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Results

The final goal inventory consisted of 45 potential goal areas across the 
domains of upper body function (n=10), lower body function (n=6), activities 
of daily living (n=11), disease manifestations (n=8), social and emotional 
concerns (n=5), and related disease areas and issues (n=5). 

Introduction

Objectives

• We created a goal inventory for 
LGMD to explore development 
of a personalized endpoint by 
synthesizing data from literature, 
previously collected patient 
interviews, and clinician 
interviews. A goal inventory 
can facilitate the pursuit of 
personalized endpoints in LGMD 
drug development.

Methods

• A targeted literature review was 
conducted to identify symptoms, 
challenges, and issues related to 
LGMD to guide the development 
of a draft goal inventory to 
support a personalized endpoint 
such as Goal Attainment Scaling.

• The draft goal inventory was 
revised based on results 
of the secondary analysis of de-
identified patient interview 
transcripts collected as part of a 
previous qualitative study 
(Johnston et al., 2023).

• Expert feedback to further refine 
the draft goal inventory was 
obtained through individual and 
group interviews with clinicians 
experienced in rehabilitation, 
neurology, neuromuscular 
disorders, physiotherapy and 
physical therapy.

Key Findings

This goal area inventory may 
enable the development of a 
personalized endpoint in 
LGMD clinical studies to 
quantify meaningful change 
across a spectrum of ages and 
baseline health states.

Conclusions

This draft goal inventory lists 
symptoms, challenges, and 
impacts associated with 
LGMDs, ranging from 
emotional concerns to the 
management of other 
conditions. It provides a basis 
for developing individual 
treatment goals and measures 
progress over time using a 
personalized endpoint such as 
GAS.

A personalized endpoint may 
complement functional 
assessments for complex 
diseases such as 
LGMDs, allowing for a 
comprehensive understanding 
of LGMD impacts and/or 
treatments on patient 
experiences in research.

• Limb-girdle muscular dystrophy 
(LGMD) sarcoglycanopathy
subtypes are ultra-rare genetic 
conditions that present with 
heterogeneity

‒ in the age of onset,

‒ disease progression, 

‒ and level of physical disability

giving rise to challenges in the 
assessment of meaningful 
change in drug development.

• Personalized endpoints may assist 
with the measurement of the 
effects of an intervention based 
on individualized goals. This can 
help to assess and quantify 
meaningful change among 
patients across a spectrum of 
ages and baseline health states1.

• This is particularly valuable in 
ultra rare diseases where patient 
symptoms and impacts may be 
heterogeneous, and traditional 
standardized measures may lack 
the sensitivity to capture 
meaningful change.
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*Goals that may not be relevant for non-ambulatory patients

T1 LGMD Goal Area Inventory

Upper Body Function Lower Body Function Activities of Daily Living

Carrying Objects Standing* Meal Preparation and 
Cooking

Lifting Objects Balance or Falling* Eating or Drinking

Pulling Walking* Personal Grooming and 
Hygiene

Reaching Going Up and Down 
Stairs*

Getting Dressed

Bending (Touching Floor) Physical Activity Toileting

Transfers (Getting Up 
from Surfaces Using 
Upper Body) 

Transfers (Getting up 
from Surfaces Using 
Lower Body)

Childcare

Head and Neck 
Weakness

Household Chores

Trunk Control or Core 
Strength

Writing or Typing

Physical Activity Driving

Grip Strength Going to Work or School

Participating in Social 
Activities

Manifestations of the 
Disease

Social and Emotional 
Concerns

Related Disease Areas 
and Issues

Muscle Cramping or 
Soreness

Social Engagement Management of Other 
Conditions (Heart, 
Gastrointestinal)

Pain Relationships Preventative Care or 
Health Maintenance

Fatigue Mood and Emotions Sleep 

Headaches or Migraines Body Image or Self-
esteem

Weight Management

Affected by Cold 
Temperatures

Anxiety or Worry Low Bone Density

Issues with the Spine or 
Other Bones

Swallowing or Speaking

Breathing or Using a 
Ventilator

• In LGMD, there is tremendous heterogeneity in how symptoms manifest in 
prognosis, making it challenging to capture treatment response.

• The challenges associated with each symptom and the lived experience of the 
disease are unique to each patient.

• Note that goal inventories differ from other standardized instruments in that they 
are not exhaustive. Patients can set individualized goals even if they are not in the 
inventory. Furthermore, the inventory can be revised at each iteration and 
updated based on the ambulatory status of the patients and/or age. 
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