THINK OF
IN YOUR DIFFERENTIAL DIAGNOSIS
Itis a treatable disease

Common signs and symptoms?

LUNG

Frequent infections*
Respiratory failure/insufficiency
Sleep-disordered breathing

GASTROINTESTINAL

Macroglossia

Feeding & swallowing difficulties
Hepatomegaly*
Gastroesophageal reflux

Failure to thrive

MUSCOSKELETAL

Hypotonia/”Floppy baby”
Muscle weakness

Loss of early motor milestones
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is classified as follows?:
Infantile Pompe disease (IOPD):
o Patients who exhibit rapidly progressive disease characterized by prominent cardiomegaly, hepatomegaly, weakness and

hypotonia and death due to cardiorespiratory failure in the first year.This represents the most severe end of the disease spectrum
and is often referred to as classic infantile Pompe disease. Little to no detectable enzyme activity (<1%).

¢ Patients with the infantile variant form with slower progression and less severe cardiomyopathy but still presenting in the first year
of life are classified as nonclassic infantile pompe disease.

Late-onset Pompe disease (LOPD)

¢ Childhood, juvenile or muscular variant that is a heterogeneous group usually presenting later than infancy and typically not
including severe cardiomyopathy.

¢ Adult-onset form characterized by a slowly progressive myopathy predominantly involving skeletal muscle that can present as
late as the second to sixth decade of life.
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THE PATIENT & THEIR

When you have , itis quite possible
that their may have Pompe
disease as well. They may or may not present with signs
or symptoms or may present signs and symptoms
differently to the diagnosed patient. However,

and can lead tosignificant
and irreversible muscle damage.2
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To confirm Pompe disease and subsequently initiate therapy, refer the
patient to specialized centers for neuromuscular or metabolic disorders.

I A lysosomal glycogen accumulation is to be detected in a muscle biopsy
(vacuolar myopathy) if only one GAA-PATHOLOGICAL MUTATION of the gene is found.

CRIM ANALYSIS!

Cross-reactive immunological material (CRIM) status
refers to the presence or absence of endogenous GAA
protein with or without enzymatic activity. CRIM-negative
patients produce no functional GAA protein of their own
and have been reported to have a poorer prognosis than
CRIM-positive patients.
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A rare commitment to the Pompe community

[
Sanofi focuses on developing specialty treatments for debilitating diseases that are
° often difficult to diagnose and treat, providing hope to patients and their families.
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