 years in Denmark, mean age 
of death was 58 years in the study population. 

The burden of illness due to the burden of comorbidities and 
the excess hazard of death calls for attention from health  
professionals to improve rehabilitation and survival for this 
population.

Conclusion

To provide knowledge on time of diagnosis, comorbidities, and 
mortality in a national cohort of persons diagnosed with  
myotonic dystrophy (DM1) in adulthood, identified in national 
health registers. 

Aim

Data were extracted from the Danish National health and  
administrative registers in the period 1994-2022.  Information on 
migration and death were obtained from the Migration Register and 
the Cause of Death Register. Data on healthcare utilisation were 
obtained from the Danish National Patient Register (NPR). Each 
person with DM1 was matched with ten reference individuals from 
the general Danish population with no DM1 diagnosis. 

Methods and materials

Background
Adult onset myotonic dystrophy (DM1) is characterised by a 
diagnostic delay due to milder physical symptoms than the  
infantile and juvenile forms. Despite a milder phenotype of 
adult onset DM1, there is a risk of negative biopsychosocial 
consequences particularly due to the cognitive impact.  
Consequently, persons with DM1 may receive less attention 
and have lower adherence to vital hospital follow-ups,  
increasing the risk of adverse events or early death. 
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Results
Analyses were based on a population of 949 adult persons 
with DM1 (476 F, 473 M) and 9427 controls (fig 1). 

Median age at time of diagnosis was 43 years. 40 % of  
individuals had a parent-children relationship; 80/161 parents 
were diagnosed with DM1 prior to their children; 81/161 were 
diagnosed after one of their children had been diagnosed. 
Respiratory insufficiency and cataracts were the most  
prevalent comorbidities in this population with DM1, with a  
prevalence of 32% and 30%, respectively (Table 1). 

311 persons with DM1 died during the study period with an 
average age at death of 58 years. The mortality hazard was 
5.87 higher than controls (p<0.001).  Persons with DM1 and 
cardiovascular disease had a higher mortality rate compared 
to their reference groups (p<0.001) (fig. 2).  Although  
respiratory insufficiency was more than ten times as prevalent 
in the DM1 population compared to controls, there was no  
difference in mortality rates between the two groups (p>0.9). 
We observed a reduction in the hazard of mortality for  
persons with DM1 in later years of the study period (fig. 3).

Figure 2:  Overall survival among persons with DM1 and cardiovascular disease 
(CVD) and their controlsls

Figure 3: Risk of death in persons with DM1 stratified by year of diagnosis

Conflict of interest: The authors declare no potential conflict of interest. Funding: There is no funding to report.

Figure 1:  Flowchart of inclusion/exclusion of study population

Table 1: The ten most frequent comorbidities observed for persons with  
DM1 and their controls

Respiratory insufficiency      302 (32%)     111 (1.2%)      <0.001

Cataracts (age-related and other kinds)  282 (30%)     480 (5.1%)      <0.001

Pain in abdomen and pelvis     153 (16%)     988 (11%)      <0.001

Knee, shin and ankle fracture     106 (11%)     316 (3.4%)      <0.001

Atrial fibrillation and auricular flutter   100 (11%)     288 (3.1%)      <0.001

Eyelid disorders                87 (9.2%)     108 (1.1%)      <0.001

Cardiac insufficiency        65 (6.9%)     178 (1.9%)      <0.001

Type 2 diabetes         59 (6.2%)     242 (2.6%)      <0.001

Non-specifc pain          44 (4.6%)     447 (4.8%)       0.9

Female infertility         34 (3.6%)     185 (2.0%)      <0.001

Diagnosis          Persons with DM1, n = 948     Controls, n = 9,396                  P-value

273 patients registered more than once with 
DG71.1 and no other subgroup diagnosis 

Identification of 1307 patients 
with diagnosis code DG71.1 

1149 patients with diagnosis code DG71.1 
and no congenital DM diangosis code 

Exclusion of 113 patients with a  
congenital DM1 dagnosis code 

949 patients with DM1 aged  
18 or older at diagnosis 

1093 patients with DM1 

820 patients with the specific 
diagnosis code DG71.1A 

Exclusion of 101 patients with no DG71.1A 
registration or only one DG71.1 registration 

Exclusion of 144 patients with  
DM1 not aged 18 at diagnosis 
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Adult children of a parent with ALS  
benefit from peer-to-peer and 

professional support 
in a targeted online intervention

Meeting attendance: 27 people signed up for the first round 
of meetings; 26 attended the first meeting, and 15 people 
completed all three meetings. 34 people signed up for the 
second round; 26 attended the first meeting, and 21  
completed all three meetings. 

Pre-meeting expectancy: 55 participants (23 men and 32 
women) responded to the pre-intervention survey. The  
majority of them were married, co-habiting, or in a relationship. 
Most of the participants had a father who had lived with ALS 
for >2 years. All participants expected 'to a very large extent' 
or 'to some extent' to: gain something from the meetings, that 
the intervention would meet their needs, and that the themes 
of the meetings would match their needs and challenges. 

Post-intervention evaluation/survey was completed by 36 
participants who were generally satisfied with the meetings: 
they felt like being part of a community, found the  
atmosphere pleasant, gained a greater understanding of ALS, 
and did not have to explain themselves because the group  
understood how they felt (figure 1).

Facilitators and barriers experienced by the organizers are  
described in table 1. Table 2+3 give a short outline of how to 
structure and conduct a meeting.

Results
The intervention was developed and targeted based on results 
from two semi-structured focus group interviews with a total of 16 
adult children of a parent with ALS. The intervention consisted of 
3, two-hour ZOOM meetings executed in two rounds over 2 years. 
Participants could only participate in one round of meetings. In all, 
61 adult children were included. The meetings were facilitated by a 
nurse and a psychologist from RCFM. The participants were  
presented with topics derived from focus group interviews: 

• Info about ALS/PMA, cognitive changes and end of life, including 
a film about grief and information on where to seek psychological 
counselling, if needed

• What happens when ALS moves into the family, including  
changes in family roles and family relations

• Emotions and dilemmas focusing on psychological distress, 
emotional dilemmas, and coping strategies

Participants were asked about their expectations prior to the  
intervention, and to evaluate the intervention afterwards.

Methods and materialsBackground and aim
An earlier project at the National Rehabilitation Center for  
Neuromuscular Diseases (RCFM) showed that many people with 
ALS whose adult children participated actively in their lives 
wanted to bring their children to peer support meetings. 

Adult children who have participated in long-term group  
rehabilitation programs at RCFM generally report that they  
are rewarding. 

To make up for the unmet need for group rehabilitation,  
we developed and evaluated an online peer-support  
intervention for adult children who no longer live at home  
and who have a parent with ALS.

The online format was chosen to enhance accessibility of the 
intervention (no transportation, can be accessed from every-
where). The target population is used to digital communication,  
is often working, have small children, and limited spare time.  

Conflict of interest: The authors declare no potential conflict of interest.
Funding: The project was funded by the Danish Health Authority
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Facilitators Barriers

Popular and relevant intervention, fully 
booked and waiting list

Cost-effective, ‘plug and play’ concept, 
few professional resources used. 
One experienced professional could run 
the meeting alone.

Difficult to facilitate group discussions in 
the large group. Participants could ‘hide’ 
and may not have felt comfortable asking 
sensitive questions in the large forum.

Provided targeted information and peer-
to-peer support that focused on the adult 
children’s challenges and needs.

Unable to monitor the atmosphere in 
break-out rooms.
Not possible to facilitate conversations 
on sensitive topics in break-out rooms. 

Included many participants from across 
the country and even from overseas

Difficult to have a free dialogue  
because of the 2-dimensional format.  
Difficult to ensure a secure and warm  
atmosphere

The online format was accessible and 
easy for this population to use

Difficult to sense how the individual  
participant was feeling and coping

Attendance of both men and women, sib-
lings, all of different ages, and with par-
ents at different disease stages.

More relevant for adult children whose 
parents were in the earlier stages of ALS 
than for those whose parents were in the 
later stages.

Table 1: Organizers' experienced facilitators and barriers

Inform about 
• technical issues
• the purpose of the meeting
• how to be a good participant
• confidentiality issues
• questions and counselling during the meeting
• the composition of breakout groups

The facilitator is recommended to
• metacommunicate to counter nervous tension 
• create a sense of belonging and a pleasant group atmosphere
• go through the agenda
• begin with an ice breaker exercise
• explain how to use break-out rooms and good conduct in them
• use only few (3-6) slides/or prerecorded presentations and  

engage the participants during presentations

Table 2: Tips for the facilitator

1. Welcome – short presentation (15 minutes)

2. Comments and questions in the large group (7 minutes)

3. Educational presentation in the large group (15 minutes) 

4. Break-out rooms (45 minutes, incl. 5 minutes break)  
       The groups are provided with 2-3 questions for the group   
 to discuss

5.  The session was finished off by making room for comments  
 and questions and providing information on the possibility to  
 call the facilitators for 30 minutes after the session

Table 3: Example of agenda

Percentages from categories 'totally agree' and 'agree' have been added up.

Figure 1: Post-intervention evaluations
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Families of children with SMA need support with adjusting to their new life situations after the  
SMA diagnosis and start-up on medical treatment. It is important that professional support and 
counselling is balanced to the individual family’s hopes, needs, and wishes for information and 
knowledge. The findings will be used to target rehabilitation services to families with children with 
SMA in medical treatment.

Conclusion

The study was designed as a qualitative interview study guided by the interpretive description  
methodology and Joyce Travelbee's theory of interpersonal aspects such as suffering, meaning, hope 
and communication. The method was semi-structured couple interviews with parents of children with 
SMA type 1, 2 and 3 aged 14 and younger. In all, 41 couples with children registered at RCFM were invited 
to participate.

Design and methods

Background
• In Denmark, newborn screening for 5q spinal muscular atrophy (SMA) was introduced from 2023

• Per July 2023, the Danish Medicines Council extended the possibilities of medical treatment to 
persons ≤25 years of age. 

• Most children with SMA are referred to RCFM where the families receive guidance and advice 
from a multiprofessional rehabilitation team

• Medical advances bring hope for both children, parents, and health professionals for a new life 
with SMA

• There is currently scant knowledge about how parents of a child who receive medical treatment 
experience their child's illness, their contact with health professionals, and their needs for  
information and advice

The authors declare no potential conflict of interest.  There is no funding to report.
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Results
Eighty-two parents of 40 children with SMA aged <14 were invited to participate.  
Twenty-six parents representing19 couples and 20 children (one couple had two children with 
SMA) agreed to participate (table 1). 

The initial analysis (figure 1) showed that the parents were affected by the reality of the SMA  
diagnosis, the trajectory toward the diagnosis, the hope related to the medical treatment, and grief 
related to uncertainty. The medical treatment carried a glimmer of hope for a ‘normal’ life for the 
child, acceptance of the unexpected turn of life, but also concerns about the prospect of  
dependency. The families struggled with managing everyday life which affected their social life, 
and they expressed needs for balanced support and counselling, and for role models. Analysis is 
ongoing.

Multiprofessional teams should: 

• support families with a newly diagnosed child with SMA

• balance professional support, information and knowledge sharing to the individual family

• support the parents in tackling grief and concerns and promote hope for the future

• support the parents and children in maintaining social relations and friendships

• ensure the possibility for SMA role models and mentorships for parents and children

Clinical and patient implications

To gain knowledge about how Danish parents whose children with SMA have been offered medical 
treatment handle hopes and worries in relation to disease progression. And to investigate the  
families’ needs for information, advice, and rehabilitation initiatives.

Aim

 
Age of parents

Sex of parent 

Cohabitation of parents 

Children with SMA

 
Age of child 
Age at diagnosis

Sex of child 

Diagnosis, copies, ambulation 
 

 
 

 
 

Ambulation 

First choice of medical treatment 
 

Present medical treatment

 
Mean years (range years)

Female 
Male

Married/partner 
Divorced/single/widowed

 
Mean years (range years) 
Mean yeas (range years)

Female 
Male

SMA1, 2SMN copies 
SMA1, 3SMN copies 
SMA1 - 4SMN copies

SMA2 - 2SMN copies 
SMA2 - 3SMN copies 
SMA2 - 4SMN copies

SMA3 with 2SMN copies 
SMA3 with 3SMN copies, S/W 
SMA3 with 4SMN copies, S/W

Walkers 
Sitters

Onasemnogene abeparvovec 
Nusinersen 
Evrysdi

Onasemnogene abeparvovec 
Nusinersen 
Evrysdi

 
39,3 (26-63)

15 (58) 
11 (42)

25 (96) 
1 (4)

N = 20 (%) S/W*

 
6 (0-13) 
1.8 (0-8)

12 (60) 
8 (40)

5 (x) 5/0*  
1 (x) 0/1 
0 (x) 0/0

0 (x) 0/0 
10 (x) 8/2 
0 (x) 0/0

0 (x) 0/0 
1 (x) 0/1 
3 (x) 1/2

6 (30) 
14 (70)

3 (15) 
11 (55) 
6 (30)

2 (15) 
5 (25) 
12 (60)

Parents to children with SMA (19 couples and 20 children)               N=26 (%)

* S=Sitter, W=walker

Table 1: Demographic data on parents and their children with SMA

THE REALITY OF THE 
DIAGNOSIS - GRIEF AND HOPE

• THE TRAJECTORY TOWARD THE  
DIAGNOSIS

• HOPE RELATED TO MEDICAL  
TREATMENT

• GRIEF RELATED TO UNCERTAINTY

THE GLIMMER OF NORMALCY  
- FUTURE AND HOPE

• HOPING FOR A NORMAL LIFE
• ACCEPT OF AN UNEXPECTED TURN 

IN LIFE
• CONCERNS ABOUT THE  

PROSPECT OF DEPENDENDY

• ROLE MODELS AND KNOWLEDGE 
SHARING

• BALANCING PROFESSIONAL  
SUPPORT AND COUNSELLING

• AFFECTED SOCIAL RELATIONS AND 
SPONTANEITY

MANAGEMENT OF  
EVERYDAY LIFE

Figure 1: Understanding how Danish parents whose children with SMA have been offered medical treatment handle hopes and worries in relation to disease progression
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Compared to their controls, the use of health services  
calculated as inpatient and outpatient contacts and hours 
of home care were higher for persons with DM1 (especially 
males). Moreover, persons with DM1 had a lower educational 
level, higher risk of early disability pension, unemployment, 
long-term sick leave, and a lower income (mostly males).  
This calls for attention from healthcare professionals to  
address practical issues related to management and care,  
and to help the patients navigate in the health care system.

Conclusion

To apply national health registers to provide updated  
knowledge on cost and use of healthcare services and  
labour market affiliation of persons with adult-onset  
myotonic dystrophy type 1 (DM1) in Denmark.

Aim
Patients with DM1 were identified using the Danish National Patient 
Register (NPR) from which data of healthcare utilisation were also 
obtained. NPR contains information on all somatic and psychiatric 
hospitalisations, outpatient contacts and primary care services,  
including diagnoses and procedures, emergency, planned contacts, 
and all tariffs and costs associated with a specific treatment. Data 
on utilisation of home care services were retrieved from the data-
base on municipality services from Statistics Denmark. The costs 
associated with use of primary care were obtained from the Danish 
National Health Service Register, costs associated with  
consumption of prescription medicine were obtained from the 
Danish National Prescription Registry, and data on annual income, 
labour market affiliation, public transfer payments, unemployment  
benefit, sickness benefit, disability pension payments, and study 
grants were obtained from the Income register and DREAM data-
base. Each person with DM1 was matched with ten reference  
persons without DM1 from the general Danish population. 

Methods and materials

Results

Background
Adult-onset DM1 is characterised by a diagnostic delay due 
to milder physical symptoms than the infantile and juvenile 
forms. 

The presence and progression of cognitive symptoms and 
comorbidities in DM1 have negative biopsychosocial  
consequences which may impact quality of life, education, 
and labour market affiliation. 

Because of the diagnostic delay and milder symptoms,  
persons with adult DM1 may receive less attention in the 
healthcare system with lower adherence to vital hospital  
follow-ups, increasing the risk of adverse events or early 
death due to, especially, acute pulmonary and cardiac  
complications. While there are no targeted treatment for  
DM1, the condition is associated with a range of  
comorbidities resulting in a need for frequent care.

Figure 1  
For both inpatient and outpatient hospital contacts, the difference 
was highest in the year following diagnosis, where persons with 
DM1 had 3.13 times more inpatient contacts (1.3 vs. 0.4) and 4.3 
times more outpatient contacts (4.9 vs. 1.1) on average compared 
to their controls. In the 20 years following diagnosis, each person 
with DM1 had, on average, 11.6 additional inpatient contacts (19.1 
vs. 7.5) and 24.2 additional outpatient contacts (47.3 vs. 23.1)  
compared to their controls. 

Furthermore, persons with DM1 received significantly more hours 
of home care services from time of diagnosis and throughout the 
study period.  On average, each person with DM1 received 29.1 
times as many hours of home care services (582.5 vs. 20) as their 
controls during this period.

In the 20 years following diagnosis, the attributable costs  
generated by each person with DM1 summed to EUR 62,800 for  
inpatient care and EUR 19,200 for outpatient care. In the 20 years  
following diagnosis, the total mean healthcare costs attributable to 
each person with DM1 was EUR 117,000.

Figure 1: Mean number of inpatient contacts, outpatient 
contacts and hours of home care services per year for 
each group

Figure 2  
From one year before diagnosis until four years after, persons 
with DM1 had significantly more weeks of long-term sick leave 
than their controls. The difference was greatest in the year of 
diagnosis, where a person with DM1 had an average of 5 more 
weeks of long-term sick leave. 

With regards to unemployment, we found that persons with 
DM1 had significantly more weeks of unemployment each year 
compared to their controls from 5 years before diagnosis  
until 10 years after.  The difference was greatest the year before 
diagnosis, where each person with DM1 had an average of 6.9 
more weeks with unemployment. 

The reduced labour market affiliation among persons with DM1 
was also reflected in their annual income. Throughout the study 
period, there was a statistically significant difference in mean 
income among persons with DM1 and their controls.

Figure 2: Mean number of weeks with long-term sick  
leave and unemployment per year and annual income  
for each group

Figure 3 
The rate of disability pension was higher among persons with 
DM1 compared to their matched controls. The cox regression 
estimated that a person with DM1 had a 11.6 times higher  
hazard of disability pension compared to their controls  
(95% CI: 9.92-13.6, p < 0.001).

Figure 3: Kaplan-Meier plot of disability pension
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Age          43 (32,54)   43 (32,54)  
 
Sex 
   Men          473 (50%)   4,702 (50%) 
   Women         476 (50%)   4,705 (50%)

Region 
 The Capital Region      311 (33%)   3,088 (33%) 
 Central Denmark Region    216 (23%)   2,152 (23%) 
 Region of Southern Denmark   161 (17%)   1,617 (17%) 
 North Denmark Region     141 (15%)   1,391 (15%) 
 Region Zealand       120 (13%)   1,179 (13%)

Education 
 Primary education      377 (40%)   2,017 (21%) 
 Higher primary education    359 (38%)   3,797 (40%) 
 Bachelor        136 (14%)   2,250 (24%) 
 Master or higher        55 (5.8%)   1,093 (24%) 
 Unknown          22 (2.3%)         270 (2.9%)

Table 1: Summary statistics at baseline

Persons with DM1, N= 949      Controls, N=9,427
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Figure 1:  EK-sum score of 17 items at Baseline  
assessment (EK 1-A-17 SUM) and six months after 
medical treatment (EK 1-B 17-SUM)

Figure 2:  FSS-sum score (7 items) at Baseline 
assessment and six months after medical treatment

Item EK4. Ability to balance in wheelchair.  
Score 1 - Can bend the upper body > 30 degrees in  
at least one direction and return to upright position

HOPES EXPECTATIONS

BEFORE  
MEDICAL  
TREATMENT

Improve functions (n=5)
Maintain present functions (n=3)
Don’t know (n=1)

Improve functions (n=4) 
Maintain present functions (n=5)
Improved QoL (n=9)

SIX MONTHS  
AFTER  
START-UP

HAVE HOPES BEEN FULFILLED?
Improved functioning (n=2/5)
Maintained present functions (n=3/3 )
Hopes not fulfilled (n=4)

HAVE EXPECTATIONS BEEN MET?
Experienced expected improvements (n=2/4)
Maintained level of functioning (n=5/5)
Expectations not met (n=2)
QoL improved (n=7)

HOPES FOR THE FUTURE
Maintain present level of functioning (n=6)
Continued improvement (n=3)

HAS ANYTHING EXCEEDED EXPECTATIONS?
Better ventilation (n=1)
Improved fine motor skills (n=1)
More energy (n=3)
Feel stronger (n=2)

Evaluation of physical function before and after medical treatment in  
non-ambulant patients with spinal muscular atrophy aged 11-25 Ulla Werlauff

PT. PhD
ulwe@rcfm.dk

www.rcfm.dk

Physical function and perception of fatigue was stable after 
six month of medical treatment. Although there was a little 
change in EK2-sum score and FSS score, this was not  
significant.

In the interview, however, two participants said they had 
achieved the improvements they had expected and five  
participants had maintained their functional level. Seven  
participants had experienced unexpected improvements  
(table 1).

Conclusion

The aim of the study was to assess functional capacity in 
non-ambulant patients with SMA >10 years of age before  
medical treatment and six months after start-up, and to learn 
about their hopes, expectations and experiences regarding 
medical treatment.

Aim
All non-ambulant patients with 5q SMA registered with RCFM > 10 
years old (n=117) were invited to participate in a video-recorded 
online assessment. A questionnaire with open-ended questions 
about hopes and expectations for the potential medical treatment 
was included in the invitation. 

Assessment of physical function included classification of upper 
limb function  [Brooke et al 1981], hand function by RULM item B 
(bring hands from lap to table) and item D (pick up tokens/coins) 
[Mazzone 2016], the EK2 scale [Steffensen et al 2008], and the 
adapted Fatigue Severity Scale (FSS) with seven items [Werlauff 
2014]. The assessment was performed by either an OT or PT.

Those who were offered medical treatment were invited to repeat 
the assessment six months after initiation of treatment. After the 
second round of physical assessment, a researcher performed a 
short interview. The participants were asked about their  
experiences with medical treatment and whether their hopes and 
expectations had been met.

For reliability, the prime investigator (UW) reviewed all  the recorded 
assessments to rule out discrepancies; these scores were  
registered. Differences between first and second assessments 
were calculated by Wilcoxon signed rank test.

Methods

Background

During the spring of 2023, the Danish Medicines Council  
discussed the possibility of expanding the criteria for medical 
treatment to patients with 5q spinal muscular atrophy (SMA) 
which until then had been limited to children up to 10 years of 
age.

More than 150 people with SMA did not receive medical 
treatment and were potentially in the new target group for 
an expansion. Besides a requirement for a minimum level of 
functioning corresponding to 2 points on the RULM scale for 
non-ambulant persons, the new criteria for being eligible for 
treatment were unknown.

We wanted to prepare for a baseline examination, but did not 
have the capacity to assess all patients physically, so we  
decided to narrow the target group to non-ambulant patients 
and assess their functional capacity online. In addition, we 
wanted to learn about their hopes and expectations for med-
ical treatment and their experiences after medical treatment 
had been initiated.

Table 1: Hopes and expectations before and with treatment
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Results

Fifty-nine people accepted the invitation and took part in the 
online assessment. Eleven people met the criteria for  
treatment introduced in July 2023 (≤ 25 years old, and a  
minimum RULM score of 2); nine of them (4 F, 5 M)  
aged >10-25 participated in both the baseline and follow-up 
assessment. 

Brooke score ranged from 1-2, RULM score from 2-5 at both 
assessments. Median EK2 sum-score was 24 at the initial  
assessment and 23 at the follow-up assessment (p=0.438) (fig 
1). Median FSS sum-score was 16 at the initial assessment 
and 15 at the follow up assessment (p=0.180) (fig. 2).

Table 1 illustrates hopes and expectations before and after 
medical treatment. All participants expected a positive impact 
on their quality of life. Five participants hoped for  
improvement, while only four expected improvements. 

After six months of treatment, seven participants experienced 
improved quality of life, 5/8 had their hopes fulfilled and 7/9 
participants found their expectations had been met. The same 
seven participants furthermore described unexpected  
improvements in functioning.  

The authors declare no potential conflict of interest.  There is no funding to report.
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Mundtlige præsentationer på internationale konferencer
International Alliance of ALS/NMD Associations, Montreal, Canada, december 2024 
Lene Klem Olesen præsenterede en online intervention for voksne børn af forældre med ALS. 

Myasthenia Gravis – Treatment & Quality of Life, Reykjavik, Island, september 2024
Lene Klem Olesen præsenterede resultaterne fra studie 1 og 2 af sit postdoc-projekt om  rehabilitering hos 
voksne med myastenia gravis (MG) i Danmark

European conference on rare diseases and Orphan Products, Bruxelles, Belgien, maj 2024
Sofie Skoubo præsenterede resultater fra sit ph.d.-projekt med titlen ’Telepresence robots to reduce 
school absenteeism among children with cancer, neuromuscular diseases or anxiety – the expectations of 
children and teachers: A qualitative study in Denmark’

Deltagelse i nationale og internationale netværk
I 2024 har RCFM deltaget i følgende arbejdsnetværk:

International behandlingsvejledning for LGMDR9: Psykolog Lone Knudsen deltager i udarbejdelsen af en 
international vejledning på bagrund af RCFM’s forskning om smerte hos personer med LGMD.

LGMD family guide: Lone Knudsen deltager i udarbejdelsen af en kommende TREAT-NMD familieguide til 
familier med LGMD.

ERN EURO-NMD/European Reference Network. Charlotte Handberg deltager i følgende grupper: Multidi-
sciplinary Treament and Care, Overarching Transition Group, Transition Taskforce og Family Planning and 
Pregnancy

International arbejdsgruppe om bulbær funktion: Ulla Werlauff og Lone Bech Christensen deltager i en 
international arbejdsgruppe om at udvikle måleredskaber til undersøgelse af bulbær funktion hos personer 
med SMA 3(spise, synke, tygge).

International Myotonic Dystrophy 
Consortium Meeting (IDMC-14),  
Nijmegen, Holland, april 2024

Poster I: Living with adult-onset 
myotonic dystrophy type 1: 
Experiences and perspectives  
from people living with the disease.  
Kristin Allergodt

Poster II: Experiences of and per-
spectives on living and coping with 
adult-onset DM1 in everyday life to 
inform future targeted rehabilitation 
services. 
Kristin Allergodt
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Experiences of and perspectives on living and coping with adult-onset 
DM1 in everyday life to inform future targeted rehabilitation services
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The analysis is ongoing, but the initial findings suggests that the relations and inter-
actions of people with DM1 influence their actions and understandings when trying to 
comprehend living with DM1 in everyday life.

Conclusion

To investigate people with adult-onset DM1's experiences of and perspectives on living 
and coping with DM1 in everyday life to inform future targeted rehabilitation services.

Aim Results

Based on 25 interviews and observational notes with people with adult-onset DM1, two 
themes emerged in the data analysis which reflected how people with adult-onset DM1 
live and cope with DM1. 
The first theme was ‘Comprehending the meaning of DM1’ and comprised of ‘Getting the 
diagnosis’, ‘Perceiving the disease’, ‘Adapting to changes in functioning’, and ‘The daily 
influence of DM1’. 
The second theme related to ‘The influence of DM1 on relations’, which included ‘Interac-
tions with family and friends’, ‘Being perceived by people in the ‘world’’ and ‘Encountering 
the healthcare professionals’

Methods

The design of this study was qualitative using the Interpre-
tive Description (ID) methodology and Herbert Blumer's 
Symbolic Interactionism as the theoretical framework. 

Semi-structured individual interviews were conducted in 
October 2021-December 2021. Additionally, observation-
al notes were taken during the interviews and consisted 
of notes of actions and behavior and descriptions of what 
was going on.

25 people with adult onset DM1accepted participation and 
were included in the study. The participants were mostly 
female, had a mean age of 50.4 years, a majority were re-
tired, on early retirement or sick leave, and they had mean 
MIRS score of 3.48. 
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Background

• DM1 have a biopsychosocial impact on the lives of peo-
ple with the disease, causing progressive physical and 
cognitive decline and decreased activity and participa-
tion levels1-3.

• People with DM1 experience a negative effect on per-
sonal relations because of DM14.

• Healthcare is perceived as fragmented by people with 
DM1 and they have unmet needs regarding their fol-
low-up5-7.

Funding: 
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N=25

Gender, n (%)

Female                                                                                              17 (68)

Male                                                                                                      8 (32)

Age, mean (low, high)

50,4 (37-60)

Occupational status, n (%)

Working                                                                                               9 (36) 

Early retirement/retired/sick leave                                         14 (56)

Unknown                                                                                                2 (8)

MIRS, mean (low-high)

                                                                                                        3,48 (1-5)

Investigating adult-onset DM1s experiences of and perspectives on living and coping with DM1 in everyday life to inform future targeted rehabilitation services.

THE INFLUENCE OF DM1 ON RELATIONS

COMPREHENDING THE MEANING OF DM1

Getting the diagnosis

Perceiving the disease

Adapting to changes in functioning

The daily influence of DM1

Being perceived  
by people  
in society

Encountering  
the healthcare  
professionals

Interactions with family and friends

Table 1: Participants characteristics

Figure 1
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Caregiver experiences of and perspectives on living and coping with adult- 
onset DM1 in everyday life to inform future targeted rehabilitation services
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The analysis is ongoing, but the initial findings suggest that the actions and understand-
ings of caregivers might be influenced and defined by interactions when living with a 
person with DM1.

Conclusion

To investigate experiences of and perspectives on caregivers to people with adult-onset 
DM1 on living and coping with DM1 in everyday life to inform future targeted rehabilita-
tion services.

Aim Results

Based on interviews with caregivers of people with adult-onset DM1, three themes 
emerged in the data analysis that reflected how caregivers live with the disease in every-
day life.
The first theme ‘Reflections on everyday life as a caregiver of a person with DM1’ relat-
ed to the caregivers’ reflections in the future and disease progression, how they experi-
enced changes in roles and responsibilities and how they adapted to everyday life.
The second theme ‘Being a bystander during the disease trajectory of DM1’ was about 
the caregivers’ role in hospital follow-ups; how they acquired knowledge and were recog-
nized.
The third theme ‘Changes in social relations when living with a person with DM1’ was re-
lated to the caregivers’ social interactions and how social relations were influenced by 
living with a person with DM1, by having to renegotiate their social relations and their 
perception of affected social relations.

Methods

This qualitative study was conducted using the Inter-
pretive Description (ID) as the methodology and Herbert 
Blumer’s theory of Symbolic Interactionism as the theoret-
ical framework. 

Data was generated through semi-structured interviews 
conducted in January 2023 – August 2023. All interviews 
were conducted on the online platform Teams. 

4 focus groups interviews and 2 individual interviews were 
conducted with caregivers to people with adult-onset 
DM1. 

A total of 13 caregivers participated in the interviews. 
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Background

• Caregivers of people with DM1 experience an in-
creased caregiver burden1,2.

• People with DM1 become dependent on their caregiv-
ers, who gradually take over daily activities 2,3.

• Caregivers play an important role in the follow-up of 
people with DM14.
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N=13

Gender, n (%)

Female                                                                                             7 (53.8)

Male                                                                                                  6 (46.2)

Age, mean (low, high)

50,5 (30-68)

Caregiver status, n (%)

Spouse/partner                                                                         12 (92.3) 

Parent                                                                                                 1 (7.7)

Employment status                                                                      

Employed                                                                                        9 (69.2)

Unemployed                                                                                  4 (30.8)                                                                                        

Understanding caregivers’ experiences of and perspectives on living and coping with adult-onset DM1 in everyday life to inform future targeted rehabilitation services.

Table 1: Participants characteristics

Figure 1

BEING A BYSTANDER DURING  THE DISEASE 
TRAJECTORY OF DM1

Being recognized as 
a key figure in 

hospital follow-ups

Acquiring 
knowledge from the 
health professionals

CONTINUOS REFLECTIONS ON EVERYDAY LIFE AS A CAREGIVER OF
A PERSON WITH DM1

CHANGES IN SOCIAL RELATIONS WHEN LIVING 
WITH A PERSON WITH DM1

Uncertainty about
disease progression 

and the future

Caregiver 
of person 

with adult-
onset DM1

Experienced 
changes in roles and 

responsibilities

Adapting to 
everyday life as a 

caregiver

Renegotiating
social

relations

Sensing the 
affected social 

relations
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Møder og konferencer  arrangeret af FU

Konsortiedag 2024, Musholm

Dansk møde i konsortium for neuromuskulære sygdomme blev afholdt på Musholm første mandag 
i september. Der var tilmeldt 45 fagpersoner, som kom fra universitetshospitalerne og RCFM. Pro-
grammet havde bl.a. fokus på diagnosen dystrofia myotonica og tog udgangspunkt i RCFM’s erfaring 
med sygdommen fra konsulentfunktionen og i to forskningsprojekter fra FU. Derudover var der fokus 
på projekter om medicinsk behandling og en status på igangværende forskning i medicin. Der var 
oplæg fra både RCFM og de deltagende læger samt fra professor Thomas Sejersen fra Karolinska i 
Stockholm, som fortalte om det svenske nationale register for neuromuskulære sygdomme og mødet 
diskuterede fordele og ulemper ved et tilsvarende dansk register.

Brickless 2024, Musholm

Umiddelbart i forlængelse af konsortiemødet var RCFM vært ved den nordiske konference Brickless 
med deltagelse af ca. 80 personer fra Norge, Sverige og Danmark. Konferencen strakte sig over to 
dage, og årets program tog på førstedagen udgangspunkt i palliativ behandling og det at leve med en 
potentielt livstruende kronisk sygdom. På dag to var temaet Pubertet og seksualitet, og der blev præ-
senteret igangværende projekter fra de tre deltagerlande. Ud over oplægsholdere fra skandinavien 
var der inviteret oplægsholdere fra Holland og England samt brugere i RCFM, der bidrog med indlæg 
om de to temaer set fra et patientperspektiv.

RCFM havde forud for konferencen også arbejdet på at få deltagere fra Finland med til konferencen, 
men uden held. Der arbejdes videre på at skabe kontakter i Finland forud for Brickless i 2026. 

ALS konference, Musholm

September stod i det hele taget i mødernes og konferencernes tegn. Sidst på måneden  var RCFM 
sammen med Muskelsvindfonden og professor Jacob Blicher fra Aalborg Universitetshospital vært 
for en nordisk konference om ALS på Musholm. Med godt 50 deltagere og et tætpakket program blev 
der sat fokus på diagnosticering, forskning, behandling og de psykosociale aspekter af sygdommen.

Konferencen blev efterfulgt at et møde for Muskelsvindfondens medlemmer med ALS


