Table 3: Low Enzyme + Negative Gene (Disease Excluded) for 4 Cases.
	Case No.
	Date of Birth
	Suspected Disease
	Enzyme Name
	Enzyme Value (µmol/L/h)
	Normal Range (µmol/L/h)
	Enzyme Substrate
	Substrate Value (ng/mL)
	Normal Range (ng/mL)
	Gene Result

	16
	12.12.2019
	Gaucher
	β-glucocerebrosidase
	↓ 1.3
	> 1.5
	Lyso-GL-1
	8.5
	< 14.0
	GBA normal

	17
	08.10.2018
	Niemann-Pick
	Acid sphingomyelinase
	↓ 0.7
	> 1.2
	Lyso-SPM
	40.1
	< 70.0
	SMPD1 normal

	18
	01.07.2016
	Gaucher
	β-glucocerebrosidase
	↓ 0.8
	> 1.2
	Lyso-GL-1
	5.5
	< 14.0
	GBA normal

	19
	19.01.2023
	Gaucher
	β-glucocerebrosidase
	↓ 0.4
	> 1.2
	Lyso-GL-1
	5.6
	< 14.0
	GBA normal
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