MAYO CLINIC Newborn Screen Follow-up
LABORATORIES for Guanidinoacetate

Methyltransferase Deficiency

Newborn screen result:
Elevated guanidinoacetate

Order:
= CRDPU / Creatine Disorders Panel, Urine
= CRDPP / Creatine Disorders Panel, Plasma

Results consistent Results not consistent
with guanidinoacetate with guanidinoacetate
methyltransferase methyltransferase
(GAMT) deficiency deficiency

GAMT deficiency Not GAMT deficiency*

Consider CGPH / Custom Gene
Panel, Hereditary,Next-Generation
Sequencing, Varies

(GAMT Gene List ID: IEMCP-KQU8J6)
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Click on blue tests to view test catalog Information

* If clinical suspicion is high, consider brain MR spectroscopy
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