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FRERESERFHEREFRREPMAR (20265222 5RH )
/ ; 01 BRER/AMBAHEYE , |
0101 |>KERfREE Phenylketouria(PKU) 0113 |ErLEEIMAE Isovaleric academia (IVA)
0102 | &Mk RE MAE Homocystinuria 0114 [AB4 MfE Propionic acidemia (PA)
0103 | EBEMSEREME Hereditary tyrosinemia 0115 |[R_BBFRAE - 55—« B Glutaric aciduria type |, II
0104 | & PHARE MAE Methionine adenosyltransferase deficiency (MET) 0116 WWW -3-PEX_BMIE ( ARRAH 3-Hydroxy-3-methyl-glutaric acidemia
0105 |4E#EFRAE Maple syrup urine disease (MSUD) 0117 |=FEETHWHBARILERRTE 3-Methylcrotony-CoA carboxylase deficiency
0106 |JEER1E S iR Nonketotic hyperglycinemia 0118 |22 HR{ERERZ Multiple carboxylase deficiency
0107 |BEPZEE MAE Cystinosis 0119 | = HAREE MAE Hyperprolinemia
0108 |HKEARAE- MEEIRISTZ AE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | FEEL-REBRERBEBRZE Aromatic L-amino acid decarboxylase deficiency
" S HERN R MAEFSHEEMDECDL C |Cobalamin C Defect (Methylmalonic Aciduria and
= i 4 (4
0110 | S Bt R MAE Hyperlysinemia 0121 ) Homocystinuria, Cb1C type )
0111 |#ERREE MAE Histidinemia 0122 |BRfE Alkaptonuria
0112 |BRER_FEME Methylmalonic acidemia (MMA) 0123 |REMSEMKEFRE Primary Hyperoxaluria
. 02 - REERNBES

0201 |/RBRES MiE Citrullinemia 0204 | Btk E 2 R MR RBIRABER |Other Congenital Urea Cycle Disorders
0202 |BEMEFPHREEBHRRTE Omithine transcarbamylase deficiency 0205 @me@mﬁﬁ-_MMEﬁ,mBnnmmEﬁ Hyperornithinemia-Hyperammonemia-

FEIREE Homocitrullinuria Syndrome
0203 |Z BEEAREE S AR Z AE Z:Smnmg@_:ﬁm:gmﬂm &\:Smﬁmmm ern_m:Q (NAG) | 0206 |#ERRT _EEBZRRZAE Argininosuccinic Aciduria

;, : . ; ; 03 - HftttCHEE ; .
0301 |FTEEGETERE - 55—EB!~ SR Glycogen mﬂoamm disease E\vm_ type _S 0323 |=FFERRE Trimethylaminuria
0302 |FhBEEAE - 55—8Y ~ SERE Mucopolysaccharidoses(type | ~ type VI) 0324 | XM EIEEEELRE Congenital generalized Lipodystrophy
0303 |BEEE Gaucher's disease 0325 | PN EERERTE Medium-chain acy1-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry ECSE (JEFRERECHE ) Fabry Disease 0326 |AERM SRS AT i Pyruvate dehydrogenase deficiency
0305 Z_Q«%Wﬂu_nxmmﬁ BRERIRERE - Niemann-Pick Disease (NP) 0327 |RM=EEE Cerebrotendinous Xanthomatosis
0306 |*aiERERFM S ESERZ AE Short-chain acyl-CoA dehydrogenase deficiency 0328 |HSIN & R IEEE B heE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B LIRIESEEREIE Adrenoleukodystrophy (ALD) 0329 [BAREMRBERELR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |AERRE S LIEFTRRE Fatty acid oxidation defect 0330 |2 BB M AE Sitosterolemia
0309 |=eiRBsEE LSt Sulfite oxidase deficiency 0331 |SAWESIAZAE Molybdenum cofactor deficiency
0310 |BEEMREATE, RERE Fructose intolerance, hereditary 0332 |1EBiB B RS AE Hypophosphatasia
0311 |=ElHER (#BE) Fucosidosis 0333 |BRAAREAN B R TR Globoid Cell Leukodystrophy
0312 |RBMRBRZIE Carnitine deficiency syndrome, primary 0334 |ERIERRS Barth Syndrome
0313 |MLDfERE Metachromatic Leukodystrophy ( MLD ) 0335 |Betafif2EEfh = AiE Beta-Ketothiolase Deficiency
1] o it e e Mt B 3 - T " —

0314 |sssesans Mitochondrial defect 0336 mm_mmm.w\»mmmwmm MARASEERAZAE - AW |(Infantile ﬁo.:: Lysosomal Acid Lipase Deficiency

ELAE (Wolman Disease) )
0315 |&REE porphyria 0337 | BB UM ZAE Multiple Sulfatase Deficiency
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slowt. %Wn%ﬁ@%@?ﬁﬁvﬂ\/v Amyotrophic lateral sclerosis (ALS) 0736 |B&Bh/vaERE(R B mma?o-moﬂo-imzamwc_m«mv\:a«o_sm
Charcot Marie Tooth Disease, CMT (Hereditary ,
T _ - % 3 ! b <
0712 |BH0-B7-H B e e Motor Sensory Neuropathy) 0737 |Dravet fefz8y Dravet Syndrome (DS)
0713 |GM1/GM2is 48 e Bs i B e GM1/GM2 gangliosidosis 0738 | & sk Vanishing White Matter Disease
0714 |Lesch-NyhanFEfe i@ s Lesch-Nyhan syndrome 0739 [EBE¥sAE % s Hypomyelinating Leukodystrophy (HLD)
0715 |Hms M M B iE R Ray Ataxia telangiectasia 0740 | PRHEE RIS A2BE 2 TR it gy | 1O0F 1©1IPase AZ-associated neurodegeneration
0716 |RMERRT & Sialidosis 0741 | RS- B LU iRe Pitt-Hopkins Syndrome
0717 | SERU BRI S Hm T e Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 |CDKLS5= 5 CDKLS Deficiency Disorder
0718 | 48 IhAErS R A i By Hypothalamic dysfunction syndrome 0743 |[FOXGLyEfzgE FOXG1 Syndrome
. . - . . . s Beta-Propeller Protein- Associated
Y = LRy
0719 |Miller DiekersiE {2 2% Miller Dieker syndrome 0744 |BetalZ ik & M BEH: 2 3 B LT Neurodegeneration (BPAN)
0720 (WS s R e e e Neuronal ceroid lipofuscinosis 0745 |BSRE b im m e i s ﬁmﬂw_m%ﬁmﬁ%ﬁa5@ Hereditary Spastic
0721 |Alexanderfes Alexander disease 0746 |ocich S H M A brima4 = b (2 28 wwmﬂﬁ_m&mgax-:%a intellectual Disability
0722 |{E8riasy Stiffperson syndrome 0747 |Schaaf-Yangfif@ 2 Schaaf-Yang syndrome
R R - -
0723 |EmEELE RS Tyrosine hydroxylase deficiency 0748 HmmUWH%HF%NWM MERAZIRIEM [TBCD gene associated neurodegenerative
B & encephalopath
0724 |Wolfram 128 Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfE{z ¢ Basilicata-Akhtar syndrome
0725 | BB EEE T SimE Hereditary spastic Paraplegia (HSP) 0750 |SEIEfE-mAl i e Chorea-acanthocytosis
e e T
0801 iBEMRE DMK aE (ease) Hereditary epidermolysis bullosa (EB) 0809 |BRER G misass Infantile systemic hyalinosis
0802 m%%ﬁ%ﬁ%%@%@@ Ichthyosis, lamellar recessive 0810 |Meleda %% Meleda disease
0803 |SMNEREBRAET R Ectodermal Dysplasias 0811 |DarierfGis ( EEMA{LE ) Darier's disease
0804 |BR=s Collodion baby 0812 |ERMBIEARERE Dyskeratosis Congenita
) - . ; — Diffuse Non-epidermolytic Palmoplantar
22 B 3 =)
0805 | B fa e Harlequin ichthyosis 0813 (REBEALERIE Keratoderma type Unna-Thost
KBRS R BB AL (RS2 |Bullous Congenital Ichthyosiform Erythoderma, )
0806 MR EAE ) Epidermolytic Hyperkeratosis 0814 |NethertonfiEfg g Netherton Syndrome
0807 |B&RKFAE Incontinentia pigmenti 0815 |ERMEARZEERE Giant Congenital Melanocytic Nevus (GCMN)
0808 |IREER B A /b Oculocutaneous albinism
0901 wmm.ﬁmmm@mm_&mmgﬁm@Ammmmv Hereditary cytoplasmic body myopathy 0910 (BRI EE Becker Muscular Dystrophy (BMD)
0902 | REBENMERE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon FC e E¢ Freemam-Sheldon syndrome
0903 |/ BhZefLss ( Al ch R Ze s ) Central Core Disease ( Central Core Myopathy ) 0912 | KR L& Limb-girdle muscular Dystrophy
0904 [Nemaline#R 4k Bl AR Nemaline Rod Myopathy 0913 |SER MMk Congenital Muscular Dystrophy
0905 |Schwartz Jampel FCii /R 2% Schwartz Jampel syndrome 0914 |2 EhZ= 55 Multiminicore Disease
0906 | WPy E e Myotonic dystrophy 0915 |Emery-Dreifussil s 2&=5E Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 | BB M = fmne 0916 |GNEZENHA 55 GNE Myopathy
0908 |A/hvEsssee Myotubular myopathy 0917 |SEHEEEIR IR EY Stormorken Syndrome
0909 |E/EMEIEA k& Facioscapulohumeral muscular dystrophy




(N sisorewokwolz|oibueydwiAT W F RS W W] 90ST eulo}se|qouldy By iRy K| €0ST
3WOJPUAS UUBWSPSI YHIMADSG 53 T UURWIBSPAIM YHM3g | SOST || 8dA] 5150}eWOIqHOINSN s BB T TOST
BIREEImETY - ST
awiolpuAs Aajed-Auus 2 Tk Aoy -Auusy| LOVT
aWoJpUAS IOVHIN £33 IOVHIN| ETVT (Wsiplemp uoieT) dwoipuAs uoien ) re ¥ quole| 90T
SMI|[2JN S919CIQ [BIRUOSN JUSUBWLIS] SOl BRS TR WH K| CTVT Alebawoy (Tay) Tk pf 1| SOvT
awoJpuAs uuew|ie s Irguuew|e)| TTrT elwau0oNIWO|AYDIadAY [eljiwed T T S T E| vOvT
ase|xoipAH-eydiy-1a C_Es_imw_w\_ﬂmn_m EH L) EHYAEFHASTFE—£| 0TVT elwa|0J3159|0YIRdAY [eljiwe) snobAzowoH TMHEHSRAELSE| covT
souesisal H1DV R YT E| 6071 wsiploiAyyesedodAyopnasd T b B R E) | COVT
ML R ~ VT
(3vH) ewspao1buy AleyipaiaH B H S WH S E| 0TET fouspyspounULl PAUIGUIOD 313A3S TIZWSBESHEE| S0ET
fouspyep T J03dadal A uosapRIu| BB TEEEEE +A| 60ET 3WOIPUAS YoLP|Y-HOISIM £33 TG UOUP|V-NOASIM| YOET
awo.puAs NbI-12dAH BTGNS BB E| 80ET awolpuAs 36| JadAH |enusbuod TS S NHBLEFH Y| €0ET
awolpuAs X3dl £33 TX3d1| LOET aseasip snojewojnuelb Aewnid d1uoiyd B LT BT EES| C0€T
>ucm_u¢mvwycwcogEouEwEm_anu M ZyI8L) XuBYE [ 90ET elwauingo|bewwebe s,uoinig T ESkSw Y HEmEY| T0ET
M - €T
(HNd) eunuIqo|bowaH [euInioON [ewsAxoled Ty TS FEE| 90CT
2inding o1udoIAo00WIOIY | DoquIoly | [eusbuod Ty S0 IHSTFHYE L) 01T fouanyep uisdAnipuy -1o Tz eI =¥ -T0| SOCT
fouspieQ S uieloldd TZYISEEE| 60CT fouanyap D uneoid snobAzowoH WZWOEEELSHMER| ¥0CT
(SNHE) SWOIpUAS d1wain dnkjowsH (ea1dly ) VI T ag A€ | 80CT elUBYISEqUIOIYL T[T €0CT
(vgQ) elwauy uepje|g puoweld TEHmsF T HHRYY| L00 Jofew elwassejeyL MEHHEFES| 0T
HEEEAMEE - CT
AI @WwoupuAs sojue s13|y3 () EUss =P Y| 01T
(S@1)awoupuAs 73210-sA307 23T 23910-5A907| SOTT awo.puAs binquaplee\ (rpzE) 2 O EEY | Z0TT
awolpuAs s|eag s IO EE| v0TT awoJpuAs uepeN (T Y %) HEWE| TOTT
EUEmBYS 11
(@39) ersejdsAq essAydidaojhpuods s EyEEE| 8001
eise|dsAg |easAydelwiolues Wy EFEYNEEEE| 9T0T SWOIPUAS WBHAIY SUNDIN| -z a3y Buiqy mcgﬁww L00T
awoIpuAs [194-13ddi EYEY Y| v10T (@) eise|dsAp [elued0pid|d LEEyES@ERE| 900T
eise|dospuoydodAy MEEFEEVEY| €T0T aseasIp 32bed Aewid ¥ FIHEF Y| S00T
eise|dsAq [eesAydid3 3|diniN Ty EEEEHES| 10T (d04) enisselboig suealyissO else|dsApoiqid FWHI) EF L #00T
SWOJPUAS UUBWISUNH-IPBIUCD 53 TrguuewWISUNH-1peJuod | TTO0T s150132d031S0 (EEODEY) T GEE| 00T
eise|dsAp onse|doipuoyoeopnasd Ty ErEasHE| 0101 eise|dolpuoydy (B Y\ ZEYEFEENE| 00T
(N3HS) uohewojew 1004-H|ds /puey-Hids ;A EEE| 6001 (10) epapadu sisauabodisO (Foem) Sy 8%| 100T

FEUEE - 0T




1504 WS AmRE Neuroblastoma 1507 M%WMWWET::%:%W% BRI Von Hippel-Lindau Disease (VHL)
, le-4HER ;
1601 |BaRE Apert syndrome 1619 |B-#E-15 ( BL) MEREE Oto-Palato-Digital syndrome
1602 |CrouzonECHEIRRE Crouzon Syndrome 1620 {RobinowEGAEIZERE Robinow Syndrome
1603 |BR-FB KA Russell-Silver syndrome 1621 |Pfeiffer FCAEIREE Pfeiffer Syndrome
1604 Mwoww:m:m de LangeFLAEIRE - AR Cornelia de Lange syndrome 1622 |35 (Bt ) PEBERE Nail-Patella Syndrome
1605 |X MeiriE Fragile X syndrome 1623 |CFCRE(ERY Cardiofaciocutaneous Syndrome
1606 |CHARGEfE(ZER¥ CHARGE Syndrome 1624 |Peters-PlusiE{#ES Peters-Plus Syndrome
1607 |Aarskog-ScottECfEIRRE Aarskog-Scott syndrome 1625 |NagerfE{Z8¥ Nager Syndrome
1608 |Smith-Lemli-OpitzfE (& # Smith-Lemli-Opitz syndrome 1626 |Coffin-Siris FEMRRT Coffin-Siris syndrome
1609 |Bardet-Bied|FCREIEET Bardet-Bied! syndrome 1627 |t -TEREE IR AT White-Sutton Syndrome
1610 vaam:mmmA_mwimmw@wmm@ﬁ%ﬁﬁﬁ Larsen syndrome 1628 |Ayme-GrippiE{&aE Ayme-Gripp syndrome
1611 |EHEBE A Pierre Robin Syndrome 1629 |Coffin-LowryfEIREF Coffin-Lowry Syndrome
1612 |Treacher CollinsEGHEIRRE Treacher Collins syndrome 1630 [MyhrefE&E$ Myhre Syndrome
1613 |8 e BRIEEEES Multiple pterygium syndrome 1631 |HHEGRANVERE Sensenbrenner Syndrome
1614 |BEECAE Noonan syndrome 1632 |5 - BEEERE Keppen - Lubinsky syndrome
1615 |BmEnERKEUEaREE (NEBAKE) |Costello Syndrome 1633 |Galloway-Mowat SE{ZEF Galloway-Mowat syndrome -
1616 |Fraser ECAEIREE Fraser syndrome 1634 |Pierpont SE1EES Pierpont syndrome
1617 |FERERKEEROBVIVE WWM@JMM”MT_30m_m-v8m_m-m_o_83§5 Inversus 1635 |Wiedemann-SteinerfE&# Wiedemann-Steiner syndrome
1618 |KabukifE{EEE Kabuki Syndrome
u, - ; ... @ @ @ @ - 17 zeER=E: ;

1701 |Prader-WilliEGfERSE (/NBEEIFR) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fiEf&E# Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanKHiEESE (FREIUE) Angelman syndrome (AS) 1708 |Kleefstra fEIERE Kleefstra Syndrome
1703 |REERECHE Williams Syndrome 1709 |Kk-BHFAEEER Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'siElEEE (IKEIAUIE) DiGeorge's Syndrome 1710 |Phelan-McDermid fE{ZEF Phelan-McDermid syndrome
1706 |Rubinstein-TaybiECHEERE Rubinstein-Taybi syndrome

e T 18 HfthEHAWEE T e ‘
1801 |REE Hutchinson Gilford progeria syndrome 1809 |sER M EIRIET B AR Klippel-Trenaunay syndrome
1802 |CockayneFCHE(RE: - MBIEEC/EIRE  |Cockayne syndrome 1810 DEEM H M MERRE Hereditary Hemorrhagic Telangiectasia
1803 |E$h2-LERFRERE Hallermann-Streiff syndrome 1811 |Stargardt's ECE Stargardt's disease
1804 |% - BT - IBAE(REY Tricho-hepato-enteric syndrome 1812 SR MMmIULE Aniridia
1805 |FeRMEKEAEIRRE Congenital Varicella Syndrome 1813 |Kohimeier-Degos #R&%E Kohlmeier-Degos Disease
1806 | AR ERE Werner Syndrome 1814 |[EEMEMHRAEE Occult Macular Dystrophy (OMD)
1808 |G B FR RMRIEE Campomelic dysplasia with autosomal sex reversal | 1815 FAKARMEERERE Leber Congenital Amaurosis (LCA)
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