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DISCUSSION 

INTRODUCTION 

 GNE myopathy (GNEM), also known as hereditary inclusion body myopathy (h-IBM), distal myopathy with rimmed vacuoles (DMRV), IBM2 
or Nonaka Disease, is a rare, severe and progressive autosomal recessive disorder due to GNE mutations blocking biosynthesis of sialic acid [1]  
 The clinical course of h-IBM is characterized by progressive proximal and distal weakness and wasting of both upper and lower limbs with 
quadriceps sparing, usually beginning after 20 years of age. Diagnosis is based on clinical findings, histopathology (“rimmed vacuoles”) and 
molecular analysis [2] 
 Progressive weakness leads to an increasing disability; patients usually loose ambulation within 10-20 years after  onset and they need supportive 
care for daily activities. A disease-specific measurement of functional activity has been proposed to determine the impact of weakness and mobility 
restrictions on daily functions to optimize patients care [2]. The goal of this study is to evaluate its application  in our cohort of h-IBM patients 
 
 

 We present a cohort of 11 patients (8 F and 3 M) with h-IBM. Age at onset ranged between 19 and 32 years (medium value: 24 years). All 
patients have been genetically defined for GNE variants. Two of them (1 and 2) are enrolled in UX001-CL301 trial with Aceneuramic Acid 
 
 After clinical evaluation, GNE myopathy functional activity scale (GNEM-FAS) was administered at the first visit (T0) performed on 2013 
(when GNEM-FAS was validate) and at the last visit (T1) after a 4 years follow-up 
 
 GNEM-FAS (Table 1) consists of a 25-item questionnaire. Each item was rated from 0 to 4 with higher scores representing better function. Total 
scores range from 0 to 100; subscale scores range from 0 to 40 for Mobility, 0–32 for upper extremity use (UE) and 0–28 for Self-Care [3]. 
 

 The GNEM-FAS is a novel, disease-specific scale that could be successfully administered to ambulatory adult patients as a measure of  their 
physical functions  

 Mobility, upper extremities use and self-care need to be carefully assessed to determine the impact of  weakness and mobility restrictions on daily 
functions 

 GNEM-FAS is a helpful tool to assess the progression of the disease; it is appropriately combined with myometry use and quality of life (InQoL) 
assessment in current trials 

RESULTS 

.  

 The mean GNEM-FAS total score was 66.4 out of 100 (46-
85) at the first visit (T0) and 38.8 out of 100 (28-77) at the 
last visit (T1) 
  At T0, mobility subscores averaged 42%, Upper 
Extremities (UE) 92%, and Self-Care 64% of the maximum 
possible  
  At T1, mobility averaged 12%, UE 58% and Self-Care 52% 
of the maximum  level 
 
  The most involved domain was the mobility; in fact, 80% 
of our patients lost ambulation 
 7 out of 11 pts needed wheelchair within 11 years since the 
onset of first symptoms  

PATIENTS GENDER AGE AGE AT ONSET 

  GNEM-FAS T0   

GNEM-FAS T0 

  GNEM-FAS T1   

GNEM-FAS T1 
LOSS OF AMBULATION  
(YEARS AFTER ONSET) 

        MOBILITY UE SELF CARE 
  

MOBILITY UE SELF CARE 
    

1 F 45 30 24 30 27 82 23 27 27 77 WALKING 

2 F 30 27 16 32 27 85 16 29 27 76 WALKING 

3 F 28 19 26 30 26 79 2 12 15 29 6 

4 F 28 19 26 29 25 79 3 11 14 28 6 

5 F 39 22 9 25 21 55 1 16 11 28 13 

6 F 49 23 5 26 15 46 1 18 10 29 20 

7 F 56 28 8 30 22 56 2 19 10 31 20 

8 M 31 19 24 30 27 81 2 19 15 36 10 

9 M 31 26 14. 29 23 59 2 23 14 39 3 

10 F 39 22 21 31 21 57 2 19 12 33 6 

11 M 60 32 10 25 17 52 1 13 7 21 22 

Medium value    39.6 24.2 16,9 28.8 22.8 66.4 5 18.7 14.7 38.8 11.7 

Table 1: GNEM-FAS 

Table 2: Patient’s data 
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