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.0 00000 (Citrullinemia)

.0000-000000 (Crigler—Najjar syndrome)

. 000000 (Galactosemia)

.000D0000 (Glutaric acidemia)

. 00000 (Glycogen storage disease)

. 000000 (Hypophosphatasia)

.00000 acyl-CoAD I DODO 00O (Long chain 3—hydroxy acyl-CoA
dehydrogenase deficiency)

8. 000000 (Maple syrup urine disease)

9. 000 000 (Menkes syndrome)

10. 0000 000000 (Nonketotic hyperglycinemia)

11. 000 0000000 00 000 00004 (Persistent hyperinsulinemic

hypoglycemia of infancy)

N o b~ WODN B

12.00 00 0000 O0 (Severe combined immunodeficiency disorder)
13. 0 0 O (Wolman disease)

14. 000 000 (Zellweger peroxisome syndrome)

15. 0000000 0000 (Ataxia telangiectasia)

16. 0 0 00 O 0O (Mucopolysaccharidosis)

17. 000 0O (Osteopetrosis)

18. 00 000 (Rett syndrome)

19. 0 0 0 0 O (Osteochondroma)

20. 0000 0000 (Rhizomelic chondrodysplasia punctata)

21. 000 (Albinism)

22. 000 000 (Alagille syndrome)

23. 000 00000 (Hereditary fructose intolerance O O Aldolase A deficiency)
24. 00-00000 (a-thalassemia)

25. 0 00O (Canavan disease)

26.0000 00000 (Ceroid lipofuscinosis O 0 Batten disease)

27. 000 0000 (Congenital disorder of glycosylation)

28. 000 000 0OOO(Cosman—cyclic neutropenia)

29. 000000 (Cystinosis)

30.000-000 000 (Denys-Drash syndrome)

31.GM1 00000000 (GM1 gangliosidosis)



32.
33.
.000 00004 (Hyper IgM syndrome)
35.
36.
37.
38.
39.
40.

41.
42.
43.
.00000 0000 (Cleidocranial dysplasia)
45.
46.
47.
48.
49.
50.
51.
52.
53.
. 0000 (Best disease O O Vitelliform macular dystrophy)
55.
56.
57.
58.
59.
60.
61.
62.
63.
.000 000 0oOd(Treacher Collins syndrome)
65.

00 000000 oooo oo 85

O00000-0000 (Hallervorden—Spatz disease)
0 0 0 (Hydrocephalus : X-linked L1CAM)

000000 O(Mucolipidosis O)

NEMO 0O 0O 0 O (NEMO immunodeficiency)

00000 (Pulmonary hypertension)

O0-000 0000 (Actin—Nemaline myopathy)

O0-10000 000 (Alpha-1 antitrypsin deficiency)

000 00000 DO0OO(Childhood ataxia with central nervous system
hypomyelination)

000 0000 004 (Congenital Finnish nephrosis)

000 OO0 (Apert syndrome)

000 00 (Choroideremia)

000 OO0 (Cockayne syndrome)

000 DODO 00000 (Congenital erythropoietic porphyria)
000 OO0 0000 (Desmin storage myopathy)

0000 00000 (Epidermolytic hyperkeratosis)

000000 0000 (Friedreich’ s ataxia)

000 000 (Glycine encephalopathy)

000 000 000000 (Hereditary hemmorrhagic telangiectasia)
00000 0OO0000 O MHemophagoceytic lymphohistiocytosis)
000 000 000 (Leber retinal congenital amaurosis)

00 OO0 (Noonan syndrome)

0 0 O (Norrie disease)

O- 0- 00- 00 O000 Oculodentodigital dysplasia)

000 OO (Optic atrophy 1)

00 000 (Periventricular heterotopia)

000 000 (Pfeiffer syndrome)

000000 (Sacral agenesis syndrome O 0 Currarino syndrome)
OO00-00-000 000 (Smith—Lemli-Opitz syndrome)

OO0 0000 0000 (Spindylo—epiphyseal dysplasia congenita)

000000 000 (Waardenburg syndrome)
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66.
67.
68.
69.
70.

71.
72.
73.
74.
75.
76.

000 0000 (Hereditary angioedema)

000 0000 (Hereditary deafness)

O000-00000 000 @lackfan-Diamond syndrome)

0000 000 00 (Hypokalemic periodic paralysis)

X-00O0 000:00000 0000 000 @EK-linked ichthyosis: Steroid
sulfatase deficiency)

000 000 (Congenital harlequin ichthyosis)

000 D00 O (Hereditary lymphedema)

000 000 000 (Pachyonychia congenita)

00 0000 00000 (Pseudohypoparathyroidism)

O0-000 000 Baller-Gerold syndrome O 0 Saethre—Chotzen syndrome)
000 D000 (West syndrome)
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