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FREMESERBERKRRFNMAR (20258225 )

01 - RER/ARKRAHER

0101 |=XEHRAE Phenylketouria(PKU) 0113 | E/XBEME Isavaleric academia (IVA)
0102 |=heheEE M E Homocystinuria 0114 | A8 MEE Propionic acidemia {PA)
0103 |BEH SRR MiE Hereditary tyrosinemia 0115 |/X "B&GRAE - 35—~ B! Glutaric aciduria type |, Il
0104 | & Phihehs MiE Methionine adenosyltransferase deficiency (MET) 0116 me,w-ﬂmglﬁﬁﬁ ( AR 3-Hydroxy-3-methyl-glutaric acidemia
0105 |18 ¥ERAE Maple syrup urine disease (MSUD) 0117 | =FEECTHEHBAR(CMERZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FFER 14 S H MR EL M AE Nonketotic hyperglycinemia 0118 | Z 8 M BIERETZAE Multiple carboxylase deficiency
0107 |BEREEE i AE Cystinosis 0119 | = Wl R RS [ AE Hyperprolinemia
0108 |*KAFREE- V& EMRIS B AF Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | S EWRL-IRERIERE 2R E Aromatic L-amino acid decarboxylase deficiency
T TR = —

0110 | SeemmEe me Hyperlysinemia 0121 FRER M ME ff S BE AR EE MAE(Cb1 C no_um_mB_J C Um*mnﬁ (Methylmalonic Aciduria and

Ei)) Homocystinuria, Cb1C type )
0111 |#ARZE8 MAE Histidinemia 0122 |BIRE Alkaptonuria
0112 |HER_EEMIE Methylmalonic acidemia (MMA) 0123 | FRUEEEERE Primary Hyperoxaluria

02 - RABIRKHEE

0201 |/ R&f8 MmAE Citrullinemia 0204 |EitRHOWZEREREFZELHER |Other Congenital Urea Cycle Disorders

= e M 21 ithi ol o
0202 |FRM S FEEEBIRT E Omithine transcarbamylase deficiency 0205 Emmmmmﬁglm A M- MR M Iv\vmﬂo.q:::._:qu_m Hyperammonemia

REIREF Homocitrullinuria Syndrome
0203 | ZHEFIZRE & ARAGEAZS fiE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |#&R&T _MERIAZE Argininosuccinic Aciduria

03 - Htt{UHRE
0301 |FTEEGETEAE - SF—Bl~ZE AL Glycogen storage disease (type I~type IV) 0323 | =P EMKRE Trimethylaminuria
0302 |HZHEARE - B ~ FNE Mucopolysaccharidoses(type | ~ type V1) 0324 | RRME=BIEEEEFRE Congenital generalized Lipodystrophy
0303 |BEKAE Gaucher's disease 0325 |PHEPERRE =B RHZE Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry FCHE ( SATHERECIE ) Fabry Disease 0326 | A KRR B AR AR BA 2 E Pyruvate dehydrogenase deficiency
0305 W_W:%W:Wv_nwmmﬁ PRI ¢ Niemann-Pick Disease (NP) 0327 |BaRetd = Cerebrotendinous Xanthomatosis
0306 |M@i2AEEE = EABIAZ fE Short-chain acyl-CoA dehydrogenase deficiency 0328 | B4 M & R IEHE B IREE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B LIRS E R EE Adrenoleukodystrophy (ALD) 0329 |BAIRBIB BB BE AR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |BeisRE & {L1E GG Fatty acid oxidation defect 0330 |EEB2MAE Sitosterolemia
0309 |Dfift EELRETRZ Sulfite oxidase deficiency 0331 |SRuEERER= I Molybdenum cofactor deficiency
0310 [EEMEREAME RERIE Fructose intolerance, hereditary 0332 | 1B BARL BRASAE Hypophosphatasia
0311 | EREHER (HEE) Fucosidosis 0333 KA EREE Globoid Cell Leukodystrophy
0312 |[R e3P RRGAZ fE Carnitine deficiency syndrome, primary 0334 |EREER Barth Syndrome
0313 |MLDJE{xEF Metachromatic Leukodystrophy ( MLD ) 0335 |Betalfi B2f5iER = A Beta-Ketothiolase Deficiency
FFU 223 fifg Edb f| = o . i . N " . .

0314 s s Mitochondrial defect 0336 M_mwm_nn\wmmmmﬁ WA BRERZ M - MM |(Infantile @‘3 Lysosomal Acid Lipase Deficiency

SEE (Wolman Disease) )
0315 |58 porphyria 0337 | Z 4 REEAEEEER = iE Multiple Sulfatase Deficiency




awoupuAs uonesidng zdd>In

3 Ay ¥} I ] Soy U
“wospuhs uonesljdng z uiszold buipuig odd Ayl s IS L 7dDIN| SELO aseastp SYUSIN 8T SMUBN| 0TLO
SWOJpUAS snajold TN BIRR| ¥ELO (vINs)IAydouie sejnosnw jeuids Iy ER W F B &| 60L0
3WOIPUAS $34913N0S-1pIedlY £33 T(SI21IN0O-1pIedIY| €€/0 SWIoIpUAS 119y WmIeLE| 8070
sWoIpuAs posTdN ¥ TPOSPIN| TELO awioIpuAs sobam|jaz s I Iebamaz| £0£0
N (QSONN) sopaosiq windads o ,
3WoIpUAS snigaow £ TSRO | TELO eondo sjeALIOINaN (SI) 15043135 S1dBINA ER STy 2/ T BT EEE| 90L0
(NWId)uoneissusbapoinaN N . S o
pajeIOssy BSeUIy S1eUSYIoILE kD) EX Sy 2 S B S EE ZY | 0€L0 (DS1) s1s013|2s snosegny ) F | S0L0
(dv4) Ayiedoinaudjod onopiojAuy jeriused BYFHHESHUMTLE| 620 (eauioyp s,uoibunuNH) aseasip UOIBUNUNH TR En [ | v0L0
aseasiq Apauuay (T 22 04 1K 3 BB TR &) Tk B HL | 82L0 (vDS)eixele Je|jagaiadoulds HoRE B P ER D) RN (S| €040
] (@) i a6
aseasi(] Jaydeqzialn-snaezljad TasEB) TTIOURGZISIN-SNPRZIRg 1240 winsojjed snd1od Jo sissuaby W EEBETHH| 20L0
E¥ . .
awoJpuAs pagno aseasip eAow eAo Bk =TT T0L0
WOIPUAS MOANOM o e st/ F02%) 49 aguiaqnoy | 9640 P d HHBIRHES
EMRmEIRE - L0
awoupuAs pod)y $23%) T3 B} E5| 8090 [eyjiuey ‘eluwa|exodAH T, F 20E| #090
BWOIpUAS uew[d}D $¥% A UeWRID| 2090 BWOUIPAS amoT 23 TFYJaMoT| €090
BWOIPUAS s J9)1IEg 2 g se1eg | 9090 51921 d1waleydsoydodAy pasulj-x 0B R T) 8 BT | 2090
aseasip Asuply ansAAjod aAIssa8) [EWOSOINY YHMENB ST BIBEB%E| S090 snpidisul sajagelq diusboiydaN TESH RS T090
BREWE L - 90
awoipuAs ajj1bely $25) THEA 2 T ol | #0S0 SIsayiuAs pioe 3|ig O S104d uoqu| )Y S WX 2050
|dsAQ [euiisaiu| [eUCINAN BT d snissa1Bo. . e
Yum sisejdiadAH fefe §o |93 [ennision [enuabuos | e S Tl B el x| $0%C Oldd) siaseiot HECRYRIN SNSS3150d HBEHBMARRERDR) 1050
B IRL - SO
s1501q1 D3SAD W WYE| SOV0
(SHDD)swWoIpUAS : e 3 ,
uone|uanodA [enus- [eHuaBuony T S W H B ch B Y| 6070 uonedd|e) [eLANY 8|iueul diyiedolp) UEIRIELSFF FEh| YOVO
AydonsAp d1esoy) buneixAydsy TEXHUEFEE| 8010 BWOIPUAS Wous|y $23) Tk Y WoNs|y| €0K0
(W B S et | s T (HVdH - HvdI) uoisuspadA == Tyss
uoIpufs s uasiapuy A RSl ) I vasiopuy| L070 letopy Aleuowndd s|qeyuaH Jo diyzedoip) BRI MR EIESHE B C0V0
SWOJpUAS WelQ-1joH #:3%) TFIWeIO-HOH| 900 siso1apisowsay Aieuowingd Asewid TR EE | TOP0
BEE B - ¥0
e S TESHZWEIP0E| 7280
awolpuAs ursjosdoah|BAousdyap-aleipAyoqie) ' e ™
SwoIpuAS puowelq-uewyoemys #i3) THpUOWeRIQ-URWYIBMYS| E1E0 MR ZE SN E| T2E0
SOWOIPUAS UoIdUNSAQ WSI|OGeISN dulwely ] | #&%) Tkied 80T e (TIE F 3)E HY| Treo sisopidijoonin TEEHE| 02E0
Aousdyeq sunea) [eigaiad TR | TYEO BIWIs0)E[eD T ML Y%7=| 6TE0
Aousidiyap ssejopjesued] T ZYREREITEH| Ove0 | Aouejul jo eiwadA|bodAy oiwaulinsuLiadAy Jusisisiad| THEKTNIE) & B TR E SEfRes (7 F et 8T€0
(NOHT) Ayzedounau dndo Aseyipasay Jaga T g TSI E Y E| 6€£0 elwapioe didepadAy jenusbuod DR ESRYY| L1E0
: Aousiyeq ssepiunolg T ZBHEGTE| 8E€0 95e9SIP 5,UOS|IM TY¥Em| 9T€0




0711 [MERHARFE(CECHEA) Amyotrophic lateral sclerosis (ALS) 0736 |HSMn/)\eEIE IR EE Cerebro-Costo-Mandibular Syndrome
0712 |Ef-BR-MEEE -harcot Marie Tosth Disease, CMT (Hereditary 0737 |Dravet fEIEE¥ Dravet Syndrome (DS)
Motor Sensory Neuropathy)
0713 |GM1/GM2#8 iR e AR AT iE GM1/GM2 gangliosidosis 0738 BB EHRAE Vanishing White Matter Disease
0714 |Lesch-NyhanEGHAE &E% Lesch-Nyhan syndrome 0739 | BRSO ERELE Hypomyelinating Leukodystrophy (HLD)
N . o N s . i - i ti
0715 |smkmmmE R Ataxia telangiectasia 0740 | BiSSE RS 7B AR MR Ltk s | osPholipase AZ-associated neurodegeneration

(PLAN)

0716 |EEERE RERZ AE Sialidosis 0741 |BE4-EEE AR Pitt-Hopkins Syndrome

0717 |FeRM AT BURE & 0 BT Congenital insensitivity to pain with anhidrosis(CIPA)| 0742 |CDKL5&RZ 5 CDKLS5 Deficiency Disorder

0718 | TR T IhAEPEBEREIR RS Hypothalamic dysfunction syndrome 0743 |FOXGLAE1&## FOXGL1 Syndrome

0719 |Miller DiekerE 3 Miller Dieker syndrome 0744 |BetatBieiA E EBM TRl | oL Propeller Protein- Associated

Neurodegeneration (BPAN)

0720

AT IR AR IR R B TR

Neuronal ceroid lipofuscinosis

0745 |BERA FTHBEENEE S ME

Infantile-Onset Ascending Hereditary Spastic
Paralysis (IAHSP)

Alpha-ThalassemiaX-Linked Intellectual Disability

0721 |Alexanderf5i® Alexander disease 0746 |cdthohiBE NS HEHE NIEREIREY Syndrome
0722 |BREGEIRR Stiffperson syndrome 0747 |Schaaf-YangfE{&EE¥ Schaaf-Yang syndrome
bt HEHRARIR L i i

0723 |Eemmme s tmm =S 5 Tyrosine hydroxylase deficiency 0748 ﬂﬂhUWEwﬂw B R MERE{EHE | TBCD gene associated neurodegenerative

Rasm encephalopath
0724 |Wolfram ECHE (=¥ Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfE{£8¥ Basilicata-Akhtar syndrome
0725 |BfEmE T F s Hereditary spastic Paraplegia (HSP) 0750 |EEIEE- AT AR AR IS 2 5 Chorea-acanthocytosis

08 - RZHEmE

0801 |iEE MM 7 R KEREE (Ea5E) Hereditary epidermolysis bullosa (EB) 0809 |BRE 2B MRS Infantile systemic hyalinosis
0802 |BiRABIE (HREEER) Ichthyosis, lamellar recessive 0810 |Meleda E%% Meleda disease
0803 |Sr B IEEFRIE Ectodermal Dysplasias 0811 |DarierfS¥% ( EBMAILIE ) Darier's disease
0804 |52 Collodion baby 0812 | ERMEBILREE Dyskeratosis Congenita
0805 |HEABiE Harlequin ichthyosis 0813 | ZEBEACERIR Diffuse Non-epidermolytic Palmoplantar

Keratoderma type Unna-Thost

HCGRBISTR M A R AL R RE (RIE AR

Bullous Congenital Ichthyosiform Erythoderma,

0806 M ALBEE) Epidermolytic Hyperkeratosis 0814 | NethertoniE st fetherton Syndrome
0807 |BRKHAE Incontinentia pigmenti 0815 |ERMERBBERE Giant Congenital Melanocytic Nevus (GCMN)
0808 |IRFE&Z BB LI Oculocutaneous albinism
09 - A PefmaE
0901 FEEMARRABNRE(GEES) Hereditary cytoplasmic body myopathy 0910 | BB ALEE Becker Muscular Dystrophy (BMD)
0902 |RECNPEMRE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonECE IR R Freemam-Sheldon syndrome
0903 |sh/CEZ=AL (Mo RENZEF ) Central Core Disease ( Central Core Myopathy ) 0912 | BB SR/ AE Limb-girdle muscular Dystrophy
0904 |Nemaline#R kA TR E Nemaline Rod Myopathy 0913 |TREMEERTE Congenital Muscular Dystrophy
0905 |Schwartz Jampel ECREIRB% Schwartz Jampel syndrome 0914 | Z 4/ )N Z= AR Multiminicore Disease
0906 |MAAEEE Myotonic dystrophy 0915 |Emery-Dreifussills= & fE Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |E 1B AN PSR E 0916 |GNEZ N E GNE Myopathy
0908 |A/EfEEE Myotubular myopathy 0917 |SEFCEEIRAE(ZEF Stormorken Syndrome
0909 |E & RBLA K &EE Facioscapulohumeral muscular dystrophy
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16 - SMERE

1601 | BRI EAE Apert syndrome 1618 |KabukifE{zas Kabuki Syndrome
1602 |CrouzonfCHiE{#E# Crouzon Syndrome 1619 |E-#2-15 (0L ) E1REE Oto-Palato-Digital syndrome
1603 |B&E-TFBEIE Russell-Silver syndrome 1620 |Robinow G fE 1R Robinow Syndrome

1604

Cornelia de Lange G fE(RR¥ - IXKBIEGIE
1R 3%

Cornelia de Lange syndrome 1621 |PfeifferfCiElRE$

Pfeiffer Syndrome

1605 |X BEIriE Fragile X syndrome 1622 |15 (Bt ) FPEABAEIEEE Nail-Patella Syndrome
1606 |CHARGEfE{&#% CHARGE Syndrome 1623 |CFCHE{& %8 Cardiofaciocutaneous Syndrome
1607 |Aarskog-ScottFCiEiZEE Aarskog-Scott syndrome 1624 |Peters-PlusiEf=E¥ Peters-Plus Syndrome

1608

Smith-Lemli-OpitzAiE{#2#

Smith-Lemli-Opitz syndrome 1625 |Nagerfief&#af

Nager Syndrome

1609

Bardet-Bied|F iE &R

Bardet-Biedl syndrome 1626 |Coffin-Siris fE{Z 2%

Coffin-Siris syndrome

1610

LarsenECHE & B (SE 3 - A R M IR U E (%
)

Larsen syndrome

1627 |R45-TEIRIE 12T

White-Sutton Syndrome

1611 |RRZEENE Pierre Robin Syndrome 1628 |Ayme-GrippirfEas Ayme-Gripp syndrome

1612 |Treacher CollinsECiE{&E Treacher Collins syndrome 1629 |Coffin-LowryfE{ZE% Coffin-Lowry Syndrome

1613 | HBEAREAEIREE Muttiple pterygium syndrome 1630 |MyhrefE {8 Myhre Syndrome

1614 | @K Noonan syndrome 1631 | BB IRANEIRR Sensenbrenner Syndrome
1615 |=HIRE BN EQGREE (MNBASE)  |Costello Syndrome 1632 |k - BEHEAEIRSE Keppen - Lubinsky syndrome

1616 |Fraser ECE{ZEE Fraser syndrome 1633 |Galloway-Mowat fE1EEF Galloway-Mowat syndrome
1617 | R O Blepharophimosis-Ptosis-Epicanthus Inversus
Syndrome
17 - #&iBRE
1701 |Prader-WilliECEEIZEE (V) BERIN)) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fE{#E$ Branchio-Oto-Renal Syndrome, BOR Syndrome

1702

AngelmanGEEIREE (1RELIIE)

Angelman syndrome (AS) 1708 |Kleefstra GEfZES

Kleefstra Syndrome

1703

Bl B AT ECAE

Williams Syndrome 1709 |PXK-BEr RICEIEEF

Wolf-Hirschhorn Syndrome (WHS)

1704

DiGeorge'sfE &2 (JX B A TIE)

DiGeorge's Syndrome 1710 |Phelan-McDermid fE{ZEF

Phelan-McDermid syndrome

1706

Rubinstein-TaybiECAEIR Y

Rubinstein-Taybi syndrome

18 - Hith 3 X ARRIRE

1801 |EE%E Hutchinson Gilford progeria syndrome 1809 | XS IkBE 72 5 B A AE 1 5% Klippel-Trenaunay syndrome
1802 |Cockayne[CiEIERE - TS\ RXAEIREF  |Cockayne syndrome 1810 |EE M4 M4 MERRE Hereditary Hemorrhagic Telangiectasia

1803

BHE-R R KRCERRE

Hallermann-Streiff syndrome 1811 |Stargardt's EGHE

Stargardt's disease

1804

£ - It - IBAEIREE

Tricho-hepato-enteric syndrome 1812 | SR mAT AR

Aniridia

1805 | RMIKIEEIRRS Congenital Varicella Syndrome 1813 [Kohlmeier-Degos &R & fE Kohlmeier-Degos Disease
1806 | ABIEERE Werner Syndrome 1814 |BEMEMITAEE Occult Macular Dystrophy (OMD)
1808 |fEi5 % B A R &AM RIERE Campomelic dysplasia with autosomal sex reversal | 1815 |3R{AEEEREBBIE Leber Congenital Amaurosis (LCA)
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