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HZRENERERE B

HEICLS ~ T3« BARED ~ BUNFL3 « FEFL2 ~ REFL? ~ KLY

ISRCSBRERFRPL > Al 578
EEEZEBREEEEEN > 66> 88

SEECSHITBSRMEL > 8l 8

T

S EERYE T T 2R BN BT IR RAVRR B ERARRITRIVREE » B R KA MRS
HRECRERE > ERIERSAMSHBENERDERIE - RRE—EIVEHRECSRARTUARS
ERDAMZRENSE  HERETNAELRAMSMRIERRE ; FREEHL > MRS HER
=ek - BIREZRM > BEGE—PETRREZSEZEBESBEURANTEERR - UKFERE
BEEQEH (BXR) TAMKKEERE ; EREFBNMSEERTEDZEN "SSRE" - AR
SIREFBEFESNBREEEN—E > 2 FEVREREARAD TR REREMSIRERTES
ETREES2E - AR RRHEE - BRZSBIENRERYD SEEFRTE T S HRERTE 2
RUAREN ELR FRRRENFFIZ M REZ ARV ER L » UnBRFEEYFFERZENEER
% BRARERZEHNESIT N EEEEZNHARAE o (EWES 2021;14(3):180-190)

R | ZZERE « EC2RER - BEWA/\RHEE - BREERA DN

A
|

Ay

onf

MEZRHEEE > B EARENHES
5 TEERERREREREICHMSE
DEAHBEINE —BKEERELERZ
PREL - KEFMZEHERBEREAMR - 48
B R EVEEREEEIAEE BT - 3
ZREENBRREREEFTARZENRER > &

IR SUERRIE ; BRERLERE
BUEEN > EEBEERRNAERHTEEYN
MEZEDT  REMERAKBEE - BERER
BEEZERNRE BEEBX  ZHEE
BEFEENAEE ZEBER o LI > 8B
71~ 80~ DR METEMBIE RSN & A
AJREREIRE - SMPREZ HZRIERE T
REEERERIRE - MEREREER

EE
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MSERERIRE R

BREIER > ZREELTEFRY 0 X
ENREENFERARSEIREEMAR
=R BEMENRBERSKRMENRE
HOEA LRI R ENAER - 2ED AU
TUERE > (—) BESNERARRRE
HANRETAPRAERR T ENRE
FTERRAEMBSEES— - —HMBtEHR
& (D) TEBNESRATRER[ENS
FERNERRE ; () HIEEHRAMKIE
BERNER > TERFEEMSEEFSTA
BMEMB BpymE ; MUk (1) BB P1E
RAGHRE  TERBEMSRES=E
HURSE ©

HZREARHNINGEAR

ML (B ZHE) ARMIARD T4
o BELVREBULNESEY > DRIEER
AR > 2EEEEE ~ OBEIBE -~ M
EEE - RAE - EREAREEAMR
ENFEMDZ— BEBESKREKDTF
HASTREES) » EERBRMERRESY (gel-
like matrix) » B ARBREENEERD ©
HEEEERARINEENKNENRD >
BEMBEEEERANERRGAR - EE
EAEMFAMN—EZD » LELURBRYME
Bk EE - ERENHSE - fINER
B 7 B BB B A R 8 (R & ThAE RV BAER R ©
TAR > HEMBAEFEMEE - IRIFAVIR

RS ~ RIF ~ IMRREHEBNEE ~ LR
AREBVARBIR > M REMFIER BN A
& NREBRERSRERNRE  BE5
PUBYINRE M EIERIE K » ERTEEDHEN
HEES > MMZERRALFENERR
7 R ARMSBEENIEEREZEE X
2HY o

RS VAR RE
FENEWEEND > BEREREER
(chondroitin sulfate; CS)~ BifAZ B =
(dermatan sulfate; DS) -~ B ZEEIT =
(heparan sulfate; HS) MMBAEX
(keratan sulfate; KS) & - #EiZ X L EERVERE
MABBEUZBRERSHE—EERDS D BNK
& H2EA RS RNBREER B
Z o BB SRS MER S ERR RS
EREBEAAETRE > ERE —BERTEERINE
SHRIE - MEMES VS ENERT L0
EREBAMIEE ARG > GINFELRBES —TY
ME_ AR EMEREEUTE DS/HS; #4

SWEF=RENETER HS; REWE
bl

TENETERE C4S/KS; MBMIE
BRENZTENE DS; MESHRIESt
BIRIIZ CAS/DS/HS o RIBEXRARIRERET
TEVERR R ZHE BRI AR S ISR
TERSMHE R « BBESERGSE > flM
DS FEEREBBABMETRN B EER
ARZE HS JREFAERAME > HS BOMERERE T
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BEHERFRIIOE ; M KS BBERER
EREH - FFERE > ZIMEFIENE
KS th &R TEIF B RRBVERAB AT o

SRR D AR S BRTE
SEA

BEEREZLUMZHRERATE > %
BERMANRENKN 0 BEAHTENRE
EERIZ - mEEE « CAP e7aliR ~ &
FEBERERY > EEEMZREESRIENR
RUEMNBEBRE - MZBERNZER TR
BRERPREMRM T HERRZ 5 > BERERY
EREMEZUNERRE - BHZEENR
BRI U AMEEMD 0 —RRZSEERRE
{EERRA D > BT ZENDENZE |
maz—aPRAAMKEEEREIENES
WRAUKRD FEMEREERB DN > o5

2 BRI ZEEZ RARIREE - RS
FESZ B2 MBS E RER (5) HIEE
HURBEBREZRNERE -

&4 MPS B2 ERRAZ » B IETTIRRNE
RERLENESWANERRSBITEZE
REAEM (CTRTEX) HEEWA (KHE
[@r R BN E 4T 5 LC-MS/MS  assay) ©
HRAAERZR B o BIETHIE EZ
AIERSBEERE » BRE—PETHMIK
BREMIEREEZ DNA 9 ; RZ >
WHERER B > 8EREERERS
FERAR IR MU ER R SR ITE 2 EREE
fil > BI40 DS & HS > ZE KS » TERRIREE
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I

PHEREEMBRBREREESZ2EE >
RILERASRFEZHZEEEREZ
FETHMKEREERERERDITFR
HMEBRBESUHNEESERIE

Bi—

PR (C B RIFE FATE R S HRAERYES

MEZEERENRBRECERA DN E
BIEERERGEREAN BN EEER
FREBOTELBEBARAES S —IRERM
DEAIRIR o

FRRERERE

el

RERFBERRLZEETE (DMB/
Creatinine ratio) FIAEHRERIFE
(Dimethylmethylene Blue) 57 E &R KT
EREZBNEERU—=2BHEEZRR
ANEZET (urine creatinine) MRS AE%E »
Al DMB/Creatinine ratio B AIFEESHIA
INERA o —MRIME » F&el) FRRAEEET R
EHE » EHKE DMB/Creatinine EL{ER!
e (16) - EESEERFHEX/NTDS
LUF4/E4ER) > <6 {EALT : <70.68 mg/
mmol cre. ; 6 B E25RLT : <46.80 mg/
mmol cre.; 25 E175% - <20.98 mg/
mmol cre. ; >18 5% : <12.62 mg/
mmol cre. ° RIFERNVERET > MEH
EEE_HHY DMB/Creatinine ratio &&=
(54.3+23.3mg/mM creatinine) » E A5
KRB HE—8 (39.6+11.8)  FMWMAE
(35.8+5.7) ~ =8 (34.5+7.8) ~ FIFEE
(33.4%11.0) - KA ERBEEFAZENSE



MSERERIRE R

MIEZERE D BURVERREMRIR - B 2014 &
o AESMEARAERRSEITE S
MEUMNEHMIAEL DA ZE (Tandem
Mass Spectrometry; LC-MS/MS assay) * &
HEGRAZRIARTS o LC-MS/MS  FiAREZERETE
ERBRPEEBRESRBITEZLREE IR
E>% CS~DS~HS~H KS- sEs&t%
BERERENRVRE (S AISENE -

BEBHBRHAERI I EEERAS
B SR iEEmE

M Alcian blue AEILBIER RS ERE
L EEEE FREZ KR B (methanolysis) » 5
- S ACRESTEREEERE (-
OCHz) Z2Z=F4) » WiTEME R RAEREN
BN ERME (LC-MS/MS) FRiETE 1A
o7 o AR ML IEEFTAABHNEERSS
AE > BHXEZDTRER T LURTE R
FLMEZ B > UAZE 2 B o —figim
= EBARREBRRE CS BHIR > A%

FEZMOMBERIEIERZ > BEBEZER
DRI IS P E - REENMZERER
BS{iffl DS ~ HS 3% KS S ASHEETHM

LRNFZEERRAVRE ©

DS #1 HS &AM RN EE D TRIE
ETIER2KMBRIE > W R KRE
(methanolysis) 8% » {if=A] DS 3% HS
BT/ FRETFRCERESLE (mass to charge;
m/z) - IRIEBEENAERRER > DS BETL

Am/z426.2—236.1 (RIZZ S [2Hg] DS m/z
432.0—239.0) ; HS MEREAmM/z
384.2—161.9 (AtZEZEMm[2Hs] HS m/z
390.4—162.5) - H5b > HEEAEZER (KS) &
BMBEN A ERRAREERBLE
(specific enzymatic digestion) » 4
Keratanase |l > ETZHE EER (N-
acetylglucosamine) BI[EER > FREH
GalB1-4GIcNAc (B1-4 BaE+FLAER] N-ZBE
AEMRE-6 MERE) > KEEZERPRERE
AONIE1E 2 FETE - ARBEIRELIREEF (-OSOsH) ;
BEEERERNSNSEBSNKSERET/
FREFECEHMETRLE m/z 462.0—97.0 #1T
BRNMEEDH - MEERET > MEWES
—B FTARARBRPAIUERARE DS
M HS F=BFES HS > FHEFES
KS» URERERE DS HHIR (B—)-
DS~ HS ~ #1 KS VIEE2ZEDRIREE/ )
52 0.80 (0.35 £0.23) ~ 0.78 (0.59 £0.19) »
DABz 7.90 (4.06 £1.92) ug/mL

REPXAEREE B B E R
REMOTEZEREUIMANGER > B
MR R S BEE 2 BRI BRI R E S > UK
FEREEEZENE (enzyme replacement
therapy ; ERT) BVEEY)E) /18 2 ST EA R
PR ZBHETIF » IRE— AU ERCRAE
AV EE % (empirical method) 254 E
BERSEBNGEREMSENNERZRY > &
ZENEEENZEKE - EE—EHN

MEAlsES) NEIMER > BROEW
CS» FamEERANSEMEBERERE—
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I

LL

B— - HiELERE & (CS) ~ Wit E = (DS) ~ W AT R (HS) - MR NIEEREARARRAZ
SR BEMIEEHBANRRIEERPFTSNELE - A. IEF¥IRAE ; B. HiSWES—
B (DS/HS &) ; C. FHSEEMESE _ B (ER1E) (DS/HS 18hn) ; D. MSMWAES _T (BRER)
(DS/HS ighn > HS ALHEEE) ; E. ASMEESR=8 (HS 1&hn); F. FSEEESE (DS 1E

hn) -

BT EAFERRMENMSERS » AR
AMEBSNMBEREENREESER
(integrated peak area) A& » ZRstE Hith
PR DHVEE > 1 DS~ HS~F KS
% > A LA%ERE B R HIME A R S BREAY IE
> W RIRFAKPREARREM AR i

“
nz
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MERAVHIR - B CS ARENHERERH
tEE A EUZ B R A B £ EE
I HRERBRESBITEZ SREEMUNRER
FREMER N SERENZEE SR > I
BEDHIRARMERER - (ERMZSBES
BRI ENER R SR E Z CRRE(



MSERERIRE R

NMEESE > BTmEENERAHR
#Hst2 (Student T-test) EMIEZE (p &
<0.05) o B4 » WL CS AREMNFEER -
H DS~HS~F KS BISHRLE ~ HEEM > WU
KU TEAERSEZE 100% (PR HS 492
93.2%) ; R » U= BEET AEER
BEX > ESRERME > 01 DS NHREL
75 68.1% ~ HS #92 70.5% ~ U KS £95
75.0% ; 5350 > DS ~ HS ~ A1 KS BVt AR
4352 100% ~ 100%7F] 80% ; M KS BIRG
MIERAEES 45.0%  HE8mEPZE8AFN
ERIREZ T ~ REARISEH BN L ESE ©

HZIRERQMIKEREEEEDH

AHRE (DB MK ~ M4E AR SF/K AR
F)BRREETEMA M SIRERTEZER
FEEIZ (Gold Standard) - HIMBkEEESE
M RIEAT (leukocyte enzymatic assay) =2
—RE+ATEBRREZNRETR > Hif
RERZENERAER @B SFERHAHEES
B (WA RETRIE 5 lysosomal storage
diseases) ZHETEZENFTNEENEIE > |
Rt Rl FEFRTEE RSB » {FABEMERTE
BhMEE2 BN BT SEfk ¥R o BRIFMEAIRMA
EFHEEENSRELREY  HATRIEE
EERMNBEHMEEL BEZELBREREY
B MREMRIERAMAE « EE2ELME
(4-MU) - HEMEZZEBYENEE
(substrate) » TEREEREICIERT » RE(
RER > BRANEERSZEMEENR
Ko AT AR EYMEENRIAES

BECIEANBREEEELNREE (B

=)o

5| F&&st ~ DNA ZHY ~ Sanger
EF - tRERER

5| F5%5t 0 DNA ZEN2EZ B ERET5]
FHUBARESTRHZAE BEAEERE
>20 fEisE - smEFIfER R B S O e
S—AMEZ5IFER ; 51F GC mELLEIX
FN 40%ZAHRERME ; 55t DNA 5|FZhR
B BEVEEIMIRHIESERIR » Bl
REIEIERARIIMAZSIFA > ZESMEM
2-8 BERBEBERIEGEER ; &5
RNA 5IFZRE » SIFPRREHZ R EEK/INVFE
£ 50-200 EMEMREE ; RtTREBR
ERERHER AT G DNA 5| F © 5| F&&
SHEHEHFMSIEZER LA IDT DNA (http://
sg.idtdna.com/calc/analyzer) £1 Primer3
web (http://primer3.ut.ee/) & ©

DNA Z£HY (DNA extraction) » B3ELLT
HBR (1). MARERSREC (3000rpm/1073 ) »
ERmMBWEREHB4EME (buffy coat) &4
200uL Eeppendorf tubed (1.5mLER) ;
(2). MOA200uL binding buffer £ 40uL
proteinase K> 70°C RFE 10 73#& ; HRFE
5e&%% > fNA 100uL isopropanol E&195
BEEC (12000rpm/1 8E) » KARRUREEE
B EREER ;5 (3). £ column ERRAHIA
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(A).

C@O)‘O T B
2
a -iduronida
CH,

4-methylumbelliferyl-a-L-iduronide

(B).

IDS

o0._0O HO
OH | HO- /éon
Na0,C/| _
OH 050,Na CH,

4MU-a-L-iduronide-2-sulphate Na

(C).

GALNS

4-methylumbelliferyl-a-L-iduronide

4-methylumbelliferone

T

4-methylumbelliferone

GALNS enzyme activity is
OSO Na
O 3 - OH.OH proportional to the
reader of fluorescence
emission | peference range of GALNS

4-Methylumbelliferyl beta-D-galactopyranoside 6-sulfate, ﬂgl ( sidast

sodium salt

B— - EXSTEERESRMSRIERMXEERREEZES

:8.86743.89 pmole/g protein/h

Enzyme activity in leukocyte which is less than 5% of the normal
populationis defined as a marked reduction (deficiency)

RRIRE - A. EXSITERA

BHE 4-MU SXYMEZXHEREE (4-methylumbelliferyl-a-L-iduronide substrate) » E5
FfEEh IDUA BRGFSWBES BRI AKERERREED 4-MU EXEY ; EXZENE
HNEEEBEREHNSE2RIELLRE ; B. F8 4-MU EXMEIRF =G (-SO 3) &gz
UHIERET (4MU-a-L-iduronide-2sulfate substrate) » EEHEEh—ATINEEEBERER -

40 IDS # IDUA B3 > BREMSIRES _BRNEE

a2l ; C. MMSMEES A BIRVBEREEE

E1AIFRA 4-methylumbelliferyl-B-D-galactopyranoside-6-sulfate EH'H > {SiaEEthy
GALNS BEEMAMZEILEEE (B-galactosidase) HISEE/KERIER » ¥ ZBIVEN SRR

BREENSE2IRIELERRE -

500uL inhibitor removal buffer &&k
(12000rpm/ 1 2i%) » ARKREEEN LS
EE® 5 (4). £ column EREFIIA 500uL
washing buffer &##C (12000rpm/1 73
i#) > ERNEEEN LEER (B8 2 N) ;
(5). &ZEE 12000rpm/1 DEEZREIRHAE
¥51% > WHOA 50-100uL elution buffer #&
DNA ZXEYH2R > WAIA Nano 2000 AIE
DNA 2E o Bl 2uL DNA ZF|igeshiETT9
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> WECERPRERIEZRZ DNA REE > I
BIRIRAEEAR S50k A260/A230 £2 A260/
A280 RYEI(E °

EFF (Sequencing)

MARIBESEEEN . DNA RS PR st 5|
FiE1T PCR RIERMIEY R EREKRHE
MABETHERERZFYIER °



MSERERIRE R

HEBERMREBEERF

FMZEEERT (MPS I, I, 1B, IVA, VI) &k
tHREIEFEFBABRIIMSRIESE
(MPS I, 11, lIB, IVA, VI) Kt 2IMNEFER
AT S L EREF DM EAMTA R
M ARERRZETRR o ANFTERFLS
REBIFHZEEAE DNA 5|F > WMNFELEEE
RIEREIE IDUA~IDS ~ SGSH »
HGSNAT ~ GNS ~ NAGLU ~ GALNS »
GLB1 ~ 71 ARSB TR KEHE 1Al o
MRS ZMU T RESBRRNITZ > GFF (1).
5| F8&5t (Primer design) » Xt EREF
(NGS) #HHFZEEEMERAER (IDUA, IDS,
SGSH, HGSNAT, GNS, NAGLU, GALNS,
GLB1, ARSB) #XF#&xfE primer 3 website i
175|Fs%5t » Mk DNA FR3ERY amplicon X
N2 3.1kb~12kb > A DNA FR3&AY
amplicon K/ 150~225b » HEE @GR
BIMNEEF(Exon) &igiEL exon-intron XA &
%3 150bp > ETTEA B R HRT & EEERIFE
BZERRFERK DNA 51F o 2). REAE
HERF (NGS) EREMZERIE BT
TEE > NGS FTEEBRRIECSHZEER BRI
(Fragmentation) ~ #J&E (Library
Construction) s B BE2E~F (High-
throughput Sequencing) ~ 24 (Analysis)
HUET R FHEMZBRERBER
(IDUA, IDS, SGSH, HGSNAT, GNS, NAGLU,
GALNS, GLB1, ARSB) Fra&stHy PCR 5|7
f@2% DNA {FF Takara LA Taq sE#ETT
long-range PCR #&1&H K > I ampure

xp HEERF ARG PCR EMAT(EE » B&AE
EMESRE > 1ZEFR illumina Nextera
Kit #&17EE (Library) > XA illlumina
Miniseq #4T 2*150bp &@EAIF » $HEFTR
SR EDE 30X WU EHEE (depth)
Variant calling ¥R GALT caller » &4&FIFH
WA (BWA~GATK) R&EZ2EF7|
(Reference Sequence) > IRIFEMRLIEETT
tE¥f(Mapping) FEC 81 (Counting) B34
R4 1000K E2 dbSNP database #1417

variantE s o
5 ZHERE RNA EF (RNA sequencing)

BEXMEBEEET > RUSBES 8
25 HBRNMLBERZSRENER
13% WU ERER IS EERMURMSNE o &
THZIEIE RNA EFMEN T ERHEREX
ZIBRIFIA Sanger EFAZEHEXEHAE
EITE 73 7P A iR 0 A 2R B R AR
UREAT » DU B R S REERE E 2 B 2 7F
BIEMH - FHZEEIE RNA EF B Suig4Ri e
FfE mRNA #47 Enrichment > 1ZZ& 54T
T8tk 74 cDNA -~ B - EBITER > AT
RIETE H MRNA BIRIFE o

RNA Sequencing NGS Service

i NGS Bl EFERA2E B
FILL % » EMESERRIRRINEEERE > M
FEMNERFRER Paired-End EFANAE

it
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EHRAESTE] Transcripts BARNERZE
I3 (Alternative Splicing) » SEEEDEEEE
A EERBENERL » FIMRTELER
MAYEELE Transcripts BIEE > 7R
2] Non-coding RNA (4 LincRNA) Z ZR3Rik
&5 BRIUbZSh > BiBAREERH Tt AT LUETT
Novel Genes I Transcripts BYFER] c NGS
HERERENERNREER HERES
BRMEEREBENFY > AENERERES
MERERNEREMETR -

+ >
,%n EE

BERR AL BENEZRZA LUREU
TESBEL  ELEEFNEELHRERH
BENEZEHRMTENEKRES » B1F
(—).BMmIKERFERZ - HESREBIRG
BRZEEI2E (pathogenic mutation) &
E ~ RBESBEECERARGY ~ BRRERRY)
BRE BEEREZ®EG (highly
suspected MPS confirmed cases) ; (Z).8
MIKEEZEEMERS  (deficiency) ~ FhSHEEAE
A RE AR B LR REEEMR (novel
mutation) WHEEARMNIREXMERS
AR ZEZEERMEZE R Z
(pseudodeficiency) ZE 2 - RBRZEEL
tRIBE Y ~ BERRYIERE > BRIEBEERR
ZTHEZBERM (pseudodeficiency
cases) ; UKk (=) . AMKEZREZMRE
(reduction) ~ ERERFIEEH (TFTE) 34

MWEE (variants of uncertain

188

significance, VUS) ~ RZRZIBEEC1R 2
4~ EEERARYIERE > BEEZE (carriers)
HIEHBFZEEERGI (non-typical MPS

cases) °©

EEREETEHAEEIRMEZ
FEFREF L BERERIRZER AR - HaAlsg
RE (sensitivity) Al BEEME
(microgram; ug) ~ Z&5¢ (nanogram; ng) &Y
12 > FERFREM (specificity) TFaREM
R - RREHERSIEFERZMY (on
selectivity) ARBEFEE (low
interference) BU4HE » BRANEBRIERES
BEiTEZERBEANNEARRE > BEEseN
U - BRESRIERESH 2 TS
BRE ‘MRS ERRENL BEE2ATS
MPSTEREE S ENRY EREEM AT 1% - FEs2
N ZREERZEMSRERNIERETMR
SRIPSERBNRRAE L » FHER—REEA
TRAMSEHEBNRERSIN EERZ &
ERENTE > NEHOHBHREMER
MR SMNEREERIR 0 BKIBIRENERKE
e ETAE A RS o SRR E A2l ~ R
BRVELHY o SAMEERAREA HIRAT > 3650
TERZNRBRN MR ERRSERTEZ
ERBEMANGERTILS  THENERTE
i IRBRREIE MNAVERES o

MEZEENEIRNEES E - BEERK
BEAREIE 25 FUEMEE  BEERE
ERPR 2 BN AEBR ~ AT | R AR 35 5E
HEF BEERAYKE > BENEE > i
RERSMNEAEEEMEE - EEEEER



FMZERERR

HEREREREMNEKBRVERR > 23
SEZENMES > EEMEMSREMERES
WER 2015 F 8 AERERM > BA&tER
F—ERITEEMEARNRZERREI > X
SEMERESUHNSHFHERE > §5
“RHEIZIR - RHEISET - REIRRAE
LU D AT R IR B B R - (B9
s e

e P

1. Lin HY, Lee CL, Chang CY, Chiu PC, Chien
YH, Niu DM, Tsai FJ, Hwu WL, Lin SJ, Lin JL,
Chao MC, Chang TM, Tsai WH, Wang TJ,
Chuang CK, Lin SP. Survival and diagnostic
age of 175 Taiwanese patients with
mucopolysaccharidoses (1985-2019).
Orphanet J Rare Dis. 2020;15:314.

2. Lin HY, Chuang CK, Chen MR, Chiu PC, Ke
YY, Niu DM, Tsai FJ, Hwu WL, Lin JL, Lin SP.
Natural History and Clinical Assessment of
Taiwanese Patients with
Mucopolysaccharidosis IVA. Orphanet J
Rare Dis. 2014;9:21.

3. Chuang CK, Lin HY, Wang TJ, Tsai CC, Liu
HL, Lin SP. A modified liquid
chromatography/tandem mass
spectrometry method for predominant
disaccharide units of urinary
glycosaminoglycans in patients with
mucopolysaccharidoses. Orphanet J Rare
Dis. 2014;9:135.

4. Bhattacharya K, Balasubramaniam S, Choy
Y, Fietz M, Fu A, Jin D, Kim OH, Kosuga M,
Kwun Y, Inwood A, Lin HY, McGill J,

ZEAN |

Mendelsohn NJ, Okuyama T, Samion H, Tan
A, Tanaka A, Thamkunanon V, Toh TH, Yang
AD, Lin SP. Overcoming the barriers to
diagnosis of Morquio A syndrome.
Orphanet J Rare Dis. 2014;9:192.

. Chuang CK, Lin HY, Wang TJ, Huang SF, Lin

SP. Bio-Plex immunoassay measuring the
guantity of lysosomal N-
acetylgalactosamine-6-sulfatase protein in
dried blood spots for
mucopolysaccharidosis IVA newborn
screening purpose. BMJ Open.
2017;7:e014410.

. Chuang CK, Lin HY, Lin SP. Keratanase Il

digestion accompanied with a liquid
chromatography/tandem mass
spectrometry for urinary keratan sulfate
guantitative analysis. J Mucopolysacch
Rare Dis. 2017;3:20-27.

. Chuang CK, Lin HY, Wang TJ, Huang YH,

Chan MJ, Liao HC, Lo YT, Wang LY, Tu RY,
Fang YY, Chen TL, Ho HC, Chiang CC, Lin SP.
Status of newborn screening and follow up
investigations for Mucopolysaccharidoses |
and Il in Taiwan. Orphanet J Rare Dis.
2018;13:84.

. Chan MJ, Liao HC, Gelb MH, Chuang CK, Liu

MY, Chen HJ, Kao SM, Lin HY, Huang YH,
Kumar AB, Chennamaneni NK, Pendem N,
Lin SP, Chiang CC. Taiwan National
Newborn Screening Program by Tandem
Mass Spectrometry for
Mucopolysaccharidoses Types |, Il, and VI. J
Pediatr. 2019;205:176-82.

. Lin HY, Lo YT, Wang TJ, Huang SF, Tu RY,

Chen TL, Lin SP, Chuang CK. Normalization

189



of glycosaminoglycan-derived Echocardiography in Taiwanese Patients
disaccharides detected by tandem mass with Mucopolysaccharidoses. Diagnostics.

spectrometry assay for the diagnosis of 2020;10:62.

mucopolysaccharidosis. Sci Rep.
2019;9:10755.
10.Lin HY, Lee CL, Lo YT, Tu RY, Chang YH,
Chang CY, Chiu PC, Chang TM, Tsai WH, Niu SEEN 18t

HECSBRBEAREERATE
RAILEHZ R EERE BIBR

DM, Chuang CK, Lin SP. An At-Risk
Population Screening Program for
Mucopolysaccharidoses by Measuring
Urinary Glycosaminoglycans in Taiwan.
Diagnostics (Basel). 2019;9:140.

11.Lin HY, Tu RY, Chern SR, Lo YT, Fran S, Wei
FJ, Huang SF, Tsai SY, Chang YH, Lee CL, Lin
SP, Chuang CK. Identification and
functional characterization of IDS gene
mutations underlying Taiwanese Hunter
Syndrome (mucopolysaccharidosis type I).
Int J Mol Sci. 2020;21:114.

12.Lin HY, Chuang CK, Lee CL, Chen MR, Sung
KT, Lin SM, Hou CJ, Niu DM, Chang TM,
Hung CL, Lin SP. Cardiac Evaluation using

Two-dimensional Speckle-tracking

Echocardiography and Conventional

% &M

HEACSBE /NEREERE Q8D
BE2ual TEEGEER
FRERFORMESE
HERBERBEAREER

B3 SICFEIRREAR MIRAFREHIR
FRERESEESER

190



