) OY s lan Qb el 5)lon pU =<
1 |[2-hydroxyglutaric aciduria Y &9 S9! S0 elS g 0| E72.80
2 |Achondroplasia L3Mg,sT| Q77.4
3 |Acromegaly Seg,sT[ E22.0
4 |Acute disseminated encephalomyelitis s Sl codeoglinsl| GO4.0
5 |Acute hemorrhagic edema infancy bl JSSud pg i | P83.3
6 |Addison omes| E27.1
7 |Adrenoleukodystrophy 95095 Jg5y01| E71.30
8 |Agammaglobulinemia Lo 295LIT| D8O.1
g |Albinisme redT| E70.30
10 |Alkaptonuria obew 181 55l E70.20
11 |Alopecia (universal or totalis ) (JUg b Jloyguigs) o olT| L63.0
12 |Aminoaciduria b yglaamlyinsl| E72.00
13 |Amyloidosis s9sdekeel[ E85.9
14 |Amyotrophic Lateral Sclerosis(ALS) adgl JId 59,4501 G12.20
15 |Apert syndrome(Acrocephalosyndactyly type 1) @ 1l pgyaius| Q87.00
16 |Arteriovenous malformation oy 9ille gisg 51| Q27.3
17 |Arthrogryposis o sSey,l| Q68.8
18 [Asherman syndrome ooyl pyaias| N85.6
19 |Ataxia-telangiectasia(Louis-Bar syndrome) LS EW wsUT| G11.3
20 |Atelosteogenesis type IlI g gimleliT) Q78.80
21 |Bardet-Biedl syndrome poysw Jowm Wbl 087.82
22 |Barth syndrome @b ey E71.11
23 |bartter s syndrome »93b pye| E26.8
24 |basal ganglia disease Sloasl glacuic sl G23.9
25 |Benign schwannoma s o> slesilsd| D36.1
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26 |Beta-ketothiolase deficiency Wergs by | £71.12
27 |Bilateral atresia microtia ol oM 9 S Y Sl eus| Q17.2
28 |Bladder exstrophy sl B9 mSl| Q64.1
29 [Bloom syndrome pob pgyniw| Q82.2
30 [Carnitine Deficiency o ()5 seeS| E71.33
31 |Centronuclear myopathy Sl gig yidew (Slgao| G71.22
32 |[Cerebellum atrophy axxe SS9yl G31.9
33 |Cerebral dysgenesis S 6@ uws| Q04.8
34 [Cerebrotendinous xanthomatosis g gy g eilegiily| E75.5
35 |Charcot marie tooth disease paralysic or syndrome CMT)oe )k o5,k G60.00
36 |Chediak — Higashi Syndrome oS SLuz| E70.31
37 |Chronic granulomatous disease oo s¥leglgl S o)l D71
38 [Chronic inflammatory demyelinating polyneuropathy (CIDP) 030 (ol (gl uinbnod Sl 9,53k | G61.8
39 |[Churg-Strauss syndrome(Eosinophilic granulomatosis with polyangiitis) o9l pill Sy py0iw| M30.1
40 |Common variable immunodeficiency adgl (Fwsl alli 55les| D83.9
41 |Cone rod dystrophy 29550 Ol yigS [ H35.53
42 |Congenital adrenal hyperplasia(CAH) JUssl sliysle M | E25.0
43 |Congenital dyserythropoietic anemia Satgy 9555l s 6915 ol 1| D644
44 |Congenital heart block o8 g0l b S| Q24.6
45 |Congenital muscular dystrophy &30k Hlae by s| G71.20
46 |Congenital myasthenic syndrome 6950l Sl pgyuies| G70.2
47 |Congenital myopathy syl Fheme| G71.23
48 |Congenital neutropenia 6ol Sigyel D70
49 |Corpus callosum agenesis-neuronopathy syndrome(Andermann syndrome) ooyl pgyuimm| G60.01
50 [Creutzfeldt- jakob disease or syndrome (CID)ssl5 vyx| A81.0
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51 |Cri-du-chat syndrome(Monosomy 5p) 4,5 ol s pyw| Q934
52 |Crigler-Najjar syndrome sl IS S py00| E80.5
53 |Cryoglobulinemia eSS D89.1
54 |Cutis laxa LusY (i o5 pg o] Q82.80
55 [Cystinosis g | E72.01
56 |Darier disease 2ol e 082.85
57 |Dejerine-Sottas syndrome(Charcot-Marie-Tooth disease type 3) ool g1 59 py0im| G60.03
58 |Deletion chromosome 11 ) pgigeg,s NSl Q93.5
59 |Denny-Brown's syndrome o9ly 9 poyww| G13.0
60 |Dentinogenesis Imperfecta L yos | 39 3> gicis | KOO.5
61 |Dermatitis herpetiformis prd o caiboysf 113.0
62 |Dermatomyositis o jemogiloysl M33.1
63 |Desmoid type fibromatosis(Desmoid tumor) ddgews jeogi| D481
64 |Dextrocardia Lo,59mss| Q24.0
65 |Diamond-Blackfan Anemia Wgelbs (J9> 5| D61.00
66 |Diastrophic dwarfism Lk dgigs Sgywws| Q77.5
67 |DiGeorge syndrome(22q11.2 deletion syndrome) Tr9> & pyyw| D82.1
68 |Dilated cardiomyopathy AN Flgmso,5) 142.0
69 |Duchenne Muscular Dystrophy (gd (HHlae By yms| G71.00
70 |Dyskeratosis congenital @il j991,5ms 0] 082.81
71 |Ectodermal dysplasia b3 JoyoessT [ Q82.4
72 |Edwards syndrome (VA pg3909,5 IS 54l90 pgyuiws| Q91.3
73 |Ehlers-Danlos syndrome weekile !l Q79.6
74 |Elephantiasis o= LW 189.02
75 |Eosinophilic granuloma Loglgil 5 Seludess 58l C96.6
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76 |Epidermolysis bullosa sl 4l y grle| Q81.9
77 |Fabry (Anderson) disease Oyl 6 lem| E75.20
78 |Familial isolated hypoparathyroidism due to agenesis of parathyroid gland g ity oud 63,57 E20.8
79 |Fanconi anemia Sl 1| D61.01
80 [Farber disease (Farber lipogranulomatosis) B ilews b i jeilegd 9l S e[ E75.23
81 |Feil Kipple syndrome oS Jd ey Q76.1
82 |Fibrodysplasia ossificans progressiva s 00| M61.1
83 |Fraser syndrome 23258 peysiw| Q87.02
84 |Friedreich ataxia o058 SGT G111
85 [frontonasal dysplasia s — Sl s s| Q75.8
86 |Fuchs' dystrophy(Fuchs endothelial corneal dystrophy) 4 yd xbaw gl g ymss| H18.50
87 |Galactosemia LojgsYE[ E74.2
88 |Gaucher disease or splenomegaly abgS sylew| E75.21
89 |Gelatinous drop-like corneal dystrophy(GDCD) ay8 Gals oy g yimss| H18.51
90 |generalized lipodystrophy Boramdend| E88.1
91 |Glutaric aciduria 9wl Su,G4l5| E72.3
92 |Glycogen storage disease(Glycogenosis) 0595lS 0 55 (5)low| E74.00
93 |Gorham-Stout disease(disorder bone) (Olggeuw! 3o JMB) gl ol ye5 (5 5Lews| MB9I.50
94 |Gorlin syndrome olysS pyviw| Q87.83
95 |Guillain-Barré syndrome o3l (ulS pgyis| G61.0
96 |Hailey-Hailey disease o 2 sslen] Q82.82
97 |Hajdu-Cheney syndrome = 992l pg 0 M89.51
98 |Hallervorden-spatz disease (Pantothenate kinase-associated neurodegeneration ) Flowl 59,98 ) (55le G23.00
99 |HAM/TSP (Tropical spastic paraparesis)(Human T-lymphotropic virus) jnlasl GO4.1
100 (Hennekam syndrome b 09 00| Q87.85
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101 |Henoch (schonlein purpura)disease or syndrome =Y o g lyey9| D69.0
102 [Hepatitis Delta Virus D cwils| B17.0
103 [Hereditary motor and sensory neuropathy Sl S 2 o Sless| G60.02
104 |Hereditary sensory and autonomic neuropathy &l pPsl g o Flosss| G60.8
105 |Hereditary spastic paraplegia ol Sl 530154 G11.4
106 |Hereditary spherocytosis 3! jgiamwg yiul| D58.0
107 |Hidradenitis suppurativa &z casdlyuus| 173.2
108 |Histiocytosis X(Langerhans cell granulomatosis) (e 55 Jolw 395logdgil )5) X jgiumiwgun| C96.0
109 |Holzgreve syndrome( Multiple congenital malformations) (831350l duxio s (g lxial) 09, Joo p 0| Q87.80
110 [Homocystinuria(Homocystinuria without methylmalonic aciduria) Sy | E72.10
111 |Hunter syndrom(Mucopolysaccharidosis type 2) | E76.1
112 |Huntington disease or chorea oFSSwila byss| G10
113 |Hurler disease (Mucopolysaccharidosis type 1H) Ae®| E76.0
114 |Hutchinson-Gilford progeria syndrome LUySom b w095 smm| E34.81
115 [Hydatid Cyst dwilows cwss’| B67.9
116 [Hyper immunoglobulin E syndrome ool gigol | D82.4
117 |Hyper-lgM syndrome IgM 5 pg uiws| D82.8
118 [Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome S5l gy god § i 39l (0390l ik pyiw| E72.4
119 |Ichthyosis 395411 Q82.83
120 (ldiopathic juvenile osteoporosis oblgs Seibgrasl 39 gicwl| M81.5
121 |ldiopathic pulmonary fibrosis Slbswl gary jemmd| 18401
122 |ldiopathic torsion dystonia(Early-onset generalized limb-onset dystonia) Sl (00,5 Jems| G24.1
123 |Infantile dystonia-parkinsonism JLb! yamis ;| G20
124 |inflammatory myofibroblastic tumor Ll Sy 9 b 59055 |  C49.9
125 |Intestinal lymphangiectasia Sl e3g, adsl (g5l 5| 189.00
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126 |lsolated growth hormone deficiency Ay 9ey9p dgmeS| E23.0
127 |Isovaleric acidemia S9! S g o3Il E71.13
128 |Isovaleric acidemia S99l S Jlg 9l E71.15
129 |Joubert syndrome O 95 p9yw| Q04.31
130 |Kartagener syndrom(Primary ciliary dyskinesia) #2U)l pgyaim]  J98.0
131 |kikuchi-fujimoto(Histiocytic necrotizing lymphadenitis) (F9b s guuS Caiolid)gigoungd >e5uS| 188.1
132 |Kindler syndrome AaeS ey e 081.8
133 |Kleine-Levin syndrome o pyiew| G47.8
134 |Klinefelter syndrome ydS W o 0| Q98.4
135 |Krabbes disease(Galactocerebrosidase deficiency) »S ssbem| E75.22
136 (Leber congenital amaurosis 313500 w39,900 1| H35.52
137 |Leighs disease(Infantile subacute necrotizing encephalopathy) Jlab! S 9,55 @S olw ShgllawsT| G31.8
138 |Lennox-Gastaut syndrome OlwlS - w9l o oo G40.40
139 [Leprechaunism(Donohue syndrome) il yd | E34.80
140 [Leukodystrophy SS9 ydgsd| E75.25
141 |Limb-girdle muscular dystrophy Jo S o (as (B9 pums| G71.01
142 |Lipoid proteinosis (Urbach-Wiethe disease) J9iiey wemd| E78.8
143 |Lysinuric protein intolerance S g i (e Joxd pac| £72.02
144 |Mal de meleda(Keratosis palmoplantaris transgrediens of Siemens) lado & Jbo (55l 082.84
145 |Maple syrup urine disease 180 capds ylyol gskem| E71.0
146 |Marchiafava-micheli syndrome(Paroxysmal noturnal Hemoglobinuria) (alds (gl aloo (5 )3 glS gon) (Aioolglindsylo pgyuiuw| D59.5
147 |Marfan syndrome o,k oy Q87.4
148 |Mayer-Rokitansky-Kuster-Hauser Syndrome(Rokitansky syndrome) Sl Sy pgyuim| Q51.8
149 |Medium chain acyl-CoA dehydrogenase deficiency 98 ! o 3T bwgin 0908’ | £71.31
150 |Meningococcal meningitis ( Neisseri meningitidis) S¢S cyiie|  GO1
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151 |Menkes(Kinky hair disease) o 55l E83.00
152 |Metachromatic leukodystrophy Seilog Tl (Sg pumsdssd| E75.26
153 [Methylmalonic acidemia Lol SGigllo Jo| E71.10
154 |Microcornea - aniridia by il - Li)e59,%e| Q13.1
155 |Miller-Dieker syndrome 243 o pg 0| Q04.30
156 [Mitochondrial myopathy(MELAS) LS g Sligme| G71.3
157 |Mixed connective tissue disease blisee wiowd <l )| M35.1
158 |Moyamoya disease Lo bgo pgy0m| 167.5
159 [Mucolipidosis type IV sz &9 j99adeS 9o E75.1
160 |Mucopolysaccharidosis(MPS) 90 lualisS 90l E76.3
161 |Myasthenia gravis w9l bl G70.0
162 |Myelodysplastic syndrome Seswdlpm Sgbio pyuiuw( D46.9
163 [Myelofibrosis o9 ydsl| DAT7.4
164 |Myelomeningocele JwsSicwgl| Q05.9
165 [Myotonia congenita 6330k Feiem| G71.1
166 [Nemaline myopathy oudled (Flgmo| G71.21
167 |Neuro-Behget's g9 M35.2
168 [Neurodegeneration with brain iron accumulation 3o 50 ool ogmy| G23.01
169 [Neurofibromatosis o9l 908 9588 Q85.0
170 |Neuromyelitis optica(Devic disease) Syl cadog s o[ G36.0
171 [neuronal seroid lipofuscinosis S99 gy jeligdend| E75.4
172 [Niemann-pick disease Sy oo Sylew| E75.24
173 |Opsoclonus-myoclonus syndrome ool g — (woislS gl pgyui| G25.3
174 |Oromandibular dystonia Y gm g gl Semss| G24.4
175 |Osteogenesis Imperfecta US yos| (g3t sl Q78.0
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176 |Osteopetrosis o394 el Q78.2
177 |Paget's disease o5l sslem| MB8.8
178 |Papillon-Lefévre syndrome 19 Hekul o 0| Q82.8
179 |Patau syndrom(Trisomy 13) (Y pgjgeg,s JS) oily pgyaim| Q1.7
180 |Periventricular leukomalacia b2 9ol (w¥logSel| P92
181 |Persistent hyperplastic primary vitreous Sl Sy s adgl a5 | Q14.0
182 |Peutz-Jeghers syndrome 352 Fey ey 085.81
183 [Phenylketonuria(PKU) Srges Jed| E70.1
184 |Pheochromocytoma unspecified Logiwgag,S3ad[ D35.0
185 |Pierre robin deformity or syndrome Ol p9ysw| Q87.01
186 |Polymyalgia rheumatica(Rhizomelic pseudopolyarthritis) Lo b Bilogy| M35.3
187 |Polymyositis Cajgme i) M33.2
188 |Pompe disease(Glycogen storage disease due to acid maltase deficiency) s oy 5lewm| E74.01
189 |porencephaly congenital 89k Jlwiye| Q04.60
190 |Porphyria Ly | ESO.2
191 |Primary lateral sclerosis(Adult-onset primary lateral sclerosis) adol JIyd 39,4500 G12.21
192 |Primary lymphedema adgl pol ad] 189.01
193 [Primary sclerosing cholangitis adgl le Al <o 350 K83.0
194 |Prion Infection oly cisas| A81.9
195 |Progressive supranuclear palsy ouig iy (o) A §gd | G23.1
196 |Propionic acidemia ol Sigmo | E71.14
197 |Proteus syndrome 9y pysw| Q87.3
198 |Pseudomyxoma peritonei(Gelatinous ascites) H9 3 bgmSaogogmy | C78.6
199 [Pulmonary alveolar microlithiasis 4, JPT sl S| 184.0
200 [Pulmonary hypertensin primary 4 adgl (i e | 127.0
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201 |Pyknodysostosis e g g 5955 | 78.81
202 |Pyrroline-5-carboxylate reductase 1 deficiency V3059508 (59 oS g2 5 -0 gy s WT 04005| Q87.84
203 |Retinitis pigmentosa 15 g508sy i )| H35.50
204 |Rett syndrome ©ypay | F84.2
205 |Schizencephaly Sl i Q04.61
206 |Scleroderma o098 M34.9
207 [Seckel syndrome ey JSw| Q87.1
208 [Severe combined immunodeficiency o bl (Swsl 25| D81.0
209 |Sickle cell disease OR anemia Jw S e[ D57.1
210 (Siderosis 909w 163.4
211 |Single Ventricle Defects oy S8 wil 5,ls| Q20.4
212 |Sjogren syndrome 059 ey M35.0
213 |Spastica dysphonia Lghun s Swlawl|  J38.3
214 |Spinal muscular atrophy JUsbel (Slae 39 5T| G12.9
215 [spinocerebellar ataxia gl uSUT| G11.8
216 |StargardtS disease(Fundus flavimaculatus) ©l kw5 b H35.51
217 |Stevens—Johnson Syndrom Oyl gl oy L51.1
218 [Sturge-Weber Syndrome 23 Tyl pgyaw| Q85.82
219 [Succinic semialdehyde dehydrogenase deficiency( 4-Hydroxybutyric Aciduria) F E95 8 9ol SO i gy oSy dd| E72.81
220 |Sulfite oxidase deficiency due to molybdenum cofactor 2858 (et go Sgues e & jlugns| Codl g 0905 | E72.11
221 [syndactyly 51 | Q70.9
222 |Synovial chondromatosis o igileg s JLggiw| M67.88
223 [Takayasu arteritis b UG o 5T M31.4
224 |Tay-sachs amaurotic familial disease(TSD) oSl U g,le| E75.0
225 |Tetralogy of fallot <l g3dl Q21.3
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226 |Thrombotic thrombocytopenic purpura(Moschcowitz disease) Ly o g i S g 5 5599 593| M31.1
227 |Tricuspid atresia B A aw 4z y0 8551 Q22.4
228 |Trigeminal neuralgia HlBaw cuas 53595 G50.0
229 |Tuberous sclerosis(Bourneville syndrome) o395l o pei[ Q85.1
230 [Turner syndrome ¥y ey Q96.8
231 |Tyrosinemia type (I-II-1ll) o395 E70.21
232 |Urea cycle disorder metabolism(Disorder of urea cycle metabolism and ammonia detoxification) Sligol pulilio g 059 43,2 SYSI| E72.2
233 |Very long chain acyl-CoA dehydrogenase deficiency(VLCAD deficiency) OdleS sl o 35wy 39005 | E71.32
234 |Vogt-Koyanagi-Harada disease loly b Sy o 0w [ H20.8
235 |Von Hippel-Lindau disease(Familial cerebelloretinal angiomatosis) 995d Jed (39| Q85.80
236 |Waldenstrom macroglobulinemia 9yl ylly soid od59,5L| C88.0
237 |Wegener's granulomatosis(Granulomatosis with polyangiitis) »59] M31.3
238 |Wells disease(Eosinophilic cellulitis) F96rew| L98.3
239 |West syndrome(Infantile spasms) Cuwg pgyuiw| G40.41
240 |Williams syndrome(Deletions chromos 7q11.23) (YON.YY jg0g,5 Bd) joldig pyuiww]| Q87.81
241 |Wilson S disease or syndrome i gyl E83.01
242 |Wilson-mikity syndrome 5o (gl g pg 0| P27.0
243 |Wiskott-Aldrich syndrome FoV- ey gyl D82.0
244 |Wolf - Hirschorn syndrome O e Ag pgyaiel Q93.3
245 |Wolfram syndrome(Diabetes insipidus-diabetes mellitus-optic atrophy-deafness syndrome) plyilg pgyniw| E13.8
246 (Xeroderma pigmentosum P9y Fes boyog,35| Q82.1
247 |X-linked agammaglobulinemia Soud w0l (il 5L D8O.0
248 |X-linked hypophosphatemia S | (o lhmdgn| E83.3




