goobogd

oot oobouoougd

HFINIR
O #H=
1. @E

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

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

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

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

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


TMQWC
タイプライターテキスト
新規の指定難病として追加を検討する疾病（個票）

TMQWC
タイプライターテキスト
資料２－２

TMQWC
長方形


O BE#HIFEICHELEHE

1.

BEH

A
FROME

B
REBERTE
RHEIL

R DHEE
B

AOMTEEE

HY

BEEENE
BAZXAHESR

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

FRICFDERMENHEREDEEETMERAVTHPFEULEZRRET D,



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

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

> L=

B. BEMR

1. FRth NAA DEBRLF (EE®D 20 fEL1 L)

2. RIEMMFMIDD ASPAEEDIET

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

BIEFHET ASPA BIEFEE

>

C. TDOHDFR

1. fRmEERE

2. ER-WETREE

3. [FL\NnA

4. EBKH

5. BRBERLSEEGHEXDOREE

XAF N FFR

KRB AZRBGALRNITEKRIBREILT S,

FLRE RIZAONIFETEREN AEICIHERRR FEERNHASHIILEY | KEEEMNRHONS,
HEER A-S5FTFETITRIET S,

<EBWohTI)—>

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



<EEESE>
ERERHEBEDCEEE T (BAERRBEEZR)EAVTHFEULENRET D,

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

BERBABROKRE(UTOHALLVTIAMNMDERRTS )
BERIRGERFICBHENGL
BEOEBEHRHHVE—FKWEEEHRNADETHS
BHRIWIERBELTERIIBEDHEENEETRENDETHS

BRIV VEMBLTREAT 20 EDEERENGRATDRL (BB BEREAD
RENDLETHD

REXRBNIDETHD

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

BICEEZROEN

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

REDFMEDREER. MEERK, HHETISOVTOFME(UATOFMELNT
M1 DERIRT D)

EEEZROLEN

BEDOETERHD (BRELT.IQI0 RGPHBIBELEZAV-BILSHITAH
BRUGREREDEE)

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

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

4

RE

AN = O

AN = O

w N = O



(BRELT. ENENDRBHEDEETEZEDHHID)

VI AFOBIL-NTBGEEDORRE (UTOFISLTFIAN1DEEIRT D)

a BEIILIz4EFENTTRE 0

b AISHDNEINLE 1

c BELEEOZTHMIBLE 2

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

1

1 ZEWEBERIZDOWTIIHARSAUESELTBHIE
2 EEBENGEMABRIIHAARSAUVIZERLE-EDET S
3 KEBENLGBERBAERIIAARSAVICENLI-LOETS

ZMEERUEEE DFEOBEILCHIT2BREIA

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

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

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



AT B B NE

1. #§}E

RETEZEREZLDOKEEE O EINIE(Megalencephalic leukoencephalopathy with subcortical cysts). B
& ;H % 55" (Leukoencephalopathy with vanishing white matter). BB REfEEZES5ETHE O EINE
(Leukoencephalopathy, progressive, with ovarian failure)l&d—EEEBETIIERICHEETHIZLEH LT,
DLICETHICKINBBEREETZRL., RRLICRTISIETHEBENRETHS. EITHEBERIEIL. X
MEEEENEEEMIMEORREICLISRLGELTZBICIEERIRICTEILLL, TANALRIHEE
DET . ORREERGEEET END, BEEFRENDETHARRICEELLS, RENIZITE:
FYITRY BEEMTTHIREIZESEELHD. A—EETH>CTEREFHOMRITILL, FIRARKE
MORABIUBREDRIEE THRR THS. BHE MR REICIDIKIMBED T2W HIESOERIEIEF
THHD., £LZMREBELE DEHMTIEEZIIE BEZH L EGFEWICLILHEL,

2. &R

—HOFINERE BAMICTRTERBRERHERETHL, RETERELDKEL A E K
& MLCT1 BIEFERICLDIELBARLHERETRTEDE, HEPACAM B FDELBAREN. H5
WEEHBEEERICEYRET S, MEETFICEEN G REFRAEALDLEISTHEET S HEH
RIFE EIF2B BIGFD 1 DOS5ETDHITEATIZEITEHRE, HAIWIEBATOERIZLDIELRE
RLEMERETRY . BETFEENTHRLGHIFET D, INREERETEZHEIEITE B BN AARS2
BERFORE. HAVWEEENTOERICLIIERBR LM ELRETRT . BEGFEENTRHLHILE
#Y 5,

3. fEIK

REFRIIIL BRI SR FEHAETIRIE, EEEE. /MYKERA. TADA. MIMESE . RIGHEE
FHENRHoNS, KABRKEFITIE,. TNFETERBICHSEFNTETWKE, S, FERGER
BEEEEDET O TANARIEDORELELNFREKRELTRL, RRICEIEFZNTRELLY ., T
DEBLET LSITEY, BREMICERZVICHRZZENH DD RITORRELRDZIEY R RIE
TERDETHE REL-HFHEABSTIHEELH D, 1220, —BETUIERIRET 52 LE4L
EEICHOI>TEFMNEREET S HFICRETEREZL OXRERAERMELAEBARE. BED
BEERIME R LIE L DB B EELHICEEBIRDOBITREERTIHEEN S RKETEMELDK
SER A B NE X ELY READ S KEBIE L BB FEERE TR T LN B SRR E L5 ETHS
BNETIE. XEDIHE . INEMEEEETERT,

4. Ak
BRI ABREIERBEILTHAIN. ERFREEETIERDEKRICHT DMEBRELTET D, T
ADAITHLTIFFEERICIECLTEBMTANAREREETI, /MEEREL TOIRBIC L THLEY
BENDETHD, BEICE-TEIERISNIEEH MM F D=0 BEEEORMIREELGEE
AOEITNIEESHEEENH D BTEFL. ZNITHEIERFENELTEHEICIE. REVIH

6



BREICFDRBERCBEERICLIRMREETEEET . oD BRITEEICHIYHEGL TT
SHENHD, FWIRIEEDT=O . EHAMLGRZICLLMREMEDRELEGRELVLEALLS,

5. F&

EENRE. HDNIEMEGE O HRER - AN BRAEIK, BAEERETZECHMMESE . TADAKE
DEBERK (TETETH D TADA ., EHENRRFRKE. BHES. BRRELGEZEL. B-EVITL55
EBNHD5, BRICETTIHEL. RRITRENBILTIHELHY . WTIELFEREITRTHL. E
BT T IEBRABLUBLEEICHI-> TR0, REITh-5BEZVELT 5,

O EHOHEITHELES
1. BEH
100 AR
2. FmEOHE
FHGEGFERICESN., —BIZEENROLNGLGINH D)
3. MRMEEAE
BRI A A ISR
4. REOEE
WE
5. ZHEE#E
HY (ATUER D EZE)
6. EEENE
modified Rankin Scale (mRS), BE X &, FRDZNZTNDFHERT—ILEZRWNT, WTFRhH 3
LEERRET B,

O fAEHT
BA/NMNERRZR, BRNRHRERR
LHRERIELE RRXFERARERSEMERRN A8 WWAEE

HAMEFS
LRERIELE RBRZEZHMENT B UTESR

EEFBEHAMRERRERETERNEEREEDREMSOMHELLE R ZEEDRFS]
MAREKE RRZFEHKFREERPFMEN £BIR LAEE



DRETEREL ORER O ERNREDZEELE
Definite. Probable Zx{& &9 %,

A ERR

1. ZLIREAO SO KEESE

2. EBEKRIA. HANIEMELRE DMK - SRS ERAERK FRIRIZ, HAHVTREFECTEERIMERE Z 2RI
B ERIR (2 RE4T)

3. HMIRIT GLRARHOFKEFEREGENTHY . FEAICITENMEE (TAL)

4. TADAGEKRDETICTHEOWTANAREEELSI LN HD)

BREMR
MRI EHEFT R : KB EICUFAMS - EERIMED T2 SESNROHLN., EICAIBEERTEICRE TER[A
mhoNnd, TD—FH. REDOMRIEBHLNELY,

C B RIE2 1
HEHEEXRKR. 7LE YA K. BIBAEC AN —E . KIKNAEEEF R thDER

DEEFHRE
1. MLCI DRE,. HAWNIEEATOZEE
2. HEPACAM MRE. HAWIEEANTOEERLIAIER

<EBWohTI)—>

Definite: AMSH1IBH L L +BZ#E-L+CERIL+IDD1H AL E2Z =T 1D,
Probable: AD>5H1IEH LI L +BZiE-L+CERRIILIZED,

Possible: ADSH1IHB U E+BZEETELD,

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

A ERR

1. EENRH. HHVITEMSGE DR - AN BBIEIK GRIRIC. HHVTREREAECIEIIMERE T LI
B EOIRICHEST . BFICEEEZELD)

2. MERIT GLIRARHOFKEFEESHERNTHY . FEAICITENMIEE (T4L)

3. TALAGEKRDETICTHEWTANAREEELSI LN HD)

BREMR
MRI BHEFT R m A IC I KINRB B EICVFEAML - EERHED T2 BIESHROLNEH . FERDET
EELICHERESREMELRAAFRELGY . ENITHOKKEEAMICERETT .

8



C B RIE2 1
RETERZLORBEEABKE. 7LX Y4 —RK. BIBAEC A —HERNBABEEE LRI it
F: 31

D EEFHRE
EIF2B1-5 DWWTFNHODHRE. HAWIIEEATOLTE

<EBWohTI)—>

Definite: ADSH1IBH L L +BEHE-L+CERRNL+DZERE=T LD,
Probable: ADSH1IEH LI L +B Zifif=L+CZERRIILI=E D,

Possible: ADSH1IEB U E+BZEETELD,

)N R REEE A SE T O EREDZHEAE
Definite. Probable Zx{& &9 %,

A ER

1. IAHREISOREZEDEN

FEHRHNLDFEEE., IHHEEEES
FEEHLBENSOINSD, TEIES. BRAMEEET
EENKREA. HDHUVEEMLRE O IRER - SRS BRAE K DHEST
ZHDGE . NREEESICLI - REAERE

o~ e N

BREMR
MRI BT R : KB EDHRK T2 555

C B RIE2 1
RETEMZLORBEEAENE. BEEEARK. 7L YUY —K. BIBAEBCAMNIT—HRE KRB E
[EEXRITHDESE

DEEFHRE
AARS2 BIEFDHRE. HHAWIEEATOEE

<EBWohTI)—>

Definite: AMSH1IBH L L +BE#E-L+CERRNL+DERE=T LD,
Probable: AD>5H1IEH LI L +BZ =L +CERRIILIZED,

Possible: ADSH1IHB U E+BZEETELD,



<EEESE>

modified Rankin Scale (mRS), BE-FX&. BIROZNZFNDEEMATr—ILEHWNT, WIFhhh 3 LI EEX

RET D

BAhRmodified Rankin Scale (mRS) HIEE#EE

modified Rankin Scale

0_ FoTz<JE&ERA RN

1_ JER(EH D> TERSHIREE >R
HEDEDEHFITAD

2. BEEORE:
FIELRIOEBN TR TITRDDITTIFIRLN
N BODOEDEIDDZ EIFMTENRUICITRD

3_ HEEOREE:
AISHDNMENZEREE T DN SHMTEMEIRL
[CITRD

4_ PEEHSEEDRE :
FITOEHRNERCENMINHBETH D

5. EEODREE:
BIZED KRBERE, BICNELRTDZRLE
E93

6_ LT

BE-XE N

0. fEIR%AL,

SE(CINER
BREMERS JOMEIEN & B (CIRVRETH D
BREIERS JOMEEIREIH D0 FAELRIN 517D
TWEASWOEE(CHIRIIRVIREETH D
FERELARTN 51T D TOEAEEES (CHIPR (F 0%
HELEEFBEIZUTWSIRETHD

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

BICHNDONMPELE LT DIRETH D,

1. BICOES. BEBENELRVEEDERNH AN HE4EF - BEEFITKERL,

BE-RBERFRIOHONBZET S,

o >~ o

EEMICIROMRBERIIKEFLTLD,

R (R)

0. fEIR%AL,

BYHREOIXRC, BERDEEDIXREZLELT D,

HEIMZSEROMKREEMBERE, PORIRRELGE)ZLEET D,

1. MEEDETLEEDRRIIHEN, HEEFE - BEEFICKIERLLY,

o &~ oD

FFIRFEEDT=DIZEEDRUNGE DIERLH D,

FEIRE R EEER DY T2, HAWEEBEAREDHEEFTHETRUNNELD,
EEDKSHAHNIE RO SHEREFERAIDE,

SEVRSH AV RGN TR SHENEEERANDE,

10



X ZMMEERUVEEE D HEOBEIGCHITPEBRER

1. FREZERICRAVERREIR . RBPTREF(CRAL T, TR EE _E(TIFERORENMRMSEC(E. WINOBRFHA
DEDZAVTEEUSZ ARV (22U, HIIEROFFiE% R I HRRAEIRE THho T, MR AERBOICIR
3) .

2. BERBRCHBIIZEEEDFOVTE. BYIREFHNEEO T TAREMINNTUVSIARET. B 6 1A
B TROBVMARRZ ERNHIRIIDEETD.

3. BB, FEROEEN LEEOEEEDIEE T —EU LIEZHULBWVWETHIN ., SEEREREMTI I Ehw
ERBIOVTE EEEBKROIIRET D,

11



FEREFEIREE

1. #BE
S REE (malformation) IR B (. ERMICEBDBERMKICERERELNHLIEBEDORIFTHY  B—
HBLICEREENHIERBELRANEINDS, BESNLSBEFHBLELOEAEHEICKYETISHED
KRRBIZDEIND, A XREREEH CRBLGLERE. ZELZITDMBICLD, DITHEEE - HIEEE
BE- A TONALGE D IREEETELIVERORBIKREZELLILLHY  EEBROREROETHE
DHBEETICKSEREEEZZT ELH 5,

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

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

a » O N =

4. Ak

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

5. F&

FRERELEEEICLYFENELGD, REBOCESHHEICI TR D MBEEET SHILEMREEIET -8
BETONALGEDPREEEE. EReZFIVERDOBIRZELDHIILLHY. EFFCOREROET
HDMEIE TICLDBEEEZRT EEHD. HITEYD, TNHERETEHYEM DR TODZ M. AR,
BBBERAKRIITHD,

12



O EHOHEIIVELEHE
1. BEH
#9 4,000 A
2. REOKE
TR GEGFOBEENREINTLND)
3. MRMEEAE
R HEBEDHTHSD)
4. REDOEE
WE (REREERGL., ETHETHD)
HRAE, ERBEE. ARXMMEER. AN TANA. BF 2. EBFRCOREFROETIHEDOHEEET
5. EZEE%E
HY (ABRMIERL . ZR2MNRBLI-ZEEEDHY)
6. EREENFE
FENEEENFEAVT. WITNMNITHETIEEETRET D,

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

BEFZBHFAREFADE HANREBRARER TEFRFRECIIEU T RERFEROZE

TSR 9 IR - FE MR ET 1B R BE
MRARKRE BEZBXRFEFHEKRECF L F— HIR DERRE

13



1 XEIEB
(1) AXERERBICEFNLIEE
@ MR EFEIRBEEEIRR
L 1q 8o EEAEIEE
. 9934 REGEIZEE
Q ELLVREEELZOMDAREEETHET DERE
L JURIT T SUTERE
I RZR-LLY-AEVVIEER

(2) BR9FEIE
RPIE ., BUHEEARSSh TSI L,

2 BEER
CNFETIHEESNTOVSHEERRNDOIL T, EREBERBICHOEINGEELDHD.

<BMEE>
@ W R KAENRBF S E IR BF

L 1qEHEEEERE
Definite xR ET B,

A FEEK
1. B EET
2. EESE

B BEFHRE
1BLBREBICHY)EELRND

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

(BED=-ODSEFMR]

HEENCEEDOMMIES. MRES. HEMNER(E=AROHE. KERE. ENMOFHELE) . BERD
EEERHET D PRHFRER O MERE., FRFEB HEFHORECERBROEEEZHITLELHD,
LREDERZRODIRIC. RBAREEZERT 5. FERDAMNGHEEZHEITICELETERNA, REKR
BICKYHEEZMZEITICENTFIRRTH D,

. 9934 REKFEIEEE
Definite ZXR&ET D,

14



A EEK
1 NEREFISRBEEEZ S EEOMMES HFICSERZEDEN)
2. RREE
B BEIZFMRE
1.9 BEBIK q34 [TREKERDHD,
2. EHMT1 B FEEZRO 5,

<EBWohTI)—>

Definite:

(1) AD2IEE+B-1 %3410,
(2) AD2IEE+B-2 %3310,

@ ZELLVEREZTEZOMDEREEEZTHET HAERE

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

A EEK
1. BEAEE
2. HHES
3. REEEFE(GRLGVLLAENI/N—EU2/ILKH)
B /MEIK
1. ROARFELIEENLEOE
2. RULBEE
3. INRIEFE-IIFESFERE/NE I ZIEE
C. BzFHRE
NIPBL+-SMC1A+*RAD21-SCC1-SMC3-HDACS BInFENRRELEFICEERFED S,

<zZWoHTI)—>
Definite: A M3EH+C OWLVThhERFH=TELD,
Probable: A M3IEH+B M3WERAZE-91D,

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

A KIERK
1. S 20E5E 3 BDERE
2. INEEEFSHMES
3. RETE

B /MEIK

19



1. AFA&R
2. 46, XY BHEIZHITHL s LS
CEIEEMRE
1. DHCR7 B FHEDREEEFICEEZRH S,
2. % 7 FEFAOLRATA—/ILOLF (MEP T 20 mg/dL LLE)Z#FBH S,

ZohTI)—>
Definite :
(1) ADS3B2DULE+C1ZEFH -TED,
(2) ADSB2DUL+C-2FF-TED,
Probable:
(1) ADIIEE+B M>6 1 DU EZEE-TLD,

16



<EEESE>
UTD1)~4)DWIhhE#EETEEERRET .

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

HRET D,

BAhRmodified Rankin Scale (mRS) HIEE#EE

modified Rankin Scale

0_ FoTz<JE&ERA RN

1_ JER(EH D> TERSHIREE >R
HEDEDEHFITAD

2. BEEORE:
FIELRIOEBN TR TITRDDITTIFIRLN
N BODOEDEIDDZ EIFMTENRUICITRD

3_ HEEOREE:
AISHDNMENZEBREET DN SHMTEMEIRL
[CITRXD

4_ PEEHSEEDRE :
FITOPEHRNERCENMINHBETH D

5. EEODREE:
BIZED KRBERE, BICNELRTDZRLE
E93

6_ LT

K& (N)

0. fEIR%AL,

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

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

BICHNDONMPELE LT DIRETH D,

1. BICOES. BEBENELRVEEDERNH AN HE4EF - BEEFITKERL,
. BYMEOIXRC. BEROEENDIREZLELT D,

. BE-RBERIC@LHODONBEET D,
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4. MMM IEROMRBERM@ERE. PORIRRELGE)ZVEET D,
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. EEMNICERONEBERITIKELTLS,

(R)

0. fEIR%AL,

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

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

3) EXRMDERENHY. EYEE-FMICEOTHNYHA R ETIELULIZERATEES,

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

NYHA: New York Heart Association

NYHA 3 BICDOLTIE, LT OEIRESEICHIRT528LET 5,

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

MNYHA S HEICERE IZR ST 5 SAS (7L VAS, TERNE1T 2METs, @ HE 41T 3.5METs, SV A4 {KiR-
AR YF KR AMETs, &5 5-6METs, BEER 6-TMETs 128 B L FDERELTHELT -,
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M TROBVARRZERINHIRT 52EETD.
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BT HI5ENHL, T EELHMMEZICLVERBEETZASILLHY . EROMXEENEERE.
PILERKRBLE)ZVELT DHELH D RALLBLEEICHIY ., FRFBEEOEERE, B
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JB{ZF (Euchromatic histone-lysine N-methyltransferase 1) Z =B FND/NTOFE (RE) IZLYFEE
T %o EHMT! B FDHREERABERICI>TRRDIERZET 5155 LH S, EHMTI BIGF(I.
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FRER. ARMERE BERRETRE) ENAHLNDS,
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F—avEEITH . RN AUEECERY -FIRYZIRYAND, BLABILIES. ERMEDKRE.
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5. F&

EmFEIE EHTIBAETALADHELEXREDEEDEH . EEMMESITHS DR ERF
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MERIE), OZH AMERER (BR) . F2UEFEU DS RE. kM SIRESEEHHET 5, #AMH
TADAVCEZZ(ILHET HPRERBER., KRMEOEE. BE-JEOFBOBRLAESTZEILOHLET
BIFRERER. BB OKBE. AB. REEEEZ) ZHIIELBLN,

4. Ak
BALATA— LB LB ENBRKRERDERICENTHSHESN DR AR EREE(THEIIL
TLVEL, FIRBFERCEEMMEZICAESIFREFERRLICHLTREVMACAIEREFERAZE
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EXBENRBELLGD, ALATA—ILILERINSBEIBRERILEVPERILEVDERHEZTDH.
ZRHGEIE - RSB IE T AHY  HRBEETET D,

5. F&

MU FR-ERTFEREITBRTHHIIENZV EFEOFHMIIMON TGOS ALATA—ILELE
BB E MR ENIBHEEMHIFICREL . ETHEDERB TH S, FHURMIENBHEEETOEEICKLST
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[CEBALATA—ILARBEEETHY. HARLBRTHILFHEL,
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MIAEBERE (RAILINTSIEIREE)/ LMX1B B ERE
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TRREBERBEGRAIVATIERERE IMERAE. REBDEMAHDVITERL. FEDHIKE
#(iliac horn), FEAEIDEMHEITHET HEGRMEETHS, LILLIETBEZREL. —HIEIRHABTT
2(2HETT S, RAIX IMXIBEBIEZFEETHS,
M. BREE. . BELGEDELLEZHELT . BIEZITEET S nail-patella-like renal disease (NPLRD)A> B4k
DEERRAELEREICL IMXIB BRFERERALTHHNFEET D, cho—EDERBEFHIL
LMX1B BEEBE EFIEN D,

2. &R

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

F7= NPLRD O —EDIEHIT LMXTBBELFEENERESIN TS, IITREHK I —V T RETTDHE
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ENRNZShBEE1H 5,

BEREAN—XLELTIEINSDEF VT hE LMXTB ERIZKDBARBRA L R MIHEEEEE A
HEIND,
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(WITURZE BIEIR B (R A )L/ T FIEIREE)
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FENLBHEEETZEZELL. BEXRRICELEFN—BEET 5. ERERTEISELEAREET HE
Bl—BEZETH D,

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

(2) LMX1B EEEEfE

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

4. AEE
MEREBEEREICE AN, B, HESHOEREICRLTITIHRMEEEREITLL, —E 0 &EE CHEE
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(D MREBERFOEZHMELE
Definite ZXR&ET D,

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

B BIEH
1. BREBEATE
2. HKEEEE
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C 5&1EH

1. MREBEERBEORKE
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D #ERIEZ kR
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8hJYE—FEHY A VIEIREE
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2. AEMARECHIIPEERE DOV, BYREFHNEED T TABEMTNDNTOSIREET. EiL 6 1A
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UFREERICANENEBIZLSRERBEHRECIEMBIEREEHALREMICELFINEFET
B0 IMFEMLTWDEED KA BID 15~30%RE (. RET HTRFFE, BIEMES. KEX W,
WRMREX. REEZICHIBMEPREEE. BABECEREEPETEAIENHRESATNS,
AR TROPEICIDIEHEMGHIDBMICHN, REEVCEEEATIEFNSRUBMTHEATE
Y (%

O EHOHEIRELEE

1. BER
#9500 A

2. HmEOHE
T (EXRMETHY .. HHBEOHBITTH)

3. MRMEERAE
KL (REWRMMNALLND)

4. REDESE
WHE(NEABRTHEEOBBRA TEEIN > IGEIEKAREVIRICLES, AEABROZNFITEHIEE
DHEFRBRLGEENLTEREERYERL., RO ARMNBEET S, £f-. WO RFHEOCRER
AN EITS DREHIL DR, )
HY (ARBAERL . RN ERZBEL-DEEEHY)

6. EEEREE
modified Rankin Scale (mRS) . FEIRDFE@R 7 —ILEAWLT, WENHIDBULERTRET D,

BANRAHES  BANEES

UPEFELE EERICCLER BRERNRAHDE NEER
AAE RIERR S

LPEFELE DUREERRE LY s ERRBREE FART
SEYINCEESS

UPEFELE EEHBRRY NEHHK BBES

Tk 26 FEREGTEHEFMEEMEE HatREBRARER VNETRSBMERER - BERBKE

(R 2RERELGONICREAANSAERKIZE Y HHF5E 1L
MRARE KRFISFREBEEREVS— DESABRER BHRH

30



<BHREZE>
Definite ZX&R&ET S,

. SEBREIC L DR RS DI A S,

2. NEBRE CRENII—BL TR S EREHRNRRTES,

3. SEDEMX IR (SEEN) . REXERE. XL, 3-DOT ILLY R BERUREXITRENBITEN
%,

4 ZREDEDERL,

<zZWoAHTI)—>
Definite:: 1 ~4%iEm=91D,

31



<EEERE>
modified Rankin Scale (mRS) . FEIR D MR —ILZAWNT, WTNHINIULERRET S,

BAhRmodified Rankin Scale (mRS) HIEE#EE

modified Rankin Scale

BECINRER
BEAERS SOMEEIEN EBCRVMRRE TS D
BEAERS SOMERIR(EH D0, RAEMURTHS1TD
TUVVALEWEE (CHIBRIFIRVVIREETH D
FRELLFTN 517D TOZAEBEEN (CHIFR (FH DN
HELEFTEIZULTWDIRETHD

BUWPOAHIZEHE Z A UMb (3T
ZRBEET DN BEST. BE. BIZURHOME.
b LIRECENMBEE E UIRVVARETH D

BESHT. BF. BREURHOMEE. bALRALEICE
NN E LT DN, FHRNRNMEBEVEE URLR

BICHENDNMPEHEET DIRETHD.

0_ Fo<JE&EA RN
1_ ER(EHD D> TERASHIREE(FIR
BHEDO#HOEEIITZD
2. BEOREE:
FIERIOEEN T R TITR DT TIFIRLN
N BRoBD0EIDDZ EEFMBRUICITRSD
3. PEEDRE :
AISHONMBIZENEE T DN, SHITENMBIRL
[CITRD
4 HEENSEEDREE :
HITOERNERCEININVETHD
BETHD
5. EEDRE:
BrED, KBRS, BIINELRTFOELE
E9D
6_ T
H AR 25 1 22 R
FEIR (R)
0. JEMRZL,
1. MEEQETLREDMRIEIH SN, HRETF - BEEFICKELL,
2. HFREEFOLOHICEEODRUNGEDERLH S,
3. MRFEKAEEEDYIFIZAES. HHAVWIEBALGEOBREFTIETRUINAEL S,
4. BERORSHSVEEROGBIEEEFERNILE,
5. [EURSH S VIRGEHNGBRIEEEFRANDE,

XM R U B S RDEISIC S S EEEIR
1.

TR CRVSERRIEIR IRBPTREF(CRIL T,

UL FTFERORENRVSEICE WINORFEA

DENZARANTEZELZ AR (2L, HERR O E% RS ERARIEIAE THho T, SR RERBDICIR

5) o

. BRI ERCBIIPEER DRCOVNTE BUIREFHEED T TEBEMINONTVSIREET. Bl 6 1A

M TROBVRREZ BRI 52T B,

. BEEROIZED LECOERERDIAFT—ELU LICZIEUVBRVWETHIN BEELERZHRITI dTehwn

32



EREIODOVTIE, EEERRDOIERET B,

33



Bt MR SE GERIEMRTERAICELD)
O #Bi%

1. =
BRMEMRE (EEELRERAICKS) T, REEHEHEFOTOTA2 C(PC), FATAY S(PS)
BLUT7UFrOVEV (AT) DERMRZICKYRMMARIERELY  EEEICEELMBREERET DK
BHTHL, AR - RBICTMNE M- FEOCEEMHKBIRGEZSIEEIL . /NEE - A TIEEFITE
FEME LR A FARMAR AR IE DB FERAECRYRIBRORELLG S,

2. RE

PC.PS &V AT DEEFEEICL S MARRBEFIEFHETIL. EEGMREEZSIEERT EZALN
TW5, WThiEZEBEARERERERZ LS, PCETOT7— R MK ERFIHEFTPS X ZOMHER.
AT Ft)oToT7—tE/oeE4— R MR EERHHRF THS. VTHIOEFOEEETICE>THMA
RERICHBEICTTET 5. E—RFOATOESKIZLELT, /‘I'GE?%AW?’;L\L%EA’\TDEAMVGMJI[L
RBRETTEDEEMNET EZEZONTVDD  EFICKVERIZENHS L. FER-FLIRHAL/NEE - K
ATIAESIERAGEI D BERALM L2 TLVEDRB B,

3. fER

REBEARLGVOLEAATORER TR . FER-ILRHIVRE M -FE, BEKRALRELSEDESE
BEENRENETLTRET 52N EL EBIC liaa%i SBR I FAREIMZEE =9 (=L, £XME
AT RZEDTREZRERGOLESATOERESRE—BRMICEBREBRETHD) . ANTRESHRTIE. RE
BB, SME. FAMBIR. BREAE. K. 3EiR- HE . ZHRILEDFIRALE OFRZ 28 2/0NR H LR
DNOEERALITHT T, BRMEOFHIRMARZERGE GREPEFFIRMAISAE CERELGE) EHRET L. Atk
FZEAE (LRI CBOERI LD, FER - /DRH DV IR AN D RNEEL L SARMAISIE LD BEFRERESATL
%, BAZKMETIEIEEREZES-ITHEELHDH, F-. FHFHIRMRAECLVIEENLGRIRFTE2NELD
&, TRRERARIE. BRSSO BIETRUEBLEEE LD (IBERMIRT 24EK) .

4. BEE

AR - RHORAER TIE, MFEELLTHERFEMITA D/E - 1E AT BEIO;EML PCHEILED
BENDELLGDIN, REICOI>THRBEZVELT HHEENHLH. FBENSERNTERIIL, RAE
RELTHIHLD TN TS /NEH-BAICH T M E 2 ERICE., BEEICHCTHUEERE. @
BIRMEEE. MRREIEEGRELTVVIEBEHICIEERFHELTRAICHEREZNRT 5. NEHD
NMRRERZEDESERAEEERETERBLTEEICRET 5. MIREDREDH LT, BOMBREZET
EIABELHL-ONRTET . FIRHBETEAANNICOBEERETOILENH D, F1-.AT RZIE
BEETIE AT RHEZHFT T HHEENH D,

5. Ft&
FAER-FRHOBEENRERESEIBENGIEELHY . MG TETELEEICOIYEEGREETR

34



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

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

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

39



<R EE>
Definite. Probable Zx{ £ &9 %,

A FEAR
FRICIGCTHFRTIEKRICELADND,
1. ER-ZLIRE(0~1 &)

fERNENL R OKEEAE) . FTAERKEM-FE . KR AMEE. EBEH LK. HFHAE

m, EEQOHmMBE, MRGZEMNLIELIEABND,
2. INREA(2~17 ) B A (18 @& ~)

FRAR M AR ZE AR E GREPARARMARAE . MR E . WA AR M A2 iE . ERZRERFRAR M AR FE AR L) |
AR MASE (NEELE) NBHTE. NEM-BFETCREITIENELNZV, RALHETEH. &
BREZES-IHEELHD,

XEHRTB. NG FHRE. RLEE.HRK.FIR-BE. KERILEVRRBALGENRE DS
RELBIENHD,
MIERICIK.CT.MRI, BEEREDCEBGREICTHERIN-EEREDILDELED,

B ®RERMR

1. MBTEHDPCEENABADEEED TRIERE

2. MBHDPS EFUABADEEBED TRIERSE

3. MDD AT FUABADEEBED TRIERE

HKOVTNOEEHICOVWTH TN TNDOREETOEEMEICENT S,

$1THmUTOEFIZONTIE, FE A TRIE (R NESEBT 5,

KEHEREICT.EASOKENMERA. FREES. TR, ZERLEVEIFER. R 70—EE
ZE MBREORESMH. BREELEICLDI-RMWEEETERN T 5,

KEFASU K RZ (EKICHER - R EHEM GEEETICLIEZEZEELTHHTS-HICEE
MR ERIC, FVIIEMS LU PIVKAI ZREIBE IS ETHIENEELLY,

K1 FERA~NERHOFEHH TRE (BRADTREICHTIEE)

F o PC PS AT
0H ~89H 60% 60% 65%
90 H~2 % 85% 85% 65%
ImM~6% 85% 85% 85%
Tm~17 % 100% 100% 100%

Ref) Ichiyama, K. et al. Pediatr Res. 2016, 79:81-6.

C H&AlZH
PC.PS.AT RZEUNDEGEMEMBERRICHSIRIER . SLVM/NMRORE (FHEEE
MEBEGE) MERE.  LREE.RUVEERKERE. BHREGE.

FERA~DPRATE. SOHICUTORBZENT D

HAERM R, TREBERE. BEERK. REEEX. FERRIVEERKEREGE.
FLEADERBNNBRF. DA BERKB.BRREM, 9S5EITRE,

36



D EFHERE
AT 5B {5 F (SERPINC1) . PC B{EF (PROC) . PS BIEF (PROSI DWWTNMNIRELLILTE

ARIESNDE,

EEERMZETRISHR
1. EFEMEGOmET)RE
2. BRYRTERBFISHULGHEBRRECHREBREFOER)
3. ENLEL (i #% AR . LIRIRFFARG L) TOMARE R IE
4 RiGELABROERERTEEINRRAICIBULEE

<gwmohTdy—>

Definite: AD 1IEHBHLULE+BD 1 IHEBALULEZHE-L.CZRHL.DZHE-TID,

Probable: AD 1 IEBLU E+BD 1 EHBEUEZHIZL.CEZRNAL.ED2IEBULEZ®mZTHLD,
Possible: AD 1IEBULE+B D1 EHHUEZ®HZL.CEZRMNLI-ED,

37



<EBEEENE>
HEBEBY ST (M : Barthel Index 85 BLULTE#W&EET S,

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

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

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

38



XZMBERVEEEDMOBEISCHI2BEFRE

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

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

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

39



BB REMRE

1. #§}E

BEERMEHCRERREE. BRAERICELLIEGFEEZRRALL, £EICOEYERI IREZ
HHETHEBHEHTHD, CCTIE MABEBEIERINTLSEFEDIE, BICIEE#RICIEESNA TL
5. V)AE) U EBER A EEIERE. TNF SRR ERAMAEIREE. TS VAR, Rkttt hiER. 5
IgD FEMEEE. % - EATEIRSE . LIRE BRI X - RAMRKRIE -7V REERFZRLV=. NLRCAE
HE . ADA2 (Adenosine deaminase 2) RiIBFE. THILT4-9 T4 —ILEIREE (Aicardi—Goutiéres
Syndrome:AGS) xR ET B,

NLRCAEEETIXIL-18 LIL-18NBRIELESN, KB, EAEHRT. BERE. ZLRARER X, <5
A7 —YE LR BRI R G EMRIEVMEREE T 5, ADA2RIBIETIX, EITHEIRICRIEMNEIY .
BEME S REBIRRICELUL- B EREREET D, TALTA- T TAI—IVEEGEHTEEDEEETEE
-9 REIRERDKAETHY . EBERNAKILRELIZEMLGHERHRN - BRI 2—TJz0 - a - $R&
FATTIODEMEHEET S,

2. &R

NLRCAZEEJEIL NLRCAD FOMEEERERICKYRIET 5, NLRCAIFBERREICEAHDIT5T
V—LDEHEDFTHAIN, TOMEESRLERICLYARNR—E-1DEEFHIENEIY. IL-18 &
IL-18 BRI ELE SN RIENEREIN D, ADA2RIBIE L ADA2 F4I—K 9 % CECRI B FEEITEL
URETIELBARLEEEERETHD, BETILMED ADA2DEEMNEL MBENTT/OVEED
BHEMG ERAME REFRET HATEEENHBISN TS, — A ADA2IZIFERAFELTOERDL
HY . HOEKEZEOREICIIRERFERAOERICLINENROREEDETLREL TS EH
BENTWS, TAILTA-TTA4T—IIVERBOEEEGRFELTIE TREXT. RNASEH2A. RNASEHZB,
RNASEH2C. SAMHD1. ADAR. IFIH1 D7 DMRESIN TS, WT LB KB OHaE RN OKEERE
HBICEE5 T 2BEFTHY. I BA2—DOV DBEIEEICKY RENEHET S,

3. fEIK

NLRCAREETIZ. REAICHI->THRGT I2EHH. EAERD. BEHE. L RHRER L. BiE-0
iR - BREREE LR 7—UFE ML ERBERKIELGE | SEEREET 5, ADA2RIBET
(. BYBRTRE, ERRBOLA/—EREOREERK. MERICEDIMELCENGEDBEEK., IR
B (PDERARBAE R MR EME. FINERMELL) . BHEEK. HRBCHEE. X, BE
BEENEHON, REICHIz> TG T 5. THILT1-J T4 I—)VERBETE, MRFNEE. FRE.
&SRO LS. /MRED &LV R (TORCH JEIRE) SBAIOMER DM, ZRIKME. X
MGEEMRA, CADAPRERTZHOLELETHEEREDERKGEE T 5, M/MRED. i
fRiE. FERBRLE . MRMERLGENSTRARELTHREEZ(THILLE FiE-BU-BERED
HEREERECE T TIN—TRICEULLECRELREDEHIROLND, WThOKED
HEEISEY RENERT 50, SR FEEBEENEITLTEEELLD.

40



4.

5.

BEE

WIFNOFREICH L TR A THILSNISARERITAVAAIL-1 840 1L-18 OBFIELEIHEESN
TLV5 NLRCAEESE TIIH IL- 1 HH DB MENIRESN TV D, ADA2KRIBREIZXT LTI, 11 TNF &%
DEPEETRTHRENEZ TS, -, BRBIEIZLDRABEIN ., ERICE THo=EHFIHIR
HINTWD, THILT AT T4 T — LIRS L TIXBE AR EDHmE F0N,

Fi&

NLRCAEFEIE TIE. BB K OREMRGZRICNZ BYRT /077 —UFE M LERBESHLE®
DRERZEHS . ADA2RIBE TIE., MEREICIDMEEOCMHZEES. RAOEE. BREEECILIBER
EDREERHLFERFRTH D, THILTA-T T4 —IVERETIE, BRMURE. TADA. EEE
BHREBOEOFEFIRTHD, WTIDERELEEDORENFHRL. ETEORBESTEHRET L
OEEHICEBEEERNEBIET D L. WTIDERBLEEEGCFOBECERER S OISR
A RGP RICIIFALGIO N EET B,

O EHOHEICHELEIE

1.

BEY

100 AR

RIRDHE

H

MRMERERAE

REL (WVT L RERIED H)

REDEE

DHE(ECHERETHY . ETHEORBETEE-91-0)
MRS

HY (BRICE>TERBIN-ZIELESRHY)
BEREESE(EEFZBIBARET S)

Barthel IndexZFLVT. 85 RUTZERERET D,

O fEmiRET
BANRHES. BRUYTFEES, BRNRUYTFES
UPRRELE ROKFATRESFHREETNENY A58 BIREA

BEFBHFMEEMNE BAMAERRMASXBCRERRBLTCOERREDOIHELE, EEE

7]

DR BTN HELICEY HHF5R 18T

HRARE HABRXFZRFREFAEHEZ/NERE HR FTRES

41



<BMEE>

1)NLRCAEEED DM ELE
Definite, Probable Zxf& &9 5,

A ERR

DB, ERBHERT OFEB QBT 2 THFDBAAEIK
BREMRR

OREFREE QmFI-18EE Qv/AT7—IFEMILERSE
CERFHRE

NLRC4 BILFITHREBEELEZRD D,
D #ERIEZ kR
DB REMRE. EFREEMIFRMEE L, BURLEE. REMREER. YUY TF BR7EERE.
RigEMERE RS/ KRR . X EEH M) >/ \EREEZRRN T 5,

<gEOhTIN—>

Definite: AM 2IEE+B M 2IEH +C #imf=L+D & AILI=1 D,
Probable:

(1) AD2IEE+B D 1 BB +CZi#EL+D Z&AILI=LD,

(2) AD1IEE+B®M2EEBE+CZi#EL+D Z&AILIZLD,

(3) AD1IEE+B M 1 IEE+C%Hm-L+D #HAILI-2D,

2) ADA2 R B fiE DS EL 24
Definite, Probable ZX & &9 5,

A ERR
DRYRT HE QBREMOLA/—ERZFOEEER OCRMELENLE DHBBER
BREMRR
OEGHRE: Bl (FICHOE) EFECHIREOFE OEBRE IEROHFE
CHEERE
DECFMRE : CECR1 BiEFITHMER AR ERLREES LIRS EATORETRD S,
QADAZ2E MR  MiEh ADA2EREMDBALANRET
D #ERIEZ kR
thD B REMKE. S HREEHERMEER . BEREE. RUAR—FIyMNF-BRFELEDIEE
EHEME RERBFEERN T 5,

<EZEOHhTIN—>

Definite: AD 1IEE+B M 1IEBE+C OWLWFhhE#m-L+D #ERIL=LD,
Probable: AM 1B +C OWLWFnhZEimf-L+D #&EAILI-LD,

42



) IHITA-JT4IT—IVEZREOZMERE
Definite, Probable Zxf& &9 5,

A FER
OIFER (R RMUMAE . FZF BT, ETHED/NEE. (TLNRA)
@ ESMEIR (FEAZ. FFIRIE. BEKRKS)
BREMER
OB ERE (7~VD1EEUL)
7) BERMREEIE L (WBC=5/mm, BE X/ XERB L)
1) BEiEh(2—Jz0 a0 LR (06 1U/mL)
) BERP R T T AL (FEIZEY DA DEITELD)
QEGREMR  EEENA KL (NEIZLSEBMELER
C ERFHRE
TREX1, RNASEH2B, RNASEH2C, RNASEH2A, SAMHD1, ADAR, IFIH1 % NDE B REREEFDLThhIC
REEELZREZRDD,
D #EAIEZH
fthd BEREMRE. EFREEMFRMEE L, BURREE. VU vF BREFESER. CMV-AS -~y
TR -BFANILRR-HV 2 ECH AR/ A EHREE. BAOLERKBEMERE - WA RALE - %
HRBERNT S,

<EZEOHhTIN—>

Definite: AOD+BDDOE LUV +C Ziht-L+D i AILI=3 D,
Probable:

(1) A® 1B +BMQ+C %=L +D Z#AILI=HD,

(2) ADDO+BOOEKLUVQ%HET-L+D ZHAILI-1D,

43



<EEERE>
HEERYET(H : Barthel Index
85 MUTERRET S,

BRENE RE
Bi. BMEGLEDEET. REMNFKRRNICENKRZD 10
1 BE BANE (FzEAE, BN TEYU>THAKLTESS) 5
== ;Y 0
BHEF | BiI.JL—F. UL RAMDEELET (BHITEHILED) 15
) MRy | BEOBANMBFELIEREZETS 10
FAD | BB LIFATRETHHMZE LB 5
E ENBFELIEF TR 0
B CGEm. B2, ®mEE., OIT4H1Y) 5

3 ER
MBI E IS AT EE 0
B (KRDEE. BIBREZESL . R—2 I ERLEEFERALTLSEEEE 0

A FMLE | DEELED)

£ HANE, AEXZSH. KR, RIEKRICNHIZET D 5
ENBIELIEFAEE 0
5 A 8 >
MBI E LT T HE 0
45mEl LD BT, HER (BT STHREBRO OERAOEEERMHT 15
6 B 45mU EDNIBIT. BITROERZED 10
SITTEEDBE . ERFICT 45mLL EOEETAE o
LEEES 0
Bi. FIVLEDFERDOHFEILR O 10

REER R
7 " NTRIFLFEREZET S 5
N 0
Bi.#. 7R F—  EEDOEREZED 10
8 BFBEZ |HMONE.RENGRERN, F2LUEFESTITAS 5
LEELS 0
HED | KELL. whE. LEORYKVEFTEE 10
9 JbA— | LFITKREHY. mE. LEORYRVICNEIZETHELED 5
y|” LEELS 0
BERD | REGL, WURFOIYKRLEATEE 10
10 vhO— | EFITREDHY . WRBODMYFEWICHIZETHELET 5
)7 LEEES 0

44




X ZMMEERUVEEE D HEOBEIGCHITPEBRER

1. RBEMICAVBEERIER. B REFCRL T, ZIMEE F(RFERORENMBRVEECE. WITNOREA
DEDZAVTEEUZ ARV (22U, HIIEROFFiE% R IHRRAEIRE THho . MR AERBOICIR
3) o

2. BERBRCHBIIZEEEDFROVTE. BYIREFHNEEO T TAREMINNTUVSIARET. B 6 1A
B CTHROBVMARRZ RN DTS,

3. BB, FEROEEN LEEOEEEDIEE T —EU LIEZHULBVWETHIN ., SEEREREZM]TI I Ehw
ERABOVTE. EEREROIIRET D,

45





