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0310 |3 &4 TN HE, SEFEPRSE  |Fructose intolerance, hereditary 0329 (R lmBYEL RIS 5 B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |k s (BEREME)  |Fucosidosis 0330 | [EE i iE Sitosterolemia
0312 |J53% M PR = fiE Carnitine deficiency syndrome, primary 0331 |SEdHREE = fE Molybdenum cofactor deficiency
0313 [MLD fifEis Metachromatic Leukodystrophy ( MLD ) 0332 ({EWEEEFEE T Hypophosphatasia
0314 |fir Al Mitochondrial defect 0333 |ERAMAENS A B LB E Globoid Cell Leukodystrophy
0315 |REIE porphyria 0334 |PEIERERE Barth Syndrome
0316 |/ AR IE Wilson's disease 0335 |Beta it fEEfi G = i Beta-Ketothiolase Deficiency
0317 |5 KM SR I E Congenital hyperlactic acidemia 0336 |25 EARERS N MEFRRH IR = i Infantile form Lysosomal Acid Lipase Deficiency
MRS R B ZA T . o L : . .
0318 %m_m qﬁmﬂ% RALRE BT Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z-3& {40 B HEEEE = iF Multiple Sulfatase Deficiency
0319 |[HEFLREMAE Galactosemia 0338 | = EREG = iE Biotinidase Deficiency
04 ~ LoRfThRER A
0401 |FLEE M Hifa N $8E ) UFEE Primary Pulmonary hemosiderosis 0406 [Holt-Oram ECFE(EEF Holt-Oram Syndrome
. . Andersen FEMERE LSRRI B
T =] 15 d g 510, d y i
0402 | S& M4 ARG = FEE Primary Pulmonary Hypertensio,PPH 0407 R (ERE © UM TR ) Andersen's syndrome
0403 |Alstrom ECSEERE Alsrtom Syndrome 0408 |2 BB T Asphyxiating thoracic dystrophy
0404 |F5& 58 ST BRI Idiopathic Infantile Arterial Calcification 0409 |Fe KM iEtE RN B EERE Congenital Central Hypoventilation Syndrome
0405 |SERaat L Cystic fibrosis
05 ~ JHER&REH
- — . : . SeFME Cajal (K ETEANMEIS 4 & OGBS TTHERY
PSR AT PR A B E | Progr g stasis ;
0501 |#E{T IS BRIERT PING A Ak Progressive intrahepatic cholestasis, PFIC e Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |Se R AERE R & R bEhsE Inbon errors of bile acid synthesis 0504 |Fufsir 2 EEERET Alagille Syndrome
06 ~ MR FBLLHA
0601 |ERRI PR ERIE X-linked nephrogenicdiabetes insipidus 0604 |Z MR M EPE Hypokalemia, familial
0602 |[MEEaE (RN EREREEE (s #E | X-linked hypophosphatemic rickets 0605 | fafE M s EH 2 S SRR Autosomal recessive polycystic kidney disease
0603 |Lowe [CIE(EEE Lowe sydrome 0606 |Bartter [CHE{ERE Bartter's syndrome




WSIUIQ[e SNOAUEINI0[MO0) AT ) B 817 S| 8080

STASN ONAJOUP[A [PHURFUOD) JUBIE) SRET TR TS| S180 DUAWSId PHUSURUOOU] TEEEE D L080

AWOIPUAS UOLRYIN F) T UOHOWION]| $T80 |  BULIOPOUIAIS WIOJISOAUIYO! [BIUIBUOD) SNO[Ing EUANPESE: s 1B Nz S I

e e Y BT 5180 SsoRgpr o %] 509

LHUDSUO)) SISOIRIYSA(T AT B TTR0 £Qeq uoIpo[[oD 2| 7080

OSBIASIP S RLE(] (V3= ) My PUEq) 1180 SEISeIASA(] [PULDPOINT A - & R4 | €080

QSR2SIP PN kS vpaoIN| 0180 QAISSA00I Te[[AWe] ‘SISOANYS]| (TRl B EE B ) S YIE(| 7080

SISOUT[RAL] JTWRISAS d[UL]U] g e A £ R & | 6080 BSO[[nq SISAjouLIapida Arejipaloy AR T 2 2T ) B 1080
WAEE - 80

SWOIPUAS IRNQIPURIA-0IS0)-014a1)) ) AN [/ (HER | 9€L0 SWOIPUAS uonounysAp oreeyiodAq ) A s s 26 (AT | 8110

- — by mm% ST TORN S0 | SISOIpIUUE g uted ) ANATISUSSUT [2IU9BU0D)| E-AE 44 5 TREIE S SR | L1L0

QWOIPUAS SN9101] HEE) ARG B | vELO SISOPI[EIS A ZE AT 91L0

QUIOIPUAS SAINOD)-TPIBAY F) 2 S1oUN0H-1pIedY| ££L0 RISLIDOIEURLR) BIXelY | bl A 2 MG B 9O F| STLO

JQWOIPUAS POITON 334 T PO 7EL0 QWIOIPUAS UBYAN-UISI] ) Y] UAN-UOSOT| +1.L0

SWOIPUAS SMIGROI $3) 3% SQO| T€LO stsoprsorsues gIND/TIND|  THEYE SHHUg 55 TIND/TND| €1L0

@%MM% @%M%wwmmﬁm SRR 1) B S BR BR LY 0€L0 SRR poaEeTe ORISR, Tl

AedomaUA[O JROPIOALY [BIIE] 5 M P 82 o H AR | 6CL0 (STV) sts01[0s [ereve orydonoAwry | (y 3% ) a2 i) T B2 M) 11L0

9SLAsI(] ApouUH] (HESZE AT BT B ) Tk YImEREH | 8TLO e FEAL sTWIN OTLO

aseasi(] 124orqzIRIN-snoezifad| () RIS JA) ) Y] JoU0rqZIdW-ShaezIiRd| LTLO Auydone reposnut [eutdg W B 60L0

aworpufs uequof| (T I RIS/ ) HEEIHY] veanof| 97L0 QWOIPUAS 1Y HBA R4 800

vigardere onseds A1eIIpaIoy Bkl &7 | hlEs SR B | STLO JWOIPUAS JaToM[[27, R AN 1597 LOLO

AVOINAIQ + SWOIPUAS WO ) A% Y] welom| $7L0 SISO A[AN[MIA A7 Efd2 42| 90L0

Aouarorjap 2se[AX0IPAY JUISOIA], A EET ) SR EE| €TL0 SISOIR[IS snoqn, A7) EnF dEEs C0L0

AwoIpuAs uosiading ) IERE 77L0 (BOIOUD S,UOIFUNUNL] fit} < )ISLASI UCISUNUNE] AEMSE N HR [ 14| $¥0L0

OSBASIP JOPURXA[Y FdY] Jopuexary| 2.0 RIXZIR IR[[2qa1a00ulds | P e pe sy - (&) SB[ B8 & €0L0

stsoutosnjodi] PIo1dd [eUOIaN A B R SHEV A S| 0CLO UINSOfed sndJod Jo SIsaUazy T - E SRR T0L0

QWOIPUAS 1021 I[N i) 3% 11 I9IMIN| 61L0 25BASIp BAOW BAOI MG SRR 10L0

A AR R ~ L0




=

09 ~ HlARE

0901 |3 {514 ém@ﬁﬁﬁ%ﬁ@ Hereditary cytoplasmic body myopathy 0908 (HIlZNEfREE Myotubular myopathy
0002 |ZEEIC AN A ZEE Duchenne muscular dystrophy (DMD) 0909 (i) FRAE R8T Facioscapulohumeral muscular dystrophy
0903 |HIL-p o 22 Central core myopathy 0910 |H R BIHL AL EIE Becker Muscular Dystrophy(BMD)
0904 |Nemaline Z55IRBILAI7E% Nemaline Rod Myopathy 0911 [Freemam-Sheldon X E{EHF Freemam-Sheldon syndrome
0905 |Schwartz Jampel ECRE(ERE Schwartz Jampel syndrome 0012 (BE#ERIRN 2350 (55 2A B ~ 55 2B AU ~ 45 2D 4y |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0906 [AILASEEE Myotonic dystrophy 0913 oAl Congenital Muscular Dystrophy
0907 |Hftr AR AZE4AAE 0914 |2t N ZE AR Multiminicore Disease
10 ~ HERE

1001 |FeBA4iE (Bedet) Osteogenesis imperfecta 1008 | Basie 5 EE Spondyloepiphyseal Dysplasia(SED)
1002 |EvE 5 AN AG Achondroplasia 1009 |ZUF-2U L 5E Split-hand/ Split-foot malformation ( SHFM )
1003 | B &b CREA W«Mu Osteopetrosis 1010 [{EtEvE #5142 Pseudoachondroplastic dysplasia
1004 [HEFTHEE{EMERTL 22 Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann [CREIERE Conradi-Hunermann syndrome
1005 |[FHEsME Mg % Primary Paget disease 1012 |3 B AR 52T Multiple Epiphyseal Dysplasia
1006 [SHEBIFEERETE Cleidocranial dysplasia 1013 | ik F# B~ 2hE Hypochondroplasia
_8QMMMMM%wEEEﬂ$ McCune Albright syndrome 1014 e R YaMERE Klippel-Feil Syndrome

11 ~ &SRR E
1101 B JLIGAE (g AJE Marfan syndrome 1103 SR aharaH a5 Ehlers Danlos syndrome IV
1102 [FLB IS EERREEIRER)  |Waardenburg syndrome 1104 | R EIERERE Beals Syndrome

12 ~ FBIMRERE
1202 (BB EAEM S Thalassemia major 1206 |FEEEE M7 RN AL ZZPRIE Paroxysmal Nocturnal Hemoglobinuria
1203 |ifiv Mg TE Thrombasthenia 1207 |SE R MEARAT R T A P e Diamond Blackfan Anemia
1204 |FEEREG TELE CH#ZH  |Homozygous proetin C deficiency 1208 |FEHLRI M B 878 M (=R E Atypical Hemolytic Uremic Syndrome
1205 | cv 1-FriRE 8 A BB = a 1- Antitrypsin deficiency 1209 [BEOE S B iE Protein S Deficiency

13 ~ BRI

1301 [Afseigic (S aEsk@m A ME  (Bruton's agammaglobulinemia 1306 |fEfERL(Y 8 TE=IE Complement Component 8 deficiency
1302 |JF s MEAS M A R Chronic primary granulomatous disease 1307 |IPEX fEf#RE IPEX Syndrome
1303 (SR E sk E N E fEEEF |Congenital Hyper IgE syndrome 1308 |5 ek E O M fEREE Hyper-IeM Syndrome
1304 |Wiskott-Aldrich [CHE (R Wiskott-Aldrich Syndrome 1309 |y HEZEZHE | HE Interferon 7 receptor 1 deficiency
1305 |F st &M e Em = iE Severe combined immunodeficiency
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17 ~ EREE

1701 WWMMWM_.__: wwﬂmm__wmwv Prader-Willi syndrome 1706 |Rubinstein-Taybi ESIEEEE Rubinstein-Taybi syndrome
1702 [Angelman EIEIERE(TREEDTE) Angelman syndrome 1707 |Branchio-Oto-Renal fE{BEF Branchio-Oto-Renal Syndrome
1703 | e TE Williams Syndrome 1708 |Kleefstra JE (R Kleefstra Syndrome
1704 |DiGeorge's fiEffEHE (JKEABICAE)  |DiGeorge's disease

18 - R R T T
1801 |H-4E Hutchinson Gilford progeria syndrome 1809 |5 K MEEF AR B HE A EE Klippel-Trenaunay syndrome
1802 |Cockayne (& (fGLAIR)IEEEF |Cockayne syndrome 1810 |38 (M MM M B SR Hereditary Hemorrhagic Telangiectasia
1803 |Fpi) S (e R [ RE T Hallermann-Streiff syndrome 1811 [Stargardt’ s ECJE Stargardt’ s disease
1804 52— Rt —BEAE s Tricho-hepato-enteric syndrome 1812 |FeK A s aniridia
1805 |Fe RKMEKGHEIERE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos % & iE Kohlmeier-Degos Disease
1806 |pk AT ELFEHRE Werner Syndrome 1814 |[BE M e PF e E0E Occult Macular Dystrophy
1808 |35 1 B MR EHE Campomelic dysplasia with autosomal sex reversal
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