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APPENDIX 1 

BabyDetect Gene list with Targeted panel: The BabyDetect Test allows screening for 
approximately 165 diseases, based on the research of the genes (+/- 407 genes) mentioned 
here. The genes in yellow represent the genes associated with the diseases covered by the 
current national standard neonatal screening. 

 
ABCB11 ATP8B1 CTNS F2 GLIS3 JAGN1 MYBPC3 PLPBP RPS24 SLC5A7

ABCB4 AVPR2 CTPS1 F8 GLRA1 JAK3 MYH7 PNPO RPS26 SLC6A5

ABCD1 BCKDHA CUBN F9 GLRB KAT6B MYO5A POR RPS27 SLC6A8

ABCD4 BCKDHB CUL3 FAH GLUD1 KCNE1 MYO5B PREPL RPS28 SLC7A7

ACAD8 BCKDK CXCR4 FANCA GMPPB KCNJ10 MYO9A PRF1 RPS29 SLC9A3

ACAD9 BRCA2 CYBA FANCB GNAS KCNJ2 MYSM1 PRKDC RPS7 SLX4

ACADM BRIP1 CYBB FANCC GOT2 KCNQ1 NADK2 PSAT1 RYR2 SMPD1

ACADSB BTD CYP11A1 FANCD2 GPIHBP1 KIF11 NAGLU PSPH SBDS SNAP25

ACADS BTK CYP11B1 FANCE GRHPR KLHL3 NAGS PTF1A SCNN1A SPR

ACADVL CA5A CYP11B2 FANCF GRIN2B LAMA5 NBN PTPRC SCNN1B SRP54

ACAT1 CACNA1C CYP17A1 FANCG GUSB LAT NCF1 PTS SCNN1G STAR

ACSF3 CACNA1D CYP1B1 FANCI GYS1 LCK NCF2 PYGL SECISBP2 STX11

ADAMTS13 CALM1 CYP21A2 FANCL GYS2 LIG4 NCF4 QDPR SERPINA1 STXBP2

ADA CALM2 DBH FAS HADHA LIPA NDP RAB27A SGSH SYT2

ADK CALM3 DBT FBP1 HADHB LMBRD1 NEUROG3 RAC2 SH2D1A TAT

AGL CASQ2 DCLRE1C FLAD1 HADH LMF1 NFKB2 RAG1 SI TBX19

AGRN CBLIF DDC FOLR1 HAX1 LPL NKX2-1 RAG2 SLC16A2 TCN2

AGXT CBS DGAT1 FOXE1 HBA1 LRP4 NKX2-5 RAPSN SLC18A2 TECRL

AHCY CD247 DHCR7 FOXI1 HBA2 LRP5 NNT RB1 SLC18A3 TG

AK2 CD3D DKC1 FOXN1 HBB LTBP2 NPHS1 RCBTB1 SLC19A2 TH

ALDH7A1 CD3E DLD FOXP3 HCFC1 LYST NR1H4 RFWD3 SLC19A3 THRA

ALDOB CD3G DMD FZD4 HGSNAT MACF1 NR3C2 RFX5 SLC1A4 THRB

ALG14 CFTR DNAJC12 G6PC1 HHEX MAD2L2 ODC1 RFXANK SLC22A5 TJP2

ALG2 CHAT DNAJC21 G6PC3 HLCS MAT1A OTC RFXAP SLC25A13 TNFRSF11A

ALPL CHRNA1 DOCK2 G6PD HMGCL MCCC1 OXCT1 RPE65 SLC25A15 TPK1

AMN CHRNB1 DOCK8 GAA HMGCS2 MCCC2 PAH RPH3A SLC25A19 TPO

AMT CHRND DOK7 GALE HOGA1 MCEE PAX8 RPL11 SLC25A1 TPP1

ANK2 CHRNE DPAGT1 GALK1 HPD MLYCD PCBD1 RPL15 SLC25A20 TRDN

APOA5 CIITA DUOX1 GALM HSD3B2 MMAA PCCA RPL18 SLC25A32 TSHR

APOC2 CLCN7 DUOX2 GALNS IDS MMAB PCCB RPL26 SLC26A3 TSPAN12

AQP2 COL13A1 DUOXA1 GALT IDUA MMACHC PDXK RPL27 SLC26A4 TSR2

ARG1 COL4A3 DUOXA2 GAMT IL10RA MMADHC PGM3 RPL31 SLC2A1 TTPA

ARPC1B COL4A4 EFL1 GATA1 IL10RB MMUT PHEX RPL35A SLC2A2 TUBB1

ARSA COL4A5 ELANE GATM IL2RB MOCS1 PHGDH RPL35 SLC37A4 UBE2T

ARSB COLQ ERCC4 GBA1 IL2RG MRAP PHKA2 RPL5 SLC39A8 UBR1

ASL CORO1A ETFA GCDH IL7R MTHFR PHKB RPL9 SLC52A1 UGT1A1

ASS1 CPS1 ETFB GCH1 IRAK4 MTR PHKG2 RPS10 SLC52A2 UNC13A

ATAD1 CPT1A ETFDH GFI1 ITGB2 MTRR PIK3R1 RPS15A SLC52A3 UNC13D

ATP7A CPT2 F13A1 GFPT1 IVD MUSK PKLR RPS17 SLC5A1 VAMP1

ATP7B CSF3R F13B GLDC IYD MVK PLEC RPS19 SLC5A5 VPS45

WAS WIPF1 WNK1 WNK4 XIAP ZAP70 ZNF408
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APPENDIX 2 

Overview of quality management activities carried out during the internship: training, 

document management, records management. 

 

 

 

 

 

 



 
 

 

 

 

 

 

 


