WHEEAERERELE
202 £ % -+ mEFERLERBHELTHLL

TmEh ERHEEATLERLL S

PETREE AN PYCY LT3 ks s

goB MEEARRKERRASE
MEEASEHERT AL
MEEAGLLTEIRBXLELASLE

R
-~ B

BB RAARALSE AR MBS DEHBERR  LRBRAEEB %
T EimEE o B A TSR RAERE A GERERE B REEA EMER B Y™
o ABh M B RE AR R4 -

= FHETHAME

(AR ERBERERRRZIRE  ERLAHAGTEXRAZETELS (FRAERRAF
P NG ) S5 LA THNA —ARE-BARTFH -
(DZERFE L2 EMBRREITYHEA— %R [F8a Ly 84])
TR—FE [eHBLRRL] TARXFRZRH -
fildo @ G 113-114 £ 843F [RAGARL ) 5> SERFFHANRA
114 £ 853 [BHa Ly 4] S5 R FFHAEAR -
(2)XHRBAEE  ACRASGES ZHA -

=~ +HHEERYENG

(=)EHALE GGR) gh%E4

O B BAH 15 F8/ PARUALE B4 2L FEEEREETH(A)/ LEREZ
EmmA AT FAR - $FEEAHNE(S)R LS A - FiiER
HERER L %E > RIAE RP HE1E L E -

O L%  £5420% G4 THBAEKRTEK 8124 10,000 T -

O x4t BL2e-PHARNIR) ~ HHHETENFBEZR/ TREAPFEATEL 114 2
BB EE -




(ZBRGERESS

O F#H:  BERERABEZERBL °

¥B R 14 2L FEERRETFH I ()AL /EE -
XBEPa 114 2L FEBR%EFH80 5(4)E -

*dmP (e 14225 EaRETH T H()RE-
kARG 1422 EBRETH0 5 ()L -
k7w 14 225 EBaRETH 80 5 (&)L -

kB A A 114 22 FEERE T80 ()R E -

© &% "

kBNt #3504 BATHEASKTH ) B2 46,000 T -
kEPa 304 BATHEAEKTHK £24 7,000 7T -
kB P(@EOE: £ B L BEATHEARKTE > 8£8£48,000 T -
kAREm 104 BATHEBARKTK 8£44 10,000 T -
ka3 108 BATHARKRTE > 824 10,000 T -
*BME e H3 3 4 BATHEASKTK > 4415007 -

Ot BEEFHFRAR) L EF22FRERGE - MIHSF XM (20 8K -

(E)REaFKES
© BEH BERKABESLIERE  EHLNPA - NEGE BBELHALSHRFYE > 1

HEBERFRIFRAR - YHEEAINE(BD)ULEES A - BN
R ABEARELERIFTHILEE > BAKRFRLEREARLE
i o

© %8 #3140 4 BATHRBKCHK E£4£6,000 7T -
O xt: ¥2e9FaAKR) - BHMEE XM (o Bk STRBEAZ) -

(W) #8824
O B : BB A HA 13~115 ERBAMEBRZERBA (ko BEEA LA

F~ BB EHURBE) ARELEL - RESAGRMOMBRFEEH N

*E 55 _ﬁ}%ﬁi’ﬁ u% °

@Z%ﬁ : _-,ht_—“%-‘l— 50Z ’ %Zqﬁﬁﬁﬁﬂka‘é& ’ ﬁ%‘ié 67 000 7TD °
O x#: #2429 HRAR) - BATENHEHESZIK -



(R)eHBLESS

© B MM AIILFIA1IBZEIILF8A3 B FLRANEKRE  FHRA
RFERZERBR °
O £%: £34504% BLTHEBERTE 82480007 -

O xt: BR2LEFHERNAR) - ARERZIZAFT/NERLE/FRAM AT ERBH
A (F-)
(N)rLxEEHESL
OFK :MI4AE1A1RBE 11548431 AR SrmEvlRES THLHEME
B ARARRARMETEBITARL  AHRELRARIHREL L TR
A -

© 4%
KR ED R XBGHHER - A LRAERERABTEEZFRBA > #3110 &>
FLTHEBRKTEK 8144 6,000 T -

FHBABRLERBABERIBRELEZXFRRBR > £33 4 FLTHARKLE &L
12,000 7T -
© x#:

* BB &P FHRNIR) ~ FHAEERARZBUTMHE R I R B G EmEE
A2 RERRLRBERMARUEE GEAREHA)

¥R ELEFFERUIR) FHRALBASERZREARIREESL  FRUFLER
REEARRGEE LT AELIARIBBEAHA -

(E)AEaEEEd

O B#H THEEXZITANKE HEAALERZBHRERBAE (FOSEMRHKEL
BRI ) o

OL%H: £ 248 BLTHEARKTE 545824 30,000 T -

O xH:  #B2e¥EEAIR) SAEB/ NS RLBE/FRRBELE (F—)-

(NEBRTHEES

OBK ZFrrAZTH(RIERLLERGARAER  BAFEEMBMARKXERE -
A4 2B EEERETs B AN ()R E/EE  BSPE)E -



REE FBEAE S SR ERTHSE - EER—SRARBE— £ F&
GEAMR - YR BAL > RE TR -

O 4% #3208 B4 TEARKLE 8245000 7T-

© Xt BBAFHABIKR) - 114 £22ERAREE - LA LS XM (o ¢ 5
B -

(ERFRESS

O F#H: FRAAXFRRFBREOZERGRARE > BAA LBRB IR A FHE -
R 25 ERARGETY  BINEZEN (IR LE/EE BHTEE -
AEAE -BEHELEF F(B)RLERTYH - EFE—LRANBEE—LFR
FTHAMR - YHFLERL  FBEERTH -

© &% £33 3045 BETHEARRKLHK > £2£5007-

Oxtt: #BE22¥FERCR 4 F2EFEEASEE - LM SE (4o 8
AR o

(MDA EHRFHES

O F#H  FRAXNAZ -Gk -BHF MARBANRZELIRERBRS) TAH
heRAEBEGL BRAMBBEEFS  SRAAREERL  wHETHF
FREL ()AL BEEKIE - Al FHFHE 8L RRAESEE -

© L% #3254 HBLETHEABRCE BL()EE££5,000 T -

O xt: #8229 FKRBR) - Hel &4 M -

W~ Y3 8 #

Bp B ARRA4LH 2 PHE 115 £ 8 A 14 B(E)BLKH - BHARETLESBTH
o EHHEEL£8 A 28 B(E) Ak > BMBRLE - (UHELE)

REFREREE A MBI h S R LR e (R R R
WA SRS RN X AR

B~ FHERF

(—)RZESH AL > F 2R (www. tfrd org. tw) B B E R FTREF R o
HAEFRE » A A e R BRAGa(02)2521-0717 £ % B 44 181 ~ skAL T4




167 -
(=¥ HF X

1~ #8AFH P32 (FAEFZESTRRRTER) ALBAEAFRLETH U A A
RiTht o XHHLE > BF 104 TP LEEREAR 2035564 "ot E %
AEREREAL R EMAE M B84 L AR T ¥ 2026 F
RERENS S | Fik -

2 EBYE  ERTHEER FEABBRIFHEE TP H 4 E-nail
% tfrdps@tfrd. org. tw X LINE £ " @ #ep24 %8 LINE
MBIk F R e REEFBHRAEFTE) ZLK
MAIL % X% £ 5503 THEEERFTHAL
% LB EER -

MFEE FHELBTREERABARRT TUYE -

7R Enail SAMAARRERE -

-y,
. e A .

NHERA
(=) AR H AR Z SR A AT B2 -
(DOnFEHZHE BEFLEEE - RMABRAREEOEAL AR ARTEEE 4
AT -

+ ~ 7R

FRIEG B ARTENS RS EAALINE A BRTRELENE  FAFHTEE
Who o RIS 11 A 21 BB - HHL AL FTHFLE - S YR H

2\ ‘;i%?lﬁ

(P FHERBRA B AEHBE  FREXSEEREER FHEATHATH T A
BRGE BHEACYHARBERUEAXS  FEX ML EFAERE Rs 8
B BRZIEYH o

(A G ELLBREDENEHAEL LEBBEVFARLAGZEUREDES -

(E)nFAERZIRLEBS  BhIEREDHHEETR IS LA BB EAEA
SRER o

(A FEHEHHEE  FELRBPHA THE ) FHER -

o BHF R




MEEAEAERELE

#Hutk -
T
Mail :
BAE:
Hak .

https://www. tfrd. org. tw/

(02) 2521-0717 # 181 £4& %8
tfrdps@tfrd. org. tw

(02) 2567-3560

104 £36 ¥ L& &A% 20 5% 6 4%

KPS 5B LINE #&3% © https://lin. ee/Liad¥inB
(TP B4R L@ MRE R K %)




AEBRREAERRERE TE - BESS5EENE
HER - WIRPHEAELTNR LENIRE - B0
I E - RIS BEGEBREMREBBA  EfE
HE TR ANNES - BLBNREFENEE

___________

AEERBEREARECHER  UBREREEEANE
REgaE (EREABHEREHEBSBEAE) -

...........

B SRRt S REE 115588 14B(R&E E il -
ENTEEEHREL5588288(R)AL  @HEAR
32 o (LIEHAR)

Fﬁgﬁﬁi(%g)ﬁéﬁ

EEHEH 85 -1 BOFERBZE/PBERAPRBEELX
s H1142BEERRBETON(E)/ZELULE  BEL
BE-UBE - PBEBAHNB(EL L8 .

FHE25% - BiB£10,0005%

(D) RERRREE

14 BEFSERNBRBES > RHERER
* BUNE BB TR0R(Z)LLE/BE -
#5504 » B H6.0005T
* Bt BAETH808(E)LIE -
HEH308 + B E7,0007 °
* BhEE . BRBTYTSAEILE -
#3+257% » HEH8 0007 ©
* KRB BEBETHE80N(®)LLE -
HEH15% - HEBH10,0007
BALE T80 (B)LLLE -
#3108 » EE$ 10,0007 °
* BSMEEMR . BAREPE80MEILE -
3% > HEE 150007 ©

(z) AREERAE

RERRREEBENER - BNSNEA - RERS
MESENERE > LEEAREREBZERER P
BEBRNBELI LB -

HET40%8 - BEE$6,0007T °

=2 SNEGRBRBRERS R EHEERBEERR
NIRRT o WWLIKRIGBIEEERBEEE - .

* TEEME

L AEAR
HEEATRERESREL - hpswww tfrd ong.tw/
& (02) 2521-0717W181 MEESR

EME”'kHEEA¥§§ﬁE£Q

. DREE IVHBEEASARRGESNIEES

ROMG: HBEABSRRRRESS
HEZASRHENERES
HBEASIGENSNE=EEE

(M) JMEAEESE

ENBRAIEAII3~1ISEEBANRBRZERAR (0 B8EE
EBAE . BRBE  EBGYE) F ARESERL

,\ﬁso% » BB &5 0007 ©

B ASSATBBARERTHNEMRIEZESR -

() £HEAEES

REHRAL14E0818211558883188 LENE XS « HEHR
BRERZEFFR
HE50% > BMEEB,0007T ©

(V) WiREENRSE

R114ZE1818E11558831 888 - SMEIIiGsA TIESN

HRR - AELREREREECEREE  NEBRERERTREAE

ZEBFER  NRGEBBLE -

* MEISNEGENER ARLBERENBECEEE 3
HEH10B » BB E6,0007T ¢

* HEESLBRCHRSBEE  XH3E » BB $12,0005 ¢

() BEEEESE

BEES LENKBLUIBUZEEERER (TEESRHXKREL
REsEs) -
HE2®8  EE 30,0007 °

(\) ERFLES38

EEBERZFUREFRBEMNBERRER EAEEERUERS
BE - R1142 BEEFEETHEERIONE)LL/BE - BEP
(B ~ KEE - aﬁf@:ﬁ:&ﬁsoﬁ(a)umﬂ&aqﬁo—%ﬁ?iw&%
—EFLRBEAR  c WBEEHTEE » REEEDH -

HE20%8 - SEE5 0007 ©

(h) FRmFRREE

B EZ%E(%E%&)&%&%&E@E m*ﬁ:m
BE - R4 BEEERETHENER0S(ELLL/BE  BEad
(B4 ~ AB4 - AT AZE805 ()M LB hEE o S T
—EFEZDHEHR  c DEEBHHREE » FBEEPHE

#3+30% - E8BE5,0005% ©

(+) REKFEER

EEBEOBDE  6E - B% - BERERAFREEISEEERN -
SEBHBERERGL BRRRRRESE r &R EHERS

I EPRERS (R U LEERE - EeBBsYsEs - TR ‘
TFBEE o

HEt25%(#0) - BB(B)ESE5,0007 b

Mail = tfrdps@tfrd org.ow

W#E (D2) 2567-3560

#1045 HEHPLBEESIE0WeE
S WMLINEIEY ¢ hps:dlin ee/LiadwnB

RMBID D @1 14igbwp (EIRIGEE BFWESE)




FREMESERBFEREMRBEREAR (20262225 )

01 BER/ABBRKHRES
0101 |FEIREE Phenylketouria(PKU) 0113 | BB MY Isovaleric academia (IVA)
0102 |5 bRk EL MAE Homocystinuria 0114 | "B MiE Propionic acidemia (PA)
0103 |‘EBEM SR ME Hereditary tyrosinemia 0115 | X —BEpRIE - 55— "8 Glutaric aciduria type |, Il
0104 | S PIRMZER M Methionine adenosyltransferase deficiency (MET) 0116 WMW&-EWRI%E% ( AREfea 3-Hydroxy-3-methyl-glutaric acidemia
0105 |#E#EFRAE Maple syrup urine disease (MSUD) 0117 | =FEESHEBBARECERERZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FEEtE S H iR ME Nonketotic hyperglycinemia 0118 | LR MR ICEEERZ Multiple carboxylase deficiency
0107 |BtREEE MAE Cystinosis 0119 | /= MR EL [ Hyperprolinemia
0108 | & pRAE- TS ENRIS TR Z AE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | FEKEL-RERBEREERRZAE Aromatic L-amino acid decarboxylase deficiency
L | . . BRER B MEHSMREMAECDL C |Cobalamin C Defect (Methylmalonic Aciduria and
0110 |=®ERRAE MAE Hyperlysinemia 0121 £ Homocystinuria, Cb1C type )
0111 |#ERZEE MMAE Histidinemia 0122 | BREE Alkaptonuria
0112 |BEA A Methylmalonic acidemia (MMA) 0123 |[REB M SR ERE Primary Hyperoxaluria
L02 REERABER S 0
0201 |/RRZRE4 MAE Citrullinemia 0204 (iR E 2R RMRRBRCHER |Other Congenital Urea Cycle Disorders
0202 |ERMEFREEEBERTE Omithine transcarbamylase deficiency 0205 m\mﬁﬁﬁﬁ-mmnﬁm-m;\,ﬁﬁﬁﬁ Hyperamitiinefmia-Hyperammonemmia-
FE(RBF Homocitrullinuria Syndrome
0203 |7, BE R IR e & BB IR = fE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 | BT _ BB RRZIE Argininosuccinic Aciduria
TF L P 03 HftRERE o=
0301 (MFRERWE S8 ~50N8 Glycogen storage disease (type 1~type IV) 0323 | —EFERREE Trimethylaminuria
0302 |RHBHEAE - 55—TU ~ S8 RE Mucopolysaccharidoses(type | ~ type VI) 0324 |ERUE=SRESEARIE Congenital generalized Lipodystrophy
0303 |B=Em Gaucher's disease 0325 | chiERs R K BB R T i Medium-chain acyd-coenzyme Adehydrogenase
B deficiency (MCAD)
0304 |Fabry FR4E ( AT IRECEE ) Fabry Disease 0326 |/ A% B8 & B ik = fiE Pyruvate dehydrogenase deficiency
- _Di v . HlmE DR Qe g
0305 MM«%MWF%E% HREBI R G HE Niemann-Pick Disease (NP) 0327 |MB =i Cerebrotendinous Xanthomatosis
0306 |73 3BR5 N EE S| AR T Short-chain acyl-CoA dehydrogenase deficiency 0328 | E RESE R RE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B LIRMEEREE Adrenoleukodystrophy (ALD) 0329 |BARBHRTERE LR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |A5RsRE S 1L1E ARG Fatty acid oxidation defect 0330 | Z @Rz M%E Sitosterolemia
0309 |EafRfsEE S (LEE IR Sulfite oxidase deficiency 0331 |SABEESERZ E Molybdenum cofactor deficiency
0310 |BEMEREAMAE, SREEFRIE Fructose intolerance, hereditary 0332 |1EMBEEERAEE Hypophosphatasia
0311 |EREAHER (BHEE) Fucosidosis 0333 |AMmsAERBE Globoid Cell Leukodystrophy
0312 |IREMEPAERER = SE Carnitine deficiency syndrome, primary 0334 |EEERSE Barth Syndrome
0313 |MLDfE1ERF Metachromatic Leukodystrophy ( MLD ) 0335 |Betafi RS TAZ IE Beta-Ketothiolase Deficiency
. il 1] 0% i et = P , . - v .
0314 |MsEmss Mitochondrial defect 0336 anm,wuwmmmmmh HREASEBERZAE - R [( Infantile 3.:: Lysosomal Acid Lipase Deficiency
SKE (Wolman Disease) )
0315 |REiE porphyria 0337 | UHMRIEERZE Multiple Suifatase Deficiency




0316 | B AR Wilson's disease 0338 | REBRZ fE Biotinidase Deficiency
0317 |FERMSH B ME Congenital hyperlactic acidemia 0339 |BREEEER b EREE Leber hereditary optic neuropathy (LHON)
0318 |HEUMREEERBEMEMMEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 | BB ESEEERZ Transaldolase deficiency
0319 |FEFLHEMmE Galactosemia 0341 |ABEABEETAZ fiE Cerebral Creatine Deficiency
0320 |RHBESAE Mucolipidosis 0342 |MlERFHERBL B INAEERAERESEE [Thiamine Metabolism Dysfunction Syndromes
0321 (Eftik D E 7 AHREER 0343 [Shwachman-DiamondfE(#Ef Shwachman-Diamond Syndrome
0322 |k amsmEamEs MM_WMAW_&&Bﬁm-amﬁ_n_m:né_v\no_o_‘oﬁm_: syndrome
04 - INIHINEE KB
0401 | [ 14 Bl [ 384 B ) LA FiE Primary Pulmonary hemosiderosis 0406 |Holt-OramEGHE(#E¥ Holt-Oram Syndrome
, - Idiopathic or Heritable Ppulmonary Arterial Andersen EUEBB (L ENERISHE AN .
& E% M T i = |5
0402 |¥5E3 M arE S MBS B Hypertension (IPAH - HPAH) 0407 TREEE ; E T ENREER) Andersen's syndrome
0403 |Alstrom FGHEIR S Alsrtom Syndrome 0408 |2 BRI EAE Asphyxiating thoracic dystrophy
0404 |54 52 B ARTEIE Idiopathic Infantile Arterial Calcification 0409 |SF it B RE A EAEIR RS Congenital Central Hypoventilation
. Syndrome(CCHS)
0405 |FEiRAat1(L Cystic fibrosis
05 - HIEHRMRIM « » % =i
——— E LS RS - — - ——
0501 |ETHRBEMIF AT HEE Progressive intrahepatic cholestasis (PFIC) 0503 X _wn&m_rmmmmmm:ammw ERHEIEW | Congenital _qum.::m_ Cell of Cajal Hyperplasis with
BTRBEEE Neuronal Intestinal Dyspl
0502 |SeRMERERE & Al PE ik Inbon errors of bile acid synthesis 0504 |FIHI S BRAEIRES Alagille Syndrome
(g Tg e wmmwf 6, WRAMAER, « >
0601 |BRELRASAE Nephrogenic Diabetes Insipidus 0605 |BEREREBMHSEUEHER Autosomal recessive polycystic kidney disease
0602 |14t 38 @ EVEBIRL B (D (B iE X-linked hypophosphatemic rickets 0606 |BartterECHEfREE Bartter's syndrome
0603 |LoweGiEIZ#% Lowe sydrome 0607 |GitelmanECfEMERE Gitelman syndrome
0604 | EM4EMmEE Hypokalemia, familial 0608 | {BECHEIERE Alport Syndrome
. 07 IEEmEMERE -
u 2 e b <K i | 22T e 25
0701 |EERKMEER Moya moya disease 0726 %me;mmﬂ_mﬁ L L Joubert syndrome
0702 |PHiSEERB A EE Agenesis of corpus callosum 0727 Mmmmmmwmmw\_mﬁgn:mqmmﬁ (iR Pelizaeus-Merzbacher Disease
0703 | B8/ 8 1R 17 R P i Spinocerebellar ataxia(SCA) 0728 | B BB (A BT BRI NS E M sE) Kennedy Disease
0704 | T SAECEEAE Huntington disease (Huntington's chorea) 0729 | R BMIZL R BIEmE Familial Amyloidotic Polyneuropathy (FAP)
0705 |t mIbE Tuberous sclerosis (TSC) 0730 |SHEMBME 2 @R | onomenate Kinase Associated
Neurodegeneration(PKAN)
N Multiple sclerosis (MS) /Neuromyelitis Optica . .
22, 5% y 3
0706 |Z M E(LE/Z R Spectrum Disorders (NMOSD) 0731 |MoebiusfE{ES# Moebius Syndrome
0707 |ZellwegerECiE{EEE Zellweger syndrome 0732 |MclLeodfEf&E% McLeod Syndrome
0708 | B EGIE Rett syndrome 0733 |Aicardi-GoutieresfEZE# Aicardi-Goutieres Syndrome
0709 | BN AZMEE Spinal muscular atrophy(SMA) 0734 | ERIZHTEIREY Proteus Syndrome )
0710 |MenkesEiEIEES Menkes djsease 0735 |MECP2 iR fEIR S Methyl CpG binding Protein 2 Duplication Syndrom,

MECP2 Duplication Syndrome




0711 |FEMmEAIZRIF(EECEEA) Amyotrophic lateral sclerosis (ALS) 0736 |B4Bh/)\GRYEERE Cerebro-Costo-Mandibular Syndrome
0712 |E1T- BRI+ BF e P e ot IDISEgSE, CMIT (Rieredig 0737 |Dravet FER R Dravet Syndrome (DS)
Motor Sensory Neuropathy)
0713 |GM1/GM2 1R N Er fe A TR AE GM1/GM2 gangliosidosis 0738 |BEEHKIE Vanishing White Matter Disease
0714 |Lesch-NyhanEGRE{2EE Lesch-Nyhan syndrome 0739 |ERESHMAEREIE Hypomyelinating Leukodystrophy (HLD)
0715 | $tmsk St B IR R Ataxia telangiectasia 0740 |R5S EE AR AREB A 2B WO B (L s ﬂwmmws_ﬁam AAZ-gssociated neurodeg heration
0716 [ EEERZ E Sialidosis 0741 |F%-EB iR Pitt-Hopkins Syndrome
0717 |FBRMEBABURIES HH T Congenital insensitivity to pain with anhidrosis(CIPA)| 0742 |CDKL5&:Z i CDKL5 Deficiency Disorder
0718 | TR EIhAEFERIEIREE Hypothalamic dysfunction syndrome 0743 |FOXGLiEZ2% FOXG1 Syndrome
0719 |Miller DiekerfE 12 8f Miller Dieker syndrome 0744 |BetaiZfieiA & QAN 2 W& RICER Beta-Propeller _uﬁ.oﬁm_:- Associated
Neurodegeneration (BPAN)
0720 | iRt REREE Neuronal ceroid lipofuscinosis 0745 |BSE HiT B @ L maL FiE _vzmwm@_%.@”nm%ﬁa_6 Hereditary Spastic
0721 |Alexandertcim Alexander disease 0746 |oithPBE M & HHEMEE NIEEERR W_‘ﬂﬂm«wﬂw_mmmmimx-rsxma Intellectual Disability
0722 |BREERH Stiffperson syndrome 0747 |Schaaf-YangfE 1% Schaaf-Yang syndrome
gy YTy - -

0723 | emms Tyrosine hydroxylase deficiency 0748 AmmUMHXHFﬂNW 4 43R 1E 1 [TBCD gene associated neurodegenerative

BEE encephalopath
0724 |Wolfram ECHE 1R Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfiE{### Basilicata-Akhtar syndrome
0725 |EEMEE M T St Hereditary spastic Paraplegia (HSP) 0750 |EEISAE-PRAL AMAEIB 2 e Chorea-acanthocytosis

08 BERE L
0801 |BEEMRE DB IKEEE C/a5E) Hereditary epidermolysis bullosa (EB) 0809 |BREE S UIRIBIEEL Infantile systemic hyalinosis
0802 | B ABIE (B HEER) Ichthyosis, lamellar recessive 0810 |Meleda B%& Meleda disease
0803 |SMNEEIBELRRIE Ectodermal Dysplasias 0811 |DarierS9% ( EEAIGE ) Darier's disease
0804 |BIER Collodion baby 0812 [SERMEAIEATIE Dyskeratosis Congenita
0805 | B m e Harlequin ichthyosis 0813 |EBEALERTSE piffuse Non-epidarmolytic Pamoplantar
- Keratoderma type Unna-Thost
AGABSER MR BHEIME AL FE(FREFERE |Bullous Congenital Ichthyosiform Erythoderma, ]
0806 78 LB TE) Epidermolytic Hyperkeratosis 0814 [NethertonfE{&%¥ Netherton Syndrome
0807 |EF=KMAE Incontinentia pigmenti 0815 [ERUBEARBBRERRE Giant Congenital Melanocytic Nevus (GCMN)
0808 |EREE 5B LAE Oculocutaneous albinism
‘ 09 MAAE, ° &

0901 |EEMAMBEANRINFE(CEER) Hereditary cytoplasmic body myopathy 0910 | EsEBUANPAKEEE Becker Muscular Dystrophy (BMD)
0902 |REKAAZEHIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonECHE & E# Freemam-Sheldon syndrome
0903 | ZEHLE (AP RERZE S ) Central Core Disease ( Central Core Myopathy ) 0912 | H BN R B Limb-girdle muscular Dystrophy
0904 |Nemaline#rHA I Al 5 & Nemaline Rod Myopathy 0913 |ERMMKREE Congenital Muscular Dystrophy
0905 |Schwartz Jampel RAEERS Schwartz Jampel syndrome 0914 | ZHy Nz AR Multiminicore Disease
0906 |ALASEEAE Myotonic dystrophy 0915 |Emery-Dreifussil k& 1E Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |HE BN AZEHE 0916 |GNEERAREE GNE Myopathy
0908 |Al/\EwmE Myotubular myopathy 0917 | EITEEIRAEIR R Stormorken Syndrome
0909 |7 /= M Bk AN Sk = E Facioscapulohumeral muscular dystrophy
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1504 | a8 4AMasE Neuroblastoma 1507 <nw: Hippel-LindaufE#R 5 - B 1R-H Von Hippel-Lindau Disease (VHL)
EAEIRRE
B 16 MERRE
1601 |BR4F e Apert syndrome 1619 |E-#2-15 ( L ) 2R Oto-Palato-Digital syndrome
1602 |CrouzonfEfiE(#EE Crouzon Syndrome 1620 |RobinowEGIE12 Robinow Syndrome
1603 |Z&Z=-FE55RE Russell-Silver syndrome 1621 |PfeifferECAEIRRF Pfeiffer Syndrome
1604 Mmoww:m__m de Lange iR - HMEVE Cornelia de Lange syndrome 1622 |35 (I ) PEBERR Nail-Patella Syndrome
1605 |X HedriE Fragile X syndrome 1623 |CFCIEfRE* Cardiofaciocutaneous Syndrome
1606 |CHARGEJE(&R# CHARGE Syndrome 1624 |Peters-PlusyE1&8# Peters-Plus Syndrome
1607 |Aarskog-Scott ECREIR B% Aarskog-Scott syndrome 1625 |NagerfiF{&a# Nager Syndrome
1608 |Smith-Lemli-OpitzfE (&8 Smith-Lemli-Opitz syndrome 1626 | Coffin-Siris SEIERE Coffin-Siris syndrome
1609 |Bardet-Bied|FCiEIEEE Bardet-Biedl syndrome 1627 |1R45-TEIRAE(R A White-Sutton Syndrome
1610 Wmv_,mm:mmﬁA_mwﬂm__mMm-m_mwmﬁmmEﬁ:m Larsen syndrome 1628 |Ayme-GrippiEf&## Ayme-Gripp syndrome
1611 |RARZERE A Pierre Robin Syndrome 1629 | Coffin-LowryfEf& ¥ Coffin-Lowry Syndrome
1612 |Treacher CollinsECAE1RRE Treacher Collins syndrome 1630 |MyhrefE& ¥ Myhre Syndrome
1613 |ZERMBREEIRE Multiple pterygium syndrome 1631 | RARDMANAEREE Sensenbrenner Syndrome
1614 |B@ELCHE Noonan syndrome 1632 (525 - BEMEERES Keppen - Lubinsky syndrome
1615 [EEREEEMERREE (NBAR) |Costello Syndrome 1633 |Galloway-Mowat JE/&E Galloway-Mowat syndrome
1616 |Fraser CORE(RR# Fraser syndrome 1634 |Pierpont fE1&EE Pierpont syndrome
1617 |SERMR MR OB/ MW@JMNM:_BOQT_U.Bm_m-m_o_nm:.%cm L 1635 |Wiedemann-SteinerfE{Z2¥ Wiedemann-Steiner syndrome
1618 |KabukifiE{#E¥ Kabuki Syndrome
17 REMAR, % VEE Y,
1701 |Prader-WilliEGAEIZES: (/NERERL) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fEf&EE Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanfCiE&EE (IR&E D {E) Angelman syndrome (AS) B 1708 |Kleefstra fE1&EE Kleefstra Syndrome
1703 | R BRHTECIE Williams Syndrome 1709 |3kR-BHr RICIEIER Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'sfEI&E¥ (KB IATIE) DiGeorge's Syndrome 1710 |Phelan-McDermid fE{& 8% Phelan-McDermid syndrome
1706 |Rubinstein-TaybiFCHEEEE Rubinstein-Taybi syndrome
Breio ] UTEETEY 18 "HfAWAAMER o
1801 | B &S Hutchinson Gilford progeria syndrome 1809 | RMFIRIET B IEAE RS Klippel-Trenaunay syndrome
1802 |CockayneCHiE(EEE - 1l EECAEIRSEE  |Cockayne syndrome 1810 |EEM LM MEERLE Hereditary Hemorrhagic Telangiectasia
1803 ['B#) 8- L EKCAEIRR Hallermann-Streiff syndrome 1811 |Stargardt's FGHE Stargardt's disease
1804 |5 - It - BRAElRRE Tricho-hepato-enteric syndrome 1812 |SER M ImIULRE Aniridia
1805 |SeRMKEAEIRRE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos &R & 1E Kohimeier-Degos Disease
1806 |FABLEERE Werner Syndrome 1814 |IBEMSHEREE Occult Macular Dystrophy (OMD)
1808 |fiREBE AR RIEAIERE Campomelic dysplasia with autosomal sex reversal | 1815 |3RAKERMEREAE Leber Congenital Amaurosis (LCA)




