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The field of pediatric Neurometabolic Disorders discuss about diagnosis and treatment in children with
metabolic disorders, including:
Central nervous system white matter disorders (leukodystrophies)
Disorders of aminoacids
Disorders of organic acid metabolism
Disorders of Lysosomal storage diseases
Mitochondrial disorders
In the past three seminars we discussed about Organic academia, Lysosomal disorders and mitochondrial
diseases.
In this seminar our lectures will be about Leukodystrophies, a group of neurometabolic disorders that
affect the growth or maintenance of white matter or myeline and manifest with motor and cognition
impairment.
The prevalence of genetic leukodystrophies is about 2/10 000 in Europe. Because consanguineous
marriage is more common in iran we expect more cases in our country.
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Iranian registry of neurometabolic patients
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1. Mitochondrial dysfunction(SCAD) Whole Exome Sequencing
2. Combined oxidation phosphorylation Whole Exome Sequencing

deficiency 6 (cow check syndrome)

3. Pyruvate Dehydrogenase deficiency Whole Exome Sequencing

4. NOTCHS3(Cerebral artropathy with Whole Exome Sequencing
subcortical infarcts and
leukoencephalopathyl)

5. glucose transporterl deficiency Whole Exome Sequencing+
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6. Thiamine Responsive Megaloblastic Whole Exome Sequencing
Anemia(TRMA Anemia)
7. HIBCH deficiency Whole Exome Sequencing
8. Ethylmalonic encephalopathy (EE) Whole Exome Sequencing
9. Dihydropyrimidine dehydrogenase deficiency | Whole Exome Sequencing
10. GM1 gangliosidosis type 11 (Juvenile) Whole Exome Sequencing
11. Juvenile GM1 gangliosidosis Whole Exome Sequencing
12. Hyperornithinemia-hyperammonemia- Whole Exome Sequencing
homocitrullinuria syndrome (HHH)
13. Mitochondrial cytochrome c oxidase (COX) Whole Exome Sequencing
deficiency
14. oxothiolase deficiency Whole Exome Sequencing
15. Tyrosinemia Whole Exome Sequencing +HPLC
16. Ataxia with Oculomotor Apraxia Type 1 Whole Exome Sequencing
(AOCA1) ) )
Direct sequencing
17. 3-Methylglutaconic aciduria (MGA) Whole Exome Sequencing
18. Succinate Dehydrogenase Deficiency Whole Exome Sequencing +MRS
19. Leighsyndrome Whole Exome Sequencing +MRS+ Leigh
syndrome
20. Glutaric aciduria type | Urine organicaciduria + Whole Exome
Sequencing
21. Zellweger Whole Exome Sequencing
22. Canavan Whole Exome Sequencing +MRS
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23.

Propionic acidemia

Whole Exome Sequencing

+Urine organicaciduria Yu

24,

Alfa-Mannosidosis

Whole Exome Sequencing

25.

Mitochondrial encephalomyelopathy,lactic
acidosis,and stroke-like episodes(MELAS)

Whole Exome Sequencing+ MRI

26.

Maple syrup urine disease(MSUD)

Whole Exome Sequencing +HPLC

217.

Mitochondrial acetoacetyl-CoA thiolase(3-
oxothiolase)deficiency

Whole Exome Sequencing

28.

Multiple carboxylase deficiency
/holocarboxylase synthetase deficiency

Whole Exome Sequencing +Enzyme assay

29.

Multiple sulfatase deficiency

Whole Exome Sequencing +Enzyme assay

30.

Metachromatic leukodystrophy(MLD)

Whole Exome Sequencing+ Enzyme assay

31. Galactosialidosis Whole Exome Sequencing +Enzyme assay
32. Fucosidosis Whole Exome Sequencing
33. Wolman disease Whole Exome Sequencing

34.

Krabbe disease

Whole Exome Sequencing +Enzyme assay

35.

Niemann-pick type C disease

Whole Exome Sequencing

+509 biomarker

36.

Gaucher disease

Whole Exome Sequencing +Enzyme assay

37.

GM2 activator deficiency

Whole Exome Sequencing +Enzyme assay

38.

Sandhoff disease

Whole Exome Sequencing +Enzyme assay

39.

Tay-sachs disease

Whole Exome Sequencing +Enzyme assay
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40.

GML1 gangliosidosis type | (Infantile)

Whole Exome Sequencing +Enzyme assay

41.

Fabry disease

Whole Exome Sequencing +Enzyme assay

42.

Mevalonic aciduria

Whole Exome Sequencing +Enzyme assay

43.

Familial hypercholesterolemia

Whole Exome Sequencing +Colestrol

44,

Mucolipidosis Il

Whole Exome Sequencing +Enzyme assay

45,

I-cell disease/mucolipidosis Il

Whole Exome Sequencing +Enzyme assay

46.

Maroteaux-Lamy
disease/mucopolysaccharidosis VI

MPS < 3 130 (o

Whole Exome Sequencing +

47.

Morqguio syndrome/mucopolysaccharidosis
type IV

MPS < 3 13 (o

Whole Exome Sequencing +

48.

Sanfilippo disease

MPS g 3 1) g

Whole Exome Sequencing +

49,

Hunter disease

MPS g 3 1) g

Whole Exome Sequencing +

50.

Scheie and Hurler-Scheie diseases

MPS&ga 3 1) (o

Whole Exome Sequencing +

51.

Hurler disease

MPS < 3 13 (o

Whole Exome Sequencing +

52.

Menkes disease

el sl g s 9 a e ua g ) o)

Whole Exome Sequencing +

53.

Hartnup disease

Sl S8 ) g 3 I gy

Whole Exome Sequencing +

54.

Cystinosis

Whole Exome Sequencing +HPLC

55.

Cystinuria

Whole Exome Sequencing +HPLC_/_a
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56. Orotic aciduria

D108 s A S

57. Lesch-Nyhan disease and variants

Whole Exome Sequencing

58. Neonatal adrenoleukodystrophy

Whole Exome Sequencing + vicfa

59. Adrenoleukodystrophy

Whole Exome Sequencing + vicfa

60. glutaric aciduria type Il

Whole Exome Sequencing + 4liac (s s

61. Glycogenosis type Il /Pompe

Whole Exome Sequencing +Enzyme
assay

62. Glycogenosis type | - Von Gierke disease

Whole Exome Sequencing + Enzyme assay

63. Glycogen storage diseases

Whole Exome Sequencing + 4liac i su

64. Galactosemia

Whole Exome Sequencing + Enzyme assay

65. The mitochondrial DNA depletion

syndromes

Whole Exome Sequencing

66. Pearson syndrome

Whole Exome Sequencing+MRS

67. Keans-Sayre syndrome

Whole Exome Sequencing

68. Neurodegeneration.ataxia,

and retinitis pigmentosa(NARP)

Whole Exome Sequencing

69. Myoclonic epilepsy and ragged red fiber

(MERRF)disease

Whole Exome Sequencing

70. Deficiency of the pyruvate dehydrogenase

complex

Whole Exome Sequencing

71. Fructose-1,6-diphosphatase deficiency

Whole Exome Sequencing + ) )3 )5S 58

72. Pyruvate carboxylase deficiency

Whole Exome Sequencing

73. 3-Hydroxy-3-methylglutarylCoA lyase

deficiency

Whole Exome Sequencing
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74.

Short-chain acyl CoA dehydrogenase

deficiency

Whole Exome Sequencing

75.

Long chain L-3-hydroxyacyl CoA
dehydrogenase-

(trifunctional protein deficiency)

Whole Exome Sequencing

76.

Very long chain acyl CoA

dehydrogenase deficiency

Whole Exome Sequencing

77.

Carnitine palmitoyl transferase Il

deficiency,late onset

Whole Exome Sequencing

78. Carnitine palmitoyl transferase | Whole Exome Sequencing
deficiency
79. Carnitine transporter deficiency Whole Exome Sequencing

80. Glutamine synthetase deficiency Whole Exome Sequencing

81. Lysinuric protein intolerance Whole Exome Sequencing

82. Hyperornithinemia Whole Exome Sequencing

83. Argininemia Whole Exome Sequencing+HPLC

84. Argininosuccinic aciduria Whole Exome Sequencing + Enzyme assay

85.

Citrullinemia

Whole Exome Sequencing+HPLC

86.

Carbamylphosphate synthetase deficiency

Whole Exome SequencingtHPLC

87.

Ornithine transcarbamylase deficiency

Whole Exome Sequencing+tHPLC

88.

Nonketotic hyperglycinemia

Whole Exome Sequencing+HPLC

89.

Hyperphenylalaninemia

Whole Exome SequencingtHPLC

90.

Homocystinuria

Whole Exome SequencingtHPLC
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