a2y Y s lan Al ENBILITE PN =
1 |[Achondroplasia L3Sl 5 il Q77.4
2 |Acromegaly ACOPEN E22.0
3 |Acute hemorrhagic edema infancy CHRE) JSad a5 2t P83.3
4 |Addison O s E27.1
5 |Adrenoleukodystrophy (8 i S ol 53 53 E71.30
6 |Agammaglobulinemia Leaiad 53 sKLS D80.1
7 |Albinisme il E70.30
8 |Alkaptonuria ol )l Al (5 lan E70.20
9 |Alopecia (universal or totalis ) (U5 b Jl ) s ) (s L63.0
10 |Aminoaciduria Ly sl il E72.00
11 |Amyloidosis D9 shaal E85.9
12 |[Amyotrophic Lateral Sclerosis(ALS) adsh Al s lsl G12.20
13 |Apert syndrome(Acrocephalosyndactyly type 1) Sl a g i Q87.00
14 |Arthrogryposis o sm Rl Q68.8
15 [bartter s syndrome DAL p i E26.8
16 |Bladder exstrophy 4ilia 85 Sl Q64.1
17 [Charcot marie tooth disease paralysic or syndrome (CMT)&s8 sl SO G60.00
18 |Common variable immunodeficiency Ayl el palti (5 lan D83.9
19 [Congenital dyserythropoietic anemia Sefbagy 5oh0) o 53 e el D64.4
20 |Creutzfeldt- jakob disease or syndrome (CID)s & Osin A81.0
21 |[Cryoglobulinemia i) s gl S D89.1
22 |Cutis laxa LaSY a6 a5 i Q82.80
23 |Cystinosis ) s E72.01
24 |Deletion chromosome 11 11 as)ses8 Jo0a) Q93.5
25 |[Dermatomyositis Cu ) s sila )2 M33.1
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26 |Diamond-Blackfan Anemia 2 galyy (SIeA WS D61.00
27 |Duchenne Muscular Dystrophy O (S (A sl G71.00
28 |Dyskeratosis congenital @Ak )il S Q82.81
29 |Ectodermal dysplasia LDy Jle a5 Q82.4
30 [Diastrophic dwarfism o 4l i 6S (8 i Q77.5
31 |Edwards syndrome (118 asysesS JBEAN) )53 a5 paie Q91.3
32 |Ehlers-Danlos syndrome estilayla) Q79.6
33 |Eosinophilic granuloma Lo sl sil R Sl gy 5 C96.6
34 |Epidermolysis bullosa ) 4l by Q81.9
35 |Fabry (Anderson) disease O (5 ban E75.20
36 |Feil Kipple syndrome JuS J o g i Q76.1
37 |Fibrodysplasia ossificans progressiva i 3 e M61.1
38 |Galactosemia La SV E74.2
39 |Gaucher disease or splenomegaly i K 5 lan E75.21
40 |Glycogen storage disease(Glycogenosis) 055 o a3 (5l E74.00
41 |Congenital adrenal hyperplasia(CAH) JEoal al ke (553 E25.0
42 |Gorham-Stout disease(disorder bone) (O saial 53 JNA)) sl sl 5 K (5 e M89.50
43 |Hailey-Hailey disease Sl s s slan Q82.82
44 |Hallervorden-spatz disease (Pantothenate kinase-associated neurodegeneration ) Sl 53 8l (5 jlans G23.00
45 [HAM/TSP (Tropical spastic paraparesis)(Human T-lymphotropic virus) Saland G04.1
46 |Henoch (schonlein purpura)disease or syndrome Y s E s Gl D69.0
47 |Histiocytosis X(Langerhans cell granulomatosis) (ola_SSY Jsbs sl ghgil 8) X sisusian 53 C96.0
48 |Hunter syndrom(Mucopolysaccharidosis type 2) uila E76.1
49 |Huntington disease or chorea OsBasiila L) S G10
50 [Hurler disease (Mucopolysaccharidosis type 1H) BT E76.0
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51 [Hyper immunoglobulin E syndrome i 5K 53 sail yuila D82.4
52 |X-linked hypophosphatemia S S (ailind gun E83.3
53 |Ichthyosis sl Q82.83
54 |Infantile dystonia-parkinsonism Jualal o gt 5l G20
55 |Kartagener syndrom(Primary ciliary dyskinesia) Dl a g Hain 198.0
56 |kikuchi-fujimoto(Histiocytic necrotizing lymphadenitis) (S8 A Cuialall) g sars b (o oSS 188.1
57 |Krabbes disease(Galactocerebrosidase deficiency) SIS olen E75.22
58 [Lennox-Gastaut syndrome AL TP PPt G40.40
59 |Leighs disease(Infantile subacute necrotizing encephalopathy) JUalal (S5 80 gl il (sl G31.8
60 |Farber disease (Farber lipogranulomatosis) BYBLITE PVAREWET. DY PL PP E75.23
61 [Lipoid proteinosis (Urbach-Wiethe disease) PR PETRTp E78.8
62 [Waldenstrom macroglobulinemia asid) oAl 5 et 5 Sl C88.0
63 [Mal de meleda(Keratosis palmoplantaris transgrediens of Siemens) Jale 3 Jle (5 jlan Q82.84
64 [Maple syrup urine disease 1Ay 5l g len E71.0
65 [Marchiafava-micheli syndrome(Paroxysmal noturnal Hemoglobinuria) (4l o) ades (5 5 5 san) (aal glind jla o g 2 D59.5
66 |Mayer-Rokitansky-Kister-Hauser Syndrome(Rokitansky syndrome) Sudld (S) ) a gyt Q51.8
67 |Medium chain acyl-CoA dehydrogenase deficiency ClsS il 530 Jass gia 3 538 E71.31
68 |Menkes(Kinky hair disease) oe 5 lan E83.00
69 |Methylmalonic acidemia Lodsasl S ila Jie E71.10
70 |Microcornea - aniridia Ll - L) S5 S0 Q13.1
71 |Miller-Dieker syndrome 50 Sl as i Q04.30
72 |Mitochondrial myopathy(MELAS) LS s (Sl s G71.3
73 |Moyamoya disease Lisa Lise o gy 167.5
74 |Mucopolysaccharidosis(MPS) DSl S 5a E76.3
75 |Holzgreve syndrome( Multiple congenital malformations) (s 303 20270 sl (5 jlaiali) o5 St o yain Q87.80
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76 |Myasthenia gravis ol S il G70.0
77 |Myelofibrosis ou)sos sha D47.4
78 [Myotonia congenita )k (S g s G71.1
79 [Meningococcal meningitis ( Neisseri meningitidis) S Kiia iy Bk GO1
80 |Neurofibromatosis wu)sle sy 55 Q85.0
81 |Neuromyelitis optica(Devic disease) S Culiag s G36.0
82 |Niemann-pick disease S Gatd g olan E75.24
83 |Osteogenesis Imperfecta USE jaal (5 ) ey sl Q78.0
84 |Osteopetrosis O sl Q78.2
85 |Patau syndrom(Trisomy 13) (13 asisas S JOEA)) 5L g paiu Q91.7
86 |Phenylketonuria(PKU) GosisS Jud E70.1
87 |Pheochromocytoma unspecified Lo s 5 5 S 528 D35.0
88 |[Pierre robin deformity or syndrome ORlow AN Q87.01
89 |Polymyalgia rheumatica(Rhizomelic pseudopolyarthritis) Llhe  Baila g, M35.3
90 |Polymyositis Cu st b M33.2
91 |Pompe disease(Glycogen storage disease due to acid maltase deficiency) & Qe ke E74.01
92 |porencephaly congenital @I oke (Mo s Q04.60
93 |Porphyria Lod s ES0.2
94 |Primary lateral sclerosis(Adult-onset primary lateral sclerosis) adsh At sl G12.21
95 |Pseudomyxoma peritonei(Gelatinous ascites) s La guiSe 93 gau C78.6
96 |Pulmonary alveolar microlithiasis 4 sl il s S 184.0
97 |Pulmonary hypertensin primary 4 adgh O Hua 127.0
98 |Retinitis pigmentosa 1) 518 o H35.50
99 [Scleroderma sl M34.9
100 |Sickle cell disease OR anemia s JSams 5 e D57.1
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101 (Siderosis Do J63.4
102 (Sjogren syndrome OR 58 a i M35.0
103 |Spastica dysphonia L 5y Sl 138.3
104 |Spinal muscular atrophy Jlisbn) (me by 5l G12.9
105 |StargardtS disease(Fundus flavimaculatus) Gl lind 5 jlan H35.51
106 |syndactyly S s Q70.9
107 |Tay-sachs amaurotic familial disease(TSD) osSlu U (5 by E75.0
108 |Tetralogy of fallot P REST B Q21.3
109 |Thrombotic thrombocytopenic purpura(Moschcowitz disease) Lty s saae i St sae 1 (51 )50 s M31.1
110 [Tuberous sclerosis(Bourneville syndrome) ou )Ml Gag s Q85.1
111 [Tyrosinemia type (I-1I-1ll) BB E70.21
112 |Urea cycle disorder metabolism(Disorder of urea cycle metabolism and ammonia detoxification) — [<Sts sal ausliia 5o ) 4 ja YDA E72.2
113 (Very long chain acyl-CoA dehydrogenase deficiency(VLCAD deficiency) ClS Jiiad a1 10 3 ueS E71.32
114 |Von Hippel-Lindau disease(Familial cerebelloretinal angiomatosis) sad Jus s Q85.80
115 |Wegener's granulomatosis(Granulomatosis with polyangiitis) Br ) M31.3
116 |Wells disease(Eosinophilic cellulitis) Hseolan L98.3
117 |Williams syndrome(Deletions chromos 7q11.23) (7911.23 558 ads) 3ablyg a pdi Q87.81
118 [Wilson S disease or syndrome Osadyg s olan E83.01
119 |Wilson-mikity syndrome e gl g g i P27.0
120 |Wolf - Hirschorn syndrome Osdop Al s Q93.3
121 |Wolfram syndrome(Diabetes insipidus-diabetes mellitus-optic atrophy-deafness syndrome) Al g g yaia E13.8
122 |X-linked agammaglobulinemia Sl Sl a0 RIS D80.0
123 |Arteriovenous malformation ey sille (o 535 53 550 Q27.3
124 |Bardet-Bied| syndrome ps i Jan b Q87.82
125 |Crigler-Najjar syndrome BECESWES PRt ES0.5
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126 |Leprechaunism(Donohue syndrome) aila E34.80
127 |Kindler syndrome BINTPPPIL Q81.8
128 [Rett syndrome Q) py i F84.2
129 [Bilateral atresia microtia s S 5 i K AV JSi axe Q17.2
130 |Chronic inflammatory demyelinating polyneuropathy (CIDP)(sa e (el (sl aishaad (15 53 G61.8
131 |Friedreich ataxia a8l G11.1
132 |Fuchs' dystrophy(Fuchs endothelial corneal dystrophy) 4 8 Ay sl H18.5
133 |Vogt-Koyanagi-Harada disease 13l -85 o jain H20.8
134 |Leber congenital amaurosis ke G s psal Ll H35.52
135 |Intestinal lymphangiectasia &) o2 gy aalsh (g S Sl 189.00
136 |frontonasal dysplasia PRI TR FRHL Q75.8
137 |generalized lipodystrophy ELEP LT E88.1
138 [Acute disseminated encephalomyelitis e Ala Culia gllal G04.0
139 [Corpus callosum agenesis-neuronopathy syndrome(Andermann syndrome) il g i G60.01
140 |Asherman syndrome BESMPETM N85.6
141 |Ataxia-telangiectasia(Louis-Bar syndrome) (5 LS 3D sl G11.3
142 |Atelosteogenesis type Il BYST e P Q78.80
143 |Barth syndrome Gl i E71.11
144 |basal ganglia disease Gloacld (slasdic (5 jlan G23.9
145 [Beta-ketothiolase deficiency DY s 58S Uy ity E71.12
146 [Bloom syndrome ool p g pdiu Q82.2
147 |Carnitine Deficiency O SIS 35S E71.33
148 |Cerebellum atrophy Ada s G31.9
149 [Cerebrotendinous xanthomatosis (s 5y e ) sible 5 ) E75.5
150 |Chediak — Higashi Syndrome 8 dbaa E70.31
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151 |Chronic granulomatous disease Gre silaslsil K s tan D71
152 |Cone rod dystrophy A5 3l i S H35.53
153 [Congenital heart block B sl ol Sk Q24.6
154 |Congenital muscular dystrophy ok GObae (8 i G71.20
155 |Congenital myasthenic syndrome ke Soitulie a g Hdies G70.2
156 |Congenital neutropenia @ ke sy D70
157 |Cri-du-chat syndrome(Monosomy 5p) 4 S 2L eyt Q93.4
158 [Darier disease DR ke Q82.85
159 |Dextrocardia LIS 5 yiuss Q24.0
160 |DiGeorge syndrome(22q11.2 deletion syndrome) To$> S st D82.1
161 [Dilated cardiomyopathy 4330 (b sae 53 )8 142.0
162 |Fraser syndrome D p sl Q87.02
163 |Fanconi anemia 55 il D61.01
164 |Gorlin syndrome Ol R ot Q87.83
165 |Guillain-Barré syndrome o b (a5 G61.0
166 |Hepatitis Delta Virus D <l B17.0
167 |Hereditary motor and sensory neuropathy S o e Sy 5 G60.02
168 |Hereditary sensory and autonomic neuropathy ) asisl 5 o s G60.8
169 |Hereditary spastic paraplegia shrald Sl o 544 G11.4
170 |Hereditary spherocytosis B ST NP, D58.0
171 |Homocystinuria(Homocystinuria without methylmalonic aciduria) (5 sifiuats gat E72.10
172 |Hutchinson-Gilford progeria syndrome LR b s som E34.81
173 |Hydatid Cyst il CuaS B67.9
174 |Hyper-lgM syndrome I8M Lnld a5 )i D82.8
175 |Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome sl i b 5 (alih )5l jud coaisal syl E72.4
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176 |Hajdu-Cheney syndrome > sald g i M89.51
177 |Hidradenitis suppurativa Soa il s L73.2
178 |ldiopathic pulmonary fibrosis Sl ) (55 o Jga.1
179 |ldiopathic torsion dystonia(Early-onset generalized limb-onset dystonia) G24.1
180 |Isovaleric acidemia Gosaml Sl 5 E71.13
181 |inflammatory myofibroblastic tumor el il b sae 55l C49.9
182 |Joubert syndrome G 9 pg e Q04.31
183 |[Kleine-Levin syndrome BT SUTe Lt G47.8
184 |Klinefelter syndrome Al IS i Q98.4
185 |Leukodystrophy ELEPIILPN E75.25
186 |Limb-girdle muscular dystrophy JaS Gl (e Ay sia G71.01
187 |Lysinuric protein intolerance Sasiod (g g Jasd aae E72.02
188 |Marfan syndrome Ol ke o ol Q87.4
189 [Metachromatic leukodystrophy Sla s Slia (5 i 5] E75.26
190 |Mixed connective tissue disease Lol diver by (5 jlen M35.1
191 [Myelodysplastic syndrome St Dl sl o jai D46.9
192 [Nemaline myopathy Oallad (50 G71.21
193 [Neurodegeneration with brain iron accumulation a0 cal s G23.01
194 [neuronal seroid lipofuscinosis 90 Wiy sind 8 sl E75.4
195 |Opsoclonus-myoclonus syndrome o35S gra — (53 9IS gl g i G25.3
196 |Paget's disease o5 s by M88.8
197 |Periventricular leukomalacia by Osal oy Ve S P91.2
198 |Persistent hyperplastic primary vitreous DIl Sl Hoa 4 g 4aals Q14.0
199 |Peutz-Jeghers syndrome D5 Fis et Q85.81
200 |Primary lymphedema 4l pal il 189.01
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201 |Progressive supranuclear palsy odig iy (5] Auun (35 ol G23.1
202 |Propionic acidemia o) Sisn g E71.14
203 |Proteus syndrome R0 5 p i Q87.3
204 |Pyknodysostosis s g gaand $1Su Q78.81
205 |Pyrroline-5-carboxylate reductase 1 deficiency Q87.84
206 |Schizencephaly (aus judi Qo4.61
207 |Severe combined immunodeficiency 2ad halide e Gall D81.0
208 |spinocerebellar ataxia L sl uSU G11.8
209 |Stevens—Johnson Syndrom Osmila— 3 gl oyt L51.1
210 |Sturge-Weber Syndrome 5 oSl ag )l Q85.82
211 |Sulfite oxidase deficiency due to molybdenum cofactor E72.11
212 |Synovial chondromatosis o) la s S b g s M67.88
213 |Takayasu arteritis 8B 3 ) M31.4
214 |Trigeminal neuralgia B uae 5l 5 G50.0
215 |Turner syndrome BB Q96.8
216 |West syndrome(Infantile spasms) Qg a9 )i G40.41
217 |Wiskott-Aldrich syndrome (B LT NP PRt D82.0
218 [Xeroderma pigmentosum e}j}ﬁﬂi-}s Ly R Q82.1
219 |Benign schwannoma A Ui slagil sl D36.1
220 |Denny-Brown's syndrome O3 (o s i G13.0
221 |Dentinogenesis Imperfecta U8 el )y giiia K00.5
222 |Dermatitis herpetiformis p A n Carila o L13.0
223 |Desmoid type fibromatosis(Desmoid tumor) A gansd ) 94 g8 D48.1
224 |Elephantiasis ekl 189.02
225 |Mucolipidosis type IV D g5 Dsunl S se E75.1




Myelomeningocele s S shaa Q05.9
Neuro-Behget's Gy M35.2
Centronuclear myopathy LS 53 g s (s G71.22
Primary sclerosing cholangitis Al Ol sl cy IS K83.0




