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Disorders Disorder No.

A
Abetalipoproteinemia 28.9
Aceruloplasminemia 33.6
�-N-Acetylgalactosamine 4-sulfatase deficiency 18.9
Acetyl CoA: �-glucosaminide N-acetyltransferase deficiency 18.5
Acid maltase deficiency 15.9
Aconitase deficiency 27.8
Acrodermatitis enteropathica 33.4
Acute intermittent porphyria 31.2
�-N-Acetyl-galactosaminidase deficiency 19.7
Acyl-CoA oxidase deficiency 25.9
ADA deficiency 23.1
Addison disease and cerebral sclerosis 25.8
Adenine phosphoribosyltransferase deficiency 23.5
Adenosine deaminase deficiency 23.1
Adenylosuccinate lyase deficiency 23.6
Adrenal hyperplasia I 29.1
Adrenal hyperplasia III 29.4
Adrenal hyperplasia IV 29.5
Adrenal hyperplasia V 29.10
AGAT deficiency 24.2
ALA-dehydratase deficiency 31.1
Alanine:glyoxylate aminotransferase deficiency 26.1
Aldosterone synthase deficiency 29.6
Alipoprotein E deficiency 28.3
Alkaptonuria 4.5
Alkyldihydroxyacetonephosphate synthase deficiency 25.7
2-Aminoadipate aminotransferase deficiency 12.3
2-Aminoadipic semialdehyde synthetase deficiency 12.2
�-Aminolevulinic acid dehydratase deficiency 31.1
2-Amino-/2-oxoadipic aciduria 12.3
Amylo-1,6-glucosidase deficiency 15.10
Amylopectinosis 15.11
Andersen disease 15.11
Androgen Insensitivity syndrome 29.14
Apolipoprotein A-I deficiency 28.7
Apolipoprotein B-100 deficiency 28.6
Apolipoprotein C-II deficiency 28.2
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Apparent cortisone reductase deficiency 29.9
Apparent mineralocorticoid excess 29.8
Arginase 1 deficiency 11.5
Argininemia 11.5
Argininosuccinate lyase deficiency 11.4
Argininosuccinate synthase deficiency 11.3
Arginosuccinic aciduria 11.4
Aromatase deficiency 29.13
Aromatic L-amino acid decarboxylase deficiency 2.2
Arylsulfatase A deficiency 22.3
Aspartoacylase deficiency 8.6
Aspartylglucosaminuria 19.6
ATP synthase, ATPase defect 27.17
ATP/ADP translocator defect 27.19

B
Barth syndrome 6.5
Batten disease 22.4.3
Biotinidase deficiency 7.1
Branched-chain �-dehydrogenase deficiency 6.1
Brancher enzyme deficiency 15.11
Bronze Schidler syndrome 25.8

C
Canavan disease 8.6
Carbamylphosphate synthase deficiency 11.1
Carnitine palmityltransferase 1 deficiency 14.2
Carnitine palmityltransferase 2 deficiency 14.4
Carnitine uptake defect 14.1
Carnitine-acylcarnitine carrier defect 14.3
Carnitine-acylcarnitine translocase deficiency 14.3
Cathepsin A deficiency 19.5
CblA deficiency 7.8
CblB deficiency 7.8
CblC deficiency 7.9
CblD deficiency 7.10
CDG-Ia 20.1
CDG-Ib 20.2
CDG-Ic 20.3
CDG-Id 20.4
CDG-Ie 20.5
CDG-IIa 20.6
CDG-IIb 20.7
Ceramidase deficiency 22.2
Cerebrohepatorenal syndrome 25.1
Cerebrotendinous xanthomatosis 32.3
Ceruloplasmin (ferroxidase) deficiency 33.6
Cherry red spot and myoclonus syndrome 19.4
CHILD syndrome 30.2
Chondrodysplasia punctata 25.5
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Citrin deficiency 11.11
Citrullinemia I 11.3
Citrullinemia type II 11.11
Classical phenylketonuria 1.1
CLN1 22.4.1
CLN2 22.4.2
CLN3 22.4.3
Coenzyme Q deficiency 27.14
Complex I deficiency 27.13
Complex II deficiency 27.11
Complex III deficiency 27.15
Complex IV deficiency 27.16
Complex V deficiency 27.17
Congenital adrenal hyperplasia 29.2–5
Congenital erythropoietic porphyria 31.3
Congenital glucose/galactose malabsorption 16.1
Conradi-Hünermann syndrome 30.3
Cori disease 15.10
Corticosterone methyl oxidase II deficiency 29.6
Costeff optic atrophy syndrome 6.6
Coupling state defect 27.18
Creatine deficiency 24
Creatine transporter deficiency 24.3
Cu-binding P-type ATPase deficiency 33.1
�-Cystathionase deficiency 10.3
Cystathionine gamma-lyase deficiency 10.3
Cystathionine �-synthase deficiency 10.2
Cystathioninuria 10.3
Cysteinyl leukotrienes (LTC)4-synthase deficiency 34.1
Cysteinyl-glycinase deficiency 34.3
Cystinosis 21.1
Cystinuria 13.1
Cytochrome bc1 deficiency 27.15
Cytochrome c oxidase deficiency 27.16

D
D-2-Hydroxyglutaric aciduria 8.5
D-Bifunctional enzyme deficiency 25.10
Desmosterolosis 30.4
D-Glycerate kinase deficiency 15.7
D-Glyceric acidemia 15.7
Dibasicaminoaciduria 11.7
Dicarboxylic aminoaciduria 13.2
Dihydrolipoyl transacetylase deficiency 27.3
Dihydropteridine reductase deficiency 1.4
Dihydropyrimidinase deficiency 23.14
Dihydropyrimidine dehydrogenase deficiency 23.13
Dihydroxyacetonephosphate acyltransferase deficiency 25.6
Dihydroxyadenine urolithiasis 23.5
Dimethylglycinuria 35.2
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Dolicholphosphate-mannose synthase-1 deficiency 20.5
Dopamine �-hydroxylase deficiency 2.3
Dopa-responsive dystonia 1.6
Doss porphyria 31.1

E
Erythropoietic protoporphyria 31.7
Estrogen resistance 29.15

F
Fabry disease 22.1
Familial dysbetalipoproteinemia 28.3
Familial hypercholesterolemia 28.5
Fanconi-Bickel syndrome 15.17/16.4
Farber disease 22.2
Fish odor syndrome 35.1
Fish-eye disease 28.2.2
Folic acid transport defect 10.9
Forbe disease 15.10
Formiminoglutamic aciduria 5.3
Formiminotransferase deficiency 5.3
Fructose-1,6-diphosphatase deficiency 15.5
Fructose-1-phosphat aldolase deficiency 15.4
Fucosidosis 19.3
Fumarase deficiency 8.2/27.12
Fumaric aciduria 8.2
Fumarylacetoacetase deficiency 4.1

G
GABA transaminase deficiency 3.1
Galactokinase deficiency 15.1
Galactose-1-phosphatase uridyltransferase deficiency 15.2
Galactosemia 15.2
Galactosialidosis 19.5
�-Galactosidase deficiency 19.8
�-D-Galactosidase A deficiency 18.8
�-Galactosidase A deficiency 22.1
�-Galactocerebrosidase deficiency 19.16
GAMT deficiency 24.1
Gaucher disease 19.13
Gephyrin deficiency 10.5.3/23.3
Glucocorticoid suppressible hyperaldosteronism 29.7
�-Glucocerebrosidase deficiency 19.13
�-D-Glucuronidase deficiency 18.10
Glucose transporter 1 defect 16.3
Glucose transporter 2 defect 15.17/16.4
Glucose transporter protein syndrome 16.3
Glucose-6-phosphatase deficiency 15.8
Glucose-6-phosphate translocase deficiency 15.8a
Glucosidase I deficiency 20.7
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Glucosyltransferase I deficiency 20.3
Glutamate dehydrogenase 1 abnormality 11.10
�-Glutamylcysteine synthetase deficiency 9.1
�-Glutamyl transpeptidase deficiency 34.2
�-Glutamyl transpeptidase deficiency 9.3/34.2
Glutaric aciduria I 12.7
Glutaryl-CoA dehydrogenase deficiency 12.7
Glutathione synthetase deficiency 9.2
Glutathionuria 9.3/34.2
Glycerol kinase deficiency 17.1
Glycine cleavage system deficiency 3.2
Glycine receptor defect 2.5
Glycogen storage disease type 0 15.16
Glycogen storage disease type 1 15.8
Glycogen storage disease type 2 15.9
Glycogen storage disease type 3 15.10
Glycogen storage disease type 4 15.11
Glycogen storage disease type 5 15.12
Glycogen storage disease type 6 15.13
Glycogen storage disease type 7 15.14
Glycogen storage disease type 9 15.15
Glycogen synthetase deficiency 15.16
Glycogenosis VIIIa 15.15
Glycosylasparaginase deficiency 19.6
Glyoxylate reductase deficiency 26.2
GM1 gangliosidosis 19.8
GM2 gangliosidosis 19.9
Goldberg syndrome 19.5
GTP cyclohydrolase I deficiency 1.2/1.6
Guanidinoacetate methyltransferase deficiency 24.1
Günther’s disease 31.3

H
Hartnup disorder 13.3
Hawkinsinuria 4.4
Hemochromatosis 33.5
Heparin sulfamidase deficiency 18.3
Hepatic lipase deficiency 28.4
Hepatoerythropoietic porphyria 31.8
Hepatoerythropoietic protoporphyria 31.7
Hereditary coproporphyria 31.5
Hereditary folate malabsorption 10.9
Hereditary fructose intolerance 15.4
Hereditary progressive dystonia 1.6
Hers disease 15.13
�-Hexosaminidase A deficiency 19.9
Histidine ammonia-lyase deficiency 5.1
Histidinemia 5.1
Holocarboxylase synthetase deficiency 7.2
Homocystinuria 10.2/10.6/10.7



682 Disorders Index

Disorders Disorder No.

Homogentisate dioxygenase deficiency 4.5
Homozygous PCT 31.8
Hunter syndrome 18.2
Hurler syndrome 18.1a
Hurler-Scheie syndrome 18.1c
Hydroxykynureninuria 12.5
3-Hydroxyisobutyric aciduria 7.6
3-Hydroxyisobutyryl deacylase deficiency 7.11
17�-Hydroxylase deficiency 29.2
21-Hydroxylase deficiency 29.4
11�-Hydroxylase I/II deficiency 29.7
11�-Hydroxylase type I deficiency 29.5
3-Hydroxy-3-methylglutaric aciduria 6.8
3-Hydroxy-3-methylglutaryl-CoA lyase deficiency 6.8
3-Hydroxy-3-methylglutaryl-CoA synthase deficiency 14.12
Hydroxylysine kinase deficiency 12.6
Hydroxylysinuria 12.6
Hydroxymethylbilane synthase deficiency 31.2
4-Hydroxyphenylpyruvate dioxygenase deficiency 4.3
Hydroxyproline oxidase deficiency 3.9
3�-Hydroxy-�5-C27-steroid dehydrogenase deficiency 32.1
11b-Hydroxysteroid dehydrogenase type I deficiency 29.9
3�-Hydroxysteroid dehydrogenase type II deficiency 29.3
11�-Hydroxysteroid dehydrogenase type II deficiency 29.8
17�-Hydroxysteroid dehydrogenase type III deficiency 29.11
3�-Hydroxysteroid dehydrogenase deficiency 30.2
3�-Hydroxysteroid-�8, �7-isomerase deficiency 30.3
3�-Hydroxysteroid-�7-reductase deficiency 30.5
3�-Hydroxysteroid-�24-reductase deficiency 30.4
Hyper IgD syndrome 30.1
Hypercholesterolemia 28.5/6
Hyperkplexia 2.5
Hyperlysinemia I 12.2.1
Hyperlysinemia II 12.2.2
Hypermethioninemia 10.1
Hyperornithinemia and gyrate atrophy (HOGA) 12.1
Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome 11.8
Hyperpipecolic acidaemia 25.4
Hyperprolinemia type 1 3.6
Hyperprolinemia type 2 3.7
Hypertriglyceridemia 28.1/2
Hypoapolipoproteinemia 28.7/8
Hypobetalipoproteinemia 28.10
Hypolipoproteinemia 28.9/10
Hypophosphatasia 35.3
Hypoxanthine phosphoribosyltransferase deficiency 23.4

I
I-cell disease 19.10
Iduronate 2-sulfatase deficiency 18.2



Disorders Index 683

Disorders Disorder No.

�-L-Iduronidase deficiency 18.1
Iminoglycinuria 3.11
Infantile neuronal ceroid lipofuscinosis 22.4.1
Infantile Refsum disease 25.3
Intermittent acute porphyria 31.2
Isovaleric acidemia 6.2
Isovaleryl-CoA dehydrogenase deficiency 6.2

J
Jaeken syndrome 20.1
Janky-Bielschowsky disease 22.4.2
Juvenile neuronal ceroid lipofuscinosis 22.4.3

K
Kanzaki disease 19.7.2
Kelly-Seegmiller syndrome 23.4
2-Ketoglutarate dehydrogenase complex deficiency 8.1
Krabbe disease 19.16
KSS 27
Kynureninase deficiency 12.5

L
L-2-Hydroxyglutaric aciduria 8.4
L-Arginine:glycine amidinotransferase deficiency 24.2
Late infantile neuronal ceroid lipofuscinosis 22.4.2
LCAT deficiency 28.8
Lecithin:cholesterol acyltransferase deficiency 28.8
Leigh syndrome 27
Lesch-Nyhan syndrome 23.4
LHON 27
Lipoamide dehydrogenase deficiency 27.4
Lipoid adrenal hyperplasia 29.1
Lipoprotein lipase deficiency 28.1
Liver phosphorylase deficiency 15.13
Liver phosphorylase kinase deficiency 15.15
Long QT syndrome 27
Long-chain 3-hydroxy-acyl-CoA dehydrogenase-�/� deficiency 14.8
Long-chain fatty acid transport defect 35.4
Low density lipoprotein receptor defect 28.5
17,20-Lyase deficiency 29.10
Lysinuric protein intolerance 11.7
Lysosomal membrane cystine transporter defect 21.1
Lysosomal �-glucosidase deficiency 15.9
Lysyl oxidase deficiency 33.3

M
Malate/aspartate shuttle defect 27.20
Malonic aciduria 8.3
Malonyl-CoA decarboxylase deficiency 8.3
�-Mannosidosis 19.1
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�-Mannosidosis 19.2
Mannosyltransferase VI deficiency 20.4
Maple syrup disease 6.1
Maroteaux-Lamy syndrome 18.9
McArdle disease 15.12
Medium-chain acyl-CoA dehydrogenase deficiency 14.6
MELAS 27
Membrane-bound dipeptidase (cysteinyl-glycinase) deficiency 34.3
Menkes disease 33.2
MERRF 27
Metachromatic leukodystrophy 22.3
Methionine adenosyltransferase deficiency 10.1
Methionine synthase deficiency 10.7.1
Methionine synthase deficiency (incl. methylmalonyl CoA mutase def.) 7.9/10.8
Methionine synthase reductase deficiency 10.7.2
�-Methylacyl-CoA racemase deficiency 25.12
2-Methylbutyryl-CoA dehydrogenase deficiency 7.12
3-Methylcrotonyl-CoA carboxylase deficiency 6.3
Methylenetetrahydrofolate reductase deficiency 10.6
3-Methylglutaconic aciduria type I 6.4
3-Methylglutaconic aciduria type II 6.5
3-Methylglutaconic aciduria type III 6.6
3-Methylglutaconic aciduria type IV (idiopathic) 6.7
3-Methylglutaconyl-CoA hydratase deficiency 6.4
2-Methyl-3-hydroxybutyric aciduria 7.7
2-Methyl-3-hydroxybutyryl CoA dehydrogenase deficiency 7.7
Methylmalonic acidemia 7.8
Methylmalonic acidemia and homocystinuria 7.9/7.10
Methylmalonyl CoA mutase deficiency (incl. methionine synthase def.) 7.9/10.8
Methylmalonyl semialdehyde dehydrogenase deficiency 7.5
Methylmalonyl-CoA mutase deficiency 7.8
Mevalonate kinase deficiency 30.1
Mevalonic aciduria 30.1
Mitochondrial trifunctional protein deficiency 14.8
MNGIE 23.12/27
Molybdenum cofactor deficiency 10.5/23.3
Monoamine oxidase A deficiency 2.4
Morquio syndrome, type A 18.7
Morquio syndrome, type B 18.8
MPS I-H 18.1a
MPS I-H/S 18.1c
MPS II 18.2
MPS IIIA 18.3
MPS IIIB 18.4
MPS IIIC 18.5
MPS IIID 18.6
MPS I-S 18.1b
MPS IVA 18.7
MPS IVB 18.8
MPS VI 18.9
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MPS VII 18.10
Mucolipidin deficiency 19.12
Mucolipidosis I 19.4
Mucolipidosis II 19.10
Mucolipidosis III 19.11
Mucolipidosis IV 19.12
Multiple acyl-CoA dehydrogenation defect 14.10
Multiple carboxylase deficiency 7.1/7.2
Multiple sulfatase deficiency 19.17
Muscle phospho-fructokinase deficiency 15.14
Myoadenylate deaminase deficiency 23.7
Myopathy with lactic acidosis 27
Myophosphorylase deficiency 15.12

N
N-Acetyl-�-D-glucosaminidase deficiency 18.4
N-Acetylaspartic aciduria 8.6
N-Acetylgalactosamine 6-sulfatase deficiency 18.7
N-acetylglucosamine 1-phospho transferase deficiency 19.10
N-Acetylglucosamine 6-Sulfatase deficiency 18.6
N-acetylglucosaminyltransferase II deficiency 20.6
N-Acetyl-glutamate synthase deficiency 11.6
NADH dehydrogenase 27.13
�-NAGA deficiency 19.7
NARP 27
Neonatal adrenoleukodystrophy 25.2
�-Neuraminidase deficiency 19.4
Niemann-Pick disease A/B 19.14
Niemann-Pick disease C 19.15
Nonketotic hyperglycinemia 3.2

O
Occipital Horn Syndrome 33.3
Ornithine transcarbamylase deficiency 11.2
Ornithine-5-aminotransferase deficiency 12.1
2-Oxoadipate dehydrogenase deficiency 12.3
2-Oxoglutarate dehydrogenase complex deficiency 8.1/27.10
5-Oxoprolinase deficiency 9.4
Oxoprolinuria 9.2/9.4
�4-3-Oxosteroid 5�-reductase deficiency 32.2
Oxysterol 7�-hydroxylase deficiency 32.4
3-Oxothiolase deficiency 7.4

P
Palmitoyl protein thioesterase 1 deficiency 22.4.1
PBG-deaminase deficiency 31.2
Pearson syndrome 27
PEO 27
Peroxisomal 3-ketothiolase deficiency 25.11
Phenylalanine-4-hydroxylase deficiency 1.1
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3-Phosphoglycerate dehydrogenase deficiency 3.3
Phosphomannomutase 2 deficiency 20.1
Phosphomannose isomerase deficiency 20.2
Phosphoribosylpyrophosphate synthetase deficiency 23.8
Phytanyl-CoA hydroxylase deficiency 25.13
PKU 1.1
Pompe disease 15.9
Porphyria cutanea tarda 31.4
Porphyria variegata 31.6
PPCA deficiency 19.5
Primapterinuria 1.5
Primary hyperoxaluria type 1 26.1
Primary hyperoxaluria type 2 26.2
Progesterone resistance 29.16
Prolidase deficiency 3.8
Proline oxidase deficiency 3.6
Propionic acidemia 7.3
Propionyl-CoA carboxylase deficiency 7.3
Protoporphyria 31.7
Pseudo-corpus luteum deficiency 29.16
Pseudo-neonatal adrenoleukodystrophy 25.9
Pseudo-vaginal perineoscrotal hypospadia 29.12
Pseudo-Zellweger syndrome 25.11
Pterin carbinolamine-4a-dehydratase deficiency 1.5
Purine nucleoside phosphorylase deficiency 23.2
Pyroglutamic aciduria 9.2/9.4
�1-Pyrroline-5-carboxylate dehydrogenase deficiency 3.7
�1-Pyrroline-5-carboxylate synthase deficiency 3.5/119
Pyruvate carboxylase deficiency 15.6
Pyruvate dehydrogenase complex deficiency 27.6
Pyruvate dehydrogenase deficiency 27.1/2
Pyruvate dehydrogenase phosphatase deficiency 27.7
6-Pyruvoyl-tetrahydropterin synthase deficiency 1.3

R
5�-Reductase type II deficiency 29.12
5�-Reductase deficiency 32.2
Refsum disease 25.13
Renal glucosuria 16.2
Rhizomelic chondrodysplasia punctata Type 1 25.5
Rhizomelic chondrodysplasia punctata Type 2 25.6
Rhizomelic chondrodysplasia punctata Type 3 25.7
Riboflavin-responsive multiple acyl-CoA dehydrogenation defect 14.11

S
Saccharopinuria 12.2.2
Salla disease 22.5
Sandhoff disease 19.9.3
Sanfilippo syndrome, type A 18.3
Sanfilippo syndrome, type B 18.4
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Sanfilippo syndrome, type C 18.5
Sanfilippo syndrome, type D 18.6
Santavuori disease 22.4.1
Saposin B deficiency 22.3.3
Sarcosine dehydrogenase deficiency 3.10
Scheie syndrome 18.1b
Schindler disease 19.7.1
Segawa disease 1.6
Sepiapterin reductase deficiency 1.7
Short-chain 3-hydroxy-acyl-CoA dehydrogenase deficiency 14.9
Short-chain acyl-CoA dehydrogenase deficiency 14.7
Sialic acid storage disorder 22.5
Sialidosis 19.4
Sialin deficiency 22.5
Sialolipidosis 19.12
Sialuria 22.6
Sly syndrome 18.10
Smith-Lemli-Opitz syndrome 30.5
Sodium dependent glucose transporter 1 defect 16.1
Sodium dependent glucose transporter 2 defect 16.2
South African porphyria 31.6
Sphingolipid activated protein deficiency 19.13.4
Sphingomyelinase deficiency 19.14
StAR deficiency 29.1
Sterol 27-hydroxylase deficiency 32.3
Succinate dehydrogenase deficiency 27.11
Succininc semialdehyde dehydrogenase deficiency 3.4
Succinyl-CoA:3-oxoacid-CoA transferase deficiency 14.13
Sulfite oxidase deficiency (combined) 10.5/23.3
Sulfite oxidase deficiency (isolated) 10.4
Swedish porphyria 31.2
Systemic carnitine deficiency 14.1

T
Tauri disease 15.14
Tay-Sachs disease 19.9.1
Testicular feminization syndrome 29.14
Tetrahydrobiopterin deficiency 1.2–1.7
Thiopurine methyltransferase deficiency 23.9
Thymidine phosphorylase deficiency 23.12
Transcobalamin II deficiency 10.10
Tricho-hepato-enteric syndrome 33.5.4
Trimethylaminuria 35.1
Tripeptidyl peptidase I deficiency 22.4.2
Tryptophan-2,3-dioxygenase deficiency 12.4
Tryptophanuria 12.4
Tyrosine aminotransferase deficiency (cytoosolic) 4.2
Tyrosine hydroxylase deficiency 2.1
Tyrosinemia type I 4.1
Tyrosinemia type II 4.2
Tyrosinemia type III 4.3
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U
UDPGal-4-epimerase deficiency 15.3
UDP-N-acetylglucosamine 2-epimerase deficiency 22.6
UMP hydrolase deficiency 23.11a
UMP hydrolase superactivity 23.11b
UMP synthase deficiency 23.10
Ureidopropionase deficiency 23.15
Urocanase deficiency 5.2
Urocanic aciduria 5.2
Uro-cosynthase deficiency 31.3
Uroporphyrinogen-III-synthase deficiency 31.3

V
Van Bogaert Bertrand disease 8.6
Variegate porphyria 31.6
VDAC 27.22
Very long-chain acyl-CoA dehydrogenase deficiency 14.5
Vitamin B12-binding protein deficiency 10.10

W
Wilson disease 33.1

X
X component of pyruvate dehydrogenase complex deficiency 27.5
Xanthine dehydrogenase deficiency 10.5/23.3
Xanthine oxidase deficiency 10.5/23.3
X-linked adrenoleukodystrophy 25.8

Z
Zellweger syndrome 25.1
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