XERRET HIEMRM YR b (BRPEEHRE L=EITER )

SEHRM -1

No. B4 (k) wEAL (RER) EENME (B88) EHUFT1
1 CDKL5RIEHRE CDKLS5 deficiency disorder INR-FRER ENFEER
(CDD)
2 Danonjfi Danon disease TBIRERIER B FEE
3 FOXG1fEIREE FOXG1 syndrome INR-FINERE B FEE
4 NUTHA NUT carcinoma IESRE ERFEER
5 NUTHA NUT carcinoma IEBEE ERFEER
6 VEXASE{REE VEXAS syndrome B - FHIMRE B FEER
7 al7>F NTFS U RIEHE [Alpha-1 antitrypsin AFRBER R AL
(SRR deficiency-associated liver
disease
8 T7LEYS-R Alexander disease At SRS
9 HY55—-Fv—)VEEIR |Crigler-Najjar syndrome type |/NB-&HAEE B TEE
Bftype I I
10 Y4 RGEIREFARY |Sanfilippo syndrome type A |[/NE-FIKE B TEE
(MPS IIIA)
11 D2+ F—t2RIBAE [Thymidine kinase 2 (TK2) INR-FERE ENFEER
/NI RUPZDNALE  |deficiency / Mitochondrial
SEREE DNA depletion syndrome
12 ERMEE{CHEREE X |Primary sclerosing cholangitis |FFAEEZRE ENFEER
(PSC)
13 AR Thyroid cancer IEEEE ERFEER
14 BR/EATHRERM |Relapsed/refractory T-cell iEPEPESRS BLTEE
1> VR MR acute lymphoblastic leukemia
(T-ALL)
15 BR/HATREE Relapsed/refractory iEPEPESRS b iabrari=d
neuroblastoma
16 REERASEAE Biliary atresia RFRERRER ERFEER
17 BEAEREEEE  |Intestinal failure-associated  |AFABE&ERER PEEE A REEE
liver disease (IFALD)
18 ZLBFAESTINGESEM | STING-associated INR-FRE ENFEER
ERAEIREE vasculopathy with onset in
infancy (SAVI)
19 HERE Choriocarcinoma IEEEE TUAESE
20 AADCXIBSE Aromatic L-amino acid INB - FwIRE B TEE
decarboxylase (AADC)
deficiency
21 NTRKEEIEBEIZ T |NTRK fusion-positive cancers |fEB&E ENFEER
A
22 XEHEFEASREAR |X-linked severe combined RERE HHRDAE
E=nd immunodeficiency (X-SCID)
23 T7TIIOTTPIF-E Adenosine deaminase (ADA) |/NR-fANKRE HHRDAE
(ADA)RIBHE deficiency
24 TPLEYAS-R Alexander disease Tt RS
25 D422y FILRUYFRE |Wiskott-Aldrich syndrome R E HHRDAE
1=E¥
26 D422y FILRUYFRE |Wiskott-Aldrich syndrome R E HHRDAE
1=E¥
27 D422y FILRUYFRE |Wiskott-Aldrich syndrome R E HHRDAE
1=E¥
28 JUF R Huntington's disease TR - AR R EEEEE
29 AOEEGRENE Uveal melanoma IEEEE B FEE
30 LIS HEREIIIARY Mucopolysaccharidosis type — |##% - #iZFHEE B TEE
IIIA (MPS IIIA / Sanfilippo
syndrome type A)
31 LIS HEREIRY Mucopolysaccharidosis type I |##% - #iZFHEE HHRDAE
(MPS 1)
32 ERMEE>ZA 71— |Metachromatic R IR ARR R HHRDAE
leukodystrophy (MLD)
33 HRIATRMIEKAE Sickle cell disease MREEE 7 LMRE
34 HRIATRMIEKAE Sickle cell disease MIREEE 7 LIRE
35 HRIATRMIEKAE Sickle cell disease MREEE 7 LMRE




36 SRIAIRIMERAE Sickle cell disease MREER 7 LMRE
37 SRIAIRIMERAE Sickle cell disease JinbeEsss HREE
38 SRIAIRIMERAE Sickle cell disease MREER 7 LMRE
39 BB ANI(—  |Limb-girdle muscular R ARE B TEE
2C/R58Y dystrophy type 2C/R5
(LGMD2C/R5)
40 BRI ANI(—  |Limb-girdle muscular R ARE B TEE
2E/R4EY dystrophy type 2E/R4
(LGMD2E/R4)
41 BREMAIEMEAE (2K [Spinal muscular atrophy (<2 |##%-fH&E B TEE
D) vears of age )
42 BMmIKEE R DIE Leukocyte adhesion deficiency [Z0fit HHRDAE
(LAD)
43 FTD-GRN Frontotemporal dementia due [Z0fit B TEE
to GRN mutation (FTD-GRN)
44 GM1A>9UAY R—2 X |GM1 gangliosidosis ZAth B FEER
45 GM2A>H9UAY R—2 X |GM2 gangliosidosis ZAth B FEER
46 HFHIR Canavan disease At B FEE
47 FIIoFF—t2RIBIE [Thymidine kinase 2 (TK2) INR-FRER [FA{EES
deficiency
48 2N Pompe disease ot BLTEE
49 LIS HEREVIIEL Mucopolysaccharidosis type  |[2Dfit fHFEE
VII (MPS VII / Sly syndrome)
50 FBUITABREIFRIEAE [Molybdenum cofactor INB - FwIRE THITEE
AR deficiency type A
51 EX#%_1—0/(F— |Giant axonal neuropathy 0t B TEE
(GAN)
52 ETHEBCERRIERRZ | Fibrodysplasia ossificans Zoft B FEER
|%nd progressiva (FOP)
53 FTD-GRN Frontotemporal dementia due [Z0fit B TEE
to GRN mutation (FTD-GRN)
54 FTD-GRN Frontotemporal dementia due [Z0fit B TEE
to GRN mutation (FTD-GRN)
55 FTD-GRN Frontotemporal dementia due [Z0fit B TEE
to GRN mutation (FTD-GRN)
56 al-7>FNIFS>RZ |Alpha-1 antitrypsin deficiency |Zoftt AL
fiE (AATD)
57 al-7>FNTFS>RZ |Alpha-1 antitrypsin deficiency |Znftt AL
fiE (AATD)
58 U422y FILRUYFRE |Wiskott-Aldrich syndrome R E HHRDAE
1=E¥
59 AIWZFORSZZANIVAS [Ornithine transcarbamylase  |[/INE-&MRE B TEE
S—URIBSE (OTC) deficiency
60 AIWZFORSZZANIVNZ [Ornithine transcarbamylase  |[/INE-&MRE B TEE
S—URIBE (OTC) deficiency
61 D2+ F—t2RIBJE [Thymidine kinase 2 (TK2) INR-FRE AL
deficiency
62 J12IT MUBREE Phenylketonuria (PKU) - DRSS 7 LMRE
63 2N Pompe disease - DRSS BLTEE
64 2N Pompe disease Gt - AR R BLTEE
65 SNIVRUTBEE Mitochondrial disorders - I EE RS
66 LIS HEREIRY Mucopolysaccharidosis type I |{{3#- D EER BLTEE
(MPS 1)
67 LIS HEREVIEL Mucopolysaccharidosis type |- IO EER fHFEE
VI (MPS VI / Maroteaux-Lamy
syndrome)
68 ERMEE>ZA 71— | Metachromatic TR - SRR AR HHRDAE
leukodystrophy (MLD)
69 ERMEE>ZAMJ1—|Metachromatic TR - SRR ER R HHRDAE
leukodystrophy (MLD)
70 SRIAIRIMERAE Sickle cell disease MREER 7 LMRE
71 SRIAIRIMERAE Sickle cell disease JinbeEsss HREE
72 SRIAIRIMERAE Sickle cell disease MREER 7 LMRE
73 SRIAIRIMERAE Sickle cell disease JinbeEsss B FEE
74 SRIAIRIMERAE Sickle cell disease JinbeEsss HREE
75 HETHARESEEXS./—X |[metastatic uveal melanoma  |iEBEE ERFEER




76 XEHEFESREAR [Stage III melanoma with RRERE HHRDAE
2fE (X-SCID./ clinically detected (or
SCID-X1) macroscopically evident)
lymph node metastasis
77 77 )37 7ZF—ER |Adenosine Deaminase R E HHRDAE
18 (ADAXRIESRE/ |Deficiency (ADA Deficiency /
ADA-SCID) ADA-SCID)
78 BRHAEKMT2AEE |Relapsed/Refractory KMT2A- |fEB&EE ENFEER
B B5 1% 2 I5% rearranged Leukemia
(historically: MLL-rearranged
leukemia)
79 C3BE C3 Glomerulopathy BRE B FEER
80 BIRDEIMESRERANE{L |Focal segmental BRE MARERE
fiE glomerulosclerosis (FSGS)
81 A UMEFZREIRRE Hypoplastic Left Heart TERREE EEMEE (TN
Syndrome (HLHS)
82 LIF>RIBHE Congenital Leptin Deficiency |2 -&HANKE RIFRES
(Leptin Deficiency)
83 HEASADIER D FAFETE |New-Onset Refractory Status |#8#% - HiRAHRE MARERE
RIS Epilepticus (NORSE)
84 FERMEJVUITILRRAT7 |Inherited GPI Deficiency INR-FRER B TEE
FIIA IS M= (IGD)
(GPI) RIBFE(IGD)
85 FIEMTANAMERE [Developmental and Epileptic  [/V2-&HAMRE ENFEER
32 Encephalopathy 32 (DEE32)
86 RettfE{®E¥ (FOXG1 |Rett Syndrome (FOXG1 INR-FRER ENFEER
FEREE) Syndrome)
87 AT IR Menkes Disease - DRSS fHFREE
88 AT IR Menkes Disease - DRSS ERFEER
89 AT IR Menkes Disease - DRSS B FEE
90 AT IR Menkes Disease - DRSS B FEE
91 AT IR Menkes Disease - DRSS ERFEER
92 AT IR Menkes Disease - DRSS ERFEER
93 XEFHIEHAIEEERZEME [X-linked retinitis pigmentosa  |BRRNEE B TEE
fiE
94 XESHIEHAIEEERZEME [X-linked retinitis pigmentosa  |BRRNEE B TEE
fiE
95 XESHIEHAEEERZEME [X-linked retinitis pigmentosa  |BRRNEE B TEE
fiE
96 XEFHIEAIEEERZEME [X-linked retinitis pigmentosa  |BRRNEE B TEE
fiE
97 2l Melanoma IEEEE RS
98 2l Melanoma IEEEE RS
99 EUEGE Malignant melanoma EREE BLTEE
100 EUEGE Malignant melanoma EREE BLTEE
101 EUEGE Malignant melanoma EREE BLTEE
102 2EE Melanoma e e HERDEE

XE—E&E, B—EIUTTHOTH, HREENERDAREICONTE. ERICHAELTVS,
XIREBDEE, BAUTAOVTE., BB/ TRIELZE0,




