4. ART Y —=V THIRE

14. wARI ) —= JHI5E=
=K HE )

[Svoar - B

FERAZ V- =27 (newborn screening; NBS)IE, B EHNIRIELZIGDH Z LT, AENFFoT
R L DFEEN D= BESFS, RRMEFEOOESTH D, DAETIE 1977 FBBESN. &
O FERMHHEFIE 4 R (57 == 7 7 =UIdE « A—7vvm v TPRIE « BTV AT UPRE 13 -
AT S—AMIE) &M 2RE e RMERRIRFEREIR TE - S RMERIR S EIRIEROE) A k81T T
DIVTETZN, Z o7 NEESHTE (B 77 A< R] ) LWV H LWRERITOEAIZ L - T,
2013 EDIE TIRFEYA 7 VEESE)  TABRIGHETEIE) (TR GHIREIE) 2hBnEi, 4 25
R (OH THREIT TTUREIRE) ) ITIERS VS,

SHIRIGHRBIZOWN T, IWRRWROBIE DI A B E >o, BRI RIC X - TRt it
LAMEFICHDTH L, MUIREREZIMET D Z LR ONTRY . 2O X REFHITSZD Z LAY
IR DM TH 2,

(e ey =7 K]

1. MEERMAE ORI & et
FEEACTFLT « BERIGMENE - B AT7e S X D/ okl
EIEE < IE VU AT FfD7=DD biochemical phenotype—genotype [HERODEFE
BRI Uo7 a2 ag toORE

2. NBS AIEISHRIMARIAZ D TR OBA%E & faflk :
ARG 1 2 PR, « KSR DA, Rk LBk

3. NBS WAL DA RSB
SRR TR T — 2 s — N — DR L 7 — B il 72 &

4. NBS 3 FAEBIODES, « 2tk— MAH|ORESE
HBE OB, L RO EI B3 A RS A IE - SBIR
— BJEE - FIE U AV A TARHEE, NBS S04 AMaHnZ: E12iEH

5. EEMNTHEEE AV~ AR Y V) —= T ROB%
- EEONTEEE L e~ AR Y —= o U G TR bR
*LCMS ZAVWe~v AR Y U —= 0 7 TIRIRESR OBR%E
- BT A 77 ) —EEEE Ve A ZEEY AR Y U — =0 7SR OBARE
* BB E RIS A A A WOl ~ AR 7 U —= 2 7 ROBAFE
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6. TENR ZH W ovART ) —=  THIERSULEYD ST L—H U 7 ¢ —RBH%E

T. ERSHEEREFN =T F ) ST T BRI - 7 4 n—7 v TR
T ) T IS — PRSI R

+ dAXP JAIERBA%E
[AF5EfAHl]
= K o AEES [
gEE s S

WAL« AT B, FRile TR
WHERBIE  « AIE AT, Rk RS
HEIEE /N AT

[EPSEFRTSE]

L. NBS FEPEBIOEES « nv-2H
JRERF R O P R -
[ FH B GERm), A1 AL ORIk (WF9EE)
ERDAlcsE SRR v 2 — - TER AT 2 —NER R 2 (ER)

2. NBS BB E &M K DA b2
FEHRFESINEEL - S B (FEESD, AT (EEER)

3. BREARBRADMET -
BARE B T~ TOETIROERRIEE L R2WHEO R 2 52T T D,

4. WgETR Y =7 b 5~7 OIFEITEE
BEESRR T PR T - Ve
ENZRRE R o Z — B ETIEE - /NEPPRESE R NILREER:
TFHERF IR« BRSO Ve
BRONES R« AR TR (A7 —4EPiR)
FEKAT 1 J1 VRS - WFFEBRSS SR 7eBis s o 2 —
FEUKAT 1 T /Rt - S e
N7 7 —~ RS - EREEA
MER)IESLZ Eh e 2 — IR HSRE ZAEEY
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PEERMTRAIAITR AR - BE Hmas
PEERITRAMITITRE AR - B  HP=5H

ThermoFisher Scientific Co. E&HRT =7 AT v VA EEHEZ
FRAZSAE JEOL RESONANCE : 77V or—3 g o iR— hF—L4 RinE 7 it
FIFHLEL (Cambridge Isotope Lab. Co.) : CIL AFEFRE FEIGEE

RO 7' (R - BeiEiaieA

TP AR S =T VTR —H— SR

T AT — /Wt EHSRA

[BF7EDREE]

[NBS SISO DOMEERRA DT RILTE & St - FERSRFAH]

1) FERAEAI A EIE |
FREH T S 7L CoA i KEB%E (MCAD) RIESE, HRESHT T /L CoA i KFEE%E (VLCAD) KABJE,
FN=F L r LI "L T LR T = F—F (CPT) -2 KIEIE

ZAVE TOMFERR

BRI EEI L, RIFFHOZEMERE: SR X RO FIET, EERE~FECICEY 5 ekt
RIEE T TED, FER~ARZ ) —=27 (\BS) OHFERERECH D, UL, LB HPE
MIOERRC TN DT R /1 - AHRGIREIE & 1 0E-> €, JRIEROEh R IMFLOMET & & Il S
AU, TR E OMAPRE TR T3 DM A2~ 3, Fox 1o ieE/ Broha2bns o & R 7
PMEHIE < FEAICHD AHA TE T, MERED 5 BN E < | ISR O TR CRAMERT R BRdem 47
5 3 EE (MCAD JKABJE  VLCAD JKHBJE « CPT-2 KIRE) 12O\ T, HSEEORTHTh 2 LR T,
RS TR o & — Ll U ORI 2R L7223 & NBS M4 i, AIRIRGEG 33~ CHp
AL U, BERIGMEIE &85 TR AT - TN, AN O OIRIEERIC B IR U kA L CHEERR
HEEEL TS,

AEEDORFFERE:
a) MCAD KARJE

FARIRFH LI, BRI RAIASEHEE L, FIEGNL 9 BITIE TS & 7e>CD, NBS Bt 50 il 8 41
DSEFEAR, 3 BIAMARE & HIE Sz, NBS BGOSR L& BRI & E 5 L1 & Gl
POy R L, BYERRBRECRANE LR A SN TND Z b, AERMED Y A7 1RO L HEH ST,
Ly DI ORI A AT B, AT 5 3T 50% % b7z,

b) VLCAD ZKAESiE
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b EAREEE VLIRS, BRI RANEEE LTS, NBS Bk 72 BlOFSAEM R T <, R
BT« LRIKE - BRI COMB | Z IR, ZORIFTK 6 F -2 & -2 HIThoT,
Cl4:1, C14:1/C2 ZHAWDBATORAE T, FEEAARIC L2 BT BE EHA 7269720, &
& U CRFLEFOER R D DA SR LT D, BRI S LT [C14:1>C14 & CI12 & C10] %
WHLIzE ZA, BERLHESNZ2H] (T —ZREFERS) 23z LW zoizxt L, fRIEE - 155
EARETITR 1/4 DA T, BEREON HICAHTHh o7,

) CPT-2 KIEE

JE IS R D RRBRAIFZE 4 4], CPT-2 ZHEJEIT [C16>6.3uM & C18:1>3.0uM) ZfHIEL LCTAY U —=
V7 ER, BB EOIRILANGE YTV, 2010 4T NBS FRMEFIANEMERIE L CHEEREICE -2 L%
B, BUTOREE [(C16+C18:1)/C2>0.62 & C16>3.0uM) IZEHE Lz & 25, ARMEINE¥ET2 LD
(27807, THIVESZTT 2014 I TRHARRESRIEMERIEEA B ICERL L, RPN OSREFI~DJE 2B
AR UTAESR, 7 ehe e/ R NEIn I A FtED SR S 7=,

AFRATEN OISR AR FIE L L UIBEEORNL DDV E D EEZ LNDLN, X 2T b~ AED
EVERFEICER L X, BRSO AU TREEOFEN R MR TH D) LiFSh, BT
NBS Tl [ WGRIB LEDBNTZ, LML s [Tk OMEMFIIBER T, BRIk ->Tix
BAMEHIE AT RN E W D FREDVE LTV D, EORER, HAEEHICH R ATRE Ch o Ty, #Ia
MHIE - SEL L= IR S b,

Toerx OFT—H1T, BUTHEIEN DS /T 5 Z L2 LN Uiz, AT, (AEE 2 ETEET
BN TED LD ITpo7c 2 T, T—IRKSRE] ~OEFE=2F-HFDORT ) —=0 0%, B
BROFMEE LTEI LN,

d) EIAERAEEEE 3 BB OBWHEFEL (20164 1~12 A)
TR - MCAD(10), VLCAD(17), CPT-2(0)
PRIAFE - MCAD (2), VLCAD(11), CPT-2(1)
AR - MCAD (1), VLCAD (2), CPT-2(2)
FEAER] : MCAD (1), VLCAD (1), CPT-2(2)

%) HGRABIERE « AT L~ 0 U RRIE - 71 oA R

CHVE TONFFERA

7' B URRIIE & A TV~ 1 URRIE R E IR FEIEC. BT NBS TIIR—DFEE (8
I €3, C3/C2) 12k~ T, MRBAE AV ) —= 7452 LT TnA,

a) 70 A URIIE
AEEROBAGIT, LN AEET > R — R « B 7 U B= T MUEIC LA EEER CaMRsiEd
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Do MEHBECOY 27 1 XE <, Bedn SH2HT - EREEHEN 2 SIVTOANLERRHA T E VR E T,
ECEHIBEEZ T 57— A b D7l ev, —F, FiER~AR7 ) —=7 (\BS) THAINL =
A U RRIMAE DA BAEE (1/45, 000) 1, TERODIFSIER) D OHEFHHEE (1/465, 000) D 10 fFH VN, O
DIEFNCIE, BEEEETHDH T EF =)L CoA HILARFLT—F (PC)) B-Y T 2=y h&a—KT5
PCCB TR 100 1 HiHEE L c. 1304T>C (p. Y435C) ARAERIZFHINTND, ZOERT LIVTHIE
W LIS 2D, [RIARREHEGROIFSERIL. BHREICDI> TGERDORMR L o TET,
OB HLOTEF S E D, NBS 7 AAIORGEITHE U TR L RO TNDEN, ZOJHEMECRES 5 5Hm
DFESLDNRD HILTUND,

b) AT~ L ERIIE

BB T, RS A UNICERE R SRS R 22 IET A 72, NBS 1IRINCE DR E 3%\,
ZORNTEE,, ATFNvr=)L Coh LF—E M) 7 REEROBERERREERIA & 7o Tnd, —H, &
FHO—HIX, MM ORfiFERETHHTT /L anTg Iy (=EERE X I Bl2) OXRZITERLTEBY,
E'4 X Bl12 OFEHL - JFEWRING, [EHASHRER DRI R DRk % 7S DOIEEDFIR & LT BT
W5, ZOBRIOREFIDZ  IFKEEEO X I > B12 HEIZ K> TRIEZP < 2 E3AIEE/R Z LD, NBS
MGPRB L UTURE Th 523, ZOMHHRIINT LERS TIERNWZ ERBINTWD, bbb, BiE
R NBS [MEBIORSEZ Y L CE AR T, 2 flo e % I BI2 RIEMEA Fb~ 1 U RRMEEE
DSIFIERAZI STz, BRI OS2 MR LT & 2 A, 5 1 ik C3 1R RfETZDY C3/C2
DR 2 DN Rl > Tz, 0% C3/02 OFEMEEZ S & FIF WA, 6 2 BiliEwlaksrtok,
FHERIILT C3 DM EEEHA DT FREIo 72720, FEAXIRE LTV olz, Wb FIERFOERITE
BCThot-n, RednSght GF 1 =7 I ARGEE FEED; cblD, 25 2 fil=HUBRRHAN DD
HAE - SERRFURRICERT 5 64 I 2 B2 KZIE) 23 L ToNBIE, B4 X2 Bl2 Wik CROBEATF &
o CNA,

ZOX O RREBIRARES O LU, BEThH o THRI CFREN LV @V MEIC T 57 1 B4 R
FEDBAEFINZFET D DITBET T2, VL~ dipo T,

AAEOMTER T
a) 7’0 A UERINSE

AMED BFFCEED /A ST & LC, 2015 AR NBS FEAGIORERAAEZ1T - 72, KHIOEEHEEES 39 fiisk
(2 8T FER (D6 41 IS p. YA3SC AREHEAIR) DHERSIIZDY, ARBICERT 2 L& 2 Db R O
EWNTEEChH o7, RBRTEAIOF RBEIIRE A2 ©oh Y | ORI EREO AP EEYYENRRERR
EARIREENERIEDORR N oo T lT T TH L L 2EBETH L. ZOREFD MR A RIET D Y
ANTZ LB D L HEES LD,

2016 £RIZIE L7 FIERE OFA TIE, p. Y435C 25372 < | BB IS K DIWIIX )y 2 SR D
RThote, —F. BIEHEHAREORIEIOO T, QT IERA I LD & 50O RFE R FE=RITEL
TEY, @ME TR Z AL 9 5 2 LAVRR I,

ZIHOEENG, NBS FRAFIZONTS, Ll E DB B A D TR S5 ATREMEIX, 72
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BREWIELEE R D, EOMERMEZTHET 21203, FIEBEOFERERL ) KHBUHE L, BFEONRRRA
&AM RIEOR 1 & ORMRIZOWTIETO . NBS FERAICHEHUIT 208135, SHOTAET
el T, SR RDR HPBRME THRAHBIO U A7 $Z LW Z EAVRESFuiUE, NBS JEh,
Bl 5 B p.Y435C RERESRIZONWT, FEROGEICKRE GE31F 5 2 L1l b,

b) AT/~ v EEISE

B4 X BI2 (T Ko TR rTREZWIIDMEAGN L, BUTORE I EREDV NS < P 5 & AEE
% Fal% e 5, 2016 4E1%, #lAl C3 Baika R L8 1 JEBIC W, IR R C A F L
O U - IRTE L AT A UHMREERAIN, RSAIMIEIC T I > B2 IREDSEIEA L. AFREABRE LT,
Z D%, MR « FRPOIFHFEDITHNA L TR Y . WIERERRIIC X 2 Z et (A T~ m U - ks
EBVATA RERE) 13 BIERIOEH I B2 fRBIGICE R THD Z LD URESIE, BE
7 A UBRIEDIRINEZR A GET D Z LN TEIUL, B I BI2 RISHEA T/~ v RRIMAEI A
DTSRI AN~ AR V) == TREBT 5 0 LSS,

[NBS FRAT DAk A L

N FE TOMTERR

EEBIRERTOH T A AVEOEARTEZ ST T, NBS MR O/ EE B D JE LS g &
720 UBIRE L AARY ARY V== 75 < NPO EAZ VT A~ A« A7 ) —= 0 TR0 =35
THERT D DEEERGRIZEES) MRE I, 1ERITIA 6 RE(T ==17 FREE « A—7vim
> TPRIE « REV AT UIRIE « BT 7 M—AIMIE + e RMEFUIRBMEREIR TE « JoRMERIE BB 12
DNVT, & BTBERORAEBE~RR AR Z B H 5 L, 20 DRSS F Co—HOER 2RO
S &AMl % [HRERSR (proficiency testing: PT)J Z1T-T&ETZ, ¥ 7 L~ AETITRGIRENK
TEICEE %, OB E ORISR SN BT, TNETHMIT 54E 1 [m0 DREEERER (quality
control: QC) | ZHE% L. PT (I4F 3 [0l& 9 DH 7= el ADEL D Pesd BTz, 2014 4ED B I X FRRCAE
%R L72s DEEA A L, BERGEE DT D,

AEEDORFFERE:

a) PT{ZoW\T

PT 130K, [RISBEBDRRERGER AAE LTI 266 L CL S DAESSRE £ Co—ED¥ER 2R
OFERES Ml 238k &) 287 MR SN TR Y . ¥ 07 A~ RAEOBEALFE L5 X {03
TUD, KRR T 272, HEED 9 FEBESORFEHIKL ERBREN SRS 10 ks 1
FLE LT, BRAERRE COREER LRI CFIETIEEZIT O ) LW ElfiE~ZEE Lz, 2015 fFEET
I RS A FEE RS OFES B & LTV, 2016 EENSITTHIEARZUET L TEF 7 7
AMEL, B AV TORRHA~ZER LT,
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b) QCIZ D\ T

ABRT AL, BRGIRBOIRIE L 12 5T 2 R - TININ=F % 3 BEOREE (Lowliddle, Middle,
High) THRIN L 7-I8HRiAR A3 J OMERSHN (Low) BRIARD 4 Koz 14L& LT, 10 3655 ol © EilIE L 7=
REF T2 AV — = AT LGRS E TN T2, LWVIHbOTHD, T 40 FifROMARE
B DIRHESND T, T—H BIIHERD PT O X 5 7R I AN T iE R IR b D L 7e % Z L
5, WEMRET VAT —F L LTRSS TTT 5, ROV — R~ 2T LR LT,
2015 4E 1 HIZRRBRANI TR S E7= 1T, 2016 45 1 H D QC 7 HAKSHN B ZBAMG Uiz, BRI IEEREL
(%CV) ZRHIFREE L LTV D28, ARITHEREZIEC LT, BHIRA - EEIRA - & msiH oMl 2 AT
BEIZT B 8 CTH D,

(B & A N~ AR J—= VRO

N FE COMERE

BB~ A7 ) —= 0 I3 RERERERERI R C BEoiriEEs VT 2 IRy
T, AHSEE - NRIARATGHBELFIERE 2 RO 37201, 72 /B - 7V =F 2 HIERSI LA
ELTHEBINTND, ZOVARAY == ZITRBWCOREZ D 572012 HPLC & BT 2/
HEET LCMS 12X 2 “UMAERA B L QD FBHEERERE CfThh b ~AR 7 —
=V T ORGIRBUINE BIBFIEIHNL STV DB L JAT 5 E AR BEEMMTET D, 2EE
TEREREEA A SN BEEE & L 0 AN AT 726, BIEEAE AR EIE (Severe Combined
Immunodeficiency: SCID) °T A VYV —LJF, ~YLAFT Y —LJN, JHEPABER J O EVIET 5 - i
XL LIm~v AR Y ) —= 0 JRERDBREZIT> T 5,

AAEDORZERCR
a) EEOIERE A 2~ AR Y U —= o T HH SR B AT R B

MR REIAHAET D Y UIREIL. RIS 5 L EREGITEEE A N e~v AR ) —=
THIELRTEHHEIN TWAH LY hr A7 L—A A4 Akik (Electrospray ionization: ESI) CIZiHIE R}
SULEOA A AL SIV T 7 I VREIME T 2 LAHMbN T\ D, AFEOMZETIER, 2
ZRERANCE T DAL, ZNED— N v AT 2MELT ESI FRNCELET A Z LTI/
i « TININ=F U EBERSIEEY & Uiz 7 SR 2O b 5 2 & CLE LI-EE 15
BHZ T U,

R AE YA e 7t — (Adrenoleukodystrophy: ALD) |3MRREHNENIIED SRS 5 2 LBV HI DAL TV D
NNFHFT Y = DJFO—FETH D, AWFFETIIRFED 16 »6 26 DaiEEZFr> Y U IFE Lyso
phosphatidylcholine (LysoPC C26) % LC-MS CTENENBEERT R4 ML LTz, AMFEET FReh— b
U PhT DD LT, TIINVEDRERD 26 OT LV =F L ORIEHIC &L - CEEREE
HBIT 5 Z EAMRECH D Z EMB BN /25T, FIRAC T — R » T H T A HAE S LysoPC €26
IR 5 Z LI Ko THEERERL AR 2 Z LS RRETh o T,
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BUENREPABERS L O O AV 5 L, BF-FRICH 5 E 60— R EFEROED Az
BT 2 Z Lo THRISI TN DD, K0 B SN D Z LI K > CRRRGED A =375 Z &3
LTV, ZNHDOREITIELE VA AHZRET 2 2 LIZE > TR RO EETH D Z &
DS STz, BYEE UL E SR 450 nm ROPOLEZRES 2 Z LIZK > THES N TV DA Z D
WRII~Ea B OWRIGE EBET 5720, BEYARY V—=0 7 THRIRE LTHO LN TNV DL
AR TR OBIEE CHBI 2 Z L3 TE ARV, AERITEEOIEREIC L > THEBERS L O
FOMOPERLH 5 SiD~—h—ThH B VA LA RIT 2255 Li-, S%eeAin s
WTE ULV E ERAEORAEE HBIT 2 RO At 5 L [RIRFTRIES » b & LTk 57,

b) LCMS Z v Vev AR Y U —= 0 7 RSB DOBHFS

~NFE— R a~ NT T 4 — L EEOHEEE GRS LCMS IZR>TT I i - TV v
=F L OREREBENTREBIR Lz, ZORTIEINE TR a~ 8T 74— FOTHIES LT
T BRSBTS FTRBIZ e o 7o, [RIRHTARERD 7Y & L AEIRIZOW T b BT 2 RIS LT,

) BHBEHT A 7T U —llEEE V- D S E~ AR 7 Y —= 0 T SRDB%

L AP IR RS K > TIRIEATRE CH DAY, BUEAIRICEN I~ AR Y U —=2 7 Oxt
GYRBTII R\, AR ARRIA & Le A 2 ZHHEDOHR RITEEE 2 HWSIERD I Hh TV
M, ZOWERTIE | MGYRE 1 7 v A R TH Dm0, FHRREO LS PHEL FRICHES 5 Z 13T
X7phole, AFEIIHHEH T 77V —RE&EA VT 3 FBEO LA 2 ZE CRIBT HREROIE &
R APHEHNENETE 5 2 LA LN 5T, DL IZEHRHRIE T A 75 ) — s I E
FERNF PR T & LRI CRI PGS LT,

d) BB EOHTEEE A A iAW~ AR 7 U —= 0 7RO

B ROHTEEEEZ N ev AR ) == 7Tl A AV JRE LT LY br AT L—A Al
(Electrospray ionization: ESD) 3HWHILTWD, Z DA A PE WA A AETIE, 1Rk 2~
SOFREED NI 2 B L 55, AWFSETIEL, FrizICBR &7z DART A A% V- ADA KIEE~
AAD ) —= o TRERZERFE LT, ZOHIEZL - TR0 ORERH A 12 RN E CEfET 2
ZLIRARE L ATz,

[EENR ZHW e ARV —=2 THIEMSUEEO ST~ L—H B U 7 ¢ RB%]

ZAVE TOMFEE

HROHEEZ W AR 7 U —=0 7 Cld, 2OREED BliaREERE#EIC - TR 2 L
PRIBITODA, ZIUFREDBRZEEL 705 HEEWE | MEFSNTORNZ SICER L TN D,
ZAVE ClHEFEEWE 2 WEEEWE I TE S T 5 7 2V 1 =F 1 L [FIRFAIE U ORI A~
kL (nuclear magnetic resonance spectroscopy : NMR A7 kL) EOENENDOT 0 by 7%
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[FIE L7z,

AAEDOMTER S

NR AT MV EDOT 7 FVGREZFA LTz, & MR (QWR) 12X 5 SI Traceability ZfHfREE5
BT 2T o Tz, X T AV ARY U—=U ZIZBIT HMERGHEWMD 5 6, X X7 EaAET 5
T2 FRIZOWTUIHEES N ATFARETH D, AN=F > ¥ ML U ROT IV =F A2 T
NVR (Z351F DEASEIEED T~ T D NR HIESRAM AT /U HEAT IREL LT QR (2 F TR
S, i b YA X HBEHRERL DY QR 12 &K D IR E OIESAFEHEE 2 T E
HERTE &N To—HD F L—H ) T A fHI A FTRETH D Z LGNNI o T2,

EEONTEEZINZT T ) 77 I —EBREET + v —7 v 7 RB%E]

N FE COMTERR

TT U TT I BRIE (ADA KEE) (3kx X A TOMHET D720, BB TN TE
E7ARERIEMER I I2MN I CTh B8, AV E CIIBERMERIN AR Z F - RIS R E R D A
ThoTz, AW CIIRARARMN Z RN LCMS % VBRI IERER 2 BR%E Lz,

AEDOWTERICR:
a) 77 )T T L —ERERENEIE KBRS

AR IRLERARHITERR D OPIET 210> ADA RABIERE & BRI I > THHSE L7z RTE P EIETS
B OSBRI K > CRglr &,

b) dAXP JHIERBATE

ADA KEECIITAF L T7T /21 U U8 (dAWP), 74X TT /2 U (dADP), 74 %
TT )33 R (dATP) A IR CERE S 41D 2 LB TS, 2 dAXP @ LCMS ZH
W ERSRE B LT, dAXP (M2 7200, ADA JKABSEIZIS T D5 REDARRETH 5D Z LAV
BITWD, BYE, 77/ o7 7 I7—8 (ADA) KEEIZKT DIl s {-HAMR X BER Al T SRR O
RO T QD DS, A4 Z OIRBRICBWC ZOJIERN T RRA > k& LTSN,
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PRk 27 A 7E 3R]
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1)  Ojima T, Shibata E, Saito S, Toyoda M, Nakajima H, Yamazaki—Inoue M, Miyagawa Y, Kiyokawa
N, Fujimoto J, Sato T, Umezawa A. Glycolipid dynamics in generation and differentiation

of induced pluripotent stem cells. Scientific Reports. 2015; 5: 14988.
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3 BHAEAEK: HSEB
frgeorass JRE B (19.5 J5H)
[Z &8 OFMORAETROMMT L TR — Mg, 4, ZRERHEOMET
WFFEAREE - AAHETD)

4 BAMTTERIEE
e IR I (90 5H)
Vﬂ%ﬂ’]f_ 2 BRI OHEED 72 SO OISR A OREEE K USETUISE RS OBRA L Z B9~ D05t )
WFsEf i - EHREET)

[Zofih)
22« BBETEEN]
Ty S PR L e

E===05 1]
i 35 AAREH~ AR MUVEE SR

[ - -~ DEHR]
(B W BASE RS2 X 5 NBS SIEEEROBWHLYE - 2EIEEHREIC S
(AFN~nr /MF )
— ARG RRHEE P (R TR~ ZARAY V) —= U ISREBEZE A K5 A 2015.
Pl & 1R ﬁ)ﬂ, 2015.
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[7Rk 28 A 7EErE]

1. FEb3E

ESUIES

1) Hara K, #Tajima G, Okada S, Tsumura M, Kagawa R, Shirao K, Ohno Y, Yasunaga S, Ohtsubo M,
Hata I, Sakura N, Shigematsu Y, Takihara Y, Kobayashi M. Significance of ACADN mutations
identified from newborn screening of MCAD deficiency in Japan. Molecular Genetics and
Metabolism. 2016; 118 (1): 9-14.

2) *Tajima G, Hara K, Tsumura M, Kagawa R, Okada S, Sakura N, Hata I, Shigematsu Y, Kobayashi
M. Screening of MCAD deficiency in Japan: 16 years experience of enzymatic and genetic
evaluation. Molecular Genetics and Metabolism. 2016; 119 (4): 322-328.

i il
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