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Coffin—Siris SE{%Ef (OMIM135900).~BOD fE{%Ef (OMIM113477)
RAPADILINO fEf&#% (OMIM266280)

I

E. 2E1EH

1. RAIINTENRE O RIEE

2. BlEE (K. ERRHHVIEEHKERES)

3. BAKMAEREERDFHRIEIEF R
(BREENH B EICBELERETRITTEHH . REDZ LITHATEHEL, WEBBRELTIEERREE
EEDRELERELME (moth-eaten appearance) B FHITH D, BELI-ARKARERPROBEE
OAY XY LEERNICM BT URHDILENROND, CNoDIRHER S (X 20T R T U
2EHLINIIVZUBEETEESIND, )

<zZWohTI)—>
Definite : AZi&7-L+BD1IEB U LHAHNICEHm-L+DERFRMNLI-BD
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(2) LMXIBEIE B DB R %
Definite xR &9 5,

A. FI18H
1. BEE (WMR(EETI+HULE) EAR(RER 0.15g/gCr LI L) RITBH#EEEE (eGFR<90ML/ %
/1.73m2 L))
2. RAIVINTIEEREDZMEEE B0,

B. BIIEH
BARBRAEEREOHYMERRR
BERREICEVT, BRERAEERDIEELRELVME (moth-eaten appearance) #5286, EHITY 2y
JRATUBEEHDIWNNIFIVUBEBICKYERENICRER DD LEBIND, ) A BA L EHHiEZ Gl
2777 — R THLNBITY U #HEEY (myelin figures) ¥ T 5/MAK(zebra bodies)Z R H DB ENH D, )

C. BEzFMRE
LMXIBEBIGFDATOESHKRER

F. RTREEHIVIEREREELNHY . BERMECTEARAEEEOHEMEBRMREAAHE
HOVWFERBREBEECHAZTIREEEZEIIERIC IMXIBEGTFREEERET %,

<sHoOhTI)—>
Definite : AN 2IEH +BHANEICH DK EL1IEBERZHm-TED
=L, BEEEZETHMORE(BOMERED (IMXIBUNDBEREDRRELIEIANDEEF

EE)ZHAIDILDERNT D,
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<EEERE>
EUERREEENECTEEICKYETS2ED(TRFR) HANINWTHOBEHETH > TEREADIL
TFF=ULt 05g/eCr L EDED%E, EELLTHEET S,

CKD B EHEE—hTvT

EQRE S Al A2 A3
REOEE
(¢/B) % EEEQR | mEZEOR
RER/Cr l
(a/gaCr)
0.15%k%® |0.15~049| 050 LE
GFR X% EREEEE .
/1.73 m) ERFEE-3E . &
G2 | Er 60~89 % ) 7i-|/_ &
EE~hEE S
G3a | 45~59 = Lo R
hEE~RE ol
G3b 30~44 SN I I
G4 |mEET 15~29 Ir Ir I
KEELS
E G5 | (Eskp) <18 7 7 7

FEEERER GFRES - BEHRESZEHEAT—UICLYEHET 5. CKDOTEE (LT, XKHFTF L, LMEE
CRIEDVAVERDAT—OFBEIZ, B, ALUD, FOIRICRAT—UNERTHEEVRIELERTS
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CKD Eff S BE—h2vT
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REOEE
(0/B) E%¥ | EREAR | REEOR
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0.15%% |0.15~0.49 | 050 Ut
GFR E% ERE-IEH . dd
(mL/% Gl | =90 ok = Lo
/1.73 m) EEE- 128 o ;N
c7 R ey 60~89 % ) 7i‘I/_/_/
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hEE~RE s
G3b 30~44 SN 7~ 715
B T e e L 7
G4 |BWEET 15~29 i i i
FHEBFL
& | (Eskp) <18 7R 7 7

FEEIRER GFRESD - BEEREHDZEHOEIAT—UICLYEHET 5. CKDOEEE (T, RHEFT L, LMEE

CRIEDIVAVEGDRAT—UFREIC, &, ALUY, FONBICRAT—UHNERTHEEVRIELERTS

MWL K OV BUE FE A3 OIS 38 1T % B B S IR
T W O D EEAER . MRAFT RSFICB L T,
NORO S DZHNTHE LI X2 (722 L,

1.

PHHEZR B DIZIR D, ),

PWHYE EIZRRBE OB E N 72 WEAIZIE, W
W ORI & R TR IR EIREE TH - T M

2T, EIL6 AR TR EVIREBZ EMIS 5 2 & &35,

5 2 EBBBEREDIZONWTIE, EREMROMIR LT 5,
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316 WIL=FURIBEEE
o #=

1. #H=E
HIV=F oA INEERTIERTHD. HIL=F /NI IILESURT5—E 1(CPT1)  AL=
FUINIER LSV RTTS5—E2(CPT2) . AIL=F 2 /T IVHIL=F 52 AOH—E (CACT) RV
AIWN=FoEILaVR)TRICEE T DAL =F bS50 RAR—2— (OCTN=20CTN2) D Fe R REIZ &
Y. REBEHEOIFIVR)THRHADEGENEETShIND, TORBE. BIHBABEN+21Thnidd
Y, ZRERIRIINF—EEDETEZSIESEIT BRRREEL T HERARER . L4 REAFKAEDR.
ERBHFEIND,

2. [BE
CPT1 KRABJEIL. CPTIA BILF. CPT2 KRIBJEIL CPT2 E{5F.CACT RIBIEILX SLC25A20 EinF~
OCTN=20CTN2 EBIEIL SLC22A5 BIEFNERIZE>THELAN. RILEGCFLEETLERREEMOE
FEBINBDBELE . RENRBIATHIEI N,

3. fEK
AV=FURRBREZEDHBELIERELT, TZHEST KL BH ., ENHME. AEENTR. K
BETIOR =R FREEEFICMA . BEIFA~DIEAERE. FFEET 2 ITHEO A €7 b S M E -
EST7UEZT7IE. HAET. DHEGEEREZEICHT=5,
RNE(FAT LAIRERAWEFHERIRARY) == F 1B WTERA B S HT (FRERD ICHKRIN D
ZELHB

4. BEiE

IRAMAREIIHEILTELT . }ENGTERIZEEED,

RRARDN) ==V TRONSFERICIIBERBEOEE., FHEEHREN) T URIROFER. L-AIL=F
VOBEHEICEDIREREFTHNETH D,

SMHOABE TR IHEEDLELIZER. L-HIL=Fo D% 5 (0CTN=20CTN2 R{BJE TITHETHY
REREZTV., TOMITEADL=FUMEDZEICER) . 87 E=T7NEDEBE(TILF¥=2, Jx
ZVEEEE TR L, REFBFTM) D LRE)  REBEAIVE| AP T(TS5—k(CPT2 RIEFELE THRE
BlHY) HEDREEITS,

BHEHDEE  L-HIL=FUNR(OCTN=20CTN2 RIBETIIHEBETHYKEHREE1TY) . FREHE
FFEIDEST. MEE=42)>2 T REEE (GRKIEY. BIEFE) . PH#EEFEROER. OvITA DR
DERHERN A EFHFHIRLGEKGHLEEENDETHD,

BANEADEE : RALERMTREDEIL T L-AIL=F U DRNAR (OSTN=-20CTN2 RIE%E TIE
WETHYREREEZITI) . EHWLER. EBFIR. v TAOREORHAERN A ITIREH O M
FEOHF#EED IV FA— LG EEITIDELN DS,

5. %t
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AEEDBAREITHLSHTHEVERA N ZL ERIE/BOLNATVEN, REEHDFERIEITRTHD, 2.
HREARAEF DOV THRRICEULABENITONLGENGE (TER TR - HRBENFRELICTRTH
%, FEHLRBRICLLLAMRBMARICE - TRETHI LI VLG LHEHERI SN S, FHAEKLZE DD
UhO—ILIEE S TIEAELY,

O ZHDHEIHELEIHE

I EBEH
. 70N

1.

THTEEDERZGHMRFEN

100 A

HIRDHEIE

TER(CPTIAEIRF. CPT2&InF. SLC25A201815F . SLC22AS EInFMNRIEICEE ST 5. REE
KEBEATHD. )

MRMGERERAE

REEIL (R LFEE DA THRIAFETFEIILTLVEL, )

REIDEE

DEEERMICEELTODTHIBERER IBGELTHY .. EKENBELTVLWSOTEEICHIZYZBE
B RE.BEREAZDELT L. F. EXUGEEZEICLLHD.)

HY (ARBHAERL . FEMNEREL-DEELE)

EEENE
ARAERRKBEERFERICIIERMRBESEOEEEFMEAVTHFEEL LEZRTRET D,

O & #Ekﬁim:

%Eﬁn$¥)r¥ﬁ$ LAV —Z RN REEED AR B EEEIC:

BEFBELBHFRRE MBS HIAMTEERE %E&%Eﬁh$%%%%(%ﬁm P& & JEI

BRUBITOEEICOI=2Z BRIAT QML EfE I RHF=REE T DRI
PMRARE_BEAXRZRFR — BRSEHk Btk

(TS REF LRARGY =" I ARG —

=7 ﬁ‘%f’ﬁ*@% ;- 4%74/%—&4#@%&%#—&@@%2019

7o i - sk
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<EORREZE>
Definite., Probable Zxf& &9 5,

A. BEERAEK
1. BEEE. B2 \VhA
HERRER IHRHRERTHOND DRUREREHISDERE. SAREERELZHS
naEELEL,
2. BEHERK
FISERBTHOND, EHHREECIA /NF— 5. DERFEEET D, BEONH., EF. %
BREERBICRIET DEN L RN RET HIEBFMTH D, F-—HICIETIRP IR FH ML
EDHLNBIEREH D,
3. DERAEIK
FISERBUAH NS FERPAFBER THIS. DAL M LBREIRGENHONDZELH D, E
fo. — BRI ABRICERENRESNTEY, BXE, HEREDOVTHDFEBEELSS,
4. FEIRERAEIK
MERMRENEFDELTEER, BIFR, ZARRGEDZHLERRBEEET S,
5. HLEHER
FICHAMRHARERICE VT B ZERICRIET 5 E0H 5,
6. fFEEX
HERMRER IYNRHMRERTEZAONE REDEERFICITELWVMEXRZRDELEHD
M. BERBRICIEBELMNTRENIEE S,
7. ZDih
A RMRERO—EOMEH TIEERIR (NBEE. ENERLREDNRTH., EREELRE
g FRRXRIE. 2/MKENLGEEETEEEELH5.

W

B. REMR
1. — Mm% - £ EFMRERR

BE~JE7boHEmEE. FFEEBERLER. S CK ILE. &7 E=7ME
EEL AR R EIFT PARENEECEE LR EVSERTIELL EMEE. £ B REDEELIL T
SNLEHFEEZTEILSEEZINETHD, AMEMBEDOIRICIRTFAMAEMETE~1+EEE, P RAR
AY 1,000umol/L FEETHNIL, BT b HEMBEEEZ D, I/ b 5 B & [F 85 (i fh iz st s Bh k2
BIEL ., WEEERSRAEE < #8/7 b AEILLL > 25, EERERRRAES /3 ER O BREEEILLE > 3.0 THNILAEHAER
BEILEEINTEDOND,

2. MBI = FABD I = F 2 S (fiE it dniE) )
CPT1 RAE4E : B HIL =—F N E1E (70umol/L LA L)
CPT2 RIBJE-CACT RIBJE: 7V LA =—F o HE{E (20umol/L KL L)
OCTN-20CTN2 EEJE : it HIL—F > HMESE (20umol/L LLF)
3. R TUIVAIL=F o0t (A, [17E)
CPT1 REFELUNDAN=ZFUHAVINERFEEZRSI-HE. HHMMTUINAIIN=Fo o TIELL, M
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BT VIWAINTF O HEEFLLTITO, CPT1 KIEETIX. ARRMTODTVIAIN_F o ozExXT S,

CPT1 RABJE: HHRM T LI AILZF U N T BEBAIL=F U (COOD LR ERBETVILDIL=ZFY
(c1e,
C18) MK FECO/(C16+C18) >100-TFHETF B0
CPT2 Ri&84E-CACT RIBJE: MET L IIVHIL=F U Rt CTRETILAIL=F>(C16,C18, C18:1) D L
H&£(C16+C18:1)/C2 LhDEfEL>062), C14/C3 LEDFE,
OCTN=20CTN2 BEfE: iET7 L IILAIL=F O R i TN IL=F > (CO) DIEMEL<IO0pmel L) o
4. RIEMY) 2/ BRI E RS R F ML E 2 AV -BRIEMERIE O RE AR
BREEODETOIIRAVITOYNETOEHENBETERH D, £z, BE) U /N\EROEEKER
#ESFHAREZ AL V= in vitro probe assay TIX BB EFDTVILAILZFUoEaRHTHIEITL-T, #fz
DAEAER R B EEZ EFE T 5. in vitro probe assay TIXERBHFEMNLGT VI AIL=FoTOT7(IVERER
TE. CHERISERTEMEICELS,
5. RN L= F > o EHEit E
OCTN2 EEEL_RMUAIIN=FURZEELDE R (FFRPFEEHEDI=FOHMENFRATHY ., FbF
HICERL-MERVRERAWNS AEE T, RPERHHIIL=FHMEN2-10%E_2 5. FEE
D—BEIBEBFELA—/IN—F9vTFTELEHD. COREIFHIL=F > HIRTA° Fanconi FEIZEEIZLFE
SNERMEEEZE T HHEETIFTFENTELVDTIENBLETHD,

FRAEEBEHDIL=F o HE R
R DI = FOXMBEIL T F =/ MEHEBDIL=F U XRPILTF=>

C. #AI2H
MREmERR HOANAD— KEHK. SV TRIGE
PARERER 2R R BE (1 IIVIOYRREED) L
e SFRaE
R WERE  BAVR) v IfE

D. BzFHRE
CPT1 RIBJE: CPTIAEIGF (119133 [2BTE) DEEREZRH 5,
CPT2 RiBJE: CPT2EIGF (10323 IC/RE) DERZZED D,
CACT RIBJE: SLC25A205815F (3p21.31 ICRE) DERZEDH D,
OCTN=20CTN2 EEfE : SLC22A5 B InF (5q31.1 IZRE) DEEFRD D,

<BEOATIU—>
Definite :

(1) RERE LS TIZADSB1D2ULE+BD4AXIZIDDS5E1DLLE

(2) FIERTRRY)—Z U T FICKBRERMEICH LTI, BOAXIEIDDS5H51DLU L
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2E . OCTN2E B TIEIBRANHKHYIZ. BOSTHONGEEMBEEZRD-IEEICLE2HMEELTEK
[AFS

Probable:
(1) BERBLUNTIZADS>E1DLUE+BD2XIEI3NDS5E1DL L
(2) FIERTRRD) ==V FIZKBRERBIZHELNTIX. BO2X(F3DS551DLU L

Possible:

(1) RERTE LN TIZADSE1DLULE+BD1OHAEDZED
(Q)FERTYRRD)—ZU T FIZEDRERBEIZENTIX. BO1DAHEDH LD
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<EEESE>
ERERHEBEDCEERETM(BAERRBEEZR)EAVTHFELULENRET D,

11

11

I\

[\

o

o o

o

o o

o

WG EDBBKRE (UTOHRMASNTINMN DEERT SH)
AREELGL
SHEBEDT=OIZfAILMDEYMZERA VIR EREL TS
RERRNGCEY BRI P TERL
AMERERICTREE, MEHMEEZLELT D

BEREAROKRE (UTOHALLTIANM DZERRTS)

BEHIRGERFITBRENZL
BEOBEHRHHIVE—FHUTEEHRNIDETHS

BRIV VERBELTERI AL EDTFREEDEEFRENDETHD
RRIILOETHBLTERY 0EDKRERENCRF DR (FRIER) BERE
DRBEHARLETHD

BEXRBNIDLETHD

BRXELGEORBETICEZEBEEL-RE (EHZET) OMRE (UTOHHIS
WTFhhM120%BIRTS)

BHICEEZRDLEN

BEOEREIBRELTLDS (BRELTEEEFEMS 1.55D DiERR)
PEEULOREEI #IGELTLS (BRELT 1.5SD A5 2.0SD Di&AR)
SEOERENHFHKELTLS (B%&ELT 208D LLED&RR)

BEORMAERRZER. HREK. HHETISOVTOE (UTOHndL
Thh1D%ERTS)

BEEZRHLTN

BEOEELRDHSD (BRELT.IQI0 RBOMMELELRAWV-BILTN
AIRERIEEDIES)

hREEDOETZRHSD (BRELT.IQ50 RiFHOBILSTHTAIEGIEEDE

o} HVHH

SEQEEERHS (BZRELT.IQB KEPRFIFELEYDIKE)

BEQRBESICET STHE (LU TORMVThMDERERT S)
PPl Bk, (D7 £ I THEREREE AV 0
FHiE. B, DG E ICBEEREEEEL DS

(BRELT. ENTNDOBHREREICLIBREERZTDHLD)
Frhid. B, DigaE IchFEREREENHD

(BRELT. ENENDEHZEEICIDERZRDHDHID)
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[\

o

FHiE. Bl DL CEEREREENHD. HOVIBIEERIVETHS

(BRELT. ENENDRBHEDEETEZEHDHLD)

EFO B NBEEDRKR (UTORMNTANM DERIRT D)

B Lf=4EA AT e
DEYANOM NP2 3
HELEEDETHMABE
AR FERNDE

BEFE

155 VIETOEHER VR $ED LICRRFTMERET 5.
(MARDEENMIDOTEHDIEE
(2)2RLEDIEEAHY. M OMRLBR#EN6 R L EDZE
R)MALEHRREMNI~6RDZE

(A MRALERRENO~2RDEE

IE

PHEARRICOVWTIEAMRSAUESEETHTLE
RERENGEYARETARSAUIZERLI-RDET S
RERENGRERBAREHARIAUICERLI-DDET D

ST L B OV S OISR 5 BT

1. AABENITHW D EARER, AT LI L T,
NORFAO S DZ AN THE LI 2R (2L,

RATREZ HDIZIR D),
2. 1BWRBRIATZIZ 1T 2 BIAEE I DWW TiE, MU RETFREIO T TIRREBITHIL TV DIRETH
ST, HiL 62 HETHRGEWVIREA EM?HET 228 L35,
3. ¥, JEROREN FRROBEEEHFHE T —EMU LIZEEY LRWE TH L8, mERER AT
D2 ENBEREDICONTIE, EREMRONSR LT 5,
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317 =EEEAZRRIBIE

O #M=

1.

BE
SRaVRYT D FERIERDSE SRV R) TRHIEIZEES LI-REEERD SERILEIREMKT 528
FZN1DOT. EHEIENEE AEEERBDE20MDEEERTI /1)L CoA ERSA—1 (enoyl-CoA hydratase : LCEH) .
FINEFR 3-EFOF LTI )L CoA ii/KFEEER (3-hydroxyacyl-CoA dehydrogenase:LCHAD) ., 554 MDEE
% 3~ 72 )L CoA FAS5—+ (3-ketoacyl-CoA thiolase: LCKT) D3 DDHEEZH->T-ZEBEDXRIE
JET. BEBHK : : B ER(LMER) MERETHD, KT,
LCHAD JEPEMERE RIS ﬁz?a‘g‘é Isolated LCHAD R48fEH % L \AY, DA E TILIE T, HIE (LERER
BICIEBEMEENHEINELFEMICIEIRANTELG, FERIHLY. HERAKER. AL RARAEDR.
PREALRICHRELERFEREERETIERBIDEIND FHERITRARY)—ZUJ THHSHh
= REREBRRTRESN-EBERDOES TEDRENIHDFEEINLGET, BREMEBELEENICHEE
EER

b f—

zi

ZHEEED2DONEIEF HADAHADBHADHA. HADHB DEBELNNDER(Z LB,
EIR

FERBITES T LNWA ., BREE, FREE. DRLLGETEMREL. BRENS VL RGH
ERAS, 2.4 REIIC Reye HRAEIRBE CTRIET HELLREAFKAE R | 4117 HAH S AL BA AR B B AR
AR A A ET TR OFERE T REL TRET I EHRHEERTET, BREIIEEL, A
E T REFBOLGHATREHIZEIEE (80%) . MIREE (5~13%) ZRF SIS, Bl FIRREEEET
EEE-TREGINHD, Ff-. DUREOREELLE THREERFTEERDDIEELH D,

KA T LAYRERAVWEZFERIRARI) =V ORFHEETHY . FEIRHHE SR (FAERT) 2.
FERTRARV)—ZV T THRINDZENH D,

BE BENRERBICERELTVSE ATAREETHLSBHRMNEIRP(C HELLP fEIREEXEEI-¢C
DB D,

XORIM - FFEER LR - M/MRBDZE=HEL. SRBLEZELSLPEE LT ERS HHE

AEEQAAFRNIBEEEE-AFRECLYRLETEDIEY—FEEBY S . BERF DA

DBEDEFZEITHLIZHE. BEMRBZEHTLEWSSIEEY 5, -, REFIEMHEEZHIEEL . MCT 3
WO/ AANEFERT S, REOEL - FTHGED sick day FFIFRBMALEEFTIRING V=D R
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BABRL+RET R I BEEET . RERERE. +2EDTFVEEMHIEL. REIICRETEDKE
T ACENEETHD BEIGES SENFHRIAZES SRS D TEITHENEELLY,

5. ¥t
HAERMBEROFZ(IELN - FIRARER BE4R 1 BALURICHEEL. BIEEELASL, 4R H
FAEEITIL, Reye BRIEIE

BELTRELESRICEMNEREORBELLTREREERF ST EIBLEFRBELL RE
B DG TR B E R ET SIS

REMIEEET (0% AEEE(E~13% ) =FkF . BIFRKREEEE TRELEEZE-IEMNLHY. chi

[FROV—ZV I BREICEHEHRR . BHBRICEVTHHCIENTERWGEE N H D,

O BEHHFEICHELEHE

1. SNTEEOEREZREINREEN
100 AR
2. HIROHE

| B (MADAHADHA 85\ \$ HADBHADHE BIEFRENRETHAH, ALEETFER THRRES)

PEEPINBIILLE  FEOWM, FEDSREHTHIBHNSL,)

3. MBMIABA K
RREL GHEBE CHANBMTIHEToCHRMRET 5T LS RAABENHILTUEL,)

4. REIOES
DEDE. BREHORESRGELTAY . ANAEEE. MEEEOAH1HY +HLRBRELY
BeT 5, 3 BROICREL TV THERRE EREL THY . BRIEEL T A0 TEETDT:
VEBER. BE. BFHE . sick doy ORIEFBELT 5. Ff-. EAUEELRT L4655, )

5. B
BY FFRMEDSERL  FRAKBLI-DUELE)

6. BEENSE
ARERRBREF R LD ERMERBRBEOEEETEE AV THEEULERRET B,

O 1AM
| » BEFBEFBHEMAEMMEH AR BEBRMRAS RN ERAHEEE AR BB
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<EORREZE>
Definite 23R &9 5,

ZEBRRIBEDZIELE

A. BRERIEIR
BRECTEHEICROONIAMHORMRIIUTOERLH IToNS,
RABEREREND REIKE . SLITHEEEZHS

1. BHEE. E2T A
P Tl

15 # p - H
155 (3 Reye BIEIREFERZBTSNDERHE L,
FITERBETHOND HMHARMBE CSFAF=HNET. HE. ZRFE. EGLMEEZET S,
ERBICHRIEST DIEN S ERARET S EIFHTH D, F==

2. BIEEREIR
BirE

RO, EE. 8K Z
B D) < = B e e LS - ]
FERBARER, LY RARER . BREICLAONS i RHAREE - EEOEAEDE

3. ILERIER

EERIHSOIDT 2, BRI ETEIRGENADND,

FERPRERZPOEL TSR, FIFR, FAFREEDSHLERENLEET D,

4. VIR ZRAE IR

5. HILEBEHR
HICILYRMBER BT B E ERCRETHSE0B S,
HDISE AR FELVERERDHEL

a
v

-4

1)

hIH HA 2

ZL,

FF1) g

6. FFiEX
F E" +3p - a : Z, { 4o
LHAHN . FEAERERICIXALN TR LD

B. S5 LLHREMR
EMAEDERICI R ORPT M ARDMEEL S S, 1120 BRI IEETHRE T LT T ARED

1. E~E 7 bR AR
EELWSEKRTIIGL, EmE, £ S REOREN FTRSNGEEE TELIEZEZADINETH D, LY

BRMBEDOMRZRTFARERETE~1+RE, M7 ADY 1,000umol/L FRETHNIE, B UM
WEBZ D, AT ARG B E R F (i Bt iE R Z RIEL | B REAEInER ~ #87 b REILEE> 25,

WERERRRAER/3 EARF L EREREILLL > 3.0 THNIXIEIHEL B BRILEENEDNS,

2. FRERERLT

| BURERICELDEETHERBERO LFZEDHA - ERERICIEELISELH L, BRI
EZEHLTVRIENZL ERBHLSEIZLHD,

3. YL 7FrFF—+ (CK) M
EHREHFICRESHETL. MR AMRERIZIZZEESE(>10,000 IU/L) IZHEIEMNZLY,

4. BT7UEZTIE
BHRERICEESLGIZENHIN. BIROAH THRET HENZLY,
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5. fhER
PERICHBAERALBRIBRBERE CIREVNA RN 35 £ R OMA BT R A IgiEacs
BEEASRHNE (FBIZAEHEAS Oilred 0 LB TORREE)EIDHEHELHS,

C. ZHOIRNELD4FHBRE
1. M7 IVAIL=F oo
E#H7ILAIL=F> C16,C16:1, C18, C18:1 &£FDERFOF{K C16-0OH, C18:1-OH ZE ) £ F A4
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BEMOIF LR AR CIHEIEREBEOMBETVIVAL—FORHICEVTEELZHEEAZLLY
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EFEE. HADHB BEFEELLICHRESATVD WTFhOBEFEE THo THIEEKEIRICBAL N E
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1.

Bz

TETTTIUETTEER (SR) RIBEXIBOF FRT7I/BKBILBROMERTISEFOEAXTTY
>V (BH)) DEERKIZEHD SR #0—F T 5EBEFNEFEIZLY.BH DRZERTHIGEHEDERRBE
BETELEALSEDEGEHRAENS, FETIE SR LN DETERDEET BH, NARINDT=0
BT TSV MEIERSELA., BNTIE SR LN DETEROBENHZMLEL BH, (FERING
W=, ATa— LTIV RUVEALZVDOEFHEENSIETEIINS, TDFER. BH, RIGAELFEHRD
BRERERERET 5N BT T IV MEERIGEV-OFERIR- RV —=V G TEERT
T OWEABNBENDIENEE LD,

BEHRE. A TE 204 FLEHLREShTNSISBEST R TE 50 fIIEEDIBDH TENGE
BTHLD ., KIBICENTE, EFIAFESNDOOHD,

2. [RE

RIFOMEBIL. BERERMEFHERODHICEY. SR FEDETHABESNZSN, 2p14-p12 [ZHE
¥ 5 SPREGFEEINFERELTHEBASINT,
R ELE SRIFTEDIE T IXRER P DARE/NZ B (HVA) & 5- thn—*\—/»r/h—)bﬁ’ﬁﬁﬁ(s HIAA)@’E’
BET£BONEERPSED F 7°7-'J// PHEFNE ;
232 i 'FULTIE ERPOEATTUAMEIF ERLTWSAEER
@ BH, lﬂEs‘FL;CL\é@;b\ﬁﬁiE’rc%é HEEZWICIE SPREGTFHEMTRMADTLILIZEEZRD.
BB SRS T SRIFHEDIETEHELAIZT D,

3. fEK

RN DEBREREFLESEFREIEFZSURMERRZETERL. BREDEZRHIEHESE
CEHNDRBKEEFEEETRL, MHAITERREFIDAZT  N—F U ROIRENEDLOND,
FLRHAICIIEH OHRRETZRL, LR FENOH RBICII B ES OCIRMEERERHDED
0D, ERICKY—HDEFEZTOXRENRoN . REKEEZEFEDHLERDILLH S,

4. Bk

SRR LT, M EENE OFENE THhA L-F—/S(L-DOPA)& 5-EROFS R FRT7
> (5-HTP) BFRAE N BDET. BRERI SR RBERAEH LER— OEEE L-F—/ SSEIAE
MEET 5, 5-HTP [FLYRHMOARBELTIEBATHEH . BN TIEEFELTAETELN =0, K
AHAIZ14 L-DOPA B TOABA TN TS, L-DOPA DRIRE 1L %8 B LIRICER A E RS
B1=0>. EHIOBEIL. £EIThio TEERVABRLEBRENLETHS,

5. %t
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4. RYEDOES
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BTCH#EITHTHS,)

5. BDEE#E
HY (ARBHAERL . FEMNEREL-DEELE)

6. EEENLE
BAERRHEEEZRICIDIAERERBESEDEEETFHEZEZAVTHFEEULEZRNRET D,

O 1R

BANMNRMEZER BARRRBEEFR
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EEFBEHAMREBRRERIFLOVARKBERERY ) —Z VT BRISEISLIZERA(RS10D
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TETT TV ETEER (SR) RIBED M E%

A. fEIR
1. RAHEERERFNRDOND,
2. BREBZFS5EHFEZORHH S ORREEFHENDRDHONS,
3. MHITERRE/HIDRRZT . RA—F VYUK OREAREDHON D,
4. ALRHICIERBOHERBETZRL. LRHERELOH RSB ES CRFEERZRODLEE
Hb.
5. BERICKY—HOEESEZTDORENRoN . REKEEREDERERDSILEHD,

B. REfR
1. BE&RARTE/ N2 EE (homovanilic acid:HVA) *5 ER O EFEL (5-hydroxy indole acetic acid:5-HIAA) {E
(FEE(EETRUT. R1S8B)THS,
2. WERITIUDURHMTIR . EFTTIVHABE(EELRUL. X2158B)THD,
3. FRMBKTIFGIEER GRS HIIT SRIFEDETZHASHIZT B,

C. #RIZH
UTDEREZENT S,
BH, RIBSE. BB, BEMN—F VIR, FEEL-7I /B ik BEEE R RIBAE

D. BIZFHRE
SR RIBIEDRENEEFEEZONTUIVD SPRDBIZFEMEITV. 22D TLILITKERELDEEMNRE

EINdI &,

<EHOHTII—>
Definite: ADSH1EHB U E+BDIH1IHB U EZiEL, COEAI T RESKEZRIIL . DERE-T LD
Probable: ADSH1EHB L E+BDS>H1IEB LU LZ#E-L. COBAT NEREBZRINLI-LD

. ) - . = .
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<HMHEH>

1. ERIPDTTID U9 H1. 5-HIAA & HVA D IE & &5

N* B HVA 5-HIAA HVA 5-HIAA
hee nM nM nmol/L nmol/L ng/mL ng/mL
<6moFEIR 310~ 20~70 150144~800 | 5957.3~ 27.526.4~
110015~ 210.3191.2 1465
35
Bmo~tyrimo | 12~30 15~40 295~932 114~336 | 56.4~1782 | 20.9~615
~1yr
2o fye) ~4yr 9~20 10~30 211~871 105~299 | 40.3~1665 | 19.2~548
510yr5~ 9~20 10~30 144~801 88~178 27.3~153.1 | 16.1~32.6
10yr
11~16yr 9~20 10~30 133~551 74~163 254~1053 | 13.6~29.9
>16yr=17yr | 9~20 10~30 115~488 66~ 141 220~933 | 121~258
S = | DOSDYAN =
ﬂézﬁqjj:}:— | |:~‘~ [/\, *ﬁ; N*‘GH'MQ' B*—@H-MQ—

*N: R2ATTU2 . B:EXTTIY
Blau N et. al. Physician’ s Guide to the Diagnosis, Treatment, and Follow—Up of Inherited Metabolic

Diseases; 2014. p. 3—-21.
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SEQEEERHS (BZRELT.IQB KEPRFIFELEYDIKE)
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1. BE

HERRE NS4S GPl 7oh—I(E, (FELEBOMICHE LTI 150 BU LD EBEDEHFESICHALGNT
V%, GPI BRIETHECNLDETOERENMRAKREICERTELG, WEFTIC 27 EOEEFH
GPlI 7Uoh—EEREDEERO. BHICBLETHLI LN DI >TLVD, KL CNHDERFDEE
[Z&KBHEXRMET)AVIVKRRIT7F D ILA /L h— )L (GPI) RIBJE (Inherited GPI deficiency : IGD) ASR < &
ROh->THY. BEFETIZ 1523 FBFEDELRFITELS IGD NRESN TS, HEK Mabry EIZEFEL T
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3. fEK

BT, B EBRZEOEBNT, BUITANAZES, KBREGZE - VT AMEERELZEZIR
BHREOH AT TANALEHSNEEEDLENNIBLROMNOTLVD, fiICKRon D55 ELTEE
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Bs DRV ERE DB DALz MIRERIZERYADEN I ENHITENS, MIBADERI BiARZ
5L, HIEMAOBRELZINSZ S GABA EMNET T 2D TEERENS IS, VUBIEDGEVERIY
Bs(EURFS V) DEENTADNARIEICENZEGNNH S TOMIZHLENGHITEEDOREFEICD T
THEIAITHNI TS,

5. F&

BEFERICLIEET. REVYOOORERREZESOTRABRISDEZHEL FERDTE
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4. REDOESE
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HY (FREEDDEELE)
6. EEENEE

Barthel Index #FALVT. 85 MUTERRET S,
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DET7IAHIHRRT74—+H (ALP) IfE (FHHA EEED LREEZ5,)
QF - RUDXIREETKREERIE
EEM NS R G (ABR) DEE
@REMRID LB ER (DWD IZTRERICEES . ETHEO/NMNER. HMt0EE

C. BIFMBRE
GPIZ7UA—HA NOBDE SRRV FEIER S8 - 8% B8 59 5iE{RF (PIGA. PIGY. PIGQ. PIGH.
PIGC, PIGP. PIGL. PIGW., PIGM, PIGX. PIGV. PIGN, PIGB. PIGO, PIGF, PIGG, PIGZ, PIGK. PIGT.
PIGS, GPAAI. PIGU, PGAP1. PGAP2, PGAP3, PGAP5, PGAP6 ZD T MNIZEREZEEHD,)

D. $ERIZH
FERMGPIREBEMNRE THEWKARERE. DTAMEERE. EILVART LT R

<gohTa)—>
Definite :
(1HAD1+BD1+CEH=TED
(2)BD1EF=SHLA, ADT1+AD2M551EB UL+ CEF-TED*
Probable: AD1+BMN1%&i#&=3HMD

*fEE R E->TIX(PGAP1, PGAP3, PIGG RIEBFEHE) BN 1&#H-SHEWLEDARHED T,
ADTIZINZ . AD2D561IEB LU EZHEI-LTUONIEEEFEHEITO,
CPFEUDNTIEHEEZHOE=OIZILEEFRTAVETHS,

- 45-



<EEERE>
Barthel Index T 85 MU TR ET S,

BRERNE =8
Hi. BBEGEDEET, ZENBRIRNIZBEREZS 10
1 BFE AN (BIZIE, ENTEY>THALKLTEHS) 5
29 Bh 0
ST Bi.JL—F ., D9 RAMDEELET (HITHILED) 15
T T | BEOBANPRBEREETS 10
2 bARYEA P
BB EITTRETHANIFIZ 2N B 5
DIEE
ENBXIIAATHE 0
L B3 GEm. B2, |mEE, 0 ITHY) 5
3 ER
AN IEFATEE 0
B (KIRDBE., BIBREZED R—2TIILEELEEFERALTWSIEEI 0
ZFDEEFELED)
4 MLENME . . -
M. REXZS. KR, BIBKRICNHBIZEST S 5
2N BIXIEAFaTEE 0
5 A& 83 °
’ SN B R LR A8 0
45m EDSHIT, MEE (EHF. STREIBRO OFERADEEILMHT 15
6 i 45mE LD BIBIT, HITROFEREZET 10
T
HITTREEDB S . ERFITT 45m Ll EDIRVERTBE
LEEE LIS
Bi.FIYLBEDFEROEEIIBHEL 10
7 SRR | MBIXIIEREET S 5
T gE 0
Bi. $t. 77 A FT—  EEDEREZED 10
8 BEEZ ER B AZEMNLERN, 32U EFBESTITZS 5
EE2Lst
KB, RE. LEOIRLVEETEE 10
HEEaVk : e
9 a1 EEIZKREDRY. TH. LEOTRVNBZETLHELET 5
EE2Lst
KL, URFRESDERLVE ATAE 10
RV
10 o EEIZREDY . WRBOREWIINBZEETEZELED 5
LSt

- 46-




KL FLUE J OVERE Ay B OIS S 1 S B

1. HAZWICHWDEERIER, AT REICRE LT, 2REE RICRBOBEN LWGEEITE, Wi
NOFEO L DEHANTHZE LI 2R\ (72720, Yk ofH 2 R~ iRIERE Th - T, il
RATREZ L DIZIR D, ) o

2. IREBIATRIZ 3T D BEIEEAFHICOW T, BUREFHERO T TIREMTOIL TV OIRETH
ST, HIL6 2 HE TR EWVIREAEMIHET 2L L35,
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