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BR XX 5 5

#F
22q11.2 deletion syndrome 114
5p deletion syndrome 58

A

Acute respiratory distress syndrome (ARDS)
40

Addison disease 9

Alice in Wonderland syndrome 137

Alport syndrome 12

Ankylosing spinal hyperostosis 134

Anterior-inferior cerebellar syndrome 88

Aortitis syndrome 97

Apert syndrome 11

Arnold-Chiari syndrome (malformation) 7

Ataxia telangiectasia 169

ATR-X syndrome 22

Auriculotemporal syndrome/gustatory

sweating syndrome 138

B

Basal cell nevus syndrome 54

Behget's disease 144

Bouillaud syndrome 168
Branchio-oto-renal (BOR) syndrome 59

C

Carpenter syndrome 29
Castleman syndrome 38
Cat cry syndrome 58
Cavernous sinus syndrome (CSS) 30,132
Cerebral gigantism 93
Cervico-oculo-acoustic syndrome 16
CHARGE syndrome 100
Charlin syndrome 68
Chiasmal syndrome 64
Cockayne syndrome 56
Cogan syndrome 53
Cohen syndrome 52
Congenital cytomegalovirus syndrome 89
Congenital rubella syndrome (CRS) 91
Congenital toxoplasmosis 90
Crocodile tears syndrome 175
Crouzon syndrome 48
Cryopyrin-associated periodic syndrome

45
Cushing’s syndrome 42

D

Dandy-Walker syndrome 99
Dejerine syndrome 104
DIDMOAD syndrome 20

Down syndrome 95
E

Eagle syndrome 14

EEC (ectrodactyly-ectodermal dysplasia-cleft-
ing) syndrome 13

Ehlers-Danlos syndrome 23

Epstein syndrome 24

F

Familial adenomatous polyposis 28
First bite syndrome 127

Fisher syndrome 131

Foix syndrome 132

Forestier syndrome 134

Fragile X syndrome (EXS) 87
Freeman-Sheldon syndrome 143
Frey syndrome 138

Friedreich ataxia 141

G

Garcin syndrome 34

Gardner syndrome 28

Gilles de la Tourette syndrome 106

GMI1 gangliosidosis 61

Goldenhar syndrome 55

Gorlin syndrome 54

Gradenigo syndrome 44

Granulomatosis with polyangiitis 97
Greig cephalopolysyndactyly syndrome 49

Guillain-Barré syndrome 41

H

HDR syndrome 21

Heerfordt syndrome 146

Hereditary hemorrhagic telangiectasia 26

Horner syndrome 151

HPRT deficiency 171

Hunt syndrome 123

Hunter syndrome 122

Hutchinson-Gilford Progelia syndrome
(HGPS) 118

Hypereosinophilic syndrome 108

[-J

Immune thrombocytopenia 158

Infectious mononucleosis-like syndrome
105

Jervell and Lange-Nielsen Syndrome 65

K

Kabuki syndrome 32

Kallmann syndrome 35
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Kartagener syndrome (primary ciliary dyski-
nesia, immotile cilia syndrome) 94
Kasabach-Merritt syndrome (KMS) 31
Kawasaki disease 36
Keratitis-ichtyosis-deafness syndrome 50
Klinefelter syndrome 43
Klippel-Feil syndrome 47
Klippel-Trénaunay-Weber syndrome 46

L

Landau-Kleffner syndrome (LKS) 166
Langerhans cell histiocytosis (LCH) 164
Lateral pontmedullary syndrome 90
Lermoyez's syndrome 172

Lesch-Nyhan syndrome 171

Locked-in syndrome 109

Louis-Bar syndrome 169

Lyell's syndrome 161

M

Marfan syndrome 154

McCune-Albright syndrome 152

Medial medullary syndrome 104

Melkersson-Rosenthal syndrome 157

Mendelson’s syndrome 159

Mikulicz syndrome (Mikulicz disease) 155

Miller Fisher syndrome 131

MLF (medial longitudinal fasciculus)
syndrome 25

Mbbius syndrome 156

Mucopolysaccharidosis type IS~ 66

Mucopolysaccharidosis type I 122

Multiple endocrine neoplasia type 2A 98

N

Nager syndrome 112

Nance-Sweeney syndrome 113
Naso-ciliary neuralgia 68

Neonatal progeroid syndrome 81
Neonatal respiratory distress syndrome 80
Neurofibromatosis 79

Noonan syndrome 116

Norman-Landing syndrome 62

o

Obesity hypoventilation syndrome 125
Opitz syndrome 27

Orbital apex syndrome 37

Osler disease 26

Osteogenesis imperfecta 57

Oto-palato-digital syndrome (OPD) 63
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P

121
Paraneoplastic neurologic syndrome (PNS)

149

Pancoast syndrome

120
117
148
147

Pickwickian syndrome

Parinaud syndrome
Parkinson syndrome
Pendred syndrome
Perrault syndrome
125
124
Plummer-Vinson syndrome
139
Primary chronic adrenocortical insufficiency

9

Pierre Robin syndrome
140
Prader-Willi syndrome

Primary ciliary dyskinesia (PCD) 92
Progeria of the adult 17

R

170
Relapsing polychondritis 60
Rendu-Osler-Weber syndrome (Osler dis-

ease, hereditary hemorrhagic telangiectasia)

Raynaud syndrome

26
Respiratory distress syndrome of newborn
82

Reye syndrome 162

S

Scheie syndrome 66
Schmidt syndrome 72
Shy-Drager syndrome 67

Sideropenic dysphagia 140
Silver-Russel syndrome 78
Sinobronchial syndrome 136

Sipple syndrome 98

Sjogren’s syndrome 62

Sleep apnea syndrome 83

Sotos syndrome 93
Stevens-Johnson syndrome 85
Stickler syndrome 86
Sturge-Weber syndrome 84

115

Superior cerebellar artery syndrome 76

Sudden infant death syndrome

Superior orbital fissure syndrome 74

Sweet disease (Sweet syndrome) 82

T

Takayasu arteritis 96
Telecanthus-hypospadias syndrome 27
111

161

Tolosa-Hunt syndrome
Toxic epidermal necrolysis
107

Treacher Collins syndrome

Toxic shock syndrome
110
Trisomy 13 syndrome 72
Trisomy 18 syndrome 74

I IETASH

Tuberous sclerosis complex 51

Turner syndrome 94
u-v

Usher syndrome 10
Vagoaccessory syndrome 72
Van der Woude syndrome 130
VATER syndrome (VATER association)
128
Vernet syndrome 19
133
von Hippel-Lindau (VHL) disease 135

W

Vogt-Koyanagi-Harada disease

Waardenburg syndrome 174
Wagner syndrome 173
Wallenberg syndrome 176

Wegener's granulomatosis 97
Werner syndrome 17
Wernicke-Korsakoff syndrome 18
143

Wiedemann-Rautenstrauch syndrome 81

Whistling face syndrome
Wildervanck syndrome 16

Wolfram syndrome 20

z

102

Zinc deficiency syndrome 8

Zellweger syndrome

98 % 55 (2026 HEHETIS) 191
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