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Neonatal — short (exome)

Gene list - version v1.0 - 2026-09-09 - 69 genes - Current HGNC symbols - GRCh38 / MANE

ABCD1 ACADM ACADVL ADA AGL
ALDOB ARG1 ARSB ASL ASS1
ATP7B BCKDHA BCKDHB BTD BTK
CBS CFTR CYBB CYP21A2 DBT
DMD DUOX2 DUOXA2 F8 Fo

FAH G6PC1 G6PD GAA GALNS
GALT GBA1 GCDH GJB2 GLA
GLB1 HADHA HBA1 HBA2 HBB
HFE HMGCL IDS IDUA IL2RG
IvD MCCC1 MCCC2 MMAA MMAB
MMUT OTC PAH PCCA PCCB
PKLR PYGL RAG1 RAG2 SERPINAT1
SLC22A5 SLC25A13 SLC26A4 SMN1 TG
TPO TPP1 TSHR WAS
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