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1. #§}E
HFNIRIET RINILNT S S5—+E (aspartoacylase; ASPA)DRIBIZLY ., AR RICKEICHEETHD
TI/BOD—FETHD N-7EFILTRA/NSXUEE(N-acetyl-aspartate; NAA)DETFZ4FHET S, hiE#
BREEFLZETLIHEEMED | DTHA REBEFMICIE, BEDOIT) U HOERIEIFEMITHS,
ETHTERBRRICREL., BB OREBEELEBT T HLGCETHEOR AT RYMIRER R EIELE TRE
THHEINZUN, ZETERED NAA OERLZLEF (EELRED 20 FUL) | RERMHEFMETD ASPA
EMOET. FEMLERART R (83 MRl EOBERZE) hH1T3,

2. &R
REEBGFIF 17 BLERERICHFELERBRSHEEERERELS,ASPA [EA YT TorRAY A
BHEL. NAA LT IVASUBEM G BFERE T RINSXUBEEE T 5, COBFERE. AT TR0 AL DFE
BILICRLTRELEEABROBS THY . FBOERETAREREETDOREN 12N TINVS, F:
COERBOETIVIVATEA)ITUORASAOBAMNHESN TSI LN LA>TEY . EEFE
EIZ&Y. . FVTTUROH A rORBSIENEESNTOSAERENDH D, T2y F—IRAF VAL
ZCRIET S, BATRIERICHRGEETH D,

3. fEIK
ZAFFRARHICHEMES R ZTEF. HRRET. KBE. EE EHRANEERT 5. T0E&. (T
WHAPRBREERGEEZRO.GRITUEREE | REEFTLROLIEETHD, TOIEH,. FHERHIC
BERELEROERTRETRETIAERE LI - SR CTRELERICEEEZTOCTOAANETT 5
EROBEFLROND, LOLEASEXE FLRE ZEFUEZTATNELRYLHY ., —BMIZITR
SN, FERILEEZH OREATH, BIRO1ANIRBICFETL. £31 ADOERIL0FEEBX
TRPLEFELTLSHILHY . A—ERTHLEEENRLDIEELH D,

4. Ak
R R CIRIRAEE TG HEBRENITHONDS  BRICHLTIEIRTANMAZEDEE N ITTHN L
HAGMN B, FEEREICHLTIMEBENALLOND, FELTWAEFBEDHFTEE. NAA 8
BEBRELIZFOLIGEDBENRAONA . EROREEROON G-, REBLOTT/
BEEV ML RERW-BETFAENARELTHALN TS,

5. %t
BIFETHEEZLON 10 FETIZHTEITHHNZNESN TS, BETEIBRBRBESZFAL.
RHICEBETBHBZNEEZLND,


TMQWC
タイプライターテキスト
指定難病（平成２９年度実施分）疾病（個票）

TMQWC
タイプライターテキスト
【別添３】


O BE#HIFEICHELEHE

1.

BEH

A
FROME

B
REBERTE
RHEIL

R DHEE
B

AOMTEEE

HY

BEEENE
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B EREE OB AR RS RT AOHE I
REE ERERKY MM %8 MR =
FREY EUREERRRL S—BENE EE ARE Rt

FRICFDERMENHEREDEEETMERAVTHPFEULEZRRET D,



<EEEE>
Definite. Probable Zx{& &9 %,

A EEEBRKRER
ZIELHRALVHIRT D,
B RN RE B - RIT
ARRIET
BRYE
i

> L=

B. BEMR

1. FRth NAA DEBRLF (EE®D 20 fEL1 L)

2. RIEMMFMIDD ASPAEEDIET

3. EREPMRIT2EFEZR CTHAIHENDRETHERBMLNSES . BEEMOZEHE. IH-MRS EZTNAA
E—-Di#EME NAA/Cho LED LR

BIEFHET ASPA BIEFEE

>

C. TDOHDFR

1. fRmEERE

2. ER-WETREE

3. [FL\NnA

4. EBKH

5. BRBERLSEEGHEXDOREE

<EBWohTI)—>

Definite:A MIIEB LI L+B D2IEB U LZFHET-31D,
Probable:A M3IEBE U L+B OWLWFhhEmI=TED,
Possible:A M3EB L EZmT-9 LD,



<EEESE>
ERERHEBEDCEEE T (BAERRBEEZR)EAVTHFEULENRET D,

W EDBBRRKRE(UTORMrLTIN DEERTS )
AREELLGW
SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BERBABROKRE(UTOHALLVTIAMNMDERRTS )
BERIRGERFICBHENGL
BEOEBEHRHHVE—FKWEEEHRNADETHS
BHRIWIERBELTERIIBEDHEENEETRENDETHS

BRIV VEMBLTREAT 20 EDEERENGRATDRL (BB BEREAD
RENDLETHD

REXRBNIDETHD

BRMATEORSEEICEZEEL-RE (EREZED) DR (UTOHh b
FThMDOEERTH)

BICEEZROEN

BEOEBEI BHELTLS (BRELTIEESEREA S 1.5SD Di&ER/)
PEELEOEREENBELTLS (BZRELT1.5SD Ao 2.0SD DiEAR)
SEOREBEMNFELTLS (B&ELT 208D LLEDERR)

REDFMEDREER. MEERK, HHETISOVTOFME(UATOFMELNT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAV-BILSHITAH
BRUGREREDEE)

FREOESTZEDS (BRELT.IQ0 RFELEHILSTHNTRARELGEEDES)
EEOREEEROS (BZRELT QB KEPRFIFELEYDIRE)

REOBBESICETHTM (U TORIALLTINM DERRT D)
AP B, (D7 & I REREE AR
FHiE. B, DG EICBRERERESEN DS
(BRELT. ENENDORBHZEREICIIREREZRDOHLD)
FHiE. B, DiaEIChEEREREENHD
(BRELT. ENENDORBHEEREICIDERERDHDHLD)
PR BRE. DIGE CEEREEREENHD. HOVIBIBEERNVLETHD

4

RE

AN = O

AN = O

w N = O



(BRELT. ENENDRBHEDEETEZEDHHID)

VI AFOBIL-NTBGEEDORRE (UTOFISLTFIAN1DEEIRT D)

a BEIILIz4EFENTTRE 0

b AISHDNEINLE 1

c BELEEOZTHMIBLE 2

d 4SEaEERNILE 4
KREFE
I MVIETOER R UVRE REDLLICREFTFMERES 5.
(MA4RDEENMDTEHDEE BIE
(2)2EULEDOEELHY. hoMmLzREaEN 6 AL LEDZE EXid
(B MMALF- R 3-6 RDIEHE P EE
()AL= REN 0-2 ADIZE BRE

1

1 ZEWEBERIZDOWTIIHARSAUESELTBHIE
2 EEBENGEMABRIIHAARSAUVIZERLE-EDET S
3 KEBENLGBERBAERIIAARSAVICENLI-LOETS

ZMEERUEEE DFEOBEILCHIT2BREIA

. RGZIICAVBERKRIER . RBMRECEIL T, ZREE L IFBRORAENMVSEICE. WINORFE]
DEDZAVWTEEUZ IRV (L. HEROR BRI ERKMEIRETHO T, HREIEEREDICIR
3) o

. BEMIRREICBIREEEDFECOVTE, BREFZNEIROT TEBEMTONTVSIARET. BiR6 1A
B TROBVMARRZ ERMNHIRIIZEETD.

. BB EIROEEN LROEEE DS T —EU LIEXEURVETHIN ., BEEREBRZRET I 2N
ERABOVTE. EEEKROIIRET D,



308 HITHB B

1. #§}E

RETZERZELDKRER QB INIE (Megalencephalic leukoencephalopathy with subcortical cysts) . B'&
;B %&£ 9" (Leukoencephalopathy with vanishing white matter) . Bl Bt gEE T2 E S5 ETHE O B INE
(Leukoencephalopathy, progressive, with ovarian failure) [&—E EHETIEIEBICHRZET BICLEHST .
DLICETHICKINBBEEETZERL., RLICRITIHIETHEBERETHD, EITHEBBEREIX. KX
HEEREENEEEMIMEORPEICIISRLGELTZBICEEKICELL, TADAORMEEEDE
T.UERMREERGEERT CEN L, HEEFRENDEBETNRRICEE LGS, REMICIEERLEYIC
BY. EBEENTTHIRLEICEDGEELHD. A—EETHoTHLREFIDOIRIILEL, ELIREAFKEN SR
AL DRIELETHRAR THS. BEMRIREIZLDKBBEED T2W SESOEBIENMEFHTH LM
HEZEMRELGE DEHNGIERIG EEZEITETFEZIICKHLHELY,

2. &R
—HOFINERE. ERXNICLTELBREGHERETHDI, RETERZLDOKREL AEMKEE
MLCT BIFERICKDIELBALMEEEETRTIDE, HEPACAM BEEFOEZEBAEMEHDEE
MEEERICEYRIET 5. MELFICEENG RRTHALDEINSTHEET S, BEHERKIE
EIF2B EEFDINLEETDYITIATIZEITEIREHDINIEENTOEERICKIELB RS EER
ERY . BIEFEENTRAGHLEFET D, INEBEERET S ETHE A EKEIX AARS2EEFDRE
HEIVIEENTOERICKDIEZRBARLELRERT . EEFEENTRLGHILEET 5.

3. fEIK

REFBIIILRAISHRERETIRIEV EHEE . /MEKE. TAL A MMEE. REHEES
BENRHOND, RABREFTIE, TNFETHERICHEEFNTETCOKRELI S, BRI EE
BEEDHEITOTCANAREORELEFMFBIERELTRL, RAITHIEFNTEELLY ., TROEN
HEFT LIITHY ., REMICEZYITHEIENH I, BITORREELDIEY—RHNRITHISERD#E
IO RELHHZ BT IHELH D, 1L, —BETUERNRET 5 LEL EEICHT-
STEFMEBEET S HFICRETERZL ORBEHHEMELAE HRRAE. BEDEIIMGORK
PIEICK DS G ELZHICREBIRDBITREETITHEEN S RETEMELDOARIER A KIET
LY REAM S KEBE S BB R EEHE TS OEN S, INEMEEESEESETEAERETIE., it
DHE . MEREREELRT.

4. Ak
BRARMEAEEIRBEILTHIN . EMFREELAT HELDERICTTEAERELZET S, TA
DAITHLTIFRERICIECTEBMTANARER LTI MEEKREL TOIRBICX L TLEMEE
PNILETHD, BIEICKOTIIEFRISNDEE MM F D=0, BREEEORN I RBEGEEITHOR
FRIEESHENEENH D BETEET O, TNITHESIFRFENECTELIGEICIE. REVRALGEICK
AREBRCBESRICLIRPRECELTET S, INODARETEEICOYBKELTITOLELH
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%o FRIRIBIED =6 . EHMLBZZ IR HMEFR ROEELEGRELVALLD,

5. F&

EERFH DUV ILEMGE DR - HAN BRI, BABREEZTZECHMES. TADALGED
BRAERKIEETHETHD, TADA. EEOERRKE. BHES. RRELGETEL, B-EVICLL5E
DHb, BRITETT HHEELE. RRITKENBLETIEELHY . WTIELFRIEIFTERTHD, EEM
TTIEBRARLUBLEEICHI-> TR, RBITH-2BEZVELT S,

O EHHFEICLELEE
1. BEH
100 AR
2. FmEOHE
THGEGFERICEIN., —HIZEEAROLNEWNGINDH D, )
3. MRMEEAE
R A A ISR
4. REOEE
WE
5. ZHEE#E
HY (ATUER D EZE)
BEREENEE
modified Rankin Scale (mRS), BE X &, FEDZTNZNDFEMRA—ILEZHWT, WTFmhhA3LL
EERRET D,

o

O fAEHT
BANERHZR, BRNRHREFER
LHRERIELE RRAXFERARERSEMEHRN A8 WWAEE

HAMEFS
LRERIELE RBRZEZHMENT B UTESR

EEFBEHAMRERRERETERNEEREEDREMSOMHELLE R ZEEDRFS]
MAREKE RRZFEHKFREERPFMEN £BIR LAEE



DRETEREL ORER O ERNREDZEELE
Definite. Probable Zxf& &9 5,

A. fEIK
1. ZLIREAD S D KEERE
2. EENRAHDUTFEMELE O HEREE - SRS BRIER GRIRITH DU TRREIE CEEIIME L EZ LI
P& B AR I ZHEFT)
3. MERTELRARHORKZIEEHEANTHY. MHAICITHMMIES LG, )
4. TADLAUEKRDETIZTHEVWTANARIELZELLIELH D, )

B. REMRE
MRI BT R KINB B ICUFAMS - EEXTHED T2 SEENROLN. EICAITEERHICRE TER
ARHLND, EDN—H. REDFRIFBHLNLL,

C. ERIZH
HEHEERKR. 7LV —RF. BIBAEC AN —E . KIKNAEEEF RO KR

D. BEFHRE
1. MLCI DREHDWNIFEEATOERE
2. HEPACAM DHREHAWIEEANTOERLNWAIZEE

<EBWohTI)—>
Definite: ADSH1IBH LI L +BZHE-L+CERIL+DD1H AL 2Z =D
Probable: ADSH1IEB LI L +B%i#mf-L+CERMNLI=HD
Possible: ADSH1IEH LA E+BZii#E-9£D



2)REHEKREDEZHERE
Definite. Probable Zx{& &9 %,

A. fEIK
1. EBRRH DO ILEMELE O MR - AN BRAER BRIRICH DU LRRAE OEERIMELRE T 221
FEERAKICHEST. BFICEEEZALD,)
2. MFRIT FLREIRHORZEIEELHENTHY. MEAICITHMMIES LG, )
3. TALAUEKRDETIZTHEVWTANARIELEELLIELH D, )

B. REMRE
MRI EHRFT R W AHICII KRB R EICVFEAE - EERTHED T2 BESHROHLNLH, FERDE
TELLICEEESRERRMELRAFRELGY . ENITHEOKBKEEAMICERETT .

C. ERIZH
RETZERZL OXBEEHERKE., 7L YA —RK. BIBEEC AN —BERRKNBEEEETEZRT
thnkE

D. BEFHRE
EIF2BI~5 DWTNHODREHDNFIEEATOLER

<EBWohTI)—>
Definite: ADSH1IEE L E+BZHE-L+CERML+DERmI=TELD
Probable: ADSH1IEB LU L +B%i#mf-L+CERMNLI=HD
Possible: ADSH1IEH LA E+BZii#E-9£D



3) IR REEE A 5E T O EREDZHEAE
Definite. Probable Zx{& &9 %,

A. fEIK

ILHNBENSDFHZEDEN

FEHNSDOFEES. IHBEERES
SEHUBNSOIISD, TEIES. RRAEEEIET
EBERFAH DO LEMELE O IR - AN BRAERDEST
OGS NREREEEICLI - RIEARETE

a B~ N =

B. REFR
MRI E{#FT R KINBEEDOBHK T2 &1

=
=

i

C. ERIZH
RETEZEMZL OXEEAENKE. AEHEER. 7LV U4 R, BIBEEC A O — R EKRKB
BEEZRIHOEKSE

D. BEFHRE
AARS2 BIEFDHREHAWIIEEANTOER

<EBWohTI)—>
Definite: ADSH1IEE L E+BZHE-L+CERML+DERmI=TELD
Probable: ADSH1IEB LU L +B%i#mf-L+CERMNLI=HD
Possible: ADSH1IEH LA E+BZii#E-9£D
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<EEERE>
modified Rankin Scale (mRS), BE %X &, FRDZENZTNDFHERT—ILZAWNT, WTFRHANI LU LEZE>
&9 5,

A A kRkmodified Rankin Scale (mRS) HIEH#EZE

modified Rankin Scale SEITTRER
0 | Eof=EMRA LY BREERE St EBIENLLITAELVKET
Hb
1 | FEIEEH>THALIGIEE (LA BREEREICMERBIRILH DL FIELIAT
BEOEHHOFRILITZS MOIT> TV B RFENCHIRR F AR VKRR
THbd
2 | BEOREE: FAE RIA DT> T ERFEIHIR(E

RIELIFIDFIN TR TITADDITTIIE | HHM. BEEFIFXBILTWAIRETHD
WA BRDE5DEYDIEFTBI%ELIC

12%

3 | FEEDES: BV HEEBEE AL HELEIC
RIS DNTIEBBEET DM, HITIENE | ENBERELTLIN. BEST.BE. &
LIZITAS LA OME. ML EICIENBIZREL

LALKEETH D

4 | FEENSEEDREE: BEST.BE. BELEADOHME. LA

SITOERMERICIENTINIDETHS | EICENIEDLELTEHH. HHMLENEE
HELELEWMRETHD

5 | EEDESE: BIEIDNTBZLELT HRETHD
Bf-EY RBRKE BICNELRTFYZD
BETD

6 | L

BE-RE N
0. fEf&7EL,

1. BICUE5. BEHENEILLVEEDEBENH LN HREF - BEEFICKELRL,
2. BYREOIX®. BEROEEDIXEZNELT S,

3. BE-RBENASHIDNTIZET S,

4. HEBNMAGIER OMERBIERNBERE. PIOBREELGE) EVELT D,
EEMICEROMNREERICIKRELTLS,

o

R (R)
0. AL,
1. EROETRE DR RIEH M, HREE- BHEF KL,
2. IFRIEE D10 BED BYNEE DERNB S,
3. FRERAEROBIFITS, HAVEHERLE D BHETHECTRINAELD,
4. BHEOW3IHHV EHRMERT RN EEEANBE,
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5 [EYIRH AN FREHNTRSHEEEFRANMLE,

MWL K O BEIEE ORI B T 5 B9
1. R4 ZENIC O DERAEIR, BRAPT RSB LT, R EICRBROREN2WEAICE, W

NOFEOLDEHNTHZE LI 2\ (72721, Yk ofH 2 R~ iERIERE Ch - T, il
RAREZR B DIZIR D),

2. 1BWRBRAAETLIC 1T 2 AU DV TIE, @R EFAEIO R TIREBMTHhIL TV DIRIET,
BT 6 20 A Cle b VR IE A ERI W2 2 & & 95,

3. k. JEROBEN FRROBEIEESFHET—EL RIS LRNWE TH DM, mfRERZ ke
D2 ENRBERFIZONTIL, ERERONGEE T 5,

12



309 ETHIAYO—XRXTANA

1. #§}E

22z )LJER- LU RRILT & (Unverricht-Lundborg % :ULD) . 57459 (Lafora &) 8L U RMERLA
RREEIAIO—X X TA D A (benign adult familial myoclonus epilepsy:BAFME) [&. EITHEIA Y O—
XA TAMA (progressive myoclonus epilepsy:PME) 2L ., #4289 %, PME (X, OFRKEEESHEL
THEIAIA—XRX  QTANAFKELLTOIA VO =—RES LUV ERBRER K FEE. Q/MNAEK. @
RHREETTAMELTETHEDORBEETIECHEEHOBRHTHY . BIRERFZLRBEKILIE
EMRIERE DEBE/NNEMSE . MELAS 4> MERRF Z2E DS FIV R 7HR, @O RFYRIRFUEGRE
DAV —LFREELEOCH, CSTHONMNEREAI S BRFHICHKEL TRALIBLBRHABA KL PME
DHRIERBTHAVUITIIER ILURRILIT R, 574K, 612 BEBMARRESEIAI/A—XX
TADLATRD,

REBARREEIAVO—XZATANAIKR, BATEVNETHESFI/O—XATANA T, RALIREIC
FEL T, BERIEEBETHDORRICETTHH. SRELGUVRITIERNEILLT 5, AIEDFEMN D
TEHIDEMNMERIN T A, RIAOHARNSTETHE T, BB LLEVFIERNBELBEEE
B (Activities of Daily Living: ADL) AMET 95 EABALMTIED TS,

2. RE
DUTTIIERILURRILI R, 74T EFBARLEEREEL. REBMARREMEIAI/O0—X
ATANAVEREEOSVEREBRERELEZET . REROKEEHROEBEFLLLEFRESNT
W5, 22TV ER ILURRILTRIE 219 ISHEET HLRF2F 2 B(CSTB) DERTFER (EPMIIZLD
LFDONKREHTHS, T745IE. $990% D EE T EPM2A(Z 1N\ E [ |aforin) & EPM2B(R2 18 B %
malin) DEENARHINED, FEIDREEGFOFELEESN TS, BERARREMEIAIO—
XATANATIE, RRNDERBH COBFLBARBICERZRDHN. REAEEFEITHETHS,

3. fER

FEEL. D2 TTIER LURRILTEIZ6~15 M. T745IT7~18 RE. ZLTRERARRE
A IA—XATAD AL BAUBRICRET 5. Vo ITILIER LURRILT RES TS MRILRRRD
AKITIZ TN DEBITEBT NI ENEEHELLGD, LALBICEEIA/0=—TA
M A (juvenile myoclonic epilepsy : JME) 72E ED BRI NEEGTIZENH D, SAVO—XAN BT HE.
EBOHK. BEBENREICLS, — A EERARREMIAVO—XXTANAIFTOFEEEE L
LTOREHIAIVO—XR, QTADARIELELTOIA VO —RES LIV ERRER KR ED2EH
FIRT. BUEKTBEE THDORIRITETT 5D SR ELURITERNEILT S,

4. AEE
FRIZHT DREAEETEL, TADAREDLIAIO—IRIZHTEEBRTANAVEGNLTOE.,
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5.

IAFENRL T/ NVER— L, JZHIRGE)  MEF /0 —XRE(EFEAL) ITESERENE
L15%, DT IIER WURRIVTRES T IR TIE T MM U IE/DNERE BALSE . $FITDU DT
IWER ILURRILT B CIIMMEA ST ER FREBILIELLEVSLARDEEL HHELDOD ., FEEFKE
DEBBICIEAMHOA—BHICHERT5HEELHD5. LOLEHAMGFERIFHRESNGL, £-3KE
EBITHINTEE VIS A VO —FEEBILS B D EVSIHELH D, R ESEILERLT =S
YALRICEBTALAFSHEALNAREIAI/O—XRADIMEHBEN SN EMNTIN TN,

Fik

ETDREFIHRLTHIN. R, 72TV ER ILURERILY RO —EILETHLLE RS EE
DARBEDREICKY ., RRERTEEBETIIENERESIN. ST+IFE. HETEREYELS,
BHERAREREEIF IO —XRATADA T, IREHRIATI/0—X X1 H AR EEFITIVFA— LT
B2 — R ICEFERE T, BRI LERNBILT S,

O EHOHEICHELEIE

1.

BEH
#9 3,000 A
RIRDIEE
FHEOUIZWIER VRNV ROBGEFERETAV —LBEERBEEDELEE LD MBI
NTWB, F74 TR TIE. JI— 7o AR OREENBEL. BELT )-SR ILady
NEREL. MIERICHARERET 5D TIEELHEHERISA TN, )
MRMEERAE
KM (TADAREPIAIVO—XR(IH T ERERENE LGS, )
RHDEER
HE(ETHETHD.)
PR
HY (ARMCTERLFERTREBINT- B ERE)
BEEENTE
M CHERLEETRAIN-EEENBICEOE BHERELFHRIHECHTAIG40 TA
MUIDEZTERHERSD . BLUBEETEREIIREICE TIEEIERDICHT 5 FEHAER-FES
EE A IFFAVT. U TOWThMNIIZLTIEEERNRET D,

(G40 TANAIDEEEFR | ReHEET
1HRIEE 1~54~T
2fRIEE 3~5NDH
SMkIRE 4~5DFH
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[ DEARTADADLS RMHEIC SRS M
UHAEFEL SERRE RAXFEFTERCANA- ENREEBLRE K8 HEBX
WEKRSE EIRREE BETANA BEERLS— KE #LESE

BANEHZR, BRNRHREFER
LRERELE ABMEAZEARRAEZREMRT MNEZ-HEBEHARLIET 2HR HHE
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<HETHSAIVO—IXXTANADEEELE>

1) 7T ER ILURRILT RN SRR
Definite, Probable Zxf&&T 5,

A. fEIK

CEAVA—XR TADAFETRIET 5, 2<[E6~16 iF.
ERAERLHEGERZET 5.

FRAEMER (/DR KFRER , RAEREEFTNHIRT 5,

RABEEEEF EEETHILELEZ VN BENICELEHIVIEEETETRIBET S,

P wn =

B. FEAEIK
1. SAYA—XR(F, F-EESIUERICHEBEMETIEIC. RS LU ERAMISEDS,
2. BEMSAIO—IRLUSNMI, FIHFHELH D (BRERECXCLRAT) . RHFICTEARLOTL,
3. SAYVO—XRDEXRNB L THICEARBERRIEIECHBITTEIILNH D,

C. BEmMR

1. iR - EREFOBRERRIE. £RMREREK. PR, LBHEEERD S,

2. RERSHIAIO—XXDFR (A ERRE B FE L (somatosensory evoked potential : SEP) D B E&
BRADEXIL(EX SEP). CRE. Ov—oBvIF7AL—T2% (jerk-locked averaging: JLA) A THAT
RRZERED D,

3. EEEB MRI:4E. i, /MXD EHEELEEXINEREEZRD S,

D. #RIZZET
ZOMDETHEIAIVO—XRTANAVERT DERE. L/ VIR -HAN—EREE

E. BIzFHRE
EPM1(CSTB) DE &

<sgMohTI)—>
Definite: AD4IEE +BN1EHU E+CHI+CHD1~20WWFhhEimi-L. EZ#E-T+0
Probable: AM4IEE +BN1IEBLE+CHI+CHD1~20WV T NhEE-L. DOERIT REFZEERSN
L=td
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2)T7ATIRDLMELE
Definite. Probable Zx{& &9 %,

A. fEIK

CEAA—XR TADAFETRIET %, Z<E7~18 K.
. BEBEREHEGHRAEET S,
BERERIT/PINERGEIR. REAEEEEENHTT S,
 BEIIRETERLEYELS,

A ON =2

B. FEAEIK
1. BRI SEHRERE ROTEERLGS VIR ERSIAI/O—XIDNHEHKT S,
2. SAU0—XRIE RIFFEHMEDLH D - FRIBORCLREHR , BHEITHERLOT L,
3. SAYVO—XRDEXRNB L THICEARBERRIEIECHBITTEIILNH D,

C. BEmMR

1. B EREBOMRKIE. ERMERER. SK. LBBEZEO5,

2. RERSHEIAIVO—XXDFTR (A ERRE B FE L (somatosensory evoked potential : SEP) D B E&
BRAPDEXIL(EX SEP). CRE. Ov—oBvIF7AL—2% (jerk-locked averaging: JLA) A THAT
RRZERED D,

3. BIE-MEERMH ST+ Z/IMEDREE RYJ LAY EE LT SBIVHREES YT (periodic acid
-Schiff) &G4 - 77— € IEHILDEEIR)

4. TIIWANT7E—E A DET FICERETEDRBELLIBEISRDIIENH D,

D. #RIZZET
ZOMDETHEIAIVO—XRTANAVERT DERE. L/ VIR -HAN—EREE

E. E-FMRE
£ 90% M B E T EPM2A(R 1N B X laforin) & EPM2B(Z2 1N & (L malin) DZEENRRHEIN BN, E3
DEREEFOEFELHESINTLS,

<EZEOHhTIN—>

Definite: AD4IEE +BOD1IEB U E+C1~20WWFhbhFid-L. C3HLLF4., LLLIIEFHE-TED
Probable: AM4IEE +BD1IEB L E+CI~20 L \TFhhEfFm-L. DOER T RESKEELZRIILEZDLD
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3)BMRARREEIAIO—IXRATANADS AL
Definite. Probable Zx{& &9 %,

A. FEIR
1. BRAUBENSHEFERRICRE ., ENICERHRRIBERZR T 10 SFLURICHKIET 5,
2. BEEOBVWVELBAREBEEGEET S,
3. FRANHEREIE T AO/MNKIAILFEDLL,

B. ¥R
1. IRERIA V0 —XR (RERE)  AEMEIRBICHELUL-SA V0 —XREMEBRFOICRO D, BRE
THETHIZ 60 MATEDEFRIBILT 5. SAVO——FHAELR D5,
2. MRERBERKRKE EEE1ERBOHEE, LBBEEET LI LEH5,

C. BEmMR

1. B EAREZRFEIR ., SRR, BBt ZRHEET 5. EREBOEERRIE.

2. RERSHEIAIVO—XXDFR (A ERREEFE L (somatosensory evoked potential : SEP) D B EE
BRSDEXIE(EX SEP).CRHF. O¥—oOvIF7AL—U2% (jerk—locked averaging: JLA) iETHE
TRRZRO5,

3. REER., HEEERKICIHOALGEEZROLLD . dEFELURICEEDNERETT,

D. #RIZZET
ZOMDETHEIAIVO—XRATANAEET DERE. L/ VIR -HANEZE

<EZHOHhTIN—>

Definite: A, B.COETHDIEBE#H-L. DOER T REERELZRNALI-ED
Probable: AM3IEH +BMD1IEB LI E+CHD2%E-L. DOER T RSEEZRII LD
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<EEESE>

FHREBILTFRSIEICEITS1GI0 TANAIDREFRHER S BLVEFERSIRAICET
BSEEXBERDICETHFEMER - ENEEZWTMIZAVT. UTOVWTANEZETIEEENRE
EEE

(G40 TANAIDIEEFHR | s HEEFTE
1REE 1~59_T
2fRI2E 3~50D#
SHRIZE 4~5DH

AR REEALFIRZIEICE 175 G40 TADAIDEFTHFRHER 7

TADNARIEDRIATLHEE EFik
N ZOEENARICIRIULDSEE 1HRIRE
4. ODFENBIC1EL ELHZISE 21RFEE
N ZORENEFEIZ2EIU EHDEE

4. BOFREMNBIC1EXRFDOZE SIRFEE
N ZDREVNFIZ2ZERFEDISE

[CANAREDEAT

1 BHEEZELVL EEEFNKDONLRE

O BHEEXRV.TASRBTIN. B0 FRE

N BHETOAEEHDLYT. GHTIRME

= BHEEEEL. KRICZESHLEWNMTAZRT FE

FRAMEIR - B NMEE ZEhETE  (2) B WIEE T

OHIFEIZH =D TIFLUTDIEEEET B,

OREELEEHAVFHBAFICEVWTRELGIRILEBE. 58, TBIBEEL,

QREMIRE BIZEARR - FERAFTLTWSESGEIRE) THL BIA LT N—EFETEEAEFZT o156
ZRELT. EDGEEDEFRNIDEZEDIREZHIET D,

1 | FREZSOMHNESZROELD., FEBEEES. ANEZZEEOLHN. BEEAESLUHAR

AFEEERICHED,

OEULEBEER., FILDFRREF. EREECEVY. BlCRE. @00 AR, FA0
RERF /AL RN FHRECAHEROFA., BIKPIRESHDNIIIEHHSHIE
BANDOSMEENBREMIZH KD, HAHWNTBELIHES,

OFMEZTE/HLEVALRILIICAEEFRUVHSETEE S ENHEKSD,

2 | FRAEE. MESEZED. BREEEFEHRAFIT-EDOHREZTS,
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OM JISERH D ENBRMH AV EIERHELD, —BXEEZLELET IEELNH D,

OFIZIE, —ATHHTESN BRGEANZANIDDIKENELHGERISHUNRETH S,

OTATTOMFMBXBEERLEICSMTHED. HAWIRENEEDHLIEENT. E
AZMIZEE—BAUFEL TV EELEEND, BEMLGRFE LG T EIEIHESA KR
FIEAELLIYTHERBNELDENH D FRRIFEEBEA DB HARRIEZ LG
L BIECHYNETIRRN, BRAGTEIC. HREFOPRTRENETICHELZNIEADH
B, THDTURFZFFMDANCEDLEDIENTED, BBDACLATIHERD BROE
EAEEEIK, ERERIBRLE RS HEEFDOPTREYGTEHEEOTLEILEFI DR
LY,

FEEE . MEETER0. BEEFRFLIIHKSETITELVGIREZZITTEY . BISELTXE

ELELET D,

OM JICRHBED LB RID . KIBERELT HIFEEHEL,

OBIZIE. FERONLELTHELNETEDLEDD . AL AN RN EL G EITHNT
BLENE#ETHD EEEEAZFICTGEDBEBILSNNEIETES, . TA7T7ORFE
BRI BEELGECBMTEIENTED, BREEZ/N\FVRIKABRTALEDREELILGT =0
[C.BELREDXBEELELT D, FERBFNERNMA DBEYIITTEGL HEMER AR
RIEZLLOAEIZFZHYIFBEETIEGL BRNGITEIICREN HD, BEEFTORTOHREN
WY TEGWIELH D TTEDTURIMID NERRzSDTLESIZED H D, ARL A KELY
LEROBROBILERIZLOTL, EBREEATELWVGEELNH L HRETFOTTZNDS
[CESBEVMTEIZLS>TLESTEAH S,

HAES. MHEEZRO. BREEEFEIHEAFCELVGIRZZITEY, ERXXEEEYT

Do

ON JIZEEHD Z EIFERENRFNILHELZLN,

OBIZIE. FHLLWAEDKRRLZLGBIEIRYNETHS, BRMENFLLZLL, BRHUGEEN
DIKFEENBATEY THORYTHABRTH 1Y T 5, BEEZFIZELTITEBDOTURA U
DADR—RERESR=DTLES  EMLGHKE T MROBBROBALERZLOT LY, £
EEIRHETHD BEEFDRTEDHITESGULMTEZEOTLIENNETHS,

FRHEE ., MEEEED. BOEYDILFIFLAEHFEL,

OMIZEHEDZLIEZENH->THIFLAEH KL,

OARE- AP EREHICEV T RN EENEOEFICERIIBELTLELT L, EEREIC
BLTIE. EEBEEAONELERMICTES  FAEFVDIBETHD REETFICHSINT
LHBEULGREEAELEY. RRAFTEEORECHLOFRRFLERMICITITAT. B8
XEEVLELET D,
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KW K OV FHEE B OIS 2381 5 B

1. AW D BRRIE LR @E%%# B LT, W LIS OBEN R VBT, W
NORObDEHANTHZE LR (7272 L, S oR 2 T HRRIERE TH > T,
RATREZe B DIZIR D),

2. 1BIRBARATL IR 2 HAEE M EIC DWW TIE, @MU R EREEO T CIHREB ThIL TV D IREET,
BT 6 7 A R Tl b BV VR R %E%ﬁ#ﬁ#é LT D,

3. Tk, JEROBREN FROBEEESBE T EU LIS LI2WETH 52, mEERER 4 kb
5 EBRERFIZOWNTIL, EREIRORGET 5,

I
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310 EXREEEIREF

1. #BE
S REE (malformation) IR B (. ERMICEBDBERMKICERERELNHLIEBEDORIFTHY  B—
HBLICEREENHIERBELRANEINDS, BESNLSBEFHBLELOEAEHEICKYETISHED
KRRBIZDEIND, A XREREEH CRBLGLERE. ZELZITDMBICLD, DITHEEE - HIEEE
BE-SAMEELLE DT IRARETEIVERDOBIRZELSHIILLHY . EFHOCREROETHEDOE
BEETICKDREBRELTET LELHD,

2. FRA
EIEERMHRAFLEEFIV/NNIDEBRFDEETHS. D 20 FRITKRMILGSHREREEER
BOREEEGEFESMOMFRHSN ., HEESH LERICRIS TS,

3. fEIK
ERMICEHDBEZRRICEREENHAONSIZEICMAT, FTEOHMBEOLNTAMAHDONBEFIC
EREBERBLES,
CEYRE. REENMFROREFENADND,
 ELAREID LR EERFOEENADND,
LUMNUE BREENRLOND,
 RBICHENLER EOBEAALNS,
 RENABETHLE . EREBEBHEIOSREENHS.
EREBERBOTREENHDIBEICE. BEISGLTHOEHHENE REEHRERT 5.

a » O N =

4. Ak

SEXREBERBCHBEGHERTE., REREPEZELTRTIMBFICLD. BEEICKYRERENRIRS
Nd. RABZHZ TEGHEFOROIC BREXIEZVLETDIEELHL ERMIICE. 1) MIRIRFAE
KOEEMUETZICHESFRFLICHLTRENRCAINRSEERZET HI5E.2) EEGHMMN
BEZFICASEREETICHTIEROMXEEM@EERE. PORBIRKELRE).3) EXRMHELERIC
g HEME L - BBREE. 4 HANMTADLAICHT2EMEE. 5 AXERBILFIHESITESLE
X3 2BEREEE.6) EBRCLREROETHEOHEIETICHLT, S EBARCHBIRAENT
Hind, TOM, KEIHFENGEGEICT HAENTHOND,

5. F&

FRERELEEEICLYFENELGD, REBOCESHHEICI TR D MBEEET SHILEMREEIET -8
AMESLGEDPREARES ER2ZFIVEDDRREZELSIILLHY . BB ORERDETHED
WEEETICKAREEZERT L1HD. BTV FENLEBETLHYEMDEERTOZE. JAE. &
BEENAKRIITHD,
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O EHOHEIIVELEHE
1. BEH
#9 4,000 A
2. REOKE
TR GEGFOBEENREINTLND)
3. MRMEEAE
R HEBEDHTHSD)
4. REDOEE
WE (REREERGL., ETHETHD)
HRAE, ERBEE. ARXMMEER. AN TANA. BF 2. EBFRCOREFROETIHEDOHEEET
5. EZEE%E
HY FAEVIAERL . FEMNRKBLE-BITRSE)
6. EREENFE
FENEEENFEAVT. WITNMNITHETIEEETRET D,

O 'l%#&?z%{#i
BANMNRHZER BAREXREEFR. BR/NR EE—“‘?'—‘
éa%ééf’#ﬂé%‘ BREZIXFEFHBRRECF LI —HIR /MEERER

BEFZBHFAREFADE HANREBRARER TEFRFRECIIEU T RERFEROZE

TSR 9 IR - FE MR ET 1B R BE
MRARKRE BEZBXRFEFHEKRECF L F— HIR DERRE
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1 XEIEB
(1) AXERERBICEFNLIEE
@ MR EFEIRBEEEIRR
L 1q 8o EEAEIEE
. 9934 REGEIZEE
Q ELLVREEELZOMDAREEETHET DERE
L JURIT T SUTERE
I RZR-LLY-AEVVIEER

(2) BR9FEIE
RPIE ., BUHEEARSSh TSI L,

<BMEE>
@ R KAENRBF S iE I B¥

L 1q#HEEEEE
Definite xR ET B,

A FEEK

1. B EET

2. EESE
B BEFHRE
1BLBREBICHY)EELRND

<zZWoHTI)—>
Definite: A M2IBH+B Fiw=9HD,

(BED=-ODSEFMR]

HEENCEEDOMMIES. MRES. HEMNER(E=AROHE. KERE. ENMOFHELE) . BERD
EEEZRHET D PRHFRER L MERE., FRFEE HERROBECERBROEEEZHITELHD,
LREDEREZRODRIC. RBAREEZERT 5. FERDAMNGHEEZHEITICELETERNA, REKR
BICKYEEZMZEITICENFIRRTH D,

. 9934 REKFEIEEE
Definite ZXR&ET D,

A FEEK
1 INBEF S BEE S EEDMMES HICSERZEDEN)
2. EESE

B BEFHRE
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1.9 BLBIK 34 ITREEEDHD,
2. EHMT1 Bz FEEZZH 5,

<EBWohTI)—>

Definite:

(1) AD2IEE+B-1%®m=341D,
(2) AD2IEE+B-2%i&E331D,

@ ZELLVEREZTEZOMDEREEEZTHET HAERE

L a)LRYT7 T SU4ERE
Definite &1\ Probable %% &9 5,

A EEK
1. BEREE
2. HHES
3. BREEEFE(GRLGVLLAENI/NN—EU2SILKH)
B /MEIK
1. RODARFELIEENLEOE
2. RULBEE
3. INRIEFE-IIFESFERE/NE I ZIEE
C. BizFHRE
NIPBL+-SMC1A+*RAD21-SCC1-SMC3-HDACS Bz FENRRELEFICEERFEDS,

<zZWoHTI)—>
Definite: A M3EH+C OWLVThhERFH=TELD,
Probable: A M3IEH+B DI3WEBAZHE-91D,

. RZR LAY -FEVIEIZREE
Definite &1\ Probable %% &9 5,

A EEK
1. F2HEE 3 UMDEUMAE (FlEGE>TWSEAMNE2RLZVLEIMERD 1/2%8B25,)
2. INBEEEESHIMEE
3. ERETE
4. HEEE(GEGVLDLEENI/—tEI21ILKR)

B /MEIR
1. AOFAx

2. 46, XY BEIZBTA &S

29



3. SLHRBEE

C EEFHRE
1. DHCR7 B FHFDRERELFICEEZZEDH 5,
2. M 7 7eEFOaLRTO—/)LO LR (MFES T 20 mg/dL LLE)ZEH B,

ZMohTI—>
Definite :
(1) ADSB1EEL3ID2UULE+C-1ZFHETED

(2) ADSB1EETL3DLUE+C2ZFHE-TED
Probable:

(1) AD4IER+BD>51D2LUEZEE-TIOD
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<EEESE>
UTD1)~4)DWIhhE#EETEEERRET .

1) modified Rankin Scale (mRS), BE K&, FRODZNZNDFHERT—I/ILERAWLNT,. WFhHhA 3 L EHE

HRET D,

BAhRmodified Rankin Scale (mRS) HIEE#EE

modified Rankin Scale

0_ FoTz<JE&ERA RN

1_ JER(EH D> TERSHIREE >R
HEDEDEHFITAD

2. BEEORE:
FIELRIOEBN TR TITRDDITTIFIRLN
N BODOEDEIDDZ EIFMTENRUICITRD

3_ HEEOREE:
AISHDNMENZEBREET DN SHMTEMEIRL
[CITRXD

4_ PEEHSEEDRE :
FITOPEHRNERCENMINHBETH D

5. EEODREE:
BIZED KRBERE, BICNELRTDZRLE
E93

6_ LT

K& (N)

0. fEIR%AL,

SE(CINER
BREMERS JOMEIEN & B (CIRVRETH D
BREIERS JOMEEIREIH D0 FAELBIN 517D
TWEASWOEE(CHIRIIRVIREETH D
FERELARTN 51T D TOEAEEDES (CHIPR (Z 0%
HELEEFBEIZUTWSIRETHD

BUWIPARIZEHE 2 F A U2 IR E(C (39T
ZRBEET DN BEST. BE. BIZURHOME.
b LIRECENMBEBEE URVVRRETH D
BESHT. BF. BREURHOMEE. bLRALEICE
TEREET DN, FHRIENMEFBEE UV
BTHD

BICHNDONMPELE LT DIRETH D,

1. BICOED. BEBENELRVEEDERNHAHMN . HEEF - BEEFITKERL,
. BYMEOIXRC. BEROEENDIREZLELT D,

. BE-RBERIC@LHODONBEET D,

2
3
4. MMM IEROMRBERM@ERE. PORIRRELGE)ZVEET D,
5

. EEMNICERONEBERITIKELTLS,

(R)

0. fEIR%AL,

I MEROETHEOMREHHH HREE- BREFCKMEAEL,
2. WREED-0IEED BYNEE DERD B,
3. FMRERAERDIFI S, HHVNIEEALEDRREEHECTEINAELS,
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4. BEDORSHHNIHRM GBI HEREFERAIDE,
5. [LEVRBHAN TGRS EMEERRANDE,

2) BAMTANAVDEE ELRTANAVE2~IBEULDOSHIFAT. hO+2ET. 2FLULBRL
T, BEMELUENFIESN T B EETFICKEELE - KE, (AFXHEZERIZLD)

3) EXRMDERENHY. EYEE-FMICEOTHNYHA R ETIELULIZERATEES,

NYHA 455338
IE IDREEH LN FIRTFENIZHIR TN,
BENGEEFBTIIERS . BiF. FRER. XaHd0
®ibvdE (M) # £ LG,
IE BEMNMPFEODRETHOHBRAH D, REFFFEIIEFERICITEER.
BEFEDSE., LRI (BIZ L, BRLR. RESTHRE) TEF. &
Z. EIREE. KHH O IERLE R EETS
I & BEOHKEFHOHERNH S, REFFFICITEER.
BEFEDSS, BFHEBIZE, FHBHTHE) TEF . SE. FIRERE. K8H
HLMEILE (R £S5 .
VE DREBD-HWLIELHEEFBLFHIRENS,
DR SRR () N RHEFICLEET 5.
HIENEEKREIHTINOAEET S,

NYHA: New York Heart Association

NYHA 3 BICDOLTIE, LT OEIRESEICHIRT528LET 5,

NYHA 548 S REBIRES ABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs LI E EHEED 80%LL £
I 35~59 METs HAE(ED 60~80%
1 2~3.4 METs HAEED 40~60%
v 1~19 METs LI F TEATAEEH HUNE
HEED 40%KiH

MNYHA S 3EICEEE IZR ST 5 SAS (7L VAS, TERNE1T 2METs, @ HE 41T 3.5METs, SV 4K
AR YF KR AMETs, &5 5-6METs, BEER 6-TMETs 128 B L FDERELTHELT -,
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4) BHEBERSH.CKD BEEHEE— Ty T HFOBLOBA,

CKD BEff ESEE—rvv

ZARES A1 A2 A3
REOTE
(/) E¥ |EEEAR | BEEAR
RER/Cr kb
(g/aCr)
015%% |0.15~0.49 | 050kt
GFR E% EESEiEE . B
tLia <3 I s =90 % = Ao
/1.73 mi) EEEEEE y i3
62 | 60~89 5 = 711:/_/
G3a gi“**g 45~59 - Lo 7R
hEE~RE i
G3b 30""44 = I 7
B L 5 i B T 7
G4 |WEET 15~29 = i =
*HEEAE
' G5 | (Eskp) <1 7R 7R 7

FHEEIRER GFRES-EERESEEDLEAT—UICLYFHET S, CKDOTEE T, REFF L, LMEE

CREQUAVEFBDAT—UFREIZ, &, ALY, FOIRICAT—IUNLRATLEEVRAIELRETS

X PR R VB S EOESCH 3 BEEE

1. JR&ZENCAVSERARLEIA. MRBEPTRFCAUT,

3) .

2. AEMAREICHIIPEERE DOV, BYREFHNEED T TABEMTNNTOSIREET. EiL 6 1A

M TROBVARRZERINHIRT 52EETD.

3. B&AEROEEN LEEOEMERE DFEEFT—EMU LCEHELRVETHIN ., SRERERZ]ET T 22Ny

EREOOVTIE. EEEROTISRET D,
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<SEEH> KEHE
@ R KAERBF S E I B¥

L

1q B EEFEIREF
1. =

HMPES . 1R, BRFEETHELTIAREEERBETHL 1 BLERRH LOEGRTF
M IAE—FHET HEICKYBRDIERERIET 5. ERELLORESITUKRFL CTERKRERNEL D,
FTHROL BN KREINZEL BRRERIREFHEL S LHERLH D, Ff-. EEEMLICHFET
LEETFOEELTRICEEFE XD, EHEIMIN 1032 KYERBINOTOATETHEEREZEDH S5
BIZE MHESORENIKE AGFPRICEEESZDLAMHE (EXRENVEERF) NELHERLH
%, BIEDHRRMEDIERICEEEST . /NREALE. BABICLIELDEKREET S,

2. [RE

| BREAERONA BRICEURET 5. SLBEERTNENORERF ITHTHS.

3. fEK

BREES. MMES. FEHER. BRROEEZILHEBETSH, MMEFEIFEENSEETHY.
EEMAULEETDKRESITKREFT HERICH L. EEREDEREIZLDGETRTH D, FHEEREL
T.H=ABOE. KBEF-IEHEMHKRERE. EMECONENEOENFR. /NE. EOERH
(upper lip protrusion), BAZE. OZFREFXZENHIIG5ELH D, BRRDEETIIEBENELRYPLZIE. &
B .ARER.NREBEZRODIGEELH D, PREMEEIK (TADA. KEEEE. /MYERRE) CiILEE
(RBREIDFAAE . WPW JEIXEE. BIARE &R, IPAFLBEF . L XBARERESE. 770 —WBESE) . I
WEBFEE HIELRROERE (BEGEZERE. AV7ILBEEE) PERBR(EXEBERBTFLE) OERE
EESICELHS. F- . FERPICEELGERBREEZRDIFLE RAHICHLABRHNAZET S
BHENHD FERDANSHETEZHEITOICEIETAIRETHY . FEFREBICIYEEZMEIT I LN D
ETHb,

4. BEE

FESLUTARGRIE L, LR EIS/NREICER M MVEB CERBEFHICKT 2N ABRNBELY
52LbHD, FRFERCEEMBESICHESPREFRFLICHLTREFCAIFRFERE
BT HI5ENHL, T EELHMMEZICLVERBEETZASILLHY . EROMXEENEERE.
PILERKRBLE)ZVELT DHELH D RALLBLEEICHIY ., FRFBEEOEERE, B
EOXIE. HAETADAICKT 2EME X, EREMERBICHTI2EMEE. BICHAMKARENLE
252 EDH 5,

5. %t

AR TFRIIREBAEEDERICLS MM FR- LG FRETRTHIENSL, TICHAMETAN
ADBIESIVEHITDIVEENEGFRICEEZSZA 5. BOENOAE, iz, BREEICE>THE
MPERAEASIND, FEICHI>TERRIVAREEBBREIVETHS,
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. 9q34 RIKFEIREE
1. B=E

FRFERER - NETHEFIEERETHS, 9934 HBOMMBREKIZEY . REEICHFEES D EHMTI
JB{ZF (Euchromatic histone-lysine N-methyltransferase 1) Z =B FND/NTOFE (RE) IZLYFEE
T %o EHMT! B FDHREERABERICI>TRRDIERZET 5155 LH S, EHMTI BIGF(I.
DEGETFOHRBFAHICEHLIEANAEHEFTHY . COBGFOREETICEYIEDSIRTAIRAD
EENECTHRAGEREE T 5. EREIZE T, BADERMDERICEEFEST  /NREILIEE. BA
HICAVELADEREZET B,

2. BH
9934 MO RKIZEYRET 5, RRBEGCFIIREEICHEEITIERDETFHTHIN, BHTE
EHMT1 BIZFDNTOXRLIIEET, EHMT! BEFIRERAH T 5EMNEGCFHINZELZ(THE
(XY S HEIERNREIRT EHEEZLN TS, TNTNDERDREMFDEMRIFTHATH S,

3. fEK

INSBAE F1- XK 5EAE . FFHRIEETR . EEDXHMEEZRO D, EROSFHIL. [ELFIEE. BEEE. 7
—FRHOBE.RBEME. EVEN. EE. ERHETHD, PIRBRER CAERRES RMFE.
BEHDIREES) . ERXRELEE(DEPRBRIBE. DEPHKRIEBIE. 77O0—EE8E. KENARHEREE.
BRI EAES) . FIRIRHEEE TEZHSSENH D, MMEZTLEEDEN S SEBEHOERILE
H#THD, ==, ZLIREHNS/NREICHA T THRIRETERL, EBRZICLENRZELLIENEL,
ERDANSEEZHETICEIEITAEETHY . 2BEARBEICKYBEZHEITICENRETHD,
PR MREEICHEL T ERETOTRESEHRET I H S,

4. Ak
ML LT ARRIE AL, ELRBAO/DRBICEREDERITH T 5N HERNDBELLLIEELH D,
MFREREROCEEMNMESICHESTREFRFILICHLTRENRPCAIRRBEREET HEEMN
b, T EELHNMETICRVERBETZ2H52L4HY. EROMEBERN(BEXE. DDOFHRFE
BLGE)ERBELTBHI5ELHL. RAHUBRLEEICHZY . BFRBEEOEERE. HFEEDOXIE.
AN TADAICKT DEYEE, ERMEDERICHT IEMEE., BICHARKEBERNLEICESIL
Hbd,

5. F&

EMFPRIIZBAREEOHHICKY., XITHAETANADHERSLUVEHITINEENERFEIC
FEBE5Z 5, DIENMEEIANIL ERmFRITELL, TADAREAEDOZA S REDIU A
—IVIFEETHLELNZ L BOERMOAE. X, REICL-oTLERTFERNERGIND, £EICHT:
STERFRVARLBEABENILETHD,
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@ ZELVEREZTEZOMDEREEEZTHET HAERE
L aLRIT T SUTEERE

1.

M=
RFEHGER(RVEE. MAIBES. RHA—ILERE, LRZOEA . EVEOE. ROLAFLY
E)HERMMNODAREETEFEIMETIARERERBRTHS.

2. [RE

HEHMOER ST LBIREN (5p13) IZ1FEET S NIPBL BIZFNDERZRD D, TDith, SMCIA,
RAD21, SCC1, SMC3, HDAC8 BILFILEEZZHIEENH D,

3. fEK

4.

TBEDEF THEENCEEDMAEZTNZHOND, EHROFBELTITRVEE. MABERES.
RO—ILERE, LRZOEA. BOEOE, ROUAFLGENRONLIENZ L, EXT—FEOO
BEPOBREHILELE L ZOEETRIAREZTEISETHY. HEFMDLRoh, £EEZEL TS
R-REHRIC 3 N—tURMILREERGD, NREZREHDHELZ U, T, BREFEROHEL M.
AR DOBGHREEFIH I RPARILER CEREE LI > TRERENSLICBE T HE3H5. F
= EREEES. REAOERE.E 5 HEMEFOLROREEZRHLHIEN S, TIROEE (2-3 Bt
DEHF) LRIZROHOoND,
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BSE T, EMBIRICYAE T HFMEITI. BH. FNICRE - [REINOEBERINBEDIZE(ZIERE
BEREL, REEICEEERNZRTIS581H 5. EMBREENTEZLTFRBERIBELLE
BICEKE -[EXDOBEMPATINEBEL TREBLDIEKRMTZITIHEELH D, =1L HRIZDOL
TIFERLD NS,

5. F&

NEHEERICKVRE - [REXEBERNERTDEIIGEFDOFRITIRIFTHD, S EMAEERD
RE-REXEBERNFRTLIIENH D, EELDFEBLIVREX -MEHEDEFNDFERITE
LW RE-REXDFMERYBZTH. RAHICIE. MKIE. ESHAETL, BHTRFL(CHEIE
Db, FIRFIERIIBO CTEELBSITITFRBERLGEDEHICKYRIZEDHZELHD,
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O EHOHEICHELEIE

1.

BEY

#9600 A

RIRDHE

T (EXRMETHY .. HHBEOHEBITTH)
SRMIEEAE

RIEIL (FMELEOXNEREDHTHD)
REDESE

HE (EEER ISR 5)

HY (FRDMERL. RBLI-ZHELE)
EEEDEE

New York Heart Association 73 38ZFAWMIEL EEZXRET S,

O fA#EHT
BANMNERHZER, BRNRBERBFR
LHRERELE: BARFEERMELVS— R Hik 19

RERICELHR BRSFH Bk TR B
RREZFERKZFRERS/NER hdG B

HARRGER
LRERIELE: BURZERHDREMNELE £RIR THEF
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<EEREE>
Definite ZXR&ET D,

A JER
1. RE-REXDOEBICKDEK
FER-ZLRBLBEIER. FREE, F7/—E. RREWRS., FFREH, BHEL KASTES
ERRADOMTIE. |RIHEEL. FREEE. F7/—€. FEFEEEBEERTILEREET D,
2. BEEBICHEIER
BEEBICHEIETESLEDHLRERLERT5ENH S,

B REIHEHE
ERRETTROVT AL EHT,
@ DIZ—ITT. EMBROLEERE S LVAMEIIRL LD T IKEHERT D,
@ HTEOMEIARESS . MD-CT(multi detector-row CT), MRI %2 &EIZ &Y . EFfEIRD I ERE
BIUVAMERD LD IEEFHERT 5,

<zZWoAHTI)—>
Definite: ADWVNF N +BEiE-TED

(ZHD=HDSEMR]
1. BHFR

DEZMRTEHEHFLDERBEROLDEDEES LV LS ERI. 86 LTFENLVORYLEFIXIE
ETERHHOLHBLTERLLL,, MEEEZICTRREFIC wheezes TREIT 5D H D, F7/—EF
T I X IR 2 SEHI TIEFER - RSB AR wheezes ZFRER Y %,

2. H9HEB X #%

HOE X MEEBTRE THILIEAIRET S, RE-REXDOREZIZEDHONDZELHD. HER
EXEEBT DHEHIHZL. check valve ELRYERTIEIFSED-HBFEREGZET S, SHITREMNEST
LEAZE Y NS stop valve EBYEKITEEET D,

3. CT XIE MRI

MD-CT(multi detector-row CT). MRI, fiEIREZEICCEMEBARDEIRE ST . ETEE DR REH.
BOVIZRE-BELOBREFHINERFROFEL. RE-REXITHTHEEDZHMNAIRETH . fif
EARER DEICIEERIICAEZ DT -ERRICTEMBRN DT SEMEAIRAEHINS, 11T
—FTSHRETITERMERARD SEMBIARIC DAY | EEDMECEMBIROEHINT . AifiEARE
AXv U LTUKEEMERMN S EMEIIRA DR T HENELHEINS, SO DRFREEHL TS
BIZIFXZDOEMMNAIRETH S,

4. [UEXIRBRE

R EERNEEDGEICEREXRREZTV. EMBRNCDEEBDBELSLIUVRE-JEXD

BREDEEZFMET 5.
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5. MIRHERERE
FSUES G TIX 1R 700U T LY EBRMLE 6T I, %liEEN 80U T LY ESHES
24755,
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<EEESE>

New York Heart Association(NYHA) 2382 FWLNVC I ELL EEZXRET D,

NYHA %35

I

MEEBIIHEMBREEIHIRITELN,
BENGHEFBTIIES . BiF. FRE%. x@mHdH0 L
bR (Mg 24£ LG,

BENMPEFEORKITDOFRAHL. RepFrE=(EBFERICITEER.
BEFEDIL., BB NFEBIZ L, BELR . RESITEE) TEF. B
. PIREE, RahHd LR OEMEEETD

SEDORKEBDOHRAH D, TFFFFICIXEAEIR,
BEFZEDSL., BHEBIZIE, FSTEE) TRS . BiF. FREH. X#H
BUVERLE(REEETS .

MEREDE=HLHELBREEBLFIRSND,
DAEERORDE (58 NLHFICLEET S
O EEKEFBTINOMNEET B,

NYHA: New York Heart Association

NYHA 3 BICDOULTIE, LT OEIRESEICHIRT 52LET 5,

1. JR&ZENCAVSERARAEIA. MRBEPTRFICAUT,

NYHA 548 S REBRE RABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs K E HEED 80%LL L
I 3.5~5.9 METs EHEED 60~80%
1 2~3.4 METs HEED 40~60%
v 1~19 METs LI F TEATAREH HUNE
EHEED 40%KiH

MNYHA 2 FEICERF IS IG T 5 SAS [T LAY, TER ST 2METs, BE &7 3.5METs, S U4 1K

AR yFKIE AMETs, &% 5-6METs, [k 6-TMETs 12 P LFNDHEHZRELTHELT-,

PR ENVEERE D ROBISCHITSBEEIR

5) o

. BERIBRICBIIPEAEE DROVTE BUIREFNEED T TEEMTONTOIIRET, BEE 618

M TROBVARBZERINHIRT 22ELTD.

. BEEROIZEN LECOERER D IAFT—ELU LICZEUVBRVWETHIN BEELERZHRITI dTehwn

ERBEOOVTIE. EEEROTISRET D,
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315 MEREBEEE (RMILINTSEEEE)/ LMX1B BEERE

1. =
TRREBERBEGRAIVATIERERE IMERAE. REBDEMAHDVITERL. FEDHIKE
#(iliac horn), FEAEIDEMHEITHET HEGRMEETHS, LILLIETBEZREL. —HIEIRHABTT
2(2HETT S, RAIX IMXIBEBIEZFEETHS,
M. BREE. . BELGEDELLEZHELT . BIEZITEET S nail-patella-like renal disease (NPLRD)A> B4k
DEERRAELEREICL IMXIB BRFERERALTHHNFEET D, cho—EDERBEFHIL
LMX1B BEEBE EFIEN D,

2. &R

TRREFEERBEORRAIE LMXT1B DBIGFERTH D NEERFDKER7 (9FHEQ) ITHEWNT LMXIB
BEFEEABESN. CWETIZ 130 BEULDEENKRESA TS,

F7= NPLRD O —EDIEHIT LMXTBBELFEENERESIN TS, IITREHK I —V T RETTDHE
BTk RS ETERBRABEILERE CATOMFERERTIO—EEEBFEFICEVTE LMXIB &
ENRNZShBEE1H 5,

BEREAN—XLELTIEINSDEF VT hE LMXTB ERIZKDBARBRA L R MIHEEEEE A
HEIND,

3. fER
(WITURZE BIEIR B (R A )L/ T FIEIREE)

TEETL. RERDEREHSVIIER. BE O AKREE(lac horn), REEDEBEAALNS
N IDIED1DOHAIVETEBDERDAEZET HEHEENHD, F-HEAE-RETEN—BREH LY
SHEEIC. SYEETHLND,

HEBIBEZEHT D IERELTIBEEEDOERRCMRAALNEN, GEERRPRTAO—
TIEEBREZETHIENH D, BFRITOVTEERETLRMUR-NDIGEGENZNEENDIZLOD. &
FENLBHEEETZEZELL. BEXRRICELEFN—BEET 5. ERERTEISELEAREET HE
Bl—BEZETH D,

HBFMICEAFEMELANILTEIEENGAR TG0, NG RELTIXEFEMEBERRT
[FREEABEERENTRAIZBEL., F-ZDBEEICHEL MR (moth-eaten appearance)® Il 25—
VDiREEDRD D,

(2) LMX1B EEEEfE

BNEOHEL LG BEE(ERRHHWILMR), BHERETEZET 5, MREEERFEOEEBIEGEA
BROBFHEMBMREZRTEES L. RELEVEENRESIN TS NS ELRITHITTERRE
METL. —EDEHFITIERBABLREIZEDS,

4. AEE
MEREBEEREICE AN, B, HESHOEREICRLTITIHRMEEEREITLL, —E 0 &EE CHEE
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R OBRAEICHLTFIRRENDEITGDHEELNH D,

BIEICR LTI BB RE R FELGOA, BHEEISISC-BREREDBRETI. BHEMTR
BRK (I LRI EEICHL. 7o XA T U EMBRATEOCT XA TV I ZRRAEREL
EDBREFHABRN—EDMREFTHEEZONTVD, RABFRICESGBICITHFENH
DNIBBIEEZET S

5. %t
BENERFRERET S, 3~5E|ICBFEZEH T, MNREICRET HEEHLB L, TD5H1~3F
TRPBFE~EETT S,

O EHOHEITLELEE
1. BEH
#3500 A
2. RROWE
TR (LMX1BEEFEEICKDIENBELMNIEOTIVSA ., RImDEEFE(XAER)
3. MEMIEERAE
KM GHEBEDHTHD)
4. REOEE
HE(BTRRIIHT HABECERBEENDELLLIGENH D)
HY (BABHEES EHEMANHLRE TR L-2EEE)
6. EEENLE
M ERAREEENECEEICKETILO(TRF).HAINEVThOBERETH>TLRES
SYOUTF=tE 05g/gCr LEDIDE, EfEELTHFRET S,

O EHmizHT
CEJNEE S
MBHEFELE RAKFEFINRY ME M 2

ARERES
UBHFELE BEEAPEMAY AKE Al B

BAFBHFHREGRDE BAMEABFREARERX (BAMREBRARER) TLINXB EEZTED

RERE S L UBMRLORT) FRY
WRMARE BRAFESHNRY B EE 2
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<BMEE>

(D MREBERFOEZHMELE
Definite ZXR&ET D,

A X£IHB
MOER BB ERZRL
(FHRIZBL FHICBERIEEL, BRHICHDBE T/MERAARN, BEFITERENEMRETHAT
Hd. ZARDMEADAHEERET HIHEE L. METHEECSCRIT. £, BIRENALNDSLEH D,
ETERNLEROONIENZND, BIETHLHER DM NI, )

B BIEH
1. BEEEATE
2. HEEER
3. BEoAKEER

C EBEEEFHRE
LMX1BEILFDATOESAKER

D BRIk

Meier—Gorlin fiE {&#%(OMIM224690)

Genitopatellar JE{ZEE(OMIM606170)

DOOR #iE{& #(0OMIM220500)

8MJYE—EHY A VIEIREE

Coffin—Siris fEZAEE (OMIM135900)/ BOD fE{ZE£(OMIM113477)
RAPADILINO f {& ##(OMIM266280)

e g~ o~

E $%&I15H

1. MREBEERBEORKE

2. BBEE (WfR.ZFEAR.HIVOIEBEHEES)

3. BABAEEEOHEMWEREMR
(BEENH>IGEICEERERIT M. RIEDZE LIELATIIEN, REBRLLTIEIE S
KAEERDEEERELME " moth-eaten appearance” hMHBEITH D, FEELF-REKAEER
PROBEBOAY X VLEBRNIC MBI UREOEBEN RSN S, ChoDRMERK S
VRV RTFUBEBHDNNIA U EESEBTEAEIND,)

<zZWoHTI)—>
Definite: AZii&-L+BD1IEB L LH AL ICEH-L+DERMILI=ED
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(2) LMXIBBAETEDZMrELE
Definite Z3x{ & &9 5,

A FIEH
1. BREE (R GEMTI+LUL). EARGRER 0.15g/¢Cr UL L), F-XBHEEES
(eGFR<K90mML/43/1.73m2 LLF))
2. MREBIEEHOZEEAELZR-IG,

B BIEH
BAERAEEROFHMERERR
(BERBREICBV T, BRERAEEROEELRELVME  moth-eaten appearance” 528, S5(21)
DAV RATUBEREHDIVNIAV UBEBICIVEERNICRERS D EBEIND)

C EBEEFHRE
LMX1BEILFDANTOESKER

F RATREEHIVEBEHEREENHY. BERME TEAKRAREEROBHNERFT RN E o115
BHAVEEREBREMBEHRAZTIREEZA T SBHAIC IMXIBEREIZFREEZERET %,

<EBWohTI)—>
Definite:: A M2IEH +B HAHWECH LK EL 1 IEBZ w10
EELEREEZET O REE OMERE S LMX1B LN DEREDREEL LR DELEF
EE)VZEITHLDEBRNT B,
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<EEESE>

BN ERREEENETEEICZETIED(TRR). HANINWT O BEHEETH>TEREBILT
FZ—ULk 05g/gCr LEDEDE . EELLTHERET S,

CKD BEff EHEE—rvyr

EHRESR Al A2 A3
REOEE
0/B) % |BEEAR | REEEAR
RER/Cr H
(g/9Cr)
0.15%% | 0.15~0.49 | 0.50 Ik
GFR E% ERf-I3® . 38
m/g | 9 @ =00 % L
/1.73 m) ER-I38 e
G2 |wEr 60~89 5 = 711: _/
BE~hEE -l
G3a | r 45~59 " LoD | 7
PERE~RE wal
G3b 30~44 I/s iy N IR
B L 5 e RS T 7
G4 |WEET 15~29 7 I 7
P31 P RS
' @ | (Eskp) <1 7 7 7

FEEIIRES-GFRES - BEEHRESGEEOELAT—UICLYUFHET 5. CKDOBEEREET, REET £, LOERE
CREQIAIFERODAT—UFHREIC, & ALY, FORIZAT—IONLRTHEFEURIELERT D

X TR ERUVEER D ADEILICHITSBEEIR

1. FR&ZRRICAVSEEREIR, IREFTREFCRU T, ZUrERE F(CRBRORENMVSEICE, WITNOKRHR
DENZARANTEZELZ AR (2L, HERR O E% RS ERARIEIAE THho T, SR RERBDICIR
3) .

2. AEMAREICHIIPEERE DOV, BYREFHNEED T TABEMTNNTOSIREET. EiL 6 1A
M TROBVRREZ BRI 52LET B,

3. BB APROIEEN LEEOEMAEE DFEFT—EU LI AELRVETHIN . SEERERZ]ETT 522N
BREOVTE EERBBROIZRET S,
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316 WIIL=FURIKERE

1. &

AIV=FoHAINERRTIERTHD. HIL=FU /NS RT5—E1(CPT1) AL=
FUINIWER LS RTTS5—HE2(CPT2) . WIL=F /T IIAIL=FU b5 XOH—+E (CACT) &
VAHL=F oIV R TRIZEET HHIL=F b5 AFR—2—(0CTN-2) D E R RIBIZKY.
REEBHEOIF VR TRAANDEGENET SN, BBIABRBEHN+2THhNEGY ., TOHRIRILY
—EEDETEIIEEIT BRKFREEL T ERPFKEDR. LM RHRED . ERBICHEIND,

2. BH
CPT1 RABJEIL. CPTIA BIEF. CPT2 RIBFEIL CPT2 &IEF.CACT RIBHE(L SLC25A20 EiEF.
OCTN-2 EBE(X SLC22A5 BIEFDERIZE>TELEN., RCEEFEE TCLEREEFOCEEFIDH
BIERE  RENKRBATHIBAHZN,

3. fEIK
AL=FURREEEOHKBLIERELT, BHES -E8 B, BUHRE. AEENTR. R
BT IR—D X FFHEERETICMA .. RIEBADIEAETE. T 2 CHESRE - B b MR m -
BT7UEZTIE. BAET. DREGEEREZEKICHT=5,
REIFAT LAIRERAVWEHFERTRARI)—=UF1ZE LT, IERASHE B8 (RIERD (CRREShD
ZELH D,

4. Bk

IRARNEEREIEILTELT . HEMEARICEEF D,

RRARY) ==V TROMSERICIEBEERROIEE. h#EEHEN) 7 ROFER., L-AIL=F
COBREREICKDEERETHNETHD,

SHHOAE IRIHEERLELEK. LHL=F D% 5 (OCTN-2 RIEBETIIHETHY KER
BTV TOMITEAL=FUMEDZEICER) . 87 EZT7IMEDRER(FTILX=0 T )LE
BRI L REFBFTIN)ILRE), REBEFIVE| AP T(TS—MEEDZREEITI,

BHEDEE  L-AIL=F O RNIR(OCTN-2 RIEETIILETHY KEKRSETI) . FEETIEFRO
<P MEE=4)2) XBEEE (BRKEY. BEHER) . PHEEFEROER. v ITADEORE]
EENAEBFIRLGEKGHNEEENLETHDS,

BAEDAE: BRAHLEARNZREDELTHL L-AIL=FU DRNMR(OCTN-2 RIEFETITNHET
HYKXEREF1TS) . EHWLER. EBFIR. v T A DBEORHERN A . ITIREHA D M4 O FF
BEEDIPO— LR EEITIDELH D,

5. %t
REEDOBAREITASHTEVNELIMNEL ERIFESNTVVEAND, REEFIDOFTERIITRTHS, 7
HIREAREF DN THRRISEYEABNITONENGEXEG TR - HREMNFTRELITRTH

o8



%, PEHURICAHERMRBTRICEOTRT T H LI DKL LHEMRBEN LD, HEERGEDT
UrA—LIFEZ TIHELY,

O EHOHEICHELEIE

1.

BEY

#7960 A

RIRDHE

TEA(CPTIAEIRF. CPT2&{nF. SLC25A201E{5F . SLC22A5 & FMNRIEICRE 5T 5H . fRAE(L
KRFEATHD. )

REBERTE
RHEIL CRHLBRA D H TIRIBEIEIEHEILL TLVEL, )
R DHEE

LEEERHICEELTOWTLEREZIRELTEY . RRNEBEELTVSDTEEICHO-YRZEE
RRE.BEREEZVLELT D, T EXGREEER T L4H5.)

HY (RMMNERL . FRAKBL-BMERE)
BEEENE

HARRRBHEEZRICIDIERMERBEREDOEERTMEAVTHFEULEZRRET D,

O fAEHT

-BRPRBZFR BAERRBHEREFES

LFERELE TERIELRREASR Mk HUE

‘EEFBHERAMREBRERIFLOERRBERERY) -V RBRISEISLIZERANIS120
B SVEEICH=2 2RI DFELIZM (T -FEB R

MARKE BAKFEXFR HiF EHXX

-BAERMERERE BAMRBRALHARERFERIVTLIARI) -V HREREDZHRA
IRSAVRE. ZRDEZEDHH=HDHE]

MERERE RERFZRFR R REH=
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<EEEE>
Definite. Probable Zxf& &9 5,

A. BRERAEK
FERBAREDR., LY RPARERTHOND, LBLEFREREN O . M HREIREEZHS
nH5EELZLY,
2. BRBHER
FITEREBTHOND EHAHRBEOIA/N\F— HiR. ZEFEEET D, BREONE. EB. &8
EREFEZBITRIET DIEN S ERNRETHI LM TH S, E-—BICIXITIRFICFIEFEAL
EDRBLNDIEREH D
3. IDARAEK
FITEREH(CHOND, FTERPARERTHIC, DIRL., BRMWGERERGENHAONEZELNH D,
4. FEIRERAEAK
MERMFENEDDEL TSR, BIFR, EHFRGEDZELERBFNEET D,
5. JHEEAER
HIZEMBHRERICEOT. BHEFRICRIET EE0H5,
6. FFiEX
HERRER . LY RPRERTEZAONE, FEDBERITTELVEBREZEDHLIELH L.
BIRAAIZIZBASNTHENIELZL,
7. ZDih
SEXFWRNERE. ENERLGEDONKRI . BREERRE. FARIE. 2/MREDLGEXET 515
atHb.

B. BEMR
1. —fRIM% - £ LFRRERR
B~JE7boHEmEE. FFERERLER. & CKILE. &7 E=7 M
2. MAAHIL=F B (MEF=(FMmEE)
CPT1 KRAEJE : #tHIL=F > A= fE (70umol/L LA E)
CPT2 R8JE-CACT RIBJE: 7L IILAIL=_F N E{E (20umol/L KL L)
OCTN-2 EEJE : 8 H )L = F > HME(E (20pmol /L LLF)
3. M7 IAIL=Font
CPT1 RABHE: 7V IIAINZFURHICT, #REHIIL=F > (CO)D LR ERETVILAIL=F> (C16,
C18) MIE T [CO/(C16+C18) >100 TEHET 5. ]
CPT2 RI84E -CACT RIBJE: REET L ILHIL=F>(C16,C18,C18:1) D EF &L (C16+C18:1) /C2 LD H
{E(>0.62)
OCTN-2 & JE : 88 H )L =F > (CO) DIE(E (< 10pmol/L)
4. RAEI') 2/ NERAOIE RS R4 SFHRAZ L £ AUV B RIE MR OB aE AT
BREEOETOVIRITOVNETOEBEDETERDH D, Tz, BE) U /EROEERER
## SF A% AL V= in vitro probe assay TIX B EFDTVILAIN_FUoERTT HEIZE- T, #ikEaD
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AERRER X SBHBEZ STl I 5. in vitro probe assay TIXERBREMNLTUIDIL=FoTOT7A IV ETERTE,
PHERIIEBZREHICELCS,

C. #AlZH
AEHRE HOANAT— REFHE. SbAVRYTREGE
PIRERRER SN NE (VNI IREST) HE
RS 2 MFRhgE
RN bR E BV R MiE

D. BEFHRE
CPT1 Ri&8JE: CPTIABIZF (119133 [C/TE) DERZRDH D,
CPT2 Ri8JE: CPT2EIGF (1p323 [Z/HTE) DEEZFZED D,
CACT RIEJE : SLC25A20 1B15F (3p21.31 [CRTE) DERZRDH S,
OCTN-2 EFfE: SLC22A5 BILF (5q31.1 IZ/HE) DEEZFRED S,

<gEOhTIN—>
Definite :
(1) FERME LN TIEZADSHE1 DU LE+B-43LLIEIDDS5H1DLE
(2) FERIRARY) ==V FITEBREMBIIH L TIE, B-4£LLIEDD551DLUE

Probable:
(1) FERELUNTIZADSH1DLUE+B-23LLE3NS551DLE
(2) FIERTRRD)—ZU T FIZKDRERBEIZH LTI, B-24LLIX3DS5H1D2U L

Possible:
(1) RERR LN TIIADSBE1DLULE+B-1DHEHBED
(Q)FERTRRD)—ZU T FIZKDRERBEIZEWNTIX,. B-1OAHEHHLD
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<EEESE>
ERERHEBECEERE T (BEAERRBEEZR)EAVTHFEULENRET D,

I

o o

(o]

o o

(o]

W EDBBERKRE(UTOHRMLTINM DERERT D)
AREELLGW

SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BEREBEROKRE(UTOHALVThM1DEERT D)
BEHIRGERFICBHEINZL
BEOEBEHRHLIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL EDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTRFTORV (BB BERZED
HEABLETHD

RERBENDETHD

BRREGEORBESICEZRBEL-RE (EEZED) OMR (UTOFHALL
THhhM12%ERT D)

HIZREZZHEN

BEOEEEIBRELTLDS (BRELTEEEHEDD 1.5SD DiERR)
PEELUEOREEI BFELTLS (BRELT 1.55D M 2.0SD DiEAR)
BEOEREENFRLTLS (B&ELT 208D LLED&RR)

REDFMEDREER. MEERK, HHETISOVTOFME(UATOFMELNT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAN-BILSITAH
BRUGREREDEE)

FREOESTZEDS (BRELT.IQ0 RFEPLEHILSTHNTRARELGEEDES)
EEOREEEROS (BZRELT.IQB KEPRFIFELEYDIRE)

REOBBESICETHTM (U TORIALLTINM DERRT D)

AP B, (D7 & I REREE AR

FHiE. B, DG EICBRERERESEN DS
(BRELT. ENENDORBHZEREICIIREREZRDOHLD)

FHiE. B, DiaEIChEEREREENHD
(BRELT. ENENDORBHZEREICIDERERDHDHLD)

PR BRE. DIGE CEEREEREENHD. HOVIBIBEERNVLETHD
(BRELT. ENENDRBHEDEETEZEDHHID)
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VI EFOEL-HREEDRR (UTFOHRMLNTIN DERIRT D)

a  BIMUF4EHNTEE Y

b {ASHADNEINBE 1

c BEEZFOEZTNEILE 2

d AwmFEERNILE 4
& F1mE
NS VIZETORFMS SUVRERELLEICREIFEERET 5.
(M4ENEEMN1DOTLHDBEE EIE
(2)2RULDIEBEAHY. hoMRLI-B a6 Rl LDEE E=Fhid
(B)MALEHRAHMNI~6 2 DEE hEE
(A)MmAL=HBR8N0~2mNIgE 2
xEE

ZWEABRIZDWTIIAARSAUESELTHIE
2 HREBENGEMABRIIAARSAVIZERLE-EDET S
3 REBRENLGEBERBABRIAARSAVIZENLI-LDOETS

KW K O HIEE B OIS 5 HE

1. Witz WWé%KE%\@E%ﬁ#»%bf\%%%ﬁLV%&@ﬁﬁﬁ@wﬁA X, W
ORI OLEDOEFANTHE L AR (7272 L, MBI ofkE 2 R~ ERIERE Th - T, il
MT%@%@ ZIRD),

2.%%%& B DEEEBIZHOW T, EYREFZREHO T THRIENMTOIL TV DIRET,

6%H%TW%EP% %E%ﬁ%mﬁé LT 5,

3.@%\5%@&Eﬁ FLOFEIEE A E T EU EIZEY L WETH DM, W ER i3
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6. EREENFE
AARARKBEEFRICEIOIERMKBEZEOEEEFMEAVTHEEL LERRET S,

O fAEHT
-BRPRBZFR BAERRBHEREFES
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HRARE BEXRFRFR &R EZHEXX
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<EEEE>
Definite. Probable Zxf& &9 5,

TETT TV ETEER (SR) RIBEED DHTE %

A. fEIK
1. REHEERERFNBDOND,
2. BREBZHS5EHFEZORHNSORREEFHEENDRDHONS,
3. HITERRE/HIDRRZT R—F UV EROREAREDH SN D,
4. AL RHICIERBOBERETEZRL. ALEHEFHIOH REICIT B EB CHRMEERERDHDILE
Hb.
5. BRICKY—HOEHEZSDORENRON ., IREKEEGEEDELERDLLH D,

B. BEMR
1. &% RE/ A=) 2B (homovanilic acid:HVA) -5 EF DX BEER (5-hydroxy indole acetic acid:5-HIAA) &
[FEE(EETRUT. ®R1S8) TH5.
2. HRITIUDURWTIR . EXTTUUHBE(EELBUL, ®258B) TH5.
3. FRMEkTIEHGIEE R EHRHEFHAT SRIEHEDETZHLMNIZT S,

C. ERIZH
UTDEEEER TS,
BH4 KABJE. IR, BEMEN—F VIR, FEEL-7I /B R ERERXIEE

D. BRFHRE
SR RIBFEDREBEFEZEZ LN TIVS SPRDEGFHEITEITLN. 22DTLILITHFEREGLHERN R

Fanbdié,

<EBWohTI)—>
Definite: AMSH1IEHB U E+BDIH1IEH L EZH-L. COERIT REHREZRIIL. DEFH-TID
Probable: ADSH1IEB LU E+BDIH1IEH LU EZFFE-L. COERIT REEREZRIILEZDLD
Possible: ADSH1IHB LU E+BDO>H1IEB LU E
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<HMHEH>

1. 8% th 5-HIAA & HVA O IE & &

HVA 5-HIAA HVA 5-HIAA
hee nmol/L nmol/L ng/mL ng/mL
<6mo 310~1100 150~ 800 59.3~210.3 27.5~146.5

6mo~ 1yr 295~932 114~336 56.4~178.2 20.9~61.5
2~ 4yr 211~871 105~299 40.3~166.5 19.2~548
5~10yr 144~801 88~178 27.3~153.1 16.1~326

11~16yr 133~551 74~163 25.4~105.3 13.6~29.9
> 16yr 115~488 66~ 141 22.0~93.3 12.1~258
g2 BERPOTTIOURMOEREE

BRh T TN N (nM) B*(nM)

#r 4 IR (8 ~30day) 8.1~30.5 20.3~52.2

ZL 'R (1~12month) 10.3~34.6 16.4~36.9

IN IR (2~12year) 8.0~25.0 10.0~20.0

B A 7.3~31.6 7.9~258

* N: RfATTFY> B:EATF)>
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FHiE. B, DiaEIChEEREREENHD
(BRELT. ENENDORBHZEREICIDERERDHDHLD)

PR BRE. DIGE CEEREEREENHD. HOVIBIBEERNVLETHD
(BRELT. ENENDRBHEDEETEZEDHHID)
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VI EFOEL-FREEDRR (UTFOHRMLNTIIM DERRT D)
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NORHOLDOEFANTHE L AR (7272 L, MR ofE 2 R~ T ERERE Th - T, i
RAAER B DIZIR D, ),

2.%$%%¢ B DHEIEE IOV TL, WU RELIEHO T TIRREPMITHOI TV HIREET,

T 6 70 A TR Tl b RV VIR EE %E%ﬂ%m#é LT 5,

3.@% FEIRDOFREEN FFLOBEIEE DTS T—EL BICEYS LR2WE TH DY, MR ER 2 k9

52 EBMBIRFITOWTIL, EREREROXNRE TS,
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320 FHEXMS)AVILKRRITFZFIILA /T +—)IL(GPI) RIEHE

1. =

HEREE M55 GPl 7oh—(E. (ZELEOMIEICE L TIE 150 U LD EHEDEFESICHLGNAT
V%, GPI BRIETHENLDLE2TORRENMAKREICRRTELGN, WEFTIC 27 HOEEFH
GPI 7Uh—RERBEDOAERPL. BMICBETHAZEN LM > TS, &L, ChoDERFOER
(Z&B %R GPI KABJE (Inherited GPI deficiency :IGD) B R K ERDM-THY, IRAEXTIZ 14 FBEDE
ZFIZLSD IGD BERESN TS, HEE Mabry FEIREEELL THION TV - T ILAIEKRR T 74—+t (ALP)
MfE ., EHBEFRZEER TANAVEZETIERENIGD THHZENHELMNELO TS, §EBA—N
—SvTITRERENRON>TKSEEZDND,

2. &R
GPI W RIET HE 150 FELLED GPI 7o A—HEREANMBKRAICHKETELLDO T GPI A& BHEIR
FOFEERIBIFBEBIEIC/E D, IGD (X 27ED GPIE & BACEHICEHIBEEFDIEOENI L
mir“l_,ﬁibw&?u_*rs DRABETHDERITHEELD GPI7Uoh—HEAEOHERE T OEE
BICEHOTRIS. EREGFLZOEHETOREICKYSHLERERT IEKDIE. TADA
a)ﬁlw—oa;c GPI7Uh—EEHETHD ALP OHEBETHZETOND,

3. fER

WHEGEIKIE. - EHRZIDENT, ZALTAMNAEFRES, KBAREER - VI X MERELZER
REREDH A TADALEHEINZBEDLGEMNIELRDON>TLS, ICKIRoN D4 HELT
BEIRER (MR, ToMROO), FiE-BHOEER (REEOEHR. TORIESE) | #HEE, zOhOHF
F(IIF-ERORE. EIL aRTILOT R KBES) ENHDL, —EOEEFTIES ALP MMENASN
BSNDT, ZHDOBRIMEIELLG-TWNSD, REMEBREKD TIO—H A AN —1RET GPI 7o h—B A2 /\Y
BTHACDIEDHEPETHABH AL TEHAEET S, EEERFORED=HIZE—7 VT I —
LHBENIETY— LBNICKLELTFHRMEVELT D,

4. ot
IGD [CHNAHTANADRENDIDELT, HiFMREICHKITYT 5 ALP OFBRETICLYESIIY
Bs DR VERE A B 5Lz MIRIZEYAHLENIEABITON S, MERNDEAI B, ARZT
e, HIFHMROBELZIRIZS GABAERMNMET I 5D TEERENE IS, VUBIEDLENERIV B,
(EVRFI0) DEERTADAREICENTERNLNHD. ZOMICEENEHFTEEORRIZT T
HENMTHATLS,

5. F&
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O EHOHEITHELEE
1. BEH
100 AR
2. FEOHE
KREAGEGTFERICKDERTHINREIZDOVTILRAER)
3. MRMEEAE
REEL (BARREEEIETGN, AR DXHERE, EVRF LU OMRBEDNBNGESN N H S, )
4. REOEE
DB (RIER. EEICOE>TAEROMGZET 5, )
HY CEREDDDMELE)
6. EEENLE
Barthel Index ZFL\T, 85 MU TERFRET S,

O fAEHT

MR GPI RASEDREGI B R AT LDEELEEAE RV R A MIEDHEL
REKEF KRXEWEYMRARFT EZR HERTF

TR GPI RIBEDBEA (510 DEFERERTROBEEDRFE]
REKEF KRXEWEYMRARFT EZR HERTF
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<EEEE>
Definite. ProbableZXt& &3 5,

A. fEIK
1. FHEK
REHEEZHDOLEOMES - ESHHERES (WHK) . SAXTADAZRED., BICKREMEICRSh

%,

2. tIZHEDOSEMERELTUTOERLH S,
OFHERH. LR RHREDH AETADA
QEEMER MRMRH. BOLVRE RVERER-TUMOO, OF-OZR . ENOBEREER
QF 5. RHOEE RETEDREME. MO XRIE-ERAK
@DFDMOIR M- EHROERE. BT VA HEXER. KBE. DFRLEE
G#EE R-ROADEE
CREDESE AELL
D RRIET . EAETHHE. MiRDEHE

B. REMRE
1. BLAIKREMEBRBRDTO—H A b A—F—BETICKYCDI6DFERETERY
2. UTOREFREARONEGEN DS,
O/ETIAIHRRT 75—t (ALP) ML (F# R EEED LREEZ 5, )
QF - RUDXREETKEERE
QEEMERNEF RIS (ABR) DEE
@IMRIDYEBGARE R DWD ICTEERZICHES . ETHE0/MRERE. SREIEDEE

C. BIEMERE
GPIZ7UH—BA RV BEDEERE VR - S8 - 81X 2B 59 1815 F (PIGA. PIGY. PIGQ. PIGH,
PIGC. PIGP. PIGL. PIGW., PIGM, PIGX. PIGV. PIGN. PIGB. PIGB. PIGO. PIGF. PIGG. PIGZ. PIGK.
PIGT, PIGS. GPAA1, PIGU, PGAP1., PGAP2, PGAP3 ZMWTNMZEEZED S, )

D. #ERIZZET
SERMGPIRBENRE THWKEBRERE. DTAMEERE. EIL XTIV TR

<EZEOHhTIN—>

Definite: A-1&CZEmT=9 D
Probable: A-1&B-1&mT=9 D

89



<EEESE>

Barthel Index T 85 MU TR ET 5,

BEAR =t
Hil. BEIERGEDLEBT ., ZEMBRINICBRKRZS 10
1 BE EBANEN (e X, BHTEY>THMALTESD)
278
EHTh Hi.JL—% UL AMDRELET (HTEILED) 15
DT | BEOBSNHELEEREETS 10
2 BARYRA N :
FEEAZEIFRIEETHAMNFEIZENE 5
DiEEY
2N ELITFAAE 0
o B3 GEmE. B2, mEE, 0 ITHY) 5
3 ER
RN BNE = XA AT RE 0
B (KIRDIRE. BIEXREEL . R—2TIILEBLEEFERALTLSESI 0
ZDHRELED)
4 ~ALENE - -
AN, hEXZDH, KR, RIEKRICNHBIZET S 5
2N BE-ITF AR 0
. B3I 5
5 AiB
HoNBE-IXARATRE 0
45mU EDSHIT, HEE (EHF. HSTRIEIBRO OFEADEEILRHT 15
6 B 5m LD EIBIT. HITEROFEREZED 10
17
HITTREEDIZS . ERFITT 45mLL EDIRERTBE 5
LEEE LIS
Hi. FFYLEDFERADEEIRMHAL 10
7 BEERFER | MBIEREHREZETS 5
g 0
Bi.#. 77X F—  EEOEREZSD 10
8 E‘EEZ AN B AZENLTRREN, 29 ULEFXBESTITAS
NG
240, k. LEOIMYRLEETHE 10
PeEa -
9 a1 EEIZREDRY ., 75 LEORYRWICNBZET 2ELED
NG
KELL, UREEDHRY KL ATRE 10
BERaV bk
10 a1 EEIZREDRY WWRBORMYFEWVIZHBZEETZELED

£z st
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2. JRIRBHLATZ I 1T D2 HIEE S FIZ OV T, MUREFHEHRO T TIRENMTOIL TV DIRET,
BT 6 20 A R Tl AL VIR EE %E%ﬁ#%#é LT D,

3. k. JEROBEN FRROBEIEESFHET—EL LITE LRNWE TH DN, mfRERZ ke
5 EBRERFIZONWTL, ERERORSRET 5,
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322 B-ThFAS—ERIBLE

1. =
SRaAVRYTT7EN7EFIL-CoA FAS—E (T2) DRIEFET. RIEMDEELTNTIR—L RAEET

RETHD, BERERLHEGEXELD, /VOM U OFERBMORTYT ET M AAROIF BN ERT
DFARTYTHEEIND,

2. [BR
ACATI BIZFDZEEIZLY T2 ZFHOETHARETH S,

3. fEK
ERBHOANC2FEICHIEH, BB, BRELGEDA RABIZ, BELW NP UR—V A TRIET HIEN
20 EELBEEEMMETREL. BEELLTRERETERLILZY. 7b 7 IR—2 REEHRITRT
TH5IELLH D,
BE . FERHDH DR (FRERD 12, FIERIRARY) U TRESNDGIEN H D, REERIFIVT LA
RRIZKDHERTRRY) == T D2 RARKEETH 5.

4. Ak
RARRIEEREIGVD, SHEMNCAEELTIE, ZREMZRE T RBOBL AL AREEX
LRBIZIZRHDO TR I#ERAE T, RIEERAICHCIEDNEE, DIL=—FoOEFE. VAL HIRD
EHDOEAHBRELTHONS, BAHLURE. AL—FUoMTEEEZBRGETIIENEFTLLN, BF
FIRIEFEE—BITEZOSN TS, KEEBFEFHAROINTEY BRI EHBETHD,

5. F&
RIEDBBELLTREDENERLTHRALLEDIELZ W, REFICEERBENEL. BlzEYL
BA5HHBNTIHIBESNTIND, BRATIET T OR—S XD FHEDEE LD EH. B0 HH#EE
REEREETINEOEELGTFTIOR— AR ETHABTLRET H5EDH D, REBFBIRERTHR
ABEFBIRESNTLVD,

O EHOHEITHELES
1. BEH
100 AR
2. RROWE
T (ACATI B FEENRRTH LN . HRFEDOHEE . WEHNKREHATHLHEBAHZL, )
3. MEMIEEAE
RHEY GHERBED H> THRKAEENHEILL TLVAELY, )
4. REOEE
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DEERRMICERELTOWTHERRIBEFEEL, BENTIRILHY . EHAZZ. RENDETHS.
FHERAREFHECDOVTRBALZRANZLY,)
HY (RMMNERL . FRAKBLI-BMERE)

6. EEENE
HAERRBHEEZRICIDERMERBEREDEERTMEAVTHFEULEZRRET D,

O fAEHT
-BRPRBZFR BAERRBHEREFES
LFRERIELE BREXZFRZEREZRARE &% REH=

‘EEFBHERRERPEFELRERSHRERIIVT LAIRREFOHRMEEALIFERTRARYY
—Z TR DR
HRARE SRXF/DMEHR HiE LOFR

‘EEFBHERAMREBRERIFLOERRBERERY) -V T RBRISEISLIZERAIIS120
ERELVEEICO =5 RARIOHELIZE -REHRE]
HRARE BEAXRFRZR #R EFHEXX

-BAERMERERE BAMRBRALHARERFERIVTLIARD) -V I HRREDZHEA

IRSAVRE. BRODEZESDHDH=H DR ]
MAERKKRE REXFAZFREZFRAER HiIR REEHE

96



<EEREE>
Definite ZXR&ET D,

A TEEREIVERRTR
TR7OR—D AR (RO REREICIEL . SR, BHEEERT.)

B. & L5 —RRE -EBTR
1. RBEMHETIR—2X
AETIEEEHOT T IR—S AN, o TT Ao X vy TRREDRBET O R—L R &S,
BARE|TIX pH< 7.2, HCO;< 10mmol/L R T .
2. @VTb—2R
Wb AR>S TmM
WERERERAEE < <#T AR WRERRRAER R RARLLIL 03 BT LML,
3. BTV EZTIIE
BEOST7VEZTMIE (200~400pg/dL BE)EETHENH 5,
4. {EMnfE
HH# (B <45mg/dL
AETIIESMEEMNSEMBEETHLTHAN., ELLMEMBEITENTHS.

C. ZEDIRMLELIEHIRE
1. M TIIINALZFORH (BT LIRE)
C5:1 HD C5-OH D LR M TH S, LHALAREITARBABMESEICSVTIIREZH TIE
B RO ==V RETH D,
2. RPEHER ST
HEGITIEFTYILT )Y 2-AF)L-3-EFOF D BRER. 2-AF )L 7 M EFBR O HEIE MO A 5N 5,
2-AF T EIEEBIETRETHREINGVNIL1H D,
3. BFREMRIE
)2 ERAO R SR HESE AR, BRRE AV TEBRFMRET. SMaVRY 7727 EFIL-CoA FA5—H
(T2)DELWMET (IEE®D 20% LU T)ARBOLNNILHEEZE LGS,

D. &AM
1. 493 = )L-CoA: 34~ CoA FSURTIS—ERIBAE

2. 2-AF)L-3-EFOFTFI)JL-CoA TERAOS F—+ (2M3HBD, HSD10) RiEfE

E. BEFHRE
ACATI BIZF D27 LIVICHERELDZEELARESNS,
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ZHohTI)—>
Definite :
(1A+CD2  A+CHD3. A+EDLVThhZEiE=T,
(2)FHERTRRD)—Z T EFIZHENTIECDT1+CD2, CD1+CH3, CH1+HEDWLWT I EHT=
ElD
Probable:
(HA+CO1%&E=F,
(2)FHERIRARD)—ZU T EFIZH N TIZAZEDELTECHD1EFH =B (E L,
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<EEESE>
ERERHEBECEERE T (BEAERRBEEZR)EAVTHFEULENRET D,

I

o o

(o]

o o

(o]

W EDBBERKRE(UTOHRMLTINM DERERT D)
AREELLGW

SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BEREBEROKRE(UTOHALVThM1DEERT D)
BEHIRGERFICBHEINZL
BEOEBEHRHLIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL EDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTRFTORV (BB BERZED
HEABLETHD

RERBENDETHD

BRREGEORBESICEZRBEL-RE (EEZED) OMR (UTOFHALL
THhhM12%ERT D)

HIZREZZHEN

BEOEEEIBRELTLDS (BRELTEEEHEDD 1.5SD DiERR)
PEELUEOREEI BFELTLS (BRELT 1.55D M 2.0SD DiEAR)
BEOEREENFRLTLS (B&ELT 208D LLED&RR)

REDFMEDREER. MEERK, HHETISOVTOFME(UATOFMELNT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAN-BILSITAH
BRUGREREDEE)

FREOESTZEDS (BRELT.IQ0 RFEPLEHILSTHNTRARELGEEDES)
EEOREEEROS (BZRELT.IQB KEPRFIFELEYDIRE)

REOBBESICETHTM (U TORIALLTINM DERRT D)

AP B, (D7 & I REREE AR

FHiE. B, DG EICBRERERESEN DS
(BRELT. ENENDORBHZEREICIIREREZRDOHLD)

FHiE. B, DiaEIChEEREREENHD
(BRELT. ENENDORBHZEREICIDERERDHDHLD)

PR BRE. DIGE CEEREEREENHD. HOVIBIBEERNVLETHD
(BRELT. ENENDRBHEDEETEZEDHHID)
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VI

1.

EFOEL-HREEDRR (UTFOHRMLNTIN DERIRT D)

a  BILEEENTE
b FASHONBANE
¢ BAREEOSITABLSUE

ﬁA

A RERNDE

i
I AVIETORTHES LUBARELECRRIHTERET 3,

(MAFEDEEMN1DOTEHDEE

(2)2EULEDEELNHY. MoMmLzREAHNeEULDIGE
(B MALE-HMRABNI~6RDIEE
(A)MRALE-HBRENO~2RDIEE

FE
ZWEABRIZDWTIIAARSAUESELTHIE
2 HREBENGEMABRIIAARSAVIZERLE-EDET S

3 Jk§

ERENGESEBRREAAISAVIZENRLI-LDET S

SRR TE K OVEIE OIS B 1 2 BB S A
_%wé%xﬁﬁ\ﬁﬁﬁﬁﬁgﬁbf W HE FICEEBR DR E N WA IR, W

L

NOFRFO S DZHNTHELI R (2L,

FAAREZR B DIZIR D),
. ‘{L‘ﬁ?ﬁﬁﬁéfﬁ BT DEIEEFFUCONTIE, EWEIREFRVEEO T TIHREMTHOI TV HIRRET,
T 6 70 T T b U R RE %EEWP#UU??‘% L et 5,

.@% JEARDOFLEN LR O BEIEE NS T TEU RIS LR WETH D08,

DT ENK

ERFIZOWTIL, EREEBROXMSGRET S,
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323 FEIR L-73 /BN ik BB R RIBJE

O HM=

1.

BE

EEHE L-73/EERR ik BR B2 = (Aromatic L—amino acid decarboxylase : AADC) [ L-K—/X(L-DOPA) %~
INZUIZ, 5—ERBF TR TR T72 (5-hydroxytryptophan:5-HTP) &t O =V (Zfi REE 1L T HEER THY.
HREEVME THAR/NEZY  /ILIERIYD ALV DAERICHEDEZRTHD, TORIBEDH
BplE, JLRARHISOREERFS UMM RREGR G ERGEBERE LR AN=T7T
HEL. WRFPDKRE/NY) =B (homovanillic acid: HVA) B XU NAFA XS AU F— )L FFER
(5-hydroxyindolacetic acid: 5-HIAA) DIR(E% EFFEIRT R TRMEN S, RSV T7IZRMREZ AL
FRBRABNEALNTVEINFERIETRTEIIE-EYTREBOEIVREBIZEEFD,

2. 7R

Tp121-p123 IZHFET 5 AADCEGFEREICERAT A EGHEETERBALHOEREAZNS,
AADC EMDORIBITOHAERE. QMBHERTFMICTIARAIND, WKIEETIE. AADC OEE
(L-DOPA B KU 5-HTP) L Z DR EM TH D 3-AF JLE—7X(3-0 —-methyldopa: 3-OMD) D &R TEE
NEFL.EBRYOE/TIEELOCVDRBEM TH S homovanillic acid (HVA) |
5—hydroxyindolacetic acid (5-HIAA) [XZEBL TL 5, MFFH R —/ B i B IE 14 (XE T L 2 <IERIE R E LU
Teh%, BEFERIL 30 HHIDOHMENHY ZUIZA LU RAEETHIN., BEIBVLWTIEE—DIL
— LV IMEERDOER (IVS6HAS T) MRESN TS RAEDECAIR LU REERDOERBEM (T,
L-DOPA RIGHEDBEEF CHRESN-EBER S TOTI/BREBREZH T G102S EELOBEEH D
S250F MERHMLGERLR DN >TETLS, BERETIL., FRSVEREEFZRBRL T 18F-dopa
PET B THREARNDERYRAAIELRT 5, LALIES MRIEETIEEEILFZEHT . TRODAT-1 SPECT
BRETIEBREERADEELNER TELLE . ROBEEIHRKED R NI HERROEE RN T
WBEEZLNTLVS,

- JER

A G TIE6N A LIAIZ, FERRI AR ER BIEE FE1E (oculogyric crisis) EPARR D P XA =7 THAE LIF
BERZELEFT D, TOMICHEEOSIVERELTIE. MEEBDES. ZRH 4. REKEHEE
(Ocular convergence spasm) . AREEER S AR=7 . SAYO0—XRLGENH D, TR L ITFHEREIFETL.
FEBIE R ST I TTE T HDDNEVRF—RETEIZEETH D, ZLUEEZY TREOLIVKEEICEEFE L.
— A CHRRETLRETELTERELIS ERFENARETHOREFDHRELHYIEKRDIEE
LY IXERREEDE AN RELIFELHY. ELEMEZ T TOGWERNBZ N EEZONS, O RIS
DVWTITBMELEERGERFRORETH D, WAEEL TIX. AADC RIBEHID FOG-PETRETH/Z
VHBEORFASMEEALAEII T COBRRBETOMRENMRESN TSI EN G, BEARDHEE
T2l AADC RIEEDEFLEBERTHADAC =T LHEEBEIDOESTDORE LY . AISERTEF DH#EE
RN EFEREVESITREAD—DELO>TNDEEZ DI ENTED,
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4.

5.

BEE
FIREUFIZRM B/ TIVBILBEREETH. #ERTHHIEIIV B LETAV-RREENTHA
TWAH . BEFIZHLTIEHTAEMRLNAFTERLRL, ZOHICRE B FAEICHEFL,
[T57TLVS, AADC RIBRE T DEEN =B TNDI L, SBIZ AADCELFDEAIT/N—FY
URDBBEELTHAEINTOSFENRATELIEAEH LA TH S, BYLEFAELYNE)T—
AV DHMREZEBELGH S, BRFARAROERICUT-HARETED THTIKTENBETH S,

F#&
RS U7X MG EZAVERIREENEAONTVEILNFRIEIFRT, E2LEE-EYT
REOEMREICEEF D, £EICOE - TIERRVAREZBHENVETH S,

O BHOHFEICHELEHE

1.

BEH

100 AK i

RIROHE

TEH(DDC BIEFEENRETHAN . RAILELFEETERRBEFCEEFNHLLLE . HFED
W REARBATHLIEAH LY, )

MRIRESE

FREESL GHEBGEN T THDM. 2015 FEICARTLEGFARBEIIBEOTLS,)

RHOEE

DHE(—BRNIZPERETIBRTETHETHLID . RHICEGFABRETAEFRERTFEEZOND,)
MR

HY (ARPAERL . ZEMNEZEL-ZETELE)

BEREENEE
ARERRHEEFRICIDIERMERBESEDOEEETFHEZEZAVTHTFEEULEZRRET S,

O faiE#HT
-BARPRBZER BAERRBHEEER

LHRERIELE KRMIKZRER EFMRMEZNEEESF &R HFELX

-EAFBHERAMREBRFERFLOVERRBERBERY) 0V BRICEGLISEBRA RS/ D1k
BEFVEEICHO= 52 BRKH OFEILIZ[E T =t E MR

MERKRE BAKFEXFR BR EHXX

-BAERMERAEKE HAMRERALARSEXFERIVTLRYRARI)—Z VT REEREDLES
IRSAVRE. BRODEZESDHDH=H DR ]

MERKRE RERFRFR R REH=
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<EHEE>
Definite. Probable Zx{& &9 5,

HEWR LTS/ B R R RIBE DS EE

A. fEIR
1. FERPIVBEES EKE. BOETEDEEEZRD D,
2. AL REAREHO S DM BRI ZARER E SR R AF L CIRBGESI R E LM DR =7 TRIET 5,
3. REEERZEFIROOND,

B. #EMR
1. L-DOPA H&U 5-EFAF M) TRT72 (5-HTP) EZ DR BEM THS 3-0-AFJLE—/X(3-OMD) D
HRPEENLREL, RENZYUEE(HVA), 5-ERR X AV R—)LEEES (5-HIAA) (X Z R (IEE TR L
T.R1BB)LTLS,
2. M#FD AADC EHEIL. BHTEBETH S,

C. ERIZH
UTDEREEERNT S,
BHA4RIBSE. #)IJR. BEEM/N\—F VR, LET7T TV E TS (SR) RIBJE . GLUTIRIBSAE

D. BIZFHRE
AADC EIZFEEZBNTINS DDC DELFHEMETUVEADTUIITRREELLIEENRIESNS
&Eo

<EEohTIV—>
Definite: ADDH1IEE LI E+BD>H1IEB U EZE L. COEAIT NESHKEZRINL. DE®E-T LD
Probable: ADSH1IEHB LU E+BMDIH1IEH LU EZEH-L. COERTARESHEEZRIILI=LD
Possible: ADSH1IHB LU E+BDO>H1IEB UL

<HHEH>
#&1. B P 5-HIAA £ HVA D IEEEHE

Age HVA 5-HIAA HVA 5-HIAA

nmol/L nmol/L ng/mL ng/mL
<6mo 310~1100 150~800 59.3~210.3 275~146.5
6mo~ 1yr 295~932 114~336 56.4~178.2 20.9~61.5
2~4yr 211~871 105~299 40.3~166.5 19.2~54.8
5~10 yr 144~3801 88~178 27.3~153.1 16.1~32.6
11~16 yr 133~551 74~163 254~105.3 13.6~29.9
>16 yr 115~488 66~ 141 22.0~93.3 12.1~258
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<EEESE>
ERENHEBEDCEEETM(BALERRBHEEZR)ERAVWTHFEULERRET D,

1

VI

[\

[on

o o

(o]

o o

(o]

W EDBERKRE(UTOHRMLTINM DERRT D)
AREELLGW

SHEBED=DIZfAILMDEYZERAN e REREL TS
RERFRNGEYARNPETER0
SMERERICTREE MBRHMEEZLEETD

BEREBROKREUTOHALVThA1DEERT D)
BEHIRGERFICHEINZL
BEOEBEHRHHIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL ENDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTCRFT DR (BB BERZED
RENDLETHD

REXBNIDLETHD

BRREGEOARBESICEZEBREL-ARE (EEEED) OMR (UTOFH L
ThM2%BRTS)

FICEEZZEDHLEL

BEOEEEIBRELTLDS (BRELTIEEEFEMS 1.55D D)
FEEULOREEIBRELTLD (BRELT1.5SD Hi5 2.0SD D)
SEOEEEIEFHRLTLS (B&R&ELT2.0SD LI EDRERE)

REOHEMEREER. MEERK, HHETISOVTOFE (AT OFMET
N1 DZEERYT D)

EEEZROLEN

BEDOETEZROHD (BRELT.IQI0 RGPHBBELEZAVN-BILSITAH
BRGEEDES)

PREEOEETZRENS (BRELT.IQ50 REHOBILSTHTAIRELGEEDESE)
BEOEEZROS (BRELT.IQ3 REVLEIFE-EYDIKE)

REDORFEEZICET LM UTORMLThNM DERRTS)

AFRE . B, (D7 & I REREE A0

A, B, DiaE I EREREENH D
(BRELT. ENENDORBHZEREICIIRBEREZRDOHLD)

PR BRE . DI E (I EEREEELNDD
(BRELT. ENENDEHREREICISERZERDHDHLD)

PR B DG E CEEREREENHD. HOVIBIBEERNVLETHD
(BRELT. ENENDRBHEDEETEZEDHHID)

EFOBIL-NBTEDRR (AT OPHBVT AN DEERT S)
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a BILAFEHMTRE 0

b AISMADNEIHANE 1
AEEFOZTHIIABE 2

d AmfFEERILE 4
& F1mE
I MOVIETORFIEE LUVRE RELEITRKRFTHMEERET 5.
(MWAEDEENIDOTLHDEHE B
(2)2HULEDIEAAHY. M oMEL-R AN E L EDEE B
(B)MALEHRRHEMNI~6R2DEE ke
(A)MmAL=HBR8N0~2mNigE BRI
xEE

1 BEERRICOVWTREAANSALESELTHILE
2 RERENGEVAREAANSAVICERLI-LDET S
3 KRERENGEERBARBRIAARSAUICENLIZLDET S

S EEUE S OVEE /P OIS 231 5 HE FIH

1. WLZWHICAWVDEERER, MAFT SIS LT, ZREE LICEEROBEN L WHEAICE, W
ORI O DEHNTH AL AR (7272 L, MEEH Ofk & 3 BRIRIEIRE CTh - T, fife
FATREZR L DIZIR D),

2.%%%&% B DEIEL B OWOL, HEREFHEEO T TIRENIMTHOIL TV HIRIET,

UL 6 22 H Ml b IVIRIEZ R M2 2 L L35,

S.Ek\ﬁﬁ®ﬁgh RO ESEE S T B RICHYS L WE Th 508, mEER ER ke

B ENMERFIZONTL, EREBRORNGET 5,
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324 AFILGT LA EEFRIE

1. BE

FREICAFILI LAV EEDHEME R T REBLERCTAFILY LAV BRIELERShTEY ., 28
HEL HESDDEBHEICKANEIN TS,

AFIVTIIVAAVEERRIE | BIE, AFILSILAAZIL CoA ERSHA—EREBEEIET . AFILS LA
CoA ERFSA—EIEAAL U RBIDSEBEEICAEL. ] HIFEZBARLHEREDOARBRABHERET
B %, 11 B[L Barth FEIREE. I 2/ (X Costeff JEIREEIZHT=2(FhTh X EEMELHEE. BLBARSH
BIR) o RPICAFILT LAV EOHEMERDLEMNS LI BIZHE-5HENEDA IV BESN FEL2D
SFOVRYTIEREEEEN IV BELTHRESNTWD, &, RE D HEL /NN E IR ERH
(DCMA JEIZEE) HY V BULIEFR SN D K5I 0Tz, IV E LV BEISFaVRYTRELTRD) .

2. RH
13X AUHBIEFOERICERT %,
N TAZEGF. ML OPASEBEFOERICRRAT 5, CO2 DIV RY TRV NI EI—RT
BEIEFTHY. SFAVR) 7HEERE CRPICAFILI IILAAVEN M SN F IITBETH S,

3. fEK
@1 &
NRERICEFEMNMRERTRIET 5. REBOENREEDLOMNL2MHRNE. EEORHESRE
ERICESFETHREINTEY. MNRIAIZE T HHBRIE—FELLL,
GAE RATHRRICETIS2EEREEZET 5 HEFIRESNT, B, /MMELR. RARE
EaEEmEREL TS,
@u
IDERE : BLDEFI TOAREERN L REAFE TICEEAE L. DNIRRHEEME T OBFELEETE
RO5, MR TDERD1DTHS, METTEREDERLONAONGNEEFLH D,
RSP ERES BENEEFTHON., FERBICIHBEEOMBARENELLSILLHD,
BERBIANF—EMHERLELEEENDEEDOHET
K&K :-3SD~-2SD
@ m#
-HIAIREREER LRI SROONS, RIRPRREFEIZENH D,
-ERREREER). . R DNREAZRENCERHONS, EWVTDFEAZETSLIIESHEH D,
-—ERICEEDRMESTNROHLND,
BE. BABURICONTEH, EROIILGEERITH T EMERENDELLED,

4. BEiE
@1 &
EFID DN E, NREADTREBIBENSEEL—ELTWVENWIE, L ABRO L EHICELIREF
RTEERIEGL,
O UHIRE. WILZFUETR
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@n &
CEEELLTHENGLDE G BRI EDORHERELLED,
-IDFE:FIFREI. ACE FHEHI. B EMELLE  BATIIOBIEOHRELHD.
GFhBRIE A BBAETICIX G-CSF MMERASh TS,

©)iIEi]
CREREELTHEMGLDF LB ERSEDOREEELELD,

5. ¥
I BDERFEIELL RMNEBFBHERIN TS,
IEEERHAITOF L. MIETRLTT 5655,
I B ZHNTIEHRER R OERIEETTI2EOD . £EHFRITELL,

O EHOHEICHELEIE
1. BEH
100 AR
2. RROBE
TEHIED AUHEGFER. NED TAZEGFER. MED OPASELGTEENREATHSH. FL
BIEFEETERRBEFOCEEFNNHDIELE . RFDEE. RENKRMBHATHIHBAHZLY,)
3. MRMEEAE
REESL (RHEBEDH T, IRARAFENFEILLTLVEL, )
4. REIOEE
WE(BERGEEEERT LB EEITOIYVABEVELT S, )
5 PEE#%E
HY (AERMAERL . ZENKZELI-ZETEE)
6. EEENLE
AARERRBEEFZRICEIDIARERBESTEOEEETMEAVCTHFEEULEZRNRET S,

O 'l‘%#&?—ié{ﬁﬁ:
-BRPRBZR BAERRBHEREFESR
éln%ééf'itﬁél%‘ RIARZEXRZREZRMEHDNEREZDE AR RAE

EEFTEBE#HAEREBRREEFLOLVERRBERERY) U BRISERLIZABRAARSA0D
ERB FUEEICH -5 B AT OMELIZFIT-FAE M
MERRKE EBAKREXRFR HiF EHEXEK

-BRERMIERAFEME HAMRBEEREARERIFERIVTLAIRARY)—Z VR REREBDZRA

ARSAVHRE. CEDEEZEHAH-HDIHZE
MERERE KEXFXRFR Hig FEEE
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<EEREE>
I8 118 10 B &4 Definite 2% ET B,

13

A. FEIR
1. /NRE: REBOEN . RERIE. EEFEET
2. FAHR:BRANGE . /MR ER . BRAIEENE

B. BEMR

REMETIR— X ABHIIL=F U MSE. K HE

BEER MRI: R EAZRE . BB NAE

FTYIWHAIV=FU S :C5-OHDER

FREBEESHT  AFILTIVAVEE AFILY ILAIVEE, EROX AV S EERDE B HE N
BERIETERITE - MR SR, )/ \BR

a r N =

C. #AIZH
LUTOEEEEANT 5,
AFIVT IVADERRRIE 1 B, AF LY LAV EEFRAE I B, 3-AF)LYBKR=)L CoA AILRFLS5—ERIE
fE. 3-EFOFL-3-AF LY LA ILEE M SE

D. BRFHRE
BEFRE AUH B FOMET UIVICHEERABERZZED S,

<gHohTIN—>
Definite: A-1, 2D WWF MM EERH . COREAIT AEHRBERN TE. B-431LLIEB-51LLIIDD LT I
EZROLD
Probable: A-1, 2D W\ A ERH . COEAIT NEERBZEZRI TE. B-32BD=1D

ma

A. fEIK

IDEREE  ELIEE
B BT b7 BRI A
BRHIA/NTF—
{E& &K :-3SD~-2SD

P wnh =

B. BEMR

DNIO—: HERED B . DEBZILES
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BEETIE AT RHEZHFT T HHEENH D,

5. Ft&
FAER-FRHOBEENRERESEIBENGIEELHY . MG TETELEEICOIYEEGREETR
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FIENSL, EEMEBFETE, REL-EEROURIZES &LV, BHFARBMAERFETE
B HIEEHDH MNEB-BARESICENTYH, SEMBARE LFICHREMNTHY . M TS TLEXEE
BYEBL. e mEEZHESTDETFRFIRTHD BERNREICISTRARESHELREEHIENAH L.
LEAST. BEFHOLOHICRUOHEBRARCT KRB I —BELREEET D,

O ElDHEIIVDELEE
1. BEH
MEMOEERENS. KA TOERERIIT. £ 2000 A, FRAREBERIL. FER -ZLREARAE
BEF 100 AR, BAFERE T 500 ALHETESND,
2. RAEDHENE
TEH(PC.PSH LU AT DEGFEREIZLSIN. HER-ZLRHL/NRE - A DRERANELZDA
EREHMENBASNTEVNESEZELY)
3. RMILAEAE
REENL (FER-FLRHREHICIIFEFRBEICLVERBKEBEZRONDIIEAH DM, MNRE-BAFK
FEBID Z<(E . REBECERDETEELEDABREDHTHD. )
4. REIOEE
HE(MREOBRCLEREZTOHLDT-H)
HY (ARMERDZUEZE)
6. EEENE
MEIERDEEENFEEALS,

BEAFEHEFHREMPE HORBBERAESR (FK 26~28 F)
i 7% 5% B R EEF T SR
REE BERZDRZEFH HIR FEE
EAFEHERFMREMPE HAMTKEBERARER (TR 26~27 £EF)
MR NRICE T SRR MRED . FHEIWEREADHEILICET SR
KEKE WORFRFREEZFRMUER (BAMNKZXRZREFAER HiR KEE—
BAMEF=
RERE AMKRFEFHRER HiR FEE—
B A1k s
REE ERZARE: SRPRER Rk EHBES
BANRME - NAFER
REKE LERFRXFREEERBFVRR &R 8L Ex=
BAERARFERMEFS
REE EXUT7U0rERRFRETARRKRE iR B ES
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<R EE>
Definite. Probable Zx{ £ &9 %,

A FEAR
FWICHECTHFRTIEKRICELADND,
1. HER-ZLRHA(0O~1 BXRH)
FERANEIL R (KEEAE)  FTAERMKEM-42E, g miziE. EBEMHERKB. BFALE M,
EEOEmMBM., mRGEENLIELIEAEND,
2. MEREOBmULE 18 @R -RA (I8 HEUL)
FRARM AR AR GREPFRARMARAE . A A2 E. AR AR A M2 E. LIAREHIRLDRELE).
Bk fiE (RNEBEELGLE),
NRETEH. NEM-EETRETIENENZ L,
BMAZHETH . BBREEZE-IEELHD.
XEHEFB NG, FHERE. BREE. R ITIR-HE. RERLEVEIRAGENKIEDFE
HELBIENH D,
KIEKIZIE.CT.MRL BEREDEHSGREICTHRIN-EBEREDLDILED,

B REMR

1. MBTEHDPCEENABADEEBED TRIERSE

2. MBHDPS EFUABADEEED TRIERSE

3. MBADAT EELIKADOEELEMBO TRMERH

KOVTNOEEHICOVWTH TN TNDOREETOEEMICENT S,

18 MR MDIEFIZDOVTIL, EE A TRIE (R NESET 5,

MKEHEREICT.EASOKENERA. FREES. TR, ZERLEVEIFER. R 70—EE
R MBREORESMEY. BEELEICLIZRMEEETERNT S,

KEFASU K RZ (EKICHER - B EHEM BREEETICLIEZEZERELTHHTS-HICEE
MR E BRI, FVIIEMS LU PIVKAI ZREBE ISR ETHIENEELLY,

K1 FERA~NEHOFEHHN TRE (BRADOTREICHTLHEE)

F o PC PS AT
08 ~89H 60% 60% 65%
90 H ~ 3% kil 85% 85% 65%
3m~ 7R 85% 85% 85%
Tk ~18 MK ih 100% 100% 100%

Ref) Ichiyvama, M. et al. Pediatr Res. 2016, 79:81-6.

C #ERIZHE
PC.PS. AT RZEUNDEEHELNEMEZTRICESIEER. BLUVM/MMROEE (BHEE
HEELE)  MEEES. MRAEE . MVEERKEGE. EXESLE.

HERH~NEATEH . SHICUTOREBZERNT S,
HERY R, TREBEREE. FAERR. REEGEX. FERRIVEERKEREGE,
FLEA-DERBNNERF. DA BERKB.BRREM, 95EITRE,
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D EEEMEE
AT 5B {5 F (SERPINC1) . PC B{EF (PROC) . PS BIEF (PROST) DWTNMNIRELLILTE

ARIESNDIE,

EEEMEETRISHR

1. BFEMHGOmET)RE
BRYBRITER(BFICEUGHABRRECHEREZTDOER)
FENGERAL (i 5% A%GR . £ 85 8 IR 8% R0 &) T o) I 4% fiE R JE
RinELABROERERTEEINRRAICIBULEE

BN

<gHohTI)—>
Definite: AMD 1 IEEBUE+B D 1B UEZFHE-L.CZBRNAL.DZHE=3HD,
Probable: A 1IEELU E+B D1 EBUEFHE-L.CEFRNML.ED2IEBUEFH/E-TED,

Possible: A 1TIEELUE+BD1IEBLULEEE-L.CEFRALI=ED,
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<EBEEENE>
HEBEBY ST (M : Barthel Index 85 BLULTE#W&EET S,

FEL.ERE6 7 ALAIC AEDRTHAICEHHLLT HHKLIZHFE L. Barthel Index T90 mLlE
THOTH. ®MERET B,
XKABREF. MBREREEZOCHEFTEEZ (@ ELMELD/EILAT EE . EMHIL PCRA FZEA
mMREEFEFXAFESHKRAGE)EST,

BERRWNAE R
Hi.BMELGEOERR..REMNFRRAICENKZS 10
1 BE AN (FEZE. BN TEU>THMALTEHSD) 5
28 0
BFF | BI.IL—F IV RMDEELEC (FHTEIBED) 15
) hoR (BEOBAINMFELEIERETETS 10
IR~ | EHZLEIFAEETHAINIZIIEE B 5
DRE | N BELIEF AR 0
s mm Bi(EE.Z2.®HEBE.0IT48Y) 5
BB EIEFATEE 0
B (KROEE. RIBERZSC. R—2TILERLGEEZFALTVWSE S 0

. ML | IEZEDEREFEBLED)
1 HANB . KEXZAD. KR, REKRICHIZEET S 5
N FELIETAEE 0
5 A 81 °
BB EIEFATEE 0
5mU EOST.HERE (EFF.STREBRODOEROEEIEMHT | 15
6 AS5mU EDNTISIT. HSITHROFERZET 10
HITREDEHEE . EFFITT4H5mU EDREETEE 5
L LS 0
. BiI.FIYLGEOFEROFEEMbHLL 10
7 " NTEFELFERETETD 5
e 0
Bi.#.77RAF+— ZE0EKRZET 10
8 BFHEA AN .BENLGRHERN.FI2LULEEFENTITZAS 5
L EELLS 0
HEa | REZEGL.OREE.L2EZEORYKLGATEE 10
9 vhA | EFIZREHY.ZH.AEZORYKWVICHMZETLIELED 5
—JL L& LLst 0
BERRD | REAGL R EFOERY UV A BE 10
10 bA | ETFICKREHY. MRFODMYFWVICHBZETLELED 5
—JL L &2 LSt 0
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XZMBERVEEEDMOBEISCHI2BEFRE

1. WEZIRCAVSERKRIER REFREFCHALT. ZHEE LIFBROREMVBELCE WS
NOFFHADBDZANTEEULZ ARV (TRL. HRERRORBZRIERKRIEIRF THOT, HRE
BEBEDICIRD) .

2. BEMABRCEUIEEEDMOVTE, EUREZNEEOT TEEMIDNTLSIRET.
B 6 n A TREBVIREZERMDIHIBII 2T S,

3. BEEROEEN LEOEEEDEEFT—EU LCKZIEULBVWETHIN, SBRRERZMR YT
BIUNBERECOVTE EEEMKROIIRET D,
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328 HIEEEAHRLES

1. @E
BIREEORERE(ICLY ., EXREICAIREREZES-L. B HES. REEREREZES-IEKETH
5,

2. FRA
BIZERNTZSNDEGNHY , Ao DBEFEENERTDEENHHEEZALNTIND, =12
L. ZDFMIEITEATHY. BRMICITIMEF DHEEAS VLMD, thOERLRECEFRT HAIEEM

AT=TAR

3. fER
ARERICEI O THRBRFLIIMEORNES. AR EERELE-4 . ROEZICXAEESTD
LDICKDERERERBEMCKDBREBRDERNEL>TIND, T=. HREAHISEEL, HBH
[ERARIZARNEORAELENBESOREEZESHT N H D,

4. BEE

EEGICITABRBBEAEITINSGCEAH DN, MRICERNE. FZRIE, BHEFERRITSGEDEHE
DRECOITCFRIIERFTEL, REMICEBZZ LI TIE., AL ENSFZEHRICHIFTTIEREINEY
T—2avEEBITHRABENTHNS,

FREHNOHABRICHLLFIRHEEEEICHRRNECARNENREHKTHIEN1/ILULEDESIT
HoNdt=. EEICH> TEHMLZBEREICL >TARNBEORNELESHENDRENEELESR
TERIBLENHD, EHHENELIGEICETLADOBREREFICTNA T, AESCBRNEICKLHEMEEEER
NEC. BICEEORREEEICHRIATREELH D, BEIEEWABENTILLEIN . BREFHOHEA
BEFMABITINIGILLH D ARRBEEVSIREBRDOFE L, FAUAEROHS EILEE DEH &LYIE
HTEL BMBRICREOBEEEZVELTIIENH D, F-NODEHEICEI>THRALUBEICRE
BEENEELIZAICE. HEFROMFD=ODBREYNEYTF—La  OlEEIEEET 5,

5. ¥
AEBEYDEFEY FIRFTEBROFEENSSEDHRNET GEERNT 35%H° 0.1 LIT. 75%
M 04 LT ERH. MM TIEIRENRERETRELGS, RAVLBEMRIVESI TEREHMNSEAL
[21/3ULDEFITERNE. ZREZEZE6HL. B AERNESINGEWNESICIEKRBADERIRE-ESH
ELH B, RAEICODVWTIFEEICHI->TABREZRIGTILENH D,
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O EHOHEICHELEIE

1. BEH
#9 6,000 A
2. FIROWE
FHUELADEEFEENERT HIGELNHIEEZLNTNSS, thOBRLEFRT A HEMHEN
L)

3. MRMIBERE
KB (A—E a7 ERAERE S HHEICNT DRBENEATHD)
4. REIOESE
BHE(A—ETavIc&YtEEZNFHIRIN, EHHECTREEICKBAICELZENHD)
HY (FLOHAMARKRBEOEFAEARIERDOZEESE)
6. EEENE
HY (FLOHAMABREOEFAEARIMEROEEE S )

O fA#EHT

BAEFBHFMREFRNE HoMREBRRARSEXIHFLHLMEAREKEOEFHAENRIL
MERERE KBRAZ RUEPHE HiR @HFZ
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<BMEE>

Definite ZXRET B,

A JEIR
1. FER-F RN HFET IAIEES
2. HEREE
3. =B

B ®REMR

P ATEA SRR E . RIER B B KRR E. SRS T SMEHRELREICLYUT O REHET 5.
1. FERBEASEYBHOMBIUE-IEHRMED ., 2EF-IF—HDOABIERE,
2. AIERENCUEISERT SRR OARKRIMRIE,
C #AIEZK
BBRAREIZHESIED
D IREFIME (EIZEHF 2 %)
HHRDOME. BREEFICHESDD
LEDARERBERECHESIDD
EXRAEDAOT1
S RIENE
AT 2 AE
. AR ET ILEAR
D RS &HHE
WAEE . EEERE. ARMHE. FHREER. SRFRLLECED
E EEMIZE
RIEBENGMEENIFEALETHEIN ERFBARLHERVOELERBEERDILLH D, (£2)

oo.\'.ov.m.h.w!vA

<EZHOHhTIN—>

Definite:

(1) AD 1 DLLEZEDH . BD1E2EEHDHLD,

(2) AD 1 DLLEZRO.BD1Z:EDH. COERNT NERBERN TEHES,

Probable: AM 1 DLIEZEFRH . BD1EFBHIN., COE AT RERBERI TELEULES,

GE1) 20~30% DIEHITIRNSHEZFFD.
Axenfeld-Rieger JEIZE T EE  EHEHBEE. BEE Tﬁ%f“tﬁ&“’éAﬁ#bf: =)
Peters plus fE&E : OFHR-OER. RES. REEF. DIMLLEEHLZS

GE2.) —ERDIESBIT PAX6, PITX2, CYP1B1, FOXC1 BIEFEEMNREIN TS,
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<EEESE>
DNFEEIL2)TEZETHEDERRET D

1) UTTIEUEDEEZRRET S,

< H B ~
fEORE R kR

Hd.

EBENFIRT, R (L3R ADRE) NMEELLD
EERRIHETRFLEADIRDEIERA0. 3LULE
BRBRENERTRIFGADIRDBEMRANO. 1LLE, 0. 3K
ERRLHECTREF LA DIRDBIEIRNO0. 1K

F1VRELFIBERANIOULTHY. EHFEESROONT | FHRRICHFENLGEEZZROBVRRT

T 2: 1-MEDF THREMEDENEZFTRIFEADROBRHFRELHGEEICE. 1TRELOEEESTE

[Z#1T9 %

FERFHEEHYEE. FODOEFRENT LT /4 HIET 20 ELINET B,

EJ =l

2) modified Rankin Scale(mRS) . BE-R&. BFIRDZNZTNDFHER—ILERWLNT, WTFhhH 3L LEHE

HNRET D,

BAhRmodified Rankin Scale (mRS) HIEE#EE

modified Rankin Scale

0_ FoZ<IEMHRNZN

1_ fER(EHD D> TERSHREZ(IRY
HEDOEFHDEHIITZD

2. EEDRE:
FAEABIDEEN TN TITZ B DIT TIFIRL)
N BROEDEIDDOZ EFNMERUICITRD

3_ PEEDOREE:
RISHhOTBEREE T DN FHTEMEIRL
[CITRD

4_ HEENSEEDEE :
FITPEHRNEKRCEMINVETHD

5. EEODEE:
BreED, KBERRE, BICNEERTDEZLE

BECINER
BEAERS SOMEEIEN EB(CRVMRRE TS D
BEAERS SO EEIR (D D0, FEMUFIN 517D
TUVVALEWEE (CHIBRIFTRVVIREETH D
FELIRINN 1T D TULVZAEBIESN (CHIPR (2 D0
HELEFTEIZULTWDIRRETHD

BUWPOAHIZEHEZ A UMb (3T
ZREETDIN BEFT. BFE. BIZUILHOMEER.
b LIRECENMEEE E UIRVVARETH D
BEHT. BE. BLEULLHOHE. bLRREICE
NN ELTDIN, FHRNRMTEEVE S UL
RBRTHD

BICHEN DM ENEET DIRETHD.
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BE-XE N

0
1

2
3.
4
5

- JEIRIZL,
. BICOES. BEFENELRVVEEDERNH LS HEEF - BEEFICKELL,
. BYHEOI XL, BEROEEDIRELEET D,

BE-REERfFAIHONBZET .

- MBI EROMNRBERMERE. PLAREELCE) ZLELT D,
- 2EMICFROMREBERITKELTNS,

R (R)

N @ A~ = o

FEIRTAL

EEDETLHEDFREH AN, HE4EE - AR ETFICKELL,
FFIRIEEDT=OIZEEDRINGE DIERLHD,

FFIRE RO BEER DY T2, HAWEBEAREDHEEFTHETRUNNELD,
IZEDRS I HAHNEHRMGBEIEREFRNBE,

SEVRH AV EGH RS HENEEFRANBE,

. modified Rankin Scale (mRS) DFHI AR —ILZBHWT, 3L EERRET S,

X PR R UBEE S EOESCH 3 BEEE

1.

R ZURCAVBERRIEIR ., RBEFTRE(CEIL T, TR L (IFERORTENBOMES(CE. WINORFER

DBEDZERAVTEEULZZARL (22U, HERmOiRiaz R I ERAREIASE Tho T, HESRRIREREDICIR

3) .

. BERBRICBIIZEEE DOV TE., EBUIREZFHNERO T TREMINDNTVSIARET., B 6 1A
B CTHROBVMARRZ EEINHIRTTD2EET .

. BB, EIROIEEN LEROEEEDFEE T—EU LIGEZEUBVWETHN, BREREBEZRETI 2N

EREIOVTE. EEREBROIIRET D,
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329 HENTF4E

1. =
I HE IS AL F IR RIIRIBLTWAIETRESN D EEMERR T, EEBAEMEE
ERRERT ., BEEERTFE PAXE BIRFTHA KEBIHERISHEBEEDEBNVENTRERD.
RENREEERLLD, KEBOREMHEE T 1 FADLEAANCIANESN, FNEEETHD, E=E
T, BEDSEIEENREMICHKAELTEY . ZDH2BNTHMAMEICHKIET S,

2. [RE
BREEEFIE PAX6 EIEFTHAHAENBRICRRASNTEY . COBEGFORTIILOHEEERKICE
THREEGFENFR(NTOTE)TEHIETELLESN . ATYILLEEDISSICITRERIELLED,
PAX6 BIEFDEREEGFEDHBIZEIOTEDKIILTRIET 2D IFHATH S,

3. fEK
MNOBFIVRIEOEBHERAD-OICRANETRTHY ., FUEMNFELALELRN-DIZERERZ
%, F- BRIREHR T HEN B RBRELETRICHRET 5, FHULDOEFTEHRNRE., KRAEBEE G
%35, ABRIIHVBICIXIEETHIN. RRISONABHIMERS LY, REMNICITFEEHAZA
ABEICBALTEHEBENUXR)RAZLVETIE S, £, EELHITIEHERFICRABENFRELTS
Y. SHIZHEAUBICRABEOEHIERICERSN . BYLGARN RSN ANEXBEERILSS,

4. jakik
ZRITHLTERAREH DDA AEIFIN O XDERAMNEEIND, TE RO BZAEI5E
LTIFRABEFiE . AL LS ORANEICK L TIEREREED SR ORNEFHEIT. HRED
KRR LTI B GRS F AR ETI. AEN\VXRICEKYRADNEYETLGERICIEA
[ERHETT (REBEAREURGVD LR EAEBENRS SUCHBBIEMRO AR O@EREED, RIBISHLTIE
BRNICEERNHNIERROBEFHEITI. ABHERBICKH L TOREILLIARELGEL,

5. Fi&
RKERBIHVBHLYAREOHEENCESEDRNETERED . KENREEEFIR LGS, BRIROH
R, ZLT ERERRIEELETETEAONGND ., ARGIHEER S ORABECOVTITETHE
THY. BUEEBILESINGVGEICITRADEIFE-EDL1H 5, BUIGRHAICARFMEITL.
FHERAEIZOVWTIXEEITh > TARERGE T IDENDH D,
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O BEHOHTEITHELEE
1. BEH
#912,000 A
2. HmOHE
TR (BEEGFITOVTIIREBEEASTHEN. PAX6 BIEFONTARENEDESLGANZIXLT
ERBEIZESIMNIDVTIEFBATHS, )
3. MRMEEAE
KU (B EOHEBERBICOVWTIXAERENFELLGL, BENVXRIZESHNETITONT
(FEREFHEM OREBABRBEMEZIKRIZIECTITOMN, ERINIGEICIXEHEDR A LG Y B E bR
HBBEMNABELLS, )
4. REOEE
DHE (AEHEBERECHRAEIC OV TITETHETHY . BUIEABRNGEING MG E ZIE KA
DERmZE-EDTELH D, BUIGRHICAERBREZTUV . BEIERRISIIN T HRROKNEEEE
TOVELHD, EEICHIPEBEABENDELLEDS, )
5. PHRE#%E
HY (FLOHAMARKBEOEFZRERARIMER DS ESE)
6. EREENLE
HY (FLOHAMARKEOEFRERARIMERDEEES )

O 'fEHmEMHT
BEAFBHFMREFDE HAMKRBEBRMRERX [FLHANARKEOEFRE]
MEREKRE KBEKAFE RBE &R AHEZ

RAOO7 LA RBARRETHONDRBAYMBEREERROZRANNSA2 O IR
SHEPFRE RRZFERXEREERFMEN £81R LAERE
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<EHREE>
Definite Zx & &ET B,

A. fEIR
1. MEREDRAEE CGE1)
2. ZBHCGE2)

B. REMR
MREIEMBRET. RO EERI OB RIEF THRALGEEDIEOEBEEEZRD S,
(G£3)
REME. OCT REET. EMEMAZRED S, (£4)
HREBEMRRE T, ARRNEREECAERAELGEDARREEZRD S, (X5)
HIREEMERE C. HNEZRDH S, (£6)
BERIRE T, /MRRZERD D,
AREKIRBRIEL DD,
BREREF T, HNEZED D, (£7)

—

N o g bk 0D

C. Rk
NIRRTV AR KDL R
SME R FEIXRAFMZITERIE
RFRAES LI EI0R—~
)—H—&FH

ST AIEAN L (iridocorneal endothelial : ICE) fE{Z E¥

I

D. RS\ & HHE
PAX6 BIFZERIZHSERE (GE8)

E. BIzFMRE
PAX6 BiZFICHLHIERMEBEFEERELUE 11p13 SEEORKERDH S,

F. ZOfMORRR
RRANBEVWTERBARBEEEHADELREZRDS, (F9)

<gHohTI)—>
Definite: ADWNT A +BD 1 +EZFET-L+CEBRILI=2D
Probable :
(MWADVLWTNM+BD 1B LU 2F L +CERMLI-ED
2)ADVTNN+BD 1B LUBEH L +CERMNLIZED
Possible: ADULVNT A +BD 1%i#-L +CETEEIZIXRI TEAELY
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E1.
F2.
E3.
x4
E5.

6.

x7.
8.

F9.

BBHER . BNEE, #FNE. FAIRREMESAEGE DR SHHEICKYRNETEXRT.
MERBORBEICKYEREFZS,

60~90% A TR 1%

ERHOEMER. POEMRM, FOERNEEENTHEEELD,

RHAIZKY . palisades of Vogt DA EME ., MEFF - HEEMABORA. LEEDAILETHRALIE
EDABEREELEYSS,

9 80%IZ&HT 5,

FRADIEAR2IZEY 50~75%IZ&HT 5,

PAX6 EBInFISIRMB DM, RR##R, FERSV T IV RABE B ERIZEERBLTEY., Cho DR

DEBREIZEY. MERE. TAMA. BRIEHEEREES. BREE. 7 /La—AFMHEGRERK LGRS
BHHEZHICELH D,

ERAREBMEEED 2/3 TRYGMESTHS,
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<EREENE>
1) ~3)DOVTIMNIEZLETILDERNRET D,

NLUTTHNELEDEEZRERET S,

1E: BERMARRT, RRGSHADR)MEELLD
1E: BERIHETRFLGADIRDBIERS 03 LUE
mE: BERMAHIRTREFLGADEROBERS 0.1 KL, 03 KiE
IV E: BERAHIRTRIFEADERDEBIERN 0.1 Kk

FVREEFBERNN 1.0 LLETHY  AHEENRBOONT | FLRKICHENGERZROHLEOK

MTHD.

F2: 1~ EOFITHRAEMDENEF CTRIFLADIROBEFHLELES-HEICIE 1 BB LOEEES

HITHITI D,
FASHEREHY L. PLOERFERFNT—ILETU /4 HIET 20 ELINET B,

2)modified Rankin Scale (mRS) . BE -FR&. FROZNZNOFEMATr—ILEZRAWNT, VT AhMNILULE

MRET D,
H A fRmodified Rankin Scale (mRS) ¥IE &R #E
modified Rankin Scale SEICTRER
0 | Fof=<{FEMEAILY BRERS LU BHIEALLIZEIVKET
Hb

1 | SEIEEH>TELHALIERES LGN BRERS LUt BRI H DA FAE LLAT

BEDEHDOFEIFITZAS MoITOTUL L FEATEEZHIBR (F 7L VIR RE
Thbd

2 | BREOEE: FAELARID DT> T B OFENIZHIR
HEUFTDOFBNT RTITASOITTIEE | EHHH. BEEZFIEIEHILTWSIKETH
WA BRDEDOERYDIEFNEIGLIZ | b
T2%

3 | FEEDEE: BUOVO AR EHEZF AL EREIC
AISODNBERELT HMN, SITENE | ENBELELTHIN. BESHT.BRE. F
HLICITAS ELGHDMRE. M UG EIZIEINBIZEREL

LZLVREETH S

4 | hEEMEEDEE: BEST.BE. BELGAHOMEF. MMLE

HITOEERHERIZIENNADBETHS | EICENELEET 5D, FHiEHLENER
WBEELIGWKETHS

5 | EEDEE: BIENDNMBIZLELTHRETHD
Br-EY  RERE. BICNELRTFYEZD
EL9D

6 | B

AARZE PR

138




BE-XE N

JEIRTEL .

CBICOES. BEBENECELVVREDEERLHIN. HREE - BEEEICKELL,
. BYHMEOIXRC. BERDOEENDTIRELELT S,

- BE-RBERIEOHDNBEET S,

- FEBMR SRR OMREEMMBERE. ROBIRRELGE) ZLEET D,

- 2EMICEROMREERIKELTNS,

a » 0N =2 O

M (R)

FEIR7EL o

EEDETLEDRREIH LA, HE4EE - BEEFICKELL,
FREZD-OICEEDRUNGE DERLHD,

FFIRAER D EEER D5 (T2 5. HAWVTEBAREDBEEFHETEINNELD,
RO HEHN R [MHEBEEFANBE,
JEVRHANERENTRIEEERANDE,

o ks @ Nd =20

3)CKDEEENFEE—M IV TDAFDE R DBEENRET S,
CKD Eff E4EE— Ty

ERARES A1 A2 A3
REOEE
(o/8) E% BEEAR | BEEAR
REB/Cr kb
(g/gCr)
0.15%% |0.15~049 | 0.50 LIk
GFR % EPS-3® ¢ i3
m/2 | ¢ |@ =00 LS ' | ALY
/1.73 m) EPs-I38 i
G2 | 60~89 5 = 7111_./_/
BE~PESE -
G3a |ox 45~59 = Lo R
hEE~RE <l
G3b 30"'44 I/\ b D ID
| e gy (S TS @ 7
G4 ®mEET 15~29 Ir Ir Ir
FUERS
' G | (EskD) <1 7 7 7

FEEIFRES GFRES-EEREAZEHELAT—UICLYSFET S, CKDOEEEFRT, RBEET2, LIEIE
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