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Consistent with homocystinuria
(cystathionine B-synthase deficiency)

Order CGPH / Custom Gene Panel,
Hereditary, Next-Generation
Sequencing, Varies (CBS Gene
List ID: IEMCP-XB6QYN)
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Newborn Screen Follow-up
for Elevated Methionine

Newborn screen result:
Elevated methionine

Order:
= AAQP / Amino Acids, Quantitative, Plasma
= HCYSP / Homocysteine, Total, Plasma

Consistent with hypermethioninemia, Normal
additional work up required for:

= Adenosylhomocysteine hydrolase deficiency

= Glycine N-methyltransferase deficiency

= Methyladenosyltransferase I/l deficiency

Order CGPH (AHCY, GNMT, MAT1A
Gene List ID: IEMCP-RNR7QM)
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https://www.mayocliniclabs.com/test-catalog/overview/9265
https://www.mayocliniclabs.com/test-catalog/overview/80379
https://www.mayocliniclabs.com/test-catalog/Overview/605198
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