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) DS : dermatan sulfate
GROD : granular osmiophilic deposits
PPT : palmitoyl protein thioesterase

HS : heparan sulfate

KS : keratan sulfate
RL : rectilinear complex

lysosomal SAT : lysosomal sialic acid transporter

CTH : ceramide trihexoside

(S : chondroitin sulfate
CV : curvilinear profiles

FP : fingerprint profiles
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REEEFIE ABCDI EILFTHAHN . ABCD1 B FEREERFE OMICHAL AR R
HoNT  BEFENREFHRHHIE AMN DAREENGE DERRFREFRTHIEETERLL,
T BA—BEFREEZELTVCLELGSRBEZETHHINZERESNTEY., ABCD! BIZFEE
EIFTIRA MICFREERE S HERGEGEFHRXITIREER) DFESABESATNS,

3. fEIK
BRIA/NR RINE E5~10 mICIFRL. RN BAOEE. FEBEET . BESITRETHRIET HC
ENBL RER. LBMBRTETEET S,
BEHRKE (11~21 REBIE) (. /DRREELRBRDIERZET D, LOBERICETT S,
FEARANE (22 LR DR &, BBEMAE AKX THRAEL . LBEMRRITETT S,
AMN (&, BEHLIBICEMSTEEEIRICREL. BRE HREFTEERL. BEEOREREZRST
EWHD. AMN OFRFBHI(, FHEEITKWE (CHBITTHLEIN TS,
N - B EREY (L /D MTEEEN K FR L IR EMEE ERERET B,
TOUVBRIERIBEFR LN EEDNEE. B HABRT. 2S8R KRERLVICERALBERD S,
RIET 2 LS. RABFETRDOOND, T BAPICHBERNBASHNCLLHEHY  TEEZET S,
ALD BHEELATH 80%ICEIBRLEETHLIN., TORICFRIBHEREICTERELRIER
£ERTHlIE DR,
THHRRETH—ETIEMEEEDIZ AMN BEREET ENHD (IUERES) .

4. HEE
INEREBCEWVTHRERFHOEMBHMEREICKY. EEKOETOELENRESNTEY. BE
FEELTHIRF SN, FRAFHRUBAKRBKNBEICHLTHLRERRICE TH5FMMELEREMIARESN
TW%, —A. ETHTOREF TE+2EMRDEONLGNIEN S, F-, EMEHATEHEIZFE
THEBHE (GVHD HE) ICKDEEFEDHY . B DOVWTIE+RLEREANBETHD, RHOZEER
HOEMBHHEBENFRICEVTBOHTEETHD.
Lorenzo's oil (AL AV B TILABE=4:1) &, P DB EHASHHEL (VLCFA) (FFIZEafNiERAER) Z 1 EF

- 26-



£95h%, BEL-HBERZINFITEIMRIIZLVEEZONTIVS, ZTDHM, AMN DX EFREIEE DE
Pt FREE R (S IEHEREEL T ERICIS L ERZERAR CEBFREEZT O BB 2ICHLTE
ATAAFHRIDFBENTHONS (L ATOCRITHBERICITESTHD) o

5. Ft&

INRARRE ., RAKNE (L, BERDGEE ., RER. RRISETLERG 1 ~2FTEARKEICE
BTENS N, KINIZAEBEREZROLL AMN FEGI TR IRETHEDREBZE LY G FRIIRIFTHD,
2L, BRAPICHRAKRBRICBITL. RFGETERDIFID0HY . TEABETH S, /M- fizri T
LRAKRBEIZEITTHENH D T-TOVIEL AMN PRBEIERT HEAHY . TBEET
%o

REFEBRICEALTE. BRATIIRED FRATAEETHL-0. BIBHEREEL. KINEFREMN
RIEENT-BRETRL—XNE MR HRERBIEE KRS 5=, RAEADERFEA SEEL follow-up 7K
ZELEHTENKINEDFRBEICEETHS.

ZD=OICH REDREIFENODEENV )T ORRADRREE B R~ ORBHZIERIZMH
GEE MEBAICHALBEREZLENOED TUVKBENH D, F-MIRERDHIRATIZ MR THERZE
AREENHTENZ N EN DL, BR. FIT2EBEN D 12 RORRESRICHLTIERIESNAIZTE
® MRI, #EAEPHRE (REFREMRVEEKNERRS) . 60 A1 EIC1 RO MHRLNEFRE
(Wechsler RENBEMREM) . BIC 12 LB TIX1EIED MRIBRENBEEEZ D, WTIUADRETK
B DREATEESN-(FTROETAH o) HEICIE, RRICENHFMEBIEZRTAELEbN
%o

O EHOYIEICHELEIE

1.

BER SN EEERZHELRFER
249 A

- RRDOHE

TEA(ABCDT DREFR £ KLY BB L-BANB RERENEBOBEENTHRIND. )

- HRBVSRRTIE

RHEES FRIAEIET L, ) RINEY, /M- IR IS DOV T RER A0S M FHMEHIE. BIBEFECHL
TIRRTOS R DHFIERE

. REOEE

DLEGETHETHD,)

HY

. EEEDHE

FRRERICLARENEZAVT. ETORVERNRET 5,

O fE#mi=ftT
EEHBERFRAEGMER AR BEBRMREERRY
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[SAVJ—LR. RILAXIV—LREGEIBEBECANOT—E2 &) ICETAREN DBEYLERDER
[Z@EIF=AFIDBELEDREICEHY HHE
MRAKRE BIRFERMA LU S— BRRRESBESRE RILEZ
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<MREAE>
Definite Zx1 R &T 5
1. FEERBLVERKAR
EFRE(R) CREEICROONIFMRIFLTOLEEYTHS,

OFFFRIER
INETIEFERMESHEZTOCLRELHLULIEREET 6. HATIFHEEO RN
HRELGEEZET D,

QFIREEE

INETIHZERE. BH-BH-BN-EF - RECEOERENENS AT MMHEDET. &
RIGHEPEE (KEE. KT KB LGEEET D,

QRANET
MRIERELTE W REFDOHKE, fHR. KEELELZETH. (RETFDHE, AUYNKIKDOMN
BANBICREIEITTEET D),

DFH1TEE
BRI (EERREZE T HENB D, LEICEAEEZRHHELH D, ) ITLHEHT
BEEZ27 5,

OSRRRHix

i DR, BRSOTTE., FHRGBHET. EOREICEVWTLREEICEDOND,
EREESE

REBRVRBAEREE AMNTIE, HEEOREREEZTIHNSL,
@BEREMEES

HREE.ZELEEZET D,
®@BIBREER

BIN. BERFR. AERD . BRILE(RE.ER) BENECEEET D,

2. REMR
(B REEHEE ST
C26:0, C25:0, C24: 072 DB RIBEHFEDIEMERH D, MFRT,ITITY Y MIFHRASHE . Jrill
KIZEREELGEEAVTHNY %, BREEHEOBROREE LHKFEOMICIEHEEMSEEN, ZE
REEDHIB0% THEREAEHEDIEMERD S,
SEE(MEFERT4>TIT)2C26:0,7C22:0)
INREIALD 0.0260 = 0.0084 (n=47)
EEavbO—)L 0.0056 = 0.0013 (n=710)
(2)EfR 528 (EREMRI, BEARCT)
INBRINE BEHRKE ., A KKE TIE, KB EORREEERAIIC—EL T, CTTIHERIE.
MRI T258FAE& . FLARER CIESEFEZRDL. FEDAMITREEAL . EEEAEOAIKE
FEDER. IR KEBAZ LAY ENICHIEBEEL BN ORI RELHLH D,
AMNTIE, T2REAEE. FLAREE CEEBSEZELPT L, #THICEEHOEBERENHERIN
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BIENH D /M- iR TIXHARER /i BREAGER G E DB EERET D FEE DB EER
ZEOHAMUTIE, ARV =DV LICKYEEZDRZRD S,

BHFELEELHRE
BEME RS ELL(ABR) TIEL I~MILREEBRNERTHIENZ L KEREFZREAL(SEP) RUR
BEEREM(VEP)IREZRHLIIEN SV REHRGERBLBEEETEROLI LN H 5,

(4)BIBHEERE
BEER I 2R E IR TH . ACTHEE WOrapid ACTHERER CIERIGZRH D ENH D,

(B)EITFHEMT
ABCDIEGFNERFIZH T RELEGTFEEICTHALHIGHEFZEDON TGN, A—DZE
EZALTVW L EGABKRRUE R CEELLBRIN S,

(6)RERR
REZLEPRGBRERLBEBETHLSIDT, ERTOZEICIEZIL:GL, KINBEDRE, TV —>
2, EEEOREMBBZEANBNILERAREDEHYTHS, BIBTIEREMIBDEL . EITHAIC
FEBRLERZROD, KRB ERBEREDNII/OT77—, BIBREMIE. REHES 1T M
ROEKRDOBRBEYMERDS, COBEYIBREEVHEEZE T SILATO—ILIRTILEED
LDLEHTESNTILND,

. EERIEH

(1R
ABRRMZEEE. 2BES. DHE. RAES. iR, 7OV R, NES. BRI
(SSPE) . tho & AMA T —

(2)BA
RIEMEE TR, 2R MUEILE. FBHR. RAE. SH/RNESE. 7OVUUR. KES.
EBHEYNE MOBBEORNOT—

. ZEOATI)—

Definiteb LTI, FERO~@DDWTNMIZEZ LT HEHET S,

DOTFREDMN)~QB)NIEELTEHTLD (RIEH)

QRERNICHEEX FREZBNEY. TRO()EH-TBIR (FEMBH)

@TRD(MNERZTH-T X MT. REENIZREB XIFRAFSNS, HIHWLIFEBRE
FEREE S ECABCD B FERENTOEETHT 558 (XMHREH)

@DABCDIZRIREDBETFEENRESIN-BE

(MEEEREVERATR TRAZER (D~@) D535 DH<EDLT1 DU LBRALH S,

(2)mE. M. FMBBEOWT I TEREEHERENSIE.
()ERARMRI, A HPMRE. BIFHEREOVTWNTEEEZRD S,
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<
T

®

EEEDE>
ROREAFESRL. £ TOREENRET D,

BIBEBECAMA T —DRE

OV PN T
RAEFEIX. 3~ 105, MR- THEIL. RAO-BEHET. HMeEEE. HTESGCETREL. B
FETHYKEBIZESIENZL, RHLEZVERKFRE,

QREEARME
FIEFEOIL. 11~215%, BRIREEK . BRIREZBIZ/NRELIFIFRFR,

QEIB L —1—0O/\F— (adrenomyeloneuropathy : AMN)
10 EBF ~FAT, EERRE CTRELERICETI 5. BEORERELHITEA S,
BEEORHEMREEE . BRERES. BEEZH52L4H5,
INBEIZRWNTELY,

3\

DR A KRR
AR ZEAE . FIAIBREDET  FFAE R TREL . MNER ERRICRRITETLTHEYIREICE
2o

R ES. hoBEANOT—, SRMEBILELGEDBBEERBEDEANNBE,
AMNDERRE THRIEL., BBEDITEELTHRAKRRELLGLI5ELH D,

G| - fxigg 29
INRKER . THROESGELRLEH/DEEHEERDOBRRKREREZET 5,

CyPIP%:
BN BETIR MAERFL . KEOBRAEGEANBELREERDAEET D,
ARRAEIR TR AN,

Dkt HES

L HHREE O —HIEAMNI - R EREE T 3 1BE 155,
®Z Dt

SIERIB M.

WL E R OVEE Sy B OIS IS B T D B A

. AN WD BRI, MRAEFT RS LT, A FICRBEOHEN R WGEITIE, W
NORO LD HNTHZE LI X8V (72720, YEFROKRZ R T HRIERE Th - T, i
FATEERR B DITR D, ),

. RREBIATR TR D HIEE SISOV T, @UREFHEHRO T CIHEMTON T ORETH
ST, BT 6 AR TR EWVIREZEMISHNT5Z & L35,

LR RO FRROEAEEMESE T EL RICEE LARWE TH DN, @R ERE T 5
TENRER B DIZONTIL, EREMRONGEET 5,
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21 VKR 7R
© #m=

1. =
SFAVRYTRIFSIFAVRYTREEDNEFT SN, BBRERNHIR T 5RELHRIL TS, S VR 7
FTRIIF—EEITMAT, FEBRFEE. TR DR AL D LA DR BB EAZEZHE
HOTWB®. SFaAVRY TR TIEINODEYEMBEENTEL TV S EEEAH D, LHL. BED
LIASPOVRYTRICETAHEREDERIEIRILF—ELEETEEAONTEY. ZOIRILT—
REEFICLDFRENELRTH S,

2. [RE
SFAVRYTRHREDFEEE. #% DNA EDBEGEFOEEDZEEIFIVR)T DNA(MDNA) DEE D
Eh%H %, % DNA LDBEIEFIE. 3 TIZ 200 BELBIEFOEENRESN TN,
—A.BIKRD mtDNA LIl RE/EE. REE(BEWEL) LLBIC. BFE—HRANICHTERFEL
TLY% mtDNA D ENFLPLTH(ENEIL) RRDRRIZAS, 9 TIZ mtDNA EIZ 200 EZEEZ SR
REENREINTLD,

3. fEK
KRGV RIT7ROBEIE, EICHHALGPIRGZERTEZICEZHLTLSD, EREL2 S
DIFERAERE &L TE DRI P IR IR AE KD EUVEFIR S HFTEL TS,
REBHOGEIER (. LTISRT ESBEDITHEIN, ChoFlaahE TR TLWSEEXINaY
RUTZRDNREONZEICWHIENZ LD BE—DIEFRERLNAZGWNEF T, GAOGENEEITET
SEL EEZHICESETHMEET HILNENTHL,

AT (FLONhASAIO—X R, KA., BZEPHRAEIK. IBEIE T . (REEJE. 45
FEAR . AR ST O/NAF—
B BAOET. BIEFME. & CK MIE, A4/ F—
By GEEE ., WPW JEMREE. (DFE. fe I
iR RARERE. NIRHRE. RIREAREN
FF FFHEREREE . FFAR £
B Fanconi JEEEE . FRIIEMEEIEE . REMARE. IS4/ OEVIR
-3 HERE. N AL
ik SRIFERIER M . ALIERE D AE
NE BT
NN TF. B
RIS R TET.Z2E
N5 AR BEE. KA LI
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4. BEE

SHEFEISERNICEEEFERICECTHEYIITONILELHY . BEOLHIKEBEHESE ST
DIZEDLOTEETHD ERFESHLEBESIZIE., MBERTHOA 1) DEENBEIZLS,
TADLAZEHLEZBEIZIE. RTANATIDERENDEIZLEEITHAS, £z, MoEEFICH T IR
—RA—HA—RBRECHEEICH T HARBOCAINEOHERAZ (IO ABE O TR OER ., & 1M AR mEk
BAME (Pearson EIEE) BELFHERENEETHD,

BIBFJERNDOHEREE. TNTNOEMEADIVYILMDBEIZLESTHAD,

SRR 7RO RBBIERTIE. FEOEASV N HBRLELTIE L THEY . ZOHFILEICH -
T3, ERIX. KBHEESIVE(FA4T7Ir,. Bl B2, JRELEE) NBALLND, ATUHF A LQI0 DR
BIIBALNTIFRLA, FHTHIEALEL, - MELAS DINEPHEEOEFBEZRMIZ. 49 KE
FENSMTE2AICRRERAESN T,

5 F#
SRaAVRYTIRDBERBZEBIZEMZE>TENKREL, FDRIA RS (. Dig. BliEGE) DERD
BEUSN, SHLTOWAIDOESRERDESIOEELRE(EETS, —RUEFERIZOVNTIE, BR
DFERBEAEDNDHEST B ETHD,

O EHOHEICHELEIE
1. BER SNTEEERSBRETREER
1,452 A
2. RFEDHHE
REA (BT B&IEFA° 200 (AL EIRESN TNBAFERE (FBRETHEL)
3. ERMIAESE
KHES REEREDH TH D)
4. REDESE
WE (S HUBSERTEHY)
HY (FRARVHER DAL %)
6. BEEDE
REEL EERRET B,

O 1E#HiEHT
M2hav kU7, LYMEREEDRERZEIL
MERERE EiLfH- mRERMECL I —MEHNRARARESR Bk &Rk #H—
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<EORREE>
Definite, Probable Zxf &R &9 5,

1. X EIEH

(1) EiEK

@ ETHEOFHNET. EHUHRERE. TN BHHFREZRD S,

Q@ HHLRIT. BBAREE. (TUONhA . BHER, —BERE. $5. REE.IAV0—XX SR=7 /0
R ER7%EE D RIREIFAERDSH, 1 DULERD D, RITFREOLUNGEDREHZEETERD 5D,

Q MEEREE. DAESEDMER. RIZFHSMEELE DOIFRIFER . XIERERAEILE. BRAE
BEEERLGEOBERK. RIGEEOHNLEDMAFRIEIR. XIEFESE. BE. REEETEE DFIE
KAFEBNTR, BYRI IR - TH- Ew%w,ﬁwﬁﬁﬂk’&n 1H3,

@ EEER. FIRIRHEEEE THELE DRSS IER CHERREED

® BERNMET.BERREMLGE DOREK. | %iﬁﬂ*?&t@)ﬁﬂké; HB,

® FERGPFE IR RBEE. REELEZZEDD,

(2)®mE-EZBR
@D SFaVKRY7 DNA DEM. EMEE XX SFVRY7EEN FEI—FTAREEFEELZRDHS,
Q@ BHEBEROESHAR XX EROHIESROMBOLEETIFM VR 7RICEMNTHBEMRRA®

BEFHEMIRTRZED D,

@ IFAVRYTEEEROFEMET XL 3T YA L Q10 REDHRREMORZERD S, T3,
ShaVKRY7 DNA DHRIBEEZRH 5,

@ REBERBOMEXIIHEEROIBEINZEYIELTEL . XIE MR ARSI ORIE—TRHRELIZHLH
HEBE—IEEDDL,

® B CT/MRIIZT, KINEERZ. BNERICHAIFIEDREEZED D,

® IREMEICT. REHICEOTERERAREEZEOLGVRGEILEO KR - ER. RaEFLiasEMm

BT, ’fﬁﬂi*ﬁ"ﬁ‘fﬁﬂﬁi HHRIEREOHEMDS5—D LU EDFREZEOH S, . 1B R AHIE
TOREMNSBEESH A LK) IZHIT5RHRERFREMEIZENH 5,
@ KEETa—. CT/MRI, HAW BT RIZT, BT, HANWIFTFEZEDFRREEH D,

2. 5EEE
(7)) BEFHRE
HEENEL, POLG. PDHAI, SURFTIE DIV R TRIES FEI—F T 2ERFDHEH/NY
T2 hEEB 8 5 (Gorman GS, et al. Nature Reviews Disease Primers 2, Article number: 16080, 2016; Frazier
AE, et al. J Biol Chem 294:5386-5395, 2019 %3 H) . CCTULWSRM/NITUREEUTDHDZEND,
*The American College of Medical Genetics and Genomics (ACMG) O £ (Richards S, et al. Genet Med
17:405, 2015) T, pathogenic £L<IE likely pathogenic EF|FESN=HD,
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-SFOVRY7 DNA DBE—REK-ZERAKXZFDODHEEEREE . m3243A>G, m3271T>C., m.8344A>G,
m.8993T>G. m.8993T>C, m9176T>C, m.11778A>G, m.13513G>A /NP UMEDEHERE T, BHAMEHR
HEINTLS(MITOMAP LEESH) | L LITHFE - £LFMITHFREIIASN-BENEELHDED,
-BEEERTIFOVR) 7 DNA DEMEE (EED 20%LUT) B H5ED,

(1) REBRE
BHEELNBL., BERHREICHITS. BREHET. RIEFBIFABRH (TE) - N IO—LEEZEE
IZ81F+5 RRF: ragged—red fiber) . & SDH [EMEME (/B K FREERIZH (TS SSV:strongly SDH-
reactive blood vessel) , M/ O—LcELEERRIEMRM . EFBEMBICLSIF VR TREFHNEER
ERDHD FzlE. BEHUNTEHEROH S iEE OMAE- B0V ) 7REEEZEDO S, i
BEHRGETIFI7O—DEEORE - P ROEEEEHRET S,

(V) BRI ELERE
BREENSL, BEEABOCEEMRZAVV-ERREIHAECT. EFLER. EILEVERABEE &
U TCA Y1V )VEERR. BERBREERZLGLE DT HET B EE D 20% LT, EEHRE:
EED 0%LT)ERH S, £f=l&. Sk K7 DNA DEE., FIEROEBETZEEH S,

(DMEKRDSERR
DERT. EEJAYY. HiTOys . WPW fEIEEE . DEME). ST-TEE . LDE-LDEEF. £EAIEE
I, B% QK. EMREIEZED S DITI—RT, JEREVDFE . FEHERMEE XELDEHE . JERAEAE X
BODEREE . MEREDE . EEBEILETZE DS, DHYUFI I LT, MBI BB TORYAAHE
TEFRNHLDTTHE . BMIPP D BYRAHTTEFED S,

(D BEKDSEMR
T HER GRERHET 1+ (30 mg/d) LLE) | f1fR (FRILETHIMMEK 5 /HPF LIL) AT7I/BER(EEEE
HELE)ZROE, MPREZZD LR (20 mg/dl ULE)  YLT7FZUED LR (2 mg/d ULE)FEE
H5,

() MRIERDSEMR
SMEDEM (Hb 6 g/dl LLT) . HLIEAMBRBAME (Hb 10 g/dl. BILER 4000/ 4 LA, M/ 10
B/ ULUT)EROD,

() FFERDSEMR
FFeEpiER (FSURATIS—E) EF(EELER® 2 £ L) BEEYILEY ER(1.5me/d Ll L) M
FRREEE £ R (100 tmol/I LA L) ( BEIAME RZU RZAEK (NATSRAMTFRAMERIEE TREKE. <5
AR . &7 EZT7IMIE (100 kg/dl LLE) | BREEE (PT. APTT @K (PT-INR 1.5 LLE APTT &k
HEDLRIED 1.5 FLIE) . 74T /—FUETF (100mg/dl Ki&) ) . B2 /N M4E (TP 5.0g/dl £z
[& Alb 3.0g/dl ki) FZ&iRH D,

(V) HERBDSEMR
M#EE (ZEREHF=126mg/dl, OGTT2 B =200mg/dl, BERF=200mg/dl DULVFhhH) & HoAlc (ERRIE
#1E)=26.5%

(/7)) FLELfE
RERENRFF D M FLELE . B UITRERELEREARYRL T, 2 mmol/L (18 mg/dl ) L ETHBHZE X
(& MR ARJFARIE—THRERICHLHGIBE—IDH D,
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<gEohTI)—>

Definite: (1)D~BGDS>H1EHBLUEHY ., M2 (2)DEE-T (ERFHAMRZETEH2EBEULRLE),
HHINE(ND~BODSE1EBULEHY . hD(2)Q~BLD~DDENEFNT I HAULER
f=97+£m (Gr3EBEULENVE)

Probable: (1)®HHY. M2 (2)DEimIzd (BEFMAMRZETH2IBEULLE) ., HAHWLE(1)D~
@NSL1ERAULEHY. 2 (2)Q~BD 1 IHBEU EZHE-TELD GI2IEEULRE) . HBL
Z(1DO~@D>H1EEUEHY. M2 (2)D~DD 2 HH U LZ#H-TH0D (B3EE Ll Lk
=)

Possible: (1)D~@®D>H1EBEULHY . hD(2)D~OD>L. 1IEEUEZHE-TH0D (GT2IEEA UL
WE)
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<EEEDE>
HEEULENRET D,

Al
1) 5230 1~3I201T
IY A BITRBDTYELY . I5ITIDD LI DFHEED,
BHE: AR
REE: FHyH 28 E
EiE: THHALUL
H. /MR (6REELE) TRENER S A . FHE TS EROTHREANS,

2)tE92304~9I2DWL\T

RE 3 ULEDEILaVN2DUE RBALLEDEIL VA 1 DULEHBIEEE. EfELT S, T BY
2D EDEIavh2DLE REBULEDEII AN | DULHIBEFPEELT D, ThLUNDGEE
T AAILADEILAVICRABABHIGEEEEEET D, TRNTDEILAVICREHNBIMEEEEREET B,

3) AT
YA ~BE1YL AV A~IDFEDSE . BEENE A ERENLBERELT 5, BL. RIShEE
DIBEIE, PHEEL2DUEORBIThFEBENB SLHETELOT, RANTTMEEELS 5.

o a1 BEAEEE(ADL)

A. £5E
O IE®
1 BERE FEFEHETED
2 hEERE RBELEINLGELHD
3 EERE LIELIFXEEGEESIND
4 REEREE FLAERBIEEINLN
B. BET
O IE®
FhizLE3

’
2 BIZE5
3 ZWHAEBHBINEIR—XIE
4 BEXREFIIEE

c. &

ol

BE bHINNTEHBINEPKYEF
EREE NSO HIZTARE
BE IARTTIEELDREDHIFETEE

w N =2 O
W B
P
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4 REERE FEAEHIFETEE
D. BE
EE
POEBTTBRALENANTITFE
BAT—OYARIZTHIENTESZN., —HBNBIEIHE
—AYAXIZF DL BRTERNDILFITES
2B
E. BEX
EE
OOFIETTRALANTIRE
FFICRA OB RICNEIDBE
ZLDNBZEETHINENTTELILEHD
= :l
F. t@m- A4
EE
PORETRBALANTARE
ANBNTHADEHLIWNIEEICRETHMEET
hEE, mEE BEBICTDITNBEET
2B
G. HMEER (FEER. (TLWhARE)
L
1B AXRiE
1@, A~1E.8
1@, @8~1E.8H
1B /BULE, IFTLNAERE

Hp WO N 2 O A WO N 2 O WO N 2 O

WO N 2 O

9 av 2 B R
A RE#EH. RAHE
EE
BEREE (BEMNICREICHSHEVEELLN. —BICRE A HS)
PEERE (RLUBEETEHHN. BEEXGETES)
EERE BHEVCEFORLBETLNHY. BEEEHNZLEEH)
REEEE(ANIXTHIRLAEETHHIN. BELEFT LOXIGEENITER)
B. Bi#gftITEEM
EE
A EAECR A DV
KA RE LT Bk
K[ALEL BEEFENFHIRIND

A WO DM 2 O

W N = O

- 38-



4 EABEERTLEITSHIENTERL

+9ar 3 EE
A. EGLE D FH 1 MEIE MRC : modified Medical Research Council scale)
E=E
BEHHHNET (MRC4)
hEEHFAET. REEE A EE(MRC3)
EEBNET. REHNEE T HE(MRC2)
REEHNET (MRCO~1)
B. LD HEE) ({E1E ICARS : International Cooperative Ataxia Scale)
EE
BEBARES
PEEBRAES. EFICEEIHHLOOBEEFZBFICHELL
EERIARE. EFTHE
REERAEE. BEEERTE
C. 17
<MLL
BERE., 1~2km HITTESH
hEEREE. BEANIDVTHLOHRE
EEREE. 100~400m THRENBE
REEME. 10m LLES A
D. hEED:EE - TE (BERFE. FLIZIT<RE)

H WO N 2 O WO N 2 O

A WO N 2 O

0 #IRRAL
1 HIMIZHIRHY
2 hEEICHIEHY
3 BEIZHIEHY
4 FT[RE
toiav4 RE
O IE®
1 ZBOKRESOFEFHFEOLEL
2 BELKXOFFHIHEOLGND (RENLE)
3 TVEHBHIEMNTELLY
4 ADL [ZELLEEL. RAMNFEEALEL

a5 R
O 25dBHL ki (IEH)
1 25dBHL LLE. 40dBHL ki ($REEHEE)
2 40dBHL Ll E.70dBHL ki (FhZREgEk)
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3 70dBHL LIt .90dBHL ki (S L)
4 90dBHL LIt (EFE#HES)
3% 500, 1000, 2000Hz D FEHET. BCZHNBRWE (BEH) OETH ¥

o306 EBHE

0 EEDLEH. LHTa—
TREERR, B E A EHEE T (EF>60%)  BAERMEDEKFR
DIO—TIOEERMRMNH > TEF<60%., FldR—RA—H—55E
P E D AE (EF<40~60%)
BEEDMIE

AN =

1 JLT7F=UPUTFT SR 50mL/min LLE. 90 mL/min K&
2 JLT7F=29)FF2 R 30mL/min LLE. 50 mL/min K
3 JLT7F=29)FF2 R 10mL/min LLE . 30 mL/min K
4 JLTFZUoI)TI0AR <10 mL/min, = [EERHNBE

U308 MikikRE

O IE®

1 BEOEM

2 hEEDOEMN

3 BELAEM. F-ILNMEREIE
4 THEm, SBEOEDNABELZE M

9329 FFHEE
O IE®
1 AST.ALT DEELR
2 AST.ALTOHEELR
3 AST.ALTDEELR . 87 VvE=7IEF-EEE

MWL K O BEE L ORI B 1T % B9

1. JRAZENICHO D ERARIEIR, RAPTRAICB LT, R EICRBROREN2WEAITE, W
NOEHObDZANTHE LI AR (2720, HREEH ORI 2~ BRRERE Th - T,
ARATREZR H DIZIR D, ) o

2. IRMRBMGRICEIT D EIEE SISOV TE, BUREANERO FTIHREMTPIL TV SIRETH
2T, EHIL6 AR TR b EVIREBZEMISHWTT5 2 & 295,

3. kB JEROBREN EREOBEIEE DHE T ELU LI LRWE TH D2, @ERERZ T 2
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ZEBMERLDIZOWTIE, EREROMNSRE TS,
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22 £H¥H0%R
O ®WE

1. BE
0L 0K (V1) ABIAREREAESE) 1. EIZIKM:%%?’%J?Z‘Eﬂwﬁ?ﬂ‘iﬂiﬁm%‘ﬁ%ﬁ’é%% figd
mMEREZEE CTEAIORNFEEARE REIXBLOLIIFAZEEZORRICEREMERZED
RIEHEDHRIEE 10~20%I|Z588 ., B tbld1:25 THREIFREDRETTIL 10 75)&[:1L13~10 5
AESND, BEFBIEZIEESMERLE~10ZFEHDETHELIUE 30~40 mEHILETHENLE
BHB,

2. RE
2011 (2, ANF213 BIEFABLOIOFORZHEGRTF THAI LI EREIN- REGFEE
p.R48IOK (£, HAAEED 80~90%MNRALTLSH, BRABREED1 ~2%LRRICHRELTLNS
ZENHMO TS, DFYKREBADZRREFFEOEHLOHBERELTHLT . REGFLEITTE &
FE/REDRILA D ZRMBERLRIEICRES T EERFERBEEZ NS, £, p.R4810K [TEIARIEIL
MEENBIREREICL—ERROLON ., BENFAENEILZRTHBLI-RRATHLIZEATESL
T3,

3. fER
BIEK (BAXKR) DO L—1BHELLIZEEHOHREREETILOETERKITIEE - BRI
=%, MNREITIIME MRS KREF O, F-BRAFIZIIEZAEMEFFK T HIH 30~40%(ZEES
h3, MEmE (TIA 2, NEER)  KEMmME, TALA. BERELGEIZKE(NESNDS,

(D /MRBUE KD R M- R DPIFEREVNRET DLDON L BHES . B R (TR E. FRK
=, BRE) REERE. THEEE. TUOWNhA ., BBEGENELSD, EMFEIE L EFR (BEEIRE) T
FHRIN, REFEMICHERL. BIZIIRAOEENRRTEHILEH D, ERIE. TOERBIELTE
CAIGELE. FLETEHEENH L. WIFBEDIALICIH - RERE 2T 08, $FICIREEIEEH].
B RMEARBAZEZ HSBITIL, EERE. SEEZICMATHREET. RHEFEE(REFEEL. U
ENRLND,

(2) ABIIE, SEEABIMA (ZEHERH M, ZOMEETHM, AH ) 40~50 KZEFiLELT
BRSNS, NELRIEOH CTRETDHE . /NEHILRAKLGEELCRBRALEZETH10LHD
MNERNRBLRHBRTZOBEMGHILEESINL, ETHOHF B HMFITH S,

B)EMmME , HIBENKBREEDHEIN. REIFBERTERINDIEOELOBHEML TS (3~
16%) o

(4)7%FREEICEFBHELELLORELHY  FI/NRHITIIERAICIBRZHIEERZELLITHEMEZ
[CBRTEIENZ N, ASHDIKBERFEEDEENTEINS,
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4.

5.

BEE

MR EE I, M S PERA XM ED bO— )L ORNETTER KRG E DRARBNEEREITI o I EE M F 4 (3
LTEARMTEZTATESNEERIITIEN S, S ERARITILAEEEIAR — P KN EIAR
M&MERDET HEEMTEEMAABEHEENZEICTOMENTERN. RUREEZHALE
BMTERENAH S, BEALHMHICH THEZEMITEER T ETNZEOES MTH RN XM M
BRETHMRLSHASCE HMIRIETTEERTRDREEARIEDHARICKIYBALH,IZEoT,

Fi&

INEBITIE, FLIREIRES OMEE T RITBAGAMERS . MEBETERT . HEEOEMIZLY K
ELEEREICESGALHD, — A —BEREMFREETRELHIZE D TEYGARIFERAGS
NEFOHSHFREIMRRIFTHEH ., —MEISRBHEREICLYLIHFEATREGS. F
F=. BARICEZERAENZE L TFERRELGDIBZENH D,

BABIFEEZER I R BINZE P TRARET SFIALEAE LD, ETHDHFEHH MBI TH
o

BAEIRECHE VT, FH 10%REDEETREPIYRINEET HEFEZALNSD,

O E4DHEICHRELEE

1.

BEH(SNAEEERZREMRFER
12,686 A

- RROHE

B

- IREVERTIE

R (EEETHIHD.)

. REIOEE

DE(FEEHFICEVWTHIRADEBHTEEET D, )

RITRESHY

. BEENTE

1. /NEF) (18 ki)
INREMEERREERHEICES S,

* INRIEHERBDENS
EEEE. MMES. BRES. BFRER. TEES (BETA. 28 . FLONAFKE. KEMR
RBICHEN T AREETHI0)  FRERE  KRANER BEEEET. BHXXIEBRADSSL
— DL EDERIEIHE

* NROMPES(CRAL T, EUGE R EERE (WISC-IVAEE) Z1TUL . A D, EfR L D INIEEL
EORBEMEENDHILDET D,

- 43-



BE. FROVWITNANNIZRETIEEICIE EROFEICELOLTEERELEZD,

* BERLEFRICETHAHMIRVERTFENAONDIEE

* FANELE RUOMEZRSEMLUNOFHESE

2. A

1)~4)DVTIDIEZETEIEENRET S,
1)Barthel Index /% 85 m LA
2)ABITI, B L. NEELGEDRALAGRENLGELLHY ., TO L TERMUBERBDLE
RESEBLLT EEEDREMHIE T, SRMEEEIET LHIEINT-15E

3) FMBELERVMESERMUNOFMEBEEI JEROBEICEOOTEERELEZ D,
4)BRA(E@RLOF-LEE HIMOWH, BN RVZRIFROHIR)

O fEHiR#HT

44534505 (V1) RENAREREAEAE) [H TS DEFRKEDH LOEED QOL M LIZET HBR
MERRE RBKRE EXHRHREENEHEER B4=F
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< HREE>
Definite ZxH &9 5,

A. BEIERTR
DL RMEEELLEDERZHIIVETHY ., PEELROFARNH D FIZ. FEIMRKECH
IIEILZEH T OREDGEICIIMNMEEFZET>T, TOMDEREBERN T HZENUETHS.
1. BMEER
(MEBEERNRNEHIRERBZPOELEEIIEEIIAEAAONS,
(2)3PLPME (REMER) NEAIREICENTHOND,
FoEAE. FAEERDGL,
2. MRI £&U MRA
MRI Tl 1.5 7R Z(T) LLEQROT TIXEICHR) OFHIFEEDHKELRL- MRI XU MRA(Time
of Flight; TOF)&ICKY . LT DETOMRER-IHZEITIE, LB OHMEZHLTEL,
(1) MRA TEEENNEBAIRERIBICHEEXIFAELADND,
(2) Heavy T2 SREREMRIZT, M{AIDRNIEBARIE R IO P KK EARKFERICIENER/ NI HOND,
(3) MRA THNEEB. INERFELGEICREMERIAAONS,
3:MRI L INESR. IEFELZE ICDAKEL—BIT2DO UL DBAS A flow void #FBHBIHE. L0
PE(REMER) SHIELTEL,
T BIREIEREEDE AL T, heavy T2 BHRBERICKIBEBBRONER D OEREHEDRT S,

B. HAIESH
LB (V) RBAREHRAZELE) (XIREFADKETHY .. TRICASFELOMMERE L. [FHO
HORIEL TR T B,
(HWECREERRE(EEMHITVTIN TR MUVEBRAKERE. BEM L HBIRL. BHKENS
HEMEL, S—F LUEIER)
(2) BERR %
(3) fxifE
()T fEIERE
(5) FRiE AR FEE 12
(6) gt #R IR ST D BE1E
I FRREREFTERE S HHIIE ., OB ORELTEBLTLLY,

<sB¥HOATI)—>

Definite: A—1D(1)MD(2),. XIE A—2D (1)~ (3)ZiET-L.B ZB&5 L=t DZL 0L OREZHT 5,
HE. BOEOBENTIE, 2015 EOZMHELEWRETTIHEZH L. T5F2HIEWSHEBES
nTns,
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HPHOMmMEIZELT(Fig. 1)
MM EEEREFTIE. a: NEROEERILELOEFENSHK SIS basal moyamoya, b:ARE]
ARDNoEf B EIRZEH L TRIKKENARD R E % EME T % ethmoidal moyamoya., c: FEEREAR A DA T
DEEKREYMET S vault moyamoya DFTRMEPELPOHBEICRONEIENH D, HERLGELOLOR
[Z1E. NEBIREKRERE L ELI-FER L ECh L DB AR O R ENBRIND,

LOLPOHAEREILDHFASEICEALT(Fig. 2)
NES ERBIROPAZEMZTLDEEICLVFHAER DT HIRRMGLDICH AR ENETOND, BE
RIFABERICEYRIESN S0 BEZHISETLELOMNBRRMICEEELEFBTLLEALG, HE.
PEEHENRFBICEVITHOATOS O IHE LD RATERSN L OICEL TIIMERICES
BIRFAZE L DRI A BEEL D,
fpirn Eixss E DR REMKR DB TERET DELUTDLIITHED,

% 18A: Carotid fork /N, MERBIARIR REBDILZE

F20] 0L 0MHE, NEBIRERBOBERIZHL P LMENRONIES . D RIKNEIIRD K E K
MMLEERLTRAS (a [THEH),

FEI3H: L OLOBHH, LOLOMEMN BB LATKRINBIAR. P ARNEAREF N AELIRH S (b [THH),

FAH L OLOHMER, L OLOME FBFEL . BTRKEIAR, P REEIRBENIFEAERZ LGS, £
KIHEIARA i ZE LIRSS (c ITHRH),

FE5H]: L0/, REBIRR T H RN FEAEEER (d[ZHY)

FOH L OLOEEH, NBERE LUHBEIRR LY DA MRRE (d [THE)

Y -
Fig. 1 £03PME
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Fig. 2 H P ORFAEMEEORASE
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<EEESE>
1. /NRBI(18 e RiE)
INRIEHSERREREMRGIEICES S,

*INRIEHERTERROEY
EBEE. MUEE. BHEES. BRAER. TBEE (BB1T4. 28) . TLWhARE, KERR
(RARICHBNT. AREETHI0)  FRERE KERAHEE RERET. B XIEHBADS5
1 DL EDEERDFIEE

* INBDBEZ(CEALTIE., #EYE S RENHEREIRE (WISC-IVZE) #1TLY, hh D, EfE L DINIEEL

EDREMEENHDIDET S,

BE. TEREOVWTIANCEZATIERICIX EROFEICEOLOLTEEEEEEZD,
* EREFREIZHTHHMIRVERTR K1) AHLNDIGE
* FALEIE (%2) RUMIERSERMURDOFHEE

2. A
1) ~4) DT IMIERETIEERNRET S,
1)Barthel Index /¥ 85 m LU T
2)BABITI, ER L. NEELGEDBALHGRENLGEIENHY. TO L TERMEEREDHER
ZS5ELLT ERESRIEIEBEELLS, ) DREMHIN T, B RKEEIET LRSS
3) FMELE CX2) RUMESERMLUNOFMEBEZ L. EEROFEIIHDIDOLTEERELEZS,
4) BRH(ERLOFH-LGEE, HIMOHIR, HMJRHZRTAE K1) DHIR)

¥1 HMYRIZRITAR LT, 200WITNHADIRRZEHHEE,)
1. MRI TH LA/ M
2. MRI WU IM B &2 THONINERFEMY & D FHiZE

X2 FHESIZOVTUATD1I~4 DVWThHDFRZEDDIEE,)
1. B mFAER
2. Wi FAEH
3. SPECT *° PET IR &EICKYMTATD R TEIR K HZEFHEL . FEEMNEOH LN LS
4. HI)R9%ERT AT RMNEBO N SEEFIAFTEE &S,
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HEBERY ST - Barthel Index
85 RLUTZERRET D,

BERE RE
Bi. BRELGEDEET . FEMNRKERNIZENEZDS 10
1 BE AT BIZIL, EHTET>THALTHSI) 5
£ Bh 0
BEF | Bi.IL—F. VL RALOBRELET (HTEIELED) 15
) hoRy | BEOEHANMBIXIIEREETS 10
FAD | EHZEFIABETHADIZIZ LB 5
% LN IEFATEE 0
B (M. B2, mEE. UITHIY) 5

3 ER
B MBI TR AT RE 0
BIL(KRDRE. BBREZED. R—2TILERGELFERALTVSESIET 0

A FMLE | DEFLED)

i HANE, KEXZ2 5, KR, BIEKRICNHBIZET D 5
LN IE AT HE 0
. =i 5

5 A&
AN B RIEFATBE 0
45m U EDHIT, MER (EHF. HTHREROOERAOFELREHT 15
6 B 45m LI EDIBISIT. HSITHRDERZET 10
SITFREDIZ S . EHFITT 45m LI EDIRETTRE 5
LE2LS 0
Bi. FYYLGEDEROEFELR OGN 10

REER R
7 " TMXIFEREET D S
Nt o]
Bi.#. 97X F—  KEDEREET 10
8 BEEZ | MANMBEEEMNGEERN., X2 LULEFBSTITAS 5
EEELs 0
BeED | RELGL. iR LEOEKVLETEE 10
9 JbA— | LFIZKREHY. wha. LEOTRIRVICHTIZETIELET 5
¥ EEELsN 0
BEFRO | REAL. URBRER D ERIRULVE AT AE 10
10 whO— | EEIZREDHY . WRBORBWVIZNBIZETHELED 5
)% LR 0]
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MW EE K O BEIEE OISR T 5 HEFH

1. WAZWIC WD ERRIER, BART REICE LT, Z2RERE RICRBOBEN RWGEEITE, Wi
OO L DOEHNTHZE LI 22\ (72721, SOl 2~ iRIERE Th - T,
RAHER B DIZIR D, ),

2. IRBIAZ I A EIEE IOV T, U2 EFERO T TIHRBEMTOIL TV HRETH
ST, HIT 6 2 A M Th b BVIRIEE ERT W5 2 & L35,

3. 728, SERORREN RO EEL IS T EU RICEY L2WE Th 503, mEARERZ e 5
ZENRERLDIZOWNWTIL, EREMROMRELET D,
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27 YBRMUEEERZARILE
O W=

1. BE

1930 ££, K1Y DIFEEH Theodor Fahr(1877~1945) HNMRIEFAIESIIREEL T, ZDRABIHIIKRSR
[ZD2F5NTLNS, LML, T7—IL(Fahr) iREWDIR B T ERBM S LLTERGLEIANHY . CThETDH
ZLDBIMNANLNTERED., IRTE. B TIEEIZ primary familial brain calcification (PFBC) M & F#iHY
FhonThsY. BRRMNGET. ZHMBEEOH—IPLETHS

AEBF. BEEEZKICHRHLGRKRIEEZRO . TREOZHEEICHIBANEBIGEIN-LDEHEH
4 EE A KL JE (Idiopathic basal ganglia calcification:IBGC) EEET b, bl REFIOCEEFEE
MHBALT=FERI &, R R E ER G IRALSE (familial idiopathic basal ganglia calcification: FIBGC) |2
72%89 %, PFBC LRAETH D,

2. REAE
FIBGC EHIZHEWNT. VBNV RR—E2—D 1D THAH type Il sodium—dependent phosphate
transporter 2(PiT2) % code § 1BILF SLC20A2 DEEMFHESINT=. BRANDEFIZHE N TH, Kkl
THBICDBGETFEELRD . RAEFEPANDKEX milestone ElioT=,
SI2 PDFGRB. PDGFB, XPR1&WST-H R B ARG R (BIEER) X MYORG, JAMZ EWNoT=
BERAKETER(EHER) BEXORREGFLRESINA TN,

3. fEIK
EAERDDN—F VU RERG E AN IRAEK . DINEEWK | FEAER (RTEEEERSE) . BRENEERE
E-TEGETHBOTEHRELHSH. ELVATER. TAMAZROIZLL DLV, KRBIIEESR
EFIBLHY . BRETHETHD, F=. BREMIZER CT MRNLRONEIEELH D, RIEMHEBFRME
FE P 7 T h—+ (paroxysmal kinesigenic dyskinesia:PKD)ZfEIRET BIESLH D, BIZIE. BELIEIZEE
HEZ 2T B/\Ir - L5 1L%E (Diffuse neurofibrillary tangles with calcification:DNTC) &8 R IZ = B3 B EH
3 73<Tg0,

4. alik
BARMGAEEIELR DN > TGN EEFEEZRO-BEOEEHFEN PS #ifa+® PiT2, M
IMREBERREF (PDGF) Z#ICRIEDHAEINGEIN TS, XHEBREAT[EH S, FREEES L5
FEIRIZ quetiapine IR ETEMBENALSON TS, FREBEEMICLNA—F VYU REEHT DIEHFIH
HY. I/ S\—F 2V KE, PKD Tl carbamazepine B3R ZEFZEH TS,

5. %t

TILA—ILE BT HEHITIE. BEHERCHERZELOT V., REEEFLEEICE T, WREBIR
EDETOFRIEEDH>TAEFRIEND,
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O E#OHEITRELEE
1. BEN (SN EEERZHRELRFIER
100 AKi
K& : 40 K% INFEHFIF 200 45 (AT VED &%)
2. BROWE
THGEGFEENTEIATNS,)
3. RMLAEA X
RHFESL
4. REIDBEE
LE (RBRETETHD,)
HY (AR LD MTEE)
6. EREENLE
modified Rankin Scale (mRS), BE -RE&E. FROZNZTNDFHHER7r—ILEZRALT, LWFnhH
BULEXRRET B,

O tE#izi#tT

ML R B R OARMAEHER
MERERE HIAITBEAEILIRREBLRIERtEV 59— 2ERR hEEZ
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<

DUTEE>

Definite & Probable Zxt%.&9 5,

1.

B PR AE 4K
TERISRT &34 FBIRETHEOREH-MRERETET S,
SRS FRAEAR (BRHNENER . 72— IURFELLE) . TAD A FEHFEEERE, BAE. /\—
FoYZ X L, FHEEEE) (PKD 5E) . IMNNFEIRTGE DFF - HEAEIR 155,
X1 PKD: paroxysmal kinesigenic dyskinesia EEMEEFFZREDRAXFRIT
F2 BIEREBEODNAIEFEETE. BIZFICKY. LIFLIXLEDEKRERDLIZENH S,
HRPMFT R TREDENEEERESE AXvTHATELRWGEERHDIEEH D,

B} R
BEAR CT L. AR ERZESCHRIGEIRIEZRDH S,

LM IR G B IRIEZRBOBV DI HTH S, WAL T DEEIT, KESELTHR(RE
T10mm UEDLOZEYER, 10mmm RiElERK) LLEDHLDHM, HHWERROmAIEEZAIK
fEICA T/ iM%, MR, KR EMEIRER, Kk B ERBEEICBERIEEZROILDEEE
EED
F1 BREICSVTEERENARIEERDNLLDIER
F2 ARIEDORESITELY . REEGEFIHBALEZLOP. REETEUDAKRILEZE-THD
TR BIRIEEEZ D,

. EAIEH

TRISRT LOLMARRIEEZ ZRMICE:-TREN RN TES,

FHLDELT, BIFRIREE (MFAHILS I L(Ca), EHEY Y (P, iPTH AEREE) . AR F KR

FEEEIE T 4E (M7 Ca {EME) . At AR FIRIRBEEEIE T 4E (Albright BRREE) . 271V

(Cockayne) SEIZEF. SFAVRU TR, THILT 1+ JT4T—IL (Aicardi Goutieres) SEIREE, 5>

(Down) SEMERE. BBIRSE. ME %K. B (HIV KAEGLE, EB DAL RRERRIELLE) | hE- MG -5t

ABBLGEEZRNT S,

X1 iPTH: intact parathyroid hormone 4249 rRIBRIRIRRILEY

F2 PNRAITIE LEROIIGERKBEZEICHIRANBIRIE THSAREHLHERSh ., 247
J LB E DB FRENEFEND,

EIEFHRE

INFETITHRESN TS IBGC DREEGFITE R BRIENER (BMHER) R TIE SLC2042
PDGFRB, PDGFB, XPRI. & B F B MR (S MHER) X TIE MYORG JAMZ HX&HY . ThiblZ
EEZEHDHL0,

5. IRIEEFHRE
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REFHICRAIRIGRIKIEZRSH . DNTC #5THOEMRER. IME. BEAE. SFIVFUTR
HEDRBMEERBLGEMNBRNTEDLD,

3¥ 1 DNTC: Diffuse neurofibrillary tangles with calcification (B4 . /MNR-%1L%R) ZDERBDOFETEDZ
B LFREBPRIZH THY . ERIICIXERREIC IBGC EDERIISERT 5.

<EEohTI—>

Definite1: 1,2, 3. 4DETEH=TED,
Definite2: 1,.2.3.5D&TEH#HTHD,
Probable: 1.2, 3N&TZi#H=94D,
Possible: 1M D2%#&E=91MD,
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<EEENE>
modified Rankin Scale (mRS) . BE %X &, FIROZFNZFNDFHER—IILERLT, WFhhh

SULEXRRET D,
H A& kRimodified Rankin Scale (mRS) #I|E & #E
modified Rankin Scale SEIZTRER
0 | &EEEMGEL BRERRVMEBIES£IZELVKETH
%

1 | SERIEH>THHLNEEE (T4 BREERRCMERIZ(EH DA FAE LA

AEDHHAOFETITZS MITO T AOTEEZHIBR T L VIR EE
THb

2 | BREOREE: FERE LRI D DT O T EOFENIZFHIR
RIELURIDFZINETITASIDITTIEGEL | THSH., BEEFEXBILTWSIKETH
N BAOEOERYDZEIFMBLGLIZITR | %

%

3 | FEEDEE: BULVOAKZEHEERIALIAHGEIS
IS DNENZREELTEMN, HITIENEE | INNELBELTIN. BESIT.BESE. 5
LICITZ% LA DR M LREICIENMBERELE

LIELVRRETH S

4 | hEENICEEDESE: BESIT.BSE. BELGAOHF. MMLE

HITOEARBERIZIEINMBABETH S, EIZENBIZEREET DN, FiRaENEL
WHEELIGLVRRETH S

5 | EEDEE: BIHEIDNTIZRLELT HKRETHD
B-EY  REKE. BIINELRTYELE
9%

6 | kT

B AR ZE 2 bR

BE-XEWN)

0. fEf&EL,

1. BIZOES. BEHENELLVVEEDERAH LN HEEE - BEEFITKELLY,
2. BYREDOIXRC. BEROEENDIXEZRVELT S,

3. BE-XEERALADNMEET S,

4. HBNMAGSER OMKRBER(BEXRE. PIORIREELGE) ZVELT D,

5. EEMISIFROMREERITIKEFLTIS,
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K (R)
JEIRTZL

EEDETLEDRIIHSA ., HEEE - BREFICKELL,
MFIREFD=OIZEEDRINLGEDERLHS,
MFIRERABER DY FI28D. HAVIEBEALBED BEEFTHETRUNAELD,
BREDOKSHAHNIH R IHBREFERANBE,

EUVRH AV IR BRI EMEERANLE,

o & o nh =20

SRR YE K OVERSE By JH O IS IS 38V D R

1. JWAZWIT WD ERRIEIR, AT AEICE L T, ZBRE LIZFROBREN WIS EIZIE, Wi
OO L DOEHNTHELI X8 (7272 L, YsEH o %2 3 ARERE Th - T, filEdn
BERBDIZRD,),

2. JBRWRBHLARIC BT D EIEE IC OV R, MUREENEEO F TIREMThbIL TV 20k
>, HiT 6#ﬂﬁfm%ﬁwhﬁ%iﬁbﬂmﬁé LT 5%,

3. ok, JEROBEN ERROEEESFECT—EL RIZEY LRNWE Th DD, R ERZ kT
L2 ENMEREDIZHONWTIE, EREMRORNSE T 5,
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28 £5MHE7IA(F—R

1. #=E
£5M7I04/4F—2 X (amyloidosis) &, #RHfEEZELDEEE THAITIAMNND ., £ FBHBITLET
BLUICk o THEEEE 5| RECT —ENHEEHTH D,
TIOMFE REFMITO T —LyREBTERBICEFTY RABMBETT7YILI ) —BDE
BfERTIDTHD, EEENLABEE (AU T+ A—2aV) EELIETTIOMRELTRELERS
BIEREITIEMND, AV TAA—LAVFEDN1DELTIRZALNTINVS,

2. [’RA
CNFETIZ 36 BEDTIAAMR—RADBMESNTHY .. TNENIZHITHTIOANRDRK. ILEHEF
IBEWDHEEDD ., ETIZHBITEEEZEZONTWA7IOSNNEHEEEE L. T3 7I00FRE (7]
ERK) EREMNEASh, RIZEANTOEYI T2, BES . BRELT7IOAMRRMELDEWNSEDT

H5,

3. fEK
TEOAF—L ZADQFERKE PEAMRDIREIZL DR - BBOEEICE OGO T, MBI LICRLGHERR
ERETRT, M T7IOMN—DATHISEE T RESERIFLEESE. DT7IACRLEICEDMERK. H1E
#EE BER (R I70—E4E)  REHZEEE (FREOLUNOHE) GETHD,
RAEDREDBERIIMIZTIONNEE (BEABDERITTILIYNAI—RTHDII L., =, Sk
ETIEROEREADTIONNEE (FIOARTUXA/NRF)ICKY, REROBEMOKRE ., RETIC
MUNHIMZS IERIFTIELMOTHEREEELMBTH S,

4. Bk

NFETHEREN TR TH A BERREATRENAREIZGYDDHL. 2 HMEREI DT
VEHAL) 7IAA =2 RITHL T, BERELHHABEL AL XELEZREHDLVERILT
VEJ HASYLITLREDBHMEMBEZENELZEZEEZOEUMENTIA TS, BRIV R
HYALF (ATTRV) 7EAAF—2 R L TIE FBAEIZIZ . FSURAHALFY (TTR) MEARREILSE
THEIFITTIDREBEE (siRNA HE)) THE/AF I DEMMENERIN . KB TELERIEWREB SN
TW5, 2773V RICEALTIEEEHHE RN A Y ALF (ATTRwWt) 7EAAR— RO DMEK (25t
IHEMMELIAASN., BIGEBMELGES TS, BN T7IAMR— RO FHELTEMBENHBESNHE
EEIFTWD, 25 7I04F AAA) 7EOMF—2 XTI DI FERE R TR R GEMEAFIIZMZ
T IL-6 SBRRMAZAVCAEN BN THLIENASMNILES>TETLS,

5. ¥
BRICKYVELGY AAZELHLEIN ERMIETHEORABZ-EY . BAEZLEFNIEFTETFTRTHS,
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O EHOHEICHELEIE
1. BER (SN EEERZHRELRRFER
3131 A
2. EIRDE
THR(7IO/REBENREEZL. ZOHFIETHATH D, )
3. RMALRES &
REEL (—ERDEBE TEMREEBONDIEITH N, BGHITEAERIBETH D, )
4. REIDEE
WEGEITHETHS,)
HY
6. EEENLE
TEIOAR—SRADEEESBFERAVT2EULERRET D,

O 1EHRIZHT
[7EO4/R—L RIZEHT AAERAEIE
MERRE EBHAREFEZIBNFHREZSF Hig AKRKEIE
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<PEEE>
EEUTION—RADARER, ZREDFREICKDTIAN—D R (IR,

AL/AH 73O4F—L X (B 0nJ) U E7I0/F—R) (SR M BHEICHER T 530X

ATTRwt Z7EAAKF— X (|BES senile systemic amyloidosis: SSA) (- #l= DA IZ[RHI 25EEEILRL)

ATTRv 73OAK— X (|B¥% % familial amyloid polyneuropathy: FAP)

ATTRv LIS DEEELEHT7ION— X (IBfRSA FAP HOII . thdDEEEEEHTION— X%

BN, BRI CECARBETIOANN— XITBRS)

XTIV (GSN) . FRYRER (A-1(APOAD. A-TL (APOA2). C-11 (APOC2), C-Il (APOC3) ) . I F
—L(LYD) 74TV /=T (FGA) . Y RRFUC(CSTI) . f2-39ny 0T v (BzM) . TIVF U &H
(PRNP)TZE

ko N2

1. RES/OT)EPIOARF— R (AL/AH PIASRF—UR) MR %
D 251 AL 7EIAO/F—R

REME

AL 7EOAF—LR(&E B/V0—F )V RES OV EHEBRO7IOCRN L 5 IR AE L THEEES
EHELDRETH D, ABEBISFEEELTERE. DIE. . HILE. #ETHIN, 25D EDEBFLET SN
3%, EHDEHENEESNLSEbhnIE, B—OfEE (DE- - 0Z&tHhd. E/70—F )L GRE
T BHEIEELLTEHANOREMENSEEASNSLEEZONDD ., MELIHE TREIRBLILEH
%, —H.BBRLEBRIZOATIOAREBEEZEDHZIENHY . REET7IOMR—LREFENE S LR
Shd, ZHMEBHELSED B MBEMEERICHRELLZVEOERFEME AL 7IO(RF— R SRUEEHELE
0 B MEMERICHESIEOERRENE AL 7IAAR—REWS, WIFht, E/90—FIIVEREIT QT EE
49 HMEEEN ST HRERNTTHhNS,

5% AL 7IO/F—S RO HE%E
Definite, Probable Zxt%&&T 5,

A BRIMERREVREFRR
AL 7A=Y RICEDHEFZAONDERKRERR IIREFTRERDHD (K1),

B. WERER
HEETI T —LYRREBE. RABMETICTYILIT)—VBOEBHIEZET S7I0/NLBEERD
AGE1D),

C. 7IOAKREAEVY
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TIOAREFEFRET DT UBEEHEETHD(F2),

D.MZEH
M&EHDNERFIZ M EAHLGIASN S (REBRKEE. REBTEE. 7V—SM M/ OWNTNHTHE
HaEnd) GE3),

E. #ERIZH

A DEEKRERCEEMRZXR T AREEOHIMEELTT2ICBRNT L, FITLDT7IONMN—2RADIGE.
MGUS (monoclonal gammopathy of undetermined significance) Z{£5 ATTRwt 72AAKF— REHBE CE4HLY
DT, ATTRwt DEIFEE - B T7O—Fv—h &Y ATTRwt 7IAAR—L REHERIZHRNT 5,

(ZHnhTI—)

Definite: A D 1 B LI E+B+C+D+E Zif-9, LK. A D 2 IEBLLE+B+CHE ZiEf=9, :=f=LiD
. B, FFEICA OZNEBEAHY. &5 B+CHE 2HE-T1BE8E. 1 BHTLL2HMHELTES,
Probable: A ® 1 IBE LI E+B+D+E #i&l=9d,

(R1%)FEBR7ION—PRKHENGHRETHEL BHOAYVOEEZ S,

I5H B PRAE A5 BREMR
D7I0/F=Y | DFAEER (B8N, F | DERE. RIBEERES (BETOv). {70v0 LE
RI2&BHED fE) . EEAO K RNIZEEE)  DERFBIR, RFEEEBLML. WEEE QS

INZ—2 (V1-3)

DEBEREERE(BDLELED) . DEFRIEE. ZELLVDE
VhaRBEFEE . (D ZE D T O—HEE JTA (granular sparkling
appearance) , IDEZRETE . FIRE. EEEE D longitudinal
strain {& T (apical sparing)

I BNP/NT-proBNP &f, A LEHIR=Y T/1 SiED
i MR IZE TR EEDAETOUVFAEEBEES. T1 7Y
E2J1251F5 native T1 BIE,ECV LR

B7I0q4rF—2 | FE. AEEM ZE AR (C0.5g/day XId 0.5¢/g-Cr, 7ILTIVMNE)

AIZ LB Dxkok mMFILT7F=UENM. eGFR {ET. iR NAG 0. fR-2-329
Ay a7y D

F7zo4F—> | FFEEX RAFHE15em (DA 2ZERKR)

RlZ&BED FILA)IHRIT7A—EEMOEE LRD 15 1)

RERET7I0 | MERHELOR) - | BREOHRCEREERE
ARF—=LRIZ&D | —O/AF—EK (MR
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0] HOERREEEMHELE
’ET)

BEMETI0 | EiIMEDE. TH.E

AF—SRITED | B, HERIEE

310

HIEET7IO4F | Th, BS. BRAFIR.

—YRIZ&DY | BEAE. RINF RIEIR

0] iz

B-#%m7I04 | FIREERBERKGF | #REERBEICESTAFRENDEEEL

F—2RI2&kBE | OLUN., &EFR)

()]

BIET 73SA4K— | Shoulder pad sign. A&

DRZEKBHED | EX

E7IAA(/F—> | BEE

AI2&DED

RE7I0AF— | iERAERRAEE RS ET .

DVRICEHLD | BB

ZTOMOERT | FRIRCERAR, VN | CT LUFAMRE EMER/ Z—

SOMF—2 RIS | EiRE DREEREX BT

F5HLD (ME7IAMRIZLD);
FRIE (RTEREKR)

*RP TG BRIV Y RAEZA VISR IN-EEEEDFEIZE (Gerz et al. Am J Hematol 79:319-

328, 2005) ,

x> PRV RAAE AU TIEHIDEFREVEZZERE (O12mm) |

$kx MGRS (monoclonal gammopathy of renal significance) D —&REB7IAA/F—L RIZ&B,

CE1) RERER(E. BEEEERS . OFERAR. JHILE . BRGENSERMLIZbDZAN TR, Y LEEEES
ALY DREFG SHILEREDNAH TRIEKDZ S IRBIEHLETION—RADAEREMENHY. T
M, TF, FReEDEROER., BEISOVWTEHRNLGERENDLETHD, REMET7IONN—D RXEER
NDIELZL M BEFHBRESNGVMEEN SV, B+C THMHEE LTS,

(G£2) MGUS &ATTRwt OHFEBINH D1, PRI REITOTUEHBEHTHLHIE, MEHDLIE
RPICMEAMNGERINAGEFIVT—LyREEELICMEBRE—BLI24T DO REI 0D %A
FTRIDENHD, REEEIZKY AR AIAH, ATTR (5), AA OZRERT 5L, 1LLE. BESTE
(LMD-LC-MS/MS) TY7SRAFREZEBZMHEY 5. BiEX TOREARMIZE X, [7IA/F— X2
F BB http://amyloidosis—research—committee.jp/ | | ZERATIKEEA R RETH D,

(E3) M ZEHOBRHEICIX, MFREREE. MET)—FMbFA (/L) RUORBEREE ZDERA
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HEIND, REBETEEIREBRABELVREBRENSL,

@ AH 7EAAF -2 R

wEBZ

AH 7EOAF— RIE, B/90—FIIVEREIT DTV EHARO7IOMRHNLE GO EEL THEEES
FHELBRETHD C<HMIIRETHY. FEE. MIRIC OV TOFEEF--RAEIFHL BMREWGRERIIREI2LE
FEO-OFMETHATH S, 7IAANDILERIE L. BlE. fiE, DBGEDHENSL FRIT AL 7IAA(F
—LRKYBNEEZON TS, MABICIETEE O M EAHIASNEIENSL,

25 AH 73O/ F—S AN B ME#E
Definite Zx{R T 5,

A BRERERREVRERRR
AH 730AR =V RICEDEZZONDBKRERR FRERREZDD(R1),

B. REREMR
HgEETar I —LyrR B, RABMETICTYINIT -V EOEEREET H7I0/REEER
HBCE),

C. 7EAARRAELY
TIOARREEREIOI) U EHEGETHL(E2),

D.MEH
MmEHBHNERFBIZ M EAHLGIASN S (REBRKEE. REBTEE. 7V—SM Mz o OVNT I TR
HaEhd) GE3),

E. #ERI2H

A DEEFREZERCREMRZETAREEDHIMEELXTRIZBRNT 5. FHICDT7IONFR—RADIGE.
MGUS ZESATTRwt ZIAAR—Y REBE TEHLVO T, ATTRwt DA - SO —Fv—R &Y
ATTRwt 7SO/ R— REERIZRRIV T 5.

(ZEHoHhT3)—)
Definite: A 1 IBEBLLE+B+C+D+E Ziff=-9, HLLE. A D 2 BB L E+B+CHE Zif-9, F-F-LIDE. B
figi. FFigIcA OZBIEEAHY. &5I2 B+HCHE Zimf-91B 8% 1 B TEE2 B ELTRS,

(RI1K)AHT7IOAR—L RIITFRTERETHY  JEE. BURICOWTDFEEFo-RAE X H<EEMIIREATH S, i€
STUTDORDESY . BBREIZEERBEMRIZAL7ZIOANR—L RZELTHIERT S,
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TAA/R—2 RIZ
£5HMD

Bl DIEMEX ; BT
(ME7IAARIZELB);
BAIE (IRTEREK)

I5H B PRIE % BREMR

D7IAMF—=Y | DAR2ER(BYIN,F | DEHE. FMGERET(BEEJ7Ov) {70y D=

RIZ&kBBD FE) . BRE Ok RCEREE) . DEMRENR. RFEEERL. MIFE QS
INF—2 (V1-3)
DEBRBEE(BLELED) . DEFRERE. ELLVDE
VhaRBEFEE . (D ZE D T O—HEE JTA (granular sparkling
appearance) , IDME&RETE . FIRE. EEEED longitudinal
strain {&F (apical sparing)
e BNP/NT-proBNP &, AL FbaR= T/1 SiED
i MRI [CHTHEZDNETOUVFRAEBEER. T1 T
E 4128115 native T1 BEE, ECV £ER]

B7Ii0/4r—2 | FE. AEEM E AR (>0.5g/day XIE 0.5g/g-Cr, 7ILTIVHME)

ARIZ& BB D*wk mEILT7F=EM. eGFR & T R NAG )0, R-2-39
ag a7y Em

F7so4r—> | FEX BARIF#HEE>15em (IDFL2ZR)

RlZ&BED TILAYITART7A—EEMOERE LROD 1.5 £5)

FEMHRET7IA | PRFHEELOR) =2 | BMEROHRCERERE

ARF—RI2&D | —O/RF—EIR (AR

0] HMORBEREEEARELE:

&T)

BEMZT7I0 | EBIMHELE. TH.E

AR—2RI2ED | T, BERIER

0

HIEBE7I04F | Th, BR. BRFIK.

—RI2LBD | BRAE. RINTRIEE

) B

B-#M%7I04 | FIREERBERKGF | #RCERBICSTLIFRENDOGEEL

F—>RIZ&DE | OLUN., EE)

)

B 73AAK— | Shoulder pad sign. A&

DRIZEBED | BEX

E7I0(4F—Y | BEFE

R L 1))

RIE7IOAR— | SR AERRAEE OHEET .

DRITEBED | EBE

FOMDIERT | BRBOERIR. VN | CT LUFAMRBE KSR/ 82—

*ROTHRIL, IEIB?}E:ytyﬂxz't":d-pl:ﬁ%ﬁWBﬁﬁw?E#E(Gerz et al. Am J Hematol 79:319—




328, 2005)
o LRIV Y RFEZA D TRHIDEFRERVEERERE (C12mm) |
$kx MGRS (monoclonal gammopathy of renal significance) D —&RIEB7IAAF—L RIZ&LD,

GE1) BESEmRIT. BEEN. OFERR. HLE. BREENBBLIEZLDZANVTR 2 LEESE
BHOLRIMY DDEILEL,

(F2) REFBIZEVALCO)AILC).ATTR (), AA OZHERT 5. MDEETHY . BEOREHRKEZA
W=REEBICKDIRRBDDEIEIHEILL TV =0, BT EEDHTE (LMD-LC-MS/MS) IZL Y EHD I
BEHERT 5. BEEHEBEHEOMANREIN-IHE X AHL (AH+ALDT7IOAF— R EBWT 5, BiER
TOEBEIINERHELBZSIE. 7IO0/4/F—2 RIZE T 55 E B VI (http://amyloidosis—research—
committeejp/) || ZFRHTIREEN FIAETH B

CE3) M EEHORBHICIE, MFREREE. MEFI)—FMMFA (/ML) RURBEEEEZDEREH
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HEhd, REEEEIREBRABEIVREBRENSEL.

2. 2BMBERINSVXYALFY (ATTRWt) PEASMR—SRZHHEHE
IBfR%& : ZEANEE B E7IO4KF— X (senile systemic amyloidosis: SSA)

KEHS

ATTRwt 7EAARF—2 R (E, FAER TTR NREELLGY, TELTLE. B-ATEE (FRE. EEHTELEL).
B . RWRER. RAEEE, e ISR TR E AL D, 60 ML EDBMHICEZ L, MEMNREICEASELTNDESE
ZBENTWAA, SR EIETEATH D, ERNICIERES BB EIN TORWEFIN ZEFEETELEER
55, TTR BERREILLIRNEEDMEEREDFRERETHEMESN TS,

2B ATTRWt 7SO/ R— RMD KR #E
Definite. Probable Zx{%&9 3,

A. BRIRIEIR B MREMR
ATTRwt 73O R =Y RIZEDHEBZ LN DBERIERN SREMELZRDHSH(R1),

B. MERER
DELLE OB Ta T Ly REBS. RABMBETICTYILI ) -V EBOERTEET 7304
FiLEZRDHAHCET),

C. 73IOA4KAAEVY
TIOAREBIZFSVRFALFY (TTR) BHETHS (CX2),

D. VVFTS574—
WnTe EOYUEEHBNEO " TcERAX LV AF LU OTRARUVEED U F I S5T4—TIDBIZEBEEN RSN D GE
3),

E. BEEFHRE
TTREIZFICTI/BROEILEHSIEREZDI,

F.MEZEBZFRHENGES),

G. #RIZH
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1. B-SFEBOAIZRETHREME ATTRwt £V T 5,
2. A DBEKEFECREFTREZXI AIEEOHIMERZTDITENT S, -ELIDIBXREERLIDEEERE
ATTRwt Z7EAAR—L REDEHBINFETHEIELFENDETH D,

(E¥DHTI—)

Definite: A+B+C+E+G1 Zigf-9,
Probable: A+D+E+F+G2 Zi#=9,

(R UTEATHEEREITREZZTOIN, FRBFIAEONSES ETORY THL, FIRE [E7IAAR—
DRIVEFEMGATR TR BHOAYVALEZ S,

PEE)

I5H it PRAE 15 BREMRR

DT7IACMR—=Y | DRSER (BUIN, F | DEMS. FBEERES (BETAvY. 7Oy DE

RIZ&kBBD fE) . BRE AL NCEREE) . DEMTEAR. RFEEELL. WEEE QS
IN3—>2 (V1-3)
DEEEEGELELED) . LEPRIERE. ZLLDEN
SREEREE . (DE DT I—EE ST (granular sparkling
appearance) . IMERETE . FIEE. ZZEEEBD longitudinal
strain {&F (apical sparing)
M= BNP/NT-proBNP B{E. ML ROR=Y T/1 B
i MR ICBFAEEDRETOUVFAMEBRESES. T1 v
E>J12E+% native T1 BIE,ECV L&

FEEFET7IO | IERHEEMLOR )= | BREOHRCERERE. REERICBITARENHE

AF—2RIZED | —ANF—ER (R | REBZEOET

0] HMORBEREEZEIRELS:

&T)

B-Mwm7I0q4 | FIREERHER(F | #REEREICESTLSFRESNDOEEEE., EFH MRI

F—2RIZ&DE | OLUN, ERF) . B#

)] EWRBIER (BRE. 517

CEVDAXRETIE, BREREARS AR, REAR. HILEER. OBERFOT7IONNFBERITENSH. Ch
DOERELTTIAARARESNGVGE E, DFHEREEZRT 5. T-EBRKER CHOBRERR M OAE
AECEDONDIGE L, FRAMAMINSDEREBRYBELITICETRESNDIZEELH D, REDTIOARIL
EFFAT—LyRDREENEL FRATTYILIT ) -V BOERBILHEMGELH S,
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GE2)RIEBEBIZEKY ATTR D ALK AIL () AA OFERERTSHE. HLLE. BEDHE (LMD-LC-
MS/MS) CT7IAA R RREZEAFHERT 5. BEXRTOEBARHBLIIGEE. 7SO/ RF—L XICET5HEH
Z2 I (http://amyloidosis—research—committee jp/) [ ZER AT IKEE N A BETH B o

GES) SHMZIRE EEm I T — BB Z AL R E MG L (Grade 0 IDE~DEFELL. Grade 1 BIE&LYE5S
LD~ DEEESHE. Grade 2 1B LRIFEDDIEADHEFEEETR. Grade 3 B LYLARVDE~NDEEERRE:
Grade 2 LIEZEMHET D). HAHLIE 1 BFRER IR EER D E ERIEFME (heart-to—contralateral [H/CL]LL:1.5
LULEZEEEET D) FITKYFHET S,

GE4)RFEI DDV EREE (D=3 M) 1/ ALIZEEZROEL, MA T, MBERZEEEE. KA M
B0 (REBER) EBML.M EENRESNGNIEEHET D,

3. BEHNSVRAHALUFY (ATTRY) 7SOAR—V R A
B4 : RiEME7 204/ KR —21—0/3F— (familial amyloid polyneuropathy: FAP)

REHE

FIURBALFU(TTR) DEBEFEENRRELGY . TTR N T7IACFERELEABOMIENNLET HILT.
MEE, D CHILE. B, ROEHBRDEEELELIEGHERETH D, BER RFICKELEZEELNDH
5. BRBABEMDEGRIERETHIN. BER, REUNDIERE N OHESN TODES IFHF B TRIE
EELVBARE TELN FEfEFlln (RIEHTIL 20~40 A, FEREM TIL 50 MUK LEBEDSHRTHD. BIEA
BE (B HE. TTR REILH EETFAR) ODRSFDHICHIF TSI -ORHZHIEETHD,

25 ATTRY 7O/ RF— AM ST E%E
Definite. Probable Z3x{%& &9 5,

A BRINERRMRERR
ATTRy 7EAAR—L RICKDHEFEZONDEBRKRERR IBRERREZDHS (K1),

B. RIEREMR
HEEBRTa I —LyrR BT, BABMETICTYINIT -V BOEEREET H7I0/REEER
HBCE 1),

C. 73IOA4KRAEVY
TIOAREBIXFSVRAGALFU (TTR) BETHDCE 2),

D. SUFTS574—
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Te EAYUEEH DI TcERAF S AF LU ORRAKR VB U F T 574—TILRIZEH BRI HEREINS CE

3o

E. BEFHRE

TTREGBFICTI/BROEILEHIERERD S,

(Z¥DHTI—)

Definite: A+B+C+E Zi#t-9,
Probable: A+B+E Zi#l-9, HLLIX. A+D+E Fi&mf-d,

(RDUTOEBESHICREEZRED, TTREGFERRICKYSHOER RIEMER DR, KR
ER-RBLGE)EET LITTRENDETH S, TRA—RRNATHLREFHAKRECELGIEENH D,

RIZ&BED

IR B PRAE & BREMR
FEEE7IA | NMEREEBLORE. | BREOHRGCERERE. REARICE T RRNHE
AF—=2RIZED | EERYZa—0O/NF | RHEZEEOET . MR neurography (MRN)IZH 15 1%18 #i#%
0] —ERK (EEREDR | ST CLFMEEAHOEX
REZIRELI-E
T. iR RIGODRHE
fa-mAIET)
BEMZE7I0 | EiIMEDE, B, T | MIBG DY UFSS5T74—I2BIFADRYAHADET, L—
AF—=SRIZED | Fi, ERp, HEREE .12 | Y—FTSRELRRE. RBTHERE. R-R BREE (D
H0 ERTEEGE HMHTHRE). SOV FRR. SERGE
B-8%m7i04 | FREERBERKGF | #REEREICETAFRENDGEEL
F—SRIZ&DE | OLUN., E5E)
n
DT7IACMR—=Y | DRSER (BUN, F | DEMS. FBEERES (BEIAvY. HT7Ov)  DE
RIZ&kBELD fE) . BRE Ok RICEREE) . DEMRENR. REFEEELL. WEEE QS
INZ—2 (V1-3)
DEEEEGELELED) . LEPREBE. ZELULVDEN
IRAEFEE . (D E DI I—ERE JTAE (granular sparkling
appearance) . IMERETE . FIEE. ZZEEEPD longitudinal
strain {&F (apical sparing)
M BNP/NT-proBNP &f{E. A LFHkAR=Y T/1 S{ED
i MRIIZE T EZEDNETOUVFAMEBIEER. T1 <
YEUTIZH1T5 native T1 JBFE, ECV L7
B7I0q4r—2 | FE. AEEM RRRGE
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BR7I04/4F—> | RSAT7A HTFRER. | REOLFEGLE

RIZ&kBELD BAE, BILOTEL
E

PRAZETIO | AP ARAEER BEER. EMIES MRI [CHE(THHRER . M/ HIMEEHT=

ARF—2RIZKD | (TFNE) BEFEEE. BN | MHEfgE

HD H M AsE

ZOMDIERET | EmEERE. BIRIR

SAMR— R | BRIETERGE

510

*REHZEUNRLE ROTDERNZL,

CE DEEENRSHEEER, KEER. OBLR. SEER. DBERGETED S HILERETRE
DIMERICTIOMREBEZERODBZEN SO HEEERIIMEETRETEINT HENEFELL BH
fBER AL DB BB T CERTRRYBLITICET, 7TIAMMLBEDBREEEZEHHENTFTES,

GE 2)RELEIZEY ATTR (). Alk(5). AIA(), AA (OZERERTHIL. BLLE. BEHHT% (LMD-LC-
MS/MS) CT7IAARRRZEAZHERT 5. BEZR TOERARBLIEEE. 7SO/ RF—XICET5HEH
2T (http://amyloidosis—research—committee.jp/) || ZFRATIKEED RIHETH B,

GE 3) 3R IRFE IEE T 5 —EEZE AL V=R ERIETHE (Grade 0 1D~ DEFELLL., Grade 1 BB KLYEES
LD~ DEEELTE. Grade 2 IR ERIFDIDBADFHFEETE., Grade 3 B IVEELVDEE~NDSEERE:
Grade 2 LLEZGMHET D). HAHLIEL 1 BFREI R IR EER D E ERIEFME (heart-to—contralateral [H/CL]LL:1.5
ULZEHET D) FICKVEHET 5,

4. BRiEELHM7IONR— R (ATTRY 2 B4
T EGEHNS RS ALFUTIANR—URERL

KESS

FILVY) 2 (GSN) . TRIKREB (A-1 (APOATD. A-Il (APOA2). C-1I (APOC2). C-lll (APOCY) ). )JF—L
(LYZ) . 24TV /=52 (FGA) . Y RAFC(CSTI) ., B2-2HRT AT (B2M) . TVAERB (PRNP)1RE
DEEGFEENRRELGY. ChoDERFEYLGEZHIREBLTH57IOCNRIHBOMBANTET D
C&ET, R, BiE. DIE. KELTERBROETELELAMNETHERETHS, B—RBBICECIREET
SO/R—RIFEHELN,

BIEHLEMTION—RDEMESE
Definite ZX RT3,
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A BRIREREMRERRR
BIEMEEMTIOMR—RIZKDEBZONSBKREREZEDHSD (K1),

B. MEREFR
HgEmETar I —LyrR B, BABMETICTYINIT -V BOEEREET H7I0/RNEEER
HBHCE ),

C. 7IOAKRAEVY
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