ABOUT MPS | Mucopolysaccharidosis |

Disease Overview'

MPS | disease is a rare, inherited lysosomal storage disorder caused by
the deficiency of the lysosomal enzyme a-L-iduronidase. Deficiency of this
enzyme results in the progressive accumulation of non-degraded material
(called glycosaminoglycans, or GAGS) in cells throughout the bodly.

Historically known as Hurler, Hurler-Scheie, and Scheie syndromes, MPS |
includes a highly heterogeneous spectrum of severity, signs, symptoms
and affected organ systems. Clinical manifestations of MPS | are chronic,
progressive, and multisystemic in nature, including: organomegaly
(enlarged liver and spleen), dysostosis multiplex (abnormally shaped
bones), coarse facial features and severe arthropathy. Hearing, vision,
respiratory and cardiovascular functions are affected and joint mobility
is typically severely reduced.

MPS | Disease Spectrum’

Symptom Presentation

Stiffened Joints

Severe
Patients

Attenuated
Patients

N “. ‘r -

Ben, MPS | Hurler-Scheie

Diagnosis™
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disease management.
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Hearing Loss

- Joint stiffness without inflammation

7

Cognitive Impairment
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Coarse Facial Features

* Enlarged liver and spleen
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Scale of severity: +++ most severe to - not present

If you suspect MPS | Disease, please
consult a Metabolic Specialist or
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For more information, call Sanofi Genzyme Medical Information at 800-745-4447 (option 2).
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Differential Diagnosis'**

Diagnosis is often delayed since signs and symptoms may be shared
with other disorders.

Some common differential diagnoses include:
+ Juvenile rheumatoid arthritis + Other mucopolysaccharidoses

* Rheumatoid arthritis - Multiple sulfatase deficiency

* Idiopathic rheumatoid arthritis - Arthogryposis

Joint contractures Organomegaly/hernia Corneal clouding in
(Courtesy of Dr. Rassi) (Courtesy of National patient’s right eye and
MPS Society, Inc.) corneal transplant in
left eye
(Courtesy of Dr. E. Wraith)
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Joint contfractures without inflammation Gibbus deformity
(Courtesy of Dr. E. Wraith) (Courtesy of Emil Kakkis, MD)

For more information, including additional resources:

visit mpsldisease.com
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Genetics
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Estimated worldwide incidence
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MPS | Disease Inheritance'

MPS | is autosomal recessive and affects
males and females equally.

When both parents are carriers of the
disease-causing genetic mutation, there
is a 25% chance with each pregnancy
of having a child affected with MPS |,

a 50% chance of having a child who
carries the gene mutation, and a 25%
chance of having a child who does not
carry the mutation.

Diagnosis may be based on a
unique combination of symptoms
rather than on a single presenting
symptom. Symptom recognition and
early diagnosis lead to earlier disease
management.
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