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3. BAKAEREDHHHMEIEMR
(BEENHSIGEEICEBEREZRET D REDZI LFXRETEGD, REBRELTIBERERAEE
EIZDIEE LR ELVME (moth-eaten appearance) BMFEMITH S, IEELI-RERKFEER P ROBEE
OAYUFYLEFBRNICMBIS—TUBREDIRENROND, CNoDIRHER D XA T AT U
Z2EHOINIEIVZUEEFEBTEESIND, )

<gMohTI)—>
Definite: AZii-L+BD1IE B L EH AL ICEH-L+DERMILI-ED
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(2) LMXIBEIEB DD R %
Definite 23R &9 5,

A. ¥18H
1. BEE (MR (EETI+HLULE), EER(FREB 0.15g/gCr LI E) X I BH#AEEE (eGFR<I0ML/ %9

/1.73m? L))
2. RAININTIEGEBROZHEEL R4,

B. BIIEE
BAREAEERDOFHMEREFR
FERBEICEVT, BREAEERDIEEEHELVE (moth—eaten appearance) ZE2& ., S22 4V

GATUBEEHLINIAV ZUBERICKVEERRNIZRER DI EBEINS, REKA L E#MEEZG0IC
7TV =R THONDBIT Uk E Y (myelin figures) ¥+ 7 S5/MAK(zebra bodies)E RH BB E N H D, )

C. BzFMBRE
LMXIBBIGFDATOESHRER

F. RATREEHIVIERERELNHY . BERTE TEARAEEREOREMEBET RN E 156
HAHIVIERBAREMER (BEEER BRETIREEZE I D5 EIC IMXIBEGFIREEERE

ERE

<gWohTI)—>
Definite: AD2IEEH +BHANICH DL EL1IBERZH-TLD

L. BEEZETHORE (BOBEERE® (IMX1B LN DEBREDRREELGLHBRMDERTF

EE)ZRAITILDOERNT S,
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<EEESE>
BUHERFREEENBECEECZLET IO (TRF) HAINIVWTNOBERETH>TERER L
TF= 05g/gCr LEDEDZE, BEEELTHRET B,

CKD EFEEHBME—rTvT

ZARES A1 A2 A3
REAEE
(/E) E® | EBEEAR | ®EEAR
REH/Cr b
(g/gCr)
0.15%® | 0.15~0.49 | 0.50 LIk
GFRE% EESEER o
(mL/% Gl | =90 13 = Lo
/1.73 m) EES-i3E - b8
G2 | wEr 60~89 % ) 711/_/_/
G3a g%"*“ 45~59 = AL | i
PEE~RE < |
G3b 30~44 ‘ Y I I
o gy (M ALY R 7
G4 ®WEET 15~29 IR Ir Ir
XHAEAE
' G5 | (Eskp) <1 7 7 7

FEEIRER -GFRES - BEREHEZEHEAT—UICLYFHET 5. CKDOEFEEFRET, RHEF 2, LMEE
CREDIAVERDAT—OEREIZ, B, ALUD, FOIRICRAT—ONERTHEEVRIELRTS

TR K OVERE FE /3 FE O I I 3V B B R S

l.ﬁ%v (D BRIRIELR @E%%# LT, Wi FICRKBOREN2WESIIE, W
NOFOLDEHNTHE LI X2\ (72770, Ui ofE 2~ iERIERE Th - T, il
RARER B DIZIR D, ),

2. 1BIRBARAL IR 2 EAEE A HIC DWW TIE, @MU R EZNEIEO F CIHEMTHhIL TV DIRETSH
ST, HIL6 2 HMTHRLEWVIREA EM2HET 228 L35,

3. k. JEROBEN FRROBEEESFHET—EL RIZE LRNWE TH DM, mfRERZ ke
5 EDBEREDIZHONWTIL, EREROMSR LT 5,
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316 AIL=FUNRIKREEE
© #m=

1. /=
HIV=FoHAINEERT IERTHD. HIL=FU/NILIR LISV RTS—E 1(CPT1) AlL=
FUINIVER ISR T2 S5—E2(CPT2) , AIL=F /T IIWAIIL=F U520 R0H—E (CACT) RU
AN=FUEILAVRIYTRICEET 2HIIL=F U,V AR—E—(0CTN2) DEXRMLGERIBIZKY . REE
FERABEDIRAVR) T AANDEENEETEINS, TOHER. BHERAHH N2 ThnGdGY  TRILF
—EEDETE5IETECT BRRRUEL T HERPRER, O RHRER., ERBICHEIND,

2. RE
CPT1 XRiI8fEIL. CPTIA BILF.CPT2 RIBJEIX CPT2 BIn+F.CACT RIBEIL SLC25A20 EILF
OCTN2 EHIEIX SLC22A5 BIEFDLTREIZE>THELAN., RCEEFEE THLREEFOCEEFIH
BIERE RENKEHATHIHAMNZL,

3. fEIK
AVZFURBEREDHBEL-ERELT, BHEST T8, B0, EYHHME. AZEENFR, K
BMETIOR— R FHREEREFICMA . BIEFADIEAERE. FIEET IS INAE - B bR MmiE-
ST VEZTE. HAETODHEGEEREZEICHT=5,
RNEFA T LAIRERAWEIHERIRARY) == F 1B WTERD HE S HT (FERD ICHKRIN D
ZELHB

4. REE

BAMAEBRERITHILTEST . SHEMAARICEEF S,

RRARY ==V TROMSEBICITBREMROIEE, hHEEHEEN Y RIFOER., L-hIL=F
DOBRELEICKDIAMREFTHNETHS,

AMHOEBE TR OEERDLELESR. L-HL=FoD%R5 (OCTN2 RIBETIINETHY KER
BTV TOMFEAIL=FUOMEDHEICER) . 87 VE=TIEDABR(TILF=V JzZILEE
B L REFBTN)ILIRE)  HEBEAIVE RYT.TS5—h(CPT2 RiBfELE THREHIHY)
RED/EZEITS,

B AR L-HIL=FNAR(OCTN2 KIBETIELATHYKERSHITD) . FETERHM DB
SFLMBEE=S)UT  RBEEGERKEY. BEHE) .. DEIEHEBOER. D ITAOBRORHE
BN EBHRGEKGENTEENLETHD,

BAEADEE: AL ERWERFEDEIEGL L-AL=F ORNAR(OCTN2 RIBIE TITHETH
YXEREZETS) . EHMNLER. EBFHIR. v I T4 DEORHERN A STIRE 0D f#E O R 4%
BNV O— LB EETIBHEN DD,

5. %%
AEBOBEAREBIZHLHNTHENMEANEL EREFFEONATOEN, REEADFRIITRTHD. 1L
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HIRHRIEF DV THERRISEYEABBENITONLEVGSITEGF R -BREFZNFTEREVICFARTH
5, FPEHURICHLEAERBARICE - TRET HEEXDLLGL EHREIN DD, BERLZEEDT
hO—JLIFE S TIEELY,

O EHDHEITVLELER

1. BEV(DNAEEERZHRELIRFER
100 A

2. RROWEE
TBA(CPTIAEIGF. CPTZEIEF. SLC25A203815F . SLC2ZA5 BInFMNRIEICRH S I 5H%. fRAEIL
KEHATHS,)

3. MEMIEERAE
RHES RHLEED A THRIABETHEIIL TULVEL,)

4. REIOEE
PLE(BRUICERELTOWTHBREE IBRELTEY . RRNBELTLAOTEEICH-YZIBE
R BRE.BEREIETVELT S . EXGEELRILEH5,)

5. PHEEE
HY (ARMSERL . FEMNRBLI-DEESLE)

6. EREENLE
BARERRHEEERICLIAERMRBERSEDEEETMEAVTHEEULEZXNRET S,

O_fhiizHtx
- BESBHEFRRADSHAABSREFREE QAR BRETREE) HERRYY—=
VR REREDERAMREEIH T EE O DRAH OB HET SHR M
FRAERE BAKERER K8 PHME

HERIRARID) VMR EREBEFLZENARSA4 2019
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<EORREZE>
Definite. Probable Zxf& &9 %,

A. BRIRGEK
1. BEESE. TLvhA
MERRED, ALY RBRERTHOND, SEGREREI S MM, TR LIS
nBHGEELEL,
2. BIEEAEK
FITEREBTHOND, EHEHRBBECIA/N\F—  FHR. HEFEEET D, BREONE. EE. &8
EREFEZBIZRET DIEN S ERNRET I ELHETH S, F-—BIZTITIRPICHIEFEA
EDHLNDEREH D,
3. IDERAEIR
FERPRET, DFL. BRNEGREIRGENHONDIIEDH D, Tz, — IR ALIZHLRE
D ESNTHY. BXE HEEREOVTIORELELSS,
4. MEIRERAE IR
MAERBEENEZRDLEL TSR, E|ITR, ZSHFRLGEDSELREAVEZET S,
5. HIEEERK
BICEYRARER CHEVT BMEERICRET L0 H D,
6. FriEX
MERARED, ALY RBARER TR AN, REDBEEHICEIELVEXREZROLIELHD
A EREIZIFZBASHTENIEL S,
7. ZDih
MERBRELO—ESOEFTIIERFTR NEE. ENERLGEDONRFTR. ZERT. FAK
. BIRENGHEEZETDHEELH D,

B. REMR
1. —fRMi&- £ EFHRERMR
B~ b MEmyE. FFERER LS. & CK ME. &7 E=7 M
L BT RO LI T MAKENEEORE R EVSEKRTIIAC BNE. 25 RKEOEENSTHE
SNDEEETEDHEEZADRETH D, BIMEMBEDOMRITR T M ARERTE~1+12E, M7 AK
A% 1,000umol/L FRE THNIE BT b HIEMEEE R D, T4 b K5 B £ R il b g As i Bk

BIEL. BRI ER 8 b AREILEE > 2.5, Bk ARRAES /3 EF DX EREREILEE > 3.0 THNIXEHAEE
B EIELEEMNEDLNS,

2. ALZFHE (MF)
CPT1 RABJE : #etENIL=F > HV S 1E (70umol/L KL E)
CPT2 RIBJE-CACT RIBJE: 7V LA =FUHEIE (20umol/L KL L)
OCTN2 E&JE : W HIL=F > HMESE (20umol/L LLTF)

3. TUNWAIL=FU ot (A, MiE)

CPT1 REBEUNDAI—FUoHAIIIEEEFEIZIGE. AHOTIILAIL=_FooHTIEEd, m
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BT VIWANZTFUORMEEFLLTITO, CPT1 KIGETIX, AMMTOTVIVAIL=FonthaEEkdT 5,

CPT1 KABJE: AHMT L IIL AL =F U R T, #RENIL=F2 (CO)D LR ERETVILAIL=F> (C16,
C18) DIET,
CPT2 RABJE-CACT RIBJE: MET7 VI AL =FUO R TRETVILAIL=F2(C16,C18, C18:1)D Lk
H&(C16+C18:1)/C2 LD EE. C14/C3 LD HIE,
OCTN2 BEJE : MET7 SV IIVHIL=F o i Gl hIL=F > (CO) DIEfE,
4. RAHMY) 2/ BROHEE KRS 1R SR E & AUV B R IE MR TE O RE AR AT
BREEDETOIIRAVTOYMNETOEHENBTERH S, T, BHE U N\BROEERER
HETFHARE A PNV = in vitro probe assay Tl EE EEFEDTUIVHIL_F oI5 EI2KoT, HRa
D AERRELR R BREZET{H 9 B, in vitro probe assay CIXEEBREMLET VAL ZFoTOI7AILETEDR
TE.PHEEILBRTHICECS,
5. RebEEE DL =—F oo Bkt R
OCTN2 EEELZRMUNIN=FURZIELDEAICIERPHERHEAIL=FOHMENFERATHY. R
HICERLE-MERVRERWS, RERE T, [RPEHEDILZFUHMENA2-10%E 25, REE
D—EIEIRBEHEEA—IN—TvT T B EEHD, COREITHIL=ZFURNARTA® Fanconi FEIZEIZR R
SNBHRMEREELZF T ARETIHFFHEATELRVDOTEENLETH S,

FRAERER IV = F R AR
FRAPEBEDIL=F o XMEILTFo/MB BRIV =F O XRPILTF=

C. fERIZH
MREHERR HOAOT— KEH K. SMAVRITRGE
PIRARIRE SRR RE (AL IUYRESE) 0E
FHRE SR RGE
RN WRE BV RV IfE

D. BEFHRE
CPT1 RIBJE: CPTIAEIGF (119133 [ZBTE) DERZRDH D,
CPT2 RiBJE: CPT2 BT (10323 IZRTE) DEEREZEDH S,
CACT RI8JE: SLC25A20&1LF (3p21.31 ICRE) DEREZEH D,
OCTN2 BEJiE: SLC22A515F (5q31.1 [(CRE) DERZZRDH D,

<gZWohTI)—>
Definite :
(1) BIERE LS TIZADSB1DLU E+BN4AXIIDDS>H1DLLE

(2) FIERTRARD)—ZV T FIZKBRERMBIZHLTIX. BM4AX(FIDNS5H1DLE

128, OCTN2EEETIEIBDADHKHYIZ, BOSTHLNEREFRRZZO-ISSICHLEZMEELTL
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Ly,

Probable:
(1) BERELUNTIZADSH1DLUE+BD2XIE3D551DLE
(2) FIERTRRY)—Z VT FICKBRIERMBICH LTI, BO2XIE3ND55120 E

Possible:

(1) REFER LN TIZADSHE1DLULE+BD1DHEDHDIED
()FERTRRI =V FICKBRERMBICHELNTIZ. BO1DHEHZED
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<EEESE>
ERERHEZEDCEEETM(BAERARBMEEZR)EAVTHFEULENRET D,

II

I

I\

o

(o]

o o

o o

YL DBRIKR (UTOHRMVThNM DERRTS)
ABREELGW
SHEBED=OIZRIoADEYZE RN ERERIELTLS
RERENCREYARA T TERWN
RERERICTRER, MBRHMEELEES D

BEREARORRE(UTOHALNThM DERERT D)
BEHIRGERFICBHEIZL
BEOREFIRHLIVE—FHHUEEFFHRILETHS

PRSIV OZRBELTHRATILENTREDRERENVDETH S
FRIIWVERBELTERT L EDEERENTRF DR (BB BERE
DHREHNDETHS

BRERBNIDLETHD

BRRBGEORMESICEZEEL-RE (EEFEZED) OMR(UTOHRLSL
WFhh12%ERIRTS)

BHICEEZRDHLGN

BEOEREINRELTLDS (BRELTEFESEEM S 1.55D Di&RL)
PEELEOEEEI BELTNS (BRELT1.5SD i 2.0SD D)
SEOERENFRELTLS (B%&ELT 208D LLED&ER)

REORMEBFZZER, MRERK, BHETISOVWTOFME(UTOHHSL

FThMD2ZRIRT H)

EREZEHLTN

BEOEZTZRHS (BRELT.IQ70 KiEGOHEIELGELAVWV-BILLHTH
AIRERREEDIEE)

PREOEETZENS (BRELT.IQ50 RiFPLBILSTHTAIGELGIEEDE
)

SEOEEZRNS (BRELT.IQSS RiELEIFELEY DIRE)

REDMBESCEYHFME (LT ORI oLThin DERIRT S)
FRiE. B, (D7 £ I REREE AV
FHiE. B, DiaE ICBEEREESI DS

(BRELT. ENETNDRBRERICLIREEREETDHHLD)
B, B, DG EIChFEEREEREENHD

(BRELT. ENENDRBHEEICIDEREZDHHID)
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d BFiE. B, DECEICEEREREENHL. HOIVIBIEERNBDETHD 4
(BRELT. ENENDERZDOEET £ZRDHHLD)

VI EZOBRIUL NG EDOKRE (UTOhIhoLNThM DERIRTS)

a HBiILf-%EEMNTEE 0

b fISHDNTEIDDLE 1

c BEE£ZOEZ{TNEHILE 2

d 4S£GEFERNILE 4
& FE
IS VIETOERFHER VR ABELLITRBRFEERET S,
(MA4RDIEEN1DOTEHDIEE B
(2)2m U ELDIEEAHY ., M OMKR LR SEN6 R LU LEDES B
(B)MALERREMNI~6RDBZE P
(A)MRALERRENO~2H5DZE B
ZE

1 EWEREICSOVTIIHARSAUESELTHIE
2 REEBENLGEYARIIAARSAVIZERLEEDET S
3 EREEBENGEBEERERBREIHTAFSAVIZENMLE-LDET S

KW K O HIEE B OIS 5 HEFH

1. BHZEICHOV S EERER, MAR RSICE L T, 2R LICEEOREN WA ITIE, Wi
OO DEHNTHZE L2 (7272 L, YeLEHR ORI &2 R RAIERE CThH - T,
RARER B DIZIR D, ),

2. IRERIAR T D HIEE A BICOW T, MUREFIERO T TIHEREMTOIL TV HRETH
ST, E6 A TR bEBEWVREZEMIHET 2L 232,

3. ¥, JERORREN FRROBEEENFHE T—EU RIZHEY LRWE TH 508, WA ER A ki
5 ENBMERLDIZONWTIL, EREMEROXRET D,
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317 =EERERXRIESE

1. =

SRaAVRYTD BERIERDSB, SFaVR)TRIRICHES LI-REBHERO BERILRIREMAT 528
FZD1DOT., KHEIEHRE SEEILRBDE2MEFR T/ 1)L CoA ERSA— (enoyl-CoA hydratase: LCEH) .
FEI3NEFR 3-EROF 7L )L CoA Fii/KFEEER (3—hydroxyacyl-CoA dehydrogenase:LCHAD) . 4N E
% 3-7h 7Y )L CoA F74T—1 (3-ketoacyl-CoA thiolase:LCKT) D 3D DikhEZE H>1-=FEEE R DRI
ET, BEBRBMER (L HER) MERETH D, FRKTIE. LCHAD SEMARFREMICRIET 5 Isolated
LCHAD RABFELZ LA LA E TIFIME TG EE (LERRIICTEMGENHINELFHMICIIR
ATEE BERFEAKLY . TERBARER . LY RARER .. HRILIBICRELBEHEREERE
TEHOEFRBIINEIND, IERTRRY) -7 TSIz, RIIREBRETHKRSN-EERKD
FEGIEE DRI EEINSET, REMBELEENICHET S,

2. RHE
SEEREFR D2 DMIEIEF HADHA. HADHB DELLMDERIZL D,

3. fEIK

HERHIZITONA . BHES. EREES. DAL ETAMREL. REENSVHERARER.
FL4) R HAIZ Reye HRAEIRBE CHRAET DELLRHARER! | $) R EAIH S A B ISR AR AE 75 & D AR AE IR
EERELTRET HERBET, BREBIIBLEV, NMETIRHZBOLENH TREMIZEE (80%) .
MIEMEE (5~13%) . B P RIRBEETEZES-TEMNLIH S, F-. AUREOREELE TREE
HERODEELH D,

REIFAVTLAIRERAWEZHERTRRDY =T OXMEHEETHY . IR DRI (FIERD) (2.
HERIRRY )=V TRRINDIEDH D,

BEBEPRERBICBELTVSE ATOREE THASEHRMNMEIRPIC HELLP fEIREEXEE-TC
EWH 5,

XIEM-FFERER -M/MREDEZE=HEL. BRBFEZELILEELHERS HHE

4. JBEE
ANEBROAERIBRHEE - £FHRBICKYRLTEDNDIEY—FERIET HIL. BEH. DB
DBEDETERITEHILICHD, BRERREDH THEVKSIEET B, F-. REFIBHEBZHIEL. MCT =
WO/ FANEFERT S, FRORM - THEED sick day BIERBFRL2EESETIRINENED. R
A AL+ 2T R OBERETS. R RERL T 20T RFVHEEEHEL. RHICELTTEDIRE
EITAIENEETH D, BEIGES IENFRMBES ISECT DO TRITHIENEELLY,

5. %%
HERPRER L, EEEER 1 BURICHREL., BIEEEAT L, I REAFEE TlX. Reye HRIEIE
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BELTRELESEICEMEREFEOREELLTREREZELT L4200 REIBBADEMNT
KEMREEES, BIEES. B FRIREERETEREEZSETEMNELHY . ChLERI)—ZUTREICK
SRHER. BEHAERICEVWTELMCIENTELRWGEELH D,

O E#OHEICHELEE

1. BER(SHNREEERZHRELRREER
100 A

2. RRO¥E
TEA (HADHA $BW\& HADHB B FEENRETHIH . RLEGFEETERREF CEEHIH
HEIZLIGE . RIFRDEE. RENKRBHTHLIHBAMNZL,)

3. MRMLEEAE
REENL GHEBREZE THANBEFHEToTERMURET 5 LN S BARBEENTEILLTLVALY, )

4. REDEE
LE(DH. BRFHOEZFTRELTHY. REHEES. HEEZTOEHLHY +oLRBHEEY
BL9h, 7 - BRUICRELTODTHLERES IRELTEY . BRABELTLWSO TEEICHE
DIZFBERE . BB BEEE, sick day DXACEMELT D, F-. EXGEFEE I LE2H5.)

5. PHEE
HY (ABRMHERL . FRXNEBLI-ZEES)

6. EEENLE
BARERRHMHEEZRICIIARMERBEEEDEEEFMEAVTHEFELULEZHRET S,

O_fhiizHtx

- BEFBHETRRRDS AR SRERREL A EBBETRES HERR—=y
TRHEEBEOERRBERECS T DEEITHI DB RAH OEHISRIT SHR Y

FRHARSE BAKERER KB PRHAE

s ERIRRY) =R R EREELEAARS422019

<BEEE>
Definite Zx R ET %,

ZHERBRRBEDODIESE

A. BRIRGEK
ERETEHEEICROONIZHHDORAETLUTOERLHIFE NS,
1. BEESE. TUvhA
BHGRERELN SR MERE. FFEREEEZ 5158 (3 Reve HRIEIEH L MEINSHZELELY,
2. BREHER
FITERBTHOND, ENHMBECHNET. HE. ZEFE. EBTFMHEEET 5, BEO
B BB BB EE2MICRET HIEN S RN RETHIELHETH S,
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3. IDAAREIR
HAERPRER Y RARER  ERH(CHLHOND, DRELDLDAE, FERGENHLOND,
4. MR ERIE R
HERMRERZRLELTESHER, BFR, ZHATRGEDSHLERREEET D,
5. JHIESRER
FICEYRIARER BN T, IBMZEFRICRET 50 H 5,
6. FHiEX
AMERERICIIZFLVERZROHELH S, FRERICITALHATENIELSL,

B. REMER
1. JE~E bR M E
EmEEDKRIZM PSRBT M ARDRIEELE D, 2120, BT ST R ARMENBIELVNSIEKRTIE
B BRI, EFIKREBORENSFEINIEHEEEZTELEEADIRNETHD, RULMEMABEDFRIZRK 7
EERTE~ 1+, 4 b ARHY 1,000umol/L BETHNIL, B b HIEMEESE 2 S, M4+
VRS EEERICIMAPRRERS AR RITE L . BERERSRAER.#8 bAREILLL > 25, WREAERAEE /3 EOK
FOBBEEILLE>3.0 THNILIEREE B BILEENTEDONS,
2. [FFRiERLER
SAMRERFICELDEECHERBROLAZRDS, ERIEFICITIEEGHEELH L, BIHFEE
HrLTWAIENZL BREMLESEITLS,
3. YL T7FoxF—+ (CK) MiE
FERERIIBESETL, SURERICIEIZRSAIE(>10,000 IU/L) I1ZEEHIEMN LY,
4. B7 U EZTIMEE
SAMRERICEELLIILAHIN. MEDAHTHRETHIENZLY,
5. AR
BRI R BE CRONDHEROMBBFEIAT R (FREBEIXAIRHC Ol red 0 B THORRIGEH) %
ROBIENDH D,

C. B DIRALLGDFARRE

1. MEATIIVAILZF o
RE#HT72ILAIL=F> C16,C16:1,C18, C181 &ZMDERAF{K C16-OH, C18:1-OH D L FH 4
HMTHD. FHERIARY) == TORWIBEE, AHMMIZFH VT C16-OH LFHD C18:1-OH L F
THD. AEETIEMEBETOREDFDAMTOREBELIYLRENT VO, METOREBEREEZTIN
ETHD, BREEO—HTILERERDOMBETVIILALZFUORRICEVWTHLELZHEENZ LN E
[SEEDADBETHD,
2. BRFWZ
BB R SR S MRS EE ALV LCHAD S, FAS—EE R AIEA RSN S,
3. IEIREE R BERRE (in vitro TA—T7vtA)
BB RO E R E RS HAZAN: n vitro 7O—J7 vt/ TR BELEEDT7VILALD
FUEDHTHIEITE-T, HMBDREREE A B EEZT M T 5. REBRENLGTVILAL=FLTATTA
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IWEHERTES,
4. A L/7OyTA0Y
BRICHTEIREERAN AL/ TOVTAOT TAVNIDOREBEPCHSHGAVNIEDBVIZEYE
g5,

D. Ef=FEM

KEBDERELRFTHS HADHA. HADHB BIZFDEENEITI. LM E TIEERERIC DN T, HADHA &
EFERE. HADHB BIEFERLELICHRESATLS, WThOEEFEETH> CTHEREKMERICHLALE
WERELhENEShD, BAD LCHAD RIBJE Tld HADHA EIZF D c.1528G>C DEEMNZIRESL T
%, KREEDEEFHENIREERAELZ>TNS,

<EEROhTIV—>
Definite
(1) FEMBLSNDOVTIX, DRUVQZEMEI-T &&=
D AXIEIBOTEBLULFRO . A DOCD1%RBHDB
@ Cch2~4m5H1IHBLLE, RIEDZEEDHD
(2) BEMBIOVTIE. DRVQER T LE
D CH1£EBHB
@ CO2~4N5HL1ERL L, XIEDEEDHD
Probable
(1) BERE LS DOLTIE A XIZBOTEBULEER L. hDOCH1EFH-TL=
(2) FIERBIZDOVWTIE, CO1E&EFH =T &E

- 30-



<EEESE>
ERERHEZEDCEERETM(BAERRBMEEZR)EAVTHFEULENRET D,

II

I

I\

o

(o]

o o

o o

YL DBRIKR (UTOHRMVThNM DERRTS)
ABREELGW
SHEBED=OIZRIoADEYZE RN ERERIELTLS
RERENCREYARA T TERWN
RERERICTRER, MBRHMEELEES D

BEREARORRE(UTOHALNThM DERERT D)
BEHIRGERFICBHEIZL
BEOREFIRHLIVE—FHHUEEFFHRILETHS

PRSIV OZRBELTHRATILENTREDRERENVDETH S
FRIIWVERBELTERT L EDEERENTRF DR (BB BERE
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2 REEBENLGEYARIIAARSAVIZERLEEDET S
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LT EMMB I DIZHONWTIL, EERERONSE T 5,

- 32-



319 LEF7TT) U ZulEEsE (SR) RIESE

1. /=

TET T TV RTEER (SR) RIGEILSEDE ERTI/BKRIEEBROWERTMEROEXTTY
> (BHs) DEERKICEE4S SR 20— F 3 2 EEFODEEICLY.BH DRZEEXTEGMEDERKBIRE
BETEFBAEBHER(EHER BRXE]5, FFETIE SR LN DETBEROBZETBH.AEHIN
=6 @7 TSIV MEIERSEVA, NTIE SR UNDETEZDBENBIMLEL BH, XA K
SNGEWNH ATI—LUTIVRUVEAL VDO EREENSIEFEIINSG, TOFER. BH, RIBELRS
O HREIRIERERET DD I T IV MEFRSBWEOMEIRIR R —=0 5 TIEH
RTET . PHEABRNENDCENMRELE D,

BEHIE HRATH 50 HIREEOEBD TENLGEETHIN. AFBITHVTE EFAIFRESNDOH
%,

2. [REA

RIFOMIEL. BERERMEFHROIICEY. SR EEDETHBESNIZSN, 2p14-p12 [ZHE
95 SPREGFEENFRELTHEBAINT,

SRIEEDE TILHER D DOARE N E (HVA) E5-EROFL AU R— )LEFES (5-HIAA) R TS €5,
F=. TTICURH TR ERPOEATT UL EIX EFRLTODAFHEER O BH, (HIETL TS DA
HMEITHD, EEZWIZIX SPREGFRITCTHANDTLUINICERZR®D ., EEFRSHRHFMAATSRE
HOETEBALNZT S,

3. fEIK
RN ODEFHREEFLEEREEBFLEURNMERZERERL. BERESZHEIEHES
VRN DRREEFEELRL. HAITIERBREEIDR=T A=YV BROREARDH LN,
FLIREICIEIFHROHBRETERL. ZLRHRFEN YN REAICITERIER OBRMBEEREZRO D LD
05, BRICKY—HOEBEZTOHRENRON . REREEZREEDHERERLIILEH D,

4. BEE
MRGAEELL T R EMEDRBEMETHS L-F—/(L-DOPA) & 5-EROFIRYTRT7
v (5-HTP) HFRBENDLET, EEEKICIER REBEEREER HILEF—/ VEZED LF—/HEINE
EET D, 5-HTP [FEHMBHDBELLTIHETHSH . BRNTIEERFIELTAF TELGI N, K
AHAIZ( L-DOPA B TOBREMNITHhN TS, L-DOPA DARZEHFIE T HEH B LRICERNEHRT
5128, REHIOBEEIL. £EICHI>TEERERVARLBABRIDETHD,

5. ¥tk
BHICERRUABREZITAEFRIIBIFEEZONDD, EEICIABROEIIZKYF RIS THS,
BEICIRET 2=OARBREZHBINERIN T RIIZBRIZHNETHEEZIONDN, AEEFIETS
EHBLURITERNBRT D=0, £EIChE>TEERIVARLEABEENLETH D,
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ROEE. RELNKREATHLIH A S, )

3. MEMIAEAE
REEN GHEEEDHTHY ., L-DOPA & 5-EROFIRJTRT 72 (5-HTP) D 2B THEMNAIHETH S
D CAERRERICIYNRINERLLATEEEAH S, )

4. REIOEE
DECAEORBHALERDOETOEREICLYFRIIHRLTHLIN. AEOHBINENDEFET
BCETHETHD, )

5. PHEE
HY (ARMHSERL . FRHRBLI-DMTESLE)

6. BEREENFE
AARERRBMEERZRICLIARERHMEREDEEETMERNTHEEULERRET D,

O st
BARNRMZER BRAERAHEEZR
LRARRIELE KRTIRZERER EFHEMREENEIER R BBERL

EEFBEHAMRBEBRRERIFLOWVARKBERSERD ) —= VT RBRISBISLIZBRA(R510D

ERE IV EEIZO=52 RIARIOMHEILIZ@ T -RERE
MRRRE BAKRFZFRZREGEHPZVRD/NERPZHEE BB PR
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<EORREZE>
Definite. Probable Zxf& &9 %,

TETTTIVETEER (SR) RIBED DM E %

A. fEIR
1. RAHEERZERHENBDHOND,
2. BREBZHSEHEFTCRHAMNSORKEERENROHLND,
3. MHIIEBEREHEIDRAR=T NA—F YU BEOREAZEDH SN D,
4. FLIRBICIEZRBOMBRETERL. ZLEHERFELI Y RICII B ER CERMEEREZRDHEILE
Hd.
5. BERICKY—HOEEEFTOHREN RO . REREEZREDHERERLIZLEH D,

B. REMR
1. & ARTE/NZ1) VB (homovanilic acid:HVA) -5 ERO X EEEE (5-hydroxy indole acetic acid:5-HIAA) {&
[FEME(EETRUT., R158) TH5,
2. BHERITICURHTIR EXTTIUVHASE(EELRUL, R1SB)THS,
3. FRIMEKTIFGIEER G RHESFHAT SR FHDETZHALHIZT 5,

C. 2
UTDEEEERNT 5.
BH, RARJE . MR EFEMN—F VR, FERL-TI/BEE REEEER RIRE

D. BIzFHIRE
SR RIBIEEDREEEFEEZONTIVS SPROBIZFEMEITV. 22D TLUILITHERELSEENE
FESnbdlé,

<EHohTII—>

Definite: ADSH1HB UL +BDSH1EHB U LEZREL. COEANT NESKEZRIL. DERE-TIO
Probable: AMSH1IEB LU E+BDS>H1EB L LZE-L. COERIT NEHREZRIILIZED
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<HFEH>
1. WROBDTTIUD VDK, 5-HIAA &£ HVA D IE & &5 [

N Bx* HVA 5-HIAA HVA 5-HIAA
Age

nM nM nmol/L nmol/L ng/mL ng/mL
FER 15~35 20~70 300~1000 144~800 57.3~191.2 | 26.4~146.5
Tmo~1yr 12~30 15~40 295~932 114~336 56.4~178.2 20.9~61.5
2~4yr 9~20 10~30 211~871 105~299 40.3~166.5 | 19.2~54.8
5~10yr 9~20 10~30 144~801 88~178 27.3~1531 16.1~32.6
11~16yr 9~20 10~30 133~551 74~163 25.4~105.3 13.6~29.9
=17yr 9~20 10~30 115~488 66~141 22.0~93.3 121~2538

*N: 2ATTUV . 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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320 XM )AVILKRI7FILA /S h—)IL (GPI) RIEHE

1. =

HEIEE NS5 GPl 7oh—I(&, (FELFEOMMICHNTIE 150 FBLL EOERBEDEHEESICALLNT
V%, GPI BRIETHENLDETOERENMBAKREICHEBRTELGL, WEFTIC 27 HOEEFH
GPlI 7Uoh—REBEBEDEERO. BHICBLETHLIZENADLIO>TLVD, RE. CNODEETFDEE
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ROM->THY.BEETIC 23 BHEDBEFICLD IGD MMRESN TS, HEE Mabry FEIZEELTHD
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Bs(EVRFI V) DFEENTADNAREICENGESN N H S TOMICEENGCHEFTEEDHFKIZTIT
THEIMTHONI TS,

5 F#k
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<EORREZE>
Definite. ProbableZXt& &9 5,

A. fEIR
1. FHER
BREHEEZHOLGVMMEZT,LHY . Z<ILEFHREDEN, TADAZHVEICKREEIZRON S,
2. HIZHEEDSMERELTUTOIERLH S,
O#FHERY . FLRHMBRHREDOHAETALA
QEHREE MRMER. BOLEVER. RVER-TUMOO. A -OER . ENOREEE
QF 5. RO EE KRETBDEM. MORE-BERK
@FDMDER - IIF-EREORE. BHAUI VAU EEXRER. KBE. DEFBEE
OHEE R-RODEE
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B. REMR
1. ZAEKRBEMEBBRBRD TA—H A A—S2— T ICKYCDI6DFERETETT,
2. UTOREMENRONDZELHD,
DB T ILHIERRT745—E (ALP) IfE (EEH A EEED LREEZ 5, )
QF 15 REIOXIREETHRE T RIE
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D. &AW

FERMEGPIRBEMNRE THWNKBEREERE, DI AMEZEE., BV 1RTILUTE

<gEROhTI)—>
Definite :
(HAD1+BD1+CEHI=FTED
(2)BD1EFH =SBV ADT+AD2M551IEB UL+ CEFH-TED*
Probable : AD1+BN1%&#-3+MD
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<EBEEDE>
Barthel Index T 85 MU TERERET 5,
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2B 0
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EEE LIS 0
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BMETDEREHTHD, CCTRBABBENERINTVSERREDSSE, BIICIEEH#BICIEESINTLY
5. VVAEVUERERPREIRE . TNF SBKREERMERE. T 5VERE. Rkt PisR. 5
IgD SEIREE . % - BEAHEIREE . LIRME R EREE X - RE MR R - 7 U REREEZ PRV V= NLRCAE
HJiE . ADA2 (Adenosine deaminase 2) RIBJE. THILT 4 -J T4 IT—)LIEIEEE (Aicardi-Goutieres
Syndrome:AGS) . A20 NTOREEERNRET B,

NLRCAEEIETIZ IL-1 L IL-18 ABRIEL TSI, B EAEMRS. Bk, ZLRHARERX. <7
A7 —YE LR BRI R G EMRIAVVERE 2T 5, ADA2RIBIE TIX, EITHEIRICRIEMNEIY .
EEHE S REBRRICELUL-EEGEREET . TALTA- I T4 IVERBEIEELEEEFEE
e REARERDORKETHY . BEENERILRELEBEMNTREMRBE- BRI 2—T0 - K
FATTIODEMEFHEET 5, A20 NTOREEILFU /NI E A20 DEEEREIZEY . REEY I
AV THS TNF-a IL-6.IL-1 FENBRIFEASh  REUOBEAT IS, FE. BERE. HLEESEZD
AR—FyMNRELUEREEETRIET b,

2. RE

NLRCAEEJEILX NLRCAD FDEEERERICKYRIET 5, NLRCAIZIBREEICEHI 12TV
Y—LDEENFTHIN, TOMREESHERIZEYDR/A—E-1DIEEFHIEARIY, IL-1 fEIL-
18 NBEIELESHREMNERIND, ADA2KRIBEIL ADA2HF%I—K3 % CECRI BIEFEEIZKY
RIETHERBARBMEER (SRR EETHL, BETEIMEFR ADA2DREMEL, MiaN 7T/
DUREDERMEMNLZ EFENNERELFRET HATEEENHBISN TS, — A ADA2IZIFREREAFEL
TOEADHY ., HMEREZEDOREICIRREAFIERAOEEICLIMENRDHEEEDETLZEL
TWAHEHBISNTWS, TALT AT T4I—IVEBRBEOETELFELTIE TREXT. RNASEHZA.
RNASEHZB. RNASEH2C., SAMHD1. ADAR. IFIH1 D7 DM ESNTLVD, LT h BRSO
BAOKBRHEICEE T 2EEFTHY.l BAE2—DJz0  DBEIEEICKYREIFHT S, A20 /\
TOREEIE TNFAIPS EiEFHI—FT 2 A20 OMEEEBETEE(\TAFRD)IKYELBKRETER
(BMER) X THRIET 5, A20 (& TNF-aDHIBERS T FIVGERKR LICHFEL. SO FILEESE
HEIRIZHIEIL TUOD R FTHD. A20 NTOFREIEIZHE W TIE TNFAIPS BInFDOANTREEHEEIC
&Y A20 DEERENEL. INF-ETFIVGEDEENEIY. BLOREEY A AU BE EL
SNREMNEREIND,

3. fEIK
NLRCAEEETIE. RHIChz> TG T SRR, EAERT. A, ZLRHRERX. BiE- 0
HKH A - REEE LS /A77—OEMLERBERKELGLE  SHEREET S, ADA2RIBET
(. BYRT FEh, EREBOLA/—EREDOEEER. MERICEIMELCENLE OHRGEK. IR
AEIR (D ERARFAE R MR ERE. FEINERMELL) . BEEK. HRBECHETE. s0E. BE

- 44-



4.

5.

BENRBOON, REICH-o T T 6, THILT 1 I T4 T—)VER TIE, MEFHEER . FFIEE.
AERBEERO LR . /MR VST ERBERE (TORCH fERER) FHMAEDEK DM, ZRIBME. BR
MG EEERR. TADAPCEERTERLEL-ETHEREEREDERRKEZEY 5, M/MRBL . T
PRRE. FEBBR LS MIRMERGENOTARELTHREEZRTHILLEL FH-Bi-EGED
BERRERECEEHTTIMTRIZHELUL-BEREEREDEHLRBOLONE, WTIhDEKEED
HEICHIYRENFRT 570, BTG5 FEMBEZTIETLUTCEELLD, A20 NTOFEIEL.
HERPMND 20 REBELFTOEFHAICRIET 5. EEEFEFICEICELLHN. BHAMRRHHOITEE
HoRE. REEOBERATIS, K5, BEREICIA ., SMNERES. HILE RS, SEIBERENOf=R—
FryMRROIEREET 5, £EICOHYREASFHEL. BBEENETT S, T BARPEAMT
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[FEEFESND ARIERFICTHRERICKIRNEE. BEREREBICFIOEHEHRES. NETTL. F
= BEBEHMICRSHEFGENRESN TS, =L WTIOKRELHEEEGRTFOI|MECKRER
ZOHEILMENE RAWGTFRICITHGEH I NEFET 5.

O EZAOHEILNELER

1.

BEH (SN EEERZHRELIRFER

100 AR (TR TRNEBIAFET Do)

FRRmDHEE

EA

MREBRTE

REEL (WTMLREREDH)

REOEE

VLE(BEEMEERETHY. ETHEORBSBEZTEERI=0.)

- 45-



5. PMEEE
HY (ZRICE>THRBIN-ZEEHY, )
6. EEENE(FEEMZMANRET D, )
Barthel Index ZFLVT. 85 MU TEXERET D,

O izt

AR BHREMASZEBCRERERBEZDERREOLEDREFIER. BITERAH DOBE,
BEAARTA U HELIZBE T HF1% )
MRAKRE ABRAKRFENRH HR APIHFEX

BARYIRFZER BRNRIDIIFESR
LRERELE ABKKFNRE &5 BIHEX

- 46-



<PMEE>

1)NLRC4 EEEDZMEHE
Definite, Probable %8 &9 5,

A. JEIR
DHLE . EMBHRES
Q@

QFstd 2 THZE DG RAE IR

B. REMR
ORIEFT R &
@& IL-18 &iE
®w /77— E ML EIRE

C. BzFMBRE
NLRC4EIEFIKERELEEEZENHS,

<gEOhTI)—>
Definite: A2 B +BM 2B H +C&iE=3HMD
Probable :
(MAD2IBE+BMD1BH+CEiE=3HD
(2)AMO1IEBE+BM2IBEH+CEHE=3HD
(3)AM1IEBE+BMD1IBE+CEHE-THD

<BEmR>
il
DB RAEMRE. ESHEFMEFRIEEE & BERPE. JMEMBRE. JOITF -BRRFEE.
REEMMIKE B 2/ HRBEIRE . X EEH M >/ SBIBEZ RSN B

_47-



2)ADA2RIBFE DM A%
Definite. Probable Zxf& &9 5,

A. fEIR
DRYIR T FKE
QEREHIOL A /—EIRTEE D B S IE R
R EPENLLE DMRIER

B. REFR
DEMRRE  E itk (BCH ) B EOCBIREDEFE
QiR E MERDEL
QADA2 SEMARZE : M#Fh ADA2 BEREMEDEBASHNET
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