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E_HERNFEAF

FSs IRATR (L) IR AR (%3X)
1 B REANE Achondroplasia
2 IRAFE ML A0 Acquired hemophilia
3 JEl o Acromegaly
4 BN R Adult-onset Still disease
5 AlagilleZx &1 Alagille syndrome
6 o-1-Hi R ARG o = E Alpha-1-antitrypsin deficiency
7 | ANCARHIME I % ANCA-associated vasculitis
8 Bardet-Biedl Zi&1iE Bardet-Biedl syndrome
9 2955/ Uik )R 2% B4 Behget's disease
10 | BRI Blue rubber bleb nevus
11 | CDKL5HkZ%E CDKL5-deficiency disorder
12| Jollikes Bine Choroideremia
13|t s s T 2 R AR A Chronic inflammatory demyelinating polyneuropathy
14 | BiE 40K Clear cell sarcoma of kidney
15 AR R Cold agglutinin disease
16 | e R HE B Congenital biliary atresia
17 e R A ML R T VI Z 5 Congenital factor VII deficiency
8 AMEIE (A %2 MR IAMELEAME/NLRP3FHSEH | Cryopyrin associated periodic syndrome/ NLRP3-
£ R RE TR associated systemic autoinflammatory disease
19 S A A I A Cutaneous neuroendocrine carcinoma(Merkel cell
carcinoma)
20 | R TNk R Cutaneous T-cell lymphomas
21 | BeEREAE Cystinosis
22| BETRVE R IRET Yk R Dermatofibrosarcoma protuberans
23 | WERRMERLAH AL B M 5 Eosinophilic gastroenteritis
24 | BRI Epithelioid sarcoma
25 TR BERUE AN RAE Facioscapulohumeral muscular dystrophy
26 | GG R (2 B L H 2R A G A oh Familial hemophagocytic lymphohistiocytosis
27 FRPE R8T B P Familial adenomatous polyposis
28 | HHTHEEEAAEREAR Fibrodysplasia ossificans progressiva
29 Jfe 14 X &5 B AiE Fragile X syndrome
30 | AR AR RUE Gangliosidosis
31 | Bl EE o3k i e Gastroenteropancreatic neuroendocrine neoplasm
32 | EHigEEUE Gastrointestinal stromal tumor
33 | R AR S Generalized pustular psoriasis
34 | AR IR 55 IR T R YRR E Genetic hypoparathyroidism
35 | E4upushiks Giant cell arteritis
36 | HEMR Giant cell tumor of bone
37 | M/MMRTE TR Glanzmann thrombasthenia
38 | JRJmERRAH Mg Glioblastoma
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Fs FRRARR (L) BRIRATR (%)
39 | EIMREREAE Gorlin syndrome
40 | ARV 2 Hidradenitis suppurativa
41 | B2 Hutchinson-Gilford progeria syndrome
42 | RYELAYE R IR Inflammatory myofibroblastic tumor
43 | LeberZo Rt R Leber congenital amaurosis
44 Lennox-Gastaut 235 1iF Lennox-Gastaut syndrome
45 | ARG 20k = 5E Limbal stem cell deficiency
46 T = A Malignant hyperthermia
47 TP I IS [ 7 9 Malignant pleural mesothelioma
48 | HBOERH Melanoma
49 | FEMERARERAR Metachromatic leukodystrophy
50 | BBEDRIAEZR G AR AR Monogenic non-syndromic obesity
51 2 RNE P 5 WA IR Multiple endocrine neoplasia
52 | RAEMEIER Narcolepsy
53 | M BRI Neuroblastoma
54 | MU Neurofibromatosis
55 | AU A8 BUTRRE Neuronal ceroid lipofuscinosis
56 | MAEFRMEMBER Neurotrophic keratitis
57 B PR Osteosarcoma
58 RIEIHE Pemphigus
59 WA ) LRSI B ik = IR Persistent pulmonary hypertension of the newborn
60 | MEERAN NI Pheochromocytoma
61 | PIK3CAMIFIL FEA K LR A1 PIK3CA related overgrowth syndrome
62 | EMELAN MG 25 Polycythaemia vera
63 | JRARVENHIT LI & Primary biliary cholangitis
64 | JEARMAKBERZAE Primary growth hormone deficiency
65 | JRARVEBR B RAEA K E 115 Z 0 Primary IGF1 deficiency
66 | JEUR MG R I Primary immunodeficiency
67 | JEkME mﬁiﬁﬁ?ﬁﬂﬁ Primary myelofibrosis
68 | JEUAMEAEAL I IR A Primary sclerosing cholangitis
69 HEAT PELT AL PR ‘ﬁﬂﬁi&hﬁ Progressive fibrosing interstitial lung disease
70 | ERMEOLAERK Recurrent pericarditis
71 T ) LA P9 Retinopathy of prematurity
72 Rettié\%ﬁE Rett syndrome
73 | ElatiE Short bowel syndrome
74 | MY E'ﬁﬁﬁ?’%% %% Systemic juvenile idiopathic arthritis
75 | RGO K 2 0 Systemic mastocytosis
76 | KRBk R/ 2 RKIERBNK A Takayasu arteritis
77| R R 2 R Y Tenos.yl.mvial giant cell tumor/Pigmented villonodular
synovitis
78 | HuigITML (FEED Thalassemia major
79 A A LN 2 1 5 Thrombotic thrombocytopenic purpura
80 | BAVRIR R E A VEM IR Transthyretin amyloidosis
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i
Fs B AR () B AR (332 )

Tumor necrosis factor receptor associated periodic

81 | FRSRBEIA 52 fAAH 5% i Ik £ A Ak

syndrome
82 | JHvRAHICE ALSE Tumor-induced osteomalacia
83 | Von Hippel-Lindau%i &1k Von Hippel-Lindau syndrome
84 | M ML AR IITEY Von Willebrand disease type3

‘ . . . Waldenstrom macroglobulinemia/ Lymphoplasmacytic
85 | IR EBRER A HLAE/ Ik U 35 20 Hf bk 08T

lymphoma

86 | WestZi &b/ 2 IR ZESEAAIE West syndrome/Infantile spasms syndrome
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