iE A

1 i
PRAF R -

MUZAFARBRALSEG &

Hoak 2 104506 6 F LB R AB205 64
AN I

T3z 1 (02)2521-0717 #181

T T4  ps32@tfrd. org. tw

RXFH D Ao EE AT E A
BXAH PERBILE6H5
BXFE D Fmak T #11407500373%
SR R 2

% B AR R

B 3402008

3 EERUEAG NDFRERELE | ¥ AL - BRAACE
? BERBRRB A EE— > FHETRBTE » 34k
TEMAR A BTHRE BRGS0
R
—CRABBACEEZERERRE > RGEMIE 120257 8
MBBES ) > YHEE NS T BEG L (FE) ph24, -
ir AREEREES ) TRAARSELS, - Ty
5 e, 'eBMLAREL ) ThARENZS, TR
%@@ﬁﬁéJ‘r$%%#ﬁﬁéJ~r$%%£ﬁ%éj‘
" RERFRE S Z+EER -
— AT HRAMN  ERPDABNRFLH Y EAL RE A4
shttps://www. tfrd. org. tw T8y 24 85 | B3 o

EAHARMNEALGRFEE iR R s 2 e BT EAH LS ~ £ EG
ER -~ BB T EAEAR EHTEREA S ML EAT A B~ AT 4
AR FETHRELER > THSE LS PACRRIE AR ~ WA A B
TMRRATLER ~ GBI AR ~ & RS L B SFIREE R & BRI
LR ~ BRI ER ~ FAT BB LR ~ & g R £ B - =R
B RILBMER S EPTHRRES - 2T HAHES - MW EAHRE
R ERBEAHFTR - EHTEAHETA - HESERHTR - LEBE %
TR 2FIMBARFTR - bRBEFLETE - BRRBBRHFTR % 2R 0F
HER ~HBETEHREETS - RIIBBAHT R SETEHALET S - AT
HEFR ERBBAHETR - B THAHEE - MM RHEIRHFTR - EE&T
BAHAR - ERBAAKLTR - SIBIHHTE - WHBREHTRE - £t
ﬁi&%%ﬁ‘%ﬁﬁi%ﬁﬁ%ﬁﬁ%ﬁ‘%*ﬁi&%%ﬁ‘%*ﬁ#i%
B ~ LT L LR T S~ BIb T B b4 B T A - B 32 Rk
FHERNAKTER - P T & PEBH G 25 B 3L AL sk 2L R 2 A
TERFBRAT SR AL BT Sk Bl ERBFHRHUFT LR B A

%

F1R #£27



Bl

e

BHAHT LK  BILYREHAMFT A B h RERHFT 2R - Bidiks
BHELK BAILSEAHUFTER BIBHSARHT 2R - 58T L X45
TR FAT ISR B EAARHBRILER - 2P T ILKAE
BB EHSARFTER BT IAE SR T B - BT I HESRH
EEK S SRTIRDBEHFTER BINETHRER  MERIATZERRS
BREZREALE MEFACKEREGRANAS G HEAAFQIETRIALS
- PERBAEEATRAMER S TERBARDG G - AEEATFERE
SoEaHY  TERBSMEEZRRET  PERBSHRMFTES HEEAT
ERBAETHRABAIHMAL G MAZALSEEREY G - HEAEAGHELE
BEEEHASL S  MEEAS—HERANAL S  EHAETERTHERTHE
PERBAKMRENDE TEAERY  FERAREERARAHE  TER
BlRE4Eme EEEBRMERIAEZEZREALSER - REBAMEEAZHK
ERLAER  REEAMAEAARERLLSER - RERBAMERASER
FrAH%w s ERARAMEEAMBRERELSER - REBRMEBEARD KRR
SRR EEEBRVEEIASLERLARR - BAMBAZABRHELTER
BERER s RIHNFEREAMELABREEER - AR REHTHNLE
BEHEEALRERLARR AT REHCHBERMBEARRASE
I~ SERABREZHCEMNERVEEARKERLEER - 6B AT REH S
EREMEEANABELEAER BRI EBREELRMBRER  FLER
e E P RRMBEE ERPERABRK -BEBEZR_FHRER - WLER
MEEAHECEXBRSER BEERAMEEABRSCRR - 20T LHS
B RLBEALMBER RAGEMEAARBER HBLBEEHAME
EANLEATEER BHABEBRMEEARRATRR  REHHFERME
EAMEER TRTERLIEERAMEZARELER - THEBEAZMRE
B PLBEREMRAER - ERAEHITETERMELAIIEER - BLA
BHEEMEEASBCEEHER  REABRMALALRABHER B
BAREBERMAER  TEBRMEEATARR  MEZARL I HEE S
AREMBTRELER SR ABRREHGHENERAMEEABRLZER &
TESEKRLELEERBEEREAIE S PREEZEREMZER 2SR - £HZE
AEIMERFFRLEMEW G AR EATEIBEGERAWE  HEEAS
BEEN T e  AEFEASENERTER bl e - AHEAZET HIR
HEM A ARE  ABEATERBNESERAM S ~HEZAGETBILA
FEERANE  ABEALE S BNEERE  AEEATERE D HFERA
EAMENe A EATERBEGNEUERBAWM T - HEEALSELEEH
BALEHE HEEASHLARBAWN T SEEARREREAYET - FER
Bl F TR ERANMEY e REEASETHERERAMEN € HEE
ALEBEREHE SEERMEFTRRBERES - HEEASEZRG G
HEAEATERBABRENREN S 8 AT % & &1 ¢ (SMAZE 478 % 53
) EEEEM TR AKEERMEN T SESTRERAH G - HHUEEE
B EEANEAER R

47% %’a

%28 #£2R



HEEARLERES T
202 £ E-+ZEERERBHELTHIE

TMEf: PUBEAZLERALS
B S AEEASHE N B H BIRES

= =
-——\;FE

LBEBMERERBALASYE - 4R - MBE T meaHEERE  THBRALSEE VK
TE RN BB ACHE R REUASATERIRABA EMER G 8H
HABhE AR B LF R EA RS E S -

= ¥R AR

(AR EMBETERERBBEZIAL TR ELARTEXREFEHRTEE (FALEBRAS
MY HAS) S5 L HTHEE —ARSE—BEATH -
(2R BRRLe B T4 ENBREFATYFRA—KR7 ¢ [BFH LSS ]
Th—4%A [eBBLELL]) TAZERZBRA -
flho @ B 112-113 £%4F [RAEGRRE4L]) F - S FRFFHHER S
g 113 5p#F [B8a e $e) S5 RFFHRLE -
(Z)XHREFHEL - A ARAREESZHET -

=~ THHEEETHENE
(=)E8HE (FR) 8hEd

© B B4 EK/ FPRIEALHE A3 2SEEaREET0 5 (48)/ TER L2
FhRER  BEPUAFHFMAER - FHEEXFANLZ(Z)ULEE - FILBEER
B4R LEE 0 BIA B RPHHE AL -

© 4% : £3+ 204 BLTHEBREKTEK > 8% 4 10,000 T -

© x4 B LPHERAIR) ~ ERETENAEEZIA/ PREASPEAZA 113 2
ZERBREE -




C):% ¢ 4.3 & -

© -

© %%

© x4

LY RGRREEZFRAL -

kB 11322 EEmasE Y0 5 ()R E/EF -

xEPm 11322 FRRARETFHE0 »(EInE -

kb (H)m 113 22 RERSETFH T 5 (S)RmE -

* REm 11322 FRaREFHI0 7 (5)RE -

xAHE 113 2R RERATFHB0 ()L -

x @b EE e 113 225 EARETFHI0 2(3)RE -

B/ 335 4 0 B A THMASERT K 8546000 1
B P 305 50 BETHAMKLEK  HEA T 0007 -

* 5P (Mo %320 4 BLTHAKTHK $£48,000 7 -
kKB £330 40 BLTRMBKRTHK - 544 10,000 T -
kA #3105 BATHALRTHK  £42 10,00 2 -

* B oAt T £33 4 0 BATRMERT K 8BE4 15000 T -
F YN E TV IRIEESS IS TV T3 S ES E S NCRE T Ok

(BEAERES

© ®4 -

© %%
© x4

HAEBRALELIRE  R4ENBA RARE HBLAETRY > i
HABBERFHRZERBA PHEEAHNE(A)RLEAEEE - FEE TR
AR R - AR L MR AR RIF R ILIEIE 0 B ARG BILIIEL BE K
e

C A5 L BATTHEARKRTE E£ 46,000 T

DS A S EEAR) - HEHAEXY (o B ETRBEAE) -

G TES LI 2

© &

© &%
© x

Bz 112~114 SRS A ZERBAR (Lo £ 555 34
Ve~ FEREBAE - EHBERE) RRASEE RO ATEMOFRFATH X
B REZES

c 345 4 BATHEBEERT A 242 6,000 T

C 2 e bR (AR AAL BN EGER R -



(R)eBLRESR

© B4 HAEHMAII3EIA1BEI4F8A3 B #LANEKRE - AEA A
FER - FERFER(CARL)ZER KK -
© £%%8 - #3100 % A THEMBERTE 828248000 T -
© Xt : ﬁﬁA¢E%M%J-%&ﬂ&zﬂiﬁuwi4uw%A&ﬁ hoE /B8 E
:‘?-/jﬁ (i‘%")"

C T & 2Ly

© B#: ?Hﬁ$lﬂlaiﬂ4$8ﬁ$a%& » SR E YRR A T RFAAMHE
HERBAFERFBE ARG 2FRBA  RHBALZRBHABERBELEZ TR
Fo & o
© %%
kBRED S RRFHEHER - AZRAREARHEEEZFRALR » #3110 & -
G4 THEBER T 81 E 46,000 T -
kHRABHLRBARIBREEZFRER £ 34 BLETHRBARKTIK B/E 4
12,000 T -
© x4 :
ka2 AP E A IR) ~ F3HAERE REZBUT T O F #15 B e BE
X2 BREAREEERARUWIESE (GEREEERM);
*ﬁ%ﬁA¢ FRAMR) - PHEALBRSELRBEABRIAREEE  FREFEER
LHARREE T A REARE R RIILEE R -

(L) ARG EEE

© B EARSPNEAE MARAULEHZBHEERRA (F4ETREL Ria
)

© 4% £33 % BLTHEMABRLE  BL4824 30,000 T Bl —REAPHE—-
AR -

© B AR HENIR) « LEB/ABEI R/ ERAMET (F—) -



(NERTAEES

© HH: BErmAzTo(RERALERGARIER  BAF BB R AFHEA -
A3 2EFElmmgTy: B 2290 5 ()Rt/#%  BaPHOL
KEA B EAES) H (AR LT FH - EEE— SRR AER— 2T
WHHM e SHSLEEY R ERFHE -

© L4 #3204 BEATHEABRKTHK 1845000 T -

Ot : 2L ¥HABK) 113 F2LERBRKE - BB AL (ko &

) -
(WERTREES

© BB FhAAXLFR(RFALLERFARLE AR AR IR R FHE -
A3 2L epams Ty B AE 0SSR E/EE > By (BOE -
KEA AR FAE0 M (B)RERTEH - FFE—LRAUEE L TR
WiE AR SEFILEEL  REERTH

© %% #3130 4% BATHMAILKTEK 8224 5,000 T -

© xtk: BLeEFABK) 113 F2LFREAGE - Aibfab] & 4ot &
AR e

(MAEHRHELES

O &R FRBEANRNL mEk -FAFE - RARGBAFEZLAREOLERS) > §AME
BB A ERO L BRCLERES T hmA A RBERS  odkE P
EmA (AN ERERE RlE P REN S B RRASEE -

© £% #3125 4(8m) 0 FELTHARBKTEK  H4(8)H54 5000 % -

© At 2 hFHEBIR) - Hibia bl 40t -

W~ FHEH

BrE A4S R E 114 £ 8 A 22 B(Z)HEUH - BHARH T LENFBTH
#oEAEEE 45 B B(A) B BB ARLIE - (REBAR)

KA L NP A 20 B2 A 8/15~8/31 & HBHuen 8 A 22 B (AR ¥
Bk o BNKE A MEASE o ERAEE -



A~ PHEAF
(—)RFESHAEEIR > H 2 A (www. tfrd. org. tw) B4 ER TR PH LA -
FAEFTFAAE » T Rem ERSEM02)2021-0717 sRAL T4 167 ~ £ R B 54k

181 -
(z)RHFA
I~ AT HE $3F& (FATEESTRARERR) ALBAEAIHRETHRAM %
KAzt o XHHEL  HFIM4 ST FLERAB 203R 64 T3t @ %
AERERALGRERBGE  J > ENEHALAER " 9352020 F
RERIBHZS | FH -

2 B P FHBRTFEMN FEABAFHNET T FHXMH E-nail

a4+ g

ik, TR o REEFRMNEAE ) AU
MAIL # X% > EHHE 5 HLl TP HHEBERATHFAL
FARVE: S AP K
MFLE BBRNAARBARLRET  WRARAFRBEAFAALRBHBLUAETF
#H X E-nail $ABAEUIREBREE -

NCERAF

(—)AGRTHARBZEREAG BT EH
(D) F EMzth  BEFLEEFE -  REABABAREAARELALAL XA ARFIELAT

T

BRI - BN AGHE DS E AR LINE BT 4 B AL BB MK
bo o GRAE A TAEN 11 A 15 B GR)R - BHL AL TRETL S - SRR H

gl

Al 'y
N
gl
o

2\ )‘i;§$1ﬁ

(Y HERAMXHLEAEHBRE > FTREXFEFINEMNEALYERIREERR > 735
AEHAGHETUARERE - FHER T FLRABZAMEAIS  FEX Mot

HEBAERBHHEN - B RLHEPHE -

(AL Z LA BREGENETES  LERFVPEARLSARZRENREHES -
(E) @b ERRLE£05 BhFEREFEHETRSCLABELRENEAEL
HIR o

(m) B F Rk EHRAE > HEARY THA ) FHKE -



s BT R

HEHEAFERERESE

#Muk - https://www. tird. org. tw/

3% 1 (02) 2521-0717 & 167 R4 K AL TER

Mail : ps02@tfird. org. tw

12 & 1 (02) 2567-3560

sk 0 104 £bH P LERAER 20 35 6 4%

 $Bh® 4 %8 LINE #&3% © https://lin. ee/LiadWnB
(TBpofeg L@ RIERR F)




N

Iiﬁuig

:F:

FRREARDEE -

HIRR B R R A

JEmat (5%) pEs
SEESY - $H - - BAKEEZE/PERIAFEH
Bl132BEEEMEE 05 (E)NCEFL LS - EfﬁuEFlnﬁ
AR - BEERA/NEE)LL_EBE - HE5125% » B8
10,0007T ©

wE
O mmERESs
13T ERERBRBEERECERRFR ©
B o i
B A

R TI900 ()L EHBE -
HET354 ¢ 888 426,0007T ©
%%E%E:Fi%oﬁ}(‘é‘)uk o
HEt25% - #2BE7,0007T ©
ERAETIg TR (L L -
HEt204 » #22498,0000T ©
IR IEELI80 R (2L E -
HET304 ¢ 2885210,0007T °
i@ A0 (B E -
Ll HEH10% - #8E8410,0007T ©
- A0 (=L E -
el HET3% 0 #8881 5,0007T °

3ﬂﬁﬁﬁﬁ$ﬁ
FEEERn g SR EmE » BANEMHEA - RERS - 15
ZEMERY  THEARBREEZFRAL - HEEEES
INE(ELL BB o HET45R 0 #8B$6,000TT ©
2 EESNEERESR LR SEEAEBEETEHE
HEHBTE o TSR SIEE A B R -
4 pyrEges
BREBAER 12~ 1ERBARFRBZERRBL (40 &
BEE - BAIE  ERE(E - EEMREHE)  TREEE
4 o HET4557 - #EE26,000TT ©
2 FEEAEENARERERREAERNGEEZES -

P 4

BAERBFERERRELRE - WELAFEENG
KiFgEE (ERERRAGHENEFEAT) °

BN EZERAsAIS R ERESR 1 1458 H 22 B(R)#LEWHE -
ERAEEHARSEE 14F0B5H (R Bl
T2 o (LIEEAE)

= PR

X B #

-

FIBDS)

5 & A 1) £

RERMFERERBEERE - 78 - REFHEEMBERR
HERRERENE EENRE - FEECHEER - HELBS
S HEBRB RS A  EMED BBMEABRER - Eitt

5 epmenss
MAEHIR A113F9 A1 HE114F8 831 BHE LEIRSIME XA
2T - BRES BERES (2800 E) ZFR
Ak o 504 - 4282-£8,0007T ©

6 metenss
P13 E1 B1BE 11458831 HEAR » 20002 #sA T
HUiSHERASEMR - ABRRERZHEE EEE - SiHEEE
BREFEZIREY 7 ZRRE - TIREESEAE -
¥R BB ERAE R - AR REREHNHE ZEE
# . H3t10% 0 BIES6,0007T ©
HE A B BRI R R A 2 0 HET3R 0 BB 12,000TT -

/ Bmteses
ZEIIHEABL PR EHERRRE (TE2EHTH
BERERES)  A—BRKE Bt #1) LEE—
R o HET3HE » #822$30,0007T ©

8 epzunes
ERAR TRRIERZDBEMERIRER - AAEE-LH
BREEEESE - 132 BFEEMETIEE/ NEZ0ME)
LIHBES - BEFEE - ABE ~ BETEEoMELE
BIRIEAEE - —RBIRA LB —& T XEBEAR - BESILHE
15 INEEERGE - #5204 BB $5,0007T °

O epsrues
EEmRAZFEEERRBENBRNER  AATEER
EHERSEE o 1132 B EEEMETIE/ I EEZI0NE)
Ll EAEE  BEh(g)E - ABE - ST EE 0@ E
ENAIEEEE - —BREUME— S F EHREAR - BEAILE
I8 INEEEEGE o #5308 © $28485,0007T ©

] 0 gaprees _
ERRENEZ BE - RE - BARREAGTEEREER
BEEAL)  BEBIREREERAL  BRRREHSERE -
HAEESHERR @ (HEBREERR(E) L LR
. BfREENIES  AIRTESS - £5125%(30) ' &
HZ(FE)#EE 45,0007 °

EE DA k $EEHE 2 5 HLINEIRSE
https://lin.ee/Lia4dWnB

U NSRS S d FHEEID : @114Igbwp
( IENeS4E BN AE)

A4k © https://www.tfrd.org.tw/

TEE 1 (02)2521-071785167 AREFEIL LA

Mail - psQ2@tfrd.org.tw

{8E : (02)2567-3560

! b5 23]

1045 dtmAILEEEE 2055612

b




FRERESZR

FRERBERMR (202582 5R )

01 - REH/AHEREES

0101 | HEREEE Phenylketouria(PKU) 0113 |E/LFEME Isovaleric academia (IVA)
0102 |= Ml MIE Homocystinuria 0114 |FIRg M E Propionic acidemia (PA)
0103 |EEM e REiRRE MAE Hereditary tyrosinemia 0115 |[EBEFRRYE - 88— — Glutaric aciduria type |, Il
(L \ﬂmq # . .
0104 |= P ME Methionine adenosyltransferase deficiency (MET) 0116 m.ﬂw RN E:k ( BT 3-Hydroxy-3-methyl-glutaric acidemia
0105 |1& 8 bR E Maple syrup urine disease (MSUD) 0117 (=FEECHRHBAR(CERRZ A 3-Methylcrotony-CoA carboxylase deficiency
0106 |3EER & H IRES ME Nonketotic hyperglycinemia 0118 |Z M HLIBRE E Multiple carboxylase deficiency
0107 |hf% s miE Cystinosis 0119 |= FizlE M1E Hyperprolinemia
0108 |#FAFRfE- PO BEIR0S R AF Phenylketonuria-Tetrahydrobiopterin deficiency 0120 |FEEL-REMERE SRS E Aromatic L-amino acid decarboxylase deficiency
=5 e ; . . ERETA 8 MYEHF = P IZ RS MAE(Cb1 C [Cobalamin C Defect (Methylmalonic Aciduria and
0110 |E Brpz RS M YE Hyperlysinemia 0121 ) Homocystinuria, Cb1C type )
0111 |48 heff M AE Histidinemia 0122 |BRAE Alkaptonuria
0112 |BREATHMIE Methylmalonic acidemia (MMA) 0123 |[REE= S RE B R IE Primary Hyperoxaluria
02 - REBEAHHEE

0201 | &g M iE Citrullinemia 0204 |Efth R n 7 e R R ERRLHIER |Other Congenital Urea Cycle Disorders

=3 e = \ |\_M_! B T T o [ B N
0202 |Shzft SPREEEBREAZE Omithine transcarbamylase deficiency 0205 E_mmw@mﬁm AL AR BB I%mﬂo.ﬁ:_ﬁr._:ma_m MY pErE e

REIZ RS Homocitrullinuria Syndrome
0203 |Z Faziizi & e tA = i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |#ERgT BB R ZE Argininosuccinic Aciduria

03 - HtUHEE

0301 |FTEEFETERE - £ — B~ FE M5 Glycogen storage disease (type I~type IV) 0323 | =P EMERE Trimethylaminuria
0302 |FhZEMRSE - 5—B ~ R E Mucopolysaccharidoses(type | ~ type VI) 0324 | AMEBIRE=EETEE Congenital generalized Lipodystrophy
0303 |BEBEIE Gaucher's disease 0325 | SRR T Zm.%.cB-nrmS BCy]-Loenagme Adehydragenase
deficiency (MCAD)
0304 |Fabry B (EHIREE ) Fabry Disease 0326 |/ K& &8 i & s ik = JiE Pyruvate dehydrogenase deficiency
. i J L Wk B D O fehge, ;
0305 W_wmaﬂmwjﬁvarmmm PRIt Niemann-Pick Disease (NP) 0327 |MefEt SEEaE Cerebrotendinous Xanthomatosis
0306 |F#EAsAn il = EREGR = iE Short-chain acyl-CoA dehydrogenase deficiency 0328 |IEMEREDEREERRE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B LRI ERBIE Adrenoleukodystrophy (ALD) 0329 mmﬁﬂaunw%mﬁ,ﬁm%m Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |FEFrEE |1E1E LA Fatty acid oxidation defect 0330 |2 E&ZMmE Sitosterolemia
0309 (SRt E bR Sulfite oxidase deficiency 0331 |SHEERBERZ IF Molybdenum cofactor deficiency
0310 |EEM RIETMAE, RERE Fructose intolerance, hereditary 0332 |1ERIRE RR G fiE Hypophosphatasia
0311 | =& HES (HEE) Fucosidosis 0333 |ERAMEIE R B RERE Globoid Cell Leukodystrophy
0312 |[REMERBmERZE Carnitine deficiency syndrome, primary 0334 |EEEES Barth Syndrome
0313 [MLDyE{#EY Metachromatic Leukodystrophy ( MLD ) 0335 |Betalit B EE &~ = i Beta-Ketothiolase Deficiency
B £3 77U 358 fils B2 At ok IS BT i = . = - W e
0314 | Mitsekicrdnal dateet 0336 Wmm_uu&mmhmww hRInRBEAZ ME - MM |( Infantile ﬁ:.: Lysosomal Acid Lipase Deficiency
SEE (Wolman Disease) )
0315 |4&8aE porphyria 0337 |Z B MM IR A I Multiple Sulfatase Deficiency
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0711

W E R =B (CEGIEA)

Amyotrophic lateral sclerosis (ALS)

0736

AERn/\ERTE 1R BF

Cerebro-Costo-Mandibular Syndrome

G2

-7 -1 BT

Charcot Marie Tooth Disease, CMT (Hereditary
Motor Sensory Neuropathy)

0737

Dravet fiE{#E$

Dravet Syndrome (DS)

0713 |GM1/GM 2B 48 B £ IS RATEIE GM1/GM2 gangliosidosis 0738 |féH EHEE Vanishing White Matter Disease
0714 |Lesch-NyhanfiE 7R Lesch-Nyhan syndrome 0739 |EfEsisE EREE Hypomyelinating Leukodystrophy (HLD)
Phospholi A2- iated d ation
0715 |HBELBM M ERREIER Ataxia telangiectasia 0740 |Whha B HERERE A 2R i 2 1R EE B lR %_.wm_mv e
0716 |MBEEERGAZ AE Sialidosis 0741 |FEf-EB R E IR Pitt-Hopkins Syndrome
0717 |FE R MR BURCAE & H#TIE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 |CDKL5#RZ fE CDKL5 Deficiency Disorder
0718 | TR L INEEFE BEE(7 RS Hypothalamic dysfunction syndrome 0743 |FOXGLfEEES FOXG1 Syndrome
’ : ; . ; . Beta-Propeller Protein- Associated
) T & 4T = =y
0719 |Miller DiekerfEiE 8 Miller Dieker syndrome 0744 |Betat@heth 2 B 68 B W ESELETR Neurodegeneration (BPAN)
0720 | s o 14 DR B E e Mauranal esreid ipsiusdiiosis 0745 | S5 b T IIBE MR At r:MWmeMWmm.mhmmvwmmm_as@ FiEteditany Seastie
0721 |AlexanderEGiH Alexander disease 0746 |odthtPEE M S 0 B E 1 IR E (=5 M@ﬂﬂ”ﬂw_mwmmgmx-::_&a Inkciegtial Bisaniiy
0722 |ERSE(REY Stiffperson syndrome 0747 |Schaaf-YangfE1&#¥ Schaaf-Yang syndrome
Qﬂ.mmm;wﬁ ¥l % ] W | H 1

0723 |Benems i Lmar= Tyrosine hydroxylase deficiency 0748 memwm.\ﬂﬂ Bl 2 3R L [ TBCD gene associated neurodegenerative

i s 422 encephalopath
0724 |WolframECIE1E# Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfEiz 8% Basilicata-Akhtar syndrome
0725 [EEMEEM T Sz Hereditary spastic Paraplegia (HSP) 0750 | FFEEAE-MALAARIB 2 E Chorea-acanthocytosis

08 - HIERE
0801 |E{EM R 7 BN KEBIE (RIRIEE) Hereditary epidermolysis bullosa (EB) 0809 (225 HI 2 S I IS £ Infantile systemic hyalinosis
0802 |EriA GBI (BB EEY) Ichthyosis, lamellar recessive 0810 |Meleda B7& Meleda disease
0803 |MEE AL LR Ectodermal Dysplasias 0811 |Darierf&f ( EEALIE) Darier's disease
0804 |REES Collodion baby 0812 |ERMAIEAESE Dyskeratosis Congenita
0805 |MEeasi® Harlequin ichthyosis 0813 |H BB E S LERDE s Nonsspiaernmalil Balmaplantsr
Keratoderma type Unna-Thost
HGRBIT R B BER AL EE(RE % |Bullous Congenital Ichthyosiform Erythoderma, —
0806 i £ 3B ) Epidermolytic Hyperkeratosis 0814 |NethertonfE{ER¥ Netherton Syndrome
0807 |BZELMIE Incontinentia pigmenti 0815 |SEAMEXRILERERE Giant Congenital Melanocytic Nevus (GCMN)
0808 |RIERBELE Oculocutaneous albinism
09 - AAIFRE:

0901 [EEMAmBENENESOEEE) Hereditary cytoplasmic body myopathy 0910 [BE=EMAKERE Becker Muscular Dystrophy (BMD)
0902 |EEEHAZEmRIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldontCiE1EES Freemam-Sheldon syndrome
0903 | LB Z2ALSE (AP SRENZEF ) Central Core Disease ( Central Core Myopathy ) 0912 | B AR EE Limb-girdle muscular Dystrophy
0904 [Nemaline#z Ak Al A fmE Nemaline Rod Myopathy 0913 | RMAEERE Congenital Muscular Dystrophy
0905 [Schwartz Jampel EGiE {5 8% Schwartz Jampel syndrome 0914 |Z sz LR Multiminicore Disease
0906 (APys&E fiE Myotonic dystrophy 0915 |Emery-Dreifussill k& iE Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |EiE N HELRE 0916 |GNEE IR 5 GNE Myopathy
0908 |Al/NEmeE Myotubular myopathy 0917 SEFEEEARE(2EE Stormorken Syndrome
0909 |m /S BE AL &= AE Facioscapulohumeral muscular dystrophy
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16 - SMREE

1601 | B CHE Apert syndrome 1618 |KabukifE1ZEF Kabuki Syndrome
1602 |Crouzon(GHE{=E$ Crouzon Syndrome 1619 |H-#5-15 ( 0k ) fEER Oto-Palato-Digital syndrome
1603 |#&=-FHIE Russell-Silver syndrome 1620 |Robinow G iE{##f Robinow Syndrome
1604 MWMMm__m de LangeiSiteels « TMERIT | orali sl anE synidions 1621 |PfeifferEEizas Pfeiffer Syndrome
1605 X MEirfE Fragile X syndrome 1622 |f&8 (5L ) PEBIEIRERE Nail-Patella Syndrome
1606 |CHARGEZE{ZE CHARGE Syndrome 1623 |CFCHEMER# Cardiofaciocutaneous Syndrome
1607 |Aarskog-ScottFoiE{=EE Aarskog-Scott syndrome 1624 |Peters-PlusfEERE Peters-Plus Syndrome
1608 |Smith-Lemli-OpitzfE1£ 7% Smith-Lemli-Opitz syndrome 1625 |NagerfE{z 8% Nager Syndrome
1609 |Bardet-Bied|FGiE {EAF Bardet-Bied| syndrome 1626 |Coffin-Siris fEFE Coffin-Siris syndrome
1610 WM senlS AR -SSR RO [ on syndrame 1627 |Imts-ngtEm g White-Sutton Syndrome
1611 (&S K Pierre Robin Syndrome 1628 |Ayme-GrippfE{£EE Ayme-Gripp syndrome
1612 |Treacher CollinsEGfE %5 Treacher Collins syndrome 1629 |Coffin-LowryfEi#as Coffin-Lowry Syndrome
1613 |Z 4B RIS GEIRES Multiple pterygium syndrome 1630 |MyhrefE{EEf Myhre Syndrome
1614 |E5EEKE Noonan syndrome 1631 | AN EIEEE Sensenbrenner Syndrome
1615 |eHRiE REM ELMRBIE (N AJE)  |Costello Syndrome 1632 |%F - BEHEFE R Keppen - Lubinsky syndrome
1616 |Fraser ECE(ZEET Fraser syndrome 1633 |Galloway-Mowat fE{&E% Galloway-Mowat syndrome
1617 |4 T4 2 05 08 O 3 e mh\msﬂﬂwﬂﬂwr_gOm_m‘vSm_.m-mU_nm:%_._m_3<mBCm
17 - BREEE
1701 |Prader-WilliEGEEIZEE (/\BERLF)) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fiE{# 8% Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanRIEIZER (R &I lB) Angelman syndrome (AS) 1708 |Kleefstra fEZEE Kleefstra Syndrome
1703 |EiBRENEGIE Williams Syndrome 1709 [XF=E-BH L REEET Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'siE{#EF (K BAEIE) DiGeorge's Syndrome 1710 |Phelan-McDermid fEfz=#% Phelan-McDermid syndrome

1706

Rubinstein-TaybiFCfE123%

Rubinstein-Taybi syndrome

18 ~ Eftt 3 s RRRER

1801 |B=&¥E Hutchinson Gilford progeria syndrome 1809 | R ARSI AR R ES Klippel-Trenaunay syndrome

1802 [CockayneCfEIZEY - fUSlEKEIZEE |Cockayne syndrome 1810 |dE{E 14 H it M EIER i Hereditary Hemorrhagic Telangiectasia
1803 [[BE)E-PEMR K LEIZE Hallermann-Streiff syndrome 1811 |Stargardt's Fo¥E Stargardt's disease

1804 |5 - BT - IiEizss Tricho-hepato-enteric syndrome 1812 |eRMmILE Aniridia

1805 |Fe R M KR E1EEE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos & 1E Kohlmeier-Degos Disease

1806 |M AR EE Werner Syndrome 1814 |BEEMESMEEERE Occult Macular Dystrophy (OMD)

1808 |feissE E R AR Campomelic dysplasia with autosomal sex reversal | 1815 |FAE LR BB Leber Congenital Amaurosis (LCA)
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