FREMEBE TN FRIZMABUAMIR ( JVOHRFPESH )

7 01 - REE/AREHRY
0101 | MR E Phenylketouria(PKU) 0113 |S#/xmmeE Isovaleric academia (IVA)
0102 |SMteREME Homocystinuria 0114 |BEMmE Propionic acidemia (PA)
0103 |AEEERENE Hereditary tyrosinemia 0115 |[R_RRERF - ®— - — X Glutaric aciduria type |, Il
0104 |7 5§k M E Methionine adenosyltransferase deficiency (MET) 0116 ;—:?-3-@3! R ( SRR 3-Hydroxy-3-methyl-glutaric acidemia
0105 | JE ik Maple syrup urine disease (MSUD) 0117 |[=HHETMWBAE (EMERZ FE 3-Methylcrotony-CoA carboxylase deficiency
0106 |7F8AYEE H AR I iE Nonketotic hyperglycinemia 0118 | ZRHEMEMERZ T Multiple carboxylase deficiency
0107 |Rthe e Mok Cystinosis 0119 | & iR A 1 F Hyperprolinemia
0108 |%Ma R fE- DU BIRES 52 0F Phenylketonuria-Tetrahydrobiopterin deficiency 0120 |7 &Lt B MK BIRZ T Aromatic L-amino acid decarboxylase deficiency
, : g S B (I 7F £ S XA AR M E(Cb1 € [Cobalamin C Defect (Methylmalonic Aciduria and
0110 | RN M Hyperlysinemia 0121 f ) Homocystinuria, Cb1C type )
0111 |sARZM M Histidinemia 0122 |ERfE Alkaptonuria
0112 |FEA_MOE Methylmalonic acidemia (MMA) 0123 |FREREEREE Primary Hyperoxaluria
02 - REEEAHRR
0201 |/MAEhe miE Citrullinemia 0204 |HitiF AWM AXHRERTALHESE |Other Congenital Urea Cycle Disorders
S 7 = A 100 - A 0 - B UDAZE AE  |Hyperornithinemia-Hyperammonemia-
0202 | Wi RPEBWISMIERZE Omithine transcarbamylase deficiency 0205 SRR Homocirullinuria Syndrome
0203 |ZBE%3 EhE & RS R > F Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [#AET — MM ik 2 iE Argininosuccinic Aciduria
03 - AU RAE
0301 |FmGEtaE =5 --FNO% Glycogen storage disease (type | ~type IV) 0323 |=FERERE Trimethylaminuria
0302 |NERE - F—E-~-3/8 Mucopolysaccharidoses(type | ~ type VI) 0324 |RAE2BGENERTFRE Congenital generalized Lipodystrophy
I Medium-chain acyl-coenzyme Adehydrogenase
0303 |RSEE Gaucher's disease 0325 |[vHEFRE=ENEEZR deficiency (MCAD)
0304 |Fabry RiE (ZHEERE ) Fabry Disease 0326 |F BB RENRZ & Pyruvate dehydrogenase deficiency
0305 hgh;;?nﬁnéPnck&fi - AR Niemann-Pick Disease (NP) 0327 |AERtr & MiE Cerebrotendinous Xanthomatosis
0306 M8 fsink = EMIRZ T Short-chain acyl-CoA dehydrogenase deficiency (0328 | Rl 0 5 /57 e 2 &0 W R 42 87 B Glut(Glucose Transport) 1 Deficiency Syndrome
0307 B EiisEEA®EE Adrenoleukodystrophy (ALD) 0329 |RimAASI B RE AR Rhizomelic Chondrodysplasia Punctata (RCOP)
0308 |Mafnd |ICIERERIG Fatty acid oxidation defect 0330 | EMIE Sitosterolemia
0309 |3EM ERILEBRS Sulfite oxidase deficiency 0331 [SEMMERS Molybdenum cofactor deficiency
0310 |HSERIBARE REEE Fructose intolerance, hereditary 0332 |16 8 M 1 Hypophosphatasia
0311 |AEMICHRS ( BHE) |Fucosidosis 0333 |HERBEERERE Globoid Cell Leukodystrophy
0312 |FREAMERZE Camitine deficiency syndrome, primary 0334 |EREMR S Barth Syndrome
0313 |MLDfE# 28 Metachromatic Leukodystrophy ( MLD ) 0335 |BetaliMMRZ & Beta-Ketothiolase Deficiency
: ! BRYEMBESELSEREZE - ©W |(Infantile form Lysosomal Acid Lipase Deficiency
0314 (MSRERE Mitochondrial defect 0336 BEE (Wolman Disease))
0315 | REE porphyria 0337 |BSRNERMBMRZ Multiple Sulfatase Deficiency




0316 |EWM/LE wvison s agisease UDJ0 [ TRESWT.C L DIVLIIIVAdE UTHLICTIVY
0317 | A MILM ME Congenital hyperlactic acidemia 0339 |REEAMEHSERES Leber hereditary optic neuropathy (LHON)
0318 |1 DS R M B R IAE 4 B EMMIE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |SEEBSBIERZ & Transaldolase deficiency
0319 |49LM mE Galactosemia 0341 [ABEN\RERRZ F Cerebral Creatine Deficiency
0320 | %05 & Mucolipidosis 0342 |#WERE F (4= RB1)ICIMINKEMEEEEBBY |Thiamine Metabolism Dysfunction Syndromes
0321 |HLithaR 5 2 (XM B R 0343 |Shwachman-Diamondi 2 #¥ Shwachman-Diamond Syndrome
0322 [ KA s MECEEY (Cca‘;lz;;hydrate—deﬁcuencygchoprotem syndrome

04 - LEEINRERA
0401 | SR MMMIIRE Primary Pulmonary hemosiderosis 0406 |Holt-OramEC{E #% B¢ Holt-Oram Syndrome

Idiopathic or Heritable Ppulmonary Arterial Andersen FEiE i 8 (0BRGN B M E A »
0402 |BSRABZHBEHEEER Hypertension (IPAH - HPAH) 0407 GATEY  FRIALBLES) Andersen’s syndrome
0403 |Alstrom L E 42 B¥ Alsrtom Syndrome 0408 |ESREENE Asphyxiating thoracic dystrophy
X 5 . o - Congenital Central Hypoventilation

0404 [HRUEVIEMKREL Idiopathic Infantile Arterial Calcification 0409 |EXHTEMERTEERN Syndrome(CCHS)
0405 |M it Cystic fibrosis

05 - HiERHAXA

S 7 =g . ; X f‘iCajalH:i!ﬁ MR =S IRE M |Congenital Interstitial Cell of Cajal Hyperplasis with

0501 | 774 % 5% ¢ AT AR HR B IE Progressive intrahepatic cholestasis (PFIC) 0503 S RERR Neuronal Intestinal Dyspl
0502 |% KA ARDE & Al e i Inbon errors of bile acid synthesis 0504 |/ 17 75 e 1 42 B Alagille Syndrome

06 * RRARMENA
0601 | B85 MifE Nephrogenic Diabetes Insipidus 0605 |#8FE RIS S W B IREH Autosomal recessive polycystic kidney disease
0602 |14 I3 10 50 (5 50 A B 16) A8 £F X-linked hypophosphatemic rickets 0606 |BartterftfF 4% B¢ Bartter's syndrome
0603 |Lowelk fE iR 8% Lowe sydrome 0607 |Gitelman i ¥ Gitelman syndrome
0604 | ¥ ikt EMISLE Hypokalemia, familial 0608 |ZAEERE Alport Syndrome

07 - ENARERS
0701 |EEMMMEES Moya moya disease 0726 J;;b)enﬁ;ﬁﬁu (RN Joubert syndrome
0702 [ummRET 2 Agenesis of corpus callosum 0727 ;"':;‘f&';’m"‘h“&“ (REZR | ocizaeus-Merzbacher Disease
0703 | ¥Rt/ BB {1 IV AR & Spinocerebellar ataxia(SCA) 0728 |HEERECE (R MIEMa I SERE) Kennedy Disease
0704 |9 THEREE Huntington disease (Huntington's chorea) 0729 [XFHRLB S| AN Familial Amyloidotic Polyneuropathy (FAP)
- - Pantothenate Kinase Associated
0705 |&san L Tuberous sclerosis (TSC) 0730 |78 T RS 00 180 22 4 AR {4 0 Neurodegeneration(PKAN)
: . Multiple sclerosis (MS) /Neuromyelitis Optica z g
0706 |ZRHH(ERE/Z M ER B Spectrum Disorders (NMOSD) 0731 |MoebiusiE #% B¢ Moebius Syndrome
0707 |Zellweger 51 4% Bf Zellweger syndrome 0732 |McLeod i & 8 Mcleod Syndrome
0708 |13 ECE Rett syndrome 0733 |Aicardi-GoutieresfF i # Aicardi-Goutieres Syndrome
0709 | 8t AL /A SR 1E Spinal muscular atrophy(SMA) 0734 | &E 8 WTIER B Proteus Syndrome
| N T P et Methyl CpG binding Protein 2 Duplication Syndrom,

N7385

IMECP? GG




0711 [ BEMRBCEEA) Amyotrophic lateral sclerosis (ALS) 0736 | RN/ \GRfE % 85 Cerebro-Costo-Mandibular Syndrome
Charcot Marie Tooth Disease, CMT (Hereditary .

0712 |E19-EH-H W EE Motor Sensory Neuropathy) 0737 |Dravet fE 28 Dravet Syndrome (DS)

0713 |GM1/GM2& S HERERE GM1/GM2 gangliosidosis 0738 |MEHHEE Vanishing White Matter Disease

0714 |Lesch-NyhanC E# & Lesch-Nyhan syndrome 0739 |EMVROHERE Hypomyelinating Leukodystrophy (HLD)
o715 [ mmnEmEEEE Atavia telangiectasia 0740 |S AN BARBBAZBIES 2 ATIE (L1 B f;‘&‘,’;;”""‘” el
0716 |EEBRBZ E Sialidosis 0741 |82 %5-18 8 & HERR Pitt-Hopkins Syndrome

0717 |EXG M NRE S HRTE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 |CDKLSEZ fE CDKLS Deficiency Disorder

0718 | T 8 Fx THE IS il F 45 8 Hypothalamic dysfunction syndrome 0743 |FOXG1iE#ZE# FOXG1 Syndrome

: 7 ; i Beta-Propeller Protein- Associated
-~

0719 |Miller DiekerfE % &% Miller Dieker syndrome 0744 |BetaR RV FOMB 2N EIATCER Neurodegeneration (BPAN)

0720 [N mER GRS Neuronal ceroid lipofuscinosis 0745 |M5R% b ESETRE NN :;‘:f;:;':fs (olsz;p;““"d'"g NN o,
0721 |Alexanderf Alexander disease 0746 [oth e 8 111 2 7 3438 PR SR 6 ‘S‘)',‘r’";:;m:"’"e’“"x‘“""ed neellech Disabiny
0722 |BEIEEE Stiffperson syndrome 0747 |Schaaf-YangiE 28 Schaaf-Yang syndrome

. - TBCOBREZERE M 7 F 81 1218 (5# | TBCD gene associated neurodegenerative

0723 [EEEEENBRZE Tyrosine hydroxylase deficiency 0748 |0 m encephalopath

0724 |WolframE iR 8% Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfZ % 8¢ Basilicata-Akhtar syndrome

0725 |EBHERE TENG Hereditary spastic Paraplegia (HSP) 0750 |MiGE- WL ERIB2 I Chorea-acanthocytosis

08 - BEiSmE

0801 |l {14 & K 5 W14 K IR (EURRR) Hereditary epidermolysis bullosa (EB) 0809 |MAE/E S MIEN B Infantile systemic hyalinosis

0802 |EH 2NN (EHMSITEET) Ichthyosis, lamellar recessive 0810 |Meleda B Meleda disease

0803 |EREREFRE Ectodermal Dysplasias 0811 |Darierfei ( ERBILE ) Darier's disease

0804 |BB= Collodion baby 0812 |RAMEALAZE Dyskeratosis Congenita

o ‘ Diffuse Non-epidermolytic Palmoplantar
0805 |BiEEmMmE Harlequin ichthyosis 0813 |ERAERBILERSHE Keratoderma type Uricia-Thost
TKGRIBL 55 K i W AT 5 7 (% 22 22 |Bullous Congenital Ichthyosiform Erythoderma,

0806 R LR E) Epidermolytic Hyperkeratosis 0814 |NethertonfE &+ Netherton Syndrome

0807 [BEXAE Incontinentia pigmenti 0815 |EAMEALRERS Giant Congenital Melanocytic Nevus (GCMN)
0808 |:REE MBI Oculocutaneous albinism

09 - MAARE

0901 |Ee ERmAmRLAECERNR) Hereditary cytoplasmic body myopathy 0910 | R PRI A K P& E Becker Muscular Dystrophy (BMD)

0902 | 5% FC L) 3% Nk ik Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonEG1E % 8F Freemam-Sheldon syndrome

0903 |DAMZAE (W PREBTER ) Central Core Disease ( Central Core Myopathy ) 0912 |f&#hH RUAN % & 1E Limb-girdle muscular Dystrophy

0904 [Nemaline @ XA\ mH%E Nemaline Rod Myopathy 0913 | XA R ®E Congenital Muscular Dystrophy

0905 |Schwartz Jampel CEIZE Schwartz Jampel syndrome 0914 |S™\WENH Multiminicore Disease

0906 |IuEEE Myotonic dystrophy 0915 |Emery-Dreifuss#lx & Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |E B NLAERE 0916 |GNERG A2 GNE Myopathy

0908 AV & me ' 2 Myotubular myopathy 0917 | 1T M IRIE 4%8% Stormorken Syndrome




10 - Sanm e

00l |RBA2E (ERES) Osteogenesis imperfecta (Ol) 1009 |RFREE Split-hand/ Split-foot malformation (SHFM)
002 |BBREFEE (VAR Achondroplasia 1010 |G RBRNRELE Pseudoachondroplastic dysplasia
003 |ARALE (KEEHR) Osteopetrosis 1011 |Conradi-HunermanniCE &8 Conradi-Hunermann syndrome
004 |t 7ieMbieal® Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRUEBERELRE Multiple Epiphyseal Dysplasia
005 |55 14 W Fi2 44 48 & Primary Paget disease 1013 | XMBRETFEE Hypochondroplasia
006 |56 8 i 3 5 52 Cleidocranial dysplasia (CCD) 1014 | XM B Klippel-Feil Syndrome
007 :;C)une ArightETEREF (ISR McCune Albright syndrome 1015 |MARKRR B TR Craniometaphyseal Dysplasia
008 |AMRERR Spondyloepiphyseal Dysplasia (SED)
11 - SRR R
101 | AR (% A 5) Marfan syndrome 1103 |AXEBERARELNE (BEE) Ehlers Danlos syndrome IV
102 |RBEEEEES (ERE) Waardenburg syndrome 1104 |FHEEM A Beals Syndrome
12 - EMIAERH
202 |BEGE ¥R D Thalassemia major 1207 |EXHRSInRESREEEAD Diamond Blackfan Anemia (DBA)
(203 |Mtn/)vik 88 HiE Thrombasthenia 1208 |FRBGEHEMERE Atypical Hemolytic Uremic Syndrome (aHUS)
(204 |BIBES FHEEEHCRZE Homozygous proetin C deficiency 1209 |FERSRZ Protein S Deficiency
(205 |al-ARECSHRSE al- Antitrypsin deficiency 1210 |EXAE MR 1T M/ R ET EBHE Congenital Thrombotic Thrombocytopenic Purpu
(206 |8 EEMEARERE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REEMR
1301 |[hANEERENESME Bruton's agammaglobulinemia 1306 |#iR8AL{I8ER 2 E Complement Component 8 deficiency
(302 |RBEEATFES Chronic primary granulomatous disease 1307 |IPEX{EM Y IPEX Syndrome
1303 | AU BRARFOEERE Congenital Hyper IgE syndrome 1308 | MRS EH AMIE =B Hyper-IgM Syndrome
1304 |Wiskott-AldrichECiE $28% Wiskott-Aldrich Syndrome 1309 [yTEEERIRE Interferon y receptor 1 deficiency
1305 |RERSRRARTE Severe combined immunodeficiency 1310 [ESEMEC KA Hereditary Angioedema (HAE)
14 - ABBER
1401 |[EEHRELIRIBEAS Congenital adrenal hypoplasia 1408 :::g:: (\:A!éR'ﬁ ;;: ne- = zngtz:::::;::x:?;_r;m:; ;:rt‘:ga'ati-on)
1402 |FE2FHRERE Pseudohypoparathyroidism 1409 |B EMERENRY ACTH resistance
1403 |ESFEEMEREN N E Homozygous familial hypercholesterolemia 1410 |58 1N 101 o 25 M DAK 8 BY 16 (B i ZDi-ﬁl:iy:r::;yvnamm D1-Alphs-Hydroxytase
1404 |FEHSAERNDE Familial hyperchylomicronemia 1411 |KallmannE i 2% Kallmann syndrome
1405 | imAEARE (X EE) Acromegaly 1412 | A ERMRE Permanent Neonatal Diabetes Mellitus
1406 |LaronEG &R {R 1T R 8 Laron syndrome (Laron dwarfism) 1413 |MIRAGE fE f# 8¢ MIRAGE Syndrome
1407 |Kenny-CaffeyfCiE 28y Kenny-Caffey syndrome
15 - FERARNER
1501 |@SmsRAERiin_L Neurofibromatosis Type Il 1505 |Beckwith Wiedemanni iR 8% Beckwith Wiedemann syndrome
1503 |EERSARE |Retinoblastoma | 1506 [wEnEFANAMEE 2 |Lymphangioleiomyomatosis (LAM)



16 - SMRRE

1601 |B{ERERE Apert syndrome 1618 |KabukiiE 125 Kabuki Syndrome
1602 |CrouzonECiERE¥ Crouzon Syndrome 1619 |H-#5-15 (Bt ) 2128 Oto-Palato-Digital syndrome
1603 [#EX-ARBELE Russell-Silver syndrome 1620 |Robinow EfE 1 & Robinow Syndrome
1604 ;oz;n elia de LangetLiE R - KMEE Cornelia de Lange syndrome 1621 |PfeifferCIENR ¥ Pfeiffer Syndrome
1605 |X AR fE Fragile X syndrome 1622 |15 ( Bt ) PRBEES Nail-Patella Syndrome
1606 [CHARGEfE #% 2% CHARGE Syndrome 1623 |CFCIE#%E Cardiofaciocutaneous Syndrome
1607 [Aarskog-ScottEiE EEF Aarskog-Scott syndrome 1624 |Peters-PlusfEi% 8¢ Peters-Plus Syndrome
1608 [Smith-Lemli-OpitzfE & & Smith-Lemli-Opitz syndrome 1625 |NagerfiEfiz £ Nager Syndrome
1609 |Bardet-Bied|ECiEZ8¥ Bardet-Bied| syndrome 1626 |Coffin-Siris 1282 Coffin-Siris syndrome
1610 l;;sen&ﬁﬁ#(ﬁﬂ-%%ﬁﬂﬁtﬂﬁﬁ Larsen syndrome 1627 | 184518 Wik 4% B¢ White-Sutton Syndrome
1611 |RREIRERECE Pierre Robin Syndrome 1628 |Ayme-Grippii #5 8% Ayme-Gripp syndrome
1612 |Treacher CollinsECfEf% f Treacher Collins syndrome 1629 |Coffin-LowryfE#7 8f Coffin-Lowry Syndrome
1613 |2 5314 B RE A 42 B¢ Multiple pterygium syndrome 1630 (MyhrefE 8 Myhre Syndrome
1614 |BEEE Noonan syndrome 1631 |F# %7 MaNiE 1R 8y Sensenbrenner Syndrome
1615 |=HiE B A4 EQEMBE (VBAE) |Costello Syndrome 1632 |7 h - MEIEAEER Keppen - Lubinsky syndrome
1616 |Fraser ECEEMEEE Fraser syndrome 1633 [Galloway-Mowat fF#% 8¢ Galloway-Mowat syndrome
: Blepharophimosis-Ptosis-Epicanthus Inversus
1617 |SER R 18 0 B/ i w&mmg ¥
17 - ZBRERE
1701 |Prader-WilliESEE 4285 (v)\B¥ BLH) Prader-Willi syndrome (PWS) 1707 [Branchio-Oto-Renal 4 i 8¢ Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 [AngelmanfGE(R 2 (RS IE) Angelman syndrome (AS) 1708 |Kleefstra fi §z %% Kleefstra Syndrome
1703 |E B HIEE Williams Syndrome 1709 | x-HFREER Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'sfE &% (X &6 LIE) DiGeorge's Syndrome 1710 |Phelan-McDermid iz 8¢ Phelan-McDermid syndrome
1706 |Rubinstein-TaybifCfE#282 Rubinstein-Taybi syndrome
18 - Hftt3 BN A BRE
1801 |FEE Hutchinson Gilford progeria syndrome 1809 | XM BRI B A TS 8 Klippel-Trenaunay syndrome
1802 |Cockayne%iEiz#s - WHlEEERE  |Cockayne syndrome 1810 |34 5 MBS WRE Hereditary Hemorrhagic Telangiectasia
1803 | BB -LRFEKLEMREE Hallermann-Streiff syndrome 1811 |[Stargardt's K7 Stargardt's disease
1804 |% - AT - IBEER Tricho-hepato-enteric syndrome 1812 | Xt el Aniridia
1805 | X WK ERERET Congenital Varicella Syndrome 1813 |Kohlmeier-Degos & & fE Kohlmeier-Degos Disease
1806 | ARFERE Werner Syndrome 1814 (PR E {4 =018k & IE Occult Macular Dystrophy (OMD)
1808 |fEiEREF B R AR Campomelic dysplasia with autosomal sex reversal | 1815 [F{BEC /K At RBWIE Leber Congenital Amaurosis (LCA)
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