(JaSMIn 1&{E4F 5525 No.38]
20201 H20H

BBAE A a7 4—
RRRIC L DR E L FERA ) —= FJE AT T

I R B st o2 — 7 DR 53y
AR EEE NERL T R s R R A — AR A N T

BIEAEYA a7 — (ALD) 1% X @R % & 2 fREds . KA
IXFIE R O 1E MR S ME— DIREIEIC 72 0 £ 97, MBS & FIEREE T
FI-Ex 0D 2 LR, RERE A D CEECTI R, SRR E TREWD
ElE O BVEC, B HAEE DRSO FEINEE, RR-CHRERT | FREER ELE IR
THRIELET, TOROBWE TITHRIANS Z & b2 <, ZWRE bl E O
B CILARRIE IR 72 > TWEH A,

I B R E TR ERAE, ALD& VA X3 Y — AEOBWHLE & L TEEOBRE S AIZE
Wi BARME L CE E L2, AR Hi B RPRRFE L L TRBRZIRIC L 52
Wit A FBL L E L, SOICBESADO TR ZUESE LI IERTID 2K LT,
EWIR 7 1 — %475 2 LI XV | KINBIRIEMERRIEZ ICBAE L CTRROEITOFIE
HARZIIET 5 2 L NS NE T, Z D7 DITITFRIE OF RN X 5 FAERTZ
HIRKHEDD E LB KETHEHBICESN TV AHAERY AR V—= v T HEA
T5ZEBHERERFEA L E X TWET,

A EIOEIE TIHI BRI SRR L 2 2Wid & e~ A7 ) —
=2 7EANZANT CTOBLR EFRE, EBUZ AT TORRLAIZ DWW TR L E T,

1. BB RFEREEICIIT HIRREZEIC X 22 EiEDOEE

IR B R TR 80 AR ICE Y . EME—D ALD&~ LA 2 Y — DR OB WHilE & L
T, ALD OBRF S MTEMERRNZEZED D L 2 E TIZ 440 FILL L2 B L&)
WL TWET, BRI 2004 FEI25 ) AR BHICR SRR A AR LT D IE, R
DA MTE 72 RIMTRFAE S\ O BT L CiE 2, 3 A TR SARNINE & 8 s 1-f#hT
FER AR L CREAABAEICET T ET, & 512 2019 4 K 6 1 B KRB 3
& LT A I ER A TP &2 32 b B T R SR 2 (R R I TR E
EIERFEREICIR AL L QU E T, 72 ALD AR SN HAIIERE, s L CEB T
MR A S 2 A CHREE L TV E 9, BEIC 3 20 A A3 L7 ©, 2E O KBHBE & 1X
U & LT EREBI O/ N, IR NE, BAR T29H K © 2 < OZ 38T O fkiE %
ZFTVET,

I B RS/ NRER DN & 57 DFSES3 B TRAR Mk L C & 7298 D BUR 23 I B R 9w e
FEL L TERFFEINTEZ LI A%, FERICE Y ik L CRREZHRIC X 2R
EEINT ALD oW Rslicift s n g Z Eairian g4 (K1),



(JaSMIn 1&{E4F 5525 No.38]
20201 H20H

ARRERA TRE BRI ESHARIREE RBDH TR

Ik BB KB A EFHLTFTH—5—
fRIRFER Dj;o(l,lj;nstf—i) < ﬁ%ﬁ% “&Ex#ﬁﬁ

R A BREE
< K EE - E R AT (2 }l,‘ ﬁﬁﬁEﬁBFﬁ
L EEEHES R gmxam) P
SRR B | HBRiREE
ERE BRERBRRES ﬁﬁ 7 LHREN
(BER) RATEH

{RE& 229 po10(1,176 55)

e o
R erer—— % REEE

RIRZRICLVZIHBREL TaRERIFRERA TR
FRICEY . REEEIN=-FLOHROZEHARREIIRHEATEEICTS

1 IREXRFR(C K DEREREOIEA

2. IEBRKRZIZRBIT DRERZHIOOFERT AR ) —=0 TEADEHR A

—J. TNOORFAEED THRIENOBZMIE TICREMZZ L CTBELEL < |
1T DIEFDFEL CTWET, 2O, R TIIRIE L2 BHEEZZH L7
BEOIRF B L EC, BERIBMEAF ORI, B AOEEEZ FIRENL D
FIRICHME L THLH W, EEI vt ) v FafE ) ZRNTEZHELEL Tk d, LRI
INETICRIEME TV Y L MEZED D & 40 FILLEOBIBEZZMI L, FIEEZ D
BRIZEES TWET,

F72. KETIZALD BZFHERZR 7 V—=0 ZORRFERE LTROLNTEY, 4
YTARATD 1 RAZ Y —=0 7 GG OTT2o0RIEs n~ 7T 7 4 —
BT AT AZLD 2 RAZ ) —=2 7 %R T, BHEREITEMMBR T2 hTn
F9, B RFTHRE~ AR Y —=0 F iR OZ T E LT, BIERE OBk
ZHW, ERNEAZBIEL TWET, 2070 R EFE & BHLAICOWTULT
(BTSN

(1) A2 V== 7 GMERE O EM)SHIR 722 W

BUED A2 U —= 715 TiT ALD BHEEE LSMT LMEREE R B LR EE S 4L
TerVAF Y —AREBEGGEEE & L TAZ Y —= 7 I3, £ OHRIZIEETE R
(ZRIET DRBOMIRIEDORWER LS £9, £/2, A7V —=0 7 THHE LB %
2T THRBEITZWrE TICAZ R A 2 218 2 W RetE b & 0 | 2R 2 7210 s 2 IE g 72

2



(JaSMIn 1&{E4F 5525 No.38]
20201 H20H

DM LRI AR 2 5 2 L NEETT, IR R TIENC ALD ORIERTEHE b0
THER SRR & AR T 2B DR TRl R W o AT A kL T g, &
2. ALD LIS O SHRIIRE ORI Z K9 EFNI LT h, a7
B, BB F T D= 7 Y — MEHTIC CTIEME RN IR D U AT LR L TVE T,

(2) ZWrBEFE~OXINEEMCO 7+ —T v

ALD BMEE CIXERE & a8 L ORI D27 fBiE e <. BRIl
LCHLIROFPHETFHT D Z SI3BRRECIIREE T, KM ORIERYIT 2 0D
50 kAR, B A2 b FLIEHIN S 40 REARE L R)A < . W b RRERAYZRAER THRIES
LT TIEHY EHA, L L, BIEEL OISO KA CIXMm %, BIgAET
A TRICERE T D700 RHNCOZ 2 HMEIC L 5 EHR %2 L RAENLEITRY
T, ZOEOITIFETCORZEELREL L THNRL 74 B —T& 5 VAT LADRESL
MWEENE T,

—J7. ALD ZMFRIER TIIHFMIEROFEBUIIZ L A EBRALRE T, BiR R TIET
BitE b 7a\n iz RAASO ATRIER . £ 3o HEEE Gl 2 R COBBH v
YRU VBRI TTVNET,

(8) A7 J—=v7IT& D%ﬁénf:$%®§¥ﬁ$$ﬁ%Lbéif®ﬁ%ﬁ & HEM
WERDOFHAER A YV —= 0 VX BFEBITEICHRAERELEEREBRTH S DK L,
ALD /3 X#EMEER T, S HIZE—FRNTHRIERFMIITEN & 5720, FiEET
F L S AT D Z R IIR IR O3 g C AR D FIE B O RFIE BT DFET D Al
BRERHY T, ZOTDFERMITIIERHBEL R A TCELRREENH S —FH T, M
A IRFLRE R 7 VLT o3 2 BB O 25 NS 0 RN D ZFIRIC, S BICE R T ~DFE
fif%RDDZEITEBI T Y VT HED THA RBENRE SN E T, Z D%
FLEBE DFRIENT 2 1D 51213 ALD O BRI 2 g L -[ERiC, Sz vk

—, D LR EDOTF— AL DX DM RRIEN AR RIZ/Z D £,

Lt X EEME L EF O TL D IAWEEERBIZBWT, FiERRA 7 Y —=2 703t
IZZA STV I @ A« OREFNZIBIT 28I T v ) 77T TR, FEmENns
G & SR~ DOIREZRD DHE B LE L B E T, i, B, HEEROHGE
DOWETHER SN TWETD, BEEEER LSO TRESCEAE ., %lﬁ%kﬁ%ﬂfm\&
WD B ORE AN IAE LTS ZERRYEBnET,

(4) ALD OFAERA Y V—=2 7 %8 NT 5 BRI 22 WA O S

@@m B LV, ALD OFAER A V—=0 7 2 ENICEAN L CHIBICHEE TS
T=OIZITRER 7 ) —= v VR ifiak TR SN - BRI 2 ER» ORI
6¢ﬁk$%@ﬁ@kbké7tﬁ—777¢ﬁ\ SICERNBT 2 B O B{EN
Vo) Y TERIOMENEEIZRY £, 0. BEEE oOmEZH O 7 L oR

3



[JaSMIn &@{S4F51525 No.38]
20201 H20H

ofitisnEzd, U EziE AR TIIGHEEEDOZITME L TORREAZH
BRI LS W 2 (RS TR L. BRI 7 4+ v —7 o T 5 72 O SRR
FRELTVET (K2),

2E  NBSHEEX A | NBSHEIEB | NBSHEZEC | NBSHEEED | | NBSHEEXE |

MS/MSIZ & 5C26:0-lysoPCD % H (Primary screening)
LC-MS/MSIZ &5 C26:0-lysoPCODHH (to reduce false positives)
g + IR B(TITS ERLENEEDED I+ O—HEE
FRE A=V R KRBBOHRA+ RV IS
Jeoramitt (FrAmEEE) +HKEE+AES

WEEXE R R ESETREE (T AHFEAEF) : — SRR E (BEICEEEH7T12)
GC-MS[Z & HI5E (C22:0, C24:0, C25:0, C26:0, plasmalogen, phytanic acid)
ABCD1 & I&F R
IEEUI

Pt ADBHBE | | ADKHERE | ABDLEETERRHIAT |

EHE 4 2 1

NBSPEEY  #iE-Nsdili-F5HE AR - HHEERTEIRS N SN

o EMELOEE EBEIVUEIVT B RTL(EEXSE)
i BENT LY RRFANEERE EREGE

k- 2SR ERLES 2T L Jeoran+rEE
BB (- -l IR KR

2 IRBXFRITICED ALD ROY -2 IXEBAEE (8)

ALD 3 PHTHNPHE L A2 ) == 7 TRAOF THESITHEETE R0V E N )
Bk LT, BE - PRTEREOBRBAEENET, —FH. /3 OBMHERIL 18 1%
FCICRIMBAIIET HBURZBEE 25 &, BIBARLED, HEICRDWREEDH
HEFLEFRIEACHEATLHZEN 1 ATHEL OBEOTHRIGEICENRD] EWHHE
JRITSL S T, ATHR RS, ML, B8 s, A7V —=v 7 Eltak, FEREEN
LTCALD HAERAZ V—=V JENEAZEF L T Z EBRHEENET, 4%b
i Th D ALD BEOH L WARRIZHIT, 2L DF A LI L THEALTHETLWEE
ZTWET,

y

“ ©»
- W
i




