) OY s lan Qb el 5)lon pU =<
1 |Achondroplasia Lde,esT| Q77.4
2 |Acromegaly SEe95T| E22.0
3 |Acute hemorrhagic edema infancy bl JSSud pg i | P83.3
4 [Addison ool E27.1
5 |Adrenoleukodystrophy B9 095 995501 | E71.30
6 [Agammaglobulinemia Lo 295LET| D8O.1
7 |Albinisme ped 1| £70.30
8 |Alkaptonuria obew 5181 55l E70.20
9 |Alopecia (universal or totalis ) (JUg b Jloyguign) omadlT| 163.0
10 [Aminoaciduria b yslaamlyinsl| E72.00
11 |Amyloidosis s9dekeel[ E85.9
12 |Amyotrophic Lateral Sclerosis(ALS) adgl JId 59,0501 G12.20
13 |Apert syndrome(Acrocephalosyndactyly type 1) @ 1l pgyaiaw| Q87.00
14 |Arthrogryposis o390 595,1| Q68.8
15 |bartter s syndrome 293l pye| E26.8
16 |Bladder exstrophy ailio b9 yms!| Q64.1
17 [Charcot marie tooth disease paralysic or syndrome CMTes 5,k o5, G60.00
18 |Common variable immunodeficiency adgl (Foul alli 55le| D83.9
19 [Congenital dyserythropoietic anemia Sakigy 95l s 9915 b T D644
20 |Creutzfeldt- jakob disease or syndrome (CID)ssl5 yso>| A81.0
21 |Cryoglobulinemia HeSel,s| D89.1
22 |Cutis laxa LusY waisS pgyaiw| Q82.80
23 |Cystinosis U g | E72.01
24 |Deletion chromosome 11 ) pgigeg,s NI Q93.5
25 |Dermatomyositis Cojgmsiloys| M33.1
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26 [Diamond-Blackfan Anemia Wgobs Je> 5| D61.00
27 [Duchenne Muscular Dystrophy Cigd (Hlae by yms| G71.00
28 |Dyskeratosis congenital ool joil Sy s| Q82.81
29 |Ectodermal dysplasia L3ds JloyogxsT| Q82.4
30 |Diastrophic dwarfism L dgigs (Sgpumns| Q77.5
31 |Edwards syndrome (VA 339095 B 34l981 pg 0| Q9I1.3
32 |(Ehlers-Danlos syndrome wobileyall Q79.6
33 [Eosinophilic granuloma Loglgil )5 Souludons 598l C96.6
34 |Epidermolysis bullosa o Slgy gl Q81.9
35 |Fabry (Anderson) disease O3yl 6 lem| E75.20
36 |Feil Kipple syndrome o Jud pgy0ims| Q76.1
37 |Fibrodysplasia ossificans progressiva w3 M61.1
38 |Galactosemia LuojosYS[ E74.2
39 |Gaucher disease or splenomegaly abgS g lew| E75.21
40 |Glycogen storage disease(Glycogenosis) 0595lS 0 055 (5)low| E74.00
41 |Congenital adrenal hyperplasia(CAH) JUyol golyyele 3% wd| E25.0
42 |Gorham-Stout disease(disorder bone) (Olgheim! yo JSN) gt ol 555 (6 5lows| M89.50
43 |Hailey-Hailey disease e syl 082.82
44 |Hallervorden-spatz disease (Pantothenate kinase-associated neurodegeneration ) Flwl 53,98 ) 5,lews| G23.00
45 [HAM/TSP (Tropical spastic paraparesis)(Human T-lymphotropic virus) ynladd) GO4.1
46 |Henoch (schonlein purpura)disease or syndrome Y ogh Eoe slhsist| DE9.0
47 |Histiocytosis X(Langerhans cell granulomatosis) (i Y J ol j95loglgil 5) X jgimminmgnd| C96.0
48 |Hunter syndrom(Mucopolysaccharidosis type 2) | E76.1
49 |Huntington disease or chorea OFSSwila byss| G10
50 [Hurler disease (Mucopolysaccharidosis type 1H) Ae®| E76.0
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51 |Hyper immunoglobulin E syndrome sl gigeslmla| D82.4
52 |X-linked hypophosphatemia SO S0l (ooilimd g E83.3
53 |Ichthyosis 39541 Q82.83
54 |Infantile dystonia-parkinsonism JUb! eS| G20
55 |Kartagener syndrom(Primary ciliary dyskinesia) »2l, pg il J98.0
56 |kikuchi-fujimoto(Histiocytic necrotizing lymphadenitis) (F9b s guuS Caiolid)gigoungd >e5uS| 188.1
57 |Krabbes disease(Galactocerebrosidase deficiency) »¥ ssbew| E75.22
58 |Lennox-Gastaut syndrome Gl - S 9 o,05] G40.40
59 |Leighs disease(Infantile subacute necrotizing encephalopathy) JUib! Sig 555 ST ol SLgllawms| G31.8
60 |Farber disease (Farber lipogranulomatosis) 2B Golom b (e joiloglgil Send| E75.23
61 [Lipoid proteinosis (Urbach-Wiethe disease) ipSian wemd| E78.8
62 [Waldenstrom macroglobulinemia 09 55! (ylllg sodud 9ulS9 S| C88.0
63 [Mal de meleda(Keratosis palmoplantaris transgrediens of Siemens) lado & Jbo (55l 082.84
64 [Maple syrup urine disease 180 capds lyol gyt E71.0
65 |Marchiafava-micheli syndrome(Paroxysmal noturnal Hemoglobinuria) (6l gl oo (5 yg5malS gon) (Liorolglinis ylo pgy0iww| D59.5
66 |Mayer-Rokitansky-Kiister-Hauser Syndrome(Rokitansky syndrome) Sl Sy pgyew| Q51.8
67 |Medium chain acyl-CoA dehydrogenase deficiency 95 il o 35T Lawgio 59005| E71.31
68 |Menkes(Kinky hair disease) o (55les| E83.00
69 [Methylmalonic acidemia Lrovg! SCiiglle Juof E71.10
70 |Microcornea - aniridia byl - Liy959,5| Q13.1
71 |Miller-Dieker syndrome 290 yhao pg i Q04.30
72 |Mitochondrial myopathy(MELAS) LS g Sligme| G71.3
73 |Moyamoya disease Lgo Ligo pgydiw| 167.5
74 [Mucopolysaccharidosis(MPS) 399,6dioS 90| E76.3
75 |Holzgreve syndrome( Multiple congenital malformations) (5130l duzio b (g lxinl) 0)9, He 00| Q87.80
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76 |Myasthenia gravis w9lyS Sxwls| G70.0
77 |Myelofibrosis o 9rdele| D4A7.4
78 |Myotonia congenita &b Syeme| G71.1
79 [Meningococcal meningitis ( Neisseri meningitidis) SeFeide cyfiel  GO1
80 [Neurofibromatosis o ile 9 pad 9595 Q85.0
81 [Neuromyelitis optica(Devic disease) Syl cadiog ol G36.0
82 |Niemann-pick disease Sy oo solewt| E75.24
83 |Osteogenesis Imperfecta LSS | (63 9my g2l Q78.0
84 |Osteopetrosis o9y gl Q78.2
85 |Patau syndrom(Trisomy 13) (Y pgigeg,s JS) oily pgyaiw| Q1.7
86 |[Phenylketonuria(PKU) SrPeS J=8[ E70.1
87 |Pheochromocytoma unspecified Logimwgag,S3a8( D35.0
88 |[Pierre robin deformity or syndrome Ol p9yiw| Q87.01
89 |Polymyalgia rheumatica(Rhizomelic pseudopolyarthritis) Lo b Boileg,| M35.3
90 |[Polymyositis i | M33.2
91 |Pompe disease(Glycogen storage disease due to acid maltase deficiency) s ooy Sylew| E74.01
92 |porencephaly congenital ©d3y0b Jliwd,es| Q04.60
93 |[Porphyria Ly y9 E80.2
94 |Primary lateral sclerosis(Adult-onset primary lateral sclerosis) adsl I 5950 G12.21
95 |Pseudomyxoma peritonei(Gelatinous ascites) H58 g boguSogogu | C78.6
96 |Pulmonary alveolar microlithiasis 4 Joisll jLads S| 184.0
97 |Pulmonary hypertensin primary A adgl (pldd e | 127.0
98 |Retinitis pigmentosa 39508y i )| H35.50
99 [Scleroderma 0094511 M34.9
100 |Sickle cell disease OR anemia o IS s5l| D57.1
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101 (Siderosis J90dem| J63.4
102 |Sjogren syndrome o5 9 pyxiw| M35.0
103 [Spastica dysphonia L gm0 S| J38.3
104 (Spinal muscular atrophy JUsll (Slae 3951 G12.9
105 (StargardtS disease(Fundus flavimaculatus) bkl 5 k| H35.51
106 |syndactyly skS1s | Q70.9
107 |Tay-sachs amaurotic familial disease(TSD) ol U syle| E75.0
108 |Tetralogy of fallot wdlld g5dll [ Q21.3
109 [Thrombotic thrombocytopenic purpura(Moschcowitz disease) Lo g grne i S gm0 i 1)1 598 [ M31.1
110 [Tuberous sclerosis(Bourneville syndrome) o395l e pei[ Q85.1
111 |Tyrosinemia type (I-lI-1l1) =395 E70.21
112 |Urea cycle disorder metabolism(Disorder of urea cycle metabolism and ammonia detoxification) Sligol palilio g o9l 45 2 SYWSI| E72.2
113 |Very long chain acyl-CoA dehydrogenase deficiency(VLCAD deficiency) OdleS sl o 35wy 39005 | E71.32
114 |Von Hippel-Lindau disease(Familial cerebelloretinal angiomatosis) guoed e (49| Q85.80
115 |Wegener's granulomatosis(Granulomatosis with polyangiitis) »59| M31.3
116 |Wells disease(Eosinophilic cellulitis) H9 6sles| 1983
117 |Williams syndrome(Deletions chromos 7q11.23) (YON.YY jg09,5 Bi) el pyuiww]| Q87.81
118 [Wilson S disease or syndrome oembig sylew[ E83.01
119 (Wilson-mikity syndrome 5o g g pg 0| P27.0
120 [Wolf - Hirschorn syndrome O b g pg | Q93.3
121 |Wolfram syndrome(Diabetes insipidus-diabetes mellitus-optic atrophy-deafness syndrome) plyilg pgyniw| E13.8
122 |X-linked agammaglobulinemia Soud S5l (i 9295LIT( D8O.O
123 |Arteriovenous malformation e 9ille woisg )T Q27.3
124 |Bardet-Biedl syndrome paysuw Jur @3, 087.82
125 |Crigler-Najjar syndrome sl IS )5 o 00| E80.5
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126 [Leprechaunism(Donohue syndrome) il ) | £34.80
127 |Kindler syndrome AaS pg e 81,8
128 [Rett syndrome Oy pyydw | F8AD
129 [Bilateral atresia microtia Sl WM g JhoF Y Sl pus| Q7.2
130 [Chronic inflammatory demyelinating polyneuropathy (CIDP) 030 (ol (gl uinbnod Sl 9,55k | G61.8
131 [Friedreich ataxia O yoy8 mSGT G111
132 |Fuchs' dystrophy(Fuchs endothelial corneal dystrophy) 4 yd xbaw gl g ymss| H18.50
133 |Vogt-Koyanagi-Harada disease lol)b —cS'g o y0uw [ H20.8
134 |Leber congenital amaurosis 313500 w39,900 1| H35.52
135 [Intestinal lymphangiectasia &l edgy adgl 3L HLAI[ 189.00
136 |frontonasal dysplasia o~ Sl P s[ Q75.8
137 |generalized lipodystrophy B9y dend| EB8.1
138 |Acute disseminated encephalomyelitis yiiin 3> Calmglliudll GO4.0
139 [Corpus callosum agenesis-neuronopathy syndrome(Andermann syndrome) ool pgyuiwm| G60.01
140 |Asherman syndrome ool pyaies| N85.6
141 |Ataxia-telangiectasia(Louis-Bar syndrome) &S FW wsGT| G11.3
142 |Atelosteogenesis type llI g gimlgliT| Q78.80
143 |Barth syndrome @yl ey E71.11
144 |basal ganglia disease Sloacld grouic 55len| G23.9
145 |Beta-ketothiolase deficiency Weigss by ai| E71.12
146 [Bloom syndrome psk pgyaiw| Q82.2
147 |Carnitine Deficiency o 5 semes[ E71.33
148 [Cerebellum atrophy axs (S5l G31.9
149 |Cerebrotendinous xanthomatosis VPR g )y joilagiily[ E75.5
150 |Chediak — Higashi Syndrome o SLuz| E70.31




) OY s lan Qb el 5)lon pU =<
151 |Chronic granulomatous disease o 39begdgil S orlew| D71
152 |Cone rod dystrophy 2955 Ol igs [ H35.53
153 |Congenital heart block 8 6ol Sebl Q24.6
154 [Congenital muscular dystrophy &30k (Hlae bgyms| G71.20
155 |Congenital myasthenic syndrome 60530k Sl pgyuim| G70.2
156 |Congenital neutropenia 6ol Sigyel D70
157 |Cri-du-chat syndrome(Monosomy 5p) 4,5 ol yd o 0| Q93.4
158 |Darier disease 2ol ssles| Q82.85
159 [Dextrocardia Ls,Bgwss| Q24.0
160 |DiGeorge syndrome(22q11.2 deletion syndrome) Tog>r o pasw| D821
161 |Dilated cardiomyopathy Mo Fhemegs a5 142.0
162 |Fraser syndrome 23258 peysiw| Q87.02
163 |Fanconi anemia 956 51| D61.01
164 |Gorlin syndrome Odyes ey Q87.83
165 |Guillain-Barré syndrome 0,k oS pg sl G61.0
166 |Hepatitis Delta Virus D cwils| B17.0
167 |Hereditary motor and sensory neuropathy & 5> o> Sl G60.02
168 |Hereditary sensory and autonomic neuropathy Sl pgel g e Flgye| G60.8
169 |Hereditary spastic paraplegia heold Soowlen! g501L| G11.4
170 |Hereditary spherocytosis ¥ 395wy !l D58.0
171 |Homocystinuria(Homocystinuria without methylmalonic aciduria) &y gimmmigo| E72.10
172 |Hutchinson-Gilford progeria syndrome LUySom b w095 smm| E34.81
173 |Hydatid Cyst dwiliad conss’| B67.9
174 |Hyper-lgM syndrome IgM ;8 pg 0sm| D82.8
175 |Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome S99 yiumigod 9 ool 19l yead ( 0igal pud pyoiuw| E72.4




) Oy ke ol o gylow ol )
176 |Hajdu-Cheney syndrome & 992 pg 0| M89.51
177 |Hidradenitis suppurativa 2 cusdlyus| 173.2
178 |ldiopathic pulmonary fibrosis Sl g9ry jemmd| 18401
179 |ldiopathic torsion dystonia(Early-onset generalized limb-onset dystonia) Sl (005 Sews| G24.1
180 |lsovaleric acidemia 89l S g 93l E71.13
181 |inflammatory myofibroblastic tumor Ul Sl g edono y9095| C49.9
182 [Joubert syndrome W g5 pgyw| Q04.31
183 |Kleine-Levin syndrome o pyiew| G47.8
184 |Klinefelter syndrome ydS W o 0| Q98.4
185 [Leukodystrophy SS9y o9 E75.25
186 |Limb-girdle muscular dystrophy Jo S o (de (B9 puuss| G71.01
187 [Lysinuric protein intolerance S g il (e Joad pac| £72.02
188 |Marfan syndrome ob,b syl Q87.4
189 |Metachromatic leukodystrophy Seilog, Tl (Sg pmss8d| E75.26
190 [Mixed connective tissue disease bl aiows <l 55le| M35.1
191 |Myelodysplastic syndrome Seswdlpn Sobio py0iuw( D46.9
192 |Nemaline myopathy ol Slgm| G71.21
193 [Neurodegeneration with brain iron accumulation 3o 50 ool ogmy| G23.01
194 [neuronal seroid lipofuscinosis S99 gy jeligdend| E75.4
195 [Opsoclonus-myoclonus syndrome PP g — weiglS g pgy0im| G25.3
196 |Paget's disease o5k s ln| MB8.8
197 |Periventricular leukomalacia b2 9ol (¥ bogSel| P92
198 |Persistent hyperplastic primary vitreous Sl Sy yud adgl anl> | Q14.0
199 |Peutz-Jeghers syndrome 3552 e pyew| Q85.81
200 |Primary lymphedema adgl ol &l 189.01
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201 |Progressive supranuclear palsy oig yileny (5l A G99 [ G23.1
202 |Propionic acidemia ool Sdgmey | E71.14
203 |Proteus syndrome i eyl Q87.3
204 |Pyknodysostosis s gl gt 955 | Q78.81
205 |Pyrroline-5-carboxylate reductase 1 deficiency V5659008 (69 S 92,5-0- g,y WT 55005 Q87.84
206 |Schizencephaly i | Q04.61
207 |Severe combined immunodeficiency Qul blise Sl 25| D81.0
208 |spinocerebellar ataxia S pwgiom! ST G11.8
209 |Stevens—Johnson Syndrom gl gl py0iw| L51.1
210 |Sturge-Weber Syndrome 29 Tyl pgyaiew| Q85.82
211 |Sulfite oxidase deficiency due to molybdenum cofactor 2 BU o go dgueS e 4y oS ol g S90S [ E72.11
212 |Synovial chondromatosis o 395 leg i Jb ggium| M67.88
213 |Takayasu arteritis elbU <oy, M31.4
214 |Trigeminal neuralgia liaw cuas 53159 G50.0
215 |Turner syndrome F¥ pavw| Q96.8
216 |West syndrome(Infantile spasms) Cwg pg | G40.41
217 |Wiskott-Aldrich syndrome TN O g oyl D82.0
218 |Xeroderma pigmentosum Paigasn Loyog,5¥| Q82.1
219 [Benign schwannoma > phe3 slegiled| D36.1
220 |Denny-Brown's syndrome 099 & poysw| G13.0
221 |Dentinogenesis Imperfecta LSSy | 39 ir giuiis [ KOO.5
222 |Dermatitis herpetiformis P G cailoys| L13.0
223 |Desmoid type fibromatosis(Desmoid tumor) dgews jeogi| D481
224 |Elephantiasis o )bl 189.02
225 |Mucolipidosis type IV S &9 399mdsteo| E75.1
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226 |Myelomeningocele JwoSidwsho| Q05.9
227 |Neuro-Behget's S99 M35.2
228 |Centronuclear myopathy S gig yiiew (Slgmo| G71.22
229 |Primary sclerosing cholangitis adgl 39 8wl co 3| K83.0
230 (2-hydroxyglutaric aciduria Y &9 Gygouml So,6elS g 0| E72.80
231 |Cerebral dysgenesis Sy sy ows| Q04.8
232 |Churg-Strauss syndrome(Eosinophilic granulomatosis with polyangiitis) w9l pil Sy o y0im| M30.1
233 [Congenital myopathy &b Shsm| G71.23
234 [Dejerine-Sottas syndrome(Charcot-Marie-Tooth disease type 3) wiligw— 550 o 05| G60.03
235 |Gelatinous drop-like corneal dystrophy(GDCD) 4B Al gl g s H18.51
236 |Glutaric aciduria S9! S,U8lS[ E72.3
237 [Hennekam syndrome PSR pg | Q87.85
238 |ldiopathic juvenile osteoporosis obler Sl 59595l M81.5
239 (Isolated growth hormone deficiency by oge90 dgeS | E23.0
240 |lsovaleric acidemia 89l Sy lg 93l E71.15
241 |Oromandibular dystonia Yo diegygl Sews| G24.4
242 |Papillon-Lefévre syndrome 398 ookuly pyuiww| Q82.8
243 [Familial isolated hypoparathyroidism due to agenesis of parathyroid gland gty ond 35T E20.8
244 |Prion Infection owly cigie| A81.9
245 |Seckel syndrome poymw JSw| Q87.1
246 (Single Ventricle Defects o SOl al )le| Q20.4
247 [Succinic semialdehyde dehydrogenase deficiency( 4-Hydroxybutyric Aciduria) F &9 g0l S i gasomSg0ap| £72.81
248 |Tricuspid atresia b ) aw a0 551 Q2.4




