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No. Related Diseases HHBRIESR Gene X
1 |Gamma-aminobutyric acid transaminase deficiency v- 25 T S SR 2 E ABAT
Autosomal recessive congenital ichthyosis 4B / Autosomal recessive H YL R S T F B 4B /
congenital ichthyosis 4A / Congenital ichthyosis of skin / Congenital L IS S M R BT 4A 7 PR R T R ABCA12
2 |ichthyosis of skin S RN B e R
Severe early-childhood-onset retinal dystrophy / Retinitis pigmentosa 19 / BESE RO GRS ETR / R % 19/
Age related macular degeneration 2 / Cone-rod dystrophy 3 / Age-related VB 2/ SRR 3/ ABCA4
macular degeneration / Stargardt disease / Stargardt disease / Retinitis VR BTAL R / Stargardt J / Stargardt 7 /
3 |pigmentosa / Retinitis pigmentosa EFRVEGHENE S / BRI SRR 2%
Progressive familial intrahepatic cholestasis type 2 / Benign recurrent . T . ; - Lk
intrahepatic cholestasis type 2 / Progressive familial intrahepatic ’E;} @%ﬂ% l%ﬁj W’ﬂgﬁw\*ﬁ 2: M/ E?L%@'ﬁ PR PBET IV ABCB11
4 |cholestasis type 3 2 B 7 HEATIE R IR MERT POl i 3 A
Low phospholipid associated cholelithiasis / Progressive familial (RN FERANE G RE AT M R R ERT A NE - FE 3 ABCB4
5 |intrahepatic cholestasis type 3 / Cholestasis, intrahepatic, of pregnancy, 3 I AEYR AR PRI - 3
Psgudoxanthoma elastlcum,formefrustg / Arterial calcification, gengrallzed, BT » forme fruste / SELHRE S PEEILE(L - 2/
of infancy, 2 / Autosomal recessive inherited pseudoxanthoma elasticum / Y o BT R R P (T / S M R e ABCC6
Inherited pseudoxanthoma elasticum / Arterial calcification of infancy / M e Iiﬁﬁgﬁlﬂ%lﬂﬂﬁﬁﬁ / k%uiq ! i RHETHE
7 AR AR I e 5
6 |Pseudoxanthoma elasticum / Pseudoxanthoma elasticum 7 BSAFABIAR S / SRVESRIL B 0 / SRR
Eypgnngulmemlc hypoglycemla, fa'mlllal, 1 /TyPeZ dlabgtes mellitus / EIRE VLRI - S 1/ 2 U
eucine-induced hypoglycemia / Diabetes mellitus, transient neonatal, 2 / oy L LK 7 F B 5 R > 2/
Permanent neonatal diabetes mellitus / Permanent neonatal diabetes {"m‘@?IL i iy il 7J<ﬁ
) 4 ; . ) IR MR A SEMEPRIR / 7K 28T 2 5L EPR / ABCC8
mellitus / Diabetes mellitus, permanent neonatal 3 / Type 2 diabetes mellitus IS i ey
/ Transitory neonatal diabetes mellitus / Familial hyperinsulinism / Neonatal *’gﬁiﬁ,‘ m?\‘,é*ﬁi% 3/2‘, jif)fﬁ{ﬁ / I —
7 |diabetes mellitus / Neonatal diabetes mellitus BTIRFRERT A S BRRIF / SR DRPERAT AL S VE / 7L SRR
. ;\:tet?:;\dcr:aeltr;;;){ilsrc;)enzyme A dehydrogenase deficiency / Disorder of b SR LR A I RS IS A e ACADM
9 |Deficiency of butyryl-CoA dehydrogenase T EEAARR SRR ACADS
o :/neer:/aftr’}?silam acyl-CoA dehydrogenase deficiency / Disorder of fatty acid T T ACADVL
11 |Acyl-CoA oxidase deficiency T S EA S LERRLZ ACOX1
Severe combined immunodeficiency, autosomal recessive, T cell-negative, Ji R A T S R o BRI RERE R THIREREM: - B
B cell-negative, NK cell-negative, due to adenosine deaminase deficiency / HARREME - NKHIREREE » AR E IR R Z B E A R ADA
12 |Severe combined immunodeficiency disease ERRFA IR
R ER I AR AR / R E S R A1
Ehlers-Danlos syndrome, dermatosparaxis type / Ehlers-Danlos syndrome / /BN H-ENE TR S L/ - ADAMTS2
13 [Ehlers-Danlos syndrome / Ehlers-Danlos syndrome, arthrochalasia type EISHTER O BRETRABRIL
14 [Febrile seizures, familial, 4 / Usher syndrome type 2C BN 0 RWETE - 4/ SR CRE(RRE 2C B ADGRV1
15 |Aspartylglucosaminuria / Aspartylglucosaminuria KA Z I FERRIE 1 KR B R E AGA
16 |Glycogen storage disease type Il / Glycogen storage disease T A B BFRE B AGL
Primary hyperoxaluria, type | / Primary hyperoxaluria / Alanine glyoxylate R & B EEEPRAE » | Bl / R 881 S SR IR E / AGXT
17 |aminotransferase deficiency PR s < AT e 2 Bk 2 i
18 [Hypermethioninemia with deficiency of S-adenosylhomocysteine hydrolase S- RIS K AR B R 2 1Y 5 2 S UE AHCY
19 |Joubert syndrome 3 / Familial aplasia of the vermis Joubert JEERE 3/ FIEMEBIE#E % AHI1
20 |Polyglandular autoimmune syndrome, type 1 SR EE e EEeE 1 A AIRE
21 |Sjogren-Larsson syndrome HZ MR- P AR (A ALDH3A2
22 [Pyridoxine-dependent epilepsy I 152 P (4 L SR ALDH7A1
23 |Hereditary fructosuria SE{E M MR E ALDOB
24 [Alstrom syndrome 5e] T s SR ECRE (3 ALMS1
25 [Autosomal recessive congenital ichthyosis 2 / Congenital ichthyosis of skin FEYLh RIS (e R EERE 2/ So I RS A R ALOX12B
congenital ichthyosis 3 / Congenital ichthyosis of skin / Congenital AR IR AR 2/ WA ORISR IEAE | ) Gyes
26 |ichthyosis of skin 3/ FeRNE R I S / SR RS R
Infantile hypophosphatasia / Hypophosphatasia / Childhood BB R RS /AR EEEEREAE / 57 B (K iRl BiE /
27 |hypophosphatasia / Adult hypophosphatasia PN EREEE IR ESAE ALPL
28 [Persistent Mullerian duct syndrome FHE M R E ESIE AMHR2
29 |Autosomal recessive spinocerebellar ataxia 10 Bt R S A R IS R 28 10 ANO10
30 |Hyaline fibromatosis syndrome SEUR AR IE (R ANTXR2
Hermansky-Pudlak syndrome 2 / Hermansky-Pudlak syndrome / Hermansky- ik S LR v FORE RS 2/ S k- AP3B
31 |Pudlak syndrome LR o PO (R A / B 8 T RE- TP o FORE R '
32 [incies/ Nephrogeme cabetes mspides. o BRI » WP > R/ R/ R AGP2
33 |Metachromatic leukodystrophy BV SRR ARSA
34 |Mucopolysaccharidosis type 6 §E%P§J‘§EAFE6§! ARSB
Spinal muscular atrophy-progressive myoclonic epilepsy syndrome / Farber FFEaEER A ZEHEE -
35_|lipogranulomatosis S T LSRN R P ASART
36 |disorders FRE AR HEHERAR S AR IR R SRR ASPA
Citrullinemia type | / Disorder of amino acid metabolism / Disorder of the | TR T\ PR AE 7 et aTeanet / R S HER U faaret / ASST
37 |urea cycle metabolism / Citrullinemia TN I E
Ataxia-telangiectasia syndrome / Familial cancer of breast / Malignant tumor %@%ﬂgﬁ%%ﬁ]ﬂ@fﬁgjﬁﬁfﬁ%% /?‘Zﬁ%@ﬂ“ R ATM
38 [of breast / Malignant tumor of breast / Breast neoplasm / Breast neoplasm 7R PR / SR IR / 2L A e
Autosomal recessive spastic paraplegia type 78 / Kufor-Rakeb syndrome / Y B R R 78 U / Kufor-Rakeb  JEMEERE /
Parkinson disease / Parkinson disease / Neurodegeneration with brain iron TIIEIJAEMEET 7 I 7R ECE /7 RS E B mEGR L / ATP13A2
39 |accumulation / Neurodegeneration with brain iron accumulation JiiEs Ay g ibie
BB R 3 (RSO AR E N | oo
40 |Renal tubular acidosis, distal, 3, with or without sensorineural hearing loss %
41 |Renal tubular acidosis with progressive nerve deafness BV RS R A RS S T S E R ATP6V1B1
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42 |Wilson disease R AR ECRE ATP7B
Cholestasis, intrahepatic, of pregnancy, 1/ Progressive familial intrahepatic TENRAF AINE R o 1 /7 SEATIERIEIERF P 1 B/
cholestasis type 1/ Benign recurrent intrahepatic cholestasis type 1/ BEEEEVERT ARG IRTE 1 B 7 ST R AT e IS ATP8B1
43 |Progressive familial intrahepatic cholestasis type 3 3 7l
44 |Meckel syndrome, type 10 / Meckel-Gruber syndrome R fiEaE o 10 BB - FRE SR B9D2
Bardet-Bied| JE{#EE 1/Bardet-Biedl fEfEEE / Bardet-Bied! BBS1
45 [Bardet-Biedl syndrome 1/ Bardet-Bied| syndrome / Bardet-Bied| syndrome SEIEEE
Bardet-Bied| JE{EHE 10/Bardet-Biedl JEfZHEF /Bardet- BBS10
46 |Bardet-Biedl syndrome 10 / Bardet-Bied| syndrome / Bardet-Bied| syndrome Biedl #F&18
Bardet-Bied| JE{ERF 12/ Bardet-Biedl JE{ERE / Bardet- BES12
47 |Bardet-Biedl syndrome 12 / Bardet-Bied| syndrome / Bardet-Bied| syndrome Biedl fE{ERE
Retinitis pigmentosa 74 / Bardet-Bied| syndrome 2 / Bardet-Bied| syndrome / B E WIS 74 / Bardet-Bied|  JE{E#E 2 / Bardet-Bied| BBS
48 |Bardet-Biedl syndrome SEMRRE / Bardet-Biedl #EE 18 2
Bardet-Bied! JiE{RiF / Bardet-Biedl JE{RHF / Bardet-Bied| BBS4
49 [Bardet-Biedl syndrome / Bardet-Biedl| syndrome / Bardet-BiedI| syndrome 4 SEIFERE 4
Bardet-Bied| JiE{&EF 9/Bardet-Biedl JE{%#F / Bardet-Bied BBSO
50 [Bardet-Biedl syndrome 9 / Bardet-Bied| syndrome / Bardet-Bied| syndrome SERERE
51 |Deficiency of butyrylcholinesterase T RN AR R 2 BCHE
2/:2:95)/”,\\;[2 ulnne dlseas_e / Maple syrup urine Qsease /Maple s_yrup urine MBS / BN ERE / RN R / BAMEERAE 1A 0/
ple syrup urine disease type 1A / Disorder of organic acid e ok / 75 Helie 1 3R / P (3 / BCKDHA
metabolism / Disorder of organic acid metabolism / Disorder of amino acid LS (T
52 |metabolism / Disorder of amino acid metabolism el
Maple syrup urine disease type 1B / Maple syrup urine disease / Maple
syrup urine disease / Maple syrup urine disease / Disorder of amino acid BCKDHB
metabolism / Disorder of amino acid metabolism / Disorder of organic acid
53 |metabolism / Disorder of organic acid metabolism
GRACILE syndrome / Pili torti-deafness syndrome / Mitochondrial complex GRACILE  JERFF / FE I EEREE / RIATHEE S N
Il deficiency nuclear type 1/ Mitochondrial disease / Mitochondrial disease / Rz A% 1 B 7 R EEER 7 RIAR 5w / BCSIL
54 |Hereditary hearing loss and deafness SRR R
55 [Bloom syndrome / Ashkenazi Jewish disorders T EIRHE (R R /S 00 SR BLM
56 iCr);;)eeorfgeecr::s|s imperfecta type 13 / Osteogenesis imperfecta / Osteogenesis BT 13 T TR /R BMP1
Familial cancer of breast / Fanconi anemia complementation group J / FIERMEFLIE / #in] B & MfFeiH ) /7 LA ERERE /
Malignant tumor of breast / Malignant tumor of breast / Fanconi anemia / AR ER / finl R A / &nl BE I / &el B & / BRIP1
57 |Fanconi anemia / Fanconi anemia / Breast neoplasm / Breast neoplasm FLERESE 1 LR
58 [Bartter disease type 4A / Bartter syndrome / Bartter syndrome O FOIE 4A AU 7 EVRF ECHE(RRE / VR FCRE(RRE BSND
59 CB;c:lt)lglc;?:Seed;:ﬁccuia::cyy/ Hereditary hearing loss and deafness / Multiple AR AR (WP ) B AT EL R 6 R (| e 2 BTD
60 [Epiphyseal dysplasia, multiple, 7 / Desbuquois dysplasia 1 FHHEE TR 0 28 > 7/Desbuquois HHAE 1 CANT1
H YRR RIS BT RAE 2A B/
Autosomal recessive limb-girdle muscular dystrophy type 2A / Muscular ABETR > A - MY a4/
dystrophy, limb-girdle, autosomal dominant 4 / Limb-girdle muscular RN PR 22 BAE / A UL P 28 35N RE / CAPN3
dystrophy / Limb-girdle muscular dystrophy / Limb-girdle muscular AT A AN BAE /
61 |dystrophy / Autosomal recessive limb-girdle muscular dystrophy YO RBIE R AR R A S B BAE
Catecholaminergic polymorphic ventricular tachycardia 2 / AR FRRES M O 2/
62 |Catecholaminergic polymorphic ventricular tachycardia 1 GAASH IRRE 2 M B O ELEH 1 CASQ2
Congenital generalized lipodystrophy type 4 / Berardinelli-Seip congenital Fe Rz B NS T K 4 5 / Berardinelli-Seip
lipodystrophy / Congenital generalized lipodystrophy / Congenital SRS ENR 1 e R BRI S ELRR / CAVIN1
63 |generalized lipodystrophy FERMEZGHEEHERTR
64 |Classic homocystinuria HE A [R] FUE  E R PR AE CBS
65 [Intellectual disability, autosomal recessive 3 AT IRERE - BB LIS MR 3 CC2D1A
66 |Progressive pseudorheumatoid dysplasia ETHEEERESESEIR CCN6
67 |Immunodeficiency 25 I 25 CD247
BN > FERMERLIMBRAE P REREE - 12 B/
Se R PERLMER A Al R R B - 1 B/
Anemia, congenital dyserythropoietic, type 1a/ Congenital dyserythropoietic |5 FC AT Bk A= B RE R R 2 1 / CDAN1
anemia, type | / Congenital dyserythropoietic anemia / Congenital Fe R MERLIMER 4 B PRI A it /
dyserythropoietic anemia / Congenital dyserythropoietic anemia / SRR M ERAE PR 2 1 /
68 |Congenital dyserythropoietic anemia S R PERL MR A Al R 1 22 1T
Autosomal recessive nonsyndromic hearing loss 12 / Pituitary adenoma 5, A O BEIE R IR SR R 127 EREIRE
multiple types / Usher syndrome type 1D / Nonsyndromic genetic hearing 5 Z fERER / SRR & EOID B
loss / Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive / JERF A R E A / CDH23
Usher syndrome / Usher syndrome / Usher syndrome / Usher syndrome JEFE IR IERA TR » W E PR /
type 1/ Hereditary hearing loss and deafness / Hereditary hearing loss and AR AR/ ERRRAR AT/ R ECAE / ERRRICERRE 1 By
69 |deafness B {EE S
Intellectual developmental disorder, autosomal recessive 77 / Joubert AL SR - B BRI 77 / Joubert TEIEEE 25 CEP104
70 |syndrome 25
. f;l:crjtrc:ﬁetg?raC|c dysplasia 13 with or without polydactyly / Joubert EEISE R E 13 HEURES 5 Joubert FEIREE 31 CEP120
Microcephaly 9, primary, autosomal recessive / Seckel syndrome 5 / JNGERRHES 9 o JREEIE > BEYLREIE S / B ERE 5/
72 |Autosomal recesswe prlmary mlcrocephaly B B [ 280 | \FEIT CEP152
mutation / Heredltary pancreatltls / Cystlc fibrosis / Bronchiectasis with or \vacaftor JZJiE / CETR
wnthouF eleva}ted sweat chlor|d§1 /?ronchnectasns /lBronchlecFasm/ ZeSBE B S R SRS S R E R 2 / B S % /
Bronchlectas_ls / Ashkenazi 'JeW|5h dlst_:rders / Chronic pbstructl\{e . BEPERYE(Y / (BB T BT L T i S SR R 1 CFTR
pulmonary disease / Chronic obstructive pulmonary disease / Idiopathic | SRS | SRS | SRS |
73 |bronchiectasis
74 |Familial infantile myasthenia / Congenital myasthenic syndrome G B8 G LA 7 4 SRR ARE ) (e CHAT
75 |Choroideremia / Choroideremia SENRAE B IUAE /7 SRR RS IME CHM
Autosomal recessive nonsyndromic hearing loss 48 / Usher syndrome type ﬁ%@f%ﬁﬁ@jﬁ EH [iﬁp}g% 48 /E%‘h— EHE 1)
1J / Hereditary hearing loss and deafness / Nonsyndromic genetic hearing o /;E{’ ligﬁa‘ﬁ*‘é‘%ﬂﬂé ! 35:” Gl \24:3&5%77?9‘% / cie2
) A ) JERF A MR HA A E R H A EREEREEE
76 |loss / Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive
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77 |Rheumatoid arthritis / Rheumatoid arthritis / MHC class Il deficiency FEEEERAET 2 / JEEETERIET 2 / MHC I ERRE CIITA
Proteinuria, low molecular weight, with hypercalciuria and nephrocalcinosis BHR RS T& - (RS S B RE B 5 E U E /
/ Hypophosphatemic rickets, X-linked recessive / Dent disease type 1/ X- AR IMAEPE( (R > XCESEFEIEE(H / Dent)& 175 /
linked recessive nephrolithiasis with renal failure / Hypophosphatemic YOESARSVE BRSO B S8 / (R IRE T (R (87 / CLCNS
rickets / Hypophosphatemic rickets / Hypophosphatemic rickets / Rickets / RS LE 4 DXV B /7 (ECHE IILRE 14 (R {7 /
Rickets / Dent disease / Dent disease / Hereditary hypophosphatemic B IMLAE 14 {7 G (9 {445 / Dent 47 / Dent 45 /
78 |rickets SEE R R
Neuronal ceroid lipofuscinosis 3 / Neuronal ceroid lipofuscinosis / Juvenile TR E T EE 3/ $l¥%§ﬁmaf§g§ﬂ'§%§§ﬁ%ﬁ /
79 |neuronal ceroid lipofuscinosis I TS E e B g T CLN3
80 [Neuronal ceroid lipofuscinosis 5 / Neuronal ceroid lipofuscinosis TR A e W VT UFEES / %ﬁ%ﬁmﬂ%fiﬁﬂﬁ%&ﬁﬁ%ﬁ CLN5
. - ; ) ) RS TTIEERAG (8 E U 8 AL TR R /
Neuronal ceroid lipofuscinosis 8 northern epilepsy variant / Neuronal ceroid -
lipofuscinosis 8 / I\Fl)euronal ceroid Iipofuscine)sif/)juvenile neuronal ceroid ?ﬁjféxﬁiygggiégg%;ffil?ﬁifiﬁﬁlﬁ’figﬂa%gm%ﬁ CLNg
81 [lipofuscinosis /SRR TR B E U E
Usher syndrome type 3A / Retinitis pigmentosa / Retinitis pigmentosa / FEHFAOE 3A T 7 SR HENR 22 7 SR N 25 /
Retinitis pigmentosa 61 / Hereditary hearing loss and deafness / Usher @?liﬁﬂﬂﬂ% 61/ k@;ligﬁjﬁﬁ%ﬂjﬂﬁg / Eﬁﬁj,?éﬁz 3 CLRN1
82 |[syndrome type 3/ Usher syndrome / Usher syndrome / Usher syndrome W TSR AE BB A BB A
83 |Achromatopsia 2 / Achromatopsia / Achromatopsia My 2/ %ﬁ% / %@E CNGA3
84 |Achromatopsia 3 / Achromatopsia / Achromatopsia 3/ 2y /20 CNGB3
85 [Autism, susceptibility to, 15 / Cortical dysplasia-focal epilepsy syndrome HEAGE » 5 15/ EHE A B-RE G & CNTNAP2
86 [Mitochondrial complex 4 deficiency, nuclear type 17 FIEREEE S0 4 B > A7 COA8
HAMEIE R HHR S E TR - Sy aisiaE /
Otospondylomegaepiphyseal dysplasia, autosomal dominant / Autosomal YRR IERF S EE 1R 13 / MR B4 2/
dominant nonsyndromic hearing loss 13 / Fibrochondrogenesis 2 / HAEIE R HHRHE TR ﬁs%’%@‘ﬁ%ﬂ@@@/
Otospondylomegaepiphyseal dysplasia, autosomal recessive / Autosomal YRR R I IERF S EE ) #E 5K 53/ Stickler
recessive nonsyndromic hearing loss 53 / Stickler syndrome / Stickler R e/ Stickler ﬁ%%’é@’%%’l‘iiﬁ@’ﬁj?ﬁ@fﬁ@%ﬁfﬁi% COL11A2
syndrome / Nonsyndromic Hearing Loss and Deafness, Autosomal 53/ Stickler #F&{# / Stickler
Recessive / Nonsyndromic genetic hearing loss / Nonsyndromic genetic PSS (HUE (R BT R S R AR T4k /
hearing loss / Hereditary hearing loss and deafness / Hereditary hearing B BAAEE /B B AT /
loss and deafness / Hereditary hearing loss and deafness / Autosomal SEE R RN ER / F R R SRR Bk
87 |dominant nonsyndromic hearing loss
88 |Steel syndrome S EEE AE COL27A1
Alport syndrome 3b, autosomal recessive / Autosomal dominant Alport | N N e s e s "
syndrome / Alport syndrome / Alport syndrome / Hematuria, benign familial, VAIp,grt‘ REARRF 3? ; Eg%ﬁ%%‘ Ii@;{% /R ORI Alport
2/ Benign familial hematuria / Collagen IV-related nephropathies / Collagen ) ’i'pirt {I,Eﬂ/f‘ﬁ / A',‘?°E E,ﬂ&ﬁ / 5 COL4A3
IV-related nephropathies / Collagen IV-related nephropathies / Hereditary MR » E|§§ﬁ'§\$ 2/ E@?«Zﬁ%@mﬁ / Eaﬁ%lﬂ %
. i ) THRAE 7 BRIV AHBR MR 7 HER sk
89 [hearing loss and deafness / Hereditary hearing loss and deafness
Glepr:;tt:)rlir;d;;r:ie / Alpo'r't syndrome /_Autosom'al recessive Alport syndrome / PR R / T R /
3 gn familial, 1 / Hereditary hearing loss and deafness / S o BT A (T T R (R R / TR BN > 1/
Hereditary hearing loss and deafness / Collagen IV-related nephropathies / ?ﬁ%%ﬁ“ﬂﬁ” g - E, Ko RIER % COL4A4
) ' SRR FIEL R / A EE R A E TR / R R
Collagen IV-related nephropathies / Collagen IV-related nephropathies / ol 'ﬁ:;m = | i oy
50 |Benion fomill hommturs IV A /IR I R / RV AR
AL SO IRV KR M B R RARAE /
[ERZ PEREME S B BRI 2 B2 RAMRIE /
Transient bullous dermolysis of the newborn / Generalized dominant HEMEE BT R 3R R RRREAE (58 R R ok /
dystrophic epidermolysis bullosa / Dominant dystrophic epidermolysis 5 i TS R KB 3R B FARRAE / COL7A1
bullosa with absence of skin / Pretibial dystrophic epidermolysis bullosa / TRIE KRR 3R F2 FARRE /
Epidermolysis bullosa pruriginosa / Recessive dystrophic epidermolysis PR R R R 3 R RRBRE /
bullosa / Epidermolysis bullosa dystrophica / Nonsyndromic congenital nail TRIE KRR 43R B2 FARRIE /
91 |disorder 8 FRIEE T BRI RBRIE R
Spastic ataxia 10, autosomal recessive / Neonatal encephalomyopathy- St s S 30 Jg%{g@ R A N (B A G S -
92 |cardiomyopathy-respiratory distress syndrome DL u?tlﬁzgjﬂ FETH CoQ4
93 [Mitochondrial complex 4 deficiency, nuclear type 3 RIEREaE S5 4 BB > 1513 COX10
94 [Mitochondrial complex 4 deficiency, nuclear type 7 FIEREaE S S 4 BfE - ERL 7 COX6B1
Familial aplasia of the vermis / Joubert syndrome 17 / Orofaciodigital FIRIEBIESE T 2 / Joubert FERREF 17/ HEHREREF 6 | ) \yeq
95 |syndrome type 6 pid]
Congenital hyperammonemia, type | / Pulmonary hypertension, neonatal, SR B A ME ¢ | B / BRENR SR 0 ARG o B/
96 |[susceptibility to / Disorder of the urea cycle metabolism REERAHEEL CPs1
o ﬁaerglt)lgleisy:jlmltoyl transferase 1A deficiency / Disorder of fatty acid VAl RS i A S RS CPTIA
Carnitine palmitoyl transferase Il deficiency, myopathic form / PR RS i 1| B > AL /
Encephalopathy, acute, infection-induced, susceptibility to, 4 / Carnitine SO > 2k > RSB EE > BYRK o 4/ Pufifkr e e 1)
palmitoyl transferase Il deficiency, neonatal form / Carnitine BT - *ﬁ-g_:g_a}?lj / PR RS i 1 B E / CPT2
palmitoyltransferase Il deficiency / Carnitine palmitoyl transferase Il PRI R RS BE 1| BLZ 0 - BRI SRR / IS lhEE (e 25EL
98 |deficiency, severe infantile form / Disorder of fatty acid metabolism
Retinitis pigmentosa 12 / Pigmented paravenous retinochoroidal atrophy / RS 127 BEEEIREE RN IR 25 /
Leber congenital amaurosis 8 / Leber congenital amaurosis / Leber Leber S K5 8 / Leber 9“:7{’@ A%% / Leber SLREEASE CRB1
99 [congenital amaurosis / Retinitis pigmentosa / Retinitis pigmentosa R ERAER L B ER R
1o iCr);;)eeorfg;:r:sm imperfecta type 7 / Osteogenesis imperfecta / Osteogenesis TR 7 T R R/ BT R CRTAP
Juvenile nephropathic cystinosis / Nephropathic cystinosis / Ocular T R A D RS VT UREAE 7 BN I MR B VT UREE /
101 |cystinosis / Cystinosis / Cystinosis / Cystinosis HRER e it TURSE / DRl TUREIE / Y RRRE U UREIE CTNS
102 |Combined deficiency of sialidase AND beta galactosidase MRS R B AL ERE S CTSA
Haim-Munk syndrome / Papillon-Lef??vre syndrome / Periodontitis, Haim-Munk fE{ZEE / Papillon-Lef??vre  fE{EEE / CTsc
103 |aggressive 1/ Chronic periodontitis (FEREEF R 2 1 1 18R %
Neuronal ceroid lipofuscinosis 10 / Neuronal ceroid lipofuscinosis / Adult ST R IS B B VURIE 10/ ST B B R 8 B VURIE /
104 |neuronal ceroid lipofuscinosis A T R B B B A cTsb
FFE TR AR 18 E TUREAE 13/ TS
105 [Neuronal ceroid lipofuscinosis 13 / Adult neuronal ceroid lipofuscinosis A T R e W E UEE
106 |Pyknodysostosis BEEETE CTSK
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Granulomatous disease, chronic, autosomal recessive, cytochrome b-

PIEFIE > 81 - dER R IR ARG b B/

134

type 2B / Autosomal recessive limb-girdle muscular dystrophy / Autosomal
recessive limb-girdle muscular dystrophy / Qualitative or quantitative
defects of dysferlin / Qualitative or quantitative defects of dysferlin

He SRS B R SR B (1 B Dlin
AVEFET RN RIE / Q@8 IET R A% Dlin/
RS BRI B4 Dlin / @RS HE 2/
JeEARIER RIE o BOEITEBUE B

107 [negative / Chronic granulomatous disease 184 P ZE R CYBA
Glucocorticoid-remediable aldosteronism / Deficiency of steroid 11-beta- W8 R B R AR R B [E R 22 i 7 FAEIE 11-B-
monooxygenase / Disorder of endocrine system / Congenital adrenal BEINEEFERZ 7 N W R ERE 7 e KRR FRRE A / CYP11B1
hyperplasia / Congenital adrenal hyperplasia / Familial hyperaldosteronism / SRR AR A/ F iR RS E BN E /
108 |Familial hyperaldosteronism FIEMEREE R %
100 o iy /P 2 deficency / Corticosterone 18 2 IR SRR R 18- BN ERSRZE | CYP1iB2
Deficiency of steroid 17-alpha-monooxygenase / Congenital adrenal iH.EE%;Z a- LI i‘iﬁ/&z ! FRIETE LRI / CYP17A1
110 |hyperplasia / Congenital adrenal hyperplasia / Disorder of endocrine system FERNER EIRBE 1 Py IL AR AL
111 [Aromatase excess syndrome / Aromatase deficiency 7 B B 25 E i 5 B RR 2 CYP19A1
Glaucoma 3, primary infantile, B / Glaucoma 3A / Anterior segment W —_ . [y,
dysgenesis 6 / Anterior segment dysgenesis / Anterior segment dysgenesis ﬁé?& 3 0 IR @%EE,:,,B /TR 3AL%H[JED%EK% 6/ CYP1B1
112 |/ Anterior segment dysgenesis IRATETRE 2 / IRATETHE T2 / RATEIHE T2
113 [Hereditary spastic paraplegia 5A / Congenital bile acid synthesis defect 3 SEE VRS REEUEE SA 7 Je RVERE R SR 3 CYP7B1
quiar?e!edsii/;:;S)eu/r;\r,\l: dllsease typ_e 2 /(jMapIe jyl;l"lp udn ne ?lse;e / Mgple syrup SR / R / AR / MR /
¢ N ple syrup unng |§ease |sqr er of amino aci R AT / T e L DBT
114 |metabolism / Disorder of organic acid metabolism " "
Woodhouse-Sakati syndrome / Neurodegeneration with brain iron (R{ESEHr-PE R ARFEIRRE / BS L BRI RGR L /
115 |accumulation / Neurodegeneration with brain iron accumulation R B AE SR L DCAFT7
Histiocytic medullary reticulosis / Severe combined immunodeficiency due HEAR R AR 8 R At %2 fiE / DCLRE1C
116 [to DCLRE1C deficiency Sl R R 5 1 T B DCLRE1C
117 [Xeroderma pigmentosum, group E / Xeroderma pigmentosum BEVE7 KR 0 E L/ BRI R DDB2
118 DeﬁC|ency ofaromatlc L amino-acid decarboxylase 75 Tl L- B S R R = DDC
TTTSTToTTeTToT o oo STy
Progressive external ophthalmoplegla with mltochondrlal DNA deletions, KIS DNA FEIBREIREE 3 (FFISAL) /
autosomal recessive 4 / Portal hypertension, noncirrhotic, 1 / Mitochondrial SEATHEIRIMURR B (RS A58 DNA
disease / Mitochondrial disease / Portal hypertension, noncirrhotic / A I BT IEE (E 4 / PR > JERTREL > 1/ DGUOK
Hereditary hearing loss and deafness / Mitochondrial DNA depletion KRR / R RS / FIERIR S - JERTREAL /
syndrome 15 (hepatocerebral type) / Mitochondrial DNA Deletion SEHE R R FIELTR / k558 DNA FREERE (R B
119 |Syndromes
120 |Smith-Lemli-Opitz syndrome o SRR - AR B R T S e DHCR7
Cataracts, hearing impairment, nephrotic syndrome, and enterocolitis 1/ EARR ~ B ~ BRI B S SRS 25 1 / Hoyeraal-
Hoyeraal-Hreidarsson syndrome / Dyskeratosis congenita, X-linked / Hreidarsson EMRERE / e RIEALRER » X 5EEH / DKC1
121 |Dyskeratosis congenita / Dyskeratosis congenita SRR /e R AT R
II:)‘;r::(/iaitt:rdehhyd'rogIenase Ejgeﬁfaency / Leigh syndrome / Leigh syndrome / PRI R E2 BT / Leigh FEIRHE / Leigh TEIREE/
y hearing loss and deafness / Pyruvate dehydrogenase complex e 1 e - L A =
deficiency / Pyruvate dehydrogenase complex deficiency / Mitochondrial el l%%?;é\"ﬂg ! ﬁ@&m%%@‘” %ﬁéfi ! oy DLAT
122 |disease / Mitochondrial disease AR S & R ZIE / KIARESIRR / RIARRIR
Pyruvate dehydrogenase E3 deficiency / Leigh syndrome / Leigh syndrome / PARRRENG S8E E3 BT AE / Leigh FEIRREE / Leigh REIREE/
Hereditary hearing loss and deafness / Mitochondrial disease / SEEPEEE R B ELE / R BN /R / DLD
Mitochondrial disease / Pyruvate dehydrogenase complex deficiency / TRBRRES R SR B E / TN BRI S R & B 2 i
123 |Pyruvate dehydrogenase complex deficiency
EHEE#HERR 1 B aEERE e/
Spondylocostal dysostosis 1, autosomal recessive / Autosomal recessive ey S B E R E 2/ DLL3
spondylocostal dysostosis / Autosomal recessive spondylocostal dysostosis LR REEE e T2 B ERE T2/
124 |/ Spondylocostal dysostosis / Spondylocostal dysostosis HEHEEBE 2
Qualitative or quantitative defects of dystrophin / Dilated cardiomyopathy 38 |WLPE £~ B8 F RO E MEBUE Bk / BRIP4 38/ DMD
125 |/ Becker muscular dystrophy / Duchenne muscular dystrophy B @SB BAE / RIS BT BRAE
Primary ciliary dyskinesia 3 / Primary ciliary dyskinesia / Primary ciliary TR VR EIRREE 3 / [R5 A e B e / DNAH5
126 [dyskinesia [ 38 VR S B R
Primary ciliary dyskinesia 9 / Primary ciliary dyskinesia / Primary ciliary BV EE E BRI 9 / [RS8 i E B S e /
127 |dyskinesia R TR DNA2
128 [Combined immunodeficiency due to DOCK8 deficiency DOCK8 P BB i i & o e ks DOCK8
Fetal akinesia deformation sequence 3 / Congenital myasthenic syndrome fi G E By ML B 41 37500 Ko P LI S E (R 10758 KA
129 [10/ Congenital myasthenic syndrome S JREERE DOK7
DK1-congenital disorder of glycosylation / Congenital disorder of DK1- Fe R B L iRt / Se A e B bt et / DOLK
130 |glycosylation / Congenital disorder of glycosylation e KRR L E
131 [Tequturresponser Capecabineresponte o oo S~ I B ASIE | 0PYD
Hermansky-Pudlak syndrome 7 / Hermansky-Pudlak syndrome / Hermansky- M%,ﬁﬁg-g—{%}jﬁﬁ%ﬁ@ﬁ 7/ S -
132_|Pudiak syndrome B 5T EIE R / 5 BT 2T A R R DTNEP!
Asphyxiating thoracic dystrophy 3 / Jeune thoracic dystrophy / Short rib- SRS =R 3/ B VENESEARR /
133 [polydactyly syndrome, Majewski type ﬂj]%}a GETE > Majewski iU DYNC2H1
H AT ERREIm LA / B LA S B R /
Distal myopathy with anterior tibial onset / Limb-girdle muscular dystrophy / HHAAEERR / B AEERR /
Limb-girdle muscular dystrophy / Limb-girdle muscular dystrophy / Miyoshi :ﬁ?ﬁuﬁ REETR 1/ HRAEEBEREFAUNEERR
muscular dystrophy 1/ Autosomal recessive limb-girdle muscular dystrophy 2B AU/ E YRR RO IS BN RIE / EIETR) / DYSE
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Hair morphology 1/ Ectodermal dysplasia 10A, hypohidrotichairnail type,
autosomal dominant / Ectodermal dysplasia 10B, hypohidrotichairtooth type,
autosomal recessive / Hypohidrotic ectodermal dysplasia / Hypohidrotic

EEPE/

SNERFFEETR10A » IITESETR - {8 mgmaraE /
INESEFHEE AR08 » TR > & QORI EEE /
DITFHEINEREE TR (TSN S E TR /

Myopathy, reducing body, X-linked, childhood-onset / X-linked Emery-
Dreifuss muscular dystrophy / Emery-Dreifuss muscular dystrophy / Emery-
Dreifuss muscular dystrophy

FILAIEER - 41 > X GBS - SEEEHASH /X SE5H Emery-
Dreifuss FILAEZ A AE / Emery-D-ussel EEFR
BERARE

ectodermal dysplasia / Hypohidrotic ectodermal dysplasia / Hypohidrotic H—BEF N R E AR 1D/ EDAR
ectodermal dysplasia / Hypohidrotic ectodermal dysplasia / Hypohidrotic At DI NS B E A /
ectodermal dysplasia / Autosomal hypohidrotic ectodermal dysplasia / ngg%@ M HINT G B R R /
Autosomal hypohidrotic ectodermal dysplasia / Autosomal recessive AL BRI SR DRSS T B S
135 [hypohidrotic ectodermal dysplasia syndrome
B » A IR - 18 B/ EFEMPa
S
136 |Cutis laxa, autosomal recessive, type 1B / Cutis laxa, autosomal recessive Bz - B G R R
137 |Wolcott-Rallison dysplasia KRR EARE IR EIF2AK3
Leukoencephalopathy with vanishing white matter 4 / Vanishing white " e ga N
135 |mattor disenon FEBEE T A 1 BN 4 / TR e EIF284
Leukoencephalopathy with vanishing white matter 5 / Vanishing white L s o L Ay
139 |mattor drsame BT SA0 E E R 5/ ETEI SR EIF285
BEEHHARE / BEREHARIE / I B £ MRS ThRERRREE /
Medulloblastoma / Medulloblastoma / Familial dysautonomia / Glioma / - - R ELP1
140 [Glioma/ Glioma / Ashkenazi Jewish disorders HEBER / THERA /R BB
Emery-Dreifuss muscular dystrophy 1, X-linked / Emery-Dreifuss muscular Emery-Dreifuss LA ESE 1 > X 3884 / Emery-Dreifuss
dystrophy / Emery-Dreifuss muscular dystrophy / X-linked Emery-Dreifuss WP K Z2IE / Emery-Dreifuss  ILAIEERAE / X 3#EH Emery- EMD
141 |muscular dystrophy Dreifuss FLAKTEAE
Visceral neuropathy, familial, 1, autosomal recessive / Erythroleukemia, P A A - SEENE - 1 BB RBIR S /
familial, susceptibility to / Lethal congenital contracture syndrome 2 / Acute R AR - FEE - 5 / B K s e S 2 ERBB3
142 |myeloid leukemia, M6 type / ZERE R IR > M6 T
Cerebrooculofacioskeletal syndrome 2 / Trichothiodystrophy 1, T % W
photosensitive / Xeroderma pigmentosum, group D / Xeroderma ﬂ@E |¢§%g}g¥ 2 ;ﬁ% ﬁﬁ; @?gfy TR/ ERCC2
143 |pigmentosum it FRIERS
Xeroderma pigmentosum group B/ Trichothiodystrophy 2, photosensitive / BRI A B f/ EMEETR 2 > JEBUEME/ ERCC3
144 [Xeroderma pigmentosum R E
XFE progeroid syndrome / Xeroderma pigmentosum, group F / Fanconi XFE FIIE / (AR PEZRZE » F #H /7 ST E A MATE Q #H/ ERCC4
145 |anemia complementation group Q / Xeroderma pigmentosum 07 R fE
Cerebrooculofacioskeletal syndrome 3 / Xeroderma pigmentosum, group G / — N b s s
146 |Xeroderma pigmentosum S B BTN 3/ FHEVERZIE - G 7 BRVERZ FRE ERCC5
PN Tt } 3] o
UV-sensitive syndrome 1/ Cockayne syndrome type 2 / Age related macular %Qﬁgﬁ%ﬁg ; ; Eﬁ§£@1ﬁ%[§E?A/NCTIS
degeneration 5/ Premature ovarian failure 11 / DE SANCTIS-CACCHIONE CACCHIBNE FElRRE/ H(«Eﬁ’%ﬁv%&rﬂ%ﬁ 1/ %—F_’ /T / ERCC6
SYNDROME / Cerebrooculofacioskeletal syndrome 1/ Lung cancer / T B ﬂﬂmﬁrﬂ;g: HE = -
147 [Neoplasm of lung / Age-related macular degeneration / Cockayne syndrome A JUEIIENR
148 |Ellis-van Creveld syndrome / Curry-Hall syndrome Ellis-van Creveld ¥F&E / Curry-Hall $E&1E EVC
149 |Curry-Hall syndrome / Ellis-van Creveld syndrome [ - FE R (R /ORI Br- 0 v B R e (e i EVC2
150 Retinitis pigmentosa 25 / Retinitis pigmentosa / Retinitis pigmentosa BRI 2 25 7 BFRIERMEIEZE / BRI 2 EYS
151 |Hereditary factor Xl deficiency disease SEEIE R X R ZAE F11
) ) ) . ) e RPEBEMBEIRERZ. / IR MBS HE S B AR R A /
Congenital prothrombin deficiency / Thrombophilia due to thrombin defect / BRI, / IR AR (S5 SR 2 F2
152 |lschemic stroke / Pregnancy loss, recurrent, susceptibility to, 2 )
Thrombophilia due to activated protein C resist: /Ischemic stroke / N 3 S .
rombophilia due to activated protein C resistance / Ischemic stroke ELES C FEEm MR R IER 7 Bt / ST
Congenital factor V deficiency / Pregnancy loss, recurrent, susceptibility to, = ) P ) K ;
1/ Budd-Chiari syndrome / Budd-Chiari syndrome / Thrombophilia due to ‘%Eﬁ?gfﬁﬁ%%ﬂ‘;gw ?ﬁ‘é%@fﬁgﬁgﬁﬂiﬁ ! Fs
153 |thrombin defect MECTEREF / e M AR S 2L Esignq D]
154 [Myocardial infarction, susceptibility to / Congenital factor VIl deficiency ONUEZE ~ 5 RGSE KRR VI ERZ GE F7
Hereditary factor IX deficiency disease / Thrombophilia, X-linked, due to SEEMER T IX BZE /X EEMREAER - BRET 9 Fo
155 |factor 9 defect / Warfarin sensitivity, X-linked / Hemophilia TR/ FEEFRBURE - X EEE 7 AR
156 [Tyrosinemia type | / Disorder of amino acid metabolism | T % P s TTTE A L Tt et g FAH
157 |Retinitis pigmentosa 28 / Retinitis pigmentosa / Retinitis pigmentosa B E R 2 28 / (M RAERE 25 / (B BRI % FAM161A
Fanconi anemia complementation group A / Fanconi anemia / Fanconi L o e - -
158 |anemia / Fanconi anemia A 2 2 I Al FE ARELARE I 2 2 1L/ ] JE 2 L/ ] FE 2 1 FANCA
Fanconi anemia complementation group C / Fanconi anemia / Fanconi fEnl R AMAFe C #H/ fa B / el e & / FANCC
159 |anemia / Fanconi anemia / Ashkenazi Jewish disorders # Al EE I / E 2R
Fanconi anemia complementation group D2 / Fanconi anemia / Fanconi L L - -
160 |anemia / Fanconi anemia il e M A FE D2/ 86 ] JE & /4t nl B & /At nl B & i FANCD2
Fanconi anemia complementation group E / Fanconi anemia / Fanconi #nl A IMFEHEE/ En] e / &n] B &I / FANCE
161 |anemia/Fanconi anemia i EAm
Fanconi anemia complementation group G / Fanconi anemia / Fanconi & [EEMFEFGH / #in B &M/ &in] B & / FANCG
162 |anemia / Fanconi anemia [Nl
Fanconi anemia complementation group | / Fanconi anemia / Fanconi
163 |amemin s Famcons amemia group 57T 2 8 99 LA T T 8 T AR P B 28 1A T TR A i FANCI
Fanconi anemia complementation group L / Fanconi anemia / Fanconi L L - -
164 |anemia / Fanconi anemia e A mmFE L/ SinEAm / SR E A / fin M|  FANCL
165 [Fumarase deficiency / Hereditary leiomyomatosis and renal cell cancer AEEAZR B TR 2 JE A (B v LR R R s FH
X-linked myopathy with postural muscle atrophy / Uruguay X H %ﬁﬁﬁﬂr’@#&; ZEVENA S /
Faciocardiomusculoskeletal syndrome / Myopathy, reducing body, X-linked, %ﬁiﬁ CALAH ’%%f‘\ﬂ{eﬁ i Lﬁrrﬂ’ i/ il > X
early-onset, severe / X-linked scapuloperoneal muscular dystrophy / g > R o i /X OESEIR R AL E R R / FHL1
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WP A R-
WP A BAE (S RIEMSERFIIRER R H ) » A5 B/
HILI*J'“%TE
WP B BAE (FeRIENSERFIIRER R H ) - A1 B/
WLPE 2 B 21 RAE BS B /
L E R R A BN R 21 A/
Himf&%ﬁﬁﬁ’]ﬂﬂﬁ“%TEfﬁﬁﬂl’}“%TEr E E 8-
- : LA Bk Z 21 RUNLPE 21 RAESK 21
Muscular dystrophy-dystroglycanopathy (congenital with brain and eye i 2
anomalies), type A5 / Muscular dystrophy-dystroglycanopathy (congenital ;J ilﬁg%‘%@éﬁg l%ﬁ”gigﬁ;??mE ZL_@ HETRIE
with brain and eye anomalies), type A1/ Muscular dystrophy- HfLI"]TEﬂB&:Yﬁ?E PR R Hﬂl’ﬂ“%TﬁffﬂfZ 2
dystroglycanopathy type B5 / Autosomal recessive limb-girdle muscular B ET B 21 ’*UM§$E'<E/
dystrophy type 21/ Limb-girdle muscular dystrophy / Qualitative or ,EE?}E ﬁ%ﬁﬁ@iﬁ%ﬁf&ﬂ%§$ﬂﬁ 21 TSR ELRE 21
quantitative defects of alpha-dystroglycan / Qualitative or quantitative *'J“*§5$Eﬁﬁ}%ﬁﬁﬁﬂfﬁ’l‘$mVﬂ$§' B R A S R FKRP
defects of alpha-dystroglycan / Qualitative or quantitative defects of alpha- EI'; By " = =
dystroglycan / Limb-girdle muscular dystrophy / Limb-girdle muscular » - oyt ir s 2
dystrophy / Congenital muscular dystrophy / Congenital muscular dystrophy %g;?lﬁ?‘jﬁé VR R RV E ST R 21
/ Congenital muscular dystrophy / Congenital muscular dystrophy / 1 iy
Congenital muscular dystrophy / Congenital muscular dystrophy / ;Hﬂi;ggz ﬁuﬁs%@*@%—ﬁjﬁqz,mg%ggiﬁkﬁm
Autosomal recessive limb-girdle muscular dystrophy ’f'JMﬁTET‘ﬂ%FHE BULAT B R e BULAR BB
HE HTLWTE&J%?Z% %%TEU“LME#H a-
FLPA ok B R FE 1A BE BRRRG / IR AU AN RAE
/ BRI R BE / e R VBRI B 2R BE /
FRMENPE B BAE / SR MENAE BT BAE /
FERVEM AR A RAE / SR VEN S Z A RIAE /
e RNEN PR BT RAE/H G G B BB e KN LA
BRRIE
167
Primary dilated cardiomyopathy / Autosomal recessive limb-girdle muscular
dystrophy type 2M / Muscular dystrophy-dystroglycanopathy (congenital
with brain and eye anomalies), type A, 4/ Muscular dystrophy- R B EERERL O IR / B RS R A AR ELR R
dystroglycanopathy (congenital with brain and eye anomalies), type A1/ oM B/ VS ER BAE -
Dilated cardiomyopathy 1X / Muscular dystrophy-dystroglycanopathy MABERBEEER (S REFSEHIESER ) > A
(congenital without intellectual disability), type B4 / Autosomal recessive A4 R NEERR -
limb-girdle muscular dystrophy / Qualitative or quantitative defects of alpha- MABERBEEER (S RIERSEIRESER ) » A1 8/
dystroglycan / Congenital muscular dystrophy / Congenital muscular PEERLO AL A s 1/
dystrophy / Congenital muscular dystrophy / Congenital muscular dystrophy WA AS ER RBAEE (SRR R AR s )
/ Congenital muscular dystrophy / Congenital muscular dystrophy / Limb- FFINEREE) o B4 TH 7 AL f B A ) Y AS R L/ o
girdle muscular dystrophy / Limb-girdle muscular dystrophy / Qualitative or MABERBENT M E &M / AR NS ERRIE
quantitative defects of alpha-dystroglycan / Limb-girdle muscular dystrophy / |/ 5 KN A S ZR BIAE 7 e REENLAS B BAE /
Primary familial dilated cardiomyopathy / Cardiomyopathy / Cardiomyopathy SRS BN BAE 1 e R IEN S Z AN BIE / FKTN
/ Cardiomyopathy / Cardiomyopathy S FAENLA S BT B / A R A BT B /
FERMEM AR EA RAE / SRS Z A RAE /
FRMENPE B BIE / SRS B BAL/
FERMEMAEEA RAE / SR EN AR/
Fe RPN T BAL e RN A T BAL/
FTRENAEERN R ERENREES R/
Fe RPN T BAL e RN A T BAL/
FRMEMAERS B/ e RN EE T RiEa-
IUPA B FLAE TR A2 P B R ki /
R BURL P B RUE / [ B8 M R R MEHROR AL L L /
DR 7 CWUREE /DI 7 OLRSE
168
T-cell lymphopenia, infantile, with or without nail dystrophy, autosomal
dominant / T-cell immunodeficiency, congenital alopecia, and nail dystrophy ;@HT . . .
FREIR L ERBUDAE » (FRESCT (FRERE 2 AR - 2|  FOXN
160 RRMEEME/T MR ~ RIS RIEFERTR
170 [Fraser syndrome 1 B VR (R FRAS1
171 |lsolated cryptophthalmia / Fraser syndrome 2 ﬂﬁ;l&ﬁ*ﬂﬁﬁ/%mwﬂ{%ﬁ? 2 FREM2
95 LB T S 2R 1/ 96 U L A / .
172 |Friedreich ataxia 1/ Friedreich ataxia / Friedreich ataxia i%%ﬁﬁ%;\é@i%nﬂ
173 |[Glycogen storage disease type | P 2R | A G6PC
Malaria, susceptibility to / Rasburicase response / Anemia, nonspherocytic P ) P : e v .
hemolytic, due to G6PD deficiency / Tafenoquine response / Glimepiride 22653 ﬁg %’éﬁégé%ﬁ%fﬁgﬁiﬂﬂﬁggiﬁ;gﬁﬂfgﬂ%}Eigﬁﬁé /
response / Glipizide response / Chlorpropamide response / Primaquine PR E / 1[335111%&%/ Q%ETW&@/ - G6PD
4 :zgg:z: / Tolbutamide response / Glibenclamide response / Pegloticase RSN e 1 0% 7 — [ [
s i:;/gggter:\ystorage disease, type Il / Glycogen storage disease / Metabolic S SRS + 1) T/ A SRS / LS GAA
176 |Galactosylceramide beta-galactosidase deficiency PSR R B P B 2 E GALC
177 |Deficiency of galactokinase / Galactosemia PR Z 2 FUBE IR GALK1
Deficiency of UDPglucose-hexose-1-phosphate uridylyltransferase / I ’ . e AL
178 |Galactosemia UDP & C B - B PR RS BB Z 2 FLRR I GALT
179 [Gaucher disease S E ECIE GBA
180 |G e vensy YPe 1V Adultpolyglucosan bocy disease HFRBSHERS » IV 70/ P ERTRTERRS / PO R GBE1
181 |Glutaric aciduria, type 1/ Disorder of organic acid metabolism T EPRAE - 1 AU A BRI AR GCDH
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Dystonia 5 / GTP cyclohydrolase | deficiency with hyperphenylalaninemia /

WUAR I3 5/ GTP SRk fig |

200

CoA dehydrogenase / Familial hyperinsulinism

R B IPAS R MAE

i i - TR ZAEFEBE AR N IEIR AR / GTP ERAL/K ARG | RRZIE / GCH1
. ?;Zf,ﬁ:szzizf:;l deficiency / GTP cyclohydrolase | deficiency / Dopa TP TP oK | 5 7 / % L FERENL A 1) 4=
RS 5 3T > 1B/ HRAETR S 5/ THEEE TR
Symphalangism, proximal, 1B / Osteoarthritis susceptibility 5 / 2B/ % BB EBEEIERE 2 / Grebe FEERE / A2 TUKETE /
Acromesomelic dysplasia 2B / Multiple synostoses syndrome 2 / Grebe i A1C A/ kR C AL/ TEEE 3 E TR 2C » Hunter- GDF5
syndrome / Type A2 brachydactyly / Brachydactyly type A1C/ Thompson 7 /Thompson ! / A1 BUL##Z 1 E 2C » Hunter-
Brachydactyly type C / Acromesomelic dysplasia 2C, Hunter-Thompson Thompson %! /Thompson 7 /A1 BLEE TR )
183 |type/ Multiple synostosis syndrome / Brachydactyly type A1
Laron-type isolated somatotropin defect / Short stature due to partial GHR Tﬁfﬁﬂ})ﬂﬁ’\i?&ﬁ?f'ﬁ;ﬁ@ﬁﬁ / RS GHR
deficiency / Hypercholesterolemia, familial, 1/ Familial 2 TEES PR | / EIREIREE - SR > 1/ GHR
184 |hypercholesterolemia / Hyperlipoproteinemia / Hyperlipoproteinemia IRV R E AR / e 2 I / il 2 P AR
185 |lsolated growth hormone deficiency, type 4 WA RWERAZAE > 4 B GHRHR
Ichthyosis, hystrix-like, with hearing loss / X-linked mixed hearing loss with FURIF > hystrix B o BE)HRR/GEEEIR & TERE SRR (N
perilymphatic gusher / Palmoplantar keratoderma-deafness syndrome / FEIME /2 B R0 -
Autosomal dominant nonsyndromic hearing loss 3A / Autosomal dominant ﬁ@*ﬁ@?ﬁ/ﬁ%@ﬁ%?ﬁ@ﬁﬁéfﬁ’@%ﬁa&ﬁ%?ﬁ/ﬁ%’é@ﬁ%
keratitis-ichthyosis-hearing loss syndrome / Knuckle pads, deafness AND A R % - f RS -
leukonychia syndrome / Mutilating keratoderma / Deafness, digenic, gﬁﬁfﬁﬁ‘i,a‘ 1”)’(/?51%1@ ELH R & U T A B
GJB2GJB3 / Autosomal recessive nonsyndromic hearing loss 1A / B B > JJA
Autosomal dominant nonsyndromic hearing loss / Deafness, autosomal S B B (A M B AR A R - GJB2
dominant nonsyndromic sensorineural 3 / Hereditary hearing loss and Y RRREEIERE SRR )18k /
deafness / Hereditary hearing loss and deafness / DFNA 3 Nonsyndromic HI > g R S B ik 3/
Hearing Loss and Deafness / Hereditary hearing loss and deafness / SEEERE RSB / SE{EEE ) B A E ] / DFNA 3
Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive / FERR A MR R E R / 8 (E R SRR R /
Nonsyndromic genetic hearing loss / Nonsyndromic genetic hearing loss / JEfT & BB R SR BB B R S B S E
Nonsyndromic genetic hearing loss Rk
186
IR S IR SRR IR 1A
) ) ) - H > #EECIR - GIB2GIB3/ S8V MERIE TR /A AR
Autosomal recessive nonsyndromic hearing loss 1A / Deafness, digenic, 1/ BB e BRSSP BE ] HE 2 2B/
GJB2GJB3 / Erythrokeratodermia variabilis et progressiva 1 / Autosomal T o P (M HE A/ JE R L R
dominant nonsyndromic hearing loss 2B / Nonsyndromic genetic hearing /3?H§’|@t§§f%’\éi§%@\/ - GJB3
loss / Nonsyndromic genetic hearing loss / Nonsyndromic Hearing Loss and N (B T A B ) P
Deafngss, Autos.omal Recessive / Hereditary hearing Ios's and deafness / ) ST B R (R T » 388 (e P B B P8 /s (BN
Hereditary hearing loss and deafness / Autosomal dominant nonsyndromic BRI R R
187 |hearing loss -
Autosomal dominant nonsyndromic hearing loss 3B / Autosomal recessive B £ B A S e S B R A 3B /
nonsyndromic hearing loss 1B / X-linked mixed hearing loss with B (0 B e SR HR A 1B /7 X
perilymphatic gusher / Autosomal recessive nonsyndromic hearing loss 1A / SEPAIR A VERE RSN /
Hidrotic ectodermal dysplasia syndrome / Autosomal dominant B (0 B S B I A (PR EE 145 1A/
nonsyndromic hearing loss / Hereditary hearing loss and deafness / TR IMP I 35 A BIE /
Hereditary hearing loss and deafness / Hereditary hearing loss and L L FE A R S 1R
deafness / DFNA 3 Nonsyndromic Hearing Loss and Deafness / Hereditary SE{E LR S IEAIEE /384 o DFNA3
hearing loss and deafness / Deafness, autosomal dominant nonsyndromic JEE SR RS A EL T / 8 (g R F O HL R /
sensorineural 3 / Nonsyndromic Hearing Loss and Deafness, Autosomal H# » B e o |¢‘3ﬁ?$fé 3/ GJB6
Recessive / Nonsyndromic Hearing Loss and Deafness, Autosomal ek S B R AL - B S
Recessive / Nonsyndromic genetic hearing loss / Nonsyndromic genetic e A B B A E S > B B E  /
hearing loss / Nonsyndromic genetic hearing loss / Nonsyndromic genetic JEEE A4 S PR R (e 4
hearing loss Ik PR DRI - BRI /
JEEE TR R L 79 /
FRREMRREIEE (R > HmigiE: /
188 JRMEE (M 0 / PR e e S (A
189 [Fabry disease TR Ty
M1 FIERTTFFIRFFRE 2 70/ GM1 TASHREF TR B0E 2 70
GM1 gangliosidosis type 2 / GM1 gangliosidosis type 2 / Infantile GM1 /958 GM1 R AT IR REE / 352 BETASAE ~ MPS-IV-B/
gangliosidosis / Mucopolysaccharidosis, MPS-IV-B / GM1 gangliosidosis GM1 HHSETE AEFRIE 3 B GM 1 S EHTRRE 1 GLB1
type 3/ GM1 gangliosidosis / GM1 gangliosidosis / GM1 gangliosidosis / TS AT RTAEAE P AE ERFENE /GM F5/ Morquio SEIERF / GLB1
Morquio syndrome / GLB1-related disorder / GLB1-related disorder / GLB1- FHBEENR / GLB1 FHBHIESR / GLB1 FHRHESR /
190 |related disorder / GLB1-related disorder GLB1 fHEEZH
191 |Glycine encephalopathy 1/ Non-ketotic hyperglycinemia e RS sat 1 /3 ERRE 5 T Bl ME GLDC
Lethal congenital contracture syndrome 1/ Lethal arthrogryposis-anterior %/t‘l@k?‘ﬁﬁ’@%ﬁﬁﬂiﬁﬂ CEBEERART S - GLE1
192 |horn cell disease syndrome il A S
W PRATE / VIR PRIE / GNE BILPATRSS / GNE LIRS /
Sialuria / Sialuria / GNE myopathy / GNE myopathy / Thrombocytopenia 12 M IHIRVE 12 REER R AORas / S s i s GNE
193 [with or without myopathy / Free sialic acid storage disease
194 [Rhizomelic chondrodysplasia punctata type 2 REREE B B R 2T GNPAT
Nonarteritic anterior ischemic optic neuropathy, susceptibility to / Pseudo FEBHAR 2 PR AR A R SR sa - Sy
von Willebrand disease / Bernard Soulier syndrome / Bernard-Soulier B4 1 A B A Tl ECRE / Bernard Soulier JE{EEE / Bernard- GP1BA
syndrome, type A2, autosomal dominant / Hereditary von Willebrand SOU|IEI’ fREE A2 B H YL EEsEaE e/
195 |disease / von Willebrand disorder SEHE RIS B FCE / US4 AT P FOE
196 [Primary hyperoxaluria, type Il / Primary hyperoxaluria TRV S BB RRE - I B 7 R m R DR E GRHPR
197 [Fraser syndrome 3 o A ERE RS GRIP1
198 |Mucopolysaccharidosis type 7 B2 BERTAERE 77U GUSB
199 [Glycogen storage disorder due to hepatic glycogen synthase deficiency P [ B R 2 BB R 3 s hgE GYS2
Hyperinsulinemic hypoglycemia, familial, 4 / Deficiency of 3-hydroxyacyl- EEESE R - FHEE » 4/ 3- KEREREA R S B Z / HADH
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Mitochondrial trifunctional protein deficiency 1/ Long chain 3-hydroxyacyl- RIARIE = DTRE SR ERLZAE 1/ K8 3- SRR EL ARG A HADHA
201 |CoA dehydrogenase deficiency LGB ZE
o ‘ ) ) ) EEIMAL SR H JE - ol / 5 RESE M / ¥ K& m /
Methemoglobinemia, alpha type / Heinz body anemia / Heinz body anemia / FIRERT BRI E » 7/ METSEH 05 / o MHERIE I / HBA1
Erythrocytosis, familial, 7 / Hemoglobin H disease / alpha Thalassemia / SR I 7 H Ry T / AT / T2
202 [Thalassemia / Thalassemia / Hemoglobinopathy / Hemoglobinopathy
alpha Thalassemia / Hemoglobin H disease / Erythrocytosis, familial, 7 / a St / TSR H % / KLIERIE S 0 - RN - 7/
Heinz body anemia / Heinz body anemia / Hemoglobinopathy / 7 ECRRAM /7 KRB / AL / AL / HBA2
203 |Hemoglobinopathy / Thalassemia / Thalassemia ispyEE I / #hepEE M
Heinz body anemia / Heinz body anemia / Erythrocytosis, familial, 6 / FIRREEI / F KBS E M / RLIERBS S E > RIENM: > 6/
Hereditary persistence of fetal hemoglobin / Dominant beta-thalassemia / e SEL AT B SR / B Ep- s I / 8-
Beta-thalassemia HBBLCRB / alpha Thalassemia / Hb SS disease / beta iR E M HBBLCRB/ a P& /Hb SS ¥ /B
Thalassemia/ METHEMOGLOBINEMIA, BETA TYPE / Malaria, HHERLE I / WA AME - B E /Hb SS i /B HBB
susceptibility to / Thalassemia / Thalassemia / Thalassemia / Py EIE I / F‘J[f[lgff[lﬁ HEIm A / i /
Hemoglobinopathy / Hemoglobinopathy / Hemoglobinopathy / HhryEE I/ HirhiEE & A& M A dEa m g 2 /
Hemoglobinopathy AL / AL / MALZER / AL
204
205 |Tay-Sachs disease / Ashkenazi Jewish disorders F2-la o TR MBS 0 R N RTR HEXA
206 |Sandhoff disease SE{ETE SR HEXB
207 |Hemochromatosis type 1/ Hereditary hemochromatosis 1 7 I s B 1 HFE
208 |Alkaptonuria / Alkaptonuria SFRFRIE / BEEFRE HGD
- aeeﬁt;for}zﬁf hydroxymethylglutaryl-CoA lyase / Disorder of organic acid R e — S A TR L /S e (X HMGCL
210 |3-hydroxy-3-methylglutaryl-CoA synthase deficiency 3-F8IL-3- L TN — i ABA & B RLE HMGCS2
211 |Primary hyperoxaluria type 3 / Primary hyperoxaluria TR AV E R DRRE 3 AU/ R 3 B BB PRE HOGA1
Hermansky-Pudlak syndrome 1/ Hermansky-Pudlak syndrome / Hermansky- it B M - (o o FCE(ERE 1/ 6 S B -
212 |Pudiak syndrome A 97 FCE RS / BT R i A R i
Hermansky-Pudlak syndrome 4 / Hermansky-Pudlak syndrome / Hermansky- il Sy LR T FORE (R 4 / i S k- HPS
213 [Pudlak syndrome PR v PO (A / o 8 M RE- S P o R (R B 4
214 |Testosterone 17-beta-dehydrogenase deficiency Z[E I 17-8- B @ HER 2 SE HSD17B3
Perrault syndrome 1/ Bifunctional peroxisomal enzyme deficiency / Perrault g ECE(ERE 1/ BEThRE RS Y BB LR E /
215 |syndrome / Perrault syndrome / Perrault syndrome (AR5 / (R AE I / IR e HSD17B4
Mucopolysaccharidosis, MPS-I-HS / Hurler syndrome / R2 MERTRSAE » MPS-I-HS / Hurler  E(RERE /
Mucopolysaccharidosis, MPS-I-S / Mucopolysaccharidosis type 1/ M BERTAESE > MPS-I-S/ RAZEENTHERE 1 AU/ IDUA
216 |Mucopolysaccharidosis type 1/ Mucopolysaccharidosis type 1 R BERTAEAE 1 B/ REZ EERREE 1 Y
217 |Saldino-Mainzer syndrome / Retinitis pigmentosa 80 Saldino-Mainzer JE{ERE/ (AR AEIE 2% 80 IFT140
Autosomal recessive distal spinal muscular atrophy 1/ Charcot-Marie-Tooth g n .
disease axonal type 2S / Charcot-Marie-Tooth disease type 2 / Distal spinal . %g:ﬁi [i@;ﬁlﬁgﬁléﬁ Lg%ﬁlﬁ{;yﬁ%f* Wi IGHMBP2
) g;:;::;aratrophy/Charcot Marie-Tooth disease / Charcot-Marie-Tooth SEITER LN S / SR L R R P
219 |Intellectual disability, X-linked 21 X EBAENE 21 ILTRAPL1
220 [Type 1 diabetes mellitus 10 / Immunodeficiency due to CD25 deficiency 1 BUBEPRIP 10/ CD25 k2 AT S S S0 E rifE IL2RA
221 |Immunodeficiency 104 104 IL7R
222 [Joubert syndrome 1/ MORM syndrome / Familial aplasia of the vermis Joubert JE{EEE 1/MORM JERRE / RIEEBLHE L2 INPPSE
223 |Platelet-type bleeding disorder 16 / Glanzmann thrombasthenia 1 I VRS PR 16 /7 1 MR T TRE 1 ITGA2B
Bleeding disorder, platelet-type, 24 / Myocardial infarction, susceptibility to / IR /M > 24 7 DUIESE » B/
224 |Glanzmann thrombasthenia 2 R B I M 2 ITGB3
125 5:%15::r?cmental and epileptic encephalopathy, 35 / Inosine triphosphatase T PRI » 35/ DU = R e ITPA
y
e I;Z\::Le(:zlsrioA dehydrogenase deficiency / Disorder of organic acid BTN SRS R S e S D
lodotyrosine deiodination defect / Congenital hypothyroidism / Congenital TP P A L A o3 /5 TR R AR B D BB AR T E /58 T AR AR D
227 |hypothyroidism HEAE TE
Bartter disease type 2 / Bartter syndrome / Bartter syndrome / Antenatal FOE FOOE 2 U /7 ERF ECHE (R / O FOE e /
228 |Bartter syndrome JEEHT R R ket
Hyperinsulinemic hypoglycemia, famll_lal, 2/ Matur_lty-onset diabetes of the EERSE TR » SRl » 2/ TR R B RS 13
young type 13/ Permanent neonatal diabetes mellitus / Permanent neonatal J AT BRI 1 7k 2P 6 /
diabetes mellitus / Diabetes mellitus, transient neonatal, 3 / Diabetes e o i - s
; - : ) HEFRIPT - IRF BT AR 5T > 3/ BEPR - K AR AL 2/2 KCNJ11
meII!tus, permfaf\ent neqnata! 2‘/Type 2 dlabetgs mellitus /Type 2 diabetes TR /2 FURRTRIR / 5 e i B L 32 (L /
120 ;r::g::esslr:zmltzl hyperinsulinism / Neonatal diabetes mellitus / Neonatal AR G 7 T S e R i
LA R RAE » AL > Rt BEIR I (4 23/ Merosin
Muscular dystrophy, limb-girdle, autosomal recessive 23 / Merosin deficient FRFETUSE RN S BT BAE / LAMA2 LAMA2
congenital muscular dystrophy / LAMA2-related muscular dystrophy / FHRAPERLA S 2R RAE 7 e RIENA S EA BIE /
230 [Congenital muscular dystrophy / Congenital muscular dystrophy FERVENAE BT BAE
Laryngo-onycho-cutaneous syndrome / Epidermolysis bullosa, junctional W R R REEE R / ARt 32 EE FRMRE » A5 2A » AT/
2A, intermediate / Junctional epidermolysis bullosa gravis of Herlitz / R 2 B A2 UM A e 32 R FARAE / LAMA3
Epidermolysis bullosa, junctional 2B, severe / Junctional epidermolysis KB 22 Y FARRAE > ACF I 2B 0 EE /
231 |bullosa KBV AZ U 3 L RRARAE
Amelogenesis imperfecta type 1A / Junctional epidermolysis bullosa, non- 1A RURHE A AN EE /
Herlitz type / Junctional epidermolysis bullosa gravis of Herlitz / RBEER FUER B RRARAE - FERIFI 255 /
Amelogenesis imperfecta / Amelogenesis imperfecta / Amelogenesis AR 22 B AR A A SR B RARRAE / RV AR AT 22 / LAMB3
imperfecta / Amelogenesis imperfecta type 1/ Junctional epidermolysis FVE RO 2 7 BB AR AN /1 TR AR R 2/
232 |bullosa / Junctional epidermolysis bullosa FHEAE T 3 B AR A2 T2 SRR BRI
) 2 B A2 SR B 5 B RAARAE /
Junctional epidermolysis bullosa gravis of Herlitz / Epidermolysis bullosa, KR R FAREE /)c??ili 3B EHF/ LAMC2
junctional 3B, severe / Epidermolysis bullosa, junctional 3A, intermediate / KT FEFARRAE » A5 3A - FIRE/
233 |Junctional epidermolysis bullosa KIEVEAS FRE SR R RARRE
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Muscular dystrophy-dystroglycanopathy (congenital with brain and eye AEERE -

anomalies), type A1/ Muscular dystrophy-dystroglycanopathy type B6 / MAEERNRE (GREMSTARSES) - A1 By

Muscular dystrophy-dystroglycanopathy (congenital with brain and eye AR - LI’V"%TE’J‘ B6 T/ IAEENE - LARGE1

anomalies), type A6 / Qualitative or quantitative defects of alpha- MAEELRRIE (GRS ARTRE ) » A6 Bl /a-

dystroglycan / Congenital muscular dystrophy / Congenital muscular JILPA 8 S LAE TE M B8 BB / S RN S BT BAE /
234 |dystrophy SRV E R BIE
1as Ic_zﬁzrei?tr;?:m;aulrzr;?urosw 5/ Leber congenital amaurosis / Leber FEEE TR 5/ T EES e fE e T E LCAS

Hypercholesterolemia, familial, 1 / Familial hypercholesterolemia / EEERME - Z0EN - 17 ZEESMEE RS IAE / LDLR
236 |Hyperlipoproteinemia / Hyperlipoproteinemia SRS A IME / SAEE H ME
237 |Hypercholesterolemia, familial, 4 / Familial hypercholesterolemia ENEEIREIMAE » FMEVE - 41 F IRV S NERE EZ MAE LDLRAP1

Gonadotropin-independent familial sexual precocity / Leydig cell agenesis / TR RV ENS S S Z e R R 3 B R 2 Ak Ry LHCGR
238 |Precocious puberty / Precocious puberty [at=k28

Stuve-Wiedemann syndrome 1/ Stuve-Wiedemann syndrome / Schwartz- Stuve-Wiedemann JEfEEE 1/ Stuve-Wiedemann  JE{EEE / LFR
239 |Jampel syndrome / Congenital myotonia Schwartz-Jampel JE(FERE / SERENRE

Wolman c_jlsease / Cholesteryl gste_r storage d_lsease / Cholesteryl gstér T O/ IR / e

storage disease / Lysosomal acid lipase deficiency / Lysosomal acid lipase Vi BB VRS U ES Eh  / o | B P IS B I / LIPA

deﬁc!ency / Lysosomal acid lipase deficiency / Lysosomal acid lipase ViSRS P RS B 2 / 5 | S VS e =
240 |deficiency

) ) ) A ) G ORI AR S Rk 77/

Autosomal recessive nonsyndromic hearing loss 77 / Hereditary hearing Eﬁé PRI 4B S A EL R

loss and deafness / Nonsyndromic Hearing Loss and Deafness, Autosomal e - T, M 0 LOXHD1

Recessive / Nonsyndromic genetic hearing loss IET e lé%ﬁ}“%mﬂs R ERREEN/
21 y JEE A R
242 |Hypotrichosis 8 / Wooly hair DEJE 8/ EHFRITASE LPAR6

Hyperlipidemia, familial combined, LPL related / Hyperlipoproteinemia, type ERMARE » FHEMERAE - LPL AHRE / EEE (I MsE - | 8L/

1/ Chylomicronemia syndrome / Familial chylomicronemia syndrome / FUBERIRL IMERENR B / FEIE I FLIEDIORL I AERE (B2 B / LPL

Familial chylomicronemia syndrome / Hyperlipoproteinemia / FIEE USRI RE R / RS 5 (M / AR R H e
243 |Hyperlipoproteinemia
244 |Donnai-Barrow syndrome - S FCRE (A B LRP2
245 |Chediak-Higashi syndrome V)38 EE v - B ECE (R RE LYST
246 |Retinitis pigmentosa 62 / Retinitis pigmentosa / Retinitis pigmentosa R IER R 2 62 7 R VEHRMEIE 2 / R EIE S MAK
247 |Deficiency of alpha-mannosidase o- B RS MAN2B1

3-

3-methylcrotonyl-CoA carboxylase 1 deficiency / Disorder of organic acid FH L (0 S kR A AR RS R 2 E /E e /P R McCCCl

248 |metabolism / Methylcrotonyl-CoA carboxylase deficiency BrEHEEA LS VB Z
3-

3-methylcrotonyl-CoA carboxylase 2 deficiency / Methylcrotonyl-CoA FH L 0 S R A AR RS2 (5 2 i /P BE 0 O A 2R L B mcce2
249 |carboxylase deficiency / Disorder of organic acid metabolism 2 E A T T P R

Lisch epithelial corneal dystrophy / Mucolipidosis type IV / Ashkenazi Lisch FRMEAEEERR /v BURERSTURTE / MCOLNA
250 |Jewish disorders TR RNIRIR

Microcephaly 1, primary, autosomal recessive / Autosomal recessive JNBEBETEZ 1 0 JRESME » R s (e MCPH1
251 |primary microcephaly gL B M R S/ S T

Autism, susceptibility to, X-linked 3 / Severe neonatal-onset encephalopathy HPEAE - 5 X A 3/ B AT AE L ] |$ﬂ“(r1¥/J\EEWﬁ*ﬁf2

with microcephaly / Severe neonatal-onset encephalopathy with / BB AR SE BRI R L/ BRI / Rett #7120/ Rett MECP2

microcephaly / Rett syndrome / Rett syndrome / Syndromic X-linked FRETE/ FRE B X AR TIRRRE Lubs B /X

intellectual disability Lubs type / X-linked intellectual disability-psychosis- SHLBH R RERE- R - KR AUAF SE / B BVERY R R fsE
252 |macroorchidism syndrome / Autism spectrum disorder

Familial Mediterranean fever / Familial Mediterranean fever, autosomal FIEME R YEEL / R rh el » R R R / MEFV
253 |dominant / Acute febrile neutrophilic dermatosis SolEESE g g [ R R SR

Megalencephalic leukoencephalopathy with subcortical cysts / {58 G T RE R BRS R a7 MLCT
254 |Megalencephalic leukoencephalopathy with subcortical cysts 1 1408 B2 T BERERY BRI 1
255 |Deficiency of malonyl-CoA decarboxylase [N MLYCD

Methylmalonic aciduria, cblA type / Disorder of organic acid metabolism / FHELTN R FRAE » chl AR A5 B4 (Xt R peg /o LN — B I/ MMAA
256 [Methylmalonic acidemia / Methylmalonic acidemia FA 3L — R IMAE

Methylmalonic aciduria, cbIB type / Methylmalonic acidemia / Methylmalonic FRBEPN —FRPRAE » cblB FY /RSP0 — W i e /AR L9 — R IE/ MMAB
257 |acidemia / Disorder of organic acid metabolism 5 R T feE

Cobalamin C disease / Disorder of organic acid metabolism / Methylmalonic . e T T

o e ) ShIHERCHR /AR AR /

- ;:/T;?:gf"as:: homocystinuria / Disorders of Intracellular Cobalamin R P 5 5 T S B / SRS Py 2 S MMACHC

MPI-congenital disorder of glycosylation / Congenital disorder of MPI- S R RS SEA L RRRgE / SRR Hi LA L e gE / MPI
259 |glycosylation / Congenital disorder of glycosylation e T A L e

Combined immunodeficiency and megaloblastic anemia with or without Gt RIEREE SRR M - FERE SRS B[R R 2 MTHED1
260 |hyperhomocysteinemia / Neural tube defects, folate-sensitive Tt ITUE AR g > BERR B

Neural tube defects, folate-sensitive / Schizophrenia / Schizophrenia / THHEETBRE > SEREBURS / KR SRR / Y A /

Thrombophilia due to thrombin defect / Homocystinuria due to methylene EEM AR R S B AR AL ﬁﬁﬂj / MTHFR
261 |tetrahydrofolate reductase deficiency L VO TR [ 2 B R R PR AE

Charcot-Marie-Tooth disease type 4B1/ Charcot-Marie-Tooth disease / HEE LA ZEHEAE 481 U 7 BEE LA ZEHRE 7 BES LA ZSH0E MTMR2
262 |Charcot-Marie-Tooth disease / Charcot-Marie-Tooth disease type 4 / HEB LA ZEEAE 4 Y

Methylcobalamin deficiency type cblG / Neural tube defects, folate-sensitive F gk Z T cblG / PSS Bl - SERERUR / MTR
263 |/ Disorders of Intracellular Cobalamin Metabolism PR e e e

Methylcobalamin deficiency type cblE / Neural tube defects, folate-sensitive G Z AU cblE / MHIFEE TG » BERSEIUR / MTRR
264 |/ Disorders of Intracellular Cobalamin Metabolism ElleEaireae BN
265 |Abetalipoproteinaemia HERAEE 1 IME MTTP

Mevalonic aciduria / Mevalonic aciduria / Porokeratosis 3, disseminated PR REERAE / FRESRBEIRAE / 7T FLATUAE

superficial actinic type / Hyperimmunoglobulin D with periodic fever / 3 SEHOEREOL A 7 S IEERE B D MR E T / MVK

Deficiency of mevalonate kinase / Deficiency of mevalonate kinase PR B 2 ¢ TR RS TR i 2
266
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Autosomal recessive nonsyndromic hearing loss 3 / Hereditary hearing loss

R ORI S B 1k 3/

and deafness / Nonsyndromic genetic hearing loss / Nonsyndromic Hearing 5_12? |$?§77£59E7FDH1§ / iF%T??@i?I‘@E@’IEQEﬁfE% / MYO15A
267 |Loss and Deafness, Autosomal Recessive FERREBIEREIRA I EER - fe g m iR
Usher syndrome type 1/ Autosomal recessive nonsyndromic hearing loss 2 FEE 1 B/ B BRI S EE 1Rk 2
/ Autosomal dominant nonsyndromic hearing loss 11/ Autosomal dominant /B R RIS U R 1y
nonsyndromic hearing loss / Hereditary hearing loss and deafness / YRR IR SRR )18k /B R R
Hereditary hearing loss and deafness / Hereditary hearing loss and /REEEE SRS E LR / B E R E R / MYO7A
deafness / Usher syndrome / Usher syndrome / Usher syndrome / RRIARR EE /
Nonsyndromic genetic hearing loss / Nonsyndromic genetic hearing loss / SR SRR S I M N R - A iR s
Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive &
268
Short stature-optic atrophy-Pelger-HuC+t anomaly syndrome / Infantile liver B -1 8 6 -Pelger- NBAS
269 |failure syndrome 2 HuC+t B HE R B/ LT BB E (R R 2
Aplastic anemia / Aplastic anemia / Microcephaly, normal intelligence and BATRRMWEMm / BET RS / B
270 |immunodeficiency / Acute lymphoid leukemia /NBEETIE ~ BRI R e SR SE ARG / Sk M A R NBN
Granulomatous disease, chronic, autosomal recessive, cytochrome b- PIZERESS > 190 > BEYL R BEIS A > MM S b f5iE 2 NCF2
271 |positive, type 2 / Chronic granulomatous disease Tl /8 1 A 2 B
Granulomatous disease, chronic, autosomal recessive, cytochrome b- SRR » 181 > B EREREMSEE - HiRERE b ik 3 F
272 |positive, type 3 / Chronic granulomatous disease HU /8 {EW%EF NCF4
273 [Mitochondrial complex 1 deficiency, nuclear type 10 FIATREME SRS 1 B - AL 10 NDUFAF2
Fanconi renotubular syndrome 5 / Mitochondrial complex 1 deficiency, > . .
8 oo typet7 P Y Fanconi i/ [VEFIE(RRE 5 / HIERI AP 1 B - 15017 | NDUFAF6
Arthrogryposis multiplex congenita 6 / Nemaline myopathy 2 / Nemaline ST SRR E AN 6 / KRR 2 7 KRR / NEB
275 |myopathy / Nemaline myopathy HRAR LA
276 |Sialidosis type 2/ Sialidosis / Sialidosis IR T REE 2 Y / e i R / e R B RE NEU1
277 [Autosomal recessive congenital ichthyosis 6 / Congenital ichthyosis of skin Yt BEER I S TR R 6/ S R R RS f NIPAL4
278 |Hydatidiform mole, recurrent, 1 G o ERE NLRP7
Niemann-Pick disease, type C1/ Niemann-Pick disease, type C/ JES-HFaE » C1 ABl/ RS-y iE » C i/ NPC
279 |Sphingomyelincholesterol lipidosis Rk AR E RS AE E T URE !
Senior-Loken syndrome 1/ Nephronophthisis 1/ Joubert syndrome with Senior-Loken ERERE 1/ &5 1/ BikFa Joubert fEFERE /
renal defect / Familial aplasia of the vermis / Nephronophthisis / FIEEBIE S E N2 B B B NPHP1
280 |Nephronophthisis / Nephronophthisis / Renal dysplasia and retinal aplasia BHEAR LRSS E 2
Nephronophtbhisis 3 / NPHP3-related Meckel-like syndrome / Renal-hepatic- [ ot 2
pancreatic dysplasia 1/ Meckel-Gruber syndrome / Nephronophthisis / fﬁ%%/%t;’grjégﬁiﬁgghgkﬁ%% HAFRREE AR 1/ NPHP3
281 |Nephronophthisis / Nephronophthisis / / /
Finnish congenital nephrotic syndrome / Familial idiopathic steroid-resistant SR B RAEERE /
nephrotic syndrome / Hereditary Nephrotic Syndromes, Autosomal R [i*ﬁlﬁl@;?ﬁ. VLB RAEIRE / NPHS1
282 |Recessive SEE VR A1 MR ERRIEE
2 i B A 7 s
Nephrotic syndrome, type 2 / Hereditary Nephrotic Syndromes, Autosomal N rﬁi][‘;% éi J‘[’?F&%ﬁ; S8 R ERRLEE NPHS2
283 |Recessive / Familial idiopathic steroid-resistant nephrotic syndrome IR SR =
284 |Ornithine aminotransferase deficiency EafrE R E OAT
SKINHAIREYE PIGMENTATION 1, BLUENONBLUE EYES / Tyrosinase- SKINHAIREYE 25/ 1 » BLUENONBLUE EYES /
positive oculocutaneous albinism / Oculocutaneous albinism / B L " OCA2
285 |Oculocutaneous albinism i e o M NR R R A LAE / R RZ R R LAE / MR B2 R Lo
Optic atrophy 3 / 3-Methylglutaconic aciduria type 3 / 3-Methylglutaconic TRMRSSENE 3/ 3- HRAEE I ZRFRAE 3 1Y / 3- BRI R FRAE / OPA3
286 |aciduria / 3-Methylglutaconic aciduria 3-FREE R R IRAE
287 |X-linked intellectual disability-cerebellar hypoplasia syndrome XA REFE - MSHE T T 2 S OPHN1
288 |Autosomal recessive osteopetrosis 5 YRS M A ES OSTM1
R ERRR M IR SRR 3%k 9/
Autosomal recessive nonsyndromic hearing loss 9 / Hereditary hearing loss TEEERE R / » o OTOF
and deafness / Nonsyndromic Hearing Loss and Deafness, Autosomal FEiFE RV E T - AR R /
289 |Recessive / Nonsyndromic genetic hearing loss FEF A B EE S %
Osteogenesis imperfecta type 8 / Osteogenesis imperfecta / Osteogenesis § § §
290 |impertota v 9 P 9 TR 8 B/ BT RE / AT 2 P3H1
291 [Phenylketonuria / Disorder of amino acid metabolism R PR AE /L X it e PAH
292 |Pterin-4 alpha-carbinolamine dehydratase 1 deficiency Pterin-4 a- R KEE 1 2 GE PCBD1
Propionic acidemia / Propionic acidemia / Disorder of organic acid ., . TR b T T
203 | metabolism PR IE / NBRIVE / A bR AR e PCCA
Propionic acidemia / Propionic acidemia / Disorder of organic acid | ; . N
204 | metabolism PR IMUAE / PR IAGE / R iR AR PCCB
Usher syndrome type 1D / Usher syndrome type 1F / Autosomal recessive B gy B o Bl
nonsyndromic hearing loss 23 / Usher syndrome type 1/ Usher syndrome Eiﬁ\ﬁ g £ 1D g/ E%,A% EEF B/
HR OB IS EIRR A IRk 23/ R AE 1
type 1/ Usher syndrome / Usher syndrome / Usher syndrome / Usher ) g A | Eg g A PPN
h . AUy BRIRARERE 1 B/ R SE / BRREAR SAE /
syndrome / Usher syndrome / Usher syndrome / Hereditary hearing loss and PCDH15
deafness / Hereditary hearing loss and deafness / Hereditary hearing loss ﬁéli %&%ﬁﬁﬂﬁ%l %EFK F{&/ %ﬁé@}é}/
and deafness / Nonsyndromic genetic hearing loss / Nonsyndromic Hearing ;F‘f @ligﬁégﬁﬂé R ;{éé ey %17 -
295 [Loss and Deafness, Autosomal Recessive e R L R
P te dehyd E3-bindi tein defici / Leigh synd / .
T e B r Y poidn synaiome PRI NS E3 45 & CIRZIE / Leigh JEIREE / Leigh
Leigh syndrome / Hereditary hearing loss and deafness / Pyruvate . iy
; FERRE / B E IR E R / YRR ORGSR ZE / PDHX
dehydrogenase complex deficiency / Pyruvate dehydrogenase complex TS I B & M i / BT R | i s
296 |deficiency / Mitochondrial disease / Mitochondrial disease Rt SR IE L HRI LR R
297 |Prolidase deficiency B R 2 fE PEPD
Heimler syndrome 1/ Peroxisome biogenesis disorder 1B / Peroxisome LN ECTE (R 1/ B ﬂfj%% AR AR 18/
biogenesis disorder 1A (Zellweger) / Deafness, enamel hypoplasia, nail EEA LB A8 AR 1A ( Zell/\iveger)/ PEX1
208 |defect syndrome HE# - FHE#HETE - TR AT
Peroxisome biogenesis disorder 11A (Zellweger) / Peroxisome biogenesis ﬂ%ft%%%i%ﬁiﬁ%ﬁ 11A (Zellweger) / PEX13
299 |disorder 118 SEEACYIBERELE Y S L PR 118
300 |Peroxisome biogenesis disorder 13A (Zellweger) SEEA YIRS EY) & RERE 13A (Zellweger ) PEX14
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324

Tooth disease / Charcot-Marie-Tooth disease / Charcot-Marie-Tooth
Neuropathy X

TN FE Rl S BRI 1 / R B L ZSAARE /
WE B INZEARE / WEBIUARROTEE / S L Ap i

Phytanic acid storage disease / Peroxisome biogenesis disorder 98 / TEERE I TERE AR A L YIRS A7) & bR OB/ IR B 8 PEX7
301 |Rhizomelic chondrodysplasia punctata type 1 ENEETONET)
302 |Glycogen storage disease, type VIl / Glycogen storage disease FFEE 2R - v A 7 P 2R PFKM
303 [Immunodeficiency 23 R 23 PGM3
304 [Phytanic acid storage disease TS BRI PHYH
Autosomal recessive nonsyndromic hearing loss 59 / Hereditary hearing HaYLthREE IR A EE 8% 59/
loss and deafness / Nonsyndromic genetic hearing loss / Nonsyndromic SE{E R RS R ER / SR S (R ek PJVK
305 |Hearing Loss and Deafness, Autosomal Recessive Elaia=x=o |$§E775‘Q9"WH‘?§ REG TR R
Polycystic kidney disease 4 / Autosomal recessive polycystic kidney % BRI 4 1 YL IS R PKHD1
306 |disease/Autosomal recessive polycystic kidney disease YL RERE 4 2 B B
Autosomal recessive Parkinson disease 14 / Infantile neuroaxonal
dystrophy / Neurodegeneration with brain iron accumulation 2B / B [T 4 2 PO 14/ SIS R
Net'Jro_degeneratlon v'wth brain iron accuml_JIatlo'n / NeL'Jro.degeneratlon v'wth H“@Ti?ﬁ@ﬁ“;ﬁft 2B/ B REERGEAY /
brain iron accumulation / Neurodegeneration with brain iron accumulation / o PR RAGE (L 7 S0 BRE MG/ IR SRS AGE (L
Neurodegeneration with brain iron accumulation / Neurodegeneration with : AN
o A S S A PSR / SRR R /
brain iron accumulation / Neurodegeneration with brain iron accumulation / H“ﬁkf’?\ﬁ?ﬁﬁ%ﬁ@ﬁ’@ 7 IS8, KT B / PLA2G6
P e B e GG e oLAscs. B R AR PE RSB RERIGSE L / PLA2GS
neurodegeneration s6-associated neurodegeneration : FAREEGEAL / PLA2GE  HERERHRGEL / PLA2GE
associated neurodegeneration / PLA2G6-associated neurodegeneration / FIBIEEGEL / PLA2GE  HBIERGE L
PLA2G6-associated neurodegeneration / PLA2G6-associated
307 [neurodegeneration
308 |Nephrotic syndrome, type 3 i ey R PLCE1
Ehlers-Danlos syndrome, kyphoscoliotic type 1/ Kyphoscoliotic Ehlers- R EE TR A 1 AU A A R R A R - PLODT
309 |Danlos syndrome TR A
PMM2-congenital disorder of glycosylation / Congenital disorder of PMM2- S ELA R8T / S o L L et fg / PMM2
310 |glycosylation / Congenital disorder of glycosylation S b A L e
311 |Purine-nucleoside phosphorylase deficiency TS % R L g R 2 SE PNP
Se'nsory ata)'<ic neuropathx, dysarthria, and ophthalmop_aresis / ) A AT i PRI LAHE / 458 DNA
Mitochondrial DNA depletion syndrome 1/ Mitochondrial DNA depletion iy \ St g iy oy X S p—
; AR ) FEUBENZRE 1/ KIERAY DNA FEIBEIRRE 4b / fERERIARHS
syndrome 4b / Progressive external ophthalmoplegia with mitochondrial S A B y R, oy
) ) ; DNA {REHESTHEINBIRNURE » Y ErEiE S 1/
DNA deletions, autosomal recessive 1/ Progressive external ST TR B LR K 5088 DNA POLG
ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant 1/ E%J A m%ﬁgzﬁgéﬁ 1/ PR
Progressive sclerosing poliodystrophy / Autosomal dominant progressive 5 ,* ﬁj‘f g U i A i m
312 |external ophthalmoplegia S e B A R A A P Y P P A B 22
313 |Xeroderma pigmentosum variant type / Xeroderma pigmentosum 0 =7 K7 S B A B R FORE POLH
Treacher Collins syndrome 3 / Hypomyelinating leukodystrophy 11/ Treacher Collins  JE{ERE 3/ (KBRS HEEERRE 11/ POLRIC
314 |Mandibulofacial dysostosis / Treacher Collins syndrome THEEE # B 12 / Treacher Collins &
Retinitis pigmentosa 76 / Autosomal recessive limb-girdle muscular
dystrophy type 20/ Muscu'lar dystrophy-dystroglycanopathy (congenital RIS 76 / B BB AL S TR 20 T
with brain and eye anomalies), type A3 / Muscular dystrophy- SRR -
dystroglycanopathy (congenital with intellectual disability), type B3 / Muscle P o s o )
agn ) h WP A BAE (S RIENSERFIIRER 5 ) - A3 A/ POMGNT1
eye brain disease / Congenital muscular dystrophy / Congenital muscular P 5 vl
dystrophy / Autosomal recessive limb-girdle muscular dystrophy / Limb- i{&?ﬁﬁfﬁ?ﬂ%ﬁ%ﬁmggﬁéﬂﬁﬁgﬂgﬂﬁf;ﬁ%%;%
girdle muscular dystrophy / Limb-girdle muscular dystrophy / Limb-girdle = B = = =
315 |muscular dystrophy
= NE- F23 R PRI ST ) Eidl]
Muscular dystrophy-dystroglycanopathy (congenital with intellectual e E’,_?TE MUAE T RAE CGERIER IR - 817
o . / HILW BERR-
disability), type B1 / Muscular dystrophy-dystroglycanopathy (congenital WA BRE (CETMASEAIRE RS ) > ALy
with brain and eye anomalies), type A1/ Autosomal recessive limb-girdle Y e BIS T*Hﬁ%*”ﬁﬂl"]“%?éﬁ oK /(']‘_ POMT1
muscular dystrophy type 2K / Qualitative or quantitative defects of alpha- s M : o e LA T " j“M SoF
dystroglycan / Congenital muscular dystrophy / Congenital muscular /ﬁ}fﬁfﬁmﬁfé?ggi Rk / ARIENA BT RIE
316 |dystrophy A
WU B -
Muscular dystrophy-dystroglycanopathy (congenital with brain and eye ﬁJL§§$E&r Fe R TERSERFIIRER R ) > A1 B/
anomalies), type A1/ Muscular dystrophy-dystroglycanopathy (congenital ﬂﬂfﬁ%ﬁ(ﬂ - PUBEARAE (e RME R - 82 Hl/
with intellectual disability), type B2 / Muscular dystrophy- ﬁJL§‘§$E& - . o POMT2
dystroglycanopathy (congenital with brain and eye anomalies), type A2 / AV FUiE e RAERGTAIARARE ) > A2 B/
Autosomal recessive limb-girdle muscular dystrophy type 2N / Congenital i R E R PR EET RE 2N R/
muscular dystrophy / Congenital muscular dystrophy / Qualitative or S RVEDVE B BIE /%f’!ﬁﬁﬂ%%xﬁﬁ/a»
317 |quantitative defects of alpha-dystroglycan VRS 22T B AR FE 1 BE Rk
Antley-Bixler syndrome with genital anomalies and disordered 1%%&%%%%%“%%&@&@%%9@ Antley-Bixler fE{R /
steroidogenesis / Congenital adrenal hyperplasia due to cytochrome P450 EE/J* &Eﬁ@@?ﬁ%f‘{m s
oxidoreductase deficiency / Antley-Bixler syndrome without genital %ft@ﬁ@@ﬁszﬁﬁ@%ﬂﬁf AR ' o POR
anomalies or disordered steroidogenesis / Antley-Bixler syndrome / Antley- H8 2 T i S SR [ B 2 AR LAY ArLtIiy/—leIer fret/
318 |Bixler syndrome Antley-Bixler #F&r1# / Antley-Bixler #7&1H
TR L 1/
S ‘ S D E*ﬁwﬂahgﬁa%‘%ﬁﬁ%r / opT1
Neuronal ceroid lipofuscinosis 1 / Juvenile neuronal ceroid lipofuscinosis / B T e B
Adult neuronal ceroid lipofuscinosis / Neuronal ceroid lipofuscinosis / RIS B E T E / zxﬁ%émmaf;égﬂg%gﬁgﬁ
319 |Neuronal ceroid lipofuscinosis
320 |Myasthenic syndrome, congenital, 22 FeRIENUE S REREF » 22 PREPL
321 |Epilepsy, progressive myoclonic, 1B / Progressive myoclonic epilepsy SRR AT 1B/ SEEL TR R PRICKLE1
322 [Severe combined immunodeficiency due to DNA-PKcs deficiency DNA-PKcs RS 20 &7 B i & oh AR PRKDC
Pituitary hormone deficiency, combined, 2 / Combined pituitary hormone GBS T R ZE > 2/ PROP
323 |deficiencies, genetic form A T EE R E - B EEX !
Charcgt—Marie-Tooth disease X-linked rece5§ive 5/ ArEs' syndrome / T LA X BRI S 5 / Arts IS /
Hereditary hearing loss and deafness / Hearing loss, X-linked 1/ SE R PEES B B TR BB - X A 1/
Phosphoribosylpyrophosphate synthetase superactivity / Charcot-Marie- [N G fovrs PRPS1
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325 [Immunodeficiency 105 EIE 105 PTPRC
Breasts andor nipples, aplasia or hypoplasia of, 2 / Isolated congenital AR ESEE N BT RE > 2/ PTPRE
326 _|breast hypoplasiaaplasia ST R R HAE T2
327 |6-Pyruvoyl-tetrahydrobiopterin synthase deficiency 6- P i i VU & A= s 5 B B 2 iE PTS
328 [Glycogen storage disease, type V / Glycogen storage disease v RURTE 2R / FFE 2 FER PYGM
o g)clif:jy(i‘rggtsgﬁsl;e reductase deficiency / Phenylketonuria / Disorder of amino — RS B AR R A e QDPR
330 [RAB23-related Carpenter syndrome RAB23 THEAFE & E RAB23
Lo £ =4
Combined immunodeficiency due to partial RAG1 deficiency / Histiocytic RA§,1 ;ﬂl&ﬂﬁﬁ%iz% eI /
medullary reticulosis / Severe combined immunodeficiency, autosomal AL LR T8 s %r / SRR o RAG1
recessive, T cell-negative, B cell-negative, NK cell-positive / Combined S SR - R ERRIR IR - T A E ' B 'y
331 |immunodeficiency with skin granulomas AR - NK IR 7 (- PR P 2 BRI & S ek e
. gongenltal myasthenic syndrome 11/ Fetal akinesia deformation sequence SV R R R 1/ 6 e A2 RAPSN
333 [Pontocerebellar hypoplasia type 6 / Pontoneocerebellar hypoplasia SR E T~ e B MNSBEE T 2 RARS2
334 |MHCclass Il deficiency MHC Il EERE RFXANK
Metaphyseal chondrodysplasia, McKusick type / Metaphyseal dysplasia i : .
Withoput hypotrichosis / Anauxetic dysplasia 1/ Cartilage-Hair Hypoplasia- ﬁ$%%ﬁﬁ%§§ﬁxi . '/\fCKUSIFkKEL‘J ! .
Anauxetic Dysplasia Spectrum Disorders / Cartilage-Hair Hypoplasia- ﬁ%ﬁﬁ T8 %‘:{f‘ THETR/ ﬁ); g RMRP
. . X . X ) SRETE-HE TR ”‘ﬂﬁff 1B ESHE R 2
Anauxetic Dysplasia Spectrum Disorders / Cartilage-Hair Hypoplasia- éé REIEAN W 'ﬁrTﬁ ﬁrTE 7 g
335 |Anauxetic Dysplasia Spectrum Disorders A R /B H H
336 |Aicardi-Goutieres syndrome 4 / Aicardi Goutieres syndrome Aicardi-Goutieres JEIZRE 4 / Aicardi Goutieres  §7 A1zl RNASEH2A
COACH syndrome 3 / Joubert syndrome 7 / Familial aplasia of the vermis / COACH FERRE 3/ Joubert FEIRERE 7/ RIRILE#E T2
Meckel syndrome, type 5 / Nephronophthisis 8 / Nephronophthisis / ISV HERRE 5 7 / BT 8 / EEIY / B ) B/ RPGRIPIL
Nephronophthisis / Nephronophthisis / COACH syndrome / Meckel-Gruber COACH JTEIREE / M7 - F8 B (H ECRE (R BE
337 |syndrome
338 [Juvenile retinoschisis B/ DE SRR ZE RS1
Dyskeratosis congenita, autosomal recessive 5 / Pulmonary fibrosis andor SeRMEATR - iR amEEEEE s/
bone marrow failure, Telomere-related, 3 / Dyskeratosis congenita / FTBAEA LR/ B RETRI8 - SmkIAERE > 37 e RMEANT R/ RTEL1
330 Dyskeratosis congenita / Diffuse interstitial pulmonary fibrosis Fe RV B/ B8 PR M (e L
340 |Charlevoix-Saguenay spastic ataxia VOB BL-FERE SRR P S SACS
Oguchi disease-1/ Retinitis pigmentosa 96 / Retinitis pigmentosa 47 / ROHH-1/ ﬁ?é’@ﬁ%@ﬂ%ﬁé 9%/ ﬁ?{?’[‘iﬁ%ﬁﬂ%ﬁé 471 SAG
341 |Oguchi disease / Retinitis pigmentosa / Retinitis pigmentosa KU / EFRERMB S / GRS
Chilblain lupus 2 / Aicardi-Goutieres syndrome 5/ Aicardi Goutieres BUEIRJE 2 / Aicardi-Goutieres  fiE[EHE 5 / Aicardi Goutieres SAMHD1
342 |syndrome FREE
Aplastic anemia / Aplastic anemia / Shwachman syndrome / Shwachman- FATEEIEE M / BATR BRI / 6 Ui SE R / SBDS
343 |Diamond syndrome 1 T EL S - B SR (R 1
344 |Action myoclonus-renal failure syndrome B VEVER bt - B R E i S E SCARB2
345 |Mitochondrial complex 4 deficiency, nuclear type 4 RARERE S 4 G 0 4 B SCO1
Bardet-Bied JE{EHE 16/ Senior-Loken fE{EHT 7 /Bardet-
Bardet-Bied| syndrome 16 / Senior-Loken syndrome 7 / Bardet-Bied| Bied| fiE{ZEEE / Bardet-Biedl fEFEHRE / SDCCAG8
346 |syndrome/Bardet-Biedl syndrome / Renal dysplasia and retinal aplasia BEHE N BEGEREE 2
Pontocerebellar hypoplasia type 2D / Pontoneocerebellar hypoplasia / B/ SEE A2 2D B/ B/ NS E A2/ B/ NSBE 2
. SEPSECS
347 |Pontocerebellar hypoplasia type 2 2 Al
348 |Alpha-1-antitrypsin deficiency Alpha-1- FUBER F gt ZAE SERPINA1
Autosomal recessive limb-girdle muscular dystrophy type 2D / E?ﬁ%ﬁ%’\‘éﬁi%%ﬂﬂl’ﬂﬁ%xﬁﬁ 20 B/ HUAFEEE /
Sarcoglycanopathy / Autosomal recessive limb-girdle muscular dystrophy / HF*EL‘&EE*E’ﬁ% WALAE T U / ; SGCA
Limb-girdle muscular dystrophy / Limb-girdle muscular dystrophy / Limb- mﬁ TARAVE B BUIE ¢ UL B 2T RAE /
349 |girdle muscular dystrophy i RUALPA B A BUE
YRR IR R L B B RUE 28 B/
Autosomal recessive limb-girdle muscular dystrophy type 2E / Limb-girdle ﬁ%ﬁug LAV TR BURE / I UL A4 38R BUE / SGCB
muscular dystrophy / Limb-girdle muscular dystrophy / Limb-girdle muscular M | A B B
350 |dystrophy
WRILAE R RIE / BRI A S 28 BAE /
Limb-girdle muscular dystrophy / Limb-girdle muscular dystrophy / Limb- Hi FUBLA S ERIE /
girdle muscular dystrophy / Autosomal recessive limb-girdle muscular YRR M E R RS B RE 2F A/ SGCD
dystrophy type 2F / Dilated cardiomyopathy 1L / Primary dilated R DIUREE 1L/ R ERR AL O IR /
cardiomyopathy / Primary familial dilated cardiomyopathy / Cardiomyopathy | [F 5/ 5 el R AL OIS / DAILRSE 7 LD ILF S
351 |/ Cardiomyopathy / Cardiomyopathy / Cardiomyopathy LR
Autosomal recessive limb-girdle muscular dystrophy type 2C / B Y BEE R AS  AS S BRE 2C T/ LA R /
Sarcoglycanopathy / Limb-girdle muscular dystrophy / Limb-girdle muscular Hﬁ%ﬂﬁ B RAE / BRI S B BRE / SGCG
dystrophy / Limb-girdle muscular dystrophy / Autosomal recessive limb- HRUBTLA S 2R BAE /
352 |girdle muscular dystrophy ﬂ@‘ﬁ?ﬁa@ﬂi%ﬂﬂ AEBETRAE
353 |Mucopolysaccharidosis, MPS-III-A / Sanfilippo syndrome E%ﬂeﬁ?ﬁﬁ > MPS-III-A / Sanfilippo  #E&iE SGSH
Charcot-Marie-Tooth disease type 4C / Susceptibility to mononeuropathy of .
the median nerve, mild / Charcot-Marie-Tooth disease type 4 / Charcot- g;;ig%;%ﬁzﬁ ;;uc/ ELL?Li%q;f?fﬁi%ﬁ;ﬁ% W/ SH3TC2
354 [Marie-Tooth disease / Charcot-Marie-Tooth disease -
355 |Familial hypokalemia-hypomagnesemia F e R I $F- (K BE M SLC12A3
Agenesis of the corpus callosum with peripheral neuropathy / Charcot-Marie- AR B 5 B S 2 (RS B 8 AR 88 e B L ZE e E - dil2E o 11 SLC12A6
356 |Tooth disease, axonal, lla 2Il a2l
Salla disease / Sialic acid storage disease, severe infantile type / Free sialic Salla JiE / MERHS BPAa - g EE S AU /7 Shrmfenge i FR BT FEE / SLC17A5
357 |acid storage disease / Free sialic acid storage disease SRR AR R
Megaloblastic anemia, thiamine-responsive, with diabetes mellitus and EShHIR g M - Wil S e » FERERE PR IR AR ph SLCT9A2
358 [sensorineural deafness Hi#
359 |Renal carnitine transport defect / Disorder of fatty acid metabolism B P i S ko S T R B SLC22A5
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MG REITAE » I
Citrullinemia, type II, adult-onset / Neonatal intrahepatic cholestasis due to T sl N e T T BB A SRR E A fE, | SLC25A13
citrin deficiency / Citrullinemia type Il / Citrin deficiency / Citrin deficiency / JNAREIIAE | B ASERE fh = SRS = ASiSRe =
360 |Citrin deficiency
BRETCR/WEHENR > B A/ BREFHEF RN A/
Diastrophic dysplasia / Achondrogenesis, type IB / Atelosteogenesis type Il / Tl EE MR B S E LR/ S BB E TR SLC26A2
Sulfate transporter-related osteochondrodysplasia / Multiple epiphyseal 48 BERELNE I BIERELRER
361 [dysplasia type 4 / Atelosteogenesis / Atelosteogenesis
Pendred syndrome / Autosomal recessive nonsyndromic hearing loss 4 / Pendred J:ﬂ&ﬁi / ﬁ%;{é@‘éﬁﬁa[i@&%‘[iiiﬁﬁgfﬁ’@%ﬁ}ﬁ%
Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive / 41 ?F%T/ IR IRAELE » E‘?%ﬁ@&” tE/ - SLC26A4
. ) ’ ! . FEfR A MR (IR iR B M R R
362 [Nonsyndromic genetic hearing loss / Hereditary hearing loss and deafness
363 |Arterial tortuosity syndrome BT i S E SLC2A10
Glucose-6-phosphate transport defect / Phosphate transport defect / I e
A ) h 6- Tt 1 20 HEABUAE RIS / BT I I /
i gtl)yrlgoegr;lrt]asltc::ao(;:ji::agsle)tctz;)galatlon, type llw / Glycogen storage disease / ST PR BT - w7 7 R R T / MRS + | 7 SLC37A4
365 |Cystinuria/ Cystinuria e PROE D B PIOE SLC3A1
SKINHAIREYE PIGMENTATION 5, BLACKNONBLACK HAIR / S, - _ |
Oculocutaneous albinism type 4 / Oculocutaneous albinism / Fi%@?ﬁi‘ffﬁﬁ 5 ﬁjE%% /IRERELE 4 B/ SLC45A2
366 |Oculocutaneous albinism MR B2 e LE / BRI R LAE
s S e oty T S| i S R | sicon
368 [Lysinuric protein intolerance TR IR & A SLC7A7
369 |Cystinuria/ Cystinuria T et R E /D B PRE SLC7A9
370 [Schimke immuno-osseous dysplasia Schimke RIEHEHBE IR SMARCAL1
Niemann-Pick disease, type B / Niemann-Pick disease, type A / JE&-F 5 0 B B/ B E-F v 0 AT/
Sphingomyelincholesterol lipidosis / Sphingomyelincholesterol lipidosis / ﬁﬁﬁ%ﬁaﬁg.@ﬂ B URRIE / SR AR NS A5 A B URE / SMPD1
371 |Ashkenazi Jewish disorders N PN
Leber congenital amaurosis 3 / Retinitis pigmentosa / Retinitis pigmentosa / Kﬂ:‘lﬁ'ﬁ:liﬂ 3/ EFREGME% / B R MERERE L / SPATA7
372 |Leber congenital amaurosis / Leber congenital amaurosis AL RIEREE 7 HAe R IE R
Charcot Marie-Tooth fR##iZE 2X T / SEH{E AR PR A E 11 /
AR ZRRE(VE 5 AL/ B/ EN R AR LE /
Charcot-Marie-Tooth disease axonal type 2X / Hereditary spastic paraplegia E/J DN SRR VE 7 SRR L E / SPG11
11/ Amyotrophic lateral sclerosis type 5 / Juvenile amyotrophic lateral FEHEZERRAVAE 7 B ZSH R 2 R VAE /7 254 (R 2 R LE
sclerosis / Juvenile amyotrophic lateral sclerosis / Amyotrophic lateral /g \EMERZE VAR / DS ZE T UAE
373 |sclerosis / Amyotrophic lateral sclerosis / Amyotrophic lateral sclerosis
374 |Hereditary spastic paraplegia 7 SEE RS M 7 SPG7
375 |Netherton syndrome N EEIEE (R SPINK5
376 |3-Oxo-5 alpha-steroid delta 4-dehydrogenase deficiency 3-Oxo-5 a- FH[E|E § 4- & LT fiE SRD5A2
Congenital lipoid adrenal hyperplasia due to STAR deficency / Disorder of PN .
endgcrine sysptem / Congen)i,t’;I aZrenaI hyperplasia / Conge)r,ﬂtal adrenal STAR‘ \ﬁ&;Pfr%éﬁ(ﬁ’ﬂ%I’['%%EHE’IE%"J:HWEE / STAR
277 |hyporplasia PR / SRR IR / JRIET L
Autosomal recessive nonsyndromic hearing loss 16 / Spermatogenic failure ﬁ%;{éé‘ﬁ%[ﬁ%@é@?iﬁﬂiﬁ@%ﬁ?% 16/ EXEIERE7 /
7 / Deafness-infertility syndrome / Hereditary hearing loss and deafness / - T%ﬁi}%ﬁf‘ / E1%’!¢§§?Q§@H'§ / STRC
Nonsyndromic genetic hearing loss / Nonsyndromic Hearing Loss and 3;2715‘_1'%%%1‘;@@@%77@% / 5 .
378 | Denfuess, Autosomal Recessive JEAEIRBEEIE I B - A RRR PEY
379 |Autosomal recessive nonsyndromic hearing loss 76 B  RERR S IRAE R 1 EEE 76 SYNE4
Autosomal recessive Kenny-Caffey syndrome / Hypoparathyroidism- g BRI R - R IE ERE RS / B ARIRIDRER T -
retardation-dysmorphism syndrome / Encephalopathy, progressive, with ﬁﬁ@%ﬁ B AR IR / TBCE
amyotrophy and optic atrophy / Neurodegeneration with brain iron TSR (ERE L ZE 4 AR e = g /
380 [accumulation / Neurodegeneration with brain iron accumulation H:\ B A BRI IGRA L 7 PERE S S AE Y s s
381 [Joubert syndrome 13/ Familial aplasia of the vermis Joubert FE(ERE 13/ FEMEBITHE L TCTN1
382 |Hereditary spastic paraplegia 49 SRR M R 49 TECPR2
383 |Hemochromatosis type 3 / Hereditary hemochromatosis 3 H I (0 A (L I R TFR2
- ;)dotyrosyl coupling defect / Autoimmune thyroid disease, susceptibility to, AR S (L BB € 75 EE RSP S » 3 TG
Autosomal recessive DOPA responsive dystonia / Dopa-responsive Bl BRI 2 (O FEE AR J1 523 / ™
385 |dystonia % B EERTLOR R RE
Cholestasis, progressive familial intrahepatic, 4 / Hypercholanemia, familial B > SEITIEREVERFN » 47 EEHIE » FhEE 1/ TIP3
386 |1/Hypercholanemia, familial EEAIE » RHEME
Mitochondrial DNA depletion syndrome, myopathic form / Progressive RIARAS DNA fRIEAR ST UL/
external ophthalmoplegia with mitochondrial DNA deletions, autosomal SEITVEIR MR RE R R 8S DNA TK2
387 |[recessive 3 > R REIR IR 3
GO ESRIE IR SRR Bk 36/
ﬁa%ﬁ SR IEIERR AR 3Rk 7/
Autosomal dominant nonsyndromic hearing loss 36 / Autosomal recessive e & S B FE S / TR A R (e S FE S /
nonsyndromic hearing loss 7 / Nonsyndromic genetic hearing loss / e o R SR B > B (0 S TMC1
Nonsyndromic genetic hearing loss / Nonsyndromic Hearing Loss and SE{E R R AT / e R E R
Deafness, Autosomal Recessive / Hereditary hearing loss and deafness / By BE I R R R R A E R E R
Hereditary hearing loss and deafness / Autosomal dominant nonsyndromic B Y B TR T
388 |hearing loss
Joubert syndrome 2 / Meckel syndrome, type 2 / Meckel-Gruber syndrome / Joubert FERFE 2/ Meckel SEERE 2 7 / Meckel-Gruber TMEM216
389 |Familial aplasia of the vermis REMERE / FIRMEBES S ET 2
390 |Familial aplasia of the vermis / Joubert syndrome 14 FIEMEBIE#E 1% / Joubert JE(EEE 14 TMEM237
Mitochondrial complex V (ATP synthase) deficiency nuclear type 2 / . '
Mitochondrial disease / Mitochondrial disease / Complex V deficiency / *%ﬁ%@ e V; ATP & ) Bzt B /:ﬁ% R / TMEM70
391 |Hereditary hearing loss and deafness RIERHEIRN / &PV ﬂ'é / 1“@ 2 e
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Autosomal recessive nonsyndromic hearing loss 8 / Nonsyndromic Hearing

R OERIER AR S RIIE Rk 8/

414

disorder / von Willebrand disorder / von Willebrand disorder / von
Willebrand disorder

Hed) 1 TR (RS / S A 1 B PR 7 IS e A B s /
S AE Bl DA

Loss and Deafness, Autosomal Recessive / Nonsyndromic genetic hearing 3?% G EA R » fEYmpEET: / TMPRSS3
392 |loss / Hereditary hearing loss and deafness FEfE S B R ) $R 2k /7 SE B ) fR S F H
393 |Autosomal recessive osteopetrosis 2 o YL o R S 1 2 TNFSF11
WEBERRPR A 8 / KA IR B -X BRZ MRS EHY Ehlers-
Vesicoureteral reflux 8 / Ehlers-Danlos syndrome due to tenascin-X Danlos E:tﬂ,%ﬁ /éﬁﬁ@%ﬁjﬁﬁﬁ{ﬁ??ﬁ/ o TNXB
deficiency / Familial vesicoureteral reflux / Familial vesicoureteral reflux / %ﬁ%l/ﬁiﬁ%ﬂ)’ﬁﬁﬁf’uﬁ(ﬁ / DEIAER PR ESA / e R E
394 |[Vesicoureteral reflux / Vesicoureteral reflux / Vesicoureteral reflux / R AR
Deficiency of iodide peroxidase / Congenital hypothyroidism / Congenital M@%ﬂt%ﬁ;ﬁﬁ%iﬁ/ Fe R HIRIRDRE (R T AE / PO
395 |hypothyroidism Fe R ME R RIS RE(R TE
HEG G SIR R A e S 7 /
Autosomal rfacessive spinocerel:.)ell'ar ataxifa 7 /'Neuronal' ceroid i TSR IS 1 URSE 2 /7 1S oA e 4 R RS E / TPP1
lipofuscinosis 2 / Neuronal ceroid lipofuscinosis / Juvenile neuronal ceroid S T A N VR
396 |lipofuscinosis
Chilblain lupus 1/ Aicardi-Goutieres syndrome 1/ Retinal vasculopathy with BUETEIRIE 1/ Aicardi-Goutieres  FEIREE 1/
cerebral leukoencephalopathy and systemic manifestations / Systemic PR I R A R RS B SR R e & B R TREX?
lupus erythematosus / Systemic lupus erythematosus / Aicardi Goutieres AR BRI 7 SRR R BFARIE / Aicardi Goutieres
397 [syndrome FRETE
Bardet-Biedl syndrome 11 / Sarcotubular myopathy / Autosomal recessive Bafd%;;?j@%%iﬁé 1%%%2@@% ?
limb-girdle muscular dystrophy / Limb-girdle muscular dystrophy / Bardet- AL A5 R EURE / Bardet-Bied| JE{ERE / Bardet-Bied! TRIM32
Bied| syndrome / Bardet-Biedl syndrome / Limb-girdle muscular dystrophy / f_ﬂ B/ AT WM%;%{? /'Ei%k’%ﬁ l’ﬁ”‘%;ﬁflf
398 [Limb-girdle muscular dystrophy e ) i ~E
399 [Mulibrey nanism syndrome 15 B A SR B TRIM37
| i RIRIHRETUESE / TSH
R S
Familial gestational hyperthyroidism / Hypothyroidism due to TSH receptor > Eﬁ ~ ;ﬁﬂ N Aed *AIEL: TSHR
mutations / Familial hyperthyroidism due to mutations in TSH receptor / i“ﬁ%)\ﬁgiﬁlﬁ’]iﬁﬁ’liﬂﬂﬂﬁﬁjﬁgn;ﬁﬁ / s
400 |Congenital hypothyroidism / Congenital hypothyroidism FERNEFIRIRIRERGEE / e KM AR BRI REGE TE
Dilated cardiomyopathy 1G / Tibial muscular dystrophy / Myopathy,
myofibrillar, 9, with early respiratory failure / Hypertrophic cardiomyopathy 9 . - s e .
/ Early-onset myopathy with fatal cardiomyopathy / Autosomal recessive ?Egﬁj{‘bﬂﬂﬂﬁﬁ 19_{ i H}U’”‘? = éx? { WU AEHENLF
limb-girdle muscular dystrophy type 2J / Primary dilated cardiomyopathy / 9 H fﬁigﬁu?r&%ﬁ‘% /ﬂﬂﬁ:@bmﬁ@ 9/
Limb-girdle muscular dystrophy / Limb-girdle muscular dystrophy / Primary ifﬁ'@i&Wﬁgfﬁﬁaﬁ(uld’@,biﬁﬁﬁ/
familial dilated cardiomyopathy / Limb-girdle muscular dystrophy / Primary il é{%‘ﬁnaﬁ%\%i\af%ﬁﬁﬁ%iﬁﬂlﬂ B RIE 2/
familial hypertrophic cardiomyopathy / Autosomal recessive limb-girdle %ﬁ|$§§EﬁJiEJLﬁ§ /” "
muscular dystrophy / Cardiomyopathy / Cardiomyopathy / Cardiomyopathy / %%ﬁﬁaﬁl’%\%i\gf?}ﬁﬁﬁ%imlﬂ EEANRIE 20/ TIN
Cardiomyopathy / Cardiomyopathy / Cardiomyopathy gﬁ%ﬁi&?‘iﬁggié”Hﬂl"]“%?ﬁfﬁ y
P AL S FAN R
R PR AR AL LpsAE /
R RERR B A BN P S BUE / DL /
MUFRAE £ DU 7 OURSE 7 IR /OIS
401
402 |Familial isolated deficiency of vitamin E FIEVEAITIEREAE SR E B2 IE TTPA
Leber congenital amaurosis 15 / Retinitis pigmentosa 14 / Retinitis
) M . ) FARSERIERSE 15/ CRIEARMEIESE 14/ CRIEGRMEIE S /
igmentosa / Retinitis pigmentosa / Leber congenital amaurosis / Leber TULP1
403 |congenital amaurosis 9 PRI/ IR PR/ I P
SKINHAIREYE PIGMENTATION 3, LIGHTDARK SKIN / Oculocut oy 8
SENHAIR TION'3, et / Oculocutaneous B TR 3 » PEE A /IR (L 1B T/
ype 1B/ Tyrosinase-negative oculocutaneous albinism / i T R L 5 8 L / R R L 1 70 /
Oculocutaneous albinism type 1/ Oculocutaneous albinism type 1/ EEEE{EF 17, Hf'ﬁ!gélﬂir / Eﬁﬁgﬁfgf“/ TYR
Oculocutaneous albinism / Oculocutaneous albinism / Oculocutaneous EE&)%E{I:E / ﬁf@&%ﬂﬂftr N m
404 |albinism / Oculocutaneous albinism " 7
405 [Johanson-Blizzard syndrome K-l B ESE UBR1
Gilbert syndrome / Belinostat response / Crigler-Najjar syndrome, type Il / HHHAEHEERE / B RF (th S FE / Crigler-Najjar #7&18 0 11
Atazanavir response / Crigler-Najjar syndrome type 1/ Bilirubin, serum level AU/ BT LA ﬁ}ir/Crlgler Najjar #7EfE 1 B/ UGTIAT
of, quantitative trait locus 1/ Irinotecan response / Lucey-Driscoll syndrome MEfl 25 MG KE > BEMERREEREE 1/ (R E /
406 |/ Crigler-Najjar syndrome / Crigler-Najjar syndrome Lucey-Driscoll ‘ﬁ?éfgﬂ / Crigler-Naj #7418
407 |Syndromic X-linked intellectual disability 14 AT X HEBR T RERE R 14 UPF3B
?gt/oaomal recessive nonsyndromic hearmg loss 1.8A / Usher syndrome type ot BT P (4 i & S 4R 18A / THEREE A
sher syndrome type 1/ Nonsyndromic Hearing Loss and Deafness, 1C B/ TREREE A 1 B
Autosomal Recessive / Usher syndrome type 1B / Nonsyndromic genetic AT = n
hearing loss / Usher syndrome / Usher syndrome / Usher syndrome / Usher %ﬁ;fﬂlﬁiﬁfiiiﬁ%ﬁ i%ﬁfﬁimjg}é%;ﬁ/ e s g USH1C
syndrome / Usher syndrome / Usher syndrome / Usher syndrome / Usher Z‘; BofiE | TiEERE ;_ / ﬁk% r_ pe A Py, 2w
syndrome / Usher syndrome / Hereditary hearing loss and deafness / m/ I o FERIE R EIE
Hereditary hearing loss and deafness / Hereditary hearing loss and i S @gﬁjﬂﬁ%ﬂ]ﬂ@ ABIEILRE ) AR
EY £t
408 |deafness / Hereditary hearing loss and deafness /IJ‘ PERE DRI /B DA R
Usher syndrome type 2A / Retinitis pigmentosa 39 / Retinitis pigmentosa / Usher FEEHRE 2A B/ (32 1E IR % 39/ R MRS 42 USH2A
409 |Retinitis pigmentosa / BRI 2
410 |Cerebellar ataxia, intellectual disability, and dysequilibrium syndrome 1 TN v S 2R~ R R R 1 A R I R 1 VLDLR
411 |Cohen syndrome Rl EE(RRE VPS13B
e NI R A IR AE- B A (-
Congenital neutropenia-myelofibrosis-nephromegaly syndrome / Severe B P A A P /M B S R MR P ) T BRIB0 D E /i B e R VPS45
412 |congenital neutropenia / Severe congenital neutropenia W FR I 5 BRI D RE
Pontocerebellar hypoplasia type 2E / Pontocerebellar hypoplasia type 2 / ﬁ’J\HZEﬁﬁT% 26 AU/ MRS E R A 2 AL/ VPSs3
413 |Pontoneocerebellar hypoplasia N E A 2
Hereditary von Willebrand disease / von Willebrand disease type 1/ von SEEEISHE S 1 B ECRE / IS HERD 7RI 7R 1 1/
Willebrand disease type 3 / von Willebrand disease type 2 / von Willebrand IBHESAARA TR 3 A/ UBAESN R IE 2 AU/ VWE
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I/ NIV SE 1/ Wiskott-Aldrich FEBRE /X
Thrombocytopenia 1 / Wiskott-Aldrich syndrome / X-linked severe SRR SR R PERE I E BRI DAE / WAS
congenital neutropenia / Severe congenital neutropenia / Severe congenital i B S R R BRI D EE /
415 |neutropenia R EEL S R R BRI DS
R OB ER IR S RUERE 1% 31/ Usher $RET
Autosomal recessive nonsyndromic hearing loss 31 / Usher syndrome type 2D E‘—J / JERF S RIEE VR Rk / WHRN
2D / Nonsyndromic genetic hearing loss / Nonsyndromic Hearing Loss and FERFE BT IR B » F R OpREEe /
416 |Deafness, Autosomal Recessive / Hereditary hearing loss and deafness BV BRI E T
Tooth agenesis, selective, 4 / SchC6pf-Schulz-Passarge syndrome / Odonto- FEFE T2 o % » 4/ SchC6pf-Schulz-Passarge WNT10A
417 |onycho-dermal dysplasia JEGER/ BFEEEE TR 0
418 |Werner syndrome HE R APIAE 1 A WRN
Autosomal recessive spinocerebellar ataxia 12 / Malignant tumor of Bl G R (RS IS LS S 12/ Al / WWOX
419 |esophagus / Developmental and epileptic encephalopathy, 28 BE I RS - 28
420 |Xeroderma pigmentosum group A / Xeroderma pigmentosum A FHEFEVERE KTIE | (R AR XPA
421 |Xeroderma pigmentosum, group C/ Xeroderma pigmentosum BFRVERZER - C #H / (ISR VRN EIR XPC
ZAP70
Combined immunodeficiency due to ZAP70 deficiency / Autoimmune R B B B R B R T 0 S AR 0 G ZAP70
422 |disease, multisystem, infantile-onset, 2 I 0 2
423 |Hereditary spastic paraplegia 15 SEH{E 4R L E 15 ZFYVE26
Brittle cornea syndrome 1/ Brittle cornea syndrome / Brittle cornea
124 |syndrome Y Wl PRt 1 / Wt bR A0 / Wt s 0 ZNF469
Fragile X syndrome / Fragile X-associated tremorataxia syndrome / Mt X EMERE 7 BEPE X FHBR I R EEE (=R / DN E R 1/ EMR
425 |Premature ovarian failure 1/ Premature ovarian failure [Pk 1
Spinal muscular atrophy, type Il / Kugelberg-Welander disease / Spinal FREPENLAZEHEE - 1 B/ K}Jgeiberg—Welander 95 /
muscular atrophy, type IV / Spinal muscular atrophy / Spinal muscular _ﬁfﬁﬁ'@m@%ﬁﬁﬁ 2V B REIENLPA ZEAAE / SMN1
426 |atrophy / Werdnig-Hoffmann disease EEBEIERL A ZEEAE / Werdnig-Hoffmann &
Methylmalonic aciduria due to methylmalonyl-CoA mutase deficiency / LN — WG A S (TR Z B R B EL N R R /E R
Disorder of organic acid metabolism / Methylmalonic acidemia / R 2 R/ R L P T I /R P S I MMUT
427 |Methylmalonic acidemia
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