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PerkinElmer unveils detection assay for DMD

16 December 2019 | News

Kit supports early diagnosis by measuring CK-MM concentration instead of CK enzyme activity

PerkinElmer, Inc., a global leader committed to innovating for a healthier world, has announced that its GSP® Neonatal
Creatine Kinase —MM (CK-MM) kit has received U.S. Food & Drug Administration (FDA) approval. This solution is the first
commercially available assay for screening newborns affected by Duchenne muscular dystrophy (DMD).

DMD is an X-linked recessive disease and the most prevalent type of muscular dystrophy, affecting approximately 1 in 5,000
live male births. The disorder is caused by mutations in the dystrophin gene, which supports the mechanical strength of
muscle fibers. Without dystrophin, a patient's muscles progressively weaken and deteriorate, ultimately resulting in premature
death from poor respiratory function and cardiac failure.

Although there is no known cure, recent studies demonstrate the importance of early intervention and treatment. In particular,
steroid treatments like corticosteroids have been proven to support muscle repair and reduce detrimental side effects in
infants, underscoring the need for DMD testing at the earliest point in life. PerkinElmer’s kit is specifically designed for
screening newborn babies by measuring CK-MM—the predominant isoform in skeletal muscle cells and most specific to
skeletal muscle damage—in dried blood spot samples. CK-MM levels are typically elevated in DMD patients, as the
degeneration of skeletal muscle cells causes CK to release into the bloodstream.

“It is a cost-effective way to screen for DMD with a two-tier testing approach; the first tier CK-MM assay allows identification
of infants with excess muscle damage at birth, and the second tier DMD gene analysis would link the muscle damage to the
genetic defect,” said Mei Baker, MD, FACMG, professor in the Department of Pediatrics and Co-Director in the Newborn
Screening Laboratory at the University of Wisconsin School of Medicine and Public Health.
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