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Physiopathology of MPS

Enzyme deficiency

Glycosamino-glycanes ((GAG) accumulation
n lySosomes
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Chondroblasts
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Bone side effects
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Fibroblasts
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connective soft tissues

Encycl Méd Chir (Elsevier - Paris), pédiatrie, 4-059-V-20, 2006 « Les mucopolysacharidoses »

F. Feillet, P.Journeau, J. Straczek, M. Vidailhet
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Bone side effects
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Arch Pediatr. 2014 Jun;21 Suppl 1:S4-13.” Bone dysplasia in mucopolysacchoridoses”
Journeau P, Garin C, Polirsztok E, Jouve JL
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But in some clinical
cases...



Mont Blanc
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What 1s their common
point?...
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Absence of face
dysmophy....
Howeyver....
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Physical examination...
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What 1s their common
point?...
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Limited joint mobility
and short stature...

However...
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... There 1s sometimes
« hyperlaxity»...
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And don’t forget the
others physical signs...
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AP deviation of lower limbs

®Genu valgum

® Proximal part of tibia
® Femur less often

®MPS I, IV and VI
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Carpal tunnel syndrome

MPS I Scheie
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Carpal tunnel syndrome

® 25% - 45% of MPS I, II, VI

® Mechanisms

® Height decrease of the wrist e AN

® Carpal ligament thickeness

® Synovitis hypertrophy VR < ) LA
Wt o
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Why the X-rays are
crucial ?

What are the essential
X-rays?
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