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4-MU 4-Methylumbelliferone

BST Berry spot test

CCM Chemical Cleavage Mismatched

CPC Cetylpyridinium chloride

Cr Creatinine

CS Chondroitin sulfate

DBS Dried Blood Spot

DDF Di Deoxy Fingerprinting

Del Deletion

DGGE Denaturing Gradient Gel Electrophoresis
DHPLC Denaturing high pressure liquid chromatography
DMB 1,9-Dimethyl-Methylene Blue

DS Dermatan sulfate

ERT Enzyme Replacement Therapy

GAG Glycosaminoglycans

HPF High Power Field

HRM High Resolution Melting

HS Heparan sulfate

IDUA Alpha-L-iduronidase

Ins Insertion

LR+ Positive likelihood Ratio

LR- Negative likelihood Ratio

LSD Lysosomal storage diseases

MPS Mucopolysaccharidoses

NPV Negative Prognostic Value

NTD Non Template DNA

PCR Polymerase Chain Reaction

PEG Polyethylene glycol

PPV Positive Prognostic Value

RFLP Restriction fragment length polymorphism
SNP Single-nucleotide polymorphism

SSCP Single Strand Conformation Polymorphism

TGGE Temperature Gradient Gel Electrophoresis
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I Hurler/Scheie 607014 a-I-1duronidase 1:76,000-144,000
I Hunter 309900 Iduronate-2-sulfatase 1:34,000-132,000
I Sanfilippo 1:280,000°

A Sanfilippo A 252900 Heparan-N-sulfatase

B Sanfilippo B 252920 a-N-acetylglucosaminidase

"nc Sanfilippo C 252930 Acetyltransferase®

D Sanfilippo D 252940 N-acetylglucosamine-6-sulfate

v Morquio

1:76,000-216,000

IVa Morquio A 253000 N-acetylgalactosamine-6-sulfate §
1:40,000-50,000
VB Morquio B 253010 B-d-galactosidas®
1:840,000-1,300,000
\ Maroteaux-Lamy 253200 Arylsulfatase B® "
1:248,000
VI Sly 253220 B-d-glucuronidas® 1:840,000-1,300,000

a Estimated incidence according to Neufeld [6] unless otherwise noted
b For Sanfilippo A and B in Northern Ireland (see a)

¢ Acetyl CoA:a-glucosaminide-N-acetyltransferase

d Northover [7]

e N-acetyl-galactosamine-4-sulfatase

f Hein [8]
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