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More diagnostics 
information

Link: “New names for limb 
girdle muscular dystrophies”

LGMD is divided into subtypes, with recessive 
forms designated R1–R29 and dominant 

forms D1–D5.

See the overview of former and 
current nomenclature on 

page 3-5 here: 

Limb-girdle muscular dystrophy (LGMD) is a 
collective term for a group of rare 
inherited neuromuscular disorders 
characterized by progressive 
muscle wasting.

The disease primarily 
a�ects proximal muscles 
around the shoulders 
and hips.

Neuromuscular diagnoses in a nutshell
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Particular caution should be exercised in patients 
with cardiac or respiratory involvement,

and during anaesthesia.

Important clinical 
considerations

Assistive devices and orthopaedic 
aids (e.g. wheelchairs and orthoses)

Physiotherapy / occupational 
therapy for optimization of function

Medication that may 
slow disease progression*

Gene therapy targeting
the underlying cause*Curative treatment

*Clinical trials are ongoingTreatments

Old ageAdulthoodAdolescenceChildhoodNewborn

Typical initial 
symptom

The first symptom 
is usually weakness 
of the pelvic girdle 
muscles.

Onset

Varies between subtypes

0%< 10% >90%

X-linkedAutosomal
recessive 

Autosomal 
dominant

Inheritance

Worldwide:
approximately 1:20,000

Prevalence

Men and women are
 a�ected equally=

Sex distribution

Caused by inherited genetic 
variants a�ecting muscle cells.

This results in progressive muscle 
atrophy and replacement of muscle 
tissue by fat and connective tissue.

Underlying pathology
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The illustration depicts 
LGMD R9 (FKRP-related), 

the most common subtype 
in Norway. Variations 

between subtypes occur.
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Fatigue

Reported in 
LGMD R2/R12

Scoliosis Especially in 
LGMD R1

Respiratory 
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Distal 
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dependent
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dependent

Other possible features

*Each subtype has its own ORPHA code.

ORPHA: 263*ICPC-2: N99ICD-10: G71.0       Classification 
codes:

LGMDSynonym:

Limb-girdle muskeldystrofi

Limb-girdle 
muscular dystrophy

a new way of visualizing clinical summaries for rare neuromuscular diseases

Neuromuscular diagnoses in a nutshell
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Background
Rare inherited neuromuscular disorders (NMDs) are 
heterogeneous and often complex conditions that are 
challenging to understand for patients, relatives and 
non-specialized healthcare professionals (HCPs). Available 
information is often extensive, text-heavy and scattered 
over several sources. We saw the need for concise, 
accessible and visually intuitive summaries that support 
communication, education and clinical decision-making.

Approach
We developed a standardized visual format presenting 
key information for rare neuromuscular disorders 
(“in a nutshell”). Each summary is based on a structured 
template including classification codes, muscle 
involvement, clinical features, symptom onset, genetics 
and inheritance, prevalence, available treatment options 
and critical considerations. Information is presented in a 
compact, single-page visual layout combining anatomical 
illustrations, icon-based elements and short text 
segments, allowing rapid orientation while retaining 
clinical relevance. 
Content is derived from established sources such as 
Orphanet, GeneReviews, national guidelines and expert 
consensus.

Results
The project has resulted in a series of visual “flash card”-
summaries for selected diagnoses (e.g. Limb-girdle 
muscular dystrophy (LGMD)(Fig.1), Charcot-Marie-Tooth 
disease (CMT), Myotonic dystrophy (DM) and Spinal 
muscular atrophy (SMA)), and is made to be applicable to 
all NMDs. 
The format enables quick comparison of disease-specific 
patterns and key clinical features.
The illustrations are designed to work well on both 
desktop and mobile devices, as well as when printed on 
A4 paper in black and white. In the digital PDF version, 
relevant sections of the illustration contain embedded 
links to further information.
Preliminary feedback from clinicians and patient 
representatives indicates that the summaries are 
intuitive and educational.
Visual clinical summaries represent a useful tool for simplifying complex medical 
information in rare neuromuscular disorders. The format has potential applications 
in clinical practice, patient education and teaching. 
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Further work will include expansion to additional diagnoses and user testing in patients and HCPs. Structured evaluation will assess the 
impact on general understanding and awareness of NMDs with non-specialized HCPs, such as GPs, local neurologists and medical students.

Have a look 

Figure 1. Example of a visual clinical 
summary for Limb-girdle muscular 
dystrophy (LGMD).
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