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BRI fEEHR (Rh) CENEHRBE 0FEREY X b

O : B#Er (—BPoOTFT—2BEEOERFBHBERNELTHAT VM) | X #HL

&1 | FRER TIVR
FRfE =4 Ex4 KEHR
&2 | &2 i s
1 001 |BREBEMEADZEHEAE Spinal and Bulbar Muscular Atrophy
2 002 |EhZEMEIERIRE(CAE Amyotrophic Lateral Sclerosis O
3 003 |EBEM AR ZENEAE Spinal Muscular Atrophy
4 004 |EFMAIRE(CEE Primary Lateral Sclerosis
5 005 [T EEMRE Progressive Supranuclear Palsy
6 006 [/X—F> vV UIF Parkinson's Disease
7 007 | KHpE B EEZEIERE Corticobasal Degeneration
8 008 |(NvFr biF Huntington's Disease O
9 009 |##RE R IR M EKE Neuroacanthocytosis
10 010 |¥vNa3—-<YU—"- by —RJF Charcot-Marie-Tooth Disease O
11 011 |EfERHEAE Myasthenia Gravis O
12 012 |SeRMEBHENFEER Congenital Myasthenic Syndrome
13 013 | ZHMBLAE,/ BrREBEA Multiple Sclerosis/Neuromyelitis Optica X O
1 014 1SMEREMR S L FmiER /L EEES) = 2 —n0/%  [Chronic Inflammatory Demyelinating Polyneuropathy
F— /Multifocal Motor Neuropathy
15 015 |HAKEA Inclusion Body Myositis
16 016 |v A7 - FHBAE=ERE Crow-Fukase Syndrome
17 017 |% R ENERE Multiple System Atrophy O O
18 018 |&BENMEIERE (ZRIMEMEL R, ) Spinocerebellar Degeneration O
19 [019-01(54 vV —L4fE (T—> =9%) Lysosomal Storage Disease (Gaucher's Disease) O
. Lysosomal Storage Disease (Niemann-Pick Disease
019-02|74 vV —=LJE (=—< > - Ev 7RAEL, B&) y ¢
Type A, B)
N Lysosomal Storage Disease (Niemann-Pick Disease
019-03[7 4 VYV —L¥E (=—< > v 7FECH) / £ O
Type C)
019-04|Z7 4 VYV —LE (GMIA YTV F Y K- ) Lysosomal Storage Disease (GM1 Gangliosidosis)
019-05|7 4 VvV —LE (GM2A Y 7V F Y K= ) Lysosomal Storage Disease (GM2 Gangliosidosis)
019-06|5 4 v/ —LJE (75 v ~NJE) Lysosomal Storage Disease (Krabbe Disease)
. N N Lysosomal Storage Disease (Metachromatic
019-07(5 4 vV — L5 (REMEETZ a7 1 —) / ¢
Leukodystrophy)
. . . Lysosomal Storage Disease (Multiple Sulfatase
019-08|7 4 vV V' — L& (RILFFILYILT 7 & —+ RIBAE) y . & P
Deficiency)
019-09(5 4 vV —LJE (77 —/"—¥&K) Lysosomal Storage Disease (Farber Disease)
019-10|5 4 Vv V' — LJE (LIS EEREIR) Lysosomal Storage Disease (Mucopolysaccharidosis |) O O
N Lysosomal Storage Disease (Mucopolysaccharidosis
019-11|5 1 v V= 1 (42 SIBEIR) ﬁ & Pow o o
N Lysosomal Storage Disease (Mucopolysaccharidosis
019-12|5 1 v V— 4 (53 2IENIR) |$ & Pow o o
N Lysosomal Storage Disease (Mucopolysaccharidosis
019-13|5 1 v V— 1 (42 SIBEIVE) |$ & Pow o o
N Lysosomal Storage Disease (Mucopolysaccharidosis
019-14|5 1 v V— 1 (L2 SIBEVIZ) J) & Pow o o
R Lysosomal Storage Disease (Mucopolysaccharidosis
019-15|5 1 v V— 15 (43 SIBEVIIE) ﬁ) & (Mucopoly o o
N Lysosomal Storage Disease (Mucopolysaccharidosis
019-16|5 1 v V— L (47 SIBEIXE) |$ & Pow o o
019-17|54 v/ —LJE (7Y F—R) Lysosomal Storage Disease (Sialidosis)
019-18|7 A4V —LJE (HF77 b T Y F=2R) Lysosomal Storage Disease (Galactosialidosis)
N N Lysosomal Storage Disease (Mucolipidosis Types Il,
019-19(Z7 4 vV —=LJF (L3 VER—=RNE 11E) Hé & ( P P O
019-20|5 4 v/ —LJE (a-%w> /¥ F—vR) Lysosomal Storage Disease (alpha-mannosidosis)
019-21|5 4V —LiE (B-v>» /¥ F—YR) Lysosomal Storage Disease (beta-mannosidosis)
019-22|5 4V —LE (72 F—vR) Lysosomal Storage Disease (Fucosidosis)
019-23|5 4 Y/ —LJE (FR/SLFILZ I3 IV RIE) Lysosomal Storage Disease (Aspartylglucosaminuria)
N . Lysosomal Storage Disease (Schindler Disease/Kanzaki
019-24|Z 4 v/ —LJE (¥ F 7%/ 10I57%) ’ £
Disease)
019-25(5 4 vV —LJK (R ~%) Lysosomal Storage Disease (Pompe Disease) O O
019-26|5 4 v/ —L%F (BEEY /X—¥ RIEE) Lysosomal Storage Disease (Acid Lipase Deficiency)
019-27|54 vV = LJ& (X / V&) Lysosomal Storage Disease (Danon Disease)
. N Lysosomal Storage Disease (Free Sialic Acid Storage
019-28|5 1 v/ — L (Hes> 7 LBEETE) ’ ¢ ’
Disease)
019-29(7 4 VvV —LfE (EBA FURTIRF /=T R) Lysosomal Storage Disease (Ceroid Lipofuscinosis) O
019-30(54 VvV —LJ& (777 URH) Lysosomal Storage Disease (Fabry Disease) O O
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019-31|54 v/ —LJF (¥ RAF VIE) Lysosomal Storage Disease (Cystinosis)
20 020 |RIBREBEYXbO7 14— Adrenoleukodystrophy
21 021 [T b FUTHE Mitochondrial Diseases O
22 022 |H¥HPHE Moyamoya Disease O
23 023 |FUH>E Prion Disease
24 024 |TEEMEB(LIESRA Subacute Sclerosing Panencephalitis
25 025 |EfTHEZ B A ERAE Progressive Multifocal Leukoencephalopathy
26 026 |HTLV-1B9E&BEAE HTLV-1-associated myelopathy
27 027 |#HRUEEZRAIKCE Idiopathic Basal Ganglia Calcification
28 028 |&5M7Ing F—v R Systemic Amyloidosis
29 029 (7Y vEefE Ullrich Disease
30 030 [BRAIEIA/NF— Distal Myopathy
31 031 |NALLIF/NNF— Bethlem Myopathy
32 032 (BECERZERMEIA/\F— Autophagic Vacuolar Myopathy
33 033 [ a7Ly -« ¥ RIVEREE Schwartz-Jampel Syndrome
34 034-1 | Mg (13 Neurofibromatosis Type 1 @]
034-2 | RIS HERERE (113Y) Neurofibromatosis Type 2
35 035 |XfE’E Pemphigus O
36 036 |FEKBEIE Epidermolysis Bullosa @]
37 037 |RefatEszciE LA Pustular Psoriasis
38 038 (RF4—TVvR-Tarvy  iEER Stevens-Johnson Syndrome O
39 039 |hEMFREIERE Toxic Epidermal Necrolysis O
40 040 |EREIRE Takayasu's Arteritis @]
41 041 |EfEREMESNARA Giant Cell Arteritis O O
42 042 |#EETIEZ FEDIR 2 Polyarteritis Nodosa @]
43 043 |BBMERMZ RME X Microscopic Polyangiitis O
44 044 |ZREME X ERNTFELE Granulomatosis with Polyangiitis O
45 045 |SFERERIE S R ME A MENIFIERE Eosinophilic Granulomatosis with Polyangiitis O
46 046 |BMBEEY V< F Malignant Rheumatoid Arthritis
47 047 |N=Y v —FF Buerger's Disease
48 048 |BEHMIY v EEBIMAEERE Antiphospholipid Antibody Syndrome
49 049 25T VT~ =T R Systemic Lupus Erythematosus O
50 050 |KFERRZ./ % FIEm 2 Dermatomyositis /Polymyositis O
51 051 |&5MsEAE Systemic Sclerosis O
52 052 [BAMFHAEEER Mixed Connective Tissue Disease
53 053 |¥z—7'L vEREE Sjogren's Syndrome
54 054 [BR AR FILIH Adult-Still's Disease
55 055 |HHRMZHETREA Relapsing Polychondritis
56 056 [N—Fzv MF Behcet's Disease
57 057 |FFFMALAREYDARE Idiopathic Dilated Cardiomyopathy
58 058 |BBAELLAEREE Hypertrophic Cardiomyopathy O
59 059 (WERELLEHEE Restrictive Cardiomyopathy
60 060 |[BAETRMEM Aplastic Anemia O
61 061 |BE®EZFMEAMMKEZ M Autoimmune Hemolytic Anemia O
62 062 |REMEREANES RE VR Paroxysmal Nocturnal Hemoglobinuria
63 063 [FFFME M/ IRIB A 1 L BHR Idiopathic Thrombocytopenic Purpura O
64 064 (Mgt /iR A 1 L BH% Thrombotic Thrombocytopenic Purpura
65 065 |RFEMRBERDIEEE Primary Immunodeficiency Syndrome O
66 066 |[lgA BiE IgA Nephropathy
67 067-1 |5 RMBIHE (HmhENSEHERD) Poncystic K?dney D?sease (Autosomal Dominant %
Polycystic Kidney Disease)
067-2 |5 RMBHE (BRBALHSEHERE) Polycystic K?dney Disease (Autosomal Recessive %
Polycystic Kidney Disease)
68 068 |EHEEBEWFEE(LIE Ossification of Ligamentum Flavum
69 069 |EMtITEE(LIE Ossification of Posterior Longitudinal Ligament X
70 070 |LEEEFERELE Coexisting Cervical and Lumbar Spinal Stenosis
71 071 |¥FMABREIBIEIIE Idiopathic Osteonecrosis of Femoral Head
72 072-1 | FEAIADHA B RS (IR Diencephalo-hypophysial In.sufficiency.—I.nappropriate
ADH Syndrome (Central Diabetes Insipidus)
Diencephalo-hypophysial Insufficiency-Inappropriate
072-2 | FEAMADHDMEBIE (N 7L > VLB RILE) ADH Syndrome (Syndrome of Inappropriate Secretion of
Antidiuretic Hormone)
73 073 | FEmETSHe D|enclepha‘1Io—hy;?ophyS|aI Insufficiency-Inappropriate
Thyroid stimulating Hormone Syndrome
4 074 | FEAEPRU IR Dience.phalo—hypophysial Insufficiency-Inappropriate
Prolactin Syndrome
75 075 |2 v I%% Cushing's Disease O
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76 076 | FEMMTF b O ey it Diencephalo—hy?ophysial dysfunct.ionfSyndrome of
abnormal secretion of Gonadotropin
77 077 | TR E ST s Diencephalo—hy?ophysial dysfunction-Syndrome of
abnormal secretion of Growth hormone
n N N Hypopituitarism-Syndrome of abnormal secretion of
78 | 078-1 | FEMAKEIFEMEEE TR (T F oY HMETAE) )
Gonadotropin
078-2 TEFRTEREERTE EIBRERBRLEY Hypopituitarism-Syndrome of abnormal secretion of
| (ACTH) HETRE) Adrenocorticotropic hormone
078-3 TEAFPEMEERTE (FRIERERILEY (TSH) 4 [Hypopituitarism-Syndrome of abnormal secretion of
©wETE Thyroid stimulating hormone
078-4 TEAEREREETE (GH WA MESRE (I |Hypopituitarism-Growth hormone secretion deficiency of
B dwarfism (Child)
078-5 | FEMARIEMEEE T (MAGHDMWAEAE) Hypopituitarism-Adult Growth Hormone Deficiency
TEAREEEETE (70525 (PRL) 9MMET |Hypopituitarism-Syndrome of abnormal secretion of
0786 iE) Prolactin
79 079 |REMES L X TFA—LIGE (GREESRE) Familial Hypercholesterolemia (Homozygote )
80 080 |EIRERKILE VARISEE Syndrome of Resistance to Thyroid Hormone
81 081-1 | FHEI B E ERE RIERE (RN Y A A B CFJng.enitaI Adrenal Enzynh"ne Deficiency (Congenital
Lipoid Adrenal Hyperplasia)
10 HRUERBREBEZRIBE 3B -7/kB{t X7 B4 Ktk |Congenital Adrenal Enzyme Deficiency (38 -
08 #B% (3B-HSD) KIBAE) Hydroxysteroid Dehydrogenase Deficiency)
081-3 | FIEIB S BRE RIBE (21 ABLEER BT Con.g-enital Adrenal Enzyme Deficiency (21-Hydroxylase
Deficiency)
081-4 | RMAB HEHERIAE (115 kimaiag) | oo Adrenal Enzyme Deficiency (116~
Hydroxylase Deficiency)
0815 [ RMRBRERERAE (17a kB | e o Adrenal Enzyme Deficiency (17a-
Hydroxylase Deficiency)
SRR BREBEERIBE (P4504 > KL X2 Z— |Congenital Adrenal Enzyme Deficiency (P450
081-6 + (POR) XIEfE) Oxidoreductase Deficiency)
82 082 |ScRMBIBER RAE Congenital Adrenal Hypoplasia
83 083 |77V VIR Addison's Disease
84 084 [HiaAf =X Sarcoidosis X
85 085 |#FHMRIE MR 2 Idiopathic Interstitial Pneumonia
86 086 | At &h A 14 Fifi 7= 110 £ iE Pulmonary Arterial Hypertension
47 087 |sresmenme e mnsiEs PuIrTmnary Veno—(‘)cclusiv.e Disease / Pulmonary
Capillary Hemangiomatosis
88 088 |i&ME Mtz 4 it & I fiE Chronic Thromboembolic Pulmonary Hypertension
89 089 |V v/ RRERHIERE Lymphangioleiomyomatosis
90 090 [({BREEEREME Retinitis Pigmentosa O
91 091 /8w K - 7 UEERE Budd-Chiari Syndrome
92 092 |HFFMEPIIRE TUHESE Idiopathic Portal Hypertension
93 093 |REMBHIEIEE & Primary Biliary Cholangitis
94 094 |RFEMREILIEIE X Primary Sclerosing Cholangitis
95 095 |BCRBEMERFA Autoimmune Hepatitis
96 096 |(/Aa—>¥F Crohn's Disease X
97 097 |BBMEXEBEA Ulcerative Colitis
98 098-1 |imespie s EE s (3 m-3L) Eosinophilic Gastro-Intestinal Disorder (Newborn
Infant-Infant)
098-2 |AFERERIMEHILERE (NB-FA) Eosinophilic Gastro-Intestinal Disorder (Child - Adult)
99 099 |1MERFRMEBIEIZERZERE Chronic Idiopathic Intestinal Pseudo-Obstruction
100 100 |Bxmme emmaEntons Megacystis-Microcolon-Intestinal Hypoperistalsis
Syndrome
101 101 |BBEMREMmARE D E Congenital Isolated Hypoganglionosis
102 102 (e a4y - T4 CEREE Rubinstein-Taybi Syndrome O
103 103 |CFCHEfZEE CFC Syndrome
104 104 |2 X5 AsERE: Costello's Syndrome O
105 105 |F v — ViEMREE CHARGE Syndrome
106 106 |27 U4 B E AR EREE Cryopyrin-Associated Periodic Syndrome O
107 107-1 | B SR 4 (£ B IS B AR ) Ju'\/enile.idiopatbilc arthritis (Systemic-Onset Juvenile o
Idiopathic Arthritis)
107-2 | B ps el maan s (RIEHRIE A B AREG A Ju'\/enile.idiopathi'c arthritis (Joint-Onset Juvenile o
Idiopathic Arthritis)
108 108 |TNF2A{AR9EE A EREE TNF Receptor-Associated Periodic Syndrome
109 109 |FEERBUAIM IR SIEME(REE Atypical Hemolytic Uremic Syndrome
110 110 |77 ViEREE Blau Syndrome
111 111 [BRMEIA/F— Congenital Myopathy
112 112 |xVUxR3 -y xz—7 L VERE Marinesco-Sjogren Syndrome
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113 113 By RbR74— Muscular Dystrophy
114 114 |EPR A7 4 —MEIF b = —fERE Non-dystrophic Myotonia O
115 115-1 RGERIRHRARE (REEHES U 7 AR BRI Hereditary Hypokalemic Periodic Paralysis
)
115-2 BGERRUEBARE (REERHY 7L (BHY T Hereditary Hyperkalemic Periodic Paralysis
£3) MEREIRR OB R E)
116 116 |7 b E—MHEGHA Atopic Myelitis
117 117 |BHZRE Syringomyelia O
118 118 |&HEREIER Myelomeningocele
119 119 |7 A Yy 7 ZEREE Isaacs Syndrome
120 120 | &Y R =T Hereditary Dystonia
121 121 |#&7 U F ViE Neuroferritinopathy
122 122 |MEAEY TV VLB Superficial Siderosis
123 R O —— Cerebra'l Autosomal Recessive Arteriopathy with
Subcortical Infarcts and I__eukoencephalopathy
124 124 | BB TIER S AR > 5t B BB Cerebra'l Autosomal Dominant Arteriopathy with o
Subcortical Infarct and Leukoencephalopathy
AT YR Yoy Ry
125 125 zﬁ§m§17l R FERE RSB DS A B Hereditary Diffuse Leukoencephalopathy with Spheroid
126 126 |~V —jfEfREE Perry Syndrome
127 I L T y— Frontotemporal Lobar E')egeneration : Behavioral variant
frontotemporal dementia
127-2 |BUSEMIBAREARMEAE (RWKMERRANE) Frontotemporal Lobar Degeneration : Semantic dementia
128 128 |E vy h—R &y 7REem%k Bickerstaff's Brainstem encephalitis
129 129 lmwEmm (—iar) & Acete Fncephalopathy with Febrile Convulsive Status
Epilepticus
130 130 |SeRUEERETE Congenital Insensitivity to Pain with Anhidrosis
131 131 [7LFRHYr2—%F Alexander Disease
132 132 |SeRMER R gE Congenital Suprabulbar Paresis
133 133 |4 & RfEMREE Mobius Syndrome
134 134 |FIBRRERERSIE,/ K'Y 7EREE Septo-optic Dysplasia / De Morsier syndrome
135 135 |74 HLT 1 GEIREE Aicardi Syndrome
136 136 |HAIEREE Hemimegalencephaly
137 137 [RBUERERRK Focal Cortical Dysplasia
138 138 |t B BRI Neuronal Migration Defects
139 | 139-1 FREARBMABEFERASRE (XYY 7R - X)LY/\y |Congenital Cerebral Hypomyelination (Pelizaeus-
INE) Merzbacher Disease)
139-2 FTREARBMEABERRASAE (XYY 7R - X)LY/y |Congenital Cerebral Hypomyelination (Pelizaeus-
NEIRL) Merzbacher Like Disease)
139-3 FRERBOAERRADE (BEEZS L OVNNEREZ £ [Congenital Cerebral Hypomyelination  (Hypomyelination
5 BB A EAE) with Atrophy of the Basal Ganglia and Cerebellum)
139-4 |ERUEAMABRRAESAE (18qKX LAEMREE) Congenital Cerebral Hypomyelination (18q- Syndrome)
139-5 TEREARA BRI () 7~ * /~—~ K~ + X F |Congenital Cerebral Hypomyelination (Allan-Herndon-
\) —JF{EEE) Dudlev Svndrome) _ _ _
139-6 | 4Tt AR B TURRATE (HSPE0S 4 <00 %) Congenital Cerebral Hypomyelination (Mitochondrial
Hsp60 Chaperonopathy)
139-7 | RMARBMBAERRADE (Y 75%) Congenital Cerebral Hypomyelination (Salla Disease)
N N e e N 1 CUMEETITIar CETCOTAr TTypuUTTy e TatioTT TOTTTUSTE TeTeEDTar
139-8 REAMBEI AR (NRIEERE & RERET A Hypomyelination with Cerebellar Atrophy and Hypoplasia
5 EMARM AE R ALAE) b o el )
139-9 TR ERABIZRAERE (oA H Nk %> BBiaI% |Congenital Cerebral Hypomyelination (Hypomyelination
PRAEAE) i B} ] ___land Congenital Cataract)
139-10 FRERBBERRADE (KHA. EFERRKZF S5 [Congenital Cerebral Hypomyelination (Ataxia, Delayed
R EAE) Dentition, and Hypomyelination)
T RTE AN BT AEIE (i pe L R Bt 25 T AXTE |Congenital Cerebral Hypomyelination (Peripheral
139-11 |BESRADIE. 7 — T »/N\— JEREEf, bt/ 2 X7 |Demyelinating Neuropathy, Central Dysmyelinating
> TIR) Leukodystrophv, Waardenburg Syndrome. and
140 140 | F 7 ~GE(REE Dravet Syndrome
141 181 | BEmA S mEIBEEC A DA I\/I'esial Temporal Lobfa Epilepsy with Bilateral
Hippocampal Sclerosis
142 142 |24/ RA=—RETAIA Myoclonic Absence Epilepsy
143 143 (247 A=—WMOREEEZES TALA Epilepsy with Myoclonic Atonic Seizures
144 144 (L /v R« AR —GEREE Lennox-Gastaut Syndrome
145 145 |7 TR EIREE West Syndrome
146 146 | KHRAEEE Ohtahara Syndrome
147 147 |BHAIA 7 0 =—BNiE Early Myoclonic Encephalopathy
148 148 |EEUEREELFIALRTANA Epilepsy of Infancy with Migrating Focal Seizures
149 149 |FAES - FIRE - TAD AREREE Hemiconvulsion-Hemiplegia-Epilepsy Syndrome
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150 150 |BIR20F R EAEEE Ring Chromosome 20 Syndrome
151 151 |7 R Lyt vk Rasmussen's Encephalitis
152 152 |PCDH19B9EAE1&AE PCDH19-related Syndrome
Acute Encephalitis with Refractory, Repetitive Partial
153 | 153 |MAsmEmH RIFERE AR , P yree
Seizures
Epileptic Encephalopathy with Continuous Spike-and-
154 | 154 |GEBEREISEIIAEERT A b AMEBIE priephic Encephiaiopatiy P
Wave During Sleep
155 155 |7 K7 - oL 7+ —fERE Landau-Kleffner Syndrome
156 156 |L v MiEfREE Rett's Syndrome O O
157 157 |R&—=2 - oz —N—EREE Sturge-Weber Syndrome O
158 158 |fEEIMERE{LRE Tuberous Sclerosis Complex
159 159 |BRMEEIE Xeroderma Pigmentosum O
160 160 |5 RM & sk Congenital Ichthyosis O
161 161 |RixERMIEEXRBERE Benign Familial Pemphigus
Pemphigoid (including Epidermolysis Bullosa
162 | 162 [BXREE BREREABELS0, ) prie &P y o
Acquisita)
163 163 |RREMEBERMELEMHETIE Acquired Idiopathic Generalized Anhidrosis
164 164 |BRAZ S H RIE Oculocutaneous Albinism
165 165 |MBEEM RS B RE Pachydermoperiostosis
166 166 |EMEHRHMERIEEERE Pseudoxanthoma Elasticum
167 167 |~ 7 7 ViEREE Marfan's Syndrome O
T—5R - XYAREGRE (FRET—-52 - 402
168 | 168-1 \ Ehlers-Danlos Syndrome (Classical type)
FEREE)
I-JZ - ZYORERE BHEI-52-4>0X N
168-2 \ Ehlers-Danlos Syndrome (Hypermobility type)
FEREE)
I—F7R-XyAREEREE (MERIT-F7X-X>AR
168-3 \ (&R Ehlers-Danlos Syndrome (Vascular type)
FEREE)
I—-JZ - AVARERE BRAEBEI-5Z - 40
168-4 . ( = Ehlers-Danlos Syndrome (Kyphoscoliosis type)
ZAEIEEE)
I—TJ X ZVAXEGE (ZRAEMMEEL— 7 X -
168-5 | . Ehlers-Danlos Syndrome (Arthrochalasia type)
K> O REREE)
I—-FR-XvORMEEE (BERBREI-FR - X ]
168-6 . Ehlers-Danlos Syndrome (Dermatosparaxis type)
a0 RFEREE)
1687 I—5 X XY AOXEGE (70~ X v 4-O-hBk&n% |Ehlers-Danlos Syndrome (Dermatan 4-O-
BER-IXENT— 5 X - &> 0 FEEE) sulfotransferase 1 Deficient type)
169 169 |47 ZE Menkes' Disease
170 170 |#F o> &I - K— v ElEEE Occipital Horn Syndrome
171 171 |74y V9 Wilson's Disease O
172 172 ({BFRR7 72—+t Hypophosphatasia
173 173 |VATERJE(ZEE VATER Syndrome
174 174 |BBAE - ~N2ATFH Nasu-Hakola Disease
175 175 |7 1 —/N—fEfREE Weaver Syndrome
176 176 |23 74> - O—VY —fE(REE Coffin-Lowry Syndrome
177 177 |V 2 R— VEEERERS SR B Joubert Syndrome-rerated Disorder
178 178 [E7 v b« 7 4Ly VEEREE Mowat Wilson Syndrome
179 179 |74 U 7 L XiEIREE Williams Syndrome
§ ATR-X (X-linked alpha-thalassemia/mental
180 | 180 |ATR-xsEfRE: _
retardation) Syndrome
181 181 |7 — v iERREE Crouzon's Syndrome
182 182 |7 _R—IVEEIREE Apert Syndrome
183 183 |7 74 7 7 —fE1REE Pfeiffer Syndrome
184 184 |7>v bhL—+ B RT—JEREE Antley-Bixler Syndrome Phenotype
185 185 (274> - U RGEMREE Coffin-Siris Syndrome
186 186 [ARLY R « bLY VEREE Rothmund-Thomson Syndrome
187 187  |FRE(E(REE Kabuki Syndrome
188 188 | % BElERE Polysplenia Syndrome
189 189 |fmPRIE(REE Asplenia Syndrome
190 190 |fEEBEERE Branchio-oto-renal Syndrome
191 191 |7 =)L+ —SEREE Werner Syndrome
192 192 |37 A VERE Cockayne Syndrome
193 193 |75 & — " vq VRS Prader-Willi Syndrome O O
194 194 |v b RAEMERE Sotos Syndrome
195 195 |X —F viEfREE Noonan Syndrome O
196 196 |V > - ooy ViERRE Young-Simpson Syndrome
197 197 |1p36XRAfEREE 136 deletion Syndrome
198 198 |4pRIAE(RRE 4p deletion Syndrome
199 199 |5pR&AEIERE 5p deletion Syndrome
200 200 |BUBLBERIBELA V I —fEEE Kagami-Ogata Syndrome
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201 201 |7 ¥ o~ SEERE Angelman Syndrome O
202 202 |23 <w¥=—RAEEE Smith-Magenis Syndrome
203 203 |22q11.2 R KIEMREE 22q11.2 Deletion Syndrome
204 204 |T< X TIVAEIRERE Emanuel Syndrome
205 205 |BE35 X AEEAERIERE Fragile X-associated tremor/ataxia syndrome
206 206 |MESSXAEREEE Fragile X Syndrome
207 207 |HeBhARETEIRAE Persistent Truncus Arteriosus O
208 208 |[MBIEXIME AR Corrected Transposition of Great Arteries
209 209 |EeAMEEAE Complete Transposition of Great Arteries
210 210 |BEOEE Single Ventricle
211 211 | E OB BRAEERE Hypoplastic Left Heart Syndrome
212 212 |=FAEAHAE Tricuspid Atresia
213 213 | DE R RIE % (15 U Eh IR B 84 Pulmonary Atresia with Intact Ventricular Septum
214 214 |LEFFERIE % S HEARER $HAE Pulmonary Atresia with Ventricular Septal Defect
215 215 |7 7 B —O#fE Fallot's Tetralogy
216 216 |mAME L ELIARE Double-outlet Right Ventricle
217 217 |Z7R%A V¥R Epstein Syndrome
218 218 |7 ILR— RE(RERE Alport's Syndrome
219 219 |FvawzA - 7 MNEREE Galloway-Mowat Syndrome
220 220 |BRETHERIKEE L Rapidly Progressive Glomerulonephritis
221 221 |BUAREKAEERE X Anti-GBM Nephritis O
222 222 | =R 70— EiERERE Primary Nephrotic Syndrome O O
223 223 | R IRTE M R BRIAE A Primary Membranoproliferative Glomerulonephritis
224 224 |RBHREB L Purpura Nephritis
225 225 |G RMB MR Congenital Nephrogenic Diabetes Insipidus
226 226 |EIEMBENRL (N ) Interstitial Cystitis (Hunner type)
227 227 |#R7—%% Osler Disease O
228 228 |PAZEMMESRER % Bronchiolitis Obliterans O
229 B — PuImon_ary Alveolar Proteinosis (autoimmune or
congenital)
230 230 |fhR R S AE(ERE Alveolar Hypoventilation Syndrome
231 231 |al-7YFbU TV RZAE Alpha-1-Antitrypsin Deficiency
232 232 |h—=—%E4H Carney Complex
233 233 |75 LAEREE Wolfram Syndrome
RAFFTY—LF RIBAEY RO T4 —%K Peroxisomal Disorder (Peroxisome Biogenesis
234 | 230 o) (RULFFLY—LEBESE) Disorders) X
2342 NAUFFTY—LF RIBEAEC AR T4 —%K Peroxisomal Disorder (Peroxisomal beta-Oxidation
K.Y (RuF Ry Y — L BB REEIERE) Enzyme Deficiency) X
~LFFTY—LF EBABEYA O —%RK Peroxisomal Disorder (Plasmalogen biosynthesis
234-3 |, ) (F7R2=7A—7UERRERRIBE RMESIR |enzyme deficiency (Rhizomelic Chondrodysplasia X
REERARE2R, 3E) Punctata type 2, type 3)
RUAFTY—LF EIBHEYR AT —%RK ) ) )
234-4 Peroxisomal Disorder (Refsum Disease) X
o) (LZHY LK)
234-5 cvAF Sy —LiE ERARIZ 0T %R Peroxisomal Disorder (Primary Hyperoxaluria type 1) X
<o) (BRMEY 2 vBREIR)
A FRey—LE REIBEEYRAMOT7 4 — %R ) ) ) )
234-6 _ . Peroxisomal disorder (Acatalasemia (Acatalasia) X
o) (THRFEI7 (EHKF—FIE) )
235 235 (BRI TE Hypoparathyroidism O
236 236 |tAMEEIFIRBRERE(E TRE Pseudohypoparathyroidism
237 237 |RIBRERIBRILE IS Adrenocorticotropic Hormone (ACTH) Insensitivity
238 | 238-1 | & I U DIEIIEL 29/ BEILE (K 59%) Vitamin D Resistant Rickets / Osteomalacia (Rickets)
238-2 |4 = o DIRHIE < B/ BEALE (B8{LE) Vitamin D Reslistant Rickets / Osteomalacia
(Osteomalacia)
239 | 2391 B2 I DIkEEL 3F/ BEILELR (B4 2 > Dik#E [Vitamin D-dependent Rickets / Osteomalacia typel
SE1EY) (Vitamin D-dependent Rickets, type 1)
2392 B2 2 DIkEMEL 3F/ BELE2E (£ 4 2 > Dik#E [Vitamin D-dependent Rickets / Osteomalacia (Vitamin
SiE2RY) D-dependent Rickets, type 2)
240 240 |7 =4 b U REE Phenylketonuria O
241 241 |&F B ¥ mEIR Tyrosinemia type 1
242 242 |&F 0¥ mE2f Tyrosinemia type 2
243 243 |&F B> v mE3R Tyrosinemia type 3
244 244 | XA —T 0y TRRAE Maple Syrup Urine Disease
245 245 |7 oA v ERMAE Propionic Acidemia
246 246 | X FIL=< A ERMAE Methylmalonic Acidemia
247 247 |4 v EEBIE Isovaleric Acidaemia
248 248 (/L2 —R F TV RR—KZ—1XIBE Glucose Transporter type 1 Deficiency Syndrome
249 249 | &ZIVEEMAELRY Glutaric Acidemia type 1
250 250 |7 RIVERINAE2E! Glutaric Acidemia type 2
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251 251 |R&EVAVILESE Urea Cycle Disorder O
252 252 |V ¥ v RHEEBRMEE Lysinuric Protein Intolerance
253 253 |SeRMEBBINAE (GE) Hereditary Folate Malabsorption
254 | 254-1 |RL7 4 UV (BMREXRMERILT 4 U V) Porphyria (Acute Intermittent Porphyria) O
254-2 [R7 4 U VE GBEHEaATARILT 1) VIE) Porphyria (Hereditary Coproporphyria) O
254-3 |RIL7 4 U E (BEFILT 4 U VfE) Porphyria (Variegate Porphyria) @]
254-4 U7 4 UE GRFRIE (BEE) 70 bRL7 1) Porphyria (Erythropoietic protoporphyria) O
> fE)
254-5 |7 4 U ViE (BEMEERILT 4 U ViE) Porphyria (Porphyria Cutanea Tarda) O
254-6 |RIL7 4 U E (REBBEMARIL T 4 U VfE) Porphyria (Congenital Erythropoietic Porphyria) @]
254-7 [KL7 4 V) E OGESEEET D FFRLT 1) VfE) Porphyria (X-linked Dominant Protoporphyria)
254-8 |RIL7 4 U HE (FFMEESEMEARIL T 4 U iE) Porphyria (Hepatoerythropoietic Porphyria)
255 255 |EEHILKREY S —ERIEBAE Multiple Carboxylase Deficiency
256 256 |EhEUKEIRTR Muscle Glycogen Storage Disease
057 | 257-1 |FmumEs GemEmE. B, ViE. XD :—r)patic Glycogen Storage Disease (GSD type I-llI-VI-
257-2 |FFEUERE (IVELERR) Hepatic Glycogen Storage Disease (GSD type IV )
HZF—=Z-1-UYBRVIPILEFVRT72T—ER ) N
258 258 Galactose-1-phosphate Uridyltransferase Deficiency
BE
LY FyabRTA—ATYNMNTIVRT7 27 —HERIE
259 259 = Lecithin Cholesterol Acyltransferase Deficiency
260 260 |¥ b RF O —JLIAE Sitosterolemia O
261 261 (&> —ILfF Tangier Disease
262 262 |REMESHA 0 IO ME Primary Hyperchylomicronemia
263 263 |BufEE G IERE Cerebrotendinous Xanthomatosis O
264 264 |#|EB ) RE /8y A Abetalipoproteinemia
265 265 |BERAEMBAE Lipodystrophy X
266 266 |RiEMHGEE Familial Mediterranean Fever O
267 267 |=IgDfEfEERE Hyper IgD Syndrome
268 268 | 1E - FEFTREIEEE Nakajo-Nishimura Syndrome
269 260 |LimitEmIEmaT s - BEIE A - 7o FEERE Pyogenic Arthritis, Pyoderma Gangrenosum, Acne
Syndrome
270 270 |1@MBERUELREEHELA Chronic Recurrent Multifocal Osteomyelitis
271 271 |BBEME#ELA Ankylosing Spondylitis X
272 272 |ETHE B IR R RRAE Fibrodysplasia Ossificans Progressiva
273 273 |MBESEHS EREABIE Congenital Scoliosis with Rib Anomalies
274 274 | BERAREAE Osteogenesis Imperfecta O
275 275 |&F b7+ Uy o BEERIE Thanatophoric Dysplasia
276 276 |ERBERARAE Achondroplasia
277 277 |V v/ NERERE/ T — /N LR Lymphangiomatosis / Gorham-Stout Disease
278 278 |EXY v/ E&H CALERRE) Giant Lymphatic Malformation (Cervicofacial Lesion)
279 279 |EABIRSH CEROERED £ AKEL) Giant Venous l\/Ia.Iformatior? (Cervical, Oral and
Oropharyngeal Diffuse Lesion)
280 280 |BABMIRE T GRBEE ILmEEE) iir:;nA)rtenovenous Malformation (Cervicofacial / Limb
281 281 |2 Uy~ L/ 2— 7z —/N—E(RRE Klippel-Trenaunay-Weber Syndrome
282 282 |FRMRMBERZALE R ER M Congenital Dyserythropoietic Anaemia
283 283 |BRMRIFERE Acquired Pure Red Cell Aplasia
284 284 |ZBATEVN T Ty o7 vEMN Diamond-Blackfan Anaemia
285 285 |77>va=—#m Fanconi Anaemia
286 286 |Ef=MEATFERER M Hereditary Sideroblastic Anaemia
287 287 |7 =R&4 vEREE Epstein Syndrome
X
288 288 |BEREEHRRERER T X ZAE Autoimmune Congenital Coagulation Deficiency (VWFFEE & O
FRLH)
289 289 |vB>hA b - hF ZEREE Cronkhite-Canada Syndrome
290 290 [FERFRMZ M INGEEIE Nonspecific Multiple Ulcers of Small Intestine
201 201 |EsazT s 2 (SEBET LB It—iirs;:hsprung Disease (Entire Colon type / Extensive
ype
292 292 [HeHBMAEAROE Cloacal Exstrophy
293 293 |HRHEHAREA Persistent Cloaca
294 294 |ERMUERE~ILZT Congenital Diaphragmatic Hernia O
295 295 (AW BRFEAMERE Infantile Giant Hepatic Haemangiomas
296 296 |BBIERASHAE Biliary Atresia
297 297 |7 7 ¥ —IVEE(REE Alagille Syndrome
298 298 |Ef=MEREEX Hereditary Pancreatitis
299 299 |ZERIVEIRIERE Cystic Fibrosis
300 | 300-1 |IgG4R8ER R (IgGAREEREE) |gG4-related Disease (Comprehensive)
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300-2 (lgG4RTERE (BCREBEMEL) |gG4-related Disease (Autoimmune Pancreatitis)
300-3 |IgGARIE A (IgGAR R L ILInEA) IgG4—re\‘a‘fed Disease (IgG4-related Sclerosing
Cholangitis)
300-4 |IgGABmE S (IgGARSERIE - RS & (VERISEE) IgGl'lfreIated Dl'sease (IgGAfre?Iated Lacrimal Gland,
Orbital, and Salivary Gland Lesions)
300-5 |IgGABSEEE (IgGARIE B ifR) lgG4-related Disease (IgG4-related Kidney Disease)
301 301 |ERYR AT 4 — Macular Dystrophy
302 302 L —~NILERERERE Leber's Hereditary Optic Neuropathy
303 303 |7 vy v —fEMREE Usher Syndrome
304 304 |EEFAERMAIMEREHES Juvenile Bilateral Sensorineural Hearing Loss
305 305 [EHEMAY >/ kfE Delayed Endolymphatic Hydrops
306 306 |WFERBRMERISAEA Eosinophilic Sinusitis
307 307 |HFN\VIF Canavan disease
308 | 308-1 [ETHEEMNE (RETEPA H DABEAAENE) Progressive multifocal leukoencephalopathy
308-2 |EITHAEME (BEHEKRE) Progressive multifocal leukoencephalopathy
308-3 |HEITHEEEME (JPEMEEREE % 5 EITIEAEMME) |Progressive multifocal leukoencephalopathy
ETEIFIA—XRTANA (T 7zl ER L ) ]
309 | 309-1 e Progressive myoclonus epilepsy
> FARILITE)
309-2 [ETMHIA IR —XZXTALA (774 7K) Progressive myoclonus epilepsy
ETEI AR —XRTANA (RERARREN I+ ) )
309-3 Progressive myoclonus epilepsy
sA—XATADA)
310 | 310-1 |SeRBHEAEREE (1qBEbD EEERE) Congenital anomalies syndrome
310-2 | REBMEMRE: (9934 R ELAEEERE) Congenital anomalies syndrome
310-3 |EREFERE (LR VT - 77V TERE) Congenital anomalies syndrome
310-4 |EREBEMBRE (RIX - LAY - FE VIEREERD) Congenital anomalies syndrome O
311 311 |GRMEZLALERE Congenital tricuspid stenosis
312 312 |G RMEBIEAIEERE Congenital mitral stenosis
313 313 |SeRMERHERARIE A AE Congenital pulmonary vein stenosis
314 314 KRB Fh B ARECIARE Vascular sling
315 315 FANNT FRERR (TUREBIERE) /LMX1BEE Nail-patella syndrome
BiE
316 316 |(HL=F v EIBREEAE Carnitine cycle disorders
317 317 |ZSEEEXIBE Trifunctional protein deficiency
318 318 |¥ b Y RIEfE Citrin deficiency O
319 319 |wE 777U viETESE (SR) XKIEE Sepiapterin reductase deficiency
FRES) AV ERT7 7 F YA /2 b= (GPI) ) .
320 320 Inherited GPI deficiency
p&i-thd
321 321 3T F =Y REIS Y o v M Non-ketotic hyperglycinemia
322 322 |B-7 bF AT —HERIEE Beta-ketothiolase deficiency
323 323 |HEEL-7 I/ Btk ERER BT Aromatic L-amino acid decarboxylase deficiency
324-1 | X F LTI & aVBEEREE (1FY) Methylglutaconic aciduria Typel
324-2 | AF T IgavEERRE (1E) Methylglutaconic aciduria
324-3 (X FT & 2 VERFRAE (INAY) Methylglutaconic aciduria
375 305-1 (eI E S AEER (NLRCAE &) erreditary autoinflammatory syndrome (NLRC4
Disease)
325-2 |M/Et B S AR (ADA2Z/IAR) Hered-itary autoin-ﬂémmatory syndrome(Adenosine
Deaminase 2 Deficiency)
3253 EBEHEOAEERE (ThILT 4 - 7574 T—LAEE  |Hereditary autoinflammatory syndrome (Aicardi-
B%) Goutieres Syndrome)
325-4 |BEt G D AIER (A2~ 0RATE) Hered-itary éu-toinﬂammatory syndrome (A20
Haploinsufficiency Syndrome)
326 326 |AKERBER Osteopetrosis
327 307 |mMmen GEEMMEHERCLSS0ES, ) Idiopathic tlhrombosis (inherited cause of thrombosis)
(neonates, infants)
328 328 |BUIERBPTERRER Anterior segment dysgenesis
329 329 |fEEIHAE Aniridia
330 330 |[ERMKEREIE Congenital tracheal stenosis
331 331 |BERMEZHLEF Y Y RLTURE Idiopathic multicentric Castleman's disease
332 332 |BEERAEYZ o7 4 — Gelatinous drop-like corneal dystrophy
333 333 [Ny Frvy - X7+ — NEEERE Hutchinson-Gilford Syndrome
334 334 |B7 LT F v RZERERE Cerebral Creatine Deficiency Syndromes
335 335 |Z7RAVE Nephronophthisis
336 336 |RIEMER UREZ >/ MEL GREZEEREK) Familial Hypobetalipoproteinemial (homozygote)
337 | 337-1 [ REVXFVRE (1B (CBSKIBHE) ) Homocystinuria (type | (CBS defect))
337-2 :;E)/)Z FYRE (IR (3747 S Y RAREE Homocystinuria (type Il (cobalamin disorder cbIC))
337-3 | R EVRF VRAE (MR (MTHFRXIIESAE) ) Homocystinuria (type Il (MTHFR defect))
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338 338 |HETTHEREMEAFAAEA S - HiE Progressive Familial Intrahepatic Cholestasis
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OxE#EHE QOAARBOERS) OEEHNIEIZGARD (BEHEES L VH#RFIEHR > £ —  Genetic and Rare Diseases Information Center :
https://rarediseases.info.nih.gov/diseases) (Z& 2GRDR (/' 0 —/NLEEZE$ER7 045 Lt Global Rare Diseases Resitry) ®L 77 L v X (IZHE%T 3, (FR7E. GRDROT—4%
|¥RaDaR (¥%% %7 02 7 L : Rare Diseases Registry Prtogram) 25| AL T L1 %, RaDaR : https://rarediseases.info.nih.gov/radar)

(@0OrphanetidCatalogue of products & ¥ #&:2 (https://www.orphadata.org/cgi-bin/docs/CataloguePdt-Academia.pdf)

No. HENE BIRE No. HEENIE 3t No. HENE SR No. HENE
1 |BHHED 91 1 |[#hi% - BhRE 84 1 |BEC®RE/BESKEEES 9 1 |&H D0
2 |EHERE 51 2 |RERESE 45 2 |MEEREAE 64 2 |RREBOFLBIERE
3 |1EMrTIReRE R 14 3 |[ERBERES 21 3 |[TEREERUBHEE 12 3 |FBLBERERBES
4 |1BMELEE 99 4 |GERESE 28 4 |MmEES 320 4 |FOLRBBERE
5 |NBERE 92 5 |NYMRES 16 5 |REHRER 151 5 |FDiiREE
6 |BES% 24 6 |FEFEIGEETICEEES EREE 42 6 |[EERUEBROEEEES 3008 6 |HLREENARES
7 |¥ERSR 7 7B - MRBRESR 14 7 |[EAREERS 22 7 |FEOBFERE
8 |ERMRHESR 138 8 [HIbERER 21 8 |H{taEE 243 8 | &L IRPIRIREE
9 |MmikEEE 52 9 |M&ESE 13 9 |ELmREE 240 9 |FDRMRAETERREE
10 (SRS 56 10 [RERESR 9 10 |REE 260 10 |FH2 S RRIBERER &
11 iR - &S 100 11 B8R - e RE s 1 11 |BEICL &S 2 11 | &L BERES
12 |18 LesEE 44 12 |BE2HBRRES 4 12 |REE 569 12 |&HLBBERE
13 |REEXIGEETFICE &4 fEEE 35 13 | - e EkEE 16 13 |ZHETEROEE 89 13 |HLBRES
14 |REEE 16 14 | B - BEIRER 13 14 |BEREREE 12 14 | &L RN MEE
15 |BR#iEE 17 15 [PEIRERREE 14 15 [{vRE 175 15 |&L kRS
16 |AREREE 9 BEEZELHERRR 341 16 |EfEMEH AEREE 26 16 |FHBRERE
BEEZELERRH 845 EEHIRE ORFE 338 17 |RBERESR 145 17 |&FLB25ERVELREES
BRHIBRE OERE 788 18 | BB R ORI 288 18 |& D7 BlESE
, 19 |fifieE 134 19 |&BLRBERRES
20 |BHEETEROEE 70 20 |FBDMBES
21 |R#ESE 509 21 |&D L ELWEES
22 |AREERE 208 22 |FDRTE
23 |HEIEEE 630 23 |BOLIEMES
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