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. B/ )\EEEFE T (Lysosomal Storage Disease, LSD)
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BINBREEE—ERANEBARSERNEKBRERATENRE Bl
EREBIRVS/EREEEENBTT3E R4 %K R1/5,000-10,0000
BIERBESETRAERREGENBRRZVARINEE  EEMH - BED
HDMENHYRBEBNEA - EMEBSOMIR  BEEEDEE BE
REREZHR TIEEEARBEBRE ERRAURBHERAZAIFKT -
l%]W%ﬁﬁ%iﬁ%fﬁ%i?ﬁﬂjﬂﬁﬁﬁﬁﬁééiﬁﬁﬁﬁi‘cﬂﬁ H I BB ERRERE
EEMURBUAEZEZZNERIEN EREEEBVNEEHEREE
iR - 28/ B RETEIE TR M AT &L BERRIEE 2 & -

ABEBKAE (Pompe disease)

BRNEXBANEBERRVES "R RENEREEARRZRIEAS
FEE B8 (acid- a-glucosidase) * {E/SAT B AR D BEMITEIER - EMF
E31RevIIRE - BRI T EHHBRRURAKE  HRIREKBEE
MEGREGN AEENKERANSERRNERERNLIRAER
R EhBIEHRR L RIEX - REVAPFED  SRIBK - [FREE
FREZAAIRERRIR  ARNRRRIBINE—FILROBIFRRIE
Rt RFEFERRFPOFRIFEER HEERIGMBNNER - RBLERK
ERERIE FRARABERRK JREMREMOERFMAEIEIE
RIFFITRESS - —RMS  LERIBRIFNFCRR - AERERR(LEVIE
FRERE-



AETIGETE (Fabry disease)

BMIRRERRFILEEBR (a-galactosidase) BRTRIE ﬁ?ﬂﬁmﬂeg

(globotriaosylceramide) AR H  RAEZHTSMIRD - SHBE
RENEZE -BRAFNERMUMRXEEE L A HBUENZESR Ko
RUBREMROEEELBEMENEES SIEORRINER WRIEES
SRR BiE - ISMERE - SR BBRIREQER EE O SR=
BT HERIR o

>
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S EAE (Gaucher disease)

S NEBRERAB/NEIRZEBRBISEISEE R (B -glucocerebrosidase){E
SEABNENEBEISEE(glucosylceramide) AR D EEMIFIE RS -
ZETREERIRRZETEMEEEEBENDEE -SESRERETD
R=T F-RERBHREX  S8EE B BAERKRPIESIER
o BRI BRIM I TR ASEBRASHIRENR  RIZDRR
{EMRHT - =B RIBISM IS TTRE R - XVEMBR Z B3R - AEA LU R
XA ZEREBRISISRIL  WRKEEREN BT SHBERRERMEMEIC -
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AFEZBESRE (Mucopolysaccharidosis, MPS)

HTWERBRARER NE -RE R RERSFEZHEMBOERMSD
HETBER—RBAEXRUERFERRR HERNREREARRESEA
RZERBDROBNE—REER SUHDED T ZHERTHRPHE
B EMBEENFFZR/ERE - BREDBENKE XD %l?‘.‘:lf&(’



’H%jtﬁﬂ}iwﬁﬁﬂk BIEEZWVBHRE  RROVKE - B8 BIE AR
BHEAEFMIRBLIRER WX HRIFARNINEEASIEEMN - NG L

EUEAI&’@% =8 SREE EEEE -BASE BREX-TMF BT
i~ BRA# - BR/0\F  ERSBEIREH | S EER  FREX it
ERRERBUR  REBRES BLRINHIBERS EETBREER
FBEEE - U LERERBR SR ZVEERRMBAER  BFF
SEEFEIEIIMZERIL -

HTBEBRIYDR/TELRE BRPRERAND BILL&RR EEE&FEE?E
BINAAER - WERRIEBEREANKXSABRECERITER RBHEZE
FHBRMBRILES HIMES TR ;@&EJI‘I%E?%‘EED"@

B HBUROERMRXRERE L B FARRZRER/BIE  HEmS
RS-

FEE  LeRERKENSEERL%R1/50,000 - IF 3R EE R RAENRAER
#9431/30,000 ; ARG AMIGECAESE 2 £1/51/40,000 O @B A Im EGAE 3%
HRE 11,500 SBRAEZEEL/R1/50,000 c DS EAIZERL
E31/50,000-1/100,000 K% o

$ESRFRASMRRE MERRERATRENDE BRSERNE
BP0 S S BROVEE TR - B FT A SREBPS BV SR IO IE R - TIARIEIR
SERFANE BEIRSEBABETETER - BHEREEBER
RS - SETLENERHT A REFBP LRSI FBEN BIRBARAE BRRE
S RRTAED -
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B\ RIRIEERZE LA
® (5 RAEAR SIS

® RIRERRIZDHT

® “E{LiBfROHT

o MFEERRAH WD

® RERREGFBRZERDHT

BINERBIELGE

BRI\ ERIRIELZ BRI DR

o "EMERR .

o "EFHBIRTSAE,

O BEFRENEEL ) (Enzyme Replacement Therapy)

Hop "BERBNEEA BRrEAR  BBKE VATKRKE - SSKE 36
DWIESE B F R FORUARFNREZRE  BriELEYSINL
BESBASERTREY  WESERGNY CRABEYILICE B
BIA/NERBAE Z BRI E Z 3 HS KB AR 2K IR - BRK L EIREE
H  SRBRRIEEEAD EERBRRBRERE LEBMER  (DER
REBRIRIBHRSEBERILIZEE R EBBEBE5TE - ALt L EF
BB ERHLEREZBRABIRNEMPERCE  DRERBRLIRAIO
BZHEERE-
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LBRERSRREIRTIE
(Severe Combined Immunodeficiency, SCID)

BRIREIT
BRERSHRARRSERE—HBERNTXRERERRREAER EER
ReRBEIVEMEI MR - RERFENEEERERE - MIEEHE
BRERERE SRINLUEE  SHEELERZR —FARFXT - MARRER
INRER FELERERERD At XBRERESE -BRELRER LR
RBPRECL A B R RGRLLE TR EEREEEEN - 82010
Fitt  EECKIIBERRIIAF £ RERRRBE LD o

BaiEtEREBEZHE LKLV /A1/66,000-1/80,000 c ERBEM0FE L
NERANBENREFERBH EEEAMMKEERER MBAEEA!
REMEE SHEBRBEFEEBEREL

f/ 1 5E SEER AR RE R I 2 BRAE
MERGRERMEIRERSEBRRZERBIVGE  ERHERA
SRARRBRNHE SHEER—RITERMEERERITENR 5
BEXRRSERABRBMETRR - S ELBEMRKEMR - 5HIIENER
ERERPLHEPTBENSREHS  SRRFNERRE - 2EE £

REEMMEGRENR FYREERBEEED(BEFNE ORI\
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BRBIRZIELBELN

BRiBRERSHRRRSENBELT ToK:

o "TEARIERE

o 'SEERENIET MR RAE

o 'BRHREL, (REBRIIRE)

® " EHREEE

GREFHZE  BURBIRIEETRIR RS R U RPEZ ST
RN EEFMEFHREE - BRREREMm75-90% 2 AR ZIAUMINE
& BEEEGSEBARNNES  BEXRAS FERGENE ER
FEAEZBPHRINEMPHEE  DBRERBLIRATIOE HEEIE-

I EYPREGIRZAE (Biotinidase deficiency, BD)
ISBELENITR (free biotin) REERDIEAILER (carboxylase) EITIEE &L
B RKIEEMKEEBMEZENMDS EMRESLBABRSE K8
EOLEPBAHRENRIZE (biocytin) » ¥ REE (biotinidase) BTG ED
RIRBE DR RISREAR RS - MERDIS B LW REHERTHAE o
EMFRBRZESERNEBRAEMRBBREERIE  EEIREABN
NREMR SHEMBEHK RERAHEBERENESE  SRIEERE
SETRBE 8 - BlaIae B IR ABRIRAE
KEMFREBNBERISERZIR A RRR D RTEE IR ZAE (profound deficiency)
ERER D R ZAE (partial deficiency)
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A REFIRZIE (profound deficiency):

EHEERIERN10% RARBEAABEEEZ=EX EREFETEELE—
EPRF10RE(ERR)ATFTHRTEELERERR) - BESHIRER

APIRADET (LR E B2 TRE BEKE - REP B8 DIRER
R BREESHE KEMROBERUBHANSELIENR BEER
EEZ0R SOETRRNEE  SRITER MR HEEX BHIER ST
EEEE S T BICE {0 FEMROVEREREMBITIREE o

S YREGEMELD TR Z (partial deficiency):
SEMERIEFE10%-30% FiSIRNEMRREM BEERELER SR
RESEBERBHSHR JREFARIRRNDET HEZ REEFERK-

EEEF T

ArREBRIAAMERERRIEES BER(B70 ERMIRE=REeiE L-
EX0#858 100 B LHYERZEE R ELLE E IS EWFREE (biotinidase)d)
TDRER SRR ©

RIBSUFREMRBIRZIENEGRBR  BERLOT:

SEEEYREE FRZE(profound deficiency) & 1:137,400

D E YR ES FRZAE (partial deficiency) & 1:110,000
CHMBEREFEZRNA 1:61,000

EEXEGT T 3

34 AR R R T SHIRFTIR IS B IRIRES - T LW RBE R
SRR © BN RIBB T B I — AR A AT IR S B T SB 06
B RE S BRABISTORTER  BH £ 2 BB MR RE - I8
ERHTAE STER IR LS I B N B RHE  BIRRESEVESRRITRAY -
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BEODAORENT LRASHENEERRSRRTE - BSRA
HEVT RS AR BRE  EHRREDEOER  BERBS
HRENRE BERWEVHECSE URVEER TEBBEN
EREENE RARBASE THEERRHBE BHHIRA
ISFE ERHEE—B8E BERLNE FERENRERITE
EFRER AL LR RIREEE - 1t RERIEOR MRS LR
Y RRIER S o

4 RZRHPIKEE

(Duchenne muscular dystrophy, DMD)

E3E5h

REZCAEILEIE(Duchenne muscular dystrophy, DMD)FEZ2BRIHIX
R LoD BEREEZRE  SHRABEB(dystrophin)iRZ ' WEBAR
AEIHRRPEEN D FZ—  RZIFIIZEM IR TTEE M - SENAN R
AR = HE I,

BE=[IEER K2 MEFRERIEZURAER  BRABEBFESERER
iR #U3-58% 0% FIS BB ABPRMNER  BSEBRIKERE L TEBRA
1205 ; ¥9%10-125% » RIREAESNHISIL - FE2IRmAF EAENSHEALR ; 2 RA8I
RAIFRENPIZERINAE ST RN  F2 RS B2RAVBER
IRESHENT - WU EEISABERTRSE SN SLHIREMANRE
TERNBR BRE 2 iR R IRTE
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B EREEE£V431:3,000-1:6,000

BRI TS BEERRESHBREE OSTRIGRERLRS) LEE
ENEAFTEBIBLER B FRERE L FRIEES TR 275
ERABCEBEE FOA ERENBRARIE -

#14E SERRTUS HSNB BRI R BIE - 6875 B IRIRIF PHLE
BUEHES (CK-MM) S - HLAELALESES (Ck-MM) SIRERE - T
B IRERFBAE  BRERSBRABSTETER - BHERHIM
ERPRAEARES - SETIRDERHT 4 SAERARCP L SUES OB I ) BEIR B RTING » B3R
RSB G -

T 5% 52 &7 5 2\

1. ERPRAEARETS

2. RI& P RIRIEDHT
3.DMD BERDHT

4. At H



).B LIRIEBERENE

(Adrenoleukodystrophy * &8 ALD)
BLIRIEBEXEAE (Adrenoleukodystrophy * &l ALD) EEREHAIARX
PBEE 2 ABCD] (ATP-binding cassette, sub-family D)E K 3& 4284t
SRR ABEIC\EE (peroxisome) A X 81 48 £= 88 88 70 1 AS AH B2
(very long-chain fatty acids’ %8 VLCFA {0 C24 % C26 IinsBEASEHEL) - &
M VLCFA AEMREXIKOENB LIRRE  REKHIERROVEEHES
Ih BRI SIS EINRE - (EIF PIEPICSE R ERE(L

IR IR EARNR TR @ RARREUMEE DKL - IREL R E BT RER

MR Ko RBIERE:

1.8 I IR BB AR E BY(Adrenomyeloneuropathy 558 AMN)
KSR ALD {B36940-45%  $5381120-405% * TERIDEBEELEE T
i WEE=SBIREEE - =5 FEN  BEAEHIFBHNFIRR - $110%E
20%8E% - ERISELEVEIL - BERENRBA  TRAKREERE  URIEE
FTEXRAEREREM

20588t (cerebral ALD)

(1)52E AHEE (Childhood Cerebral ALD - f&§#E% CCALD)

¥UMEETB ALD BE6935% * FITESE10R 0GR S ERREOIMISER -
MHRRESBBREER IR NRE - IRERRBRNER  BERIEDLIRE
R EEEIER  BERBRER2-3EARBETIRRIL  F LK
EBERESREN BEEBREM
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(2)BLFEAIEE
HMEPTE ALD B&EBI4%-7% KV 10E205% 5%  IEAREAREKE
BARLL-
(3)MAKPETY
HUEPAT ALD & 092%-5% » KITE2 15514387  AEAREL R E AKSEYABIL -
3. B4 [GK(Addison Disease)
B LERIDAEIRS  REREMBIES  RED ERAK BERK I
BAARRREVIR0L -
4. T ESSHEHEREEBY (Female Symptomatic Heterozygote)
NBR0%TUMFREZTEETEL0-50REORBERBRABEMEY
AMN-likefEfk o

RIBERE D INIRET - SIEERE95EA2R%D1:14,000-1: 35,000+ 0 L34
ESFERBGIEEFRENS1:7,000-1: 17,0000
1. BBV B(Lorenzo's 0il) : SBAREBFSAHEL - TLUBIKERBASEK
VLCFA » BRI REIR ISR VER  JERIZRRREBRE - $H
ERELENPIERERNEESAEGENR -
2. BEBEHTSORE  HRERB LIRDEERRMEREIRMIEAEMREZ
IR B EEENERIE  HIRBRBAPIEEMR BB RIEBEAK
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3.BRERE  HNARRREHBREIREEWEMTEMRNBESR KL RAIR
IR ETER  BHRETHRMSIERNBESR U REHRAEHE
BiE: WeRHAESRFMNERILSTELERR BRI RRBEIT
CTRERE -

FERGREIMRREIB LREBBEXREE  BEHEARASERABE
HEMBRE SARBIEMBRESRERE MEERERMBR
i AR R SEBRABEMETRE - ST L BB ERRAEARES 5811
BNERZT 4 SBERE P LN S PTE IR T B FT BB IS - SR RIFOVEE R
1. BRPRAE AR ETAS

2.RIRERRIERDHT

3.ABCD1 BERDHT

4. [SERE IS ETE
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