Effective: 10/22/07

Available Tests Disease Source

1 Acetyl CoA: a-glucosaminide N-acetyltransferase Sanfilippo syndrome, type C........ccccooevverveienns FIB

2 Arylsulfatase A (plasma screen) Mucolipidosis Tl or H1........c.ococcooniiiiiie PLAS

3 Arylsulfatase B Maroteaux - Lamy........ccocvveviienenene e FIB

4 o-Fucosidase FUCOSIOSIS. ... FIB, WBC, PLAS

5 a-Galactosidase A Fabry disease..........ccoeovveineiiiiiieise e FIB, WBC

6 p-Galactosidase GMl—ganinosidosis /Morquio B.........ccccoevenee. FIB, WBC

7 a-Glucosidase Pompe diSEase........ccourviriireineses e FIB

8 pB-Glucosidase GauCher diSEaSE. .......cvivrvrererererereereeeeeee s FIB

9 B -Glucuronidase SIY SYNAFOME......cviiiiiciiceeeee e FIB, WBC

10 Heparin sulfamidase Sanfilippo syndrome, type A.......cccoeovvinennnnenn FIB

11 p-Hexosaminidase (total activity) Sandhoff diSease.........cccvevreriiiininciee FIB, WBC, PLAS

12 B-Hexosaminidase A Tay-Sachs disease.........cccvvvvreineinenicreccees FIB, WBC, PLAS

13 lduronate 2-sulfatase Hunter syndrome.........c.coeoeieicnieneicnene e FIB, PLAS

14 o-lduronidase Hurler syndrome..........cccooeoiiiiniincnccneenes FIB, WBC

15 o-Mannosidase Alpha-mannosidosis...........c.coereineieneienenen, FIB, WBC

16 B-Mannosidase Beta-mannosidoSiS........cccevverereieienienie e FIB, WBC, PLAS

17 N-acetylgalactosamine 6-sulfatase Morquio syndrome, type A.......ccccevnieiineninnnnns FIB

18 N-acetylglucosamine 6-sulfatase Sanfilippo syndrome, type D.......cccccoevevevernenenn, FIB

19 N-acetyl-a-D-glucosaminidase Sanfilippo syndrome, type B.......c..cccceevvvrrennnne. FIB, PLAS

20 Sialidase (neuraminidase) SIAlIAOSIS. . .eveeeieceis e FIB

21 N-acetyl-a-D-galactosaminidase Schindler diSease........ccccvevveveivriviiesnrie e, FIB, WBC, PLAS

22 Aspartyglucosaminidase Aspartylglucosaminuria........c.ccoceeererereereereenen, WBC, FIB

23 Quantitation of urinary mucopolysaccharides (This provides an extensive analysis of gags and includes................ URINE
glycosaminoglycans — measured by uronic acid and specific assay for heparan sulfate................
and electrophoresis which provides separation of each of the gag components).........ccceeeeieecnennn

BT T Lol Ao o PSRRI URINE

25 TLC (OligOSACCNATTARS)......c.ecveieterieteiieie ettt ettt sttt b et bbbt b et b e ekt ekt ekt e bbbt b et ettt e et URINE

26 Sulfated MONOSACCNATTAR BSSAY......c.civeuirtiuirtiiiiteiite ettt b et bbb bbb b bbbt nb et ettt et URINE

27 Develop a cell line from a skin Diopsy O OTher TISSUE.........c.ociiiiiiiii et siaes | =mmmmmmn

28 Cryopreservation, freezing & storage of cells, each cell line (for 1 year only).......ccocooooinininiinss =mmmmmmmms

29 Thawing and expansion of frozen cells, each vial 0f CelIS..........cooiiiiiiiiii s =mmmmms
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FIB — cultured skin fibroblasts; White blood cells (WBC) and plasma (PLAS) are obtained from Sodium Heparinized Blood
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