

Table 1: Confirmed Positive 12 Cases.

	



Case
No.
	


Date of Birth
	



Diagnosis
	



Enzyme Name
	



EV
	



ENR
	



ES
	



ESV
	



SNR
	



Gene Mutation

	1

	18.11.2021
	MPS I (Hurler)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	↓ 0.0
9.4
4.2
2.1
8.3
21.5
	> 1.5
> 2.5
> 0.5
> 0.2
> 1.0
> 5.0
	—
—
—
—
—
—

	—
	—
	IDUA: p.W402X (c.1205G>A) nonsense mutation

	2
	07.10.2014
	MPS I (Hurler)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	↓ 0.3
10.2
3.8
1.9
7.7
19.6
	> 1.5
> 2.5
> 0.5
> 0.2
> 1.0
> 5.0
	—
	—
	—
	IDUA: p.W402X (c.1205G>A) nonsense mutation

	3
	18.11.2021
	MPS I (Hurler)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	↓ 0.1
5.6
1.6
1.3
5.2
13.1
	> 1.5
> 2.5
> 0.5
> 0.2
> 1.0
> 5.0
	—
	—
	—
	IDUA: p.W402X (c.1205G>A)

	4
	12.02.2023
	MPS II (Hunter)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	21.9
↓ 0.0
5.5
3.7
13.8
29.4
	> 1.5
> 2.5
 > 0.5
> 0.2
> 1.0
> 5.0
	—
	—
	—
	Genetic testing N/A

	5
	03.04.2024
	MPS IIIB (Sanfilippo B)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	19.7
15.1
↓ 0.0
1.7
7.6
22.8
	> 1.5
> 2.5
> 0.5
> 0.2
> 1.0
> 5.0
	—
	—
	—
	NAGLU homozygous: c.1277G>A

	6
	30.09.2015
	MPS IVA (Morquio A)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	8.2
12.5
3.1
↓ 0.0
6.4
18.7
	> 1.5
> 2.5
> 0.5
> 0.2
> 1.0
> 5.0
	—
	—
	—
	GALNS homozygous: c.1174C>T

	7
	21.01.2017
	MPS IVA (Morquio A)
	α-L-iduronidase (IDUA)
Iduronate-2-sulfatase (I2S)
N-acetyl-α-glucosaminidase (NAGLU)
N-Acetylgalactosamine-6-sulfatase (GALNS)
Arylsulfatase B (ARSB)
β-glucuronidase (GUSB)
	7.9
18.1
2.9
↓ 0.0
5.8
17.2
	> 1.5
> 2.5
> 0.5
> 0.2
> 1.0
> 5.0
	—
	—
	—
	GALNS homozygous: c.1174C>T

	8
	15.02.2022
	Gaucher
	β-glucocerebrosidase
	↓ 0.1
	> 1.2
	Lyso-GL-1
	1073.2
	< 14.0
	GBA compound heterozygous

	9
	21.03.2021
	Gaucher
	β-glucocerebrosidase
	↓ 0.0
	> 1.2
	Lyso-GL-1
	645
	< 14.0
	GBA compound heterozygous

	10
	04.09.2024
	Niemann-Pick A/B
	Acid sphingomyelinase
	↓ 0.1
	> 1.2
	Lyso-SPM
	468.9
	< 70.0
	SMPD1 homozygous

	11
	14.12.2022
	Niemann-Pick A/B
	Acid sphingomyelinase
	↓ 0.1
	> 1.2
	Lyso-SPM
	[bookmark: _GoBack]743.3
	< 70.0
	SMPD1 homozygous

	12
	08.12.2024
	Pompe
	α-1,4 glucosidase
	↓ 0.0
	> 1.5
	—
	—
	—
	GAA homozygous


EV: Enzyme Value (µmol/L/h), ENR: Normal Range (µmol/L/h) ES: Enzyme substrate, ESV: Enzyme substrate value. ESNR: Enzyme substrate normal range (ng/ml).
