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2)T7ATIRDLMELE
Definite. Probable Zx{& &9 %,

A. fEIK

CEFAUO0—XR TADARETRIET %, Z<IEX7~18 %
. 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
ZOMDETHEEIAIVO—XRTANAVERET DERE. L/ VIR -HAN—ERE

E. E-FMRE
£ 90% M EE T EPM2A(R 1N B X laforin) & EPM2B(B2 1N E (£ malin) DEEARHEIN BN, E3
DEREEFOFELHESINTLD,

<EZEOHhTIN—>

Definite: AM4IEE +BD1IEBHUE+CHD1~20WWThhFiE-L. CO3ELLLFA4ELLIIEFE-TED
Probable: AM4IEH +BMD1IEBL L+ CHD1~20 W IFnhEHEH-L. DOERIFTARETEELZRINLI-LD
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3)BMRARREEIAIO—IXRATANADS AL
Definite. Probable Zx{& &9 %,

A. FEIR
1. BRAUBEAN SR ERICHIE. FICEERMRIBEERZ TI10 RUBRICRET S,
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 EAREREIR . SRR, LBEIEZRHEET 5. EREBOEERRIL
2. RERSHEIAIVO—XXDFR (A ERREEFE L (somatosensory evoked potential : SEP) D B EE
BRADEXIL(EX SEP). CRE. Ov—oBYIF7AL—T2% (jerk-locked averaging: JLA) A THAT
RRZERED D,
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 TANAIDEFFR | se HEFEFE
TR 1~59 T
2iRFEE 3~5M#
BIRIEE 4~5DH

FBARREELFIREMEIZE 5G40 TADAVIDEETERHER S

TADNARIEDRIATLHEE EFik
N ZOFEENBICIEIULHZ5E 1HRFEE
1. BORENRITTERIULEHDEES 2R FEE
N ZORENEIZ2EILULEHDIBEES

1. AOFEEMNBICTIEIRFEDIGE SRFEE
N ZORENFIZ2RKRFEDIGE

[CANARKIEDZ1T |

4 BHEEZEGOA. BEESNRDONDLHKE

O EHEERLV. TANEET I, BInGUFEE

N BEEBEOREEMOT. BRI IRME

= BEEEZEL.RRICZCHAEWNMTAZRT HIE

FEAER -BE BT —8EHE (2) e HEEFE

OHIEIZH > TIELUTDILEEET 5,

OBEEEHIVIHEEFI TSV TR ELRIZIE LTS, IBE. MEIREZLS,

QREMLTIRE BIZIEARR-FEZARLTOAKSMREE) T BIZIE T - ETHEEEFZT>-5HE
ZHRELT. TOHEDEFTRENOBEDKELHET S,

1 | FARESOCMNESTEROLVD., FLEHEFES, MPEFTERDOIN. BEEFLSLUHSR

AFEEERICHED,

OBEULGREER. FLDFZRRE. EHREEVCELVY. BlCIRE. BULEH AR, FLD
REFRFO/EAG . HRMFHRECLHEROFA., BIKRPIRESH DN I L R HE
BANDOSMEENBREMIHRD, HAHWNTBEEIHES,

OFHEEEH-LEOALRILIIICHBEERVHERETEESEAHES,

2 | FRAEE. MESEZED. BREEEFFEHRAFIT-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 EXRERERE
O BE

1. BIE
FREE (malformation) FEIREF [, ERHIHEBOBRERMICEREENHHIKBEDRIHTHY. B
—EIICERBEENHIEBERANEINDS, BEINLBEHFZNBEOEAELEICIYE+MOHE
DERBICHEIND, A REEEEH CRBLLIERKIE, ZEEZTDMIRICL D, DIERE-HILE
W - BAMEELEOPRERETELIVEROBIREZELLIILLHY BB OLREFOETED
BEETICKDRIBRELTERT LEHD,

2. [FRA
E{IEREHRHRAFPREFV /I DEBFDEETHD. 0 20 FREITKRIG S HEREEEIR
HOREEBEGEFESOBHASN, EEZSH CBRICRISTS,

3. fER
ERXMIZERDOBRERRICEREENHAONELIZINAT, FREOBIEOWLWITANNADNSEIZ
SEREEIEEHERD.

DENRH. REBNFROEERRNALND,

2) AL REAM D FZBFOEENHLND,

LUV E BREENROND,

4)REICHENTERR LOFELS AN,

B)RENBET DL AREEERBEROSREENHD.
EREFERBORRMELHIBEICIE. BEICSLTHROSHEDAREREKT D,

4. aEik

SEXREEEERF CHELLGHEKRE., REREOZEEZTIMBICES. BEEEICKYAERENERS
N5, RABIZBR TEGHIFOROIC AREXIBEZVLELT H5HELH D, ERMICIE, 1) FFIRIFE
KOEEMUEZTZFICHIFRALICHLTREVHACAIFRFERZET H5E. 2) EELGHMN
BEZFICHSBEREEZTICHIIEROMXREENEERE., PILBIREKELL) . 3) EXMLERIC
X HEMBEE-BREE. 4) BAMTADNAICHT 2EYEE. 5) ERMERBFREFCHEIBLLIC
T HEREEE. 6) EBBRLREROETHEOMEETICHLT, S EBARCHBIBARLT
nd, O EEICHEWLGESHEIIHT HRENTHhNIS,

5 %%
FAREOCEEEIZEVFENELD, RERBEOCAHEICEI - TITDMEEEET HIL EHAEET -5
BMESLEODIRMREE BR2ELVERDRREELAILEHY EFBOREEDOETHED

HWREETICKDREBEZZRT CL1HD. BITEYL FNORETLHYEMDIERTHZE. AR,
BEEAKYTHS.
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O BHOHFEICHELEHE

1. BEH
#7 4,000 A
2. RIFROHHE

THHGEGFORENTEINTLS, )
3. MRMIEERE
R GHEREDH TH B, )
4. REDEE
DB (REREEMEL. ETETHD,)
FREAL, EREE. EXMELEE. BAETANA. BF L EBROREROETHEOHAERET
5. PR
HY (ARMIMERL . FEMNRBLI-ZIELE)
6. EEENE
FLOEEENEEZAVT. WThDIHLTIEEERMRET D,

O faiE#HT
BANMNERMZER BARXRERFR. BANRERFR
LRARIELE BEZRZAFEFRERECI I F— &R /MEERED

BAEFZBHFAREMADE BANREBRARER TEFRFREICIEIL-FRERFERDZRE

£HCRE I S FRRRY - R AR AT 1B R T
HRARE BEZZXRFEFMERECF LU F— HiIR DEERRER
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1. ¥EERH

(W EXRERERBICEFNIEE
DWHA R SR AE 15 % 5 AiE 15 5¥
L 1q BR EEAEIREE
II. 9934 RKAEIEEE
QELVLWHEREZELZOMDAEREEEEMET AR
L 3RUT T SUTERE
. RZR-L LY -FEV YRR
(2)BrsVBI8
RREGE. BHEENBRASNTNSIE,
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<BHREZE>
OB R KAEIRRE FAE IR

I 1q BN EEIEIREE
Definite xR ET B,

A. FERK
1. BHREEET
2. REEE

B. BEzZMERE
1BLBREBICHN)EEEZRDD,

<gZWohT3)—>
Definite: AD 218 B +B%i& -9 HMD

(BHO-HDSEFRR]
hEENMEEOMMEE. ARES. HHMNER(FE=AROHE. KEEE. ENOIFHEE). B
ROEEERBET Do PRARERCLERE. FRFBEE. HERROEELPEREROEEZHS
SEXHDH. LEEDIERERODRIC. RBAREERRT 2. ERDAHDOHEEZIZETOICEIETER
WA, RBEFRREICKVEEZHEITICENTRETH D,

II. 9934 RKJEIXEE
Definite xR ET 5,

A. FERK
1. NEREFEEEEZ S EEOMNES HFICSEXREDEN)
2. RRESE
B. B=FHERE
1. OB LBAIK q34 IZREEZDH S,
2. EHMT1 B FEREZZED D,

<EZHOHTI—>

Definite: (1) AM 2B +BD1%Fi&E=9HD
(2)AM2IEB +BMD2%i#k=-3HM
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QELVHREEELZDMDEREEZEHET IR

L a)RYT7 T SUTERE
Definite £ &1\ Probable X% &9 5,

A, KIEHK
1. BEES
2. MIMPEE
3. HEEE (BELGVLLUAKRENI/A—EU 2/ ILEKH)
B. /IMER
1. ROWAFFELEENEOE
2. RULBEE
3. INBIEFE- X LSBT /NE(XZIEAE
C. BEzFHEE
NIPBL. SMC1A. RAD21, SCC1, SMC3. HDAC8 B FENEREIEFICETELZRD S,

<gZWohTI)—>
Definite: AQ3IEH+COLVT I hERE-TED
Probable: AM3IEH +BMNDIEBZHE =3 +D

I R2R LAY -FEVVIERE
Definite £ &1\ Probable X% &9 5,

A, KIEK
1. 2R EEIR D BRI (FRLELGESTWSEA N E2RAOLEIMERD 1/2 2% 5, )
2. INSBREZ RS HIBIEE
3. REE T
4. ZREE (BRLGEVLAENIN—E 21/ ILEKH)
B. /IMEIR
1. AEOER
2. 46 XY BEICE TS MNER
3. SARBBIE
C. BEzFHBRE
DHCR7 BInFHEDREEGFICEEZRD S,
D. {4 EE
me 7-FeERFQaALRTA—)LO LT >20mg/dL(MFEH)

<gHohTI—>
Definite: (1) ADIB1EEL3DLUL+CEHEI-TED
(2)ADSB1ZETL3DLUL+DEFH-TIO
Probable: AD4IEH +BMD551 DL L&Ei#E-FHD

26



<EEESE>
UTD1)~4) DWW A Eim=d HEEEMRET B,

1) modified Rankin Scale (mRS), BE R &, FIRODZNZNDFEMATr—ILERWNT, WIS LU EZEXF

RET B,
A A RRmodified Rankin Scale (mRS) #|FE &K #EZE
modified Rankin Scale BEITTRER
0 | Eol=EMREARLY BREERELCMBEHENELIZRIVRET
Hb

1 | FERIEH> THEALOVEREE (TR BRERSIUVMBERIREH DA FAELL

BEOHHOFHIIITZAD AIDBITO T EOFEECHIBR F ALK
EBThHD

2 | BEOEE: FIE LRI A DT> TO=EE R FEIZHIR
RIELIRTDFEEIMN T RTITZASDITTIEE | (EHEH. BEEFEIBILTVSRETH
WA, BRDEDEYDIEIENBIGZELIZIT |
)

3 | HEEDEE: BN HE#BEERI AL HGLEIC
RIS DNELELET ED. SITIENEE | ENIEBRELTIN. EEST.BRE. &
LIZ#TZ% LA DM M LEEICIENBELEL

LELKEETH D

4 | FEEHNSCEEDORE: BEST.BE. BELEAOM#E. LA

HITOFERHERIZIINIIDBETHD EITFENEBELT LA, FiafGNE
DHEBELLEVRETHD

5 | EEDREE: BICHEIDNBIZVLELTHRETHD
BrEY, K2 RE BITNELRSTYZLE
L35

6 | BT

B AR ZE h AR
BE-XEWN
0. fEIRTEL .
1. BICOES. BERENECELVVEEDEERLH LN, HR4EE- BEEFICKELL,
2. BYREOIX®. BEROEEDIXEZVELT S,
3. BE-XEENAISHDONIZET S,
4. HEBMGIEROMEEERNBEXRE. PIOBIREELGE) ZVELT D,
5. £EMICIEROMRBERKREFLTLSD,
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IR (R)

EIRIZL

HEEDETREDHRITHLIN, HEEFE- BEEFITKERLL,

. FREZED-HITEEDRUINGEDERNHS,

- FIRFERDEERR DY (FIZH 5. HANIEBAGEDBELEFEETEUINSELS,
 ERORSIHHNIERUWGBRSHEEERANDBE,

- [EYVRSH DSV TGRS ESEEFRANDE,

a b~ O N 2 O

2)HBETADADEE LM TANAE2~IEHEULDZHFIFAT. A O+HET. 2FLULBERLT
5, REMELLEMFISN T BEETFICKEES-TRKE, (BABREERIZELD)

) ERMDERENHY ., EWEE - FMITE>TEHNYHA R ETI ELLEICERET 558,

NYHA 7348
1E NVREBIHEIDFRFRICHIRIEEL,
HEMNGHAFH TR . BiF. FRERH. XMHLHOE0HE @R E4L0
AN
I BENMPFEOSEFTBOGHRNH L, REFF T IXEFERICITBER,

BEFEDIL. LLERMEOTEBIZ L, BER LR, REHITHRE) TET . B
%, PRI RS, KHHOERLE B EET S,

& SEOREEHOHBRNH D, REFEFICILBIER,

BEFEDIL., BFHE BIZ X, FHBTEE) TRF . BiF. FREH%. XMH
BLEEE () EET %,

vV E DVREDE=HVHELSREESLHIREN D,

DAEEROBDE (058 NRFFICHFET S
HIDEEEREHTINLNEET D,

NYHA: New York Heart Association

NYHA 3 EICDOWLTIE, U T OEREZSEICHIMT 52EET 5,

NYHA 7348 BREEIRES EABRERE
(Specific Activity Scale: SAS) (peakVO,)
I 6 METs KLt HEED 80% LU L
II 35~59 METs HEED 60~80%
11 2~3.4 METs HEED 40~60%
v 1~19METs LL'F MEATREEH BT
HEED 40%K

XNYHA 2 FEICER B IH I T 5 SAS [T ULvAY, TEERASIT2METs, BHE 41T 3.5METs, U4 (K-
ARLYFIRIEAMETs, EAH5~6METs, BER6~7METs 1ZHH K FDBTELTHEELT=,
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4) BIREERH.CKD EEENFE— IV THFRDEIDEHS,

CKD BEfEESEE— Ty

EORES A1 A2 A3
REOEE
(0/B) E% |EEEOR | REEOR
RER/Cr H
(g/gCr)
0.15%% | 0.15~0.49 | 0.50 LIk
GFRE% ERE-I3% . i
m/s | 9 @ =80 LS " | FTLoY
/1.73 mi) ERE-I38 a0
G2 | e 60~89 % -3 711/_ &
BE~hSE .8
G3a | @ 45~59 ) LD | 7
hEE~RE sl
G3b 30~44 I_/\ = In In
B L el LS T 7
G4 |EWEET 15~29 IR I i
FUBERS
& | (Eskp) <19 7 7 7

FEEIREE -GFRES - EHRESEAOEREAT—UICLYFHET 4. CKDOBEEIIET, RKPEF 2, LIMERE
LCEEOVAVEBDAT—UFREZ, &, LY, FROBICAT—IUNERTLHEEVRIETLERTS

P HEYE K OVERSE Sy FE OO IS 38 1T 2 B R

.ﬁ%% (WD ERARSER, AT RAEICE LT, MR LICRBOBER 2 WHAITIE, Wi
ﬂ®ﬁ@®%®%%wf%%biiﬁw(tﬁb\%%ﬁﬁ®ﬁu%m?%%ﬁ%%?%of\%
RAREZR B DIZIR D),

- ARIEBRAATZ IS I T D EAEE A FEIC DWW TE, @R EFRE O T CIRENMThIL T 2R

BT 6 5> A ] Ce b BV VR %E%#ﬂmﬁé LT 5,

L 7B, ERORBEN FEROEEE S T EU RIS LW E Th L 03, mEEe ER Ak
%2 EBRERFICONWTIL, EREBROXNIRET 5,
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<LEEH> KEHE
MR I AE I B S AE 158
L 1q B EREIREE

1.

M=

FMHEE. FHHHES. BERHEBERBEIIARERERBETHS. 1BRXBARLOERF
MBAE—HFHETHEICEYBADERERET D, EEMBLUDKESITKEFLTERRERSELGD. T
BHOLERBUNKENEE | BRERINBEHFELSLIERLN DD, =, EERLALICEET D
BIZFOEELFPRICEEEEA S, EEMLN 1032 FYEMAINSTAATETOEEREEZRDHDEE
[SIE. MPEEDRENRE AR TFRICEEEEZALEHE(EREVEEF)NELIERLH D,
BRHAERMDERICEEELST  /MNREALE. RAHIZLELDEREZET 5.

2. 7R

1EBLBARBOMDERICEYRIET 50, SHCHRKERENENDRERF ITATHS.

3. fEK

4.

BREES. MNES. FHER. BRROERZILHEET L, MMEFEPEENMEETHY.
BEHEBAULETDORESIIKEFT DERICHD, SEREDEREIZSDGEFRTHD, FHHEHIEREL
T.HE=ATOE. KBEF-IEHEMHKERE. BENMECCNENEFOENTE. NE,. EOEREH
(upper lip protrusion) . B O&E, OBREZXENIIEELHD. BHRRDEETIIEBENDELTYN SIS,
. ARER.NREBEELZRDHDDIEENH D PREEEIR (TADA. KEBIE. /MUERBE) OIDE
B(EXREDHE. WPW EZEE . BIIREE5%. IR LT, L XEARERERE. 770 —OEES) .
HRBES.HERROERE (BREGERE. AVTIIVEEF)OERBR (EXEERBFLE QR
BEEICELH L. T . HERPICERLGERETEZRODDIFLE HAHICHABRHNAZET
BIGEDHD ERDADNOHEEZMEITOICLIIFTAIRETHY . RBABREBICKYEEZHETIZEN
WETHS,

BB

WML LT AEERIEALD, ZLRBAO/MEHICAEREDEBOCERBIT RIS T 04 HMEBBRNBEL
BHIELHD, FRFBEKRCEEMMEE ITHESPREFRALICHLTRE VRO A TIFREFER
FETBHBEELNHD T, EETMMUEZTICIVEREBEETEHS52L4HY. EROMNXBEERNBEXR
B PLBRFELGE)EVELT H551H D RABUBLEECHZY  FFREFHEEORERE. &
BEOXIE. AN TADAICKHT 2EYEE. EREMERBISITLEYEE. BICHBBAERN D
B(IRBIENHD,

5 %%

ARFPRIEIZXBAERDHRICLD MU FR-ERTFRIEFTRTHHIENSL, EICHAMTA
MPADHEEIVEHITDIDERENERTFRICEEEEZA S, BOEROAA. i, REEICI>THAE
MPRIVEAESND, FEICHOI>TIBRIVAREEBHRENIVETHS,
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II. 9934 RKJENREE
1. B}E

BRHREEER NEFEEEIERETHS, 9934 EEOHHMRERICEY . REEIZHFRET S EHMTI
JB{EF (Euchromatic histone—lysine N—-methyltransferase 1:EHMT1)Z 2B EFO/NTAFE (REK)IC
KYFIET D, EHMT! B TFDHRERIEERIZL >TRBRDIEREZE T 5HELH D, EHMTT iBIEF
. ZHOBEGTFORBRRHICHAHLIERANEHEFTHY . COBLTFORKEERTICLKYIED TR
TAVADEENELTHRRGIERERET 5. EEREZE T, BLELSEXRMDIERICEEFST . /MNREILL
&, BRAHICHE R DEREET D,

2. [RE
9934 BARKIZEYRIET S, RREEGEFIIREEICEETIERDECFHTHLIN, TN TEH
EHMT1 BEEFDONTORLIEET, EHMT! Bz FHARIBRRETIENBEFHENEEFZITHL
[ZKYSHHERNREIRTEHEEZLNTIND, TNENDERDREHF DEMIEITEATH D,

3. fE4K

INBBSE F 1= (LKTBRIE . FHERIEETR . EEDMMEETZRD S, EROFHIL. VA58, BB EE. 7
—FROBE.REME. EVWEN. EE. TRHETH D, DIRABERK CAERNRES . REHKE.
BEHDIRES) . EXMEOER (LDEPRRIBE. DEFRRIBE. 770—MOH3E . KEIRFEZRIE.
BRI RAES) . RIKIRMEEIE TREZHESSLLH D, MHUBETEEEDEN S SBENOESRL
H#THD, £ ALRPHS/NREAICH T THBRETERL, EBREZCLENREZELLIENEL,
ERDA NSRS EITICEIETARETHY . 2BABREICLYBEZHETIENBETHD,
PIRAHREZICHEREL T BERETFORREEEZHRET I LN HD,

4. aEik
ML LIBEEIEGEOD, ELRHAC/NRAICAEREDEEBISHT AN EHAENREL LS ELH D,
IR EERCEEMNESICHESHRERERALICHLTREVRCAIFRFZEAEZETSHHEH
BHb, T EELHMMETICKVERESZHESLEHY. EROMNEBERNRERE., PIDLEIRE
BRE)EVELTHIEELHDH. RABLUBLEECHY, FRBEREOMERE. EREOXIE. &
BETADAIZHT D2EWMEE. EREDERICHT2EWMEE. BICARMBBRNDLEIZHEDIEN
Hb,

5. Fik
EMFPRIIZLBAEEDEHICLY. EICHAETADADHESIVEHITILEENESR TR
[CHEE 525, DEMEEShNIE, £EHFRITEALD, TALATHEAMEDENEL HEEDaVE
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FBYERMICES, COEREETICIVEREXLAE THELURENEBIND, EBDEEICKY
HABEENSEELFRFERTELELSIDEETHS, RHICHHABRNLETHDS, EELREX
BEZEHLIEEE L RABICIEMRE. BRMEEICE>TERERERTLELS,

2. [R&A
ERXETHY ., DEFREEEDOEREGIRRIEIFATHD, EFEORFIRS IIEFBICHEEINDA.
ERBMEIARAEZEL. EMBAREERIBMEBARME CRIFIMTERZ A L. Z£ M ENARA it 25k &2 15 iE
(vascular sling) NERENDESN TS, COEMBARICEVEREXZERE TEHATESN, HEEF
#I9,

3. fEK
NERE - [REXDEBEICKDAER
9 90% DAEFI THEBEEZRMN DR KIERE ., FREHLZEDRE - [REXHEDERNEERT S, |

E-REXHRENEETHNIEIER. BREE. F7/—EHREDERNEIRL., BRHKOREATED
FRREICE%5, FFREH FRERLECARLOEREICLYREEICHETIILEHD. RABTHESR
EPEBOMKIE. BIHZELD, BHEFRALLLEDIIENHD,

2)BEEEITHESER
BEEBICHSETESGEDHLRERIERT 5E0H IV LENBEMTHS.

4. Bk
BHIINEABDSLETHD, EMMEIAREEMEIARD S DEBEHTUIML. [RE-JREXDFTEICHE
BSE T, EMBIRICYAE T HFMEITI. BH. FNICRE - [REINOEBERINBEDIZE(ZIERE
BEREL, REEICEEERNZRTIS581H 5. EMBREENTEZLTFRBERIBELLE
BIZEFSRE - REXDBEMPCRATUMNMBEL THEESBLOILKRMETIEELHD. =1L, HRIZD
WTIEERA DM 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. BEH
#7600 A
2. RFEOME

T (EXRMETHY .. HHBEOHEBITTH)
3. MRMEERAE
R (FMELEONEREDHTH 5. )
4. REIDEE
WE (EEERIEFRT 5, )
5. BOMREZE
HY (FRDMERL. RBLI-ZHELE)
6. BEEEREE
New York Heart Association 73 38Z ALV ELLEEXRET S,

AANRRES, BANREREYS
UPEFELE DUNEEARR L S— R B
EHRUCELHER BREH BE RANE
ERLTERAZERBNRH DR

HARRGER
LRERELE SUXRZEFAV/NEREHE £HIR THETF
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<EEREE>
Definite ZXR&ET D,

A. fEIK
1. [RE-[EXDEBICKDEIR
FAER-ZLRHLBREZER . FR{EE, F7/—€. RRERE. FREH#. EHEL. AAHTER
EPERAOMKIE. BIGZED, FREYR. F7/—€. FEFLEEBHEFERTFLERERDD,
2. BEEBIZHESER
BETEICHESETEELE DHELRERLERT S,

X

B. R&IEHEB
ERRETTROVT AL EHT,
OLTI—IZT, EffEBRDO L ERES LVAMBIRN LD IREHERT 5.
@i HhTEDIMEIRESS . MD-CT (multi detector-row CT) , MRI7ZEIZ&KY , EfEIRDEUBEEREEL LUV
AMEARN DR IRZEHEET S,

<zZWoAHTI)—>
Definite: ADWVNF N +BEiE-9ED

(ZHD=HDSEMR]
1. BAMR

DEZMRTEHEHLDERBEROLDEDEES LV LS ERI. 86 LTFENLVORYLEFIXIE
ETERHHOLHBLTERLLGL, MEEZICTRRFICERE T (wheezes) #FEIT 52 LD H D, F7
J—EFEIEFRE#EEESEF TIEER - RATmAICEFEZERT 5,

2. fmER X #%

HOER X EEBTRETHILIEQIREEIT S, RE-REXDOREZIZEDHONDZELHD. HER
EXFEBT HEFINZL. H1LF (check valve) EIRYETITFMRIED OB RIBGEET H, IHIT,
RENEITLRAE T L ITZLLFF (stop valve) LRV ESIMEEET 5,

3. CT E7=[&X MRI

MD-CT (multi detector-row CT).MRI, fiEIREFEICTEMBARDEIREE . EITEEDOREZE.
BOUIZRE-BELOBREFHINERFROFHEL. RE-REXITHTHEEDZHMNAIRETH D, fif
BiRER DEICIEERICAEZ DT -ERGICTEMBRN DK T S EMEAIRAEHINS, DT
—-RTSRETIEEMBARA SBMBARICDENY | EE DM EICEMENRMNEHINT | BifiBIARE
AXv U LTUKEEMEARMN S EMEIIRA DR T HENELHEINS, SHIC DRFREEHLTLDES
BIZIFXZDOEMMNAIRETH D,

4. [EXERE

MR FERNEEDBEICIEIREXEREEZTV. EMBIRNSOEBDOBUSLIUVRE -[EX

DREDEREZFHMET 5.
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5. MFIRHEREIRE
SRUES G TIX 1R 70% U T LY, EBRMMEEHITNIL. %IEED 80%LTELY, B

EEIZHE5.

o0



<EEERE>
New York Heart Association(NYHA) 2382 FAWLNVT I ELL LA R ET D,

NYHA %38
1E IDMREB X H BN EKESIZHIBR (TN,
HENLEEKREETIIES. S1F. FIREE, k@Hd0M T 0E R =40
7;(‘\0

I E BENPEEDHKTHOHBRIAHD, REFFETEFERICITERERK,
BEFEDIL. LLEMIERNEE BIZ L. R LR, RESHITHRE) TEF. B
., IFIRRE. K#HHIOEBLE MR EE£T 5,

mE SEOSKITHOHIB,H D, TElFIZIEEEK,

BEFEDSS . BHEBIZIE, FiS75E) TRF . BiE. FREH. K4H
BHULMEIRILE () £ 5,

v E INMERBDR=HWLNEE B REBLHIBRINS,

DR SR OBDTE () "L #HEFICLEET 5.

O EEERFHTINONEET S,

NYHA: New York Heart Association

NYHA 3 BICDOLVTIE, LT OEIRESEICHIRT 52LET 5,

NYHA 548 S REBRE RABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6METs Ll E HEED 80%LL L
I 3.5~59METs EHEED 60~80%
1 2~3.4METs HEED 40~60%
v 1~19METs LU F TEATAREH HUNE
EHEED 40%KiH

XNYHA 2 FEICER B I IS 5 SAS [T LvAY, TERASIT2METs, BHE 41T 3.5METs, U4 (K-
ARLYFIRIEAMETs, EAH5~6METs, BER6~7METs 1R H X FD B TELTHEELT=,

KL FLHE N OV Ay B OIS S 1 S B B

1. WA ZWIC WD EERER, AR REICRE L T, 2WTEME RICREBROBER RWGEITIE, W
NOFEHO L DEHNTHZE LI X\ (72720, Uik ofH 2 R~ iERIERE Ch - T, il
REREZR B DIZIR D),

2. IRRBIRTRIZ 3T D EIEEAFHIC OV TIE, BUREFHERD T TR TOIL TV HIREET,
BT 6 20 A Cle b VR IB A RIS 2 2 & & 975,

3. k. JEROBEN FRROBEIEESFHET—EL LITE LRNWE TH DM, mfRERZ ke
D2 ENRERFIZONTIL, EREMRONGET 5,
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315 MEREBEEE (RAILINTSEEEE) /LMX1B BEERE

1. #§}E
MRS BEEE (RAMINATIERE) XMERA L. REBTOEEBRHSWITER. BEOAK
ZEE (iliac horn) . FEAEIDERMHE4THET HERMEBRTHS, LIELIEEELZHRAEL ., —HBITREA
BRLITETT 5. RRIE LIMXIBEBEIETFERTHD,
M. BREE.BELGEDELLEZREDLT . BELTEZET SRS BIEZEBEKRTIE (nail-patella-like
renal disease:NPLRD) WER D EIMEARIRKABILEREICH IMXIB ELFEELZREET HHINEFET
%, INb—EDKEEBHL LMX1B BEBELTFITN D,

2. &R

TRREFEERBEDORERAIE LMX1B DBIZFEETHD REEFOKE 7 (9FLE [SHLT LMXTB
BEFEEABESN. CWETIZ 130 BEULDEENKRESA TS,

FT-NPLRD O —EBDEHIT LMX1BELFEENREIN TS, SHITREHK VIO RFE M D
BTk RS ETERBRABEILERE CATOMFERERTIO—EEEBFEFICEVTE LMXIB &
ENRNZShBEE1H 5,

BEREAN—XLELTIEINODEFIETWVThE LMXT1B ERIZKDBHRBRA L R MEHEREEE A
HEIND,

3. fER
(1) TERE BIEIREF (RAIL/NTIIEIRE)

TR L, RERDERAH DV IIER. B8 D AIKREEE (lac horn) | HEEHI DR AA A5
NEMN. ZDI6D1D2HANEEBDEKRDAZET HHENH D, F-HAE-RETEN—HRE
H&LYUSHEEIZ, LUBEFETHDND,

NERIBEZESHT S ERELTEEBEEREDERRCLRNAONED ., EEEBRORT
A—CERBEETIENHD. BFRICOVTIEIBHETLERMR-NIGZENZNEINDILD
D.EENSBHERTEELL. EXRCEDIEFNN—BHEET S, BHERTEISEGCERRE
EIHEHICIEETHD,

HBFRICITAREMBEL NIV TIIEENGR R EG0A AR RELTIXEFEMERAR
TIRIARRARRBEAFRAUICIEEL ., F-ZOMEEICHELVE (moth—eaten appearance) ° 1l £
T—TUDIRBEERD B,

(2) LMX1B B E B fE

BNEHHE XL, BIE (BERRHAHVILMIR) . BHEETEZET 5, RS BERBEDSHEHE
LRIBRDEFEBBEAMRERTIGEE L. RESBEVEENHESNTOS NEEANSHEHICH, T TE
HEEMNMETL, —HOEFITEIRABTR2IZED,

4. AEE
MEREBERECEITAN, K. HESOERE(CH L TIXSBIEEREEXALD, —20 £& T
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R OBRAEICHLTFIRRENDEITGDHEELNH D,

BIE IS L TR EMA B IFEELGVD, BHEICHCBEBERBDBRETI. BIEME
RERA (I ERMR)EEICHL, 7o 0F T U EMBREEEDT OO TV I R AERE
BEDBRETFHARN—EDNRERTHEEZAON TS, REIBAR2ICE B AT HFFEM
HOIVWIBEBIEEZET D,

5. %t
BENEMFPEEETET D, 3~5BCBEZEHTH. /NREAICRIET H52EH2Z L, TDS551~3
B TREBARE~EETT S,

O EHOHEITLELEE
1. BEH
#3500 A
2. RROWE
T (LMXIB B FEEIZKDIEMNHALMILESTINSA, FIREDHFE LTEA)
3. MEMIEERAE
KM GHEBEDHTHD, )
4. REOEE
DE(BAEIIHT HABECEREEENVELLLIGEENH D, )
HY (BABHEES EHEMANHLRE TR L-2EEE)
6. EEENLE
M ERREEED B CEEICKET LD (THFR) HHINMNINVTNOBREETH>TELRER S
JLT7F=2Lt 05g/eCr LEDIDE, EfEELTHFET S,

O EHmizHT
CEJNEE S
MBHEFIELE RAKFESHNRE #E REE

AREBER
UBHRIELE AHEAPEENY E5E ALE—

BAFBHFHREGRDE BAMEABFREARERX (BAMREBRARER) TLINXB EEZTED
RERELS S UDMEEDOHT ) HHRM
MRARKRE RRAXFEFH/NER B RES

5
1
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<BMEE>

(D MREBERFOEZHMELE
Definite ZXRET D,

A. ¥IEH
MOER B H DU T ERSEL
(FHRIZEL FITEBIERICAL, BRHZH DB EIT/NMERINEL, BEFTERENER A ETERA
THH. ZFHROMEADHEET DHHEC. MET HEELCSCKRIN, B, BIRENALNDELH
B, E THMNSEDHONEIENZLD BETHHER IHNNIKLY, )

B. Bl1BEE
1. REBBETE
2. FHEAEER
3. BEOARKER

C. BFMBRE
LMX1BEILFDATOESAKER

D. #iRIZZ kT

. Meier-Gorlin fiE{&#¥ (OMIM224690)

. Genitopatellar fE{&E¥ (OMIM606170)

. DOOR {Ef& &% (OMIM220500)

8hJYE—EHY A VIEIREE

Coffin—Siris fEZE (OMIM135900).”BOD JE{%EE (OMIM113477)
RAPADILINO fE {& ¥ (OMIM266280)

I

E. 3%51EE

1. TREBEEREOREE

2. BEEE (MR, EBRHHVITEHERES)

3. BARIKAEERDIFHHRIEIER R
(BEEENHGEICBEREZRET D KIEDZM L(FXRHETIIED, REBBELTIIBEREREE
EEDREEHREVE (moth—eaten appearance) HMFEITH D, BELI-ARERAEERPROBERE
A UXY LEBERNICN BEIAZ—UARMDIREN R 5N D, ChOoDRHER DT E0 T AT
Z2EHOIWNIEVZUEFEAETEESIND,)

<zZWoHTI)—>
Definite: AZii&-L+BD1IEB L LH AL ICEH-L+DEERMLI=ED

o4



(2) LMX1B BB DB R
Definite Zxt &R &9 %,

A. XIEH

1. BEE (WR(EMT1+ULE). EER(BREB 0.15g/gCr LA L) FIEBH#AEfEE (eGFR<90mML/ %
/1.73m? L))

2. NRZEFIEREF DBMEEERBI-TL,

B. BIEH
BARERAEEROHFHMWERRR
BERBEICEVNT, BREMAEEEDRBE SR ELVE (moth—eaten appearance) #3286, BT 2Y
JRATUBREHAINEI U BEBICKYRRERNICRER S N EEIND, )

C. Bz¥MBRE
LMX1BEILFDANTOESKER

F RATREEHOIVIERERELNHY . BERTRE TEARAEEEOREMERFTRNE 55
HAIVIERBARBEEGHAZTIREEEZE T HI58(C IMXIBEGFREEZERT 5.

<zZWoHTI)—>
Definite: AD2IER +BHAHWEICH DK EL1IBRZEH/=-TLD

L. BEEZETHORE(BOBEBERE® LMXIB LN OBREDRRE LG HEBRMDERF
ER)ZATHLDEBRNT D,
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<EEESE>
EMERREEESETEEICZETSE0 (TRAKR) HAIWNEIVWT O BFHEETH>THERER VL
TF= Ltk 05g/gCr L EDIDE, EEELTHRET S,

CKD BEff EHEE—rvyr

EHRESR A1 A2 A3
REOEE
©/B) E¥ | BEEAR | REEAR
RERB/Cr H
(g/9Cr)
0.15%%E |0.15~0.49 | 0.50 Uk
GFR % EEEiEm 3
m/g | 9 @ =00 % L
/1.73 m) EEE-I3E -
G2 |wEr 60~89 5 = 711: _/
G3a §$~¢gg 45~59 = Lo | =
PERE~RE wal
G3b 30~44 I_/s iy N IR
B L 5 e RS T 7
G4 |WEET 15~29 7 75 i
E3 L
' @ | (Eskp) <1 7 7 7

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

LT FEYE [ OVERSE B H O I 2B 1 B B S

1.ﬁ%v _%wé%mﬁ%\@E%ﬁﬁ_%bf\@%%ﬁimﬁ&mﬁﬁﬁ&wﬁA =R
NOFEHO L DEHNTHZE LI X\ (72720, Uik ofH 2 R~ iERIERE Ch - T, il
RATREZe B DIZER D),

2. 1BIRBARAIL IR 2 ARV EIC DWW TIE, @MU EREEO T CIHREB THhIL TV D IREET,
BT 6 720 A R Tl AL VIR EE %E%ﬁ#ﬁ#é LT D,

3. Tk, TEROREN LRROBEELESBE T EU LY LW E TH 52, EEERER 4 kb
5 EBRERFIZOWNWTL, EEREERORRET 5,
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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

o7



%, 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

BANERMZER BARRRBERFR

MBHERIENE TERCSLRRANE B8 MU

EEFBAHAMREBRREERHLOVERRBERERI) - BRISEISLISABRAIRS10D
B SVEEICH=2 2 RATI DRELIZM (T -FEB R

MERKRE BAKFEXRZER HIR EHXX

BAERMARERE HOAMKEEREARERIFERIVTLAIRARI)—ZU TR ERREDZR
HARSAVHE. ZRDEZEHH=HDHE]

MERKRE RERFRZR HIR REH=E

o8



<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
FITEREHCHOND, FTERPARERTHIC, DIRL., BRMWERERGENHAONEZELNH D,
4. FEIRERAEAK
FERMFENEDDEL 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
BE~E7hoHEmSE. FFERERLER. & CKILE. &7 E=7 M

2. MAAHIL=F B (MEF=(FMmEE)
CPT1 RAEJE : #tHIL=F > A= fE (70umol/L LA E)
CPT2 R8JE-CACT RIBJE: 7L IILAIL=_F 2 N E{E (20umol/L KL L)
OCTN-2 EEJE - s#8fH )L = F > HME(E (20pmol /L LF)

3. M7 IAIL=Font
CPT1 RABHE: 7V WA =F U IICT, BEREHIL=F > (CO)D LR LRETILHIL=F>(C16,C18)
MD{ET(C0/(C16+C18) >100 TEHEi T 5. )
CPT2 Ri8%E - CACT RI&JE : REET7 L ILHIL=F> (C16,C18,C18:1) D _EF &L (C16+C18:1) /C2 LD H1E
(>0.62)
OCTN-2 EEJE : 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) DERZRH S,
CPT2 Ri&8JE: CPT2EIGF (1p323 [Z/HTE) DEEZFZED D,
CACT RIEJE : SLC25A20 1815F (3p21.31 [CRTE) DERZRDH S,
OCTN-2 EFfE: SLC22A5 B{LF (5q31.1 IZ/HE) DEEZFRED S,

<gEOhTIN—>
Definite :
(1) REFELUNTIFADSH1DLUE+BD4BLLLIEDDS>H1DLLE
(2) FERIRARY) ==V T FITEDREMBEIIE L TIE, BO4LLLIIDDSH1DLE

Probable:
(1) BIERE LN TIFADSIB1DULE+BD2HLLIE3NDS>51DLE
(2) FIERTRRD)—ZU T FIZKDRERBEIZENTIX, BW2ELLIE3DS5H1DU L

Possible:

(1) FERB LN TIZADSH1DULE+BD1DHEHDZELD
(Q)FERTRRD) ==V FIZKBREREIZHEWLNTIX. BO1DOHBRHBED

60



<EEESE>
ERERHEBECEERE T (BEAERRBEEZR)EAVTHFEULENRET D,

I

o o

(o]

o o

(o]

W EDBBRKRE(UTOHRMVTINM DERRT D)
AREELLGW

SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BEREBEROKRE(UTOHALLNThM1DEERT D)
BEHIRGERFICBHEINZL
BEOEBEHRHLIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL EDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTRFTORV (BB BERZED
HEABLETHD

RERBENDETHD

BRREGEORBESICEZBEL-RE (EEZEL) 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)

REDFMHEDREER. MEER, HHETISOVTOFE (U TOFMENT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAN-BILSITAH
BRUGREREDEE)

FREOESTZEDS (BRELT.IQ0 RFEPLEHILSTHNTRARELGEEDES)
EEOREEEROS (BZRELT.IQB KEPRFIFELEYDIRE)
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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
UTDEREEERNT S,
BH, RiBJE. BIR. BEEN—F VIR, FEEL-7I /B R R R RIEE

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)>

79




<EEESE>
ERERHEBECEERE T (BEAERRBEEZR)EAVTHFEULENRET D,

I

o o

(o]

o o

(o]

W EDBBERKRE(UTOHRMVTINM DERERT D)
AREELLGW

SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BEREBEROKRE(UTOHALLNThM1DEERT D)
BEHIRGERFICBHEINZL
BEOEBEHRHLIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL EDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTRFTORV (BB BERZED
HEABLETHD

RERBENDETHD

BRREGEORBESICEZBEL-RE (EEZEL) 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)

REDFMHEDREER. MEER, HHETISOVTOFE (U TOFMENT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAN-BILSITAH
BRUGREREDEE)

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

REOBBESICETHTM (U TORALLTINM 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)

80

~ DM =2 O

>~ N 2 O

w N = O



VI EFOEL-FREEDRR (UTFOHRMLNTIN DERIRT D)

a  BIMUF4EHNTEE Y

b {ASHADNEINBE 1

c BEEZFOEZTNEILE 2

d AwmFEERNILE 4
& F1mE
I MOVIETORF M SURREL LR MERET S,
(M4ENEEMN1DOTLHDBEE EIE
(2)2RULDIEBEAHY. hoMRLI-B a6 Rl LDEE E=Fhid
(B)MALEHRAHMNI~6 a2 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. szl ;ﬁWé%KE%\@E%ﬁﬁuﬁbf DWEEYE EIZRRBEOBLEDN WA I, W
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
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320 FHEXMS)AVILKRRITFZFIILA /T +—)IL(GPI) RIEHE

1. BE

WEIRE NS5 GPl 7Uoh—I(E, (FELEBOMICHE LTI 150 U LD EHEDEHESICHLGNT
V%, GPI RIETHECNLDETHOERENMRBAKREICERTELG, WEFTIC 27 HOEEFH
GPI 7Uh—REREDAERPL. BMICBHETHAZENA LM > TV, &il. ChoDEEREFDER
[Z&KBHEXRMET AV IKRRT7F U ILA /2 b—IL (GPI) RIESE (Inherited GPI deficiency :IGD) AAR < &
ROM>THY.BEETIZ 15 BHEDBEFICLS IGD HMRESN TULVS, #EFE Mabry FEIREFELTHDS
NTW = BT IVNIERRT 75—+ (ALP) IfE .. FHHEBEEET TANAZETHHEEN IGD THS
ENBHLMIESTNED §EEA—N\—ZVTTEERENRDON>TKBSEEZLND,

2. &R
GPI B RIETHL 150 FELLED GPI 7o A— R EREAMBREICHKIR TELLDO T GPI £ & BHER
FORERIBITIREBIEIZED, IGD (£ 27ED GPIE A ROEMICEHIEEFDIEDENI IR
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BEIREE (MERAERE. 7o MROO) . F6-RHOERE GREEOEME. MORIEE) . #IE. ZOMO3F
(I ERORE. EL aRTIL TR KBES) ENHD. —EBDEEFTIES ALP MMENALN
DT, WD RUWMERLLGS>TWVD, REIMBRERD TIO—H A b AN)—1&EE T GPI 7o A—EF /Y
BTHLHCDIODRETHAHALTEMDHEET SN, EEEGCFORED-HIZF—7 vy Ty —
LHBENEIEI VY —LBNIZEDBETFRFTEVHELT S,
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Bs DR U ERE DB SNz MIRERIZERYADENCENHITENS, MBEADERID B, ARZT
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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
HKEKE KRXEWEMFARR EZR HERF

TR GPI RIBEDBEA (510 DEFERERTROBEEDRFE]
HKEKE KRXEWEMFARR EZR HERF
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Definite. ProbableZXt& &3 5,

A. fEIK
1. FHEK
BEREEZELLGOHMMEEZLHY . ZALEHREDEN. TADAZHVEIZKEEICRONS,
2. HIZHEEDOSERELTUTOERNSH S,
OFERH. FLRARREOH AETANA
QEERER MR . BOLVWER, RVLDER-ToMOO. OF-OFH . ENOREEE
Q@F 5. BUMOEE . RETEDEME. MO KRIE- KA
@DFDMDFTR - IIF-EFEORE. BALIT VAV HEXER. KBE. DFRLEE
CHE R-RAODEE
CEEDES  AllELL
O EBRRIET . EAEHE. MO EHE
@@= 7 ILHKRRT75—E (ALP) MIE

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
GPIZUA—BAVNVEDEERE LU FHIER B8 - 8EICB 5 T 5i&=F (PIGA. PIGY. PIGQ. PIGH.
PIGC. PIGP. PIGL. PIGW., PIGM. PIGX. PIGV. PIGN. PIGB. PIGO. PIGF. PIGG. PIGZ. PIGK. PIGT. PIGS.
GPAAI. PIGU, PGAP1, PGAP2, PGAP3, PGAP5, PGAP6 ZD LTI IZERZRDH D, )

D. $ERIZH
SERMGPIRBENRE THWKEBRERE. DTAMEERE. EIL XTIV TR

<gZWoHATIN—>
Definite:
(MAD1+BD1+CEHE-TELD
(2)BO1EFB-ILEVHNADT+AD2D>H 1B U E+CERBI-TELD*
Probable: AD1+B®D1%&i&=9 LD

*fEE BRI E->TIL(PGAP1, PGAP3, PIGG RIEFELE)BD1&#H =S WLEDNHHD T,
ADTIZIZ. AD20561IBE U EZ#H-LTUONIEEBEFEZHEITI.
COBBIZDNWTIXEZWD-DIEEFRTHAVETHD. <EEENLE>
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O#FERE
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2. FHEBZERO IO URREBRROEENEREE
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2)ADWTIM+BD2LE3+COVVT I ER=T,
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Probable: ADWVT NN +BD2LE3DH & =T,

QFLIRE
A. fEIK
FLREILURRICRDEREET S FHERBIE. [RAIEEIK)
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3. BHREERT
4. ITENERE (ZE). BRAEREREGL)
B. REMER
1. IREMED T TREEZROLL,
2. BRI ) VIRED 15umol/L LLETHY M DORER/MIET ) VIREEA 003 LI E
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D. BERFHRE
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Definite:
(MADVWITNN+BDRETHCOWT WA EE=T,
2)ADWVTNN+BD2+DEHT=T,

Probable: ADWNEF A +BMD1&2% 517

91



<EEESE>
ERERHEBEDCEEE T (BAERRBEEZR)EAVTHFEULENRET D,

11

W EDBBRKRE(UTOHRMVTINM DERRT D)
AREELLGW

SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BERBEABROKREUTOHRALLVTIAN DERERT D)
BERIRGERFICBHENGL
BEOEBEHRHHVE—FKWEEEHRNADETHS
BHRIWIERBELTERIIBEDHEENEETRENDETHS
FHRIWIERBLTERT L EDERBERENTCRFT DR (BB BERZED
RENDLETHD

REXRBNIDETHD

BRRELE ORBEECEEEEL-RE (EEEE) OF R U TOHASL
Fh1DERRT D)

BHIZREEBHLL

BEQREEAMGLTLS  (BRELTERBENS 155D D)
RN EQRESEABHEL TG (BRELT 155D D 205D D)
BEOREEABRGLTLNS  (BRELT20SD LLEDREE)

REOHEMESREER. MEEK, HHETISOVTOFE (AT OFMET
M1 DERIRT D)

EEEZROLEN

BEOEEZTERHS (BRELT.IQI0 KiELHHBELGEZAN-BISITAH
BRUREREDOEE)

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

REOBBESICETHTM (U TORALLTINM DERRT D)

AP B, (D7 & I REREE AR

A, B, DidaE I EREREENH S
(BRELT. ENENDORBHEEREICIIREREZRDOHLD)

A, Bhig. Didal I FEHERESNHD
(BRELT. ENENDORBHZEREICIDERERDHDHLD)

AR B, DG E CEEMREEENDHD. HOVIBIEERNVLETHD
(BRELT. ENENDRBHZDEETEZEDHHID)
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VI EFOEML-FREEDRR (UTFOHRMLNTINM DERIRT D)

a BMLIAEFENTTHE 0

b fASHDNENRBE 1

c HBEEFOESLTHEHLILE 2

d 4SGFERNIDLE 4
=]
I D5 VIETOEFHES SFUVRE RELEITRRIFHBEZRET 5,
(M4RDEENMDOTEHDHE BIE
(2)2RULEDIEEAHY. M ORI a6 R Ll LDEE BIE
(B MALEHMRABMNI~6R1DEE P
(A)MRLEHBRENO~2RD5EE BRI
by

PHEBEICOVWTEHINSAUESELTHIL
REFENGEYBBRIHAISAUICERLI-LDET S
RERENGEBEREBREEHANSAVICERLI-BDET S

KW K OVFEE /B O IS 2381 5 B

1. WA ZWICHW D EERER, AR REICRE L T, 2WRTEME RICREBROBER R WGEITIE, Wi
NOFEHOLDEHNTHE LI X\ (72720, Uik ofH 2 R~ iERIERE Ch - T, il
RAREZR B DIZIR D),

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
EETHD, BLBAREEEEHRKEES, /AL DFRBRBDRTYTES N ARDRFIESM BT
DFIFARTYTHEEIND,

2. [BR
ACATI BIEFDZETEIZLY T2 FEDIETHINREETH 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
RHEM GHEBED H> THRKAEIENHEILL TLVELY, )
4. REOEE
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HEBERMICREL TV THLEBRREBEFEL. BENGIRILSHY . EHZZ . RENLETHD.
FERABSHHEICDOVWTRBELEASLY,)

5. PEE
HY (ABRMIERL ., FRXMNEBLI-ZETES)

6. EEENE
BAERRBHEEFRICIDIAERERBERSEDOEEETFHEZEZRAVTHEEULEZRRET S,

AANRRES, BAERRBEESS
ABERELE BEXERIRESRIAY KB ERRE
EASBHEFEARNL TELRERETREL 4T AIREOFEMESALIFLRTIZY
— =L G RH OB
FEREE BEXPARE % LOAR

EEFBAHAMREBRREERHFLOVERRBERERI) - BRICEISLISABRA RS0
B SVEEICH=2 2 RATI DRELIZM (=AM R
MRARRE BEAKXKFRZR HE EEHEXX

BAERMARERE HOAMKEEREARERIFERIVTLAIRARI)—ZU TR ERREDZR

HARSAVHE. ZRDEZEHH=HDHE]
MERRE RERZRZREZRMAEH KR REHS
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<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 WERERRRAER R RAKLLIL 03 BT EM LY,
3. BTV EZTIIE
BEOST7VEZTMIE (200~400pg/dL BE)EETHENH 5,
4. {EMnfE
HH# (B <45mg/dL
AETIIESMEEMNSEMBEETHLTHAMN., ELLMEMBEITENTH S,

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 :
(HA+CD2, A+CH3, A+EDWLT NI ZEHE-TELD
(2)FHERTRRD)—Z T EFIZHENTIECDT1+CD2, CD1+CH3, CH1+HEDWLWT I EHT=
THD
Probable:
(MA+CO1ZE#E=TED
(2)FHERIRARD)—ZU T EFIZH N TIZAZEDELTECHD1EFH =B (E L,
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ERERHEBECEERE T (BEAERRBEEZR)EAVTHFEULENRET D,

I

o o

(o]

o o

(o]

W EDBBRKRE(UTOHRMVTINM DERRT D)
AREELLGW

SHEBED=DIZfAIL M DEYZERAN e RERBEL TS
RERRNGEYARNPETER
SMERERICTREE MBRHMEEZLEETD

BEREBEROKRE(UTOHALLNThM1DEERT D)
BEHIRGERFICBHEINZL
BEOEBEHRHLIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL EDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTRFTORV (BB BERZED
HEABLETHD
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THhhM12%ERT D)

HIZREZZHEN

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

REDFMHEDREER. MEER, HHETISOVTOFE (U TOFMENT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAN-BILSITAH
BRUGREREDEE)

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

REOBBESICETHTM (U TORALLTINM 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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FE
ZWEABRIZDWTIIAARSAUESELTHIE
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L
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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. 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
URDBBEELTHARIN TS FENFTATESIENFHNEEATHY . ERTELT TIC 2015 EHhLH
FlOBERICHLTEGEFABRNERINA TN, BYLESAEDLUNE)T—2avDHMREEELE
Mo, BIEFAROTEMEEIMEDORIIZC T =-MEEED TITENLETH S,

5 %%

RN U7X MEEFRAVERIRABENAZA SN TVNEINFRIIFART, ZLIEEREYT
REOENMREIZE LTS, BELTFARIEVDLARETTIREZRETHEEZONDMN, KT
[TELFRIBEINIENY TRENGFRIITEATH S, £EICHE>TEERIVAEREZABEREN
HETHD,

O EHOHEICHELEIE

1. BEH
100 AR5 (%9 10 451)
2. RIFROHE

TEH(DDC BIEFEENRETHAN . RAILELFEETERFBEFCEEFNHILLE . HFED
HiE. RENKREHATHLIEBA N L, )

3. MRMIEERE
KA GHEBGEN ETH DM, 2015 FIZARTHEEFABINBEFOTLVS,)

4. REDEE
DE(—RMIZFPRFRTETHETHSD. RHICEEFARETAEFRIEIBRHFEEALOND, )

5. PR
HY (ARMIMERL . FEMNRBLI-ZIELE)

6. EEENE
BAERRBEEFRICLIERERBEREDEEETMEAVTHEEULERNRLET S,

O faiE#HT
BANMNRMZER BAERAHHERF
LHRERIELE KRMIKZRER EFHMRREZNMNEEESF &R HFELX

EEFBEHAMRERRERIHLOVARKBERERD ) =V T BRISEISLIZERA(S10D
ERELVEEICO =52 RARIOHELIZE -REHRE]
HRARE BEAXRFRER #R EFHEXX

BAERMEFE#E BAMEEERARERIFERILDT LARARI)—ZUTHRREDDRE

HARSAVHE. ERDEZEHH-HDHE]
MAKKRE REXFXFR &% REH=E
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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
UTDEEEERT S,
BH,RABIE. K. BEM/N\—F2VUE. FET7TT)UETEEE (SR) RIEBAE. GLUTI RIESE

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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ERENHEBEDCEEETM(BALERRBHEEZR)ERAVWTHFEULERRET D,
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AREELLGW

SHEBED=DIZfAILMDEYZERAN e REREL TS
RERFRNGEYARNPETER0
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BEREBROKRE(UTOHALVThM1DEERT D)
BEHIRGERFICHEINZL
BEOEBEHRHHIVE—FKWGEEHRNILETHS

BRIV IZRBELTERI AL ENDHEEDEERENDETHD

BRIV IERBLTERT L EDERBERENTCRFT DR (BB BERZED
RENDLETHD

REXBNIDLETHD

BRREGEOARBESICEZEBREL-RE (EEEED) OMR (UTOFHLL
ThMOEBRTS)

FICEEZZEDHLEL

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

REOHEMESREER. MEEK, HHETISOVTOFE (AT OFMET
N1 DZEERYT D)

EEEZROLEN

BEDOETEZROHD (BRELT.IQI0 RGPHBBELEZAVN-BILSITAH
BRGEEDES)

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

REORFEEZICETSFAMUTORMLNThNM DZERRTS)

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 BEILI-AEA TR 0

b {ASHADNEINBE 1
AEEFRDEZTHELABE 2

d AmfFEERILE 4
& F1mE
I MOVIETORFMS SUCR R TR LR MERET S,
(MAEDEBEM DOTEHDIHE HiE
(2)2EUEDEBENHY. M OMAL-RABA6AL LEDEE B
(B)MALEHRRHEMNI~6R2DEE ke
(A)MmAL=HBR8N0~2mNigE L 2h
xEE

1 BEERRICOVWTREAANSALESELTHILE
2 RERENGEVAREAANSAVICERLI-LDET S
3 KRERENGEERBARBRIAARSAUICENLIZLDET S

DI R TE K OVESE B /0 FH OO I IS 36 1) o W S

1. WLZWHICAWVDEERER, MAFT SIS LT, ZREE LICEEROBEN L WHEAICE, W
NORHO L DERANTHZE LI A2 (72720, Uikl OfkE 2 T ERRERE CTh > T, fif
RATREZR B DIZIR D),

2. VBRIRBHIATZ 1T D BEIAEE P BIC DWW TR, U2 EFREBLO T TIREMTHOIL TV DIREET,
BT 6 70 AT Cle b VIR IB A RV 2 2 & &35,

3. B, JERORBEN FRLOBEIEENFETEL LICEZY LRWE TH DD, mEERER &kt
DT EPRERFIZONTL, EREBRONG LT 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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CAEREELTRENGLO G ERSEOMERELLD,
DAEFIRAACE BBEH|. B BEMELGLE, BN TRLBIEOHELHD.
- BFFREKIR A FBAGETIC(E G-CSF AMERSh TS,

@ &

CSABREELTRENGLDIRGK RS EDOREREELD,

5. %t

I RDESRFRIEEI BRANEFBEZESN TS,
NEFERBIOF L, RIETRTT 5651455,
B ZEWOTIEAHREIR - R ERETETTHLDD . £ FRITELZL,

O EHOHEICHELEIE

1.

BEY

100 AR

HImDRE
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