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(Severe Combined Immunodeficiency, SCID)

BEESYRERCEREHFRNEX I RERRBEER SERH
PREDEMBNHE -RERBENEEEETRE MoEEtEREN
E}EEE?& FEXRIEE SHEEHEE—FAKT - RAERENIF
BEE BEEERRERP AUENEAREEE -DREREMNLERFEE
EREAEE - A ARG LR TR BANCRENEEEN -B2010FE
EECRILRERIIANESHEERBE 2P -

BRiAGEABZENTEEER1/66,000~1/80,000- EXBEELM0FEL £
HERMEEFANSEEREM - BERIARTES SHEHVEERT
RiEmENMERS E -
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EALTERONE  ENERR— RIS ERERAENN B

RESHERARSTETERG - SERBEMIRMRER - BIIENEME
SeER PO S E IR P R T B R B E - SRRIFVERERED - R8BI ERE
ESEmRENN BYREEEESEREEEFNE ORI TRESR
B ORERKRSED) HEGEESHRERBTERE LR EEsuns
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BN ESME @RS DR EETT5~00% ) FE RTINS
% BORRGSERAMNES SEEAE- HERGANSH 2
RS AT ER R ETE AR N ERS LR R IDE S
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(Spinal muscular atrophy * SMA)
TEREHRSMN ZERE - BUEEEILME (BEWET) B SR
AR R SR —EE L eI B SR - SMAR BRIt 57 85250
FESNBRBER BEENREEE RHEBAHESHEEEIM-
RBFENRREETAANE BHEENF—LSMABSBELEES
MR BF I ERRH2SNENETRIED BEESHRIVERE
HE% ASUESSE2EARIFRSIBMHILE - $-REERBN5HE
B RORETE SSERRERNRS URRLFENAES B
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34 PSR E RN A BEN BT E RGNS ESMN EEREN DR
EFBE  ESMNI ZRHEASTRERERFBNE SRERSES
ABIE TR TS -
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BrRIRFR LD EHTaRHERRERE - E2016 FEXEFDABEE
BEmIGREEY) £ S 201 TE PR EBRTERE - #IBaEE B R
AEREFE - BAEEBSMABTHE - R T EHESIHERIRE - LUEASMA
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AEHERVASISMN ER#BH I RERREREE SR EEHEA
FEHBIE - LB RERAFSXNBRIAERESSE  SIMBOXNZE
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IEMEFRFRZIEE (Biotinidase deficiency, BD)
IEREEYISE (free biotin) REBAZEHHE 88 (carboxylase) EITEEE-EH8
E-EKIESUMAHEREENA T - EYFEEELBUERKSER  WTRAE
B S o BN S A E ¥ SR R B (biocytin) - £ R G (biotinidase) QTG £ R
[REE B DR RIGE (free) MR M REEYWREEIDEE-

EWERBERESESEEREALDFE B BRTEREA ESIREBEERY
FEEYE: SREMESH - REARCHEEENENER SXRICERE
ZETRESEE Ao L IRERIRIE
HEMREHERTHRZWNRITRERTHTEIRZ(profound
deficiency) i3k Z (partial deficiency)

EMER T2 iR Z (profound deficiency) :

EMHERERN10%  MARRBEAAEEMER A RRIFMOEEEE—
ERE10EME(FRAABSSHEDEAEECER(GRRE) ERBNREGEE
SESHRME - AAEDET  [FRE R B R EEEE RS
EE -CHEEL - -ZSEEHESHE EEYEAERO BTN EE BT
i BERRLESHE SVFEARRNES ERAE[/MNRNEEE
HERBEEREERETESER BPEVNENEEHRERBITIRE -

EYFREEBMEN DR = (partial deficiency):
EMERIERAN0%~30%  FISIRAERRER BEEESEER SHE
SESREEENBEG TEFBVINAFTHET - BEBE - EESEERK-
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FEFESETNABELCERTES EEETOEAMIME=R 2084
FE(3925) L-SHIEBA 100 B LMHERZEEE SRS REMENTE
(biotinidase)BITHAE 58Tk
REEEREMESRESENREBER [EENT:

FTEEMER T ZIE(profound deficiency) & 1:137.400

R 43 B fh T E (partial deficiency) & 1:110,000
SHMEREREENS 1:61.000
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MERBERN BN ERHRMRENLENREE BITEWRERRE
HERN RAEEARESRN AEEAES LREARAT - BEWSR
BREREHER—MRIEEMEERRRMBANE FEEESERAR
BTETERIE - S E R BAERIRRAENE - IR EREFEP NS
HFT B T B PR A - SR RIS e ES BRiGAD -

M RBRZIEBRL I

BEANADRENS BERER 5-20 mg/day HEEMREB RSN
MiE - BERARENT ARG EER LR ~ #5528 5 EaviEAk -
BEEREEZENTEERG - AR RWEDEERE  RIRLUERER OFE
BEENEREENES -WOREBDLE TFHLERRDEE EOHE
RATESFH ZE8IER—BSRT BEH#LUIAS-
MEREMRBRZEMGEEREEENLIRANRRESE - T REME
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4.5/ B2 #85E (Lysosomal Storage Disease, LSD)

BIERBEEEEEEEARSEFEKEERMBINRE  Bai2
WESREE BRBREERNEN+2E - 8848/ 1/5,000-10,000=
BERREBEREERESHERERZATRDE  EEL - BEQ-
HERERFENEREBSNER EMERESOMRE BEEEDE BF
RERETE FSEBETRMEERE TERIRSLOEFBIEET-.
BEANMIARSHERELEERSFHMIRF AR DO EEARBRERER
ELEENNEBENFEREE EREEEBENNEEGE RS
ER FEE BRREETEMANERGEEE 2D -

AR B KIE (Pompe disease)

BERENBELARERIZE " ERRESEEASREEEES
BEF EENERIRORMSRIER EMEEIiBR0MEE - Br
GETFrEHRRUERRE ARREEREMASRE®N FEHE
HEERAMEBAMRUEREREERBERRE HPBIEHEBL
RREEA - REMNAED  SHEEX - FREMSE  EEAARERE 5
PNERAESRE—FRRLBIFRRR FALtRFRREFORIER
EE -thEERGRENEN -RELERRERLEE FTARARESR
RA - TRt EMNERDNABRDIFEEREFTES - —RMS - 1tk
BRERFOFEETR - Eﬂﬁﬁﬁ{hﬂﬁﬁﬁﬁi B
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AETIREIE (Fabry disease)

FETIRRIE EEEFIE B B E (a-galactosidase * o-GAL) BFETHRIE - B
YFERSHE (globotriaosylceramide) EIERICH BT B F S -
ERSERENEE -BRFHNERLURXEEE L AhHS%E
EERA -REBENMESELBEMITHEE SIEMDERIZIER -
SRR EE SRR B EME W - B EERBEAER HE
E - ERRE RN

ASERKIE (Gaucher disease)

SEREEERARBNBRZAERETES R (glucocerebrosidase)
BSEAB) BOEERETE (glucosylceramide) B E D BT 1
B EHtETr Rl RESREEMEE RN - ESRESS
Foh=12 F-WERSHREX  SHE 80 - BAFRRPIEMH
AR -FUNBEItMIETMEY XSELRRASHIREMN Mg
BEBEMENT - E=RRiGE IS TME R EMR BRI
RERREARE cREEEEER(L UEEERHEN BEHESHER
EdffER AR

A SEEIE (Mucopolysaccharidosis, MPS)

HEREEMAESR -NE -FE- E5 -RARSEZHENTEN
SF-HEEFEEEXIURNRRER AARNFEERAREREE
ARZERESESRNEEET SUHSES T ENEREHER
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PELEASE EMEESRTSEENNE -EENSEENEE  A5H
FEHERFIEEERER BEENSENDTRE - WMENEE - 258
M -AR - SRS RES TSRS B RS
BEBEfk-9RaEaiE  RE - RREE - EEES - il =E - TR ‘

K TRT B R BA# - BMEF  BERSRIERST : MR
EBE-HEEX-HEIEREIS - REARES BEATNKNSRIE
mE EEFEEERIANNRD L DERESERRIHRZOER
AEMBAER ESFEEEFHRIBINMEBHZRIL-
HEREENTSATEREY BRIFREEAR AitEREREREN
REM-AEE - ILEROEBRI XS ABLERETBEE RBHSH
EE_HERMREBEEE -FZEFE _DEGERDNNERRER
BAR HEmMEEARXREE D BikFRAmREREABE Bl
S B

EEME BRLERREMSEEENR/50,000 BBLESKEOSEEE
#1%41/30,000; BEGEMIRRER £RER1/40,000 LWEBRERIREES
EEHH1/1.500 - SESREREENH1/50,000- BHEEESHOTESE
#J831/50,000-1/100,000 7% o
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o8 82 50 K Y © B 3T E SR B ABRARR RAE ARS - SR R BT E SSE P LSl E iR
RS B B8 e BR M R4S - SR RIFE0EERIGED -

B/VISRIRIERERZ D
® [ERAE MR STHE

® XixE REIERDH

® LS
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® BRERLBRZER DN

B/ ERIRIE L BR

Baig) BREE2smEToRn:
® TEMEHR,
® "iFHiiaBE,
® "EFRBNREE, (Enzyme Replacement Therapy)

fk Hep "BREBNEE BaEAR: ERKE ENREE - BSEKE &
SREFL-FR -FORAA)RENRZRE BRESLEDES A
FHESASZFEREREY LESBRHBMT LEATENILIER B
A EREE RN EEH N ERE LR AR - RR LOEIREE
i SERERREEAR EEREERREE LOERE2 DR
MEENMBHEBER(LEE RETERcRTEETE - Bl EFER
BB EERLESASHRNEMELNERE LRERBLRATO
B2 HSHE -
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5.B FIRISBEREIE

(Adrenoleukodystrophy * f§FEALD)

E RO XFEF (Adrenoleukodystrophy * IBALD) FEEBRAILR
XEe @8 F 2 ABCD1( ATP-binding cassette, sub-family D)RESE4ER
SR RABEIL 8 (peroxisome) i 4 80 1 £ 55 SR F0 14 AS AN L
(very long-chain fatty acids ' i§#8 VLCFA  M1C24RC26R S fsAnEL) - &
HVLCFAXBHEE X EOSENE LIREE RSt RROEHEE B
T ESIEE - ERPEWITREEREL-.

HEMROREEAEEEEN RRRETHEESHL - KERWEHRIBER
fEMR - KB O BiERR
1. FIRGEE TR E R (Adrenomyeloneuropathy * EFEAMN)
FMSEERE ALD {E3E0940-45% - 1312 20-4056% - T ERILTHTEEFE
T WEEESHEE ERE - 258D BEEREHNNFIRR - #10%E
20%a0E%E - EEEEEL BEENEH - TRARESER  LR{EE
TEEEERELEG-
2. M5B8 b8 (cerebral ALD)
(1)52 8 X 3SR (Childhood Cerebral ALD - fE#8ACCALD)
HFHEPRABALD B&EV35% « $ITE3E 106EET W - SRS aUMEE
FEFIRESEER - TENRA - RB RIEDSE - MR TsEHIRER
EEEMBIMRIR - iﬁ'ﬁﬁﬁﬁﬁﬁE-Sﬁiﬁﬁﬁiﬂﬁﬁ{t' iy
TREHEN BEEERED- 3
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Q) BLFAME
FEFFBALD BEM4%-T%  HIE 10220 RIF R/ - ERERE AN
BUFELL
(3R ARG BY
FHAFTBALD BEGU2%-5% « #0721 AR S % - fEAX B8 SE 2 A B BYAE 1L -
3. B4 KA (Addison Disease)
B CARINEERR G REREMAES NAED BERAR BERE I8
WA REEAEL -
4T ESFREBAR (Female Symptomatic Heterozygote)
HERSIR T EAETESTEI-SORTOHBHERAEMD
AMM-like EAR =

R B NER St BB EEEL)1:14000-1:35000 - 0 L&

SFEABMHTLEELH1:7000-1:17000 0

1. HEAB(Lorenze’s Oil) : SBAMIDERE - ILUFEEEREMSE
VLCFA SRR B R EIRGIEEMRNERE TEREONRRZENE RE
AEEFEAMEES T BREEEENHIERERNFERERR R
MR-
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2 ERWALE: HRERE L IRIDEREMER L RGEEROES
I\ AHEEERNERE - Wi BERRIEER S ERIEE R

3. 50  HRERF YR ERFEEWEEERES S GERTE
AL EETOE - BHIECRERBITERIESE TR RRFAEE
B eE S AR SRFMRTEEELHRRESERE B RE NI
C2ZEE-

i SAERIRTTL AR A RIS LIRSS R BT - B iRV E A RIS
RS 2R - M R SRS R S R IEAE - TR IR B A0
EEEESEEARETETER SR HEMMRERE - B
£ SAERIR P U S A N BRI SRS - BRRISHBRIGEEY o
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The Neonatal Screening Center of Chinese Foundation of Health

bt gdkd0ToEREREESH5E BE:(02)8768-1020
WE:(02)3768-1021 4t :www.cfoh.org.tw E-mail :nbs@cfoh.tw




