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ERERECORET R ERFEEMER (201 88SH )

EERE

0101 Phenylketouria(PKU) 0112 [SREEEN CERIRIEE Methylmalonic acidemia (MMA)
0102 | BRI Homocystinuria 0113 BRI Tsovaleric acadernia (IVA)
0103 |G T R L Hereditary tyrosinemia 0114 EENILE ‘Propionic acidernia (PA)
0104 | RS I Methionine adenosyltransferase deficiency MET Q115 [RIERINEE » 85— » 78 Chutaric aciduria type I, 11
0105 |WEBEEREE Maple syrup urine disease (MSUD) 0116 HEEABIEY 3-Hydroxy-3-methyl-glataric acidemia
0106 |FEERIEREE RFBRinAE Norketotic hypergiveinemia 0117 EFEMT R A RABERET e 3-Methyicrotony-CoA carboxvlase deficiency
0107 |BEERERIE Cystinosis OL18 SRR EMUSERT B (SRR A Multiple carboxvlase deficiency
0108 EFRRIE- SIS ES T [(Phenylketonuria)-(Tetrahydrobiopterin deficiency) 0119 7 AERREE IS Hyperprolinemia
0110 SRR InE Hyperlvsinemia 0120 FEE LR Aromatic L-amino acic decarboxylase deficiency
0111 SEREmRE Histidinemnia
02 - RRERABEY
L0201 |/HBEESIIAE Citrullinernia 0204 MERET CHERERBZ R Argininosuccinic aciduria
0202 | BRI B R T RE Moaﬁhn transcarbamylase deficiency 0203 Mrmhmmgﬂmﬁmmﬁ-ﬁﬁmmﬂﬁﬁﬁ wmE&Hoﬂuﬂwﬁaﬁm,mwuwﬁqéomw&m.
: = ‘Homocitrullnuria Syndrome
203 7 BBEBOREETE  Niroacetylglutamate synthetase deficiency (NAG) |
03 - KSR Y
L 0301 |FFEPEUE (tvpe I-type IV)  (Glycogen storage isease (Gype I~type IV) 0316 BESEE Wilson's disease
0302 IBSREIE (type I~ type V) Mucopolysaccharidoses(type T ~ type VD L0317 (R TEETNG ER IR ‘Congenital hyperlactic acideria
0303 IEREL ECEE Gaucher's disease 0318 EEEIREEL BE S VMEINSEE  Persivien: hvperinsulinemic hypoglveeria of infancy
L (304 [Fabry BfE (EAEEERE) Fabry Disease 319 @9 e Galactosernia :
0305 (ERILESE ‘Niemann-Pick Disease 0320 BEIREE Mucolipidosis
0306 EREIETBEEETE Short-chain acyl-CoA dehydrogenase deficiency | 0321 (EARANEZ MBI E ¥
0307 ¥ LERBR I P lE Adrenoleukedystrophy (ALD) 0322 KA S LS BE SRR Carbonydrate-deficiencyglyeoprotein syndrome
0308 RERSEREALTE A SRS Fatty acid oxidation defect 323 B Trimethylaminuria
0309 Hmﬂ@@%ﬁﬁ%@.ﬁm Sulfite oxidase daficiency 0324 (ERERYENMERRRE ‘Congenital generalized Lipodystrophy
0310 L RAETNE, SERE Fractos intolerance, hereditary 0325 RSB EUERRTE e i ooy Adehycrogenes:
0311 TR RN () Pucosidosis 0326 N e T Pyruvate dehycrogenase deficiency
0312 |[FEHEPyRE s Carnitine deficiency syndrome, primary 0327 | BB T RIAE Cerebrotendinous Xanthomatosis
0313 [MLD fEfE ‘Metachromatic Leukodysrophy (MLD ) 0328 B BRI S Ea s Glut{Glucose Transport) 1 Deficiency Syacrome
0314 FTREDERIE ‘Mitochondrial defect 0328 BOrRER BT R Rhizomelic Chondrodyspiasia Panctata (RCDP)
0315 [3RMEE porphyria 0330 HERmE Sitosteroiemia
04 ~ L BTDTRESRE]
0401 BRI AR TR DEE Primary Pulmonary hemosiderosis 0405 BEARIHE, Cystic fibrosis
0402 R S EIREh IR EREE  Primary Pulmonary Hypertensto, PPH 0406 Holt-Oram FEERE Holt-Oram Syndrome
0403 iAlstrom FiEREE Alsrtom Syndrome 0407 FFREFREREER Andersen’s syndrome
0404 45331 B BNARERAL, Idiopathic Infantile Arterial Calcification m_




R RERS

0501 GEITIE R BIER RO TR B | Progressive infrahepatic cholestasis, PFIC 0302 | SR Rl o S B Inbon ervors of bile acid synthesis
KR Cajol XTGBT E SR ERERHTRY R o
0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dysp! 0504 |FTs B BRIE A Alagilie Syndrome
06 ~ WERFIFRE

0601 EEPREU SR HERE X-linked nephrogenicdiabetes insipidus 0604 |5 PR (R I $50E Hyvpokalemia, Tamilial

0502 MERGIIUTHEBEREOME | X linked hypophosphatemic rickets 0605 | B BRR Polycystic kidney disease

0603 jLowe FFEMREE Lowe sydrome 0606 |Bartter FoiERE Bartter's syndrome

| 07 « EHER it

0701 | R Moya moya disease 0717 | TR E S HETE Congenita] insensitivity to pain with anhidrosis
L 0702 |BRERIR ISR AN ‘Agenesis of corpus callosum 0718 | TR DIRE IR R Hypothalamic dysfunction syncrome
0703 | NEE B E R PESIRE Spinocerebellar ataxiz 0719 [Milier Dicker FEZRE Miller Dieker syndrome
0704 | VTR RERESHE Huntington disease(3¥8 Huntington's chores) 0720 | AR IR PO Newronal ceroid lipofuscinosis
- 0705 R m._?@ﬁoam sclerosts 0721 |Alexander F55 Alexander dsease
L 0706 | SR ‘Mltiple sclerosis 0722 |{BETEREY Stffperson syndrome

0707 |Zellweger FCEEMRES ‘Zellweger syndrome 0723 | BERERAPRIV RS ER T ‘Tyrosine hydroxylase deficiency

0708 B KAEIRES mnq syndrome 0724 |Woifram FOREEES m_é.ow,nma syndrome » DIDMOAD

0709 |FEEIEASERAE | Spinal muscular atrophy 0725 SR {ERP G T SR ".mmaw&g spastic Paraplegia

Pictigics A ] B | S
0710 [Menkes FRAE{REE Merkes disease 0726 szwu ot RERE (RREMEERERT | Joubert syndrorme
Eq 7 B

0711 |RnESaate R LRECHRELA) Amyotrophic lateral sclerosis (ALS) 0727 WMM,MWWW us-Merzbacher SR (IR HE wﬁ ‘Pelizaeus-Merzbacher Disease

0712 |Charcot-Marie-Tooth Fofis Charcot-Merie-Tooth Disease 0728 [ESEE Bl (PP lUa R IEEn e EsaaEE ) Wwﬂmﬁ_w% Disease

0713 |[GMI/GM2 AR E RS ELE  GMUGM2 gangliosidosis 0728 | RS HESSEeRRe Familial Amyloidetic Polynewropathy

. . . ot 1 . Pantothenate Kinase Associated
oheIN o7 AT 1 i ) = H v 3 _L.r._ ...1w_c.“~ . .

| 0714 |Lesch-Nyhan F/EIRES W.Hbmﬂ, Nyhan syndrome 0730 Z BRI ES R PR AR IR Neurodegeneration - PKAN
0715 | RPCRIEM ISR R | Atada telangiectasia 0731 |Mosbius HEMREE Mocbits Syndrome

0716 | Sialidosis

08 - ErRyEE

0801 |iRbEid s B Rt Ak BEE ‘Hereditary epidermelysis bullosa (0809 |38 7 B2 B MEI R R i Infantile systernic hyalinesis

0802 .Mmﬂ@.ﬁmﬁ (EHRET w&&éam, larmeliar recessive 0810 |Meleda B5% Meleds discase

0803 SHERPEAET RAE ‘Ectodermal Dysplasias 0811 Darier K5 CEBRSME) Darier's disease
0804 (EBEEAR Collodion baby 0812 | =R AEAZRE Dyskeratosis Congenita

" . T Diffuse Non-epidermolytic Palmoplantar
e FIEH {ig ..whm

0805 SEEufm B Harlequin ichthyosis 0313 | B AT RHR Keratoderma type Unna-Thost

0806 RKHERI SR SRR AT S2E | Bullous Congenital ichthyosiform erythoderma 0814 |Netherton SE{REE Netherton Syndrome

0807 | KRG ‘Incontinentia pigmenti

05~ Fipems

0901 [ R R

Hereditary cytoplasmic body myopathy

L0906 (BN PR

AMyotonie dystrophy




__ 0000 B H T ETEE Duchenne muscular dystrophy (DMD) 0907 | EHIBIE Py 2saanE

0903 | LR 72 Central core myopathy 0808 | &NVt Myomwbuiar myopathy
0904 |Nemaline FERATASFEHE Nemaline Rod Myopathy 0909 | TE i EFBR AL B Facioscapulohurmeral muscuiar dystrophy
0905 iSchwartz Jampel FCREMRESE Schwartz Jampel syndrome 0910 | AT HUEN Py sc e Becker Muscular Dystrophy(BMD)
10 ~ ESERE
1001 IRl RE (RIERE) Osteogenesis imperfecta 1007 |McCune Albright IEIEREGHIAE 5B 53858 McCune Albright syndrome
L1002 [SESE T RECIVPARD  |Achondroplasia 008 BRI TEY Spandvioepiphyseal Dysplasia(SED)
1003 M EEAE KBTI Osteopetrosis 1009 | ZUFREE Split-hand/ Split-foot malformation { SHEM )
1004 (BTG MERLA Fibrodyspiasia Ossificans Progressiva 1010 B4 EEST S Pseudoachondroplastic dysplasia
1005 RS EBRE R R Primary Paget disease 1011 |Conradi-Hunermann FEE(REE Conradi-Hunermann syndrome
1006 R IEEEE R Cleidocranial dysplesia 1012 |ZE BESFE A2 Multiple Epiphyseal Dvsplasia
11 - B
1101 1B FLEGSE (B AUE) Marfan syndrome 1103 |EREME AR RN Ehlers Danlos syndrome IV
1102 [ AP AREEEF RS [Waardenburg syndrome 1104 | R ERERE Beals Syndrome
12 ~ SETIRE R E
1202 \EEDEIEERN Thalassemia major 1205 | o L-FUEEE RSB T £ o 1- Antitrypsic deficiency
1203 |ML/ MR Thrombasthenia 1208 | ESE WML RETE Paroxysmal Noctumal Hemoglebinuria

1204 |EERSFERDE CBZE  (Homozygous prostin C deficiency

13 - BREERRE

1301 P EREERECIE | Broton's agammaglobulinemiz 1305 | BENANRERIE Severe combined immunodeficiency
1302 | PSFEER Chronic primary granulormatous disease 1306 IS 8 BRTSE Compiement Component 8 deficiency
1303 |FFRIETDRIERE S B FEREE | Congenital Hyper 1gE syndrome 1307 |IPEX SEfFE: IPEX Syndrome

1304 |Wiskoit-Aldrich FAEMRES Wiskoti-Aldrich Syndrome 1308 [ERRITEREE S M SRR Hyper-1eM Svndrome

14~ RSATER

EREW FRRTE R _

1401 (i) Congenital adrenal hypoplasia 1407 Kenny-Caffey FAEIREE Kemny-Caffey svndrome
. _ ; , o ) BRI IR - L - R - HEE |WAGR Syndrome(Wilkms'  tumor-Aniridia-
1402 RSB AR ERIEARRE | memﬁogaowmﬁm&ﬁoﬁma 1408 WMMWMWJ»«%MWMM MM wm = Qaemoﬁhg P ow alics-mental Reterdaion)
1403 |BleFR iR (Homozygous familial hypercholesterolernia 1409 | Rig s REsE ACTH resistance
1404 (AR MRS R B I Familial hyperchylomicronemia 1410 |1 o -FRALEGEET e (RS 1 ez -hydroxylase deficiency
1405 BRI (R Acromegaly 1411 |Kallmann FEEEEE Kailmann syndrome
1406 |Leron FORARAEERE Laron syndrome (Laron dwarfism)
15 ~ DIEEE MRS
| 150] | MR R Newrofibromatosis 1505 |Beckwith Wisdemann FofE{pe ‘Beckwith Wiedemann syndrome
| 1503 | TRARREREHERERE Retinoblastoma 1506 PRE M BB LA AR Lymphangioleiomyornatosis(LAM)
1504 |FHARFL AR RRs Neuroblastoma 1507 (@A - PRl R R e 'Von Hippel-Lindau{VHL)
16 ~ SNIBR Y
1601 | Bk FoiE Apert syndrorne 1613 | BRI TURETE R Multiple ptervginm syndrome
1602 [Crouzon FKAERERE Crouzon Syndrome 1614 | 558 FOiE Noonan syndrome
1603 |FER-FEF A Russeli-Silver syndrome 1615 | IR KEiie B SR NEAE) Costello Syndrome




Comelia de Lange [SERER

IComelia de Lange syadrome

1816 Fraser B2

hwl -
LIESCT BVELIUING

Fragile X syndrome

1617 SRS B

‘Biepharophimosis-Ptosis-Epicanthus Inversus _

iSyadrome m

1605 CHARGE Bhamsss CHARGE association 1618 SRR Kabuki make-up syndrome
1607 iAarskog-Scott FiEEE: Asarskog-Scott syndrome L1619 [ E-EE-1E (R TEREE to-Palato-Digital syndrome
1608 | Smith-Lemli-Opitz FEREE Smith-Lemti-Opitz syndrome - 1820 'Robinow REEEEE Robinow Syndrome

1609 {Bardet-Bied] B IERE Bardet-Bied! syndrome 1621 |Pleiffer BEAEMRRE Pfeiffer Syndrome

Laen ERE (BELERE
REEER)

Larsen syndrome

1622 |38 (E:) FHUEERE

Nai-Patelia Syndrome

R R RTE Peiffer RAERE

1611 - wmonm Robin Syndrome Pfeiffer Svndroms 1623 |CFC fEizes Cardiofaciocutanecus Syndrome
1610 A RIRRE R R R (Treacher Collins syndrome
| 17 - REHERE
1701 Mwmm%ﬁ&%@%%ﬁﬁﬂg/%\ﬁ Wwaaﬂ.é.wm syndrome 1704 M.memoﬂmmqm TEARRE (IE& FOiD) DiGearge's disease
| 1702 |Angelman FOEEMRES(HREITE) | Angelman syndrome 1706 W_wzw,_bmﬁﬁ-ﬂmwg EEEE Rubinstein-Taybi syndrome
1703 BB R Williams Syndrome
. 18 ~ B es A
1801 (B HE ‘Hutchinsor Gilford progeria syndrome 1806 AR ERE Werner Syndrome
ock FEL s m”
1802 Wmonmmﬁm K OMEURRER Cockayne syndrome 1808 AR E R R RS TS Campomelic dysplasia with autosomal sex reversal |
1803 | RS |Hallermann-Streiff syndrome 1809 W%ﬁ@mﬂﬁw@ﬁmmuﬂﬁﬁﬁ Klinpel-Trenaunay syndrome .
1804 |5E— BT —EhiE R Tricho-hepato-enteric syndrome 1810 XM S P TR R Hereditary Hemorrhagic Telangiectasia
L1805 | BT KR EREE Congenital Varicella Syndrome
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