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Lysosomal Disorders Screen Interpretive Algorithm

LSDS / Lysosomal Disorders Screen, Random, Urine
Testing includes:
= Mucopolysaccharides (MPS):
— Dermatan sulfate (DS)
— Heparan sulfate (HS)
— Keratan sulfate (KS)
— Chondroitin 6-sulfate (CS)
= Oligosaccharides (OLIGO)
= Ceramide trihexosides (CT)
= Sulfatides (S)
= Sialic Acid (SA)

= OLIGO: MLII/IIl profile = S: Abnormal = CT and S: Abnormal
= CT, MPS and S: = CT, MPS, OLIGO = MPS, OLIGO

= MPS and S: Abnormal
= OLIGU: Normal/Abnormal

= OLIGO: Characteristic profile
= CT, MPS, S and SA: Normal

= CT: Abnormal
= MPS, OLIGO, S

= MPS: Abnormal
= OLIGO: Characteristic profile

= MPS: Abnormal
= OLIGO: Normal/

= SA: Abnormal
= OLIGO: Normal/

One of the following:

= g-Mannosidosis

= Aspartyglucosaminuria
= -Mannosidosis

= Gaucher disease

Mucolipidosis II/11

Metachromatic
leukodystrophy (MLD)

Prosaposin/SaposinB
deficiency

Fabry Disease

Multiple sulfatase
deficiency (MSD)

Normal/abnormal and SA: Normal and SA: Normal and SA: Normal = CT and SA: Normal = CT, S and SA: Normal abnormal Abnormal
= SA: Normal = CT, S and SA: Normal = MPS, CT, and S:
* L L L L Normal

v

May be one of the
following conditions:
Free sialic acid storage

= Pompe disease ‘ ‘ ‘ ‘ ‘ diso.rder.(FSASD)
= Sandhoff disease or Sialuria
o SnfinglEr clersee = Elevated KS = Elevated KS = Elevated KS = Elevated KS = Elevated KS and CS
o Sl eeE? = OLIGO: MPS = OLIGO: GM1 = OLIGO: a-Fucosidosis = OLIGO: Galactosialidosis = OLIGO: MPS IVA profile
= Galactosialidosis? IVB profile gangliosidosis profile profile profile
= o-Fucosidosis'

Mucolipidosis II/1II*

GM1 liosidosis’

gangliosidosis MPS IVB GM1 gangliosidosis a-Fucosidosis Galactosialidosis MPS IVA

NGYL1 deficiency
MOGS-CDG (Congenital
Disorder of Glycosylation-Iib)

.
.
= Morquio A & B!
.
.

"These conditions may also have elevated MPS
2These conditions may also have elevated SA
This condition may also have elevated CT and S

Interpretation of all results will include recommendations
for confirmatory testing as needed.

For confirmatory testing:

See Lysosomal Disorders Diagnostic Algorithm, Part 1 for MPS |, II, Il
IV, VI and VII, GM1 gangliosidosis, a-fucosidosis and galactosialidosis

See Lysosomal Disorders Diagnostic Algorithm, Part 2 for all other disorders
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= Elevated DS and HS
= OLIGO: Profile may
suggest MPS

= Elevated DS
= OLIGO: Profile may
suggest MPS

,

MPS | or MPS Il

,

MPS VI

-

» Elevated HS |

= Elevated DS, HS, CS

MPS IIIA, B, C, D
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MPS VI
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