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Alstrom Syndrome

Arthrogryposis, renal tubular dysfunction, andcholestasis, ARC syndrom

Cowden syndrome

Dent diseases

Glucose transporter typel(GLUT1) deficiency

KID sydrome (Keratitis—ichthyosis—deafness)

Kabuki syndrome

Stiff-man syndrome (Moersch-Woltman syndrome)

Gorham-Stout disease(GSD)

10

Campomelic dysplasia

11

Multiple epiphyseal dysplasia, MED

12

Epidermolysis bullosa simplex

13

Denys-Drash syndrome

14

Craniometaphyseal dysplasia

15

Rasmussen's encephalitis

16

Langer-Giedion syndrome

17

Miller-Dieker syndrome

18

Congenital amegakaryocytic thrombocytopenia

19

Alagille syndrome

20

Alexander disease

21

Antley-Bixler syndrome

22

Congenital Ichthyosis

23

Erdheim—Chester disease

24

Intestinal lymphangiectasia

25

Joubert syndrome

26

Gitelman Syndrome

27

Canavan disease

28

=

Cadasil

29

Currarino syndrome

30

Cronkhite-Canada syndrome, CCS

31

tufting enteropathy (interstinal epithelial dyspalsia)

32

Parry-Romberg disease (Progressive hemifacial atrophy)

33

Epidermolytic hyperkeratosis(congenital bullous ichthyosiform erythroderma)

34

Fraser syndrome

35

Hay-Wells syndrome (Ankyloblepharon-ectodermal defects)

36

Allan-Herndon-Dudley syndrome

37

Wolf-Hirschhorn syndrome

38

Pallister — killian syndrome

39

Cohen Syndrome

40

Progressive familial intrahepatic cholestasis

41

Schwachman-Diamond syndrome

42

Adult-onset leukoencephalopathy with axonal spheroids and pigmented glia

43

Congenital hyperinsulinaemia

44

Familial hypercholesterolemia homozygote

45

Iron-refractory iron deficiency anemia

46

Haddad Syndrome

47

Pseudohypoparathyroidism

48

Pearson Syndrome

49

Incontinentia Pigmenti

50

3MC(Malpeuch, Maichels, Mingarelli, Carnevale) Syndrome

51

Walker-Warburg Syndrome

52

[>

Coffin Siris Syndrome

53

Alternating Hemiplegia of Childhood

54

Schinzel Giedion Syndrome

55

Mowatt-Wilson Syndrome

56

Congenital Central Hypoventilation Syndrome

57

1p36 Microdeletion Syndrome

58

Childhood ataxia with central nervous system hypomyelination
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59

Hypermanganesemia with Dystonia

60

2q11 Microduplication Syndrome

61

Distal 10g Trisomy Syndrome

62

15%2t11.2 O] A| Z

15q11.2 Microdeletion Syndrome

63

Goldberg Sprintzen Syndrome

64

Aicardi-Goutieres Syndrome

65

CARASIL syndrome(Cerebral Autosomal Recessive Arteriopathy with Subcortical Infarcts and Leukoencephalopathy)

66

Congenital Short Bowel Syndrome

67

Atypical mycobacteriosis, familial, x-linked

68

Antithrombin deficiency

69

Protein C deficiency

70

Protein S deficiency

71

Acrodermatitis enteropathica

72

o—1-Antitrypsin deficiency

73

Congenital systemic lipodystrophy

74

Eales” disease

75

Ocular motor apraxia, Cogan type

76

Catecholaminergic polymorphic ventricular tachycardia

77

Dentinogenesis imperfecta

78

Congenital rubella syndrome

79

Lissencephaly

80

Cerebellar agenesis

81

Lenz microphthalmia syndrome

82

x-linked juvenile retinoschisis

83

Wyburn Mason syndrome

84

Meckel syndrome

85

Cleidocranial dysostosis

86

Metaphyseal chondrodysplasia, Schmid type

87

Pseudoachondroplastic dysplasia

88

Lamellar ichthyosis

89

Ectodermal dysplasia (anhidrotic)

90

Beckwith-Wiedemann syndrome

91

Trisomy 10p

92

18q monosomy; (distal) 18q deletion syndrome

93

Collagen alphal(lV) chain related disorders

94

DYRK1A syndrome

95

KBG syndrome

96

Kleefstra syndrome

97

Pelizaeus— Merzbacher disease

98

Short stature, optic atrophy and Pelger-Huét anomaly syndrome

99

ol

Familial candidiasis type 2

100

Gorlin syndrome

101

Goltz syndrome

102

Rabson—-Mendenhall syndrome, Leprechaunism

103

Leber hereditary optic neuropathy

104

Loeys-Dietz syndrome

105

ROHHAD syndrome

106

Meier-Gorlin syndrome

107

Aniridia— cerebellar ataxia-mental deficiency

108

Birt-Hogg—Dube syndrome

109

Wolfram syndrome

110

Inclusion body myositis

111

IPEX syndrome

112

Geleophysic dysplasia

113

Coffin-Lowry Syndrome

114

Cryopyrin associated periodic (fever) syndrome

115

Idiopathic pulmonary hemosiderosis

116

Diffuse pulmonary lymphangiomatosis

117

Potocki-Lupski syndrome

118

Floating harbor syndrome

119

Pitt-Hopkins syndrome

120

SR-HU 5%

F

Hadju-Cheney syndrome
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121

Vici syndrome

122

Hereditary chronic pancreatitis

123

Congenital hepatic fibrosis

124

Congenital chloride diarrhea

125

Congenital Zika syndrome

126

Paroxysmal kinesigenic dyskinesia

127

Episodic ataxia type 2

128

Orbital lymphangioma

129

Chronic progressive external ophthalmoplegia

130

Deletion 11p13(WAGR syndrome)

131

Disital deletion 11g(Jacobsen syndrome)

132

813 micro deletion syndrome (Mesomelia—synostoses syndrome)

133

Emanuel syndrome
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