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0319

0401

FIEME

EYEHHE

| mm:-onB mmmmﬁm%

0315 |&&EfE - porphyria 0334 |2 IEfREEE Barth Syndrome
0316 |ELEARTE Wilson's disease 0335 |Beta BRAEESHL= i Beta-Ketothiolase Deficiency
0317 | XM= ABBMmAE Congenital hyperlactic acidemia 0336 |52 R R ATRRERE MR IpEsE = Infantile form Lysosomal Acid Lipase Deficiency
S i) ZiB ME ) o . L . :
0318 MWW@W BRERBETIMEN Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |53 M- HRBAISEREE= i Multiple Sulfatase Deficiency
Galactosemia

Biotinidase Deficiency

Holt-Oram Syndrome

mmwm@ma@@m \ﬂzﬁ,mwtm zmngg,w‘cgowg moBoa%S&m 0406
b T - Idiopathic or Heritable Ppulmonary Arterial Andersen FREEREF(LETERIERIZEET :
0402 |3 tEECEEMEMEIIRE B Hypertension (IPAH ~ HPAH) 0407 R | TR Andersen's syndrome
0403 |Alstrom EKEREE Alsrtorn Syndrome 0408 |25 B ERapEs e Asphyxiating thoracic dystrophy
0404 |35 BB ER S BIARERAL diopathic Infanile Arterial Calcification 0400 |SeT1E AR R B (R RS mm@%m%w% Hypoventilation

0501

0405 %&&m»ﬁ E

ETERRER BT RRE

Cystic fibrosis

Progressive intrahepatic cholestasis(PFIC)

CEFTE Canl B IE B

EMEOTRERE

Congenital Interstitial Cell of Cajal Hyperplasis with
Neuronal Intestinal Dyspl

0502

0601

FERVERER S ARIERE

B

REUPR ARE

Inbon errors of bile acid synthesis

06 ~ WER

ey mmuwmi? fREE

KA

Alagille Syndrome

= X-linked nephrogenicdiabetes insipidus 0605 |E AR B E L IEMT R Autosomal recessive polycystic kidney disease
0602 |MEEEEEEREER BB E X-linked hypophosphatemic rickets 0606 |Bartter ECHEEEE Bartter's syndrome
0603 [Lowe ERIE(REEE Lowe sydrome 0607 |Gitelman ECHEREE Gitelman syndrome
0604 |RIEMH(RMEFE Hypokalemia, familial
0701 |BFES M E =R Moya moya disease 38 Alexander BB Alexander disease
0702 (IR ETR ST Agenesis of corpus callosum 0722 |[ERSTEREE Stiffperson syndrome
0703 | B B8/ NSRBI E R AR Spinocerebellar ataxia(SCA) 0723 |ERREEL IR EEEELZ Tyrosine hydroxylase deficiency
0704 [ THAICSEESAE Huntington disease( X % Huntington's chorea) 0724 |Wolfram ECHFEMZEE Wolfram syndrome » DIDMOAD
0705 4S8R MERE{ERE Tuberous sclerosis(TSC) 0725 BEMEESET BME Hereditary spastic Paraplegia(HSP)
0706 | %214 EEE Multiple sclerosis(MS) 0726 Wﬁw‘w@%vmm AEIREF IR 5103 Joubert syndrome
0707 {Zellweger B E(REE Zellweger syndrome 0727 Www@mﬁw zbacher FAE(EIEFE Pelizacus-Merzbacher Disease
0708 |EHFEE Rett syndrome 0728 |H B ECECE BEIERE AL AZELEE) (Kennedy Disease
0709 |E BB AEREE Spinal muscular atrophy(SMA) 0729 |KIRMERN R L 85 AR Familial Amyloidotic Polyneuropathy(FAP)
0710 |Menkes B FE{RRE Menkes disease 0730 | i3 BRB SRR~ SR L Pantothenate Kinase Associated

Neurodegeneration(PKAN)




(NJHS) uoHeULIOJeW 100}-41dS /puey-J1ids TR REERE| 6001 e1se[doIpuoyy RYNNDTE L EEEEYE 1001
(@as)erseldsiq [eesiydidaoripuodg (10)e10apiadut S159U330150 (EEE T B 1001

AydonsAp Iepnostu [erewmyondeasore,]

TE HAHEE] 6060

QUIOIPUAS USHIOWLIONS FHE) TS| L160 AypedoAur Fe[nqrioAIN SN/ H| 8060
AUpedoAN HND ZE I IND| 9160 BRI HFEWE| L060
(QNAF)AYdonsA( Ie[nosnyA ssnjoi([-Areuyg IELH ssyreId-Aewy| S160 AYdonsAp OIUOIOATN TEELRAEN 9060
9SBISI(] QIOOTUTWITINIAL e N A ] QWIOIPUAS Toduref Z)remuyos 33 T [edwref ZERAYS| G060
AqdonsA(J Tenosu [eluasuo) WELHF X Aq1edOAN POy SUIRWaN SR (HYlnEs SuirewaN) 7060
AYdonSA(] rernosnut Q[pIs-quuI] TE X H R TH AyedoAur 9100 [1U)) Bz fH €060
JWOIPUAS UOP[OYS-UWBUISAL] $934) 31Y] UOP[RYS-WBWIIL] (QNQ) AydomsAp Te[nosnul SUUYoNJ T EZ M TEYEESE| 7060
AyredoAw £poq orwise[doiAo ATetpasol]l (BLEE & O3 MU HEH N 2 BH s Fl ) B

(AN AYdOnSAT TeTnosnIA] Jo0ag

TEY Y S|

WSIUIqTe SNOSURIN0[MO0 I} B B2 Sy
(NJNDD)SIASN UAOOUB[IJA [BIUSSUQD) JUBLD) UEDETEY TN S180 Nuswsid BHUaUNUOdU] IEELES| L030
AR o1k d (HEHENE TS
SWOIPUAS TOLAAN $33) T uoLeyiaN| 7180 . SISOEIHIRCAL SRATOMIPICH LP& i ~1 9080
BULISPOYIATH WHOJISOAIYD] TeIIaduo)) snofng 22 VI 29 T sy v T TR B O
180U ] -euu[) 9dA] BULISpOIRISY]
EITRIdOe] SBAOULpIda-UON ST St P ) B BB B2 | €180 STSOAIYOL UmbafTey #if e g Rg| 5080
BJMUA5UOD) SISOJRISAQ TE VAP HFY| 180 Aqeq UoIpo[Io) ES S| Y080
9SBISIp S Jolre(] (T EEE S ) M erreq| 1180 SeISeldSA(T [PULISpOIOY Tl T RBIHNS| €080
3583SIP BPS[IIN B4z epoeIN| 0180 SATSS30I Te[[aUre] ‘SISOAUIYO] (P8 B85 BD# S YR 7080

(gH)esornq sIsAjowaptds ATepaIs dREANE

msoﬁ,&g OTWAISAS S[TIURIU] L 2 2T B B

%A&qoﬁﬁoﬁmuwa&% ,

oo 73 s oot 1Y BCE M T S PHOTEO o0 TPHOmaN SRRERSGEL ) 010

(@) AydonsApoyna SuneuroAWodAR] TEE H BT 6£L0 QUWIOIPUAS I93L(T I[N AL I9NOI ST 61L0

2SBISI(T JONBIAl QYA SUTYSTUBA T ECE EBH 8€L0 QUWOIPUAS UOTIOUNISAP OTUre[et3odAH] FA A2 A TR | 8TL0

owospusS ToAeIq 42T oreiq £10 T o e | THAHI B TIEIEL B L0

SUIOIPUAS Te[NQIPUBIN-01S07)-01qa1a)) FLA)TRESN[/[[HEH| 9¢L0 SISOPI[EIS T ZE AT 9120

WOIPUAS uonedrdn( g ureoxd surpuiq Hd7) TAYIRIN 5 RS & TIOHEN| S€L0 BISBIOAI3UR[9) BIXElY F3) E 2 TINARESC HOF| STLO
QWIOIPUAS SNaj01d TG R Y610 JWOIPUAS UBYAN-UIS] 23 T4 WeUAN-YosaT| 110

SWIOIPUAS SIUNOD-1PIedTy FE3) T SAIUNOH-IPIEOTY| £¢/0 SIsopisorues ZIND/TIND THECE BB I8 F5d TND/TIND| €1L0

SWOIPUAS POITON #3434 POYTON| TELO (LIND)?sea81(] YI00-9LRN-1001eY ) K] OO -eLN-100R YD) T1L0

QUIOIPUAS SNIGIOIA] 34 3% SRIQRON| 1€L0 (STV) stsoxepos Tetaje] orydonoAury CY M0 I0T ) a2 M B 11 8




1003 (BERILE (REAES) Osteopetrosis 1010 R ERE LS Pseudoachondroplastic dysplasia
1004 FETHEBELHERLE Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann FCRE{REEE Conradi-Hunermann syndrome
1005 |[EsE M-Stk Primary Paget discase 1012 | MEEHRBFRAEE Multiple Epiphyseal Dysplasia
1006 SHEHEEREREE Cleidocranial dysplasia(CCD) 1013 [ RERBHBAEE Hypochondroplasia

1o b i =
1007 [MAcChne Albright EAF(REF (AL 1014 |55 REBHeRREE Klippel-Feil Syndrome

1101

B LR (B8

McCune Albright syndrome

Marfan syndrome

FRGEHFHBEEE R G LE)

Ehlers Danlos @z&.ow,so v

ELBRREERR (IR

BRI EE

Waardenburg syndrome

Thalassemia major

Beals Syndrome

w&oéma,& Nocturnal Hemoglobinuria(PNH)

1305

1401

BRERSTRITRZE

| %.n%ﬁﬁnh@ﬁ%ﬂ%%@wﬁmmﬁv Congenital adrenal hypoplasia

BE

1203 | MR TTRE Thrombasthenia 1207 |SeRMEAAT MR A e Diamond Blackfan Anemia(DBA)

1204 |BIEREGFERE CHZE Homozygous proetin C deficiency 1208 |FEELBVMEFR IR MEIREE Atypical Hemolytic Uremic Syndrome(zHUS)

1205 | a I-JiBRE L ESEE = fE @ 1- Antitrypsin deficiency 1209 |EHE S ZIE Protein S Deficiency
. = =

1301 BRI EEEREE ME Bruton's agammaglobulinemia 1306 |FHEERL 8 BR=HE Complement Component 8 deficiency

1302 RIS AL ER Chronic primary granulomatous disease 1307 [IPEX fE{ZEE IPEX Syndrome

1303 | RS RERES B EERE Congenital Hyper IgE syndrome 1308 |EREEEA M EREE Hyper-IgM Syndrome

1304 |Wiskott-Aldrich ECfE/REE Wiskott-Aldrich Syndrome 1300 |y TERZE 1 544 Interferon 7 receptor 1 deficiency

Severe combined immunodeficiency M B K RE Hereditary Angioedema(HAE)

1407 [Kenny-Caffey FoE{REE Kenny-Caffey syndrome
= - BRSO - et WAGR Syndrome(Wilms™  tumor-Aniridia-
) _U_ ke )
1402 |[RIEBIS AR EAEE Pseudohypoparathyroidism 1408 % - AEREBERERREWAGR {RE9 | Genitourinary Anomalies-mentz] Retardation)
1403 |F-&FF M = IEE R f1E Homozygous familial hypercholesterolemia 1409 |5 IR 7 (R EHil: ACTH resistance
1404 SRR 1S FLERALRY fE Familial hyperchylomicronemia 1410 (85— TSR D (AT | %mesg? D1-Alpha-Hydroxylase
1405 | BEURAEAEE CRBLEE) Acromegaly 1411 |Kallmann ECE(ERE Kallmann syndrome
1406 |Laron EAR{EREERE Laron syndrome (Laron dwarfism) 1412 |7 A M4 SEAE R Permanent Neonatal Diabetes Mellitus
1501 [FRER g (R R — R Neurofibromatosis Type II 1505 |Beckwith Wiedemann B EE(ZEE Beckwith Wiedemann syndrome
1503 |REEME4TRRE Retinoblastoma 1506 [MEEMmE R AL £ 5 Lymphangioleiomyomatosis(LAM)
RS Neuroblastoma BB (RS

1504

1601

B EEE R

Apert syndrome

Fraser [CE(RRE

Von Hippel-Lindau Disease (VHL)

Fraser syndrome

1602

Crouzon K fE{REE

Crouzon Syndrome

FEREREER O IME

Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
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