D) O (5 lan Al W (5 )lan U X
1 |Achondroplasia FSR IRy Q77.4
2 |Acromegaly S S E22.0
3 [Acute hemorrhagic edema infancy Gl JSad a9 )i P83.3
4 |Addison O s E27.1
5 |Adrenoleukodystrophy 95y oS ol g3 )l E71.30
6 [Agammaglobulinemia Liaial 5 KL D80.1
7 |Albinisme satiaal] E70.3
8 |Alkaptonuria ol i 3l (5 lan E70.20
9 |Alopecia (universal or totalis ) (JUs5 L J ) 528 33) (sl L63.0
10 |Aminoaciduria Ly st sinal E£72.00
11 |Amyloidosis D530 shaal E85.9
12 |Amyotrophic Lateral Sclerosis(ALS) g Jal sl G12.20
13 |Apert syndrome(Acrocephalosyndactyly type 1) Gl g i Q87.00
14 |Arthrogryposis o ysm S ) Q68.8
15 |bartter s syndrome B4 a i E26.8
16 |Bladder exstrophy 4ilie A5 yiuS) Q64.1
17 [Charcot marie tooth disease paralysic or syndrome (CMT)& 58 sk S L G60.0
18 |Common variable immunodeficiency 4l g Sl gall 5 lan D83.9
19 |Congenital dyserythropoietic anemia Sibygr 9 yu)) G 631 ale ail D64.4
20 |[Creutzfeldt- jakob disease or syndrome (CID)s 3K osin A81.0
21 |Cryoglobulinemia il gl S D89.1
22 |Cutis laxa LaSY i oS a9 )b Q82.80
23 |Cystinosis o) s E72.01
24 |Deletion chromosome 11 11 a5 9a 58 J2) Q93.5
25 |Dermatomyositis Cy ) sta gila o M33.1
26 |Diamond-Blackfan Anemia 2 gl (A9 &S D61.0
27 |Duchenne Muscular Dystrophy g (Plac (g i G71.0
28 |Dyskeratosis congenital @k Hs S Q82.81
29 |Ectodermal dysplasia (TG ENVE G PYLPY Q82.4
30 [Diastrophic dwarfism L AlgiS Ay i Q77.5
31 |Edwards syndrome (18 pssas S JNAN) 2 ) el 4y yain Q91.3
32 |Ehlers-Danlos syndrome oo slila )y lal Q79.6
33 |Eosinophilic granuloma Lo sl sl 8 Sl 5 ) 5 C96.6




D) O (5 lan Al W (5 )lan U X
34 |Epidermolysis bullosa ) 45 s ke Q81.9
35 [Fabry (Anderson) disease Ol (5 la E75.20
36 |Feil Kipple syndrome JiS Jd a g i Q76.1
37 |Fibrodysplasia ossificans progressiva s 3 M61.1
38 |Galactosemia L ) 5SYK E74.2
39 |Gaucher disease or splenomegaly 43 K 5y £75.21
40 |Glycogen storage disease(Glycogenosis) 058 6 A3 (5 ey E74.00
41 |Congenital adrenal hyperplasia(CAH) AUl stk 35w E25.0
42 |Gorham-Stout disease(disorder bone) (O il 5 JR) @ gl b ) K (5 Ly M89.5
43 |Hailey-Hailey disease B B ol Q82.82
44 |[Hallervorden-spatz disease (Pantothenate kinase-associated neurodegeneration ) bl a8l 5 jlen G23.0
45 |HAM/TSP (Tropical spastic paraparesis)(Human T-lymphotropic virus) BN G04.1
46 |Henoch (schonlein purpura)disease or syndrome Y Osd E s )y D69.0
47 |Histiocytosis X(Langerhans cell granulomatosis) (osla JSaY Jslas sila sl sil K) X ) sianian 5o C96.0
48 |Hunter syndrom(Mucopolysaccharidosis type 2) s E76.1
49 |Huntington disease or chorea Osala ) S G10
50 |[Hurler disease (Mucopolysaccharidosis type 1H) BT E76.0
51 |Hyper immunoglobulin E syndrome i s 53 sl yula D82.4
52 |X-linked hypophosphatemia Sl ) (ailind gua E83.3
53 [Ichthyosis BRI Q82.83
54 |Infantile dystonia-parkinsonism Juib) () i€ )l G20
55 |Kartagener syndrom(Primary ciliary dyskinesia) Dl S g i 198.0
56 |kikuchi-fujimoto(Histiocytic necrotizing lymphadenitis) (S8 ne saS Cuioldil) 6 gars 8 (2SS 188.1
57 |Krabbes disease(Galactocerebrosidase deficiency) S 6 lan E75.22
58 [Lennox-Gastaut syndrome Gl - S il a o G40.4
59 |Leighs disease(Infantile subacute necrotizing encephalopathy) Jlada) S5 SG Sl il (A gl G31.8
60 |Farber disease (Farber lipogranulomatosis) B s ben b )y sile sl il K sl E75.23
61 |Lipoid proteinosis (Urbach-Wiethe disease) sy sl E78.8
62 |Waldenstréom macroglobulinemia as il oall g et s g SLe C88.0
63 |Mal de meleda(Keratosis palmoplantaris transgrediens of Siemens) lale 3 Jle (5 lan Q82.84
64 [Maple syrup urine disease 18 il ) s len E71.0
65 |Marchiafava-micheli syndrome(Paroxysmal noturnal Hemoglobinuria) (i o) e (5 sin 5 gaa) Lol slisd e a54] D59.5




—ady O ke Bl 8 5 kan AU =
66 |Mayer-Rokitansky-Kuster-Hauser Syndrome(Rokitansky syndrome) Seudd (SN a gy Q51.8
67 |Medium chain acyl-CoA dehydrogenase deficiency ClsS diiul oy 33l Jan sie 2 5aaS E71.31
68 |Menkes(Kinky hair disease) oS 5 len E83.00
69 |[Methylmalonic acidemia Ledp) S slla Jiia E71.1
70 |Microcornea - aniridia Ll - L) S5 80 Q13.1
71 |Miller-Dieker syndrome 5 Sl ag i Qo04.3
72 |Mitochondrial myopathy(MELAS) LS gie (Jlisae G71.3
73 |Moyamoya disease Lise Lisa ag dies 167.5
74 |Mucopolysaccharidosis(MPS) D52 )Skaly S 5 E76.3
75 [|Holzgreve syndrome( Multiple congenital malformations) (I 222ie sla (5 )laiali) o 5 Hsd 2w [Q87.80
76 |Myasthenia gravis i) R (il G70.0
77 |Myelofibrosis ) 5w she D47.4
78 |Myotonia congenita @A) (Ssisme G71.1
79 |Meningococcal meningitis ( Neisseri meningitidis) S S Kiia Yk Go1
80 |Neurofibromatosis ou)sle sl 5 )5 Q85.0
81 [Neuromvyelitis optica(Devic disease) Sl Culiag ) g G36.0
82 |Niemann-pick disease S (e ke E75.24
83 |Osteogenesis Imperfecta USA el (5) guaty 50l Q78.0
84 |Osteopetrosis O )5 sl Q78.2
85 |Patau syndrom(Trisomy 13) (13 pssas S JOEA)) 5l a9 i Q91.7
86 |Phenylketonuria(PKU) SosiS Jyd E70.1
87 |Pheochromocytoma unspecified e gt 90 5 S 924 D35.0
88 |Pierre robin deformity or syndrome Ol ) a9 b Q87.01
89 [Polymyalgia rheumatica(Rhizomelic pseudopolyarthritis) L3l by il M35.3
90 |Polymyositis o) g b M33.2
91 |Pompe disease(Glycogen storage disease due to acid maltase deficiency) & G (5 ley E74.01
92 |porencephaly congenital @l (Mo ) Q04.6
93 [Porphyria Lod s E80.2
94 |Primary lateral sclerosis(Adult-onset primary lateral sclerosis) Al JIa 5 ls G12.21
95 [Pseudomyxoma peritonei(Gelatinous ascites) 5 Le guSia 9 guy C78.6
96 |Pulmonary alveolar microlithiasis Ay sl Sl 5 S 184.0
97 |Pulmonary hypertensin primary 4 Al (A e 127.0
98 |Retinitis pigmentosa 1) sty Gatiaid H35.50




—ady O ke Bl 8 5 kan AU =
99 |Scleroderma sl M34.9
100 |Sickle cell disease OR anemia Ju IS (5 lan D57.1
101 |Siderosis B 163.4
102 [Sjogren syndrome O 9 a i M35.0
103 |Spastica dysphonia L g8y Sl J38.3
104 |Spinal muscular atrophy Jilbu) Dlcae i 5l G12.9
105 |StargardtS disease(Fundus flavimaculatus) & il (5 ey H35.51
106 |syndactyly SN Q70.9
107 |Tay-sachs amaurotic familial disease(TSD) oSl U (5 lan E75.0
108 |Tetralogy of fallot P NERT P Q21.3
109 |Thrombotic thrombocytopenic purpura(Moschcowitz disease) Ly g gave )3 S e 8 6 )9 )99 M31.1
110 |Tuberous sclerosis(Bourneville syndrome) O sl g 6l Q85.1
111 |Tyrosinemia type (I-lI-1l) IR EPLT E70.21
112 Urea ?Ycle.disorder metabolism(Disorder of urea cycle metabolism and ammonia Sl il 5 5551 45 YDA £72.2

detoxification)

113 |Very long chain acyl-CoA dehydrogenase deficiency(VLCAD deficiency) Ol S il a3 225 3 508 E71.32
114 |Von Hippel-Lindau disease(Familial cerebelloretinal angiomatosis) sad s O Q85.8
115 |Wegener's granulomatosis(Granulomatosis with polyangiitis) B M31.3
116 |Wells disease(Eosinophilic cellulitis) s s len L98.3
117 |Williams syndrome(Deletions chromos 7q11.23) (7911.23 J5e5S da) salibiga i Q87.81
118 [Wilson S disease or syndrome Gsadig s )len £83.01
119 [Wilson-mikity syndrome e (g gl g a9 i P27.0
120 |Wolf - Hirschorn syndrome O il o ydin Q93.3
121 [Wolfram syndrome(Diabetes insipidus-diabetes mellitus-optic atrophy-deafness syndrome) |al_dls a 5 2t E13.8
122 [X-linked agammaglobulinemia Sl S el 0 L) D80.0
123 |Arteriovenous malformation ey sille g9 0 35 Q27.3
124 [Bardet-Bied| syndrome i Jan 3 )b Q87.82
125 |Crigler-Najjar syndrome D B0 S p N E80.5
126 |Leprechaunism(Donohue syndrome) anila E34.8
127 |Kindler syndrome A g ai Qs81.8
128 [Rett syndrome G pg i F84.2
129 |Bilateral atresia microtia il OO 5 5 K A (S s Q17.2




D) O (5 lan Al W (5 )lan U S

130 |Chronic inflammatory demyelinating polyneuropathy (CIDP) s 0 (e (sl ihaed (L5530 G61.8
131 |Friedreich ataxia 3 (aSUl G11.1
132 |Fuchs' dystrophy(Fuchs endothelial corneal dystrophy) 40 8 Ay yld H18.5
133 [Vogt-Koyanagi-Harada disease 13l - g o xis H20.8
134 |Leber congenital amaurosis 63k a5 )sal H35.52
135 |Intestinal lymphangiectasia &) o2 4l gl (g S Silail 189.0
136 |frontonasal dysplasia i - (5 )% Q75.8
137 |generalized lipodystrophy B9 e sl E88.1




