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Gaucher disease

• The most common lysosomal 
storage diseasestorage disease

• Glucocerebroside accumulation 
in the spleen liver and bonein the spleen, liver, and bone 
marrow

• Functional bone involvement 
o osteoporosis 
o lytic bone lesionso yt c bo e es o s
o non‐traumatic fractures
o infarcts

t io osteonecrosis
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Hip problems in Gaucher diseaseHip problems in Gaucher disease
• Osteonecrosis of femur head 
• Degeneration of hip joint• Degeneration of hip joint
• Pain 
• Limited ambulation 

Orthopedic Interventions:

• Core‐decompression
– Shows disappointing results
– Ineffective after head collapse 

• Total hip replacement (THR)
– Relieves pain
– Improves ambulationImproves ambulation
– Unexceptional rate of loosening
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THR in patients with Gaucher disease

• Showed excellent results with a 
l ti l l t f li tirelatively low rate of complications

[Lebel et al, Cementless total hip arthroplasties in 
Gaucher disease: long‐term follow‐up. Am J Orthop 
2009]2009]

• Implants are at no greater risk of p g
loosening than in otherwise healthy 
individuals
[Itzchaki et al, Orthopedic considerations in Gaucher 
disease since the advent of enzyme replacement 
therapy. Acta Orthop Scand. 2004] 
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Objective of the study:j y
Does hip replacement improve Quality of Life (QoL) 
for patients with Gaucher disease and osteonecrosis?p

h ld h d b f d l ?Should this procedure be performed early? 
OR 

Should surgery be delayed until all conservative 
measures have been exhausted?
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Study designStudy design

• Cross‐sectional study of patients with Gaucher disease
• Evaluation of QoL in:

1. patients having undergone THR p g g
2. patients with femoral head osteonecrosis who 

have not undergone THRhave not undergone THR
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Evaluation tools
• Standard QoL questionnaires 

Evaluation tools

SF‐36
Euro‐QoL 5DEuro QoL 5D 

• Disease‐specific questionnaire
Harris Hip Score (hip specific evaluation)Harris Hip Score (hip specific evaluation)

• Open‐ended questionnaire
Hebrew questionnaire regarding attitudes
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Short Form 36 (SF‐36)( )
36 questions reflecting: 
• level of function• level of function 
• pain
• social functioning• social functioning
• vitality

ti l l• emotional role 

St d d f ( l i li i l t i l )Standard form (also in clinical trials)

S di id d i 2Scores divided into 2 components
• Physical (max score 70)

( )• Mental (max score 70)
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Euro‐Qol 5D (EQ5D)

• Brief: 5 domains

• Description of health status & 
evaluation of health summary y
score 

C l t t ti l• Complement to conventional 
outcome measures 

• Shows good responsiveness

i h ( Q )• High (poor QoL) score = 15 
• Low score (good QoL) = 5
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Harris Hip Score (HHS)p ( )

• Standard tool to assess 
clinical outcomes of THRclinical outcomes of THR

• High validity & reliability• High validity & reliability

R fl t t t l h lth• Reflects total health  
(function; pain; deformity; 
and range of motion)and range of motion)

• (Not a QoL questionnaire)(Not a QoL questionnaire)

• Max score: 100 (excellent)• Max score: 100 (excellent)
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The Open‐ended Questionnairep

• Open‐ended, non‐validated, 
l i l h i imultiple‐choice questions

ld f• Fields of interest:
• post‐operative pain relief
• function 
• timing of the surgery
• decision making

• Each reply is graded 1‐5 points
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Evaluation Tools SummaryEvaluation Tools Summary 
C OFUNCTION PAIN

Responsiveness HHS EQ‐5D

Social & 
emotional role

SF‐36 Open 
questionnairequestionnaire, 

SF‐36



Patient Flow Chart
56 patients with AVN 
of femur head: 38 
post THR and 18 pre 
THR.

24 (43%)        
not available

( )32 patients (57%) 3 excluded (5.3%)
[2 non‐Hebrew reading;
1 dementia]

AVN group:
n=9; 16.1%

THR group:
n=20; 35.7%n 9; 16.1% n 20; 35.7%



Demographics

THR G ( 20) AVN G ( 9)THR Group (n=20)                        AVN Group (n=9)

M di 59 (31 74) di ( )• Median age 59 (31‐74) years
• 50% females (n=10)

• Median age: 44 (33‐63) years
• 67% females (n=6)

• Mean years since THR: 10       
(range: 4‐30 years)
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SF‐36 Results (QoL)SF 36 Results (QoL)

#1=THR Group
60

#1 THR Group
• Mean Physical component = 43
• Mean Mental component  = 51.6 50

#2=AVN Group
•Mean Physical component = 38 

40

2•Mean Mental component = 48

#3=UK Gaucher Group* 20

30
סידרה2
סידרה3

#3 UK Gaucher Group
•Mean Physical component = 42.6
• Mean Mental component = 50.8

10

20

* Wyatt et al, Health Technol Assess. 
2012;16(39):1‐543: all ERT‐treated 
patients regardless of AVN 0
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Results: EQ 5D (health status)Results: EQ‐5D (health status)

#1 THR G
78

#1 = THR Group
• 5‐ domain score: 76.8 

• VAS: 73 7
76

77

• VAS: 73.7
#2 = AVN Group

• 5‐domain score: 70.6
73

74

75

5 domains
• VAS: 70.8

#3 = Non‐Gaucher*
• 5‐domain score: 73 3 71

72

73score
VAS

• 5‐domain score: 73.3
• VAS rank: 76.9

69

70

71

VAS = Visual Analogue Scale

* Krupic et al, 2012: 1216 prospective 
d h h )

67

68

69

Swedish cohort, 2002‐2006 ) 
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Results Harris Hip Scores (function)Results: Harris Hip Scores (function)

THR Group: 
Mean summary scores = 75.68 (±19.29)

AVN Group: 
M 75 99 ( 21 35)Mean summary scores = 75.99 (±21.35)
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Results: open ended questionsResults: open ended questions
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W ld d li THR th thWould you recommend earlier THR rather than 
delay surgery?

as early as
possible

5%

possible

a bit earlier

37%
16%

postpone as

16%
much as
possible
never mind

26%

never mind

don't know

19

don t know



Was pain relieved by the procedure?

0%

0%25% 0%
yes, very much
yes
no

75%
don't know
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Was THR justified (relative to former status)?

21%
32%

5%

21%
yes, very much
yes 5%yes
no
don't know

42%

don't know
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Did you experience any functional improvement?

16%
0%

0%

great
improvement

11%

16% 0%
p

some
improvement

11%
small
improvement

73%
no
improvement
d 't kdon't know
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Limitations of the current studyLimitations of the current study

• Selection bias: only 57% of eligible patients were 
included

• Allocation bias: patients with more pain may haveAllocation bias: patients with more pain may have 
elected THR (leading to better‐than‐expected results 
than that of AVN group who may have had less pain)a a o g oup o ay a e ad ess pa )

• QoL may reflect issues other than THR status• QoL may reflect issues other than THR status 
(including bone pain at other sites or co‐morbidities)
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Discussion (1)Discussion (1)

• QoL (SF‐36, EQ‐5D)
– QoL after THR in Gaucher is comparable to QoL 

in other Gaucher populations on ERT
• QoL of patients delaying surgeryQoL of patients delaying surgery

– Probably less good than those who had THR 
Function (HHS)• Function (HHS) 

‐ Improved results after THR, reflects improved hip 
function and reduced pain
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Discussion (2)Discussion (2)

Majority of patients noted: 
• Pain reduction after surgery
• Recommended earlier intervention 
• Improved function and justification for THR

Although 25% of patients apparently did not 
experience improvement with THR the QoLexperience improvement with THR, the QoL 
assessments are not specific to hip joint pain
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ConclusionsConclusions

• Patient input regarding need for surgery is crucial p g g g y
– THR may not improve QoL in those unwilling to undergo this 

procedure or in those with other issues

• If needed, THR should be considered/recommended early
• Confirms Giraldo et al (2005) that QoL in patients with Gaucher 

disease is correlated with bone pain and AVN (2 separatedisease is correlated with bone pain and AVN (2 separate 
categories

• Confirms impression of clinicians and surgeons that:• Confirms impression of clinicians and surgeons that:
• THR is a valid intervention for hip‐related pain and functional 

disability in patients with Gaucher disease
S d f i t i Q L i ll i th h• Some degree of improvement in QoL, especially in those whose 
major symptom related to hip AVN 
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Thank youThank you

lihimansano@gmail.com
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