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Reference) LM Laboratory User’s Handbook, Edition No. 2.0, Willink biochemical genetics unit,

Laboratory Manual.

Test Required Special Turnaround | Reference | Section
specimen & | precautions | time ranges
volume
CARBOHYDRATE DISORDERS
Sugar Chromatography 5ml U None 3 working Qualitative Metabolites
weeks
a-glucosidase 5ml EDTA Must reach 1 working 3-20 Lysosomal
laboratory week umol/g.h. -
Pompe (GSDII) within 48 B8 hose
hours
Beutler Test 0.5 ml HEP Must reach 3 working Qualitative Metabolites
Galactosaemia laboratory days
within 24
hours
Galactose-1-phosphate 5ml HEP Must reach 3 working 5—10 pg/ml | Metabolites
. o laboratory weeks packed red
Galactosaemia monitoring within 24 cells
hours
Galactosaemia mutations See DNA DNA
Hereditary fructose See DNA DNA
intolerance
AMINO ACID DISORDERS
2-DTLC 5ml U, no None 3 working Qualitative Metabolites
(see footnote to table) preservative weeks
Quantitative amino acids 3ml HEP Must be sent | 3 working Quoted on Metabolites
on ice or weeks report
deproteinised
with internal
standard
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Methylmalonic aciduria

discuss test.

White cell cystine 5ml HEP Must be sent | 3 working <0.1-0.2 Metabolites
Cystinosis immediately | weeks nmole cyst
on ice / mg protein
Pterins U Contact lab 4 weeks Age- Metabolites
PKU Variants prior tq dependent,
collection. guoted on
Special report
conditions
apply.
Orotic acid 2ml U None 4 weeks <5 pmol / Metabolites
Urea cycle defects mmol
creatinine
14C-citrulline incorporation | CC, AFC, Contact lab Dependent Controls Metabolites
Citrullinaemia and ccv prior to on culture quoted
arginosuccinic aciduria dispatch to fime
9 discuss test
14C-leucine oxidation CC, AFC Contact lab Dependent Controls Metabolites
Manle svrup urine disease prior to on culture quoted
pie syrup dispatch to time
discuss test.
14C-methionine synthesis | CC, AFC, Contact lab Dependent Controls Metabolites
N Cccv prior to on culture quoted
Homocystinuria : .
. dispatch to time
remethylation d
discuss test.
ORGANIC ACID DISORDERS
Organic acids by GC-MS 5ml U Full drug 3 working Qualitative | Metabolites
history weeks
Pyruvate carboxylase CC, AFC, Contact lab Dependent Fibroblasts | Metabolites
CCV, CVs prior to on culture 6-40
dispatch to time nmol/h/mg
discuss test.
Propionyl-CoA CC, AFC, Contact lab Dependent | 40- Metabolites
carboxylase CCV, CVs prior to on culture 100nmol/h/
Propionic aciduria dispatch to time mo
P discuss test. (fibroblasts)
Methylmalonic-CoA CC, AFC, Contact lab Dependent Fibroblasts | Metabolites
mutase CCV, CVs prior to on culture 207-1730
dispatch to time pmol/min/mg
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**C-propionate CC, AFC, Contact lab Dependent | Assay Metabolites
incorporation CCV, CVs prior to on culture Controls
I dispatch to time guoted
Propionic and :
) A discuss test.
Methylmalonic aciduria
defects in B12 Metabolism
Methylcrotonyl-CoA CC, AFC, Contact lab Dependent 2.5- Metabolites
carboxylase Cccv prior to on culture 12nmol/h/
dispatch to time mg
discuss test. (fibroblasts)
HMG-CoA lyase CC, AFC, Contact Dependent 0.52- Metabolites
3-hvdroxv 3-methvialutaric ccv laboratory on culture 3.96nmol/
acic)j/uria y Yl prior to time min/mg
dispatch to protein
discuss test.
Biotinidase 2-3ml HEP Toreach lab | 2 working Plasma 4- Metabolites
Multiple carboxylase within 24 weeks 12nmol/min
deficiency hours /ml
Acyl carnitines 1mlIHEP or | None 2 working Free Metabolites
(Includes free Carnitine) dried blood weeks carnitine
spot 20-40uM,
values
quoted for
specific
acyl
carnitines
MCAD and LCHAD See DNA DNA
mutations
LYSOSOMAL STORAGE DISEASES
Lysosomal enzyme screen | 5ml EDTA To reach the | 4 working See Lysosomal
. laboratory weeks individual
17 different lysosomal i
. within 72 enzymes
storage disorders (see h
ours
page 21)
Mucopolysaccharidosis
2-D electrophoresis of 5-10ml fresh | None 3 working Qualitative | Lysosomal /
GAGs U, 10ml AF weeks MPS
Mucopolysaccharidoses
Oligosaccharide screen 2-3ml U To reach the | 3 working Qualitative | Lysosomal /
laboratory weeks MPS
within 72
hours
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Quantitative sialic acid 2-3ml U, To reach the | 4 weeks Age- Lysosomal /
Sialic acid storage CC, AFC, laboratory matched MPS
) storag CCV, white | within 72 controls
disease, Sialidosis, s, A i ln d
Galactosialidosis cevs. Ag€ 0 ours quote
patient must
be specified
MPS enzyme assays
a-iduronidase 5ml EDTA, To reach the | 2 working White Lysosomal
MPS . Hurl q CC, AFC, laboratory weeks. cells10 -50
[, nurier syndrome, | ccy cvs | within 72 umolig.h
Scheie syndrome, s
Hurler/Scheie syndrome Other tissues,
assay control
values quoted
Iduronate sulphatase 2ml P, CC, To reach the | 3 working Assay Lysosomal
AFC, CCV, laboratory weeks control
MPS 11, Hunter syndrome cVs within 72 values
hours quoted
Heparan sulphamidase 5ml EDTA, To reach the | 3 working Assay Lysosomal
- CC, AFC, laboratory weeks control
MPS IlIA Sanfilippo A CCV, CVs within 72 values
syndrome
hours quoted
o-N- To reach the | 3 working Assay Lysosomal
- 2ml P, CC, ;
acetylglucosaminidase laboratory weeks time control
AFC, CCV, within 72 values
MPS 1lIB Sanfilippo B CvVs el o quoted
syndrome
Acetyl-CoA:a- 5ml EDTA, To reach the | 3 working Assay Lysosomal
glucosaminide N- CC, AFC, laboratory weeks control
acetyltransferase ccv, CVsS within 72 values
MPS I1IC Sanfilippo C RS flugted
syndrome
Galactose-6-sulphatase 5ml EDTA, To reach the | 3 working Assay Lysosomal
. CC, AFC, laboratory weeks. control
MPS IVA Morquio CcV, CvVs within 72 values
syndrome
hours quoted
B-galactosidase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
. CC, AFC, laboratory weeks. 100-400
'V'Pi IVB, E‘E;‘;‘;‘l"’ CCV,CVS | within 72 umolig.h.
synarome & | . hours Other
gangliosidosis .
tissues
assay
control
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values
quoted
Arylsulphatase B 10ml EDTA, | Toreach the | 3 working Assay Lysosomal
CC, AFC, laborator weeks. control
MPS VI Marateaux-Lamy | 4 cvs | within 72 values
syndrome h
ours quoted
B-glucuronidase 5ml EDTA, | Toreachthe | 3 working White cells | Lysosomal
, CC, AFC, laboratory weeks. 100 - 800
MPS VII Sly’s syndrome CCV, CVS within 72 umol/g.h.
hours Other
tissues
assay
control
values
quoted
Multiple sulphatases 5ml EDTA, To reach the | 3 working See Lysosomal
Multiple sulphatase CC, AFC, laboratory weeks individual
. CCV, CVs within 72 sulphatase
deficiency h
ours values for
white cells,
other
tissues
assay
controls
quoted
Other enzyme assays
Aspartylglucosaminidase 5ml EDTA, To reach the | 3 working Plasma 10 | Lysosomal
Aspartylglucosaminuria 2ml P, CC, Ia_bo_ratory weeks. - 60
AFC, CCV, | within 72 umol/l.h.
CvVs hours Other
tissues,
assay
controls
quoted
N-acetyl a-neuraminidase | CC, AFC, To reach the | 3 working Assay Lysosomal
e CCV. laboratory weeks controls
Sialidosis within 72 following quoted
hours completion
of culture
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o-fucosidase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
Fucosidosis CC, AFC, laboratory weeks 50 — 200
CCV, CVs within 72 pmol/g.h.
hours Other
tissues
assay
controls
quoted
o-mannosidase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
o CC, AFC, laboratory weeks 100 - 800
a-Mannosidosis CCV, CVS | within 72 umol/g.h.
hours Other
tissues
assay
controls
quoted
B-mannosidase 5ml EDTA, To reach the | 3 working Plasma Lysosomal
. 2ml P, CC, laboratory weeks 200-
p-Mannosidosis AFC, CCV, | within 72 1500pmol/l.
CVS hours h. Other
tissues,
controls
quoted
Multiple hydrolases 5ml EDTA, To reach the | 2 working See other Lysosomal
ML 11 & Il 2ml P, CC, Ia_bo_ratory weeks plasma
AFC, CCV, within 72 hydrolase
CVs hours assays
B-hexosaminidase A 5ml EDTA, To reach the | 2 working Plasma 50 | Lysosomal
2ml P, CC, laboratory weeks — 200
(MUGS) AFC, CCV, | within 72 umol/L.h.
Tay-Sachs disease CvVs hours other
tissues
assay
controls
quoted
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B-hexosaminidase A & B 5ml EDTA, To reach the | 2 working Plasma Lysosomal
. 2ml P, CC, laboratory weeks 600- 3500
Sandhoff disease AFC, CCV, | within 72 umolil.h,
CVS hours other
tissues
assay
controls
quoted
Galactocerebrosidase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
Krabbe Leucodystrophy CC, AFC, Ia_bo_ratory weeks 04-4
Cccyv, Ccvs within 72 pumol/g.h.
hours other
tissues
assay
controls
quoted
Arylsulphatase A 5ml EDTA, To reach the | 3 working White cells | Lysosomal
Metachromatic CC, AFC, Ia_bo_ratory weeks 50 — 200
Leucodystrophy CCV, CVS within 72 pmol/g.h.
hours other
tissues
assay
controls
quoted
a-galactosidase 5ml EDTA, To reach the | 1 working Plasma 3 — | Lysosomal
Fabry disease 2ml P, CC, laboratory week 20umol/l.h.
y AFC, CCV, within 72 white cells
CVS hours 10-50
umol.g.h.,
other
tissues
assay
controls
quoted
B-glucosidase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
. CC, AFC, laboratory weeks 1-
Gaucher disease CCV,CVS | within 72 5umolig.h.
hours other
tissues
assay
controls
quoted
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Chitotriosidase 5ml EDTA, To reach the | 2 working 4-80 Lysosomal
2mlP laboratory weeks pmol/l.h.
Marker for some lysosomal g
. within 72
storage disorders, h
9~ ours
monitoring Gaucher
patients on treatment
N-acetyl-a- 5ml EDTA, To reach the | 3 working White cells | Lysosomal
ga|actosaminidase CC, AFC, Iaboratory weeks 15-70
_ _ CCV, CVSs within 72 umol/g.h..
Schindler disease hours other
tissues
assay
controls
quoted
Sphingomyelinase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
. . CC, AFC, laboratory weeks 1-8
Niemann-Pick A and B CCV, CVS | within 72 umol/g.h.
hours other
tissues
assay
controls
quoted
Acid esterase 5ml EDTA, To reach the | 3 working White cells | Lysosomal
Wolmans disease and CC, AFC, laboratory weeks 350 - 2000
cholesteryl ester storage CCV. R aln 72 umol/g.h.
disease y 9 hours other
tissues
assay
controls
quoted
Filipin staining (Cholesterol | CC None 2 working Qualitative | Lysosomal
esterification) weeks after
Niemann-Pick C Gl
Transferrin electrofocusing | 1ml clotted To reach the | 4 working Qualitative | Lysosomal
Carbohydrate-deficient blood :Ie;ikzr(])irnatory weeks
glycoprotein disorders 48hours
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PEROXISOMAL DISORDERS
Very Long Chain Fatty 5ml EDTA To reach the | 4 working C26/C22 Metabolites
Acids or2ml P laboratory weeks <0.033
General peroxisomal ¥1ng;2 2 C24/C22
disorders, VLCFA 0.65-1.05
oxidation defects and X-
linked ALD
Phytanic and Pristinic 5ml EDTA To reach the | 4 working <l6umol/L | Metabolites
acids or 2ml P laboratory weeks
Refsum disease, RCDP withingge
. hours
and other peroxisomal
disorders
Plasmalogens 5ml EDTA To reach the | 2 months Ref. values | Metabolites
RCDP and general Ia_b o_ratory quoted
. . within 72
peroxisomal disorders hours
OTHER DISORDERS
Arylsulphatase C 5ml EDTA To reach the | 4 working In-assay Lysosomal
(Steroid sulphatase) Ia.bo.ratory weeks controls
) ' within 72 quoted
X-linked Ichthyosis h
ours
7-dehydrocholesterol 2ml EDTA None 4 working <10umol/L Metabolites
Smith-Lemli-Opitz JASEKS
syndrome
TISSUE CULTURE
Initiation of culture Skin biopsy, | To reach the | Dependent NA CMFT
amniocytes | laboratory on cell Cytogenetics
or CVS within growth Laboratory
48hours
Maintenance of cultures CC, AFC, To reach the | NA NA Tissue
initiated elsewhere Cccv laboratory Culture
within
48hours
Cryogenic storage in cell NA NA NA NA CMFT
bank Central
Culture Bank
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PRENATAL DIAGNOSIS
ALWAYS CONTACT CVS, cell To be Dependent Dependent | Various.
LABORATORY free transported in | on assay on analysis.
PRIOR TO amniotic culture needed. Up | Control
fluid, medium, at to 2 working | values
SAMPLING cultured room weeks. included in
cells. temperature Many the analysis
and to reach | assays will are quoted.
the laboratory | be within 72
within 72 hours of
hours. receipt.
Check with
lab for
reporting
time
expected for
individual
assays.
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