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IndeX Transferase f5v Amylo-) -
Adenosine deaminase glucosidase ¥1Y

A for Andersen disease ¥\

Abetalipoproteinemia Adenosylcobalamin Anderson disease FfA
\AK .

Al ] Angiokeratoma Y¥#

Acanthocytosis ¢ Adenylosuccinase ¥4 . .

i Adrenoleukodystroph Antitrypsin, a- 33
Acatalaseml1a F y ySHop Antley-Bixler
Acetoacetyl-CoA
lyase \#¥ J Neonatal v4f syndrome 11

) Xlinked ApoB ft)
Acetylgalactosamine- -inked ¥- - AnoClL 11
f-sulphatase vt Al ageel- Sewairi po .

Acetylgalactosaminid syndrome o)A ApoE variants frA
ase vo) Alagille Syndrome Apolipprotein A\ ff¢
Acetylglucosamyl ovy Arabinosuria YyY

Phosphotransferase Alanine \v Arginase \YY
Yve Albinism 1) Argininemia \¥Y
Acid hpase Yva Aldolase B \vy Arginin; g]ycine
Acid maltase Y1\ Alkaptonuria \AA Amidotransferase
Acid-base status ¥ Allopurinol test - - Yax N _
Acidoss 17 Alpers sndrome vso - ArEnosucenate
Acerloplasminemia Alpha-\-antitrypsin y
e . Synthase Vv
Acrodematitis . Argininosuccinic
Enteropathica o- v ALTE v ' aciduria )1
Acylcarnitines V) Amino act ds Arylsulphatase A ¥#)

Analysis #¢

Acyl-CoA Metabolism {17 Arylsulphatase B v
dehydrogel.lase clabo 1sm' Aspatoacylase \#Y

Long-chain Transport disorders Aspartylglucosaminur
hydroxyl- YA vy iava.

Medium-chain YVA Aminoadipic aciduria Ataxia

Short-chain YAY

Short-chain
hydroxyl- YAf

Very long-chain yv4

Adenine
phosphoribosyl-

V47

Ammonia \¢

Amylo-\f— 5-
Transglucosylase ¥\

teleangiectatica &- A
ATP synthase 104
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B
Barth syndrome
55,10V

Basic laboratory tests
v

Beckwith-Wiedemann
Syndrome Yvf

Benzoate, Na v\

Beta-oxidation
Mitochondrial YsA

Peroxisomal ¥4\
BHY¥ see

Tetrahydrobiopterine
Bile acids
Analysis VY

Biosynthesis f\#

Peroxisomal
disorders YAd

Biogenic amines \ff
Analysis YY

Biotin metabolism \v¥

Biotinidase \vY

Branched-chain AA
"WYY

Maple syrup urine dis
\YY

Metabolism v
Organic aciduria \f)
Brand reaction s

Byler disease 6\Y

C
Canavan disease \$Y

Carbamylphosphate
Synthase 1YY

Carbohydrate
metabolism Y4A

Carboxylase
deficiency,
Multiple Vv¥

Cardiomyopathy ¥4

Carnitine
Analysis V)

Deficiency, primary
Yvy

Palmitoyltransferase
Yv#

Translocase YY¥f
Transporter VY

Uptake deficiency
YVY

Carnosinemia Yv'f
Carsinosinase YY'f
Cbl defects ¥-v
CDG 14
Analysis Yo
Type Ia fyy
Ceramidase v\

Ceramid-
Trihexosidase Y#A

Cerebrotendinous
Xanthomatosis £1Y

Ceroid lipofuscinoses
YAD

Cherry-red spot Yoy
CHILD syndrome f\Y
Chitoriosidase Yt
Cholestasis f&

Cholestrol
Decreased ffv

Elevated vy

Chondrodysplasia
punctata¥t\y

Differential
diagnosis YA

Rhizomelic form vay

X-linked dominant
YaA

Chondroitin sulfate
Yy

Choreoacanthocytosis
INEIA
Chylomicronemia ¥4
Chylomicrones fv4
Cirrhosis f4
Citrullinemia \v4
Type I \vvo
CLN rAd
Cobalamine Y-V
Malabsorption Y-
COG complex fys

Congenital lactic
academia YoY

Conjunctival biopsy
A
Conradi-Hunermann
Y

Copper ATPase faA

Cori disease ¥\Y

Costeff syndrome 18A

CPEO ysy

Creatine Y4+
Transporter Y4y
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Crigler Najjar Dolicholphosphate- Disorders Y#4
syndrome &)\ mannose synthase fY$ Metabolism Y$A
CSF-analyses A\ Dopamine (- Ferrochelatase £44
Cysthationine hydroxylase 4 Fibroblasts A-

Beta-synthase Y\
Gamma-lyase Y-
Cystathioninuria Y- )
Cysteinylglycinase

YYY
Cystinosis YA-
Cystinuria Yy

D
Dehydrocholesterol
fiY

Dehydrogenase
deficiency, multiple

YAD

Dermatan sulphate

Yy

Desmosterol reductase

-

Desmosterolosis ¥4

Dihydrolipoamide DH

Yof

Dihydropteridine
Reductase fvo

Dihydropyrimidinase

£55

Dihydropyrimidine

DH fso

Dimethylglycinuria

INNT4

Dipeptidase,
Cysteinylglycine

Yy

Dopamine deficiency
fyy

Dopa-responsive VY

Dystonia
Dubin-Johnson
syndrome o\

Dysbetalipoproteinem
ia fYA

Dysmorphy f\

E
EY deficiency vo¥f

Encephalopathy,
epileptic o
Enzyme studies A+
ETF Ao

ETF-QO YAs

Ethylmalonic
Aciduria YA

Encephalopathy \vY
Exercise tolerance YA

F
Fabry disease Y#v

Fanconi-Bickel
disease Y\#

Farber disease vv-
Fasting test 4-

Fatty acid analysis
Free vy

Very long-chain vf
Fatty acid

Fish odor syndrome
VO

Fish-eye disease £fo
Floppy infant vv
Fetal hydrops &¢
Folic acid cycle v

Folinic acid
responsive
Seizures fA?

Forbes disease Y\Y

Forearm ischemia test
Vo
Formiminotransferase
VO

Fructokinase YA

Fructose
\,#-Bisphosphatase

Yos
Intolerance ¥ -
Metabolism Y4y

Fructosuria,essential
Y44

Fucosidosis ¥f#
Fumarase vov
Fumaric aciduria Yay

Fumarylacetoacetate
VAP

Function tests Ad
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G
GABA
Analysis #A

Metabolim fA\
Transaminase fAY

Galactocerebrosidase
Yy

Galactokinase Y- Y
Galactosemia ¥\

Galactose
Analysis Y

Metabolism Y4y
Neonatal screening
Vol
Galactose-)-
phosphate
Uridyltransferase
Yo
Galactosialidosis Y64
Galactosidase
Alpha-A- ysA
Alpha-B- ¥y
Beta- v£0

Galactosyltransferase
fye

GALT v\

Gammaglutamyl
Cycle YyA

Transpeptidase ¥\

Gammaglutamylcystei
ne
Synthetase YY)

Ganglisidosis Yo

Gaucher disease &Y

GDP-fucose
transporter fY#

Gilbert syndrome o)
Glucagon test 44

Glucocerebrosidase
ey

Glucokinase Y'Y

Gluconeogenesis
Disorders ¥+

Glucose
Blood concentration
v

Challenge AA
Metabolism Yay
Transport ¥\
Transporter \ ¥\Y
Transporter Y ¥VA
Glucose-#-phosphatse
AER
Glucose-galactose
Malabsorption ¥1A

Glucosidase ¥
Glucosuria, renal ¥\A

Glucosyltransferase
frs

Glucuronidase Y¥f
GLUT vy
Glutamate DH vy
Glutamyl ribose o
Phosphate 81v

Glutaric aciduria
Type I \¢Y

Type II A0
Glutaryl CoA DH ys¥

Glutathione
Analysis Vf

Synthetase yY4
Glycerokinase Y14

Glycerol
Intolerance Y14

Metabolism ¥4

Glycine Y\A

Cleavage system Y4

Receptor fAA
Glycogen

Metabolism Y4y

Storage disease Y-V

Synthase ¥+ A
Glycogenosis type -
YA
Glucosaminoglycans
YY,YYY

Glycosidase 11 -

Glycosylation studies
Yo

Greenberg dysplasia
1Y

GTP cyclohydrolase
fyo

Guanidinoacetate
Methyltransferase
Y4\

Gunther disease 4%
Gyrate atrophy Y\#

H
Hemochromatosis o\«

Hartnup disease Yy

Hawkinsinuria 14
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HDL ff# L-form 154 Hyperinsulinism YYY
Elevated ¥t t-Hydroxybutyrate Focal yys
Heparan sulfate vy Analysis v Hyperlucine-
Hepatic lipase ¥4 v-Hydroxyisobutyric isolucinemia
- 'Y
Hepatomegaly ff Aciduria \#- o
) . Hyperlipidemia fvA
+Hypoglycemia fv t-Hydroxy isobutyryl- . .
Hyperlipoproteinemia
+Splenomegaly fA CoA deacylase Familial combined

Hers disease ¥\
Hexosaminidase oY
HHH sindrome ¥t
Histidase Y\ ¥
Histidinemia Y1¥
Histidinuria YyY

HMG-CoA
Lyase YAY

Synthase YAA

Holocarboxylase
Synthetase 1Yo

Homocarnosinosis Yt
Homocysteine
Anlysis 70
Metabolism Y- -
Mild elevation - ¥
Homocystinuria Y- -

Homogentisate
Dioxygenase A4

Hunter disease YYv
Hurler disease vt
Hyaluronidase ¥
Hydrops o¢

v-Hydroxyglutaric

Aciduroia D-form
\PA

'R
f-Hydroxybutyric
Aciduria V)

Hydroxykynureninuri
a0

Hydroxylysinuria Y4y
Hydroxysterol, ¥

see sterol
Hyperammonemia
1%,114

Emergency therapy
Y.

Long-term therapy
10

Maintenance
therapy v

Hypercholesterolemia
fry

ApoB-\ - - deficiency
fye

Familial f+v

Polygenic frv

Secondary ftv
Hyperekplexia fAA
Hyperglycinemia Y-

Hyper-IgD syndrome
fA

fYA
Hyperlysinemia \a¥

Hyperoxaluria type I
f..

Hyperprolinemai Y\
Hyperglyceridemia
fra

Hyperuricemic
Nephropathy f44

Hypervalinemia ) f\
Hypobetalipoproteine
mia

FEA

Hypoglycemia )Y
Hypoprolinemia Y\Y

Hypotonia, muscular
vV

Hypoxanthine:guanin
¢ phosphoribosyl-
Transferase ¥£)

|
I-cell disease vy

IDL fr\
[duronate-Y-
sulphatase YA
Iduronidase vt
Imerslund-Grasbeck



S s 053 Sl B9, 1 on Dlegdge il 5 alordsn dlge Sgplie GailE pb—— oo ors

Syndrome Y-

Infant death, sudden
INE

Insulin ¥vy
Intrinsic factor Y-V

[sobutyric aciduria
Iz

[sobutyryl-CoA DH
15

Isovaleric aciduria \#-

Isovaleryl-CoA DH
\OY

J
Jaundice
Infantile £A

Neonatal £#

K
Kearns-Sayre
syndrome Y#Y

Keratan sulphate ¥tv

Keto see oxo
ketones
v-OH-Butyrate

Analysis VY
Ketogenesis Y$A
Ketolysis YAd
Metabolism YsA
Ketosis ¥4
Krabbe disease YsA

L
Lactate v¥, Y4

Lactic acidosis Yo+

Lamin B receptor f11
L-amino acid
Decarboxylate fVA

Lanosterolosis 1
Lathosterolosis ¥
LCAD vA.
LCHAD vA-
LDL fty

Receptor fvf

Lecithine:colesterol
Acyltransferase
£¥0

Leigh sindrome vov

Lesch-Nyhan
sindrome t#-

Leukocytes
(enzyme studies) A-

Leukotrienes &«
LHON vsvy
Lipid storage
disorders vy

Lipogranulomatosis
Yy,

Lipoprotein (a) fv4
Lipoprotein lipase f¥f)
Lipoprotein
metabolism FY4

Liver biopsy A\

Liver disease f¥
Cholestasis o
Chronic hepatitis f4
Cirrhosis f4
Hepatomegaly ff
Infants fA

Jaundice t#
Neonatal f#

Liver phosphorylase
AR

Kinase v1o
LCT¥ synthase o0
Lysine Vay
Lysinuric protein
Intolerance \Y#, YYY

Lysosomal disorders
YYA

Diff.diagnosis Yt

Lipid storage oy

Transport YA«
Lysosomal studies Yo

M
Malonic aciduria \YY

Manganese 0¥

Mannosidosis
Alpha- v¥y

Beta- vf4

Mannosyltransferase
frs

o),y fys

o),? fye

Brf fys
Maple syrup urine

disease \vv

Maroteaux-Lamy
disease YfY

MCAD YvA
McArdle disease ¥\ f
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McLeod syndrome Mutase ¥4 Myoadenylate
b7 Mevalonate kinase deaminase oo
MELAS YoA f-q
Menkes disease 44 Mevalonic aciduria E
fA .
MERRE 7+ tochondrial Acetylglucosaminyl
Metabolic crisis # MltOC ondria Transferase Yvo
. disorder Yv4

Triggers v MNGIE 15y N-Acetylglutamate
Metabolic Profiling A Molvhd ; Synthase va
Metachromatic v .Z ybdenum cofactor NARP v#)

Leukodystrophy Natowicz disease ¥4

Ys
Methionine 14A
Synthase ¥-#
Methyl group transfer
V9A
Methyl-acyl-CoA
Racemase Y44
Methylcobalamine
Ye$
Methylcrotonyl-CoA
Carboxylase V0¥
Methylcrotonylglicinu
ria \of
Methylene-FH¥
Reductase ¥+ v
Methylglutaconic
Aciduria 160

Methylglutaconic-
CoA
Hydratase \o¢
Methyl-hydroxy-CoA
DH \s¢
Methylmalonic
aciduria 16}

Methylmalonyl-CoA

Monoamine oxidase
A

Morquio disease Yf)
MSUD vy

MtDNA depletion ys¢
MTHEFR Y- ¥

MTP vA-
Mucolipidin I vy
Mucolipidoses ¥\

Mucopolysaccharides
Yo

Mucopolysaccharidos
es vy

Multiple
Carboxylase defi. \vf

Dehydrogenase defi.
YAD

Sulphatase defi. Yvv

Muscle
AMP deaminse f50

Phosphofructokinase
T

Phosphorylase ¥ ¢
Muscle biopsy A\

Neonatal screening
V¥
Nesidioblastosis ¥y
Neuraminic acid Yo
Neuraminidase Yoy
Neuroacanthocytosis
NN
Neuronal ceroid
Lpofuscinosis ¥Ad
Neurotransmitter
Anlysis vY
Disorders f£4

Niemann-Pick disease
Type A,B vs0

Type C,D yvy
Nitroprusside test #o
Norepinephrine

Deficiency fv
Nucleoside

Phosphorylase foA
Nucleotide depletion

Syndrome f5A
Nucleotidase

Hyperactivity £7A
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0
Odor oA

Oligosaccharides Vo

Oligosaccharidoses
YT

Organic acids £4

Organic aciduria \ £
Cerebral 1\

Ornithine Y10

Aminotransferase
\Al4

Transcarbamylase
\YF

Orotic acid, analysis
\14

Orotic aciduria £#Y

Oxoacid
dehydrogenase 1V

Oxoglutarate DH yos
Oxoprolinase YvY
Oxoprolinuria Y
Oxosterol o
p-reductase f1¢
Oxothiolase A4
Oxysterol Vo-
Hydroxylase f\s

P

Palmitoyl-protein
Thioesterase YAY

Pearson sindrome oA

Pelger-Huet anomaly
)

Pentose metabolism
YY-

Pentosuria ¥y

Peptidase
Pepstatin insensitive
Y'Y

Peptidase B yvf

Peptide metabolism
Yve

Perchloric acid
Extraction Y4

Peroxisomal disorders
Ya¥f

Phenylacetate, Na- v\

Phenylalanine
Challenge aA

Hydrolase 1A
Metabolism 1v4
Neonatal screening
\.q
Phenylbutyrare, Na-
I

Phenylketonuria \A-
Atypical fyy
Maternal \AY

Phosphatidylinositol-
Kinase 8- A

Phosphoenolpyrovate
Carboxykinase ¥+
Phosphoglycerate DH
Yy.
Phosphomannomutase
fye
Phosphomannose
I[somerase v
Phosphoribosyl-
PP synthatase fof

Phosphoserine
Phosphatase Y14

Phytanic acid ¥\Y
Phytosterolemia ftv
PKU
Plasmalogens v#, ¥4\
Pompe disease ¥ -
Phorphobilinogen
Deaminase f4Y
Porphyrias ¥4\
Porphyrin analysis vy
Post-mortem
Investigations of
Pristanic acid ¥\Y

Profiling, Metabolic
A?

Progressive familial
Intrahepatic
cholestasis 01y

Prolidase yv'f

Proline
Oxidase Y\Y

Propionic aciduria 1o
Propionyl-CoA
Carboxylase \f#

Protein glycosylation
14

Protein requirements
\\#

Protoporphyria 44

Pseudos-Hurler
Dystrophy ¥va

Pterine carbinolamine
Dehydratase fvo

Pterins analysis YV
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Purines
Analysis YA
Disorders fov
Metabolism ff4

Pyridoxal phosphate-
Responsive seizures
FAD

Pyridoxamine &'

Phosphate oxidase
fAD

Pyridoxine
Metabolism fAY

-responsive seizures
FAF

Pyrimidine o
Nucleotidase f#¥

Pyrimidines
Analysis YA
Disorders f#¥
Metabolism f£4

Pyrroline carboxylase
Dehydrogenase
A

Synthase 1Y

Pyruvate
Analysis YA

Carboxylase ¥ f
Dehydrogenase vof
Metabolism Yty

Pyrovoyl-tetrahydro
pterine synthase
Yo

R
R-binder y-v

Reducing substances
7

Refsum disease YaA
Infantile ¥aA
Respiratory chain Y¥-

Retardation,
psychomotor ¥

Reye-syndrome 61
Ribose 4-P isomerase
YY)

Rotor syndrome o1¥

S
Salla disease ¥AY

Sandhoff disese YoV
Sanfillipo disease 14
Sanjad-Sakati syn o)y
Sarcosinemia YYY
SCAD yAY

SCHAD vAf

Scheie disease vv¢
Schindler disease Yo-
SCOT vAs

Segawa disease fvY
Selenium &-Y

Sengers syndrome Y#¢

Sepiapterine reductase
fYoH

Serine YA

Serotonine
Analysis Y4

Deficiency fvy
SGLT ¥1A
Sialidosis ¥4

Sialinic acid storage
YAY

SIDS oy
Simple urine tests #f
Sitosterolemia vy
Skin biopsy A-
Sly disease Yff
Sjogren-Larsson syn
a-v
Smith-Lemli-Opitz
Syndrome f\¥
Sphingolipidoses v
Sphingomyelinase Y¢¢

SSADH deficiency
A

Sterol
Delta\ f reductase

Y
Deltayt reductase
Y
Deltas desaturase
.
Deltay reductase £1¢
Deltay DetaA
isomerase £1Y
\fo-demethylase
)
vv-Hydroxylase £1v
f-demethylase f1Y
Analysis V4
Biosyntesis f-0
Succinic

semialdehyde
DH vy
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Succinyl-CoA:¥-
oxoacid-

CoA transferase
YAQ

Sudden infant death
oY

Sulphatase deficiency
Multiple Yvy

Sulphatidase ¥#\
Sulphite oxidase ¥- ¥
Sulphite test £0
Sulphor AA YaA
SURY #0

T
Tandem MS \-¥

Tangier disease ¥¥0
Tauri disease ¥\ f
Tay-sachs diseas Y07 €

Tetrahydrobiopterine
Deficiency fvy

Metabolism V1
Test av
Thiamine deficiency
o-f
Thymidine
Phosphorylase 5o
Tocoferol transfer
protein &-Y
Transaldolase ¥¥\

Transcobalamine I
"y

Tricarboxylic acid
cycle

T4

Disorders Yos

Trifunctional protein
YA

Triglycerides
Decreased ffv
Elevated fv4

Transfer protein £V

Trimethylamine
analysis V4

Trimethylaminuria
INATA

Tryptophan 14¥
v,y-Dioxygenase \4f
Tryptophanemia \af
Tyrosinemia 1Ad

Tyrosine
Aminotransferase
\AY

Hydroxylase fvy
Metabolism V4

U

UDP-galactose

epimerase Y- Y

Urea cycle 114

Ureidopropionase f#Y

Uric acid f84

Uridine

monophosphate
Synthase fs

Urine color and odor
OA

Urocanase Y\ f
Uroporphyrinogen 111
Cosynthase fa¥

Decarboxylase f4

\'%
Vitamin
B\ (Thiamine) o- ¥
B1Y (cobalamine)
Y-V
B# (pyridoxine) fAY
B#-dependent

seizures
FAF

E (tocopherol) &-v
VLCAD vva
VLCFA yay
VLDL )

Von Gierke disease
YA

A\
Wilson disease f4#

Wolfram syndrome
\igd

Wolman disease Y4

X
Xanthine oxidase £64

Xanthinuria £04

Xylitol dehydrogenase
ARAI

Z
Zellweger syndrome
Y40
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