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LGMD2H BEEASHE TRIM32 BA SERLAR EEm hEELS sarcotubular myopathy
" @ - g - - a-DRARAY YN BEREMEB, WWS3,
LGMD21 BREKSHE FKRP INER~FAN AR DARE =SELR MDDGAS, MDDGB5)
DARE(CMD1G, CMHY), REAMFIR T 2558
LGMD2J HEAEARSHE TTN BEH~FEA BN BELR {51247 S F—(HMERF), tibial muscular
dystrophy (TMD)
LGMD2K BEEAERSHE POMTT1 INR~BEN RN, ATEER(TER, ete) DARE RET R R EET BELR a-CRREJ)HY EEE(MDDGAT, WWS)
LGMD2L BREASHE ANO5 BEH~HA KEBEES. EXHERE EHE~hEELR EAIRISA/ SF—(MM3)
s . et S, : S " T = a-CRARAYT AV EEE(FCMD, WWS,
LGMD2M BEEHKLHE FKTN INB~EEAN R, BB R(TRR. etc.) DARE, FRAE  EEE =SELR RAEHHR RS MDDGB4, MDDGA). 15 (CMD1X)
LGMD2N BREESE  POMTZ  NE~FA  SEAE . BIEEACTEE eto) DF2 BRREEN EE~BELR simian SR A7 U RRENES, WS
s p et . o . L= a-CRRAT AU B EEMEB, WWS,
LGMD20 HEREASHE POMGNT! INB~RA  EGIRR DRE BE~TEELR MDDGA3, MDDGB?3)
LGMD2P EREASH DAGT Lk Niguys] SELR a-TRAATUNY REEMDEBS),
myasthenic syndrome with plectin defect
TRAIVBEESF NF—, PRSI A /S F—
LGMD2Q HEAEARSHE PLECT bullcE: plig a7 hE~EELR (ARVDY), B E(LGMD1E), & XMEH R +A
J4—(CMD1D)
IMEBIEIREE - TR ooy g
LGMD2R HRBHSH  DES BEG~HA B, RRES i B DA, PR R o) g g
& = EEE
LGMD2S BREEKSE  TRAPPCIT MRS i 5 KU HMRSEEN  PEELR A 7 YA RIEMDDGAT,
LGMD2T BEEERSH GMPPB MIB~A  EGRIER BZT R EERERET DEE~SELS
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RE B BEEEETF REFY PRRRiRSE AR DR F(RIFAGD) R LSV BREEE Pl - DEEE AR SVEE R M ECK BHHNHRERRE Wi E

EXMEHCAIATL—
(CMD)
e o s i BREIE FOOvE—{oT7oh)
2R BEEEASHE FKTN 248
FKTN,
POMTT,
POMT2,
Walker-WarburgfE 28 BR@ALH ,Z’;%n AHR
ISPD,
GTDC2,
B3GNT1
ﬁ%pm B, EEREE
Muscle-Eye-Brainfs pm ko ’ YR ERR. BHEA(FRE. otc) BEE.MTHE  MRF2. LFE % 09 BEE 65 SELS
POMGNTI, HIAE(RR), BIZ
GMPPB
FKRP,
LARGE,
DPM1,
- N DPM2, =
;%ﬁ@a/thb'Jﬁ/ BRm ket Bt uTs BAR
GMPPB,
TMEMS,
POMK
XEEHEH ALG13 248
L7 o RIBR T ITGA7 YR B MR R TR BELS
A0S R BREASE LA RMR EE DTS DA MOBRE.  sex~mres
Ullrich ! BRBHEEME  COLGAT-3 HHR S BREE FRTE B IICL. . paompiw
HIRRL , DEE S
S BREE EREEEE WA LR L. B ENTE) WS R o - E Y SLEES FE AP
. )
BREBESE SV YR S R EL S EN P AP T S T
E A AR R e oto)
X thE Y FHLT AR Pidut] BRFE OFE g BEES reducing body
£ 4FSU2RIBE R DNM2 YR B MR R R AR AR - MBI T
R R . SRR BIEIBA(TRD. Bk BRI ). B 5 -
FLYZURER HEERSGHE TCAP 4R == B (LA BE~PEELR
B EEE A
SRAVRUTREEES  ipm s - . B, N JURYT. B
oMD BREARSHE CHKB 248 SERLAR DFRE . s POEERaU Ry
Ri8
EEETEREGOAN
024—(FSHD)
FSHDT ERERBE DUX4 SR AEE ERRKAT. 7/ RECAREE, RE QTERERE  BHEMEE Coats Ly oo o KEMEEN
FSHD2 EEEKEY SMCHD1 AT DE), FEXFREEE W, OENSETRER, 7)., SHEE = >
HMEMS A R T —
(DM)
DM ERERBE DMPK LHR~AA ELBOMCEEAGRE  BRG BHARE CRBBE 1%  NRSHE. SN . .. o ©OEH. BR
DM2 Y CNBP YEB~FA 1) MMAEE. A%E. Hh 3 RBTE RE. Ik ERELS B 5 00BeE Bag T EER w4 sarcoplasmic
IA)—FLATAERE
A0 74—(EDMD)
EDMD1 XEBIREHE EMD
EDMD2 HREAREY LMNA
EDMD3 BEREASHE LMNA .
EDMD4 BREEEE  SNEL  AHR~MA EH vEgnE FEm TR BEH pa g
EDMD5 B KRBT SYNEZ » ete.
EDMD6 XEEAEHE FHL1
EDMD7 BEEKENE TMEM43

REEHEGOR A

R TE, SRGR]
Z4—(OPMD)

RREBHEN/ S PABPNT hE~ B WS EREE

K
<F
F

EE~BELSR BoRUZR




<EEESE>

modified Rankin Scale(mRS) . BE R &, Bk, BFROZNZNOFMAT—ILEZANT, WTFhhMN3LULE

DIFZEERRET Do

H A fRmodified Rankin Scale (mRS) #|FEE#EE

modified Rankin Scale
FoTKEEMRAZLY
FEMRIZHH>THHLMEREF T
HEOEDLEHIITAS
BEOEE:
REURDFBATATITRASDITTREVNS, BSOSO
EYDZEFTBILZLIZITAS
hEEDEE:
AN DNNELEET HH, HITEINBELIZITZS

PEEMEEDEE:
HITOFHRMHERICEININLETHD

SEITTRER
BREERS FCEBRALLITBVRETHD
BREERE S EBIRITH DA, FEURMASTOTLV A
FOFEBICHBREELIRETHD
RAEURTADITOTO B LFHICHIRLH M. BEERF
[FBILTLHIKETHD

BU 0N #EREEZR AL GE IS NTIELEET
PNEEST. BE. BELGAOHRE. MM LUEEITENE
EBBEELEWVKRETHD

BEST. BE. BELGAO#EE. MUBEICENBESLE

ET BN, FRANREDEELAVKRETHD

5 EEDOEE: BIZHEADNBELEET HRETHD,

BI-EY RERE, BICHEBLRTFYELELT S

6 L
B AR ZE R E &R

BE-XE N)

0. fEMEZL,

1. BFICOE5. BEBENETIELVVEEDERNH LN, tEF - BEEFITKELL,
BYHREOIXRC. BEHOEEDIXELELT D,
BE-REENAISHONNZET S,

FRMGEREOMRBEEREERE., POBIREELGE)ZVELT S,
EEMICEEOMNEEFERIEKEFLTLD,

o >~ o
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R (R)

0. fEMEZL,

1. MEEDETHEEDFMRIEHZIN. HeEF - BEEFITKELL,

2. FIREZD-OICEEDRYINGEDERNHS.

3. MRAERAEEEDIIFIZHS, HAVIBEALGEDBELEHETRUNNELS,
4. IBEDOWE|HHNEER TR R EEEFERANDE,

5 KBRSV EHGENTRSEMEEFEANDE,

f&ix (C)
SEENEHIR | SEAR BNP(pg/ml) LVEF

0 | FEKEL ®mL <20pg/ml

2 | NYHA I BMFETLHILE- EEMEASNMIGE. I EEED | 20-50pg/ml >55%
avy

3 | NYHA T EHFHFMEOEHEBFE T OEMEIGE . £ | 50-100pg/ml 40-55%
EHERETFER. IEEEIOvY. /AR
SREIREE

4 |NYHA IT | B OEHBFISLEME). TLEZE | >100pg/ml 20-40%
Jovy

5 | NYHA IV <20%

SEEIE . AR, BNP. LVEF O5SHR KD S#FxiEHAT 5

KW EEUE S OVFE /P OIS 12 31T 5 W B FIH

1. WAZWHICAWVDEEFER, AT LSS LT, A LICEEROBEN L WHEAICE, W
NORHOBLOZEHANTHZE LI R, (7272 L, SR ORI 2 R~ lRIERSE Ch - T, i
AREZR B DITIR D)

2. 1HIRBAATZIC I 2 IR FIC DWW CIE, MR EFEEO T CIHRBTThIl TV D IRIET,
BT 6 % H BTl b BBV IREEZ R+ 5 2 & &35,

3. e, FEROBEN FFROBEMEENEE T EU RICEEY LARWE TH D2, mEERER 2k
D EBRERFITONWTIL, EREEMROXISR LT 5,
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114 FEDR AT —M4SA =—fEIREE
O HW=E

1. BIE
PREOBEMREICLIIHRECAH M =)REEZIHEL. HOEMC A AT —E ) EHEHLL
BRMERETHLS, BRERCRREGRFINSEREIAN=— ERM/NFZF=—  FRIDLFY
FIIVEFb=—R LR EEIND, HEBEMD AT —(EXEFRICHRERZEZ R T EEEETIEH DL,
FEDRAAT—ESF P —EIRBEICIETEOHIELN,

2. FR
FERESIA M — (XA A F Y RIL(CLCNNDBIZFERIZELS, B EEGELDNLEURESD
HBIEEEDRYI—EmD DD, — A ERENTFIACZ—, TR D LFRILZA = —(TEBITEME
EET. BBRHEFN)DLFyRILa YT 12 YNSCNIADBIZFEEIZLD,

3. fER

NIRF-BEEH-EHEETCLEEDERBICAHAONIHDOIHILY (FHRE) NEEKTHS, Frigl
Eo=H LRSIV GRIEIF b =—) . BEANYY—THAZMNEHNIET D (NS h=—) &
NEEIND, FREIRBAEZHEICLIHLH, BEHMBRICRONSIEN S ERMEIA I =—1ET
(FFHERYRUIGESE A EICKYHEENER T VA — L7V TRENRLN DI EN B, HITE
£ 9 %/352F b=——(paradoxical myotonia)lXEXKME/NFZAC=—TRLND, HAEBEXESTEET D
CEMNBL ARENTGZIA I —TRH—BHEORELZE-TELLIELIETH S, HEKREENATIL
ARARR LD ELH AN, —ATETHRICHER-HHETEE-361LH 5. £-. O HLLDH
SEEIZKY B, BERAELGEDBEREREZEICENH D,

4. BEE
SEBREDH THD AFXVLFUBRERAERE., HWILN\IEEVLRERTANAELRE N HRELE
KEEMNT D,

5 %%

EETHE—RITTNTVDLDOD. HAHET. HERERT AN DLEALTHEET D, AR
BREDOHBEICIYFT/—ELHEDHFRFLOHILRBEEI-T21TEH 5,
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O EHOHEIILELEE

1. BEH
#71,000 A

2. HFEOWE
THBEHEFTMIVLFYRILHDIVIIE DA A U FrRILELFOEEICLDIENZLLER
BT, )

3. MRMEEAE
REEIL (RHEREDH TH D, )

4. REOES
HE ERISEERRT 5.)

5. FMEE
HY (ARYERDEZIEEHY)

6. EREENFE
Barthel Index ZFHL\T, 85 MU TERRET S,

O fEiE#HT
[&DHAMEHARRICET AR
MRRERE RILXF &R FRES
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<BMREZE>
HERAZERRET D,

ECARO T —ESA P —EIEREED A A
SRMIA=—, ERMENFZH =— D LERESAF=—Na FY¥RILZF =)EENEEND, &

RENGEF b =— W)V LERMESA = —(Na FrRILIA = )REFBAY Y LIEE A LR FEEA
—N—ZvTFTHERETHD, BRVEENTHOITHERGHBLREICDOVTIEARESEIZT 5,

R
D@BIZMmA. @H BN FOZERBHI- L TR BEEITV BT 5,
[FFHER

DRARZERD- L TR ZWZITLEWT 5,

D IHF=—%EHD 1)HDLE2)
1) ERERMIICS A P =—RR (FRERR) £RHD
(EL&4I)

ARBE DR URME 2 | ShiREBIEA A 5N B, (lid lag)
FIEZEUE - RICHBEENREOHONS, (BIEIFF=—)
PRANY—TRIEROELEENMKEHIEI RN D, (NITIHh=—)
BHESAP——DRE. BAPCEREELE LT IOBNEELLONL. BLHOIHIXVIRET
K[OEZIKVWBDETIESTETHS,
BYRLTOEEUNSEIA =)  BESTOEZRDEIIENH D $FITHRE/NSZIA=—)
BYRLTHETDHELH S, (warm up IRR)

2)HHERTIA M =——REZRDHD

@ FIEX10EBLUT,

® RAHICIEHNET -HEBERDEL,

@ EFEEAEEMEHIWVIILHEEBEOREEN DS,

® BEHENaFYRILDaYTIZYEHIWNE ClFrRILEEFICREEFENLGEEEZREDD, (1)

F AN
AEEMANAT—
ANy o)L ERR
T A9 RGE{&EEE(heuromyotonia)
FER B 2% (Pompe J&)

22



SELE

- BT ERMENATIAP=—EEHY 0 LEE R RE ST — /N —TvT T HERETHY . —BIEDRKE
REEETHIENHD,

- BIBRRKNSULRBFREKE) ZRBHEIENH D,

- AYDLEREIFR=—Na FrRILIARZ=)K, FEEITEUVIA F=—% 2T % myotonia permanens. fE
KD ZEET B myotonia fluctans L EIZHD SNBZENH S,

- —EICETHICEEOH NETERT IENHD,

- Short exercise test [X[REEEFH Na H Cl FrRILODHEEICHERESND, (GE2)

F1 ARBRENGER
BRHE Na FrrILa YT 1ZVEDBEEFDOEREICL ST &AVY LK R A EERRRE. 85

LR R R EREFHREDERBFCEDRERRELTD,

¥2 short exercise test
short exercise test [Z5EEEEF AR (5—12 F) RIT1 A IZh=>T 10 T EIZEEFHEHE S (CMAP)

0839 D, INEEITTIEEITT AN IBEE TIH D (repeated short exercise test) , 5[ cooling T TH
short exercise test WERRIEIRZMA S ETHREEEFDIEHHEENHIIEERELHRESINTILNS,
(BERHR A IS 2001; 29: 221-7. Ann Neurol 2006 60: 356-365, Ann Neurol 2011; 69: 328-40 75 &S E8)
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BT v IR DA R P

T A S
PEI A h=— = PERS =1].
JERHER AR oS TSN S R o st iy 0 o S
- h PMC DUz bR HyperPP | VU A% #R% HypoPP
Thomsen Becker PAM
b CACNA1S
JR R B+ CLCN1 SCN4A SONZA
B AD AR AD AD
FEIE AR ~10 5% #~20 5% 0~10 % B~10 % #H~10 5% 5~20 %
PR3 L + L HY »H0 »HY
i 7%
s il e =T B~ B | B~ B | s~
BRI | R | W eorsp | e g @%Egifif R~ e e i .y
h=— Rl 50 ) ) B0~ + D
[ — - WED. . B, . k(L. RO
DK " B LB P A B LB H#, A RL A
A F=—]< 0V zLl W L P ;
5 o RS- AR 0 (warm-up Hi%) (paramyotonia) :
- S 2L Toxv L poh AL e
Tl R | T W ~ 11125 n N 5
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<EEESE>

Barthel Index ZFLVT. 85 BLLTEx%RET B,

BEAAE RE
Bi. BEELGEDEET., BEMBRAICEREKZS 10
1 BE EONE (F=EZ X, BHTEY>THALLTESS) 5
b 1N 0
i Eh Bi.JL—F. 29rLAMDEBELET GETEIDED) 15
T T | BEOBSNBELEEREETS 10
2 BARYRA T
BAHZEIEARETHAMNIXIE 2N EN 5
nN#EH
2NBEIEFETEE 0
. B Gk, B2, mEE, OMITHIY) 5
3 EBAR
EONBIE TR AT RE 0
B (KIBRDIBEE. BIBKRZ ST . R—2TILEBLELZFEALTLDEBAIE 0
ZTOxELET)
4 H~LEME - -
OB REZZ D, KR BRIEKRICHBIZETS 5
2NBELIEFETEE 0
X B3I 5
5 A8
O NBIE XA RE 0
5mUEDHIT. HER (EHEF. STHRIEIBRODFERADEEEIREHT 15
6 B BmUEDNIST. SITHROEREZET 10
T
HITTREDIES . B FICT 45mBL L DIRVERTRE 5
LELst 0
Bi.FFYGEDFERDOEEIIEHAEL 10
7 BEERFER | MBFEIEREETS 5
THe 0
Bi. . 77—  EEDOEREED 10
8 EEZ OB, iZHEMLTERNAN, EOULFBESTITZAS 5
it 0
KELL., k. LEORYKRLETTAE 10
BEEaVk —
9 a1 CEIZKREDY. whm. LEORYRWVICHBZETIELEST 5
EEE LIS 0
LEGL, IRBOEYFREETEE 10
BERRaV bk
10 aL EEIZEREZHY  WRBOBMYFEWICNHBIZETIELED 5
NGIYUN 0
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”M%E&UE?F PO 5mi$ﬁ
l.f% %Wé%ffﬁxﬁﬁﬁﬁ (ZBIL T, Wi RICR B DRUEN WA IR, W

ﬂ®ﬁ@®%®%%WT%%Liimm(tﬁb\%%ﬁﬁ®ﬁﬁ%%?%%ﬁ%%?%of\%
RHHER B DIZIRD)

2. JBWEBLARIC BT D HIEE D HIC OV, EmUIREZNEHO T TIREMTOI TN LIRET
ﬁﬁ6ﬁﬂﬁfm%ﬁwﬁ EXEMAHW 52 & LT 5,

3. B, EROBEN LFROBEEE /DS T EU EICEY LW E Th 503, miaeER a2k
52 ENMBERFIZONTIL, EREIROMNGE LT 5,
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115 E=TEF A R RFE

1. WME
REEDERHORN -REFES-IEGHEET. MBEHIIVLEOREZHESITENS L, HEH
DIFEN) D LEIZKVIEA) D LB EERFREES D) D LS F A EEREICFEINS,

2. &R
BREBEAILSOLFYRILa Y TIZYMNCACNAIS) R BHRBFE F MY LFvRILa YT Ik
(SCNHADEEZFEENRELGD, AU MFREICTER(QTQUER) LEETHERES
Andersen-Tawil FEIEEETIEL. DI LF¥RILIKCNIZ, KCNIS)DBIGFEENERELD, TEMNRH
HHRWMiRH L EMDMICERERB L FIFETHEEILND,

3. fEK
RAREOBKE I 1BMISCHBEET. BELTROALEWVSZERMEHNETHOELmEFESE
THhb, REEELEANSEEICHEFETENGYIBLHS, BEE T - FRHEOKEFHEY RSN
T REECEREBES GV, 8HU I LEIKEN) D AEIVEELEGSKELEND, —A. EFE
[FIEAD LENBEFHSATHADICKHL. §AUDLEIF/NREHER D, REOFHKEFLLT.EA
) LETEERKIEVE. EBRORHLLE . BH) I LETHNIEES . EBRORTHLEELNHD,
R4 T EL TR RIS EZIR QTUER) LB FMEE6T S Andersen-Tawil fEIREE
h&Hb,
EBHDLETEHARAERREBRERNICHIVEEREEZMICLIELIETRD S, RIEMREAICIEH
HETZEREOHLBNIENZ D, EITEA) D LEIZEWNTETE - FREOH HETZ R HINEFE
EXD

4. Ak

RAERITES RERESHHOMERZE. AIRAOKEFHARICH ToNEA ., THLEHRERL
/BoniELEELIELIETH S,

FREREROAMIABRELTIE BHYDLETIEHI D LOROSHDDNITREBRIZENFILELD,
EEOHERETEIRSICEEDLLT . D IVLED LENRERBEREGEHENRLNGENIEN
ZU0, BHAVY LM TEMEEEETHEHRLEVNIENZVA, BN LICKEFER. MELEITER
TEILENHD,

FEDOFHELTED D LS LVEH D LAEORAIZT 22 FIRNENLEHINH D, #IE
DOBEGLH D, TOMICAEN) D LETEIREEDH) Y LEF ., D) LRFEFIRE. §hUD
LHETIEIA Y LBREFIREGELRAL OGNS,
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5.

Fi&
INRRAD S ERAETRHREREZRYRT N, MIZHALRREABOEN S EITHE - FHRIEDH
HETFTERIEGNDLENST HY . BEHI I LEDR 1/4 IZBHONLEEND,

O EHOHEICHELEIE

1.

BEY

%9 1,000 A

FROME
FHREBHEALDDLHDHWNI TR I LFYRIVELEFEREICESIEN VA RFEIETTE, )
RWEBERTE

RHEEL HEREDH THD. )

RHYPDHEE

DLE PPN RBICHIYREZEZRVIRL, —BILETEDOHNETETRT )

HY (ARIHERDZEEESHY)

BEEENE

FRMEf NE T IZ DL TIE Barthel Index # ALV T, 85 MUV T ERRET B, IR IEH DB TEZ RS
FEFIIARMERDOHRBEREEEEICSVTHFEULZB-TERICHRET S,

O fA#EHT
[F DA HERICET HRAETHRIL
HRARE RLXFE HR FKES
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<BMEE>
1) F=(%2) DFERH. (ZIXHERGIEARRET S,
1) iEARIEIE DY) 7 Lo B A 14 pa ik

w41
DOJNMZ@®HANEDEED . RN ZERNTEDZE, (DDIERF—EHLME-SHNGE. DB
#EHBHZE,)

EJER S
DARDZEED . BN Wz NTES L, (DNIEEZ—HMLMNESLEWNGEE, OFRHHE,)

@ UTOIRTORFEERORE(FHHET) RIEEET 5.
BHEILER,
RAERMEN) D LRENERTEEEZTT
IR A7 - BT B [ X IRS NN,
RSB S 1 BRRE,
REFREANLREBITHIRT 5EN SN,
HLOLVEBHERORR. BRKIEVMEHAIVIAC A FERELG-RELHD,

@ RAEIFSEND 20 .

@ REMREAIZIE. HAETO CK ERZEBHELY,

@ HPHERTIA=——REZRHELY,

® FHAEBIRHAIZ Prolonged exercise test GEENERER) TIRIEDHHIREEEHH, GE1)
(FREREBOBRKRNERNTETLVRENESIZITER,)

® BEEAMEMHETCORKEENHD.

@ BHEBHE CaHDLENa FrRIL @ $TA=VrDBEFICAEEFENLGLERERDD, (E2)

BROVEEMT  “RMEEHDUD LMEEAMEEREORRE LGS T LR EDE A NA,

BRR R A% BE TUEESE

TILa—ILZER

K S MEQFIRE Hy™ (HE) ORRA
B 7 )LRRT OV . Bartter fE1REE, BEREHT S F—S 2
181 T - IRt

SEEE

ZHIEBHEICENERPBNEA S BEENRESINDIENAH D,
FEEMNSOEEHRICIZITLAMBFA I LEN—BFNIZSEE RS ENH S,

2H) 0 LR EEREICLERFEREOERETE HHLREL.

HEBRBAIZIEH HIE TEROENA—EIETHICBREDH ABETERT I ENH D,
ERIEEZHOTI=OIZWHETIEARLAY, ZBH3. tubular aggregate ZERHDHENH S,

B EAATELTEAY D L E A OB IR AR, B8 ERE & 619 D Andersen-Tawil FE{REEHY
H5, [REEEFIE. AREERD)ILFYoRIL)

YV VVVY

3¥1 Prolonged exercise test [ZDULVT

BRI RRE R AE D FER H KA UMEBITIL., Prolonged exercise test ICKAMENDBENERATHS. R
FEBRR (15—45 BIEIC3— 4R DEVMARZANGHA L, 2— 50RO ER) RICEAIE1 2708, €
DL 5 538IZ, 30—45 73124 7=>T CMAP ZiLHk T 5. —fRIZ 40% LA E D CMAP 1RIE- BIEDIE THH S
BEREBLHEINSGDS ABENMERHSNTEYEIREZET S, (BRKRMZEAEIES 2001; 29: 221-7, Ann
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Neurol 2004; 56: 650-661 % & S ER)

T2 AREBRHENGEER
BIRHHE Na Frr)L o YTAZVMDBEGEFOEEIZLTIE, BHY Y LEE IS RED A5
=N LR R RE. EXEHEDERBETEDRRAELLS.

2)BIREENY I L (ENY Y L) 146 FE 5 4 o s

M=
DARIZMZO®HANIDEZED . RN ZWHERN TEEE, (DDIEEEHZ—ELME-SHEWNGE . OF
BHBIE,)

EJE3iES
DRR@ZERY . BN BHZERNTES, (DORBEZ—EMLMNBSLMEE . OERHHIE.)

O UTOTRTOEEEREODHE (B HET)REEET D,
BEilLER
REBMEA I LEEASESHDWIIEEETT,
FOR: 5 - B T A7 (AR S NAELY,
FEEEBGRIIE 10 HHOHEREEE
ER.BYEESHIDLBDER. ZEHDNERE (FE) NFERELG-RELDH D,
RIEIFX 15 HET,
HEBRHAICITEEHNETZROLELY,
SHh=—%RBHB 1)HAHLNE2)
ERRMICSA P =—RR (FRERR)ZRH5
(B K1)
ARBS DR UE R | AR BN A 51D, (lid lag)
FIEEAE - RICHIBEENZEOON S, (BIEIF =)
ZRRANI—TEHEEROFLREFNMEHIIENROND, (NITSAH~=—)
BHE. A =——DEEE. BULFHOIHIEYVEETR IOZTIHKWEDEH D,
ff-%Ui&L’GO)i%%(/ﬁ%E?J’F:—)si TOERERDHDIZENHD,
)M BER TIAM——REFED
® FHAEMRHEAIZ Prolonged exercise test(E@J{\Z%ﬁ)T?Jﬁﬂlmd)@ﬁ/mﬁ%’é; 5, GE1)
(FREFEEEOBERMBEATETUOEIMESIZIZER,)
® BEEAMEHECOREKEENHD.
@ BHEHE NaFrRILD o HYTA-VrOBEFICTREERENLTEEEFTEDS, (F2)

@@@

IROVBIT MBS A RR ERAEORE (KR ORIRE, 7OV, BRERE) BLU
HOSAN=—% 2T HHEE, FHREMSZAOT—PERESSF=—1E,)

SEEE

> HRMNTEFHR=—  HI)DLERESAF=——Na FyRILZACZ)EERDNT—N\N—59vT T 5% E
THD. TNETNDEHE-ERGE T DVWTIEIED AT — 4 SA P —EF DA EESIE,
REBICHBRZHOICLLH D,
FHEMSOEIERIZIFOLAMBH) D LEN—BFHIIEEZRT ZELAH D,
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DIEEET-TF, £z, Th2 [ERBMIFEEBREEMSL - 1BESE 5, RIEMEBTEBELIZ Th MRIEKE
HRE~NRAL., EHIKELLS, EROBEBWRPTIE IL-9 & CCLI1(eotaxin)DIEMA RSN B,
CCOL11 [X37EEk £ D CCR3 &1 CCR5 LiEE LR ER FEL TEE. IL-9 (X Th2 AD Th9 ~D 53
LEFEETHLEEZONTLVD,

3. fEK
ThE—HEHHERIL. BRELGDITIE—HERBOBBRICRETIERINH D, REKIX L. E
At BEEFNENIEIT, BALZBEIE. HEDTEILHIREICBEDORBE-E D, NRERILT
TR RVBOREEBRECALABPOREREHHK T, EEBETLOEICRONINBETHLIEN S,
FERSIE8EITEL. BIREEEHIFTLH D,

4. Ak
HHALIZKETFE—EHAXEE 26 FIOABENREDORETTIL. ATAMRCSABRDNH. HLLULRES
A7 ETEEWR)DHTIEENREN 72%, 60%D BE CHRKERDRKEN RSN T, —HMIEKX R
PEIFEMTHLOE D EETHRREKRDOBEN RSN thDEBELBELARICHEMTH -, £2H
2ERETIF6EIT CSABMITHEONTEY, PE (X 25% THRITINIZBEL M >T=H, TD5H8ET
BN THo1=, PEEARKREDABBELTELE— MBI TIEELAY, CSAEICRELAEVESIIZIE PE 25518
MICHEITI RETH S,

5. ¥
AEBOEZELERABEEOHEBEZRL. BRBMNRGLIFELREESTETMEREEDSS)R
a7(10 EXFEEHET 10 RAREEINELGY ., P THREMKEEEEE IRV EDOHEBZRT . COKSIC
AEBEHTETHEOERERRECHBETHERBICRAMELOONS, KEED TR, £2ALLTH
BHERIEND 6.6 FF£1£D EDSS ROAT7 TEY 23 REEEDEZTTHAHN. 71 FULREHICERBHEL-E
EDH4EIMNEDSS RAF CTEEERED 45 UL TH-ETHHMENH D,

34



O EHOHEITHELES
1. BEH
#91,000 A
2. FmEOHE
FHR(TZUILF—EEREBERBROBF LD RN HHH FEMILTER)
3. MRMEERAE
REES (RTOARBE. RES/OJYUEE IREIBGEENHALGNTIND, )
4. REOEE
HE(BREBYBRTEGMNZL,)
HY (ARIHERDZMEEHY)
6. EREENLE
Z R ILE TIL—RMICAL LN S Kurtzke DR EREEE (EDSS) R — L EEE S FEICHLT,
45 LI EE®ERET B, (Kurtzke Expanded Disability Status Scale (EDSS))

(EEREFRERER - HRAERERERICEIKTIE—HEHADOFRZMEEERLZDOERNS TOR
FRIG A
HRERARE AMKE %ig SR B—

35



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

et EEE: UTEIRTHT

(1) RERFBAOEHEL (TEROBRNTREEELRIASNTINDIL)
(2) flRYFEM 1eE BiE

(3) Barkhof M MS Mfix MRI E#EZ - &7300

REBEAE
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TAY VI REEBFO R EGHERSKREESHREOBFREMICLDILDOTHY. MK, FEFICRE
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HEBRERIET(E : Barthel Index 85 MUITZXMRET S,

O BT
lNsaacs FEIREEDZWT. BFH IVIREARBRICEET 52T
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TAY VI RIEERE DD M ELE

AFTEER-FIR

. EERRFF ORI DM - EF D FHMEH TONA T LHEE (WBE)
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EERRIZHASMTELY,
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DIV N—FX UV VERE. RNERE . UEMERSICHEIBRME RN T RE BAEREICHS
ERMOR=T T, ERERNAEETH D,

DR T LMD FREEZEELDERNEL T, R, SHIYO—XR FuI. 77— BERE. /NURL
T R/ISRL SDRAXROTHETOND,

(2)CRP=TZERYEGHERETHA_EEHEEL, TRDIO—Fr— S E(CBMEED D,

(3)DYT V) —REJREENBIA V) — XD B REBEDERNESLET, RI1IRUR2RUVERFREOZ s
HIZEDE, WThOREIDNEESN-LDERNRET D,
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A 4

fhnfiE LIRS, KHTEEERNSH

!

DYTIYRR=TF
DYT2Y Rb=7
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DYT6 RL=7

!
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M 2 et
SRR =7 OH O IEHY
v 3 —> =AU —XX v
L5 BTt/ DYT8Z A =7 (PNKD1)
N EE DYTIISARZT DYT9 R =7 (CSE)

DYTI5VRR=T

DYT102 AR=7(EKD1)

DYT3VRLZ=7F
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DYT20<: 2 b= 7(PNKD2)
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Park9, 14, SAR=7 - IN—F2Y=X LA

v

NBIAS!)—XA

98



£1 @BEMECA =7 DYT > VU—X)

AR IR A FEE R I sk o
N DYT1 - : X MDA F=7 . HSERICE & F o
DYT1 VA h=7 AD TOR1A 9q34 torsinA NI 20 5% % Hidek
DYT2 U= h=7 | AR - - - MR | aEHYR =7 ~ “D{‘;/@
DYT3 V% k=7 A EHWHTA =7 VA =T EHN 74V BV
XDP, lubag XR TAF1 Xq13.1 TAF1 A 35 % | EH. LW =% Y =X AT EZiS
o B B o e . ‘ F—A K5
DYT4 Y% k=7 | AD DYT4 13-375% | MEEAY R b =7, RN TARYM > 1ER
DYT5 YA h=7 14¢22.1- A WATHE, AN, MRS &5 86E, . .
135 AD GCH1 999 GCH1 N LR RS AA - ZHik
o DYT6 ] 5-35 % | HSAMIA h=7, BYR =7, | KEA/FA
DYT6 A F=7" | AD | pyypy | 842122 | THAPL | o0 | s ogppgic. b - HOK
SR h= _ 28-70 7% MRS T e . WEET JETEER KA > -
DYT7 A h=7 | AD DYT7 18p TH 43 25 JRPTES 2 =7 SEES, WEEE, LR K
DYT8 VA h=7 PNKD1 ] e IEIBERMETAEME D 2 F =7, B ;
PNKD1 AD MR-1 2433-35 MR1 R EH., 77 b= X 2
DYT9 P A h=7F B i IEBFBRIERIENE D A b =T, JE% KA YD
CSE AD | CSE Ip 25| fews ot 155
by =~ =T D | ERDI 1‘2’&?' - IR | EB RIS 2 b =7 HA - ZHI%
DYT11 YA b=7 pyag | EHERPEY A h=7 347 v—
MDS AD SGCE 7921 SGCE L SRR L{&N
DYT12 VX b =7 e | BMERRETERR OB OE YA h=T &
RDP AD ATPIA3 19q13 ATP 1A3 14-455% | o Ty = XA ek
o1 1p36.13- B 5-40 X | Sovn e S o 1 — AZVTD
DYT13 Y% +=7 | AD DYTi13 36,92 ) 16 2% SHER/SHE L o5 EitE Y A =T | 5%
DYT14 ¥ % b =7 (DYT5 (Z[7] U720 CTHIER) 7\1;?;
o . _ - HFED
DYT15 YA =7 | AD DYT15 18p11 - INRIFH | YA =T EIA T —X R |57
DYTI1 6 2-18 i%
DYT16 YA =7 | AR 2q31.3 PRKRA 12KER | VA =T o X—=F V=X A A%
PRKRA %
a1 20p11.2 B Y N LR D
DYT17 VA k=7 | AR DYT17 9-q13.12 1925 SRR Doy HilE, LRI R 1%
DYT18 A h=7 1p35- N RREHEER) TR S A RBIEMEY R b "
PED AD SLC2A1 313 GLUT1 ANRR — . W7 h—x €S
DYT19 P& h=7 16p13- -~ i EEERVEFRVEME TY R b =7 DB A2 FD
EKD 2 AD EKDZ q22.1 713 TEE) 1 5%
DYT20 VA k=7 _ AN/GE R FEEIBRERIEME DA F=T RFE HFED
PNKD2 AD | PNKDZ | 2431 50 st | 1o 15 %

ATP1A3 : Na+/K+-transporting ATPase alpha-3 chain

CSE : Paroxysmal choreoathetosis and episodic ataxia and spasticity

EKD : Episodic kinesigenic dyskinesia

GCH1 : GTP cyclohydrolase 1

GLUT1 : Glucose transporter 1

MR-1: Myofibrilogenesis regulator 1

PED : Paroxysmal execise-induced dyskinesia

PNKD : Paroxysmal nonkinesigenic dyskinesia

PRKRA : Protein kinase, interferon-inducible double-stranded RNA-dependent activator
RDP : Rapid-onset dystonia parkinsonism

SGCE : e-sarcoglycan

TAF1: TAF1 (TATA box-binding protein —associated factor 1) RNA polymerase II
THAP1 : thanatos-associated protein (THAP) domain containing , apoptosis associated protein 1
XDP : X-linked dystonia-parkinsonism
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) REBRANDEILE
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. IREkEFE
). TALA

NBAIA: Neurodegeneration brain iron accumulation, PKAN: pantothenate kinase associated neurodegeneration,

PANK2: pantothenate kinase 2, PLA2G6: Phosphlipase A2 group 6, INAD: infantile neuroaxonal dystrophy, FTL: ferritine

light chain

CP: ceruloplasmin, FAHN: fatty asid hydroxylase associated neurodegeneration
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ZW] 26 Bk TICRIEDRHMEY A =7 Tlx DYT1 @ln FEREZFTRDL & Th 5, FEMAH|E
2\,

[E(E T2 R] DYTI Bin TERIZES =7 VoD GAG3HEDRETH D, BERN 0% THD
EATH LT RN T U R R BB NHE SN TND, 216 BEDT 2 JBRIZT AT XU TH DM,
ZHBRINET VLT AF VU E D> TV D EIERIEREE TR D Z ERboroTz, £l2, R—7V
M, ZL T, FA—_TFRHRIZINVZ I VBREE 216 BT ANT XUV BOMENRHDHZ LIZX -
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CTDYTINEE UIREZE UL ERBRENTZ, ZNHDZ LT, BIBERDN 60%FLHE F TOWRAD I
HEhb,

DYT5 PR =7 /WK FRRSHET A v =7

ZWriEEt
D) B B AAEE GBa R 14922.1-22.2, EisT GCHI EixfrEY GCHI)
i) FESEAEED © 10 LA TICZ W,
i) ARRETR . TR A h=TIC X 0 B TEEL & 727, R, NXRENRZ ., BREERH Y, B
O TFTT TERD (L L, BEIRIC K > TSET 2, [EfE, BERFHRESH 5, LA RNk
ICdET 5,
iv) EERMAAT A - BT IR E TR0,
BER P ARE A=Y VEEOIKT,
v) SERIZW D LR RS A h =T
RS A FRIE N —F v Y = AL &

Vi) FeEZW : BNEB 2D TR A h=7 TL AR K2 X <t L. GTP cyclohydrolase 1 (GCH1)
TEPEDIRT 2y GCH1 OEENHHND Z LT X D,

BEEE  AEARE T, KB (4 0 1 £2EFFRLIE) ISRIET D, RARIER G H 5, i
EEBICENEBOREIIRD TS, BRTEATT ) . 24T T U O FiE DYT5 %3 < R
%, GCH-1 DZEROHEIHITORCHETH 5,

[ZEREOME] GCH1 OIEMHE NICESE, LA RNICELSKIST D2 HNE#HZED TRUA =7
Th D, 1971 FEITW 61 FEW 72 BNE# &2 29 2 BB T MM SRR B & U TlE LT,
5] TS EOZEFHRA TIE 100~200 ADFEFIHEE ST 5,

[REIRIEIR - AEFTR] THREMOZREA XA F =7 (TROREH D WITHRRRE) DNEER T, 37
NP IEHERT A L R AL, BIRMORZ R0, K DIRii Y 2 F =7 13780, FHR ANEE %
2L, B HEHT TERBENA L, BIRICK > TSET D, Fline & HICHNEHOREIX
W35, 10 FLABEIC 7 5 & EEWHER (8 -10Hz 3%\ BT 5, BE DTN Z 70 5,
TREBERCSHITTHE L, FRICRE 7 v — X AR MBLT 5, FEBITIER Th D, MAFT RICEEITRD 2
W, FOEWEMED A =778 EEMER & kT HI B D,

(1B PRI F— N L B L L R—=23atEY 2 v =7 (Dopa responsive dystonia; DRD)
D—>Thbd, WAV ETKE L, 2RI D72, BNEBIRZEHO L X R—/7 T =X |
EHWD, FIRCEEDORA 7 =0 AROWDEH LD LD, MRFEILRWEZZ LN TND,

[BI5 T4 -] L-erythrotetrahydrobiopterin (BH4) (35 1 v L /KE{LESSE OHiEE T, Z DEREE
#¥ GCH1 Tho, 14q22.1-q22.2.12H %5, —MSICL > THIDHICE T 2IEHET & BisT
BRBENZENTZ, ZRIZTGCH1L OARIZhIc-o TR LMD, AR LIEROBIE T RS S
AN
CEORE (o RARIGHEY A F=7)] GCH1 USAA D EA 77 U ACGHERSE, T 1 > L KIR{bREsE
(TH) OER LIPS/ > 72, TH BRI GRS MHEOW) 95 T Q381K12 DU T L205P18 D7k
FLEEL L TRWES T, ARHEBE CAMEIES) & fhsRil 23D &L AR RAIZISRIS L2, ~
THHEHAERLALND, BA T T U GBS O 6-pyruvoyl-tetrahydropterin synthase (6-PTS).,
sepiapterin reductase, carbinolamine-4a-dehydratase!, dihydropteridine reductase MOZ% ¥ ¢,
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HINTWD, ANRIETHE 7 ==LV 7 7 =V IEEZEPWEIER Th 5,

DYT6 R =7

ZWEE
) e EYaRENE  GEfs 7 8921-22. TEin T THAPI, Y&in¥7PE¥ THAP1)
i) FIEFE © 5-38 7%, ¥ 16 %
1) ARRRAT AL ¢ EERRIE & BRSHIE S T O Th B,
30% T g MEICHERT 5,
ADL #PHET D DOIFHESEO VA =T LRFREECTH 5,
iv)  HERIRZE ﬂﬁ@ﬁ PEaZ R TR h=7, B DYTL 265 ETHSHERD 5,
V)  FEEZW . RUEAREELECUEDO YA =T TRIEE L. THAPLIZERARR NS,
BEHIA  [RFMETHIE L THOREICMUBICIEN D Z &N\, RARIE CIXREMED £ £kiE4 5
LD, KED A F A F(Amish-Mennonite)® 2 %% M. C) THEIN., FDO% 1% % (R)
IBMES T, i2FEHRIL 35 % E TIZ 60%.

PEEBOMEE ; HFHEHIIEORRMEIRIR Y A =7 T, E#EHELEX%E L5, 2009 42 THAPI &5 1

RN STz, BERIL 35 E TIZ60% Th D,

FIEEALIL, PR E BT, 2R O EIERE (MEER, &, i) SEHTH D, TEFEAEZ 1 FO
Fro 2HITIHBEMET A b=T710& EF 0 | 8FINSHEIME, 12 FIDEH S D WIXZEMETTRICE &
5o TR S DITPHTHLBBEMBIEONLTER2 DI 26 TH 5, EERES 19 i, BHEEX
YT D, ADL ZPHET 2 OIXEEHO P A =T L ZHUTEE S RAERNETH 5,

DYT1 k@éﬁé%'J;tDYTmi‘Tﬁjm%%fﬁ‘é EMZDIZLEE LT, SASHEIENORIET H Z &N %
Wb, HEEBREENSZN L ThDH, DYT13 131 p lOE#EIT 528, RIEFERE, SERO0MmE iz k<
TW5 2,

DYT8 VX h=7 ., Z{EMIEERFERMET AT T 1 : PNKD1

P Wra gt
i) BEEX EYOREEEE (85T 2933-35, s T MR-1, &7 EHMR-1)
1) FEIEFHD - /NIEH
ii1) FREAT AL IEEB BRI ORIEEDO A h =7, #HT 7 b—2 2 %R T, o ETRICELS Z
EBZVR, WO Z LB ERBRCHEmEE G b d D, By~ HEROREL 1 A
el ~%r A1 1 RIFEEA U5,
Tha—)b - 7 oA ABR, BRI, R ENFERICR D,
iv)  ERARMRAERTA - MEE (CT. MRI) SOHME % & CTRAE TR E 2 & 13720,
v) BERIZM MO A R =T s DA RYT (F2)
vi) FEEDZW : IEEBFFRIEOBIEMEDO VX h=7 | BEGESR), 77 b= ARA LI, MR- 1 &7
EENFED NS,
SERIE ; FAERHCIT O ASREREE 2 b7, BIEMBINC TR 2 RS 238D 720,

BBORME ; LRI E DFMET, RIRBIEL/NSRIMEND Y | HEITRE & S, MRS 0O o
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fHTEEDO%, MFOFFH ERLFIENEZ 5, BICHIENDBTEENR Y, GHEERE &7,
BN TEIEDLDOR/NINVEIET, ZNNEVEVWLONRKEWEIETH DD, %BE CTILIREK i3
E&fES, BREE, YRIFICE, EFEREI DRV, Thra—LoER, a—t—--BXK--ahz
— 1L . (BED) ERRFELI LD, 1 HIZ2EIO/NERFIEL 1RIORERBIEL X9 2
EMZ, HEIRIC X AR R S vz, FBIEFAM TRITITEL e,

B 72% ; MR-1 (myofibrillogenesis regulator 1) D%

#£3 FIEETCAZFRIT OB

%
FrigERE e fEM: o “ itk MR

PKD \ ; LI LIE

et Emm s | S T | s% | mTikmE | hase e

ozrxxv7 |7 - - I FREZ &

%P\'él\}}é% I ¥E B 57V F PNKD1=DYTS8 S5V IE

Stk ok x| Z<1E30%— 31 | PNKD2=DYT20 | ° 5% LB /75 o | 7 B < 2

> T CSE=DYT9 B L

PED

RAERESSIER % | 4 o a0, |PED=DYT1S | 2 | BAMERY |7 hog

Hrzxxxer |7 7

EKD : Episodic kinesigenic dyskinesia
CSE : Paroxysmal choreoathetosis and episodic ataxia and spasticity

DYT9 V& h=7 . FEMERT T b— R « RIEXFRE . CSE

L REED

) BRI GBS T 1p)

i) FIEMFE 0 2-15 5%

i) PR  IEEBFERIEORIEMED P A =7 2RI AT 5, BIERHCERSCHE T RS, RSP
TROBEREZME D, SREMED 2 bH D, BT 20 M T2/~ 2/FREAL D, BB
TR 2 B OF %,

iv) ZOMOER MR T2 &80T 258655,

v) BT R I R R R REA ARG STV 5, BERAR THIR S LD,

fEifg (CT, MRID) (ZHFCT & 2 & TR0,

vi) EERIZWT  MORIER T X L =7 (RSH)

vil) FeEZW © FFEBFRMEORIEMEDO VA =T RA b, MBI BB A1 5 .
SEE  ER), T a—EIR BRIK, R ERFERICR D,

DYT10 YR h=7, RERIEHEBSHFHEMED R X277 1 EKD1
L REED
) BRI EE GBIsTFE 16p11-q21)

i) FAEFEE -
1i1) PR L - AR M ESEEN o TRIEMEDO P A h =T 24U, 45, 10-30 W To o0&z 7

64




WREELZ 1 BICEHREI~BRIC T RS, THLARVWEEER THE ST RICER L5
K272 %, AARTITEEBFRLE - TOBETERA LN E b2,
iv)  ZOMOIER - M ORHEREIZIEBITA STV R,
v) ERARMRARTA - BMEER (CT. MRI) <MK 2 & D TRE D20,
vi) EEBIZEr : ORIEET A F =T,
vil) HEEZW ; S EEEEIC Lo TRIEED A =7 24U, &7 5,
BERE ; BEE RO ETFRICAETD ZERZVR, WO &L RBRCER 252 bbb,
FAERFIC T WA EMRIEE 2 D720, FEERBINITRA] & U Tt sery 2 E 258
QAN

YRR OME ; BIEMERSE R 2 VA7 7 h— 1 & (Paroxysmal kinesigenic choreoathetosis: PKC)
R0 R Uk Z 2 R O AR IER) Th 5, FLEUREN W DD DAFRTRETN D, KR EEE)
FHRMET AX 2T (Episodic kinesigenic dyskinesia : EKD). EMFEEMEFLEES (benign familial
infantile convulsion : BFIC), FLUdj&#t - {EEa 1477 h—3 2 (infantile convulsion and
paroxysmal choreoathetosis : ICCA) 3% ¥V . EKD1, BFIC2, ICCA D& J#lE 16 FYADE
a2 7RIS O RSLEE FIRBDATREMEDR & 5,

B R EER) O B AR DO BE D ST U D ARREEER) THIEIL 10 FOFRE LAV, YEHIES) I K o T
DARET, EmbEEIT RV, TRITIEE Y BT UK, BRI RS, BEEORTIIE H > T, FEIEIXIE
FERB 2V HEIT, HEEEe< B, BEMBIICITIE ER RS I, BAROEFIIARZEEM
TIFAEDI 0N,

DYT11 PR h=7, IF7u0—X R« PR h=TJEERE : MDS

P Wriast
i) B EY R ENE (BT 7921, #&15 T SGCE, #&fx 1% SGCE)
1) FEIAEAHD N S F A
) MR IA 70 —X AL VA N=T B ERET L, BIETIIAREEI A7 n—X XD,
F 7 —X AT, ERICZ D, VA M=TE REBVA F=T HRVA M=, BRERETH D,
T a— )L TCHET S,
v) EOMMOIER  FEHBIIRE AL 2 ERZ0,
v)  EERRRATET AL MR AT - B,
vi) EERIRZE  MOBMEBLEERT VA =T,
vil) FEEZW : SA 7 —X X« DA N=T HDHWVIIARREE I 7 0 —X ZADIEHIT, 4 Fma -
Naz ) J (SGOE)EIG T OERZ RHTZ LItk b,

BERI TN A— VUG A7 B — X RIARIEE RET D, RERREMETHEMEIHIEN L,
ATvar s ay i OERBA, ERERIIZEET, REITOSCHEETH S,

PEROME ; I A7 —X R « VA =T PEMEEEEER L U THENL L72D1E 1988 420 Quinn NP

blzk s,

FRRIERIZI A7 0 =X R L VA =T REEIERTH D, BIETIIABEI A 7 n—X AL D, 2

F 7 v —XANFIER CTENEZHET 5, B RSiHIcE <, REET NV a— L TEET 5, FRER
WCACEMECHT D 2, DA M=STIHAFREICE CZVSERVA =T (EHERSH) ., EEY A F=
7 OGEEE) L s, HARIITIZ 20 s E TICRIET D, L XV A M=THM, —@MEYA =T L2725
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bbb, FMREEZSZEOCD, =y 7B ERE), TLa—URkFERDFERbH D, TADAL
fisaile B GRVEME, FERRIEME) oG B H Y . TAMAIE DYTLL 2B ET AT 5208 Shiz,

RIFETIILAR RS, 7 a8 3A, N afiieef/sh, 7Tha—mdENThoTz, TV
= )VROSHEIZIZ U N U Ry BV IIBREL T 52 b H 5,

AR Y BB IR, RERdE, X-B T CTOBE T ORETHRIEMENFV, maternal
imprinting & &5, SGCE Ba TR RXBHFKDOALDEONFHEBT5H Z Lid, ZUH~ T 2D SGCE &
G THWEZEI T,

B TERITA Ty - Hras Ui (SGCE)D /) v AR INRKRIZED T L—LT 7 b,
A UABERIC L OBIERRTIOE BN -6 I, TR, ~T rIZALND, YRR
£ % SGCE &KK& (~7n) v#EIhi, 7o, fbf=7 VU RABH LR Y E&A PCR 23
BELENTWD, RIS A7 0 —X A« VA =7 T SGCE £ ED RLH SN 5541 20%I129 &
720N,

DYTI2 VX b=7 ., AMREIA F=7 « X—F V=X : RDP

ZWEE

D) B EYRENE GBs 7 19913, &{s 1 ATPIAS, EisfPEY) ATP1A3)

i) RIEFHR © 14-45 5%

i) MR - AMEICRIET D, 2-3 0B 1 4 H TIERIZZER LUZRIZE A EH#IT L2V, YA h=
T o—F VR ERT, YA NS TG OB, o8 — 2 Y VR S RS
EERT,

v) EOMMOIER  FEHBIIRE 2D 2 ERZ0,

v) EEARFRATATA - FRICEE 20

vi) SERIZW  BMERIEY A h=T « R—% V= XA E LTERNT S,

Vi) FEEZH  AMERIE CIREEIEEO VA F =T« RX—% VY =X L ER L, ATPIA3 I ZER %58

Do
BEFEIE ; VA M=TI3HEE A< DYT 1, DYT5 & DAL ZR"d, /=% Y UERE L

THREITHRE STy, HROKREEELECTH IR ERRETH D, FRBIEITLT LHRE2R

AR

PHROME  BHELO YA F=T « =% 0 Y VIEGEREE R L, R A REREE & 5,
Brashear &3 36 5l D ATP1A3 5D R LV DIERI &M LT 2, 9FRTTRHOER N H Y 4 FRI1T
F—ZRTHD, BFEALTIIFIER L 14 T, T613M Tlid denovo BEE R 5., T o XA FfighrH»
SIXAWIZEEMN 2 & STz, BIEFEENT 8 kA D 55 ik T 10 1% 20 fRI2Z V), I 2 2 5%, 27 %
JERNZIZFEROBN A N=T 2 /R5Z bbb, FBIEILFIZAWMT, 2— 340056 30 HTHEML,
WIREY 728 D5 UVITDLERII R A B L ADBICE Z 5 Z &%, Z<ITEITHEIES LW, 2[EA
WEARRT 52 L bbb, EIERITRFEN OGRS L/NFICR Y, BETREEZMES, YA =71
M, o CER > B> TIROARN S 5, S—F Y SERITEE) & ZERFEETH L, Hi
IN=F 2 RFRITITIRUS L2, 9 DIRRE, MG RFVERIMAE, TADAFRIEL AL D,

DYT18 VX b =7, HIEMFIEFRMET AXFRXTT : PED
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ZWrtat

) B EYaRENE GBs 7 1p35-p31.3, Eis¥ SLC2A1. &{s¥ Y GLUTL)

1) FEIEFHD  /NIEH

) MERET R EENEE . FRRRV 2 EE), RO TOR CARBEEI NS Z 5, YA N=T, aLd T
T h—=V A NYRXL72EHRELD, 5505 30 00%EEZ 1 BIZ1E~1 HIZ 1T,

iv) ZOMOIER : TADARIEZEED b DREZ,

v) ERRMRAEFTA : MR [ CERMEMIEROHFREMOREFT R, FDG-PET CREEHFKOIY
IATHMET,

vi) SRR : FAEME T AX® R U T L LTERT S, DYT8-10, 18-20 DEs T ENHE L T\ 5,

vii) FEE W - EEEE B RIED VAR 2P T T SLC2AL ITA~T HDERNRA LN,
SEHE  FRER L U CUTEBHE 0F0, R0EFE, ZE. A MLARERHDH, GLUT1 KZJE

BEREIE RSB F BT PED &R U< SLC2AI O~F a 28RN 5 0 . FLIRFIEDRIEIAE L R pi S

FERM A ST EERTH D,

PREROME ; EEHE CHERINDIVAFIRYT T, VAFXUTRIEORE IR ENRPKDEPNK
DOHFMTHD Z LKL Shiz,

LT 51 2008 4 Weber & 23R MMEE L% £ 9 PED T GLUT1(glucose transporter 1)K 2k~
TR (Q282-S285del) # Rt L7z, 31V 4% (53 HI&t: 1 61) FIEDZHRT, TANA, BE
DFERW, MK 7V 2 — ZMEKT, AEORMERE M o diitEE i, RiERNERE A EIR N2 1E> T
72.  PED OJFN#E s 1% SLC2A1, %37 1X GLUT1 Th b Z & i3 fsim S iz,

DYT19 VR h=7, KEREHESHFREMESRAXRDT 2 : EKD 2

2t
1) BB FYaREE GBS T 16p13-q22.1)
1) FEIESM 0 7-13 5%
i) MRATR, - AMZARFEEEENC L TRIEMD Y A =7 L BEEI 24 U5, 2 0UNOREE 1
HIZ 1-20 [0 K4, HIREEPD L0,
iv) ZOMOIEIR : TADAEEZTZTHLONRD D,
v)  ERIRRRAAT A - g (CT. MRD) (3B ERZ20,
vi) ERIZErhOREIEEY X =7, L <2 EKD1 (DYT10),
vil) fEEZW S EEEENC o TRIEED A h =T 2 4E T 5,
SEZRIA ; JERIL EKD1L (DYT10) & RZENZRV, MEROITA U RO 1FHRDH,

PEEROBE ; A > ROWE TIIWIFHFMIL 7-13 5%, 9.6 T, A F=7 (8 A\) D HEHHESE) (9
N) ORIENRSH D, MKICZEmEIZS o, BEOHERED X727, EilIRZns2, fijke
L CRIEDIEERNELD (6 N), 5EMNL200FRIETL HIZ1-20 BIRLND, FEWENLSTND
N7 7250, bInicxfrndigEoRnwbo bbb s, Al milE bichsd, ZAROEIHZLD
FIEEZEINDZ ENRZVH, WFERTHEN, BIRETHLAEL D 5, BREMN 9 NIZH ORI
L7pholz, TAMAZ2 NTHDLID, FLTADAIRITEL LT,

BRTE ; 16p13-q22.1 & =, EKD1 (AAR) 25, 77 U BRKEAOP K CILZZ OWFIZ
F7enb, 1CCALHIE< EKDL & IIRVEBIm T ThD00h Liviendy, EKD2 132 ih &35
&5, PKCIZIX EKD1, EKD2 (ZHHHL2VWDO L H 5,
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Pantothenate kinase-associated neurodegeneration : NBIA 1

(IH4 Hallervorden-Spatz syndrome)

B WY AR M

BT 22q13.1

BisT PKAN2

BIn 1Y PKAN (Pantothenate kinase 2)

MIM ID *606157

Gene map locus: 22¢q13.1

FEIEFHD © classical type : 6 LA T (6 » H~12 %), atypical type : 14 5% (1-28 %)
B+ 1-3/1,000,000

10 LA FCRIET DETIEDO VA b =7 MEEIEE, i, WRaREEE <7,

75% DIERIIE classical type & SdL, TR, REEE CTRIE L, #ERNRIER MDD - T %, #
RABIERDZ 1TV A =7 T, MHEMCEEES N Z ki<, YA b=7 13wk, Mz
AoNd, AMPAR=TICI0REZRTZLEH D, HARER BT R OND, FIEFRYICAR
PERARZAMEIEI I 6T, 2/ 3 DIEBITERFT 2, TERITEITHE TRIEN D 10-15 FE THITRREL 72
5o TADPAITENTH D,

25% % 56 % atypical type OIEF] TIL, 10 kL ETHRIE L, HEEREESORBMIERNS BN, K0
IRICHEITT 5, FEREMET & LTI 40% DIER] TIRAESFEEREEEN LV, L DB T A N=T B D5,
classical type & ¥ HFEFEIFIRIEC, 1540 FFREECTHRITARREE 70D, T ARDHELEW, 1,3
OREFITHMHIER ITEIEESH V) 2 aiBAEEEREEMIE N A SN D, FERNZ K> TITEEER A 5
NT< FHERTHR T 25605 5, MIROREMETEF S0 LRV,

PR & FF IS 10 AALARTIZIEAE S 2 A HETT ANV 10 5 AR TIE LIEETT 283 < 20 7% RIS
WITRREL R DB END D, % Dt Tourette JEBRE, HFLT F1 07| EH= 2 —m UREFEEBIONE
e 23 2JEF], FHPEIE S—F Y = X LR ERI 22 EAVEIRE ST\ 5, HARP JERHRE

(hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, pallidal degeneration,
OMIM 607236) & ifs A #2 PANK2 [ZR b7 Z &7 6 PRKAN IC@ & ST,

FRAL P A

MRI T eye-of-the tiger sign Z58® 5, Ziu 1.5 7 A7 LI E® MRI @ T2 5@ T, 58\ MEHREE
R TR ERN O NMIEIRIC FIEE 2RO 5 Z L 2T, PANK2 ZRD AL 55 PKAN CTlIafik5
Th o7z, MRI g6 PKAN OZWNZE 541234072 < 72wy, NBIA O TH PKAN IZOHH B
HET R CEERMED @V, 7272 L3z E 37, Hartig @ > U — X Tl eye-of-the tiger sign 23 . 5415
JEFID 5 5 156% T PANK2 R L Sivian o7z,
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NN FE X TR /< & — > &R T
8 Y DIE R TABRAR MM ERSE 2 779,

Ik

Pantothenate kinase 2 B{x T ICZEREZ O 5,

BEE, WK% T PKAN %%\ MRI T eye-of-the tiger sign Z#2»7-85A121% PKAN %50 < £ 9,
B TFZWc oW TIL A AR S RRE OB TFZMNCET 204 RTA42) 2RI,

R T

1 trr 7T A AE, fiEd (R/O Wilson %)

2 Neuronal ceroid lipofuscinosis

3 B -hexosaminidase A KIH%iE, GM1-galactosidase KiEJE

4. infantile neuroaxonal dystrophy 35 KX OMfio> NBIA ¥R
5 a fucosidosis

6

childhood-onset ataxia (esp. SCA3, SCA7)

IR ZE 5 L Re AR B

PKAN (2R 55 PANK2 G FERITIMD TEERTH 5, Hartig D 72 IEFI D ) — X Tl 48 il
D96 DT LIVTERNAHIN, 38FEOEREP M Sz, I A AEHE exon K&, /MREKIZE
% frame shift, aberrant splicing 3% V RIFENLOERITHOT-V R oiz, REEALHIBVEE~T
G H %V, Alternative splicing CEZFEOTIIREM &4 U 5 72 OB EIBALOMER B L E LRV, Z0
VU — AT HZV DT c.1583C>T (p.Thr528Met) T, C.573delC (p.S191RfsX13) ZH|IHR—F
NATOHR LT,

THETOREZEMT D ERBEVERIT c. 1561G>A LR T p.Glys21Arg & I Ak v AL R AR
L 25%% 585, Z DIEH> c.1583C>T (p.Thr528Met) . ¢.1351C>T (p.Arg451X).c.1413-1G>T (IVS)
MDEZ\N, €. 1561G>A Z BT NT' v Z A T H 6 IEDOAIAE D3 HEE S iz,

PR ER R IREI 0 DITEkIE I 7 u 7 ) TicE L LTERM L, fMRiilao—5icb R s, Miast
PRBLAE XM JE P CHE T D, PKAN TIXBRRE ERITERE BE TR LD, oML Tlddh
EOMTIERY, MR, 7V A=A ZRMENBITR AR E BETENHTH D, RO A 7
A RLEBHETHD, EuAf RUFRT7AF U bma—a AT =0 HlENICERT S,

159

1. BRNTLIBIRIT 7R,
2. PAR=TITHLTHRY Y XA (fHE), ~Nrn7xry (@BHBLOEE) LhIA~Fr 7=

U= (RH) BEMHTH D,
N—F Y = A NI IZ L-DOPA I3 TH 5
GPi-DBS " H & Db 8 %,
5. VAR=TIZED IREDOEETH L NHEVA F=T I 2WETHOERS, REFHN
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VETH D,

Infantile neuroaxonal dystrophy : INAD, NBIA2

B WY AR M
BT 22q13.1
JRKiEfs7 PLA2G6 (phospholipase A2, group VI)
INAD @ 79% DHERTFE S iz
MIM ID #256600
FEAIEFHD © classical type : 1% (5 » H~2.5%). atypical type : 4.4 % (1.5-6.5 %)
B 1/1,000,000

HEATHEO KGRI, ARERIR, TRESCH O, DUBRE &R,

Classical type TIZFFHEBRIT & A OIKE R, EITHO VR 2 4212 6 » H 26 3FEORIIRT,
% < OIEFITITRFITEME R & 72 525, 1,/ 3 OREFI TIIRHHEIMEOB IO EETH D, 26
TYR =7, &R, BB, MMIERZ RO D, FIEH S FE DWETHTARETH D Z LBZ,
FIFEECTRMMED 8 D WM O BRI X 52 ATIEE 2R U, ARREIR (B, R, IRIR7Z2 &)
2R 5, 1,/ 3DEGITIITANAEIEZRBD 5, P THFERIL 94K TH D,

Atypical type OFIERFIT classical type £ ¥ 352 < 10 A%V, FIERIIALE S, KRR TIE
EThDH, SiEREILEN, 2 EEBGRIT TE 2V, SRREENE, IRIE, 3 EIX classical type
ERERTH D75, FErDERERITR Sy,

Karak JEMERET, BiRMG E U TREIBEE/DMMET, A =7, &g, MR T2AHY . MRI T/h
M, R ER & B ICHRAE 2RO L I NF DGR E L THE S2h . PLA2G6 s 178 B3 [FH
EINT=izd, INAD IZEEND Z LithkoTz,

FRAL P A
70 P X A C AR T L R R A Ol & 3R D B N HRMA IR T IX 1/ 3 IO D DA TH 5,
MRI Ei 5 Tl 95% OIER] T/ NMZERE, 50% DIRERI THREFER, BEIZEOUEZRO D, WMKD 7Y A
— I AT LC T2 MR /MR OEIEE 2580 5, £7o, M, KINAE TR 2580 D HEN &
VY, Atypical type @ MRI {4 CTld/MxZEREIL 83% DIEFNZE F 1 . KERSBREOEILAE D HLD,
PLA2G 6 8An T2 B GPERER] D 87% THRMHRAM TR A 7 = v A FE2RD 5,

B TR L RAE A

PLA2G6 85 F TlE 44 BIS TERPFE S4.32 W I A AER 5 H3VIRKICE D flameshift,
2/ BRI AT T A AEIER, 1 RRKROMERD D,

Classic type Tl null alleles T atypical type ITE G ~7 v #5471, HEOBR A RITBIR AT
(ERANAR
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FRERIR LA AR 22V AN BRIV 7R KRIMBEL. /NI O ZEE & kA Bk & BB Ok E TS 230
D5, MRFIN IR & 7 A — 2 A IZER D /K TIE Purkinje cell & granule cell
& DIRIT OB 2 Do BIFRIER E 27 = v A NRMMEE, HEJEZ, /MK, Hee, BRI D
N5, A7z NI=A PV IFEOMBOEKRKTEZRZ 30-100um THY, ==2—a 7 4T A heE
ATTWND, WA ER & BB TR 8 P AJERDR OBk DILE 238 %, Alzheimer JHZ 35 KUV PD i
oAb, BE TN 7 Lewy /IMEZ . KIMBESREER Tlda X 7 LA UMD Lewy /MAE
I Fio, U UL o BEPEORRIRPERRME 2 BTEREECRIBEE IR D D,

A7 xrA KR Lewy /ME, #fRIFHERMEZELZ 72 6 THFIZIAITH 523, MBI A
VABBRIZE > THT2 6 INDAREMN & 5, PLA2GE BAE T ITMBEHERFC 7 A R — 3 A2 DWW Tl
DTHEHERERZ I — RLTWAHHR, #iLE L OMEII A TH D,

16

L. AZhRIBRIER N,

2. PAP=TEARA7 0T 2 RPN I AR T 2= U L TRIRTE B,
3. TAPARIEIZOWTIIPUSEIEIZ B D IRRZ1T 9,

Neuroferritinopathy : NBIA 3

SRR Y

A5 7% 19q13.3-q13.4

JRINEfs 7 FTL gene D 4 exon @ 460insA 228, F I 458dupA.,
BT PEY  FTL : ferritin light chain

MIM ID #606159

IR P 39 % (13-63 %)

B SR 100 BILL T

FRNFAE O BRER S L IZVA h=T % 1-2 IR, BEORAMSRER T 4 £ 5, $EERIEIEIX
PERSEEN AN 50%., JWFTEY A B =T 43%, S—F Y = AN T5% TAMENY 2 AOHm R, BT
FNTHD, ATHV A F=TROBEREIIAOND, BHEO YA b =T [XEERF I CREFEOBRITIA
SHORTE SAE T D M ORI TR RV, T 5 L EEER E X =T WERR LN D
97 %, 5~10 FCHIAKITIEA Y | FIER 20 < HDWTRHML e 203, FEFMETH D, /IMKK
. EMEMEIREL, FRAEVEIXE SRR Z,

458dupA ITHEATNH | N—F Y = XABNE D, RS, MEATHN R 55 (460insA & O
FE8), AAANF R (c.469_484duplént) b s S 10 IS TR ORI A S, (KEEME T, BER
W NTE, BMTREEZ AT, IREITZBEEN E(L T, neuroferritinopathy T 541 % HUAIE 72 $E (AR
HMEBIEIR &R 7200,

7T v ARAFHNFFRIL 498-499insTC R T, 20 s fRIC T O EIEIRER CHAE L, Sk oo i
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IZE D 40 mARICIT ERGEBREENZIA & 700 | AMMIER, BEAON KRS, B O RPEEED, SRRk E
T %, 460insA Ein AR LI NIER, RAEEZRO LM TR D, 646insC 2R 7T A
RAFTENSFT 2 FANFRTHOLIL, 60 mkfT/MMIER, PEERIREL, BERNESR), s T, BE R
EHLCATHSEHLA =7 BETHLIN FROFH MR T E27RT, /N—F Y =X A BBHEFILR,
474G>A BERIBANA VRV R AVEZER TR G, 10 RIS T TRIE, RO TR 2 R,
N—F L V= ALEHBN5,

FRAHT R

MIF7 =V FUREITITE A E DB, FEMLIEO L TIR T 5, FAEBLIATO 2ot TIRig 7
=V TFUREDIERTIXL 4IC¥ED,

MRI THIAERINTITHREE, R, ek, #o, $UR. BB, KIMBUE DS T2 Wiy TR &
2%, EATHI L e VMRIEE ST D & MEKR, BIRENEIE L 25, ZdsE 6 SEMIC K
LUENE, Fehu b B b, C468_484dup 16int JEf CII/NKEME A RD 5, T2*IC L 2 BOWE S &
V| B RHISOFIE RIE B T ERC BV MBI & e D

BAn AR L JRRE AR

72 F NI TR 21k O 7 =V F 2 EH{ FTH1 ferritin heavy chain 1 £/ 7 & 19k D7 = U F
#8H FTL ferritin light chain 225720 | 551 24 A4 £ > THZEOBIRFEIEIT 72 D NENIZHRK 4500 {# O
PR ZED AT, 7=V F U EHIE Fe2t % Fest0ECIMLT 5, 7= U F U ITMIEICH Y Fe2t
A A DIFEEIER & ATBREREZ A L T D, FRFICT = U FATERICHAFEL, T 7 AL Tk
DOHEIZE L T D,

I hAY R TEANLOEGRICEE MBI E L, 80k T A X =135 < ORI RIS PICFE
LTW5, #81ZI b= KU 7T mitoferrin £720 I b2 KU T ORNBEIZAFET 5, Frataxin 13
har RUTET v Xa T, 8B 7 AKX —% X7 EERICB T 2 WEEHEZIT-> T\ 5,

Neuroferritinopathy (31T 28 FAE LB ITVTNLL FTL CRKmllchHv, 7=V F 2 12 @ik
DIgReE b S, BRERRIC R Z KT T, SREEEEIC LD | MRRO L Ny 7 AR RITIE

B %,
iS5 C exond (2 6, exon3 (2 1 DA FEENHE SN TS,
BEEE DB
DNA X7 VAF FER (FfR) X/ \7HET I MER

c.474G>A p.-Ala96Thr
c.442dupC (c.646_647insC) p.His148ProfsX33
¢.497_498dupTC (498insTC) p.Phe167SerfsX26
c.460dupA (c.460_461insA) p.-Argl154LysfsX27

PR B FHNCIZRIM B E . BUR, BE. RBIREZ, #Gk. WE K. Purkinje MOk & 7 ) A —
R a5, MBFIICIIENS L OMRE N OB AKE AR, 7V 7 &N MRS, i
HlX Perl et B LOHL7 = UV FUHURTHMETH 5, 7 = U F U BEMEBIAMRITHGE T bIRER EV,
s O e T U UEREEM L T = ) F UG E S D,
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Neuroferritinopathy TIZEEDOILENEELIIA N L A%/ U, heme-oxygenase-1 (BRI A KL AT
FHEIND) 2B L JEE (LY (4-hydroxy-nonenal) DEEFE A & 72 5 97, MR A0 #5% Tl caspase-3
& pb3 DFBUBIRN A H AL, TR b=V AT X DM RFEINTND Z EPRENTWD, [FH
FRZI har R 7ofEb AN, I hary R T TORERIA ML RIZ X H8EE. IRWT
S haURUTEE, ZUCKV TR = ARETLEEZ LD,

1%

1. AT,

2. B L — MANTEE)

3. VAM=TERLTRUYOTEELRRY U X AEFITAH,
4. FREGES)IFUSRIECT U U EER AR,
5. ISR AE DBS 13 1 Fil#is 23 & v i)

6. IN—F Y = ALK L T L-DOPA (X %)
SRR

1. Huntington disease, SCA17

2. DYT1 dystonia

3. Choreoacanthocytosis, McLeod syndrome
4. SCA2, 3

5. HFEMEN—F Y =X

Aceruloplaminemia (Hereditary ceruloplasmin deficiency) : NBIA 4

BARER WYL RS
AR 7 3923-q24
KR T CP
B TEY 'L a7 A3 ceruloplasmin
ERIIREHESERE~T 2 BEERRH Y | 1ZL A EBEEG~T u LK
MIM ID  #604290)
FIEFM R ATIE %) 51 % (16-72 %)
BHFE 5000 A, 12,000,000 A (HA)

Aceruloplasminemia (X823 & NIBICERE T 2B ETH S, 3 FEHE U THERFE (PfAT RIC 10 4
PLEERATT 22035 %), MBE, MEIERNZET 6D, RIER & U CIIFRaREE . B Y A
FRIT, BHESEHOVA F=7 PMMEAP L OEFITROND, BENER), N—F Y =X b
BEHEEDS RO, BEIRIFFIERNICBE MR IATT D22 L bbb, FERE LTiE 5D, RBEEENH Y . 50
A BRGNS, MEBEZAMEITE B 518 KAUX 93% DIER] TH LI DA, AT RZN D,
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AT BEESEROWMEFNL S IEGIH O | MRV, PR RIIAR 2 T/AMMRTE, EERFIREL, BRI
EH)-T T = 2AOHENRDH D, AlEGE &b RO D FRITITMHRIER DV L OBAEITR,

FRAHT R

FREESGRTITMEEL T T T AI 372, 72 ) FUREN EF (EFO 12 (512E) #4 5, 1
Herun 77230y, 7xad o X —BIEETES NERER M AGRD 5,

M5 (10w g/dl BLF) . SRIREE (45u g/dlLATF) 1K T 5, 7= U F U RE (850ng/ml) (XHN,
JFNR O BRI VIR T D

AT RESERTIRIMEE LR 7T AV LULEIER O 1,72

Thd,

MRI TiZ T2 @R TRMNI L OVIMK, WEEK, BIREL. #odk, BUR, R, BE CEMEZRD,
FDG-PET CHJE RN IZRIREE DA, HEITHIC TR, KM & TR AN L8 D, ~
T A IRO MRI TIE/IMMZERE O A HE STV D, SR OB RIZAIK TS 2 5, s TE L,

BAn AR L JRRE AR

Aceruloplasminemia TiZt/ 0 7T A VBl FOEENRE SN D, 40 BEOERE ML TS
M, Wi D hot spot X720,

EARTTAITMBERD 95%DHETHY, 7xaX X¥—BL LTOERRS Y | Mk o8k
BT 5, & 5T freeradical scavenger & L CHIEMAT 5, BAn 77 AI VB TERENAELD &
FREDN D ORI O F K WR LR Y | ZORFAHMRPNICE N FER L. RN TRLAY A b L A3
KT %, MNTOBMEAIA FLARBERLTWD Z EIE 4KBL R — o~ m VEE-2-7 V7T b R
ENREF LTS ZETIEHENZ, 2 ha> FU T O complex I & IVEREICET 25056, 2 b=
Y RUTHREEFE LA LN E STV D,

FREFANCIIMNER RN IER O 2-55 & 720, BIREE, o THE LV, STl &7 X b
YA N TERNERT D, MIBIIIBE TR SN D05, FFEEGIT N, Bl B Ml 8kt E 2780,
PERIFOJRIK & HEE S D,

R T

1. NBIA OflfE
Wilson #7
Menkes 7

HFA associated hereditary hemochromatosis

> W

1. REIRZe8F b— PEECBRRZIGRIT VAN EFI SRS TIIA M & Siviz, dog i3t R-AhEE
EECRFRIEIRICA RN & STz,
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Fatty Acid Hydroxylase-associated neurodegeneration (FAHN) :dysmyelinating leukodystrophy and

spastic paraparasis with or without dystonia, spastic paraplegia 35

SRy SV SR AN o 2
AR 7% 16q21-q23.1
JRIRE{s 7 FAZH
BETEY  FAHN

MIM ID #612319
FIEFM ¢ 3-11 %

AEFE 1/1,000,000 LLF

BRI R

3-11 pk CHIET DHERBEIRE, KFH/C A b=7, IRAER (AR, IREKGESIRETE) 2 RHic2
LIBT, TR RERE S . CANAEA LD, NBIA BT AKEDO DT, 7THEROREMN
%o X DIV BRI A £ 5, fhaabass, W NEE brd, RER S L TIBEME T, HE
A, (RREEZ RO \wﬁ@@%fiﬁﬁ\@ﬁﬁwﬁxﬁhﬁw%ﬁ@@%%ﬁwé

FRATFIT AL

MRI CTIREFEROEA A 2588 5, WATPEIC/NCEER, R, 16, iERE. TOFEH 2R 5, MEL
FMi T Do

‘B % C granular histiocyte % 8 %

FAHN (A) & PKAN (B)
KAMZERE L FAHN (2580,
169
1. VRN THEEMEICRL TRz e T oy, i) v FHF=U . X hrLrRHNLRE, B
RIPEFNC L D, RHIARY U X LFAMEH S5, DBS. #a BT, BURMIEN 72 & AT S
T,
2. ZRMBREGPHED T
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<EEERE>
Barthel Index85 LI TEX&RET S,

BHNE e e
Hr, HBh B2 odss v AEHERRENICE K 2D 10
1 B W Bh (722 20E, BT 28> TN L TH59) 5
248 0
B, 7L—% 7o L AROBRIEL G T GETH ML & Te) 15
BT —
0k BEEDOWMAIN B IR E D 10
7 FEAZ LT A RETH A NI 2B 5
B
B EZIIR AT HE 0
Bz (Pemm, 52, WEx, ONTHID) 5
3 EBE
B 3T (KARDERSE, BIERE & T N— 2 T NABERR L E L TODIB AT F O%EL & "
Te)
4 MUEHME o
ERAI B, KB 2 D KR, AR B E BT 5
B FEZ TR ATRE 0
EhA 5
5 A
NI Y E NG = 0
45mPL BT ik A (R, BRITa 3R O o F #1203 15
o 45m P DI BIAAT AT RO EE 10
AT
AT ARRED A R 71T 45mPh_EDERERHE 5
LS 0
B, B30l oM HoF EZR D70 10
7T BEEAE | MBEEREETS 5
AHE 0
HAL, i, 77 AT —  EEOENEE T 10
8 EHRx RO AT Bh . ARHERY RN, 0 BL EIX B 0 TIT 2D 5
A=Y EIN 0
KERT2 U, GER ALIEDO T Al HE 10
Pk —
9 G EXITREEDY | el LEOTOBANNCN B EE T L8 L G Te 5
—)
LS 0
AL IR ZF OB Al HE 10
PER= B
10 5 EEITREEDY | IURZR D BN BIEE 28L& T 5
a—)
LS 0
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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
NOREHOLOEHNTHELI XV, (72720, YEHRORRZ R TERERECTH - T,

RAREZe b DIZIR D)

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

3. Tk, JEROBREN FROBEEESBE T EU LIS LI2WETH 52, mEERER 4 kb
D EBRERFIZOWNWTL, EEREERORSRET 5,

I
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121 I FIE

1. WME
HREIIVFUER, 7V FUBREHEBRFEERICEAET I ZEHLARERTZH T EICH-YREDH K
ETHA, B0 MRl TIIEERKREEZRMLT T2EREEHEMNEETIFMREET LN, REZH
[SIFZEEII)FURE. EEIT)FUBEBIUVEHEL, RMBASIURKA., JUTHEZRNIZE

EI5,

2. [RE
T FUBRBERFERICKYRET HELGHERBLSN TS, INAMEHA. 7 7HBICEEL
o) FURITTARCERDTFURE, EEITFUBRBEBIUVEENERT 5,
Tz ) FUOEBRICHESHEBEMEECH IV EHIBEREOEHY . GEEH TREMICTHI-VRRITE
TTHOMNGE . FRAGRAMN S,

3. fEK
RER ., /MM, SEARRRUR., SR IREUR, BUEELEN, BOTRYBICHEYEALEETH
I BTN

4. BEE
WEDECAH, BFEMIABENLL,

5. %t
BIRETHETHY. REMICIXBEEZHENSEIZEESNS,

O EHOHEITHELES

1. BEH
100 AR,

2. RROWE
THRGEGTFEEIZLD)

3. MEMIEEAE
KM GHEBEDHTHD)

4. REOEE
LE(ETHETHD)
HY (ARVIERDZETEZE)
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6. EEENE
Barthel index 85 RLATZWRET S,

O fAEHT
TR I ) FUEDBMEEDBELREICET BRI
MERRE MARITEEN REHREREFERtEVS— HRHEE SESH
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<BMEE>

EEZHPENRET D,

B

HREITUFEIL, 7TV FUOBREEBEFERICKY. EEIIUFUEEET) FUNLIELE AGKD,
B S ) 7HEEDDICERBL,. FEEESLE QIR IRAER. /XL, AR EIE. SREHEEERE
EXRYICHIVRBDOIEETHS, B MR THAIKKEERZOZEHFRR GFIZEBMEEIL) S ENTH
%o

B PRAEfR

—_

AT ELUVFREEESE QL7 . RE. 7Th—E) G EDHENBEBRET TR ET 5,
INIG SR ER . SERBRAAR . FRENBERERE S . FFAER . BICERMBERZREDIZ LD H D,
10FZADS60MATHRIET b, (10EKR B TREDHE T, )
FER (TE T FICHVERITETL. B GRERETHRT S,
—RBIELEREBEEGRERELED . REENALHTHMEELNH S,

(BZE MBI FUEDET#ERT 2B ELH 5,

S

1. BEER MRI O T2 SREAEE A T2+5REAERICH O THILEE R T HRIES AR EBR, #H5%. HK. &
Kz, BE. Ak KINERBELGEICREICROHOND,

2. mE KN EERIZRH N DN ERRICIFFFLMEESREL R T ERA R (BIMEEL) (X, AE
[CHEY RN TH S,

3. T2 SBEAEHR A T2HRAERICHEN T, RERDEBEESOABICEESTEH5\H D
eye—of-the—tiger HUEZFRDHEHELHIMN . NN UL F—FRAEMBRESELEMOBKILEE
HESHBREMERRICILEOON, FLEEMBICEVTHLELUDRMEARLNIIENH LD TEER
FHENBETHD.

4. BEEICKBEESIE. T2 BABRBLYD T2RAEE . AL RRAEERO AN BRABLELLEIEMNEL,
REZESHE TEBHICHRET DN HEIND,

HEBI
BRI HU THEER, 7[;7%3@@%@&«%%: ITUFL DRI SHAGERDD. TS
1=, KB/ R H . B HISH R OR RERD

EInFEo
JI)FUREHEBLFEEEHR T S LTHEESHET S,
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<EEERE>
Barthel index 85 MU T ZXRET S,

={EISES R
Bi. BBEGEDEET., REMRRAICENKRZD 10
1 BE BANE (FzEAE, BN TEYU>THAKLTESS) 5
==V :l 0
BHEF | Bi.IL—F. UL ALOBELED GETEILED) 15
) NoRY | BEOBANBFELIEREZET S 10
FA®D | EHZLIFATRETHAMIZIE LB 5
% ENBIELIEF AR 0
B CGEm., B2, ®mEE. OIT4H1Y) 5

3 ER
MBI E IS AT EE 0
B (KRDEE. BIBREZSD . R—2 T ERLEEFERALTVSEEEE 0

A rLE | DEELED)

£ BANE, AEXZSH. KR, RIEKRICNHIZET D 5
ENBIFELIEF TR 0
. BiL 5

5 A&
MBI E LT T HE 0
45mEl LD BT, HER (BEHF. STHREBRO OERAOEEERMHT 15
6 B 45mP EDNBNSIT. HITROFEREZEL 10
HITTEEDIBS . BB FIZT 45mLl L DR/ T 8k 5
LEELS 0
Bi. FIVLGEDERADGHEEIIRE O 10

R B 5
7 " NTRIFLFEREZET S 5
N 0
Bi.#. 7R FT—  EEDOEREZET 10
8 BEZ |WMONE.RENGRERN, F2LUEFESTITAS 5
LEELS 0
BED | RELGL. whE. LEORYKRUVEATEE 10
9 JbA— | LFITKREHY. mE. LEORYRVICNHEIZETHELED 5
y|” LEELS 0
BERD | REGL, WURFOIYKRLEATEE 10
10 UbA— | EEICREHY . PRFOBMYBWINEIZETHELED 5
y|” LEELS 0
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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
NOREHOLOEHNTHELI XV, (72720, YEHRORRZ R TERERECTH - T,

RAREZe b DIZIR D)

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

3. Tk, JEROBREN FROBEEESBE T EU LIS LI2WETH 52, mEERER 4 kb
D EBRERFIZOWNWTL, EEREERORSRET 5,

I
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122 UBAESTYVIREIE

1. BE
URAESTYVIRBIEE . SK(NEDTIV) AR, WEFITLEL . ERELRTHEETHD, /N
i, MBI ERBEEEOCEREDOICHBHBRICUFANE - RIREISRENELD 24T (HHE) &,
R (Bl —BIDRIEEELE) ITELCEF1T (REE) 0285 HY . BEFHEEZST, HHE DR
REEMREL CTRRB M, NMNRAZBEICED D, —BBICIL. INBIARE . INENFRARE. 7SO/ RIMEAE.
BE. NG, NEHRRVE. SHENOERTHERR - BREEELEDEHERD. REKEELEAL
Nn(HILLHLHN. HOMGEERELZ RV EZEENEEN B,

2. [fRAE
INEIARIE . INEVRSARE . 7SO/ R IMESE. S5, M5 . INERRBEVE. ERENOERITEE -FER
BERELGEDEHERD . RAKBLEEZAONDSZLLH AN, PO GREEREZRVEZELGNGEEN
SV HIEE NEDTYVILE. I TF VLB ERBREEANBIDIHFORANBET, 300X
LAVDEEGREREIT OIREMLELHD,

3. fEK
T ERES PRAE IR (HHATY)
1. RREMEBEE, 2. /DINKRER. 3. BREE (BITIEE. HEIRES. LUNGEKRR)
4. RRENMEREES
1D 2 BRER (BB 1A 2 TRADNS) THAZENEEIRIZS LY,
MRI i t=9 DNHIREENZ VMR H DL 1 5D 4 LS OERE TS E LI EE L L TRIIZEEH
T %, RBEIAFHAGAEIE LS THLY,

4. BEE
WEDECH, BEWTABEELNGLD, LD EREREEZONDEENEETHEEE. ThIZHTS
BEEEET L, L, RERNRETEINESINATE, FL—MFl ATOMRFIOHRENHDET S
WMELHINHEILSNTULVED, #EETH L TAIREEOAA MO AT REM SR STENS,

5. %t
BIFETHET. BREZBHEOEZIIE L EETEINS,
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O EHOHEITHELES
1. BEH
100 AR
2. RROWE
TR (Bt o i AR 2 1)
3. MEMIEEAE
REEIL (RHEREDH TH D, )
4. REOEE
HE (RIGETHETHD,)
5. PR
HY (ATUER D EZE)
6. EEENLE
modified Rankin Scale(mRS), BE -R&., FRDZFNZTNOFHERT—ILERAWT, WTFhhHA3LL
EXRRET D,

O fA#EHT
RRAESTIVIABEDBHEEDRBELREICET BRI
MERRE MARITEEN REHREREFERtLVS— HIRHEE SESH
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<&

TR >

HHRBENRET D, FREFRVRBEIHRNET D)

HHREQBWIZIIERERD 1 Ho4DNTINERD. ERBED 1 -3 CEARBRAZRTH D,

B PRAEfR (T 82 3Y)
T L HIE

1.
2. IMKKER
3

HEE (HTEE. $REE. LUNGERA)
4. FBAMEEEREE
FE D2 BMREKR(HENE 1 D 2 TRAMNSD) THAHAZEAEEIMICS L, BHREZED 125 1=9 i
RERNEVMEEHDNIE 1 05 4 LS OIEEIRTZITDIBE EFFARBHIET B,
PR BRI RIS EIR (XBAS M TN,

E{R 28T

WRERKMICZIEITO-OICIE MRIIZE S MITERILT LN G MRI THREIN S ELZ LY,

1. MRI O T2 SREAER. T2xERERICEVTROEROREEBIMOABRGRETEZVFAM., SFFHEIC
RODAFIT/DMN, BT RBEEEICBAICHTT S, KEROERICLROLN ., K. BEEICITRE
MEBEFESIEN BN,

2. RERKEBELTRHEIIRE. INBVERIRE. 7SO/ FMEE. R UVEHRIES. /M5 . NEHRRIE. B4
ENDERMER. BEEEELEDEHILRESINTNDIILIL TNLERERTIHIRIEF EEEE
EET 5,

3. f=EL.2 I2HIF-EREZREETIRBUEDAED TV REE (FIZIE—BIRTEEDHLE) B bR
BIENHBM. 1 TOSESADRFE. UFAEDANEDSTYVRBEELIERFITS.

¥ :MRI OREH %

1.

ANESTYURBELZHE T H-0OTEE. BN T2 BAEE., T+HRAE S HDDFETEETHNIL
SWI BN E,
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NOREHOLOEHNTHELI XV, (72720, YEHRORRZ R TERERECTH - T,

RAREZe b DIZIR D)

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

3. Tk, JEROBREN FROBEEESBE T EU LIS LI2WETH 52, mEERER 4 kb
D EBRERFIZOWNWTL, EEREERORSRET 5,

I
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158 $&EEITEREILSIE

1. =
FEEERBIEE(TSO)IL. [REEEF TSCI1. TSC2 DEABHTHA/N\VILF ., Far o DEERERD
BEETRL(ZKY., TROTUTIYTUE—FINATI8T 422 (mTOR) DHIEIN EN BT, RO
MREER. BRELCEDOTHEEC, LR TEMaMEMABESEGA). BMERHAEIIE. LAM, BEE@E
DI ERMEGTLE DBREEZLHICELIHEETHD,

2. &R
IEETMERELE OB DEBARLICHLS TSC1ELGTFN 16 BOEBHEKIZH S TSC2 ELFNEEICL
STHIHEGRT. ERBRBEERETINSEGERELS,
TSC1EIEF.TSC2 BIEFIFENENNTILTFY FaN U EFENEEEEE DS, /\TILFU.F
ANYVIFENFNDERERBICEBETED THIZHSD mTORCT ZHIHLTLVS, #£-T TSCTEEF.
TSC2 BIZFDNEEIZKYVENEND DB LAV IENEREICIESHE mTORCT DHIFIMNSIHRILIANTIZ,
mTORC1 AEMALEN AR RITRT LGB DERNHTRTEHEEZLNTIND,

3. fEK

EEEEICEDERIFIFEEFITHIY, FEKORAERL, BELELTHL BEHHISELRE
[CHBRTHDEOEMHE. HAERIVROONIREOBM. ;4 REISHETHTANA. BF
fE. FEMREER. BEOMERMEE. ZLEHISHRAICHTTHRRBICHRSZLDZVINER. RE
DERE. NREMNSBEHICERICHLIBONEMIEHECERE, 20U LD ICXMEICHBEEY
2 fti LAM Xoffi D MMPH., &5(Z 40 (X AZIZIEMNT 2HILEDEBOFEDRELGE LN H D, T Dt TE
BREBECL YTV NYF BDIFAEYTAOTOEELLE. FOESCINEREGELLITLIER
Hond, BHELLT. KOEE. FICEVO—AMMEDEENZEITE KL (SEGA) EVA—FEALS
WC/KEBEZET DD HDH, MERSTDENEOMEHIBHENEKRT DL, BICHERES EHRIT
ENHD, Tl BEEMNMERLTLDE BICEHIENETEIEELH5, il LAM D AICKERZRYIRT S
EhBh5,

4. Ak
RABI SN TOWSAEEIBENRERETH D, CADMAITHLTIFMBEBRECEHITHEREONE
BIYIBRATHhND, BOMEHISHEICH L TIE TAEGREAIRERHMT) . CHARFMICLDE. KED
BEICHLTIEL—Y —  REERTAVARERM N FHEITI. MESZICTILTIEFMER
(FEYEEMTOR HEH) . BESICRLTIEEYEE (MTOR BEHD . hT—TILAE (BIARER)
FHEFHAITHOND, fifi LAM SR L TIFRILEV R ENRA DN S HEIL SN =R TN,
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5. %%

PIRERIHIEFEZDDICKEGHELL D, BIES O LAM FEEICGLEEGTFRICEAST

BTENZL N DERITH T DERELMERETHYREF R TIIIRARTAEAG =0 £IEIC
DI=SMESDBEELS,

O EHOHEICHELEIE

1.

BEH
9 4,000~12,000 A
FROME
T (BEEGEFREEICLDD, BEROREDA DX LRITHTH D, )
. HRBEBERAE
REL (BEONEIURCEDICISMERELH DN, IRARWEEERTEEREILTHD. )
RYPDHEE
VE (EEFEETREL. BRENEN O, EERENFRT D)
HY (FREZDDDMEEDHY,)
BEEENE

PRUMTERL-EEESBEEZAVTOIUADIERICDOVTYI L—F3, FIF2IEBIZDONTI L
—RF2LEERRET D,

O fAEHT
PR B B E IR B (ICBE 9 2 BMEMERT AR ST IS S DR R AR ML ZE DU =R IE S DFESL |
MERKKRE HFARFXFZREFARBARRBERERZLE HR M8 TEF
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<EHREHE>
Definite Zx & &9 B,

EENMEREILAE DR TR #E
TSC Clinical Consensus Guideline for Diagnosis (2012)

(1) BIEEHDMERE

TSC1 &1=I& TSC2 BInFDRELLEHEEMNEEMRBA LD DNA TRIESINIE, FEETHEBEILEDHETED
B+ 59 THD. RERELDERIL, TSC1 Ff=lE TSC2 2o/ D#EeETFLL=Y (FIZIE out-of-frame
BARREEOFTVEVRER) AUNIEEEWHITEBIZIERELGT /LRK) ZELNACHLBER. H5
WMEZ S THBEIC R IT T B BEMEITICKY ML TOVAIREVREREERIND, TNLUND TSCH
F1E TSC2EGTFDEILTHRENDEENSIFERETLREVLOE, LROBEELE ST, BEEEILIE
EHEEZET HIZIEFT+HTH S, EEMEILERED 10~25% TlX—RUEGTFRETEENRES
N EEGREERENEEMELEEZEET HIRTII AL BEEHELEDZ IR EEZ AL
BLITALHBERIFIBVEICBETRETH S,

BEFEHEZTTOVEVEDLIEIREEZZTEAEENRONSLEI>I5E
(2) ERERMIBSMTE %

A KAEIK

1. BReRB(ER5mm U EOB¥3DLL)

2. EEEMERMEIEGOUL)F-IEIRTEERELEDE
3. ITigp#fE(2DLIE)

4. TRV TF (RLEEERR)

5. ZRMUMIRERE

6.

R #EEE IR KN B B R MRt R
7. EKRTHEET
EXRTEMEMY 2 MiEE
9. IVERAEE
10.  FlY /BT BHIEE"
1. BmEHEMRECDOUL)?
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B. /MEIK

1. EFEERAH
WIFAILINE(B3DRIE)
AR (2Dl L)
HEEG RN
ZHRMUEER

BN DIBIRIE

o o s o N

C. IR

1 REREHEMSHR KNS E AR MR EROMERERFICENHSEE(F1DEERDL,

x2 )N EEEHEELENEFEHEOHERNHIGEIIEEZHTHICIXMMDERERDINHE
n&Hbd,

<EWohTI)—>

Definite : ERERFIZZ BT EE D SB KAEK 2D FIE KK 1 D2E2DUED/MEKRD VT hbEHT=T,
Probable: KFEIK 1D, F=IZ/MEK2DUEDWLT A RBOHLND,

INER1DIZT DB E L, BEFHEHEEERTI-T L,
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<EEERE>
BEEMFERAVTOINDNDTRBISOVTIL—FR3 FF2EBITOVWTT L—R2UEERRET B,
gL—K
0 1 2 3
fEIK
SEGA HY (EFEHD | SEGA HY (ZFE-(E
SEN/SEGA L | SEN HY
Fi1cm EXH) ZF1cm L L)
HY I TADLAER | HYCGEST. BE. FMl
HIRER | TADA L | HY BB
ARBE) &%)
MBPEE L | BERANEE BE~hEE EE~REE
BHEAE-FHEREE | L | R—4F— BE~hEE EE~REE
FEE M E MR IE
TR 5 4 B RIEEREHZIMNE | HEEFICEEEE | HEEFICELLXE
R BEIK L ) ) )
=Ty SHEMNTTHE =9 CAEISDE) EE-9 CRENDE)
=B
HY (DEIREEARR | HY GESE. hT7—T
IVER DR HL | HY (BB
AR L. FHEE)
B E g IE sl HY (BEEMNDE3cm | HY (BRF-ITES
AN
23 BEER xii) cm BLE)
BEEMES L HY
BRETHRZEILEDS
\ \ BEERNFY A \
M. BEERKRHIEL, \ BEERLAHY. hFE
) NILE(BFREE. R
LAM BL | TS LBLLEE HEHEDNEIRARRE
fif IWEVE-RESE \
HhHTHKYTH NIKLE
RARE %)
5, (FIBER)
MMPH L | HY
fifist LAM HL | HY (BREHER) HY CEBENLE) HY GAREIZEM)
Frig. IREGED
B LIS D figzs D HL | HY (BBER) HY CEBENLE) EiEE
FDith ZEE, PEComa
IRENBELE L | HY BBREE) HY CAENDE) HREEEER T
DI FAILE Y HY CEENDE) , ¥
) HL | HY (BB
FAY HEPEEERT
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RO HLYE N OVEE FE A3 B OS2 36 1T % B I
1. R4 2N D BRAE IR @E%%# BL T, W IR BEOBER 2 WEEICIE, W

NORFHOLDEZHNTHAE LI ARV, (7220, YRHHORGE Z R BRRAER S Th - T, il
P ATEE7R B DIZIR D)

2. IR ISR 2 BIEE IS OV TE, EEREFNE RO T CIRREIMTHOIL TV DIREET,
EGIT 6 4 ATl b EWIRIEZ ER2SVHIET 2 2 & & T 5,

3. 7B, JEROEREN EROEEE DEE T ELU RIS LRWETH D28, WEERER & k4
DT ENRERFIZONTL, ERERONGE LT 5,
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159 EBFRMERIE

1. =
BRULZREIL. BAEBBEREZEL. EHMREDIZR. BRABZEL. KERESXRITHKLAT D
BIGEETHDA~G B VUNYTZUMNEBEDSDDY T IL—TIZhToh, B4 T2 KUY R IR E
KEXRTELHIEEEETHD,

2. [RE
RE A~G B.V 2O2TOREEEFANHBEALTND, A~G BHDEGFIF. EIMRIZE-TEL:
DNA EBIFZEETIARICLELGEDZEY.V EDEEFIIEGRYBAERICDEGRERZES,
BRUEKETE. ChoDBEEFORBICEY AGELLEEFAEATLEICLICRY., REICE
BHEEZALN TV, LML, BOBBRITEROHE ., EHREERIOVTORERF ETATH S,
F-EHIHAREROEEDOERLFATHD,

xR 1 BRUEEEDRREEGFLEEDERKESUICHEZR T

- E R AR
@ REREET &?fgﬁ s | HREIE
'ﬁ K4 R RS (0,
. e [BCC %JJ%‘] I
T4

A (XPA 9934.1 (31kD) +++ 9.7 ++ < b 0.4
B \XPB/ERCC3 2021 (89kD) ++ + - ~ ++ 3~17

C |XPC 3q25 (106kD) ++ 14.0 - 10~20, 1.0
D |XPD/ERCC2 19q13.2 (87kD) ++ 38.0 - ~ ++ 20~50 0.77
E \DDB2 11g12-p11.2 (48kD) + 38.3 - 40~60 2.2~2.4
F IXPF 16p13.13 (126kD) + 43.7 -~ 10~20, 1.7~2.2
G |ERCC5 13933 (133kD) + 32 + < b 0. 6
V |POLH 6p21.1-6p12 (83kD) + 41.5 - 75~100] 2.4~4.5

UDS: unscheduled DNA Synthesis 3 £ DNA & R fE

3. fEK
BRI TERIFELS AN TRLEL A BT IARALVEEDBABBEMEAHY . REITHE
WEABRIE DR, £INHRERMNBILL. BUOVGITIII0RENSREROREENAOND, H1E
EKIE, SEEANSHEEL. 20 MIAICITTEDHITES. BEENEHKT L, BHEEL5-6RIAH
SEND, WTIhDI(TELREBET HENRANSTEHRIKENAEZRIET S,
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4. Ak
BAKBEEIVELEILISNTEST  KER . /DNRH-BERNE . RBE . EE28 ., BRAE, ®F:,
WRBHGESZEROEMAF—LEZHAT, ERIEE, RENAFIVY. HEERER. YNEYTE
BREDBETTICHZS. RE. FREEHAEEFERMTEASRICZENRHYN TV LZERED, 5
HEFICIE MBF. K. YRV —VRIICE DB EBELERZTES BRDORENAIERT— RIS
i, EHFICISCTHARTIRR. RAARIDNALGELEIRT S,

5. %%
ERFTERERDDIDITHBERTHSD., BEAXNBEYTTHEDOAGITNEEBEENEETEENAE
FAET D0 £EEIChEDEREZRELLEN., QOL [FELIET T 5, ZEAEMNS=FEHFITIE, EBEE
D EEHA DGR T HYIRREEL SN, BEETH QOL (EEBLETIT 5,

O EHOHEIVLELEHE
1. BEH
#9 300~600 A
RIRDIEE
THRGEEGTFEEIZLDS,)
. RMIAEA
RHEL (HEBEDH T, BRI AEEERFEILTHD. )
3. REDEE
DHE (GERISETIE T, £EARBENDLE,)
4. PDREE
HY (ARMER/ BAREHERICEKDBERED, )
5. EEENE
AEIMERDEEESFTRAT—U2ULEXNKET S

N

w

O fAEHT
MHHE R S AEIR B 1CBE I 22 MEMEMT IR ST IC S DRI F AR BA CE DUV -2 R IE S DFESL
HRARE AFAFREREFHAEMARRBEREHNFELE &% Rl TEF
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<EEEE>
Definite. Probable Zx{& &9 %,

BRI R DD ITELE
A JER

1. ERERROEHRBEDIEEHOMER (Fin L TERAGEARICRBLE-FHNGE RN KEEE. £
MM ERRGREZEDLTEIFLH D) /MNRANSEALE (BEE - F5 -TRE-EM) ISRBL TLERIZS0ME
UEDBRATY—TRNTEDOFRERIREGEDERENELD) .

2. ERRAIEEBED MR CE) > HN\—URES (BEANBLETLENEDEIMRIZKYKER
BEFIEEOFEMAMZEL, RIENE—IMNI-4BERLELD,)

3. SOMURTIZERADREN A (EEMAERE. ERMRE. BERRELGENEET S,

4. [REATEADETIER - iZIEE (B STEERE)

F) BABRBEROSEDBLT T, AT ORGEHHEERD
REANBBRITEZRETIVENDEDRMRETHBETEZREIL. BEATIRONGVEG. &
BEDRAEVEZE., KBEMRERTE. BRETORROE—INEN, BAREZRIBBLVAE—VE
Y CHRTHDIC10BLGLMNSIRE,

BH®EMR

1. REHRES (FHRRAOET. KRR CERETOESR)

2. BEMATO DNA BERBRTOEEMR (RIMRBRERZHHAB TEHRZME . RIMRBHEOT T
DNA EREEDIET)

3. BEMBTOLRNMRBBOEERZME., F2lE. hIAVFET TORZ MM

4. FENES(EEKBRETO FIEORE, A—T 44T LTOEALRILOET)

C B RIE2 1
RILI E BEENAMRREEELGE ., IV VERBLEEER TS,

D EFHIRE
1. XPA, XPB, XPC, XPD, XPE, XPF, XPG, XPV BIzFNLEE

<EZEOHhTIN—>

definite XP:
(A DIEREROH D, FIEREAFKEN L., BIZFRET XP BEEEGFITRHUEENRESINT
i)

(2)AFERD 1, 2,3, DLVT A BHY., B-2 ZiFf=-L . EEHBHERERICKYEIRID XP BEZFEAIZ
FYBERARITEY S ERFRETXP HEEGFDRNEENREEH OV ITEEFHEITRE
DSBS
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probable XP
(WAEKRDADAHNHY . B-2 ZiT-L. BIMIBFEMERERICKYERED XP B FEAIZKYIEERENE
BIEN, B FRETXP BEEGFORMEERNREEHSVLECFRTRERDESE
(2)AERKD1, 2, 3. DETEFH-TIHE

possible XP
(MAFERDADHAHY  B-2 Zimt-L . BIGHIAEFHMERRICEYBIH D XP BEFEAIZLYIEEREAH
BELGL, LT EENEEIEABRRERDSS
(2)AERD1. 202 TEm-THE
QRIAERD 1. 20T DHZEE=TH ., AHRERZET DEREVNEESNDIES
(AAFERD1, 2,3, 40VWFhhEiE-L, R XP LBESh TS5 E
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<EBEENE>
AT—U2LEEXNRET D,

XP EfEEHED -6 DIEIE
RISFEIK (D) X7
BEELGY/N—>:0. L. 3. HY

EIBRRS 0. L. 1. BE(RREEASEEDA) . 2. hEE( EEOLWEEITHEX).

3. EE (BEAEODEVWEREICIMA T, BICHIEX)
RIE#E:0. L. 2. HY (EHK). 3. HY(ZH)
R ESMEIR (N) a7
FEH:0. EE. 1. BT GHEEERLL) . 3. BT HERVE)
B0 [BEGL. 2. HTEE.3 BT .4 BI-EY
NAOBERE:0. EE. 1. EEHY.3 BELERH
BT - FEIRA%EE 0. IEH. 2. BFICDE 5, 3. BMETEHRE- -ITIRR%,. 4. SEVR-BE

REFEREFEFERIT
D1 D X370~ 2:early cutaneous XP
D2 D A7 3~5:pre—severe cutaneous XP
D3 D RAO76~:severe cutaneous XP

RIESMEREERE
N(0): no neurological symptoms
N1 N A3 0:early neurological XP
N2 N RX3O7 1~4: progressing neurological XP
N3 N R3O 5~: advanced neurological XP

XP EREEREE
AT—21:D1+N(0)
AFT—2:D2+N(0) D1+N1
AT—23:D3+N(0) D1+N2 D2+Nf1
AT—4 ;any D+N3. D3+any N

W HE N OVEE FE A3 B DTS2 36 1T % B IR

1. 4 2WnC O D EEAER . AT RSB LT Rl ISR B O BUE RS 2 Wi E

Wi, Wi

NOFFAO L DEHNTHELIZ 22, (72720, SR oh 2~ ERIEIRE Th - T,

A HE7R ?60) ZIRS)

2. JRIRBHAEIL RIS D EAEE TR DWW TIE, WY E PR E O T IR THOIL TV DIRET,

[ELIT 673)3F'&ﬁfﬁi%>ﬁb\«lk %EEWP#ULW‘% LT 5,

3. BB, JEROBREN EFEOEIEE DS CT—ELL EIZEY LW E Th DN, mRERER 2k
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D EMMBERFIZONWTIE, ERERONSRET D,
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160 Xt H 5
1. =

ERMEBBET. ERNERICIVRBREORIOREORADAHBNERICELLGY . RED/N\)T7H
BEENEEINIEE, BER. HAWVE. FERHBIC. 25F-EILEEOEENEVABEIZEHONT
AV

EXMEABEE. UTO4H@IEZETHMETHS,

WA 75 F UEMABE (REMATARE (BE- o1 . REERKMEZEABEZST.)

H2EE 2. ECEhER AR

HO%E 3 EEHRABBLNDOELRERLSHEEEMASE ERMEABBERIIRE. EXABEZ
2T)

MoE 4 ABMEBEGE (RY—FUERE, >z —J LY J)LY UEERE. KD
(keratitis—ichtyosis-deafness) iEEEE. FIL T - v F ) DEREE. FHEHER
fE. ZHRMERILT 72 —ERIGE. X EHEMELSHABBAEIRR. IBID (ichthyosis, brittle
hair, impaired intelligence, decreased fertility and short stature)
Trichothiodystrophy. E&@fAaEEE. CHILD (congenital hemidysplasia, ichthyosiform
erythroderma or nevus, and |imb defects) fE{&EE. Conradi-Hinermann-Happle fE{ZEt %
2T)

2. FRA
RERRADREZE-TLHME(REME) OSMERE. BEOEL., KB BEOEE . KEN
D7 DOREEEICEY ., RERADABNERIZELGSEIZES,

3. fER
RIREAMSKREREDARBNELLY ., BERMISHERKIC. 25, F-(X, LEWEETEERAN
EBICENVAEYEICBOND, EEFITIE., REE. OEAHNIERY, ENDOERLEOOND, B8
(SRR B DB, FERIICITET 56, RELUNDERICEEZZOL0ELH5,

4. AEE
BARBEETED, REICIX., REFOCDE O EONBIZEEREREZITI, BEEFITIE. HiE R
(L. 8% -FFIREE, FEKREOHE. REOREOIVM—ILEDOREVAEREZTS. FEREMD
DLF/AREBEREERETOIEEH D,

5. %t

K—HMOEEFTHERY. ALY RPORTH L HHLDOD . EXMICEEGFRIIRIFTHS. F
EHICEDFTITERNBERT 2612H50%, ZLOEH TEEICHIVIERITERRT .
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O EHOHEICHELEIE

1.

BEH

#9200 A

FROME

FHGEBRFEEFICED,)
RWEBERTE

RHEEL HEREDH THD. )

RHYPDHEE

DE(FEALEDER TRAEERIIFRT D)
AOMTEAE

HRIMER DB EEDY,

BEEENE
ABBEEEAQTVATLFERANT, EEMNERRET D,

O fA#EHT
OB R EREREMNRIL
MRARE BEEZZKRFEFR HR RART
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<EEEE>
Definite. Probable Zx{& &9 %,

EXRMABBEL. ULTO4H@BPEEZEATNTNEROKRELZEAET 5,

WA 7o F UEMABE (REMATARE (BE- o1 . REERKMETABEZST.)

H2EE 2. ECEhER AR

HO%E 3 BERABBLNDOEREARLSHEEEMASE ERMEABBERIIRE. EXABEZ
2T,)

Mo 4 ABMEBEGRE (RY—FUERE, >z —J LY JILY UEERE. KD
(keratitis—ichtyosis-deafness) iE{EEE. FIL T - v F ) VEREE. FHEHER
fE. ZHRMERILT 742 —ERIGE. X EHEMESHABBAEIRRE. IBID (ichthyosis, brittle
hair, impaired intelligence, decreased fertility and short stature)
Trichothiodystrophy. =@ fAaEEE. CHILD (congenital hemidysplasia, ichthyosiform
erythroderma or nevus, and |imb defects) fE{&EE. Conradi-Hinermann-Happle fE{ZEt %

2L)
ERMEEEHRODMTELE

FERMABET. RERRADREEF-TLHHME (REMR) OEESE, BEOELE. K#. En
g8

EEDNITHRENEZTSNSZEIZEY ., RROBNSKEDOREDARBHAFEIZELY, HAER,

HAINET. FERIC, 2 HF-RLEEDRENEVAZICBEONSERETHD. EEFITIE. REE. O
AHNIRY B DEMRLRBOoNSD, REITKARELNHHH]. FERBIZFETT H6]. K& UM DR
[CEEZZDHHHLHD.

PR TCEELGRRKRAMESRERR., &Ml TRSKREZUTISRY,

<EFERKR. BIV TEZEREFRR>

A
B.
C.

FREREYIC. HARMNOHERBIC, €8, FE. EVERORENENAENETEDA TN,
REREREICTREABDIEEEZRDHS,

AN
UTDRBEESIT 5.

BRUABE. RE)UN\E. SEHABBESOL AR -FERBICEREZROLEREABE. A8
BLUSNDRBICHER T SR

BRFHREMRR

f"E &L T, ABCA12, TGM1, ALOX12B, ALOXE3, CYP4F22, NIPAL4, PNPLA1, CERS3, KRT1, KRT10,
KRT2, ALDH3A2 (FALDH), ABHD5 (CGI-58), SUMF1, SPINK5, ERCC2, ERCC3, GJB2, STS, MBTPS2, EBP,
NSDHL DWWIT A DELFDEEEZET 5,
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<SEEIR>

® N O ok~ N2

10.
11.

12.
13.
14.

15.

AREZ S I

AEORELRO
ENMDLER

KENER

FHEDHHE

#EE (KID (keratitis—ichtyosis—deafness)fEIZE THBHN D, )

EHMERE (S x—J LSV R RETHAOND, )
FEHREEEF O T—T LU IV EER. LI - T EREE. DHEBIAERE. ZRMERIL
T73—E RIBYE . IBID (ichthyosis, brittle hair, impaired intelligence, decreased fertility and short stature).
ECHABETHOND,)

7 hE— R [E RERIER (R — U ERBE THON D, )

BRE. ZE. EEEE (KID (keratitis-ichtyosis—deafness)fE{&E¥ ., IBID (ichthyosis, brittle hair, impaired
intelligence, decreased fertility and short stature). Trichothiodystrophy. & @4 fA &%, CHILD (congenital
hemidysplasia, ichthyosiform erythroderma or nevus, and limb defects)fE{ZEE CTH N5, )

AR % (KID (keratitis-ichtyosis—deafness)E{Z B THBHN 5, )

=R (EAtAaBETHOND,)

K EE (CHILD (congenital hemidysplasia, ichthyosiform erythroderma or nevus, and limb defects)fE{&EE.
Conradi—Hunermann—Happle SE{Z# THHMN 5, )

WIDES

<SEREMRR>

1.

mik-HEZHRERMR

1) FFBEEREE (FIL DR - v U EIRERE . DRI ETEE THOND, )

2) & lgE MIE (R —bUERBETHOEND, )

3) RAEMEFHBRZDMALNDASEHE (Jordan’s anomaly) (KILIT -+ UfEIRE, hiEIEIAETRE
ECHDND,)

RIERERR

1) REMEOEAIL

2) REAMBLEOBAMENE (T>FUERABBETHONS,)

3) BEREEDRAE MRS

<gHohTIN—>

Definite (FETE M) : AB KU B #iif=L. COERIT REKEBZRIL. DEFH-TLD
Probable (BRERBIIZIZIXHEEIES) : AB KU B EimfzL. COEER T REFRBEBRNLIZED
Possible (8¢2H): AB XU B Zilf-3HD
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<EEESE>
UTISRYEEMEHNRET S GEMIETSoICRR),

1. ABEEEERAT7VATLEAVTRERI7 THEL-EAEH,

1) BRIE: 25 RRiH.

2) A 25 ML 36 MK

3) EiE: 36 Rk
2. MRE1 0TS F UEHRBET.KERERNELL KE. USADRKREEDS5% U LE SHDIESH.
BEU. MD5E 2 OELEHFABBEOESN (HBERHISIFZLEEITIRIROBEWMERBERNH . EELEROS
R.OBOZREEONRLNS) DBEEE. EEFET S,
3. fihfifERRZE G

EEUNDERICEEEFICXEEELTLANLORENHSI5E (BREHHEE, REES. MK

. OiR0EHE. BRES. FUREER. EEREE. FELR)L., EEHET S,

1. BBRSFRERAIT VAT L
(a) BEEZRDHDEH

;HE: A= % (0~100%)
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1. WME
DIV IRITELBRL M EETEGT SRR ADHREMEE LS AR METAEIETHS,

2. FRA
ATP/BRIGFNEEICLYIRD B ADHMARE SN HEFIHHMNLE L TRBESZ5IEE
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3. fEK
TR DFRRLE T LY RFHEERES . SR GHIEK. FBHEK. BEEEL5OBHRETEEL55,

4. BEE
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BHCEZWIh ., EYUARERITHIGESIEIFERBRITFLIEN S, AERODWIIBENTH D,
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3. MRMEEAE
REEL (EEDBENDETHD,)
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6. EEENLE
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<EEREE>
Definite ZXR&ET D,

IV TRD MRS

A JER
1. Kayser—Fleisher AEffH 2 &
2. fEMRMIRERN BE 1R EE 2R
(B8 B BEDOFHRORE O DERE
BiE: BEAEICKEEZE T LOLGHTREE. BEES. REOREXFEROBEMIEKE,

BH&EMER

1. MFEELOTSRI 01g/LUTF 24.01-02g/L1 &
J—LAZHANMEM 1 8

FRepEABE#E 40-80 pg/H 15,80 ug/HELE 24

&2 50 png—250 ng/efzFEE 1 . 250 pg/efZiFEELIE 2 |
FE R IK ARV MG S (CEEE MRI TERILEDFTR 1 |

a r NN

C iR E2
LUTOEEEERNT 5,

FFRBELTITBEDAILRMER %, FE7ILa—I)LHEEIAERFRE . 7ILa— LIRS . EMMERERE.
BoREMEEE. REMEEHFEE, REMELCEEER ATI/AI—X 1-TUFMTIUR
BRESZHERNT 5,

AEREBELLTEITHEED. ZE2EREOTVNAZET HRELERAT 5,

FRERBEELTIIS DR, FLREHFAE. WBHEE . =BUES. MERAE. EXT)—DERKREET S
REZENT 5,

D EEFHRE
1. ATP/BEIGFDER VEDDRBER 1 R MADRENK 45

<EZEOHhTIN—>

Definite: LSRN REDEETA 4 LI E
Possible: EEEDmEDEETA 3 LI E
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UT1)~3)DWIThhERE-TIHERENRET D,

1) FEEZROH LS55

OChi ld-Pugh73 %38 ZRAWLV T, B, (ZRRET D,

Child-Pugh%48

wRA 2k 15 2 5 35
1 H
5End g A BE LELEEE
fE K A A L hE=E
mEFEEYILE AE (mg/dl) 2.0 R 2.0~3.0 3.0 #
mE7ILIT S E (g/dl) 3.5 &8 2.8~3.5 2.8 Rii
JorOVE VEHSE M) | 70 8 40~70 40 KRG
k] mE

A b~6m,

B 1~95:

C 10~158

2)HEEFFERDIEE

Omodified Rankin Scale (mRS) . BE R &, FROZNZNDFHMRT—I/ILEZHANT, WInHhHNILLEEF5

RETDH,
A A Rmodified Rankin Scale (mRS) #|FEE#EE

modified Rankin Scale BEITTRER
0. FEoMEMEMGL BEERSICHEBIENELITEOIKETHS
1. EREHO>THHRALAGIES L BEERE LM EBIREH DA RIELFINSITOTLM AL
BEDEHOFERITAD BOFHICHIRBEIBVIRETHD
2. EBEORE: FAE LRI SIT > TOEEOEBICHIRIEH L, BEEF
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352



PREORE: B0 #SBREERIALI S SN ERELT
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FEIRTAL
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1. #§E

BRR I 72 —FEE. BELY M UBRBTEDEABRIE, K 2B/EZEELLAALN, MREET
MEFZIAYI+RT 7R —E ALP)EANMETT 5005 ETHS. ALP DFRETICEILGNE
BI4EQ) VEARIKILEZEETAH L0, RO VEEDETT A LIZEY . BOERK
. K BB/ETEMNBIZRESND, ALP OEE TH S phosphoethanolamine, inorganic
pyrophosphate (E Q1) ) , pyridoxal 5 -phosphate W EEMAH N5, BE. BLEALYE
BEETHHIHD., HICEREABLEGRELH D,

2. [FE
HBFEREMNT LAV AR T 72 —E AP DREICEDHEETNT IV,

3. JfER

BDL BFEHEIL, BRKIE, BER., RIRER. BEEOMAMNILXR. B, (FLvhA, Bh
WD LM, 2R, BREFER. AEENAR, EERSORHES. ILEDRYEL, FHE
. BREZRN 5,

4. BB

B SN-IRAMIEBEEIT G 12, ALP BRHEREEZVEARINDOH D, EEHEIZEIT
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IS LMENHFLN, 2L, EBAILCODLIINLY ZFERT S,

5. ¥
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O EHOHFEICHELEE
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#3100-200 A
2. SEBOHE
T (RREAP BEFOREREAN, EEEOEVITSLERETETOAEL,)
3. SRML AR
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4. REIOEE
WE
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BEI24+R 772 —EEDZERESE
FREK
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FEMXBARE LTEDERKIEE. REBDER.  2FEOEBHIHTER
2. 3LEORHRE (4BRBEOBE)
FREMR
1. ME7ZILAYRRAT 72—+t ALP) {EAMELY (EEHBIDERIEIER)

SEEIR

1. E4 SV B6KkAEMEITLVRA

2. MfkiEE. &R

SERERR

1. RPARR I+ TR/ —IVT7IUDOLR RPET7 I/ BEIMOEBIZHY)
2. MFEEQY VERED LR
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H Akimodified Rankin Scale (mRS) #|E&E%EE

modified Rankin Scale
FoEBRA LY
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EEDEE:

BfEY, RERE, BICNBLRFVELELT D

6 FE
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S
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FRICU 5. BEEMENECLLVVGEEDERERMAH SN, 4 F- AEEFITKELRL,
BYHEOIRC. BEHFOEEDIXEZLELT D,

BE-RBERASHIDNTIZET S,
HEMAGIEROMEEERN(BEXRE. PIOBIREELGE) ZVELT D,
LEMISEROMNREBERIEKEFELTLS,

4 ek

BEITFRER
BEERS FCEBRALDIGKRETHS
BREERS ST ERIREH DD, FEURASITO TV
BEOEBICHIRIAVIKETHD
FIELIRIA BT O TW R OFBICHIRITH DN, BEEE

FEILTNSIKETHD
BUe A #BEREEZRALEAEGEICRINTBELEET

BN BEST. BE. BELGH DR MMLAEEIZENE
EVEELLGWMRETHD

BESIT.BE. GELAADOHR. MLEBEICEINBIESNE
ETHN, FRGNREILEELAVVRETHD

BISHEADNBELELT HRETHD
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| REREL,
. EROETHEORREHHH, HREE- BEEFITRERL,
| FREEOHICREDBYINEE DERLH S,

PR RO BEER DY T2, HAWEBEAREDHEEFHETRUNNELD,

. BEORSIHHVEHE RGBT EDEEFRANDLE,

EVFSH AN TR TSI B EERASDE,

2 W7 B K OVEE P /3 JE DRI T 38 1T 2 R 9

- IR NSO D BRI, BRAAT RAEICB LT, AL EICRBROMEN2WEAICE, W

NOEHOSDZANTHAE LR, (2L, SRR ORE L R RRERE ThH - T,
B ATEE7R B DIZIR D)

. TRIRBIARRIC R T D EIEE D SEIC OV TR, EUIREFEREEO T TIREMTOI TV HIREET,

[ERUNCEDEN NG S SR IN %EEWP#IUT?“ZD LT 5,

C7eB, ERORREED EREOEREE 5BE T EL LITEEY LRWE TH D05, miER RN & ke
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VATER fEIEEEIL, V=HEKEE A=IIfZH. E=REBEE. R=EBFHELIUVBESFHBENS 5
BIEDEXFOHRAEHETHLEINTIVS, VATEREEEIZEL T, ZRMAICHI=-2AKXEENFKE
TEOMFIETATH D EETH OBBOREBRHDO RN, RIEEEETHLII LG, CORHICIE
DEWEEICEENEETOAEHEASN TS, AXREEICKHLTHBAEZEDDIELELIC. BER
HEDIAO—HRBEATHD.

2. FRA
VATERJEIRBEIZE VT, ERMITHIDAEREENRES DEF ETHATH S, BEEHF DEBFDH
ARRAD SN, REREBTHL ENG. CORBICEDENWERICEEAEE TS LMASNT
W5, BAFERFCR)VZ—18 DESEIREL T VATER ERBOERETETHHEENHLEND, #
FHRERFOEGFRELGE . SRORLIRRICKIVELT IREEZETHEEIONTND, D=,
MEMRBIELSABEORDYICIES IEWVSAETHEEINSGEELNH S, CCTER L., BHEEICHE
JEFHDBAEHOEERET .

3. fER
VATER SE{REE L. V=HARE A=If935H. TE=SEBEE. . R=EETIRBLUBERLLS
5 BIEDEXFTDHAEHE THAINIVATER 5 HIED 3 BIELI L 1ELTEHENEIENZLY,

4. Ak
BRI TOYEENRET IEF X L(THTH L REMFENREATHLI LN L. SRR
BURILRFEIL THD, SRR EHEES IO AERICEEMEEREEEZVLELT 5, 1Y
RHBRHOERFRERDIDIIEREDVEELERFZEES BHILETH THS, TAHAPHICRE-R
ENERE(BEXETE -RERAH . HIl- XM EREOF ML AEEZED D, REICELT, SAEBE
BEHIES, frE TEREDTE. EEFHOFHEEDD HEEELEHITHIENZ XE-
BE-UNEVEDORBEICOVT, BN A -BGEMLE T+ 0—ZREET D,

5. %t
EEIChI=Y ., AHHEC EDBRMIAREVNEYLADBETHS,

O EHOHEICHELEIE
1. BEH
#9500 £
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2. RROWE
TH(EFERFOEGTERLGE  EROELGIREICKYELT HREEZET 5,)
3. MEMIEEAE
REESL (S RRGAR. UNEVBEHERZDAHTHD, )
4. REOEE
WE (BRFRICOAHERENVLELR A, )
HY (ARMDIERDZEEEHY., )
6. EEENLE
LUT®D1)~3)DWFhbhEim-d 58/ RET S,
NHERXEDEENHY . VAR - FHTICE>TENYHA DETIEULEIZRYTIEE,
2)modified Rankin Scale(mRS) , BE - XE&E. MDD TN ZNDFFHBR7—ILEZRALT. LWFhhH3
LEERRET S,
3) B :CKD EEENEE—IIVTNFDOEHLDIBE,

TVATER SEIZEE DGR S M R E DL LR EE(CHLEDCHREFAES LU DNA /- iPS M DRI
HERERE NERREB BEXZEZHEREGEEY— iR

[VATER JEIZ B DERR S R ED L EHEEITLEDCHRERES LU DNA /U +-iPS HIRE D FEL |
HERERE NERREB BEXZEZHEREGEEY— iR
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VATER @ 5 B(V=H#FEE A=[IFFH -HIL-IIMXE. TE=[EREE - BEAHE. R=1F&F
BB RE., BEERS. EEEEALUVEFTE -BERR-BEMR) D535, TELIERZIHLL
LEL RBERERECMOKRE (O7 0B NF) ERNMLIZLDEVATERERHLET D,

SBIFENENLUT D XY S,

DOV=HHKEE
BN URGETHR - BREEEDORMELNH S,
HICHADITR (MAEESTE (EHAK-IRTHE) ) ARLNDIIENZL,

Q@A=RIME
fHAT fRE2ICTHERE,
AIFsEzE  HHEEEHY. BHL N UBRIETHEHREHY.

QTE=XEREE 2 EMAK
BEEZICTERCREGEHESE,

@R=1E &AW

BB RIBERMLUN R TRE, L BIRER AL BERRERD D,
GR=E#

BEMR - BEMREERET RREICTHEE.,
R2ERREICKYRBERERE-J7 =B MERSILI- LT VATER SEIRFF LMY 5,
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<EEESE>

LUTD1)~3) DWW A Eim-HEEEMRET D,

1) EXEDEBELNHY . BVEE-FMICE>THNYHA SETIELLICKRETHEE,

NYHA %35

I

MEEBIIHHNBRFEIHIRITELN,
BENGHEFBTIIES . BiF. FRER. x@mHd0 L
bR (Mg 24£ LG,

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

SEDORKEBDOHRAH D, TFFFFICIXEAEIR,
BEFEDIL., BHEBIZIE, FST0E) TRS . BiF. FREH. X#H
BUVERLE (BB EETS .

MERED=HVHELBREEBLHIRSND,
DAEERORDE (58 NLHFICLEET S,
OIDNEEKEFBTINOMNEET B,

NYHA: New York Heart Association

NYHA 3 BICDOLVTIE, LT OEIRESEICHIRT 52LET 5,

NYHA 548 S REBRE RABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs U 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 TEATAEEH HUNE
HEED 40%KiH

MNYHA S FEICERFR (3G T 5 SAS [EALVAY,

FERALSIT2METs, BE ST 35METs, U KIE - ALY TR RAMETs, S 5-6METs, EEX6-7METs 1%

BEFITDERELTHEL,
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2)modified Rankin Scale(mRS), BZERE&E. FRODZTNZFNDFTEMRT—ILEZRAWNT. WTFhHhAIULEE
WRET S,
B A Fimodified Rankin Scale (mRS) ¥|E&#=

modified Rankin Scale
FoT=FERAELY
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BEERS FCEBRALDIGKRETHS
BREERS ST ERIREH DA, FEURASITOTLV =L

BEOHHOEBIIITAD BEOEBIHIRSAVIKRETHD

2 BEOREE: FIELIFIA BT O TW R OFBICHIRITH L. BEEE
RELFTOZFBNT RTITADHDITREEVN, B2OED  FBILTWSRETHD
EYDZEFBIELIZITAS

3 hEEQRE: BUe A #BEREEZRALEAEGEICRINTBELEET

SO BNELEET DM, HITEINBELIZTRS BN BEST. BE. BELGH DR MMLAEEIZENE
EVEELGWMRETHD

4 PEEMEENEE: BESIT.BE. GELAADOHR. MLEBEICEINBIESNE

BT OHARHIERIZE NSV ETHD ETHN. FRE N REILEELAEVVRETHD

5 EEDEE: BISHEADNBELELT HRETHD

BfEY, RERE, BICNBLRFVELELT D

6 FE
B AR ZE R E &R

BE-XE N

0. fE{RZEL,

1. BICTE5. BEFENETIELRUOVEEDERMH LI, te&EE - BEETFICKELZL,
BYHEOIXRC. BEHFOEEDIXEZLELT D,
BE-RBERASHIDNTIZET S,

HEMAGIEROMEEERN(BEXRE. PIOBIREELGE) ZVELT D,
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