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Rhizomelic Chondrodysplasia Punctata (RCDP)

0310 (EE M4BT, SEEFRAE |Fructose intolerance, hereditary 0329 (R EIREAR T HE T B

0311 | BB E (BEE)  |Fucosidosis 0330 |2 BRI AE Sitosterclemia

0312 | Pomdh = E Camitine deficiency syndrome, primary 0331 |FHEREEE Molybderum cofacter deficiency

0313 WMLD FEfEEE Metachromatic Leukodystrophy ( MLD ) 0332 [{EpErelaNeE Hypophosphatasia

0314 |Hréppamkis Mitochondrial defect 0333 ERATAEIS A BT Globeid Cell Leukodystrophy

0315 BB porphyria 0334 | IREERE Barth Syndrome

0316 |BEEAREE Wilson's disease 0335 |Beta TR AFASGR Z AE Beta-Kerothiolase Deficiency

0317 SRt s AL iE Congenital hyperlactic acidemia 0336 |98 5L ARERERE (AR AhtaRh = Infantile form Lysosomal Acid Lipase Deficiency

=
/

0318 e Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |52 B HEMEER = IIE Multiple Sulfatase Deficiency
0319 EFLUEDAE Galactosemia 0338 | 2T 2 Biotinidase Deficiency
0401 | I3 MR TS E T Primary Pulmonary hemosiderosis 0406 [Holi-Oram FCHE 558 Holt-Oram Syndrome

Andersen [CIEFEEE OLEVEEREEIIM:

iy =y i io, Y o — 1 N d ! dr
0402 |FEFERTENR S R Primary Pulmenary Hypertensio,PPH 0407 FRBITERES § S0 TR R ) Andersen's syndrome
0403 |Alstrom ECHEEEE Alsrtom Syndrome 0408 |4 SRl TiE Asphyxiating thoracic dystrophy
0404 |FEEe B8 A EIHRESA L [diopathic Infantile Arterial Calcification 0400 |Fo Rt iR R S EIEERS Congenital Central Hypoventilation Syndrome
0405 | ERERgE (L Cystic fibrosis

e e . ) . SRk Cajal LB IS4 S0 E ERETTEFRE

‘ . & T AREEE Pr : .

0501 |17 M R AT PR 7R B Progressive intrakepatic cholestasis, PIC 0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 SR iElEme o ik Inbon errors of bile acid synthesis 0504 |PFIEISEERRE Alagille Syndrome
0601 |BHARIERFRAE X-linked nephrogenicdiabetes insipidus 0604 |ZFHEM{E A SERE Hypokalemia, familial
0602 | TS R{EIGREEE (48 | X-linked hypophosphatemic rickets 0605 |HEEEEESSEME SRR Autosomal recessive polycystic kidney disease
0603 |Lowe ELREMBEEE Lowe sydrome 0606 |Bartter FCIE{ERE Bartter's syndrome
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0901 me.ﬁ AR YRS R IH Hereditary cytoplasmic body myopathy A NVERE Myotubular myopathy

0902 |FEBEICILAZENE Duchenne muscular dystrophy (DMD) 0909 |FEHT BRI TIE Facioscapulohumeral muscular dystropiy
0903 ANl A SLBZE N Central core myopathy 0910 |EFEAAN REEIE Becker Muscular Dystrophy(BMD)

0904 [Nemaline ZRARALAIPEE Nemaline Rod Mycpathy 0911 |Freemam-Sheldon ECEIEARE Freemarn-Sheldon syndrome

0905 |Schwartz Jampel ESTEERS Schwartz Jampel syndrome 0017 |BEZERIANAEBECE 2A T ~ 2R HY ~ 552D BY))  |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D}
0906 |t ERE Myotonic dystrophy 0013 (e RSB Congenital Muscular Dystrophy

0007 |EAZIHLAESRE 0914 |ZHhabehlmE Multiminicore Disease

.58 ﬂﬁm,\l_/\ﬁrﬁmr ( B E ) Ostecgenesis imperfecta 1008 ,m‘mmmwmuwmﬂ Spondyloepichyseal Dysplasia(SED)

1002 [EEEHTRIECIVAAR)  |Achendreplasia 1009 2 iE Split-hand/ Split-foot malformation ( SHEM )
1003 |EFEL{LE CREGESR) Osteopetrosis 1010 [BRETFHE RS Pseudoachondroplastic dysplasia

1004 |MEfTHEEEPERL Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann FCREfERT Conradi-Hunermann syndrome

1005 IEEE SR A 3 Primary Paget disease 1012 |8 B EREFE A 2T Multiple Epiphyseal Dysplasia

1006 BEBEEEEAT Cleidocranial dysplasia 1013 |[ZEBRET 2T Hypochondroplasia

1007 %MM%MW% FOEBREEE |\ Cane Albright syndrome | 10 @W%wﬁmﬁﬁm Klippel-Feil Syndrome

1101 |F FLEGHE (H0fk ASE) Marfzn syndrome 1103 (e RS ar R B U Ehters Danlos syndrome IV

FAOR REFREF R

Waardenburg syndrome

BHERE

=Eithaaese s =il

Thalassermia major

Rk 22878 ] 4T FRPRIE

Beals Syndrome

Paroxysmal Nocturmal Hemoglobinuria

1203 | TE Thrembasthenia 1207 |FeRiE A ik e ERE i E Diamond Blackfar Anemia

1204 |[EEEEGFESE CHZMFE  |[Homozygous proetin C deficiency 1208 |JE AN R BB MIERERF Atypical Hemolytic Uremic Syndrome
1205 | e 1-FiBEE O EEGR = E o 1- Antitrypsin deficiency 1200 |BEOE STHZiE Protein S Deficiency

1301 [#AETE m\i %@W#Mm?ﬁr B w:ﬁob_m mmmBEmm_,o_uEEoEm ﬁmm@m@w 8 %M%ﬁr Complement Component 8 deficiency
1302 |FHEER AR R Chronic primary granulomatous disease 1307 IPEX fC{ERE IPEX Syndrome

1303 |Feti & fyEER & 0 E fEEEF |Congenital Hyper IgE syndrome 1308 |EfaeBcdiy M yE#eF Hyper-IgM Syndrome

1304 |Wiskott-Aldrich FCEEEE Wiskott-Aldrich Syndrome 1309 | v THEZZEE 1 644 Interferon 7 receptor 1 deficiency
1305 | A B i iE Severe combined immunodeficiency
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1701

— TPrader.Willi Foim /R

(INBEERF] - HFIZEEE)

Prader-Willi syndrome

1706 |Rubinstein-Taybi [ IEBAE

Rubinstein-Taybi syndrome

1702

Angelman FCIEERECEREEILED

Angelman syndrome

1707 [Branchio-Oto-Renal JEfEERS

Branchio-Oto-Renal Syndrome

1703

Williams Syndrome

1708 |Kleefstra SEfEEE

Kleefstra Syndrome

1704

QO@Oﬁmn 3 mﬂﬂwﬁ @%] \_ummﬁ. )

DiGeorge's disease

1801

FAEE

Hmo@

w_wu{n @%ﬁmﬁﬂﬁ HEAE RS

Hutchinson Gilford progeria syndrome Nm%&..ﬁmum:amw syndrome
1802 |[Cockayne 1% (FIYLREMEEEE |Cockayne syndrome 1810 PEEER MM EERE Hereditary Bemorrhagic Telangiectasia
1803 [{EH) 8- R IBFRRRIERART Hallermann-Streiff syndrome 1811 |Stargardt’ s [T4E Stargardt’ s disease
1804 |22 —HT—BEIE = Tricho-hepato-enteric syndrome 1812 |Fe RSB i aniridia
1805 |Fe MK IEsEE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 7E9E Kohimeier-Degos Disease
1806 |me AT Werner Syndrome 1814 |EE S Qccult Mzcular Dystrophy
1808 |FE15% & T B pIEAR] Campomelic dysplasia with autosomal sex reversal
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