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Angioedema, hereditary

Aniridia

Aniridia cerebellar ataxia mental deficiency

Antithrombin |1l deficiency

Antley bixler syndrome

Aplasia cutis congenita

Autoimmune polyendocrine syndrome Type ||

Baller Gerold syndrome

OO I NS~ —

Bannayan Riley Ruvalcaba syndrome

o

Bardet Bied| syndrome

—_
—_

Barth syndrome

nNo

Bartter's syndrome

w

Batten disease

=

Beals syndrome

o

Beckwith Wiedemann syndrome

»

Best vitelliform macular dystrophy

~

Binswanger 's disease

oo

Bjornstad syndrome

<o}

Bladder exstrophy—-epispadias—cloacal exstrophy complex

N
(]

Blepharophimosis, ptosis, epicanthus inversus syndrome

N

Blepharospasm, benign essential

N
N

Bloom syndrome

N
w

Bor jeson syndrome

NS)
~

Bowen Hutterite syndrome

N
o1

Branchio oculo facial syndrome
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26 Branchio oto renal syndrome

27 Campomel ic syndrome

28 Camurati engelmann disease

29 Canavan disease

30 CHARGE syndrome

31 Paroxysmal nocturnal haemoglobinuria

32 Evans' syndrome

33 Vitamin-O-resistant rickets

34 Progressive supranuclear ophthalmoplegia[Steele-Richardson-0lszewski disease]

35 Senile macular degeneration(atrophic, exudative)

36 Primary pulmonary hypertension

37 Spondy loepiphyseal dysplasia, congenita

38 Tuberous sclerosis

39 Deletion of short arm of chromosome 5

40 Rheumatoid vasculitis

41 Adult-onset Still's disease

42 Rickets, active

43 Disorders of phosphorus metabol ism

44 Cicatricial pemphigoid

45 Agyria

46 Klinefelter's syndrome karyotype

47 Pyle's syndrome

48 Sturge-Weber (-Dimitri) syndrome

49 Rheumatoid carditis

50 Autoimmune hepatitis

51 18p monosomy

52 18 monosomy

53 Aggressive fibromatosis(Desmoid tumor)

54 Benign focal amyotrophy

55 Benign neoplasm of pituitary gland

56 Brugada syndrome

57 CADASIL(Cerebral autosomal dominant arteriopathy with subcortical infarcts
and leucoencephalopathy)

59 Congenital hypothyroidism

60 Dentatorubro-pallidoluysian atrophy (DRPLA)

61 Ectodermal dysplasia

62 Ellis-Van Creveld Syndrome

63 Familial adenomatous polyposis

64 Fatty acid: Medium chain acyl-CoA-dehydrogenase

65 Fibrodysplasia ossificans progressiva(FOP)
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67 Fragile X syndrome

68 Gangliosidoses & Lipid: Metachromatic leukodystrophy

69 Gangliosidoses & Lipid: Niemann-Pick disease

70 Gangliosidoses & Lipid: Tay-Sachs disease

71 Goltz" ' s syndrome

72 Hereditary nonpolyposis colorectal cancer

73 Holt-Oram syndrome

74 Idiopathic pulmonary fibrosis: IPF

75 Jeune syndrome

76 Joubert syndrome

77 Kl ippel-Trenaunay-Weber

78 Kniest dysplasia

79 Lennox—-Gastaut syndrome

80 LHON(Leber hereditary optic neuropathy)

81 Lowe syndrome

82 Malignant melanoma

83 MEFAS(MItoohondrial encephalomyopathy, lactic acidosis, and stroke-like
episodes)

84 Meniere's syndrome

85 MERRF (Myoclonic epilepsy associated with ragged red fibers)

86 Mitochondrial respiratory complex | defect

88 Paget disease

89 Peutz Jeghers syndrome

90 Pfeiffer syndrome

91 Hemochromatosis

92 Menkes disease

93 Willson disease

94 Purine & pyrimidine: Lesch-Nyhan disease

95 Rubinstein-Taybi syndrome

96 Schwartz Jampel syndrome

97 Smith-Magenis syndrome

98 Sotos syndrome

99 Kennedy disease

100 Spinocerebellar ataxia

101 Stickler syndrome

102 Subacute myelo-optic neuropathy : SMON

103 Tourette syndrome

104 Trisome 21 (Down syndrome)

105 Urea cycle: Citrullinemia

106 Urea cycle: Ornithine-transcarbamylase deficiency
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107 VACTEL association

108 Vogt-Koyanagi—Harada syndrome

109 von Hippel-Lindau syndrome

110 Waardenburg syndrome

111 Williams syndrome

112 Wol f-Hirschhorn syndrome

113 XXX syndrome

114 XYY syndrome

119 Caroli disease

122 Coffin Lowry syndrome

125 Cohen syndrome

127 Conradi Hunermann syndrome

128 Costel lo syndrome

130 Cronkhite—canada syndrome

132 Cutis marmorata telangiectatica congenita
136 Cytochrome ¢ oxidase deficiency

137 Dandy Walker malformation

139 Dejerine Sottas disease

144 Dextrocardia with situs Inversus

147 Drash syndrome

148 Duane syndrome

149 Dubin Johnson syndrome

152 Dyggve Melchior Clausen Syndrome

153 Dyschondrosteosis(Leri-Weill dyschondrosteosis)
161 Erythromelalgia

163 Ewing's sarcoma

164 Exostoses, Multiple

166 Familial juvenile hyperuricemic nephropathy
167 Familial lipoprotein lipase deficiency
168 Farber's disease

175 Fraser syndrome

180 Fryns syndrome

182 Gardner syndrome

183 Gerstmann syndrome

189 Greig cephalopolysyndactyly syndrome
191 Hal lermann Streiff syndrome

193 Hay-Wells syndrome

196 Human HOXA1 syndromes

198 Infantile neuroaxonal dystrophy

_18_




199 Jackson-Weiss syndrome

202 Jervell and Lange-Nielsen syndrome

205 Kabuki make-up syndrome

207 Kearns Sayre syndrome

209 Keratitis ichthyosis deafness syndrome

210 Kikuchi's disease

212 Klippel-Feil syndrome

214 Kufs disease

217 Larsen syndrome

218 Lenz Microphthalmia syndrome

219 LEOPARD syndrome

224 Machado—-Joseph disease (spinocerebellar ataxia |11)
225 Maffucci syndrome

226 Marinesco Sjogren syndrome

227 May Hegglin anomaly

228 Metaphyseal chondrodysplasia, Schmid type

229 Mecke!| syndrome

230 Mediterranean fever, familial

231 Meige syndrome

234 Miller syndrome

235 Mowat-Wilson syndrome

236 Mulibrey Nanism syndrome (Perheentupa syndrome)
241 Norrie syndrome (Norrie disease)

242 Pelizaeus Merzbacher brain sclerosis (Pelizaeus-Merzbacher syndrome)
245 Refsum disease

246 Reye syndrome

247 Thyroid hormone resistance syndrome

248 Rober ts syndrome

249 Sly syndrome

251 Townes Brocks syndrome

252 Usher syndrome

254 WAGR syndrome

255 Waldenstrom's macroglobulinemia

257 Walker Warburg syndrome

261 Weill Marchesani syndrome

264 Werner syndrome

266 West syndrome (infantile spasm syndrome)

269 Wiedemann Rautenstrauch syndrome (neonatal progeroid syndrome)
271 Wilms" tumor
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272 Winchester syndrome
274 Wolff parkinson white syndrome
275 Wolfram syndrome
276 Xeroderma pigmentosum
279 Zel lweger syndrome
AMCRD—1 Alagille syndrome
AMCRD-2 ARC syndrome (arthrogryposis, renal tubular dysfunction, and cholestasis)
AMCRD-3 Currarino syndrome
AMCRD-4 HHH syndrome (Hyperammonemia—hyperornithinemia—homocitrullinuria syndrome)
AMCRD-5 LCAHD (Long-chain 3-hydroxyacy|-coenzyme A dehydrogenase deficiency)
AMCRD-6 Maroteaux-Lamy syndrome
AMCRD-7 Steroid sulfatase deficiency
AMCRD-8 Protein losing enteropathy
AMCRD-9 Secretory diarrhea
AMCRD-10 Spondy loepiphyseal dysplasia, tarda
AMCRD-11 Osteopathia striata cranial sclerosis
CDCRD-1 Autoimmune thyroiditis
CDCRD-2 Balo disease (Balo concentric sclerosis)
CDCRD-3 Banti's syndrome (idiopathic portal hypertension)
2) 2 SHUXLEES M2t dF
o FBHCZ F 462 =W ME2IHIJF 2 UM HOHSHH DA,
o MEPUEY M2IIe 22X
Az U= HdE2 = 2=
2 0FE A E 0t 21 3 45.7 %
LH 1t 6 & 13.0 %
&1 F 53 10.9 %
| = 1t 3 g 6.5 %
&4 19 4.3 %
oIBF Q| f 1 9 2.2 %
A 2t 2 & 4.3 %
&1 Z 2 1 193 2.2 %
AHE O 19 2.2 %
O 1t 2 & 4.3 %
Olglel =1t 13 2.2 %
gEARS 1t 13 2.2 %
&I AL S 1t 19 2.2 %
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