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J. SOORRD 7 = REEERE). BSERER (ALY, R UXIT
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BIRECITERY ., BMTNEAREIERV)E D T i BIARED L E T TR TELHERED
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Wf=9)

R2 W B YE N OVELE FE A3 B DTG 2 8 1T % B IH
- IR NSO DRI, BRAAT RAEICB L T, I EICRBROMEN 2WEAICE, W

ROBID b DEFNTHHELL RN (7 L, SO A7 BRIER S T, T
HARER H DR A,),

- ARIRPIAGTR IS BT D EAEE IS WL, WY REAERO T TIRREMT P TV SIREETH

2T, EHIL6 AR TR b EVIREBZ EMS W5 2 & &35,

LB SER ORI EREOFEIELBIE T—EL LIS LW ETH D05, SR ERZ kT 2

ZEBMERLDIZOWTIE, EREROMNSRE T D,

24



EEHRIRTBRERDIZHDF TV IV S

[ Pyl =]
sam TEEMROBMHCOVT] EREXEFTY JHE e, FEi =
(REAR R SRR R T 3. 160U < HIREEETAEAHAL TN BBE TE> TEREORBNT+HTHS. |ONTNHTHS. o
L IIHEORRDIERR S, BEDHNBEIC &> CRRDRIET 3 EHBRTHD, URBREER - FHY 3T ECEDRESLRNT ENETR] TR, o
FRRORBRSH T
1| ( HEEHBOEMHCONT] DAR—E
kS
IR S DRARE &3> TRIES SR TN, s
KIT2 U, —RICAIS IR & B BRI ER L, RO T SIFORRAAEDRECDNTE, BRICRIETS
FASHOER (RS (Cdo T3ISRBTENS T S RIEDERF TR, o
SIS TR DR RS L B CBEMRS ORI SN TSR (KA DREIES, BAE, 7LILE—RERENTNICELS) TR,
MOBESEARAIT AN TR KT U AR R IR — SIS E LI i MARMIC U SNTL Ve & LT, Soeifne LI isnai e SNTURWBAR. foisikRnt
2| ( HEERROBHCONT] D5~ 7 N—S|BEZLTNSEOELT—RICEMDROT, BHCRNTS. (IRIE, NS ERBIROMSIERE, NRRICRS THERIMTONTE D, RHEEIIE B
) LT, ZOMED—EEICDNTHEEMTON TS EO TN EDS, MOMBRERAHEILTNSE0E L T—RICERDRS = & FTh T, BRICHRES
3. )
LITF OB A(C S LR,
TS LU DREDEDDEREEN SRR, — BRI TH AR B N ERARNED
3| (et mer s | U ECRBOSOBRRNSO T, SEEU TR OIS SUZSES BT, ABACHYT SHHTS . FBTEBHBN, KEHDERTENSDH
S o, TP e MASRENTHBC NS, MEEEESOBEERCHRREDARUIEIC DN TIE. B CRADEOOARSACFEDRNT EET D, BAZENDENT, BESANELULEEE
= OEREE T RS B BARAEZCLD, —HEAEOHRERTRS T DT THS. EBEEERBN
BRRICRET SERNESICDR > THET 3HATHD, BANICERIEL TH SBT3 R < HECHE DERN AR SEET S B
153 EOMHOHERNERU, TOMBNMET UEBERTERLANED (RIFKES) | TR B
DERDH L CRBESEE URVVEEICE S50, EEMADKEE AR TN o
EMOREEIBETS
4 ( HEEBROBEMHICDOVNT] DI ~10R—
ssm) BB RTEAT LB EREE CX DS SER TR, BIENBSIHEEFIES 5 U2 IDELERIC DN T, XCESOWBE. (BUNRTEST LEER
OBFENBEEERIES 5 R INBECEREDBEL BN E . EECRBOBBERERDBND, BIENE
OBINBEIEETIES 3R EENT BbOERE LT, RIEEOBUER (B : 7ITL—S X% ZREN RANICIBE TS PHEERIET B URINENERR] (4T3
DNFNHERIT, BOHEE.
MEEEDSLER] THBL . . i
_— _
(<EREHI> £RVEBA, MREDDEEOBH L TOIA (%) EHHBRMCENDT &) w 90% (FHER)
= X CHBNT—E ¥) ([0
%ﬁ”*ﬂ‘5“iuf@*ﬁ(i)‘L” [—EOAB ELTRELTNS [BEORAODFHO— (0.1%) BECHLT S5 GELALN
IEEHRRT B R R TR AT SR CAT AR A EEOERICE DTS . B 19 VDN,
( HEEEROBEC ST OLLN— 8 MIEEMRRTZER TEREIT IR TAFIRLABROERCEDVTHETS ] ARD0.1%& D EAE DR
"
OBRNIEN S, REORMRE, BRAD., BETRITAE, CEFNRE, RERTSORRECEC, #2. B2, 12, HLSORFNFRRG, B9
EENRBIEE (LETNCETIE0) 1 [ NAEECHS
o [EzLTLE @ [—EORE] i3 UFCHETZE0ET S, s EURISHRIC 50V TR £ B 5 XOESIT
( HEEHROEMHICDONT] D12R—D i BEFRE (BRNLEPIROREEST. ) [CLIAREZITEED, ITICERNCERTNTLZREES, BPIRBT-EDERMMESNTNSED, Wna,
%) i1 CEHE LN EO0, BPIROMT—EORBREN S, BRNAEEICEOBITENS T ENASHEEDT, | DABEESCEEBELTNSRE
i [CHYI D& RBHBNZED,
RO SRR RICHNTI TR raw  AARBENES
, [encus RROBAORANS, FAILLT, BAESAAHADSRORRERERERITNRE L, BFT32RIE < AREETNS, s
(FREBSNTNBBAR. FRLECRH | ECNRBICRET SRROBIFRERVEEENMES IOV T, BIBERCESSHANSE. MADBRICED3LRNOMESRORREETNS, KBE 1 % (202647931 BFTICHRUELE
<AL %)
PHBEORIICNES T, NFOFHCEETS . BHRBCLZEE (DELBA)
1 | DERREEIEL. BT NSREERECONTERANCER IS E. o
2 [EBORETEROES T EAEE T BBAE, —BNRRELBESCTBIE, o
3 |BHEEOPCTLE, ROMSHEENDBALCONTIE. TNENDEREBRICL, ELNCARERET 30 EN TS NSN3 EONRESN3E5(CTBTE, o
EEEANSORMICALOTR. NFOFACEET S PONE BHERCAZEE (PEREA)
1| IBREER AN D EE] LVSEXAE. FROBECELT, EXNAREN SRR ETED ST & e MRS, KPST & DB SEERNSFE
2 [BRET BT ENBRENBN, BHEOSARIC & DIEROBENIIE TS SHRBICOVTE, TORSEDBRIRENEL T, BEEERETSL, o
3 BB E BN TV S BRSNS 3B, FllE L TERARSERNBTL, o
IR EIAFRENTOSTRENIE T | gagemuzs s (CiEmanTOSBERHIEE, FROFHCEL THVS. e
BREEEL < FHASEADZIED
4| mENWSHTHENSA. Xt
PEEDEEHRSEE BN EEE S RSOEDIR, PIEEEATENEHEER S AEEAOZHOBREERL TV B L SBIACONTIE, SRS IEEE BEENAS o
LT D& SRR S 3. iy S
THW3.
BEESHREFFERICSNTI TICEREN 2o AARMBENRIES
w3 REOBAGHRNS, FAE LT, BAEFRANADF ROKRERIERERINRE L, BRYSFRCERBEETNS. .
(FREBSNTNBHAR, $RRECTH | ECINRBICRET SRROBIBERUBEEMESCONT, BIERCEDSHAN S, MADLRCIN3LRNOMELAOKREETNS, ABE K (ERCRRY ST RSl
<RELY T CAREGET)
nZEEE
sm . BHRBCLZEE (BERBA)
1 | CNE TR R R R TR SRR L SRR Skas
BEICABER CIRERROBA I U TR EHIFSAUSRRBIC DN T, 72U TR E S BT TSI RAIRN 3. s
(BHAMIERICOVT, TREZE) =
BEMRESAD [167.1] CHBSNTHD, ©
ICD10 (5UL<(11) F/Orphanet (A—J7xw ) (CH5135 . R oo et
SRR o O < —BOEABBIRAOHRIL LICD107—
R(F720\. ORPHAcode’ Lo
4 | B RSN TV BEROER R Skas
5 [HEER R E ST VR R TR i 30 Skas
6 | NES &R AR E T BTRIFOTRI )L — T OIS B i
7 |NREBER ERRCEESNTO S i KEBHDERDHATHS
8 | BEBOMEHI00ARBDEE, MADBEHDIHE i
EREMAEEIT SO LA, RRBISHORRMRENEENSN e
(BLBNE. BELEZEHT) =
RSB, EORBRCLET BN (B - B, RIS, Rk  BETER. UK. BRERE. HUakh. ASWRE. MERE. B - UREkt. WREAT. &S - GaBEEt. B - B R
oro> ] (AR - R, (U, A BGTRR. RS, ERSEE HCERE. NOWRE. [RRE. B - BRERE. PRI BOMEREE. B - BOK s 2 - R (B ERSEE

BB - TEREERE. HRER)

25




fbi B B INE B U 2 FIEREHSBIEMERES

1. #§}E

B ERERVEBERZHESPEIENEEE (Retinal vasculopathy with cerebral leukoencephalopathy
with systemic manifestations. LA RVCL-S) [&. three—prime repair exonuclease 1(TREX1) DE{ZFEEI(Z
EOTRETANK/INMER TH S, 2007 4 [T . cerebroretinal vasculopathy ( CRV ) . hereditary
endotheliopathy retinopathy nephropathy and stroke (HERNS) . hereditary vascular retinopathy (HVR) D 3%&
BORELELT TREXT BIEFHRESN T, RVCL-S EWVSERBAITH—INh iz, RVCL-S [(EEF B KA
BEERAZET 5. 8% BERKPERET. 0 L1550 SKCTRIENERESOCANEERENETRT S, K
B EREFLERHSRITHEELAVBZENMERLT, H9 10 FORZBTEG S, KINBERELSM
(&, BHEEEE CHEREREZHI2EHHY . BERKBICERMICERRI/ERINSENLH D, 2023
F 1 AETIZABTIE2RR2HBIDMECEEFTH>TLAH HRBIIT 11 KR 718 FIOKRFRIGE RVCL R
ROMEDHERNTNS, f>T AMBTIEBRAMEISMBEVOLE . ZEENDRIEEF>TVAIENEE
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2. [R&HE

TREX1 BIEFDEBIC&->THEIS, EHEAL TREXT (X, IEFAFEICHFAEL T, MIMEICTFET 5 DNA B
RERRTHET. BEGREGETZIHIL TS, —A.RVCL BELER TREXT &, BIEFRICHEET
BIEE B A (transmembrane domain: TMD) ZR<1=. £& TREX1 ERHIKIEFEDBEMZ KLY,
BALHRESEKICHMITIEVIRBAEEEEZET H. COFER. DNA ZKRELIMIREGE I H1E R
ZAE1E (homology—directed repair:HDR) B\EF ST, DNA ZARHUIMIEEN BRI AN EELEZS
NTWD, LHL. [, HEFEmA L RRGINZEZET DNELEIKRERATHS,

3. fEK

B TFEWICK>THEESINT RVCL-S 78 HIDEMT Tl MIRMEREE (X 84% THON , FIEFHIE
425+8.1 HTHT-. KRNBABRELLTEI. VT KREZNREEIFBEIL 71%. BEMHHREEEZDRE
DEEZBHE) L 92% TROHT=, BEER CT TIE. 52%ICHRILZERH Tz, HIFERELTIE. BERBAT
YRS 56% ., RENMLREFEE M 47% . FEHAEIRAY 39%, JEE AN 14% TH 1=, MBIMEREL T, FFHkse
BEEA 70% ., BHREEEN 49%., L1 /—IEM 42% (FFRERICELEVED) . B 74%. SELEH M
M 22%TH>T=, T LEOREERNB UV AIEEMEAREINTLVS,
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ARy (W b= 95 N P O A A
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T—RIEHND, FRENT+IZMBASNSETIL. DNA BIEXRETIENEEINDNE BIEEHES
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Definite & Probable X% &9 5,

A BERERFTR
20~ 657% D FAE

B. BEMR
1. EEERMRITO ., ZHMERERE (X1, 2)
2. RADHETELEL, BHREEES. F-(3. FFEERESEET 5 (X3)
3. REDHEHETEHEN. MENEELZTIREMRZET H(X4)
X1 )UK, FE BHEOEENREHESIEEH D,
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BEERCTHRE IFHEZRL ALY,

X3 EEENFEDITL—R1LULEIZHEAET S,

"HHNT,
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SHEE/NMEEELXRIAMRZET . L TORBAANRXR S KRR RZ5HE -8 ITBDBELTHY . Bx
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. BRI E Yi5E (retinal telangiectasia)
. HRBIEMU/INEIAREE (retinal microaneurysm)
. ¥RTEHR B BE (cotton—wool spot)
. #IE ] M (preretinal hemorrhage)
e. IAEMEMNM DRILBERRFE (fluorescein leakage from retinal blood vessels)
<ETHIZHLNAETR >
f. EHMEFIZE - 8%k (capillary dropout / capillary obliteration)
g. RIEEE R MEE T E I 1 (retinal nonperfusion area / avascular area)
h. Bl E M E FF DL K (enlargement of the foveal avascular zone:FAZ)
i. MEREHT A M % (retinal neovascularization)
j. HAE W M (retinal hemorrhage) o

[e] o o
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<EBWohTI)—>
Definite: B D1 ~3DWLWFNh &L, C-1&i#E-TL1D
Probable1:A R C-2%i#f-L.B M2IEH LI E#i#T-L. D 2R TES
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JL—K 0 1 2
FER
mRS (3% 1) 0 1-2 3-5
ZEED MRI EERAGL BHORKBKBEEREHY | EELDREHEIRRKBEE
REHY
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5 [$ETEHR(CFHEE SN TLVRLVERK TERRR (EH D0 ez
6 | RES SUEBERE R & T BTRIORI )L — T (HOCFET B0 s
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7 | e EERCEEENTO SN gy |SRBETRECLSARO—DIE, NRBS
EEROBRRES CBENT [ AU BEHk
BEE] CUTIEEZINTLS.
8 | BEBOHE D100 ARBDIBE, RADBEBOIE s
o |ERERERIBEOCHRIN. RAEHORIRRENSENS gy |BEFOREEESBEATEProbablel:
(BLBNIE. RESESTBTFEL) 24T,
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FREENORBEZFNBERLERL. FREREZETHORBEHRNBRELERSND, RIEHKRE
THYLENOTEANH L BREEMERYRTI ENZ, Tz, RETIEEX L. TNITFIKEHEE
MfE. FREZHHET S, SOICHETMHFEEOHRNEEREZSHL. TS IXBRRKRBEBICEVNTKER
MELLGY. EXLGFEREAFARAFLLGD, 20O EFEBRARIICLYEHMICEEZERAETN
ThNTWS, &HFD 2023 FOLEFRETIEFHER 67 mTHY BRI 1:0.71 THo1=, 87%I3E
FHIBGABRNMTONATOEDA EAER -BREIL S1%EERARELTAERBEITRTH =, T2
ABRENFONELTL, BEBROCEENR-KBEORFLCENBE R OCEEDRRELGYBELE
[CXPEERI-TENELY,
FREREFEESEORENGCOREEFNBERELBEFTRRICRAET 2 - RIEFRNBREN
Hb. REMFREREDCRRIEFATABECIAO—TYITDHELNELZEILSNTLVEL,
2. RE
REMEFABRES - REFNBREIZTORERENELGD, —REFRNBREIVESEZED
EEMECLYMBAREEELEETHIENZL, — A BREEFRBERORERRITEELTES
TARBETHD, RIEICITIBERBFTOFLRE., BEMGEABESLTLS LN TNV A, RO £
ERECTORERTIEENTHD, £-. BAMBEERFELTHEERECEATRSOEIL, LFY
DRBEDOELLBFBNEFIN TS,
3. fERK
LEREICEINIE REMEFRERED 85NN EHEKRTHD. REZVDITERBEXKEATHY., VT
Nt 21.7%DEHIZEDOND, Ft=. BEZF 35%ITEDHD, COXSITEASIOHICHESEERICLDE
KAFILELED, LALEEFERERGIDIEMLHY . £KD 61.5%( L5,
4. BEE
FTHIAR. EFMHLARNH D, FMHUEERIIAVIRME D ICIEEH L EYME T OHREE VIR
BERBREMGELH D, £, EF MR TEIAREMSITHEEES (ERC) . BREFMEEE
(PTC). O MIBEESR (POCS) L D NREFEZ AL IE AR EMN . ANEE RS AR (ESWL) I2E
DH5, BEFTBERNRAKREZAV-RAEREMLITONA TS, LML FRBEREIXSEICEER
MRk, BBEE. BERNZLERIES (IPNB) . BE LR RNIES (BIIN) HEDEEREEFHET 5, -,
FFEIBR SRR EMN . RMEETLTE. TORICBRTHILNEL BEBTINTLSINLDE
BIIIRAARICIIESLEN SRUOVEREAESHE L, BER. EXBRAGLE(TARICHEL,. T2HEak
ENBLNBENIEN BN, BEN+DICHEBRINTOENGE CHIEOBEEBEYAMEEEELT:
AT BMEMGETSFEEL. BYBRTHEEBROFELELE-TEAHY . HFBHEDEIS LGS,
SHICHERIIEELCHNBEERZEDOREKREFTHS,
S5IT. BEMEELELTIIRIFUEEID, T4TS5—MHEE DIV TAF2—)LEGE DREHEEE A
EEim. PATAVRERIGEDNH DD, WELEILL-EMEEIEEL,

;
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ARMTITERDOEE. BLUVUKIEE., FIEH. /MEBIZKY Grade 1 A5 Grade 5 [CH¥ET HIFAEE
BEEEERT—IVEERLTIND, 1998 EOLERHE CEHINIEFDOIFR—MAEICLDE. TR
HRFREER D 5 EEFE(L Grade 1/2, Grade 3, Grade 4/5 THEHh 100%, 100%. 83.3% T, Grade
4/5 TIHIEBICTRRTH =, F-HEHED 5 FHEREL, Grade 1/2 D 2.6%. Grade 3 DO%IZLEN
Grade4/5 Tl& 8.0%EEETHHT=,

O BE#HIFEICHELEHE

1. BEY
143 {5l (2381 fEERE X R ELT- 2023 EDO2EEMAETLY)
2. RIRDBEIE

T (AREREACEA S DEEATEEINTLD)
3. MERMTREAE
REEY (BREGIEFMANABINEAREBBRLLTEESNTLEIN . BiFETIREREIIHT DA
ITFEIILTLVELY)
4. READEE
B (REGDSIIZHR 10 FLERZBLTHOTHY . RADEBRENIVE)
HY (AREIERL-EGRZHMBELARBELFRESOEZEANS1Y)
6. EEEENE
Grade 5 Zx{ &R &ET B,

o [HAMDIF-BEKEICETIREHRI

MERKE TRAFEFHARFRBE i Bh §

REAERL FFRER-EEEREXIHS
IEREZEXZFRFREFHAERBLERARE HiR FMEL FRGHER)
EMRZEFZIELZILRFR HERAE BREIR iR 8

® HEFHELHBRER
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<EEREE>
Definite ZX R &ET D,

1. JEEBEOBEMLL,
2. FEASoFICHSEBKERGVDLNRRERE
FEIK : FES5oFIC K HIEE X DMK (FER- I8/ - HES)
MERERE BERESR (ALP, yGTP)D LR .. RAEKIS (AMEkE. CRP £J) BEEEYILEY
BEOSEEYIILEY ME%E
3. ERPWICKSIFNIBENEL DFERR
(1) ROY—ZUFBREELT, EHBEKIRE. CT. MRI/MRCP %175, FRIEERNICHELSB S HRE
TaIa—{&.CT TEWIVFEZE. MRI/MRCP TIRIESRELEZRONIEHFRNBERLZET 5,
(2) RYPV—=U T BB THRBERHIHEE TELELMEE(E ERCP /3 L—UAREET ERC, PTC 1245
EEEEEZETV..BRERBRLLTHESN B CEEREREICLIBEDEFEEEDRT 5,

Definite: 1, 2, 3% 9 XN Tiwl=FE+D
Probable: 1., 2%j&f=L. 3N FHNBELD
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<EEESE>
DEROMREZEROER. BEIULUTOKIEAR., FIER. /MNEBIZELY Grade 155 5 [ 4EL. Grade 5
EXRHRET Do
KIEEH BREER.FEL. AELEOXE, R ERTEE
HPIEE BER, HAE 15mm LLE BBERELIRO S 6. FFERE
NEHEEERE. BEK

Grade 1 HIE IR

Grade 2 HER

Grade 3 /NEBZ 1 DLIE®HET

Grade 4 HIEHZ 1 D=9

Grade 5 KIEBZ 1 D2LE B LFHIEEZ 2 DL EHET

KL FLUE N OV Ay B OIS S B 1 S BB

1. AWV D EARIER, AT RS L T, 2R LICRBEOBREN WA ITIE, W
NOBOLOZHANTHE LI (722 L, YRR 2~ T HFRIERE TH- T,
FATEER B DITIR D, ),

2. JBIRBHLATL I T 2 HIEE S FIZ OV T, @YREFHEHRO T TIRENMTOA TN LHIRETH
ST, HIT6 AR TR EWVIREZEMISHNT5Z & L35,

3. 7B, JEROBREN FEROEIEE SRS C—EL RIZES L WETH D0, mfRER A kT 5
TENRER B DIZONTIL, EREMROKNGET 5,
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FEREEABRAHERE MNREREEREZRO
O BE

1. BE

HRMBABAHESEL L., —REABTHII—ILEBEYT/ TAXT O ILBOERBKEE
DEBRDAERMGHERRICLY., BHEREHEROPHERBMEN THLIEEHETEL L FEH
FILOA—I)LOFHEAEENE LR, B 5 - FHFEE251FECTEETH D,

FER -ZFLRBHICHEAT S > FHEFEETENCEZEINS THERETS oFE &, S1IRBLUEIC
[RETHADEMERSE - FFREEI L2 EIN D NMEMFERER] O 2HFUENH L, EIRF. MBI
FEZEVILEVENMORE, FEX, IREBBE (EEHE) G 2RO, ETITNIEFEE, FTRen
B1T9 5,

WE. FTREKRITTRT 8BEOBRICER L-EENER I TS, 2056, BATHERINTL
5 MDIX HSD3B7 k4&4%E. SRDSB1 (AKR1D1) XRi&%E. CYP27A1 Ri&4E. CYPTB1 RiEJE. BAAT RIEAED 5 &
BTHD, THOLOOEHFRBREL LTIE., RPMEZAVTRERICHEENGEERARE LJE
BBA7ILa—ILE . ARYBOT NI ST 4« —EBEHHE gas chromatography-mass spectrometry (GC/MS)
X5 liquid chromatograph-(tandem) mass spectrometry (LC/MS) THIET 5. FERIZHEENWLESE
BB SNT-5E. BN SEBEOETEGCTF BT LEELZEHAET S,

REL LRI HTREATEAIE. ARE BEEEF
3p-hydroxy A°-Cy-steroid G-A%-3B,7a,12a-triol-3S HSD3B7
dehydrogenase/ isomerase RiBfE T-A%-38,7a,12a-triol-3S
A*-3-oxosteroid 5p-reductase RiBJHE GCA- A*-3-one SRD5B1

TCA- A*-3-one (AKR1D1)
sterol 27-hydroxylase RIB4E Cy7_THC-3G CYP27A1

(R 2 B fEfE - CTX) ALRE /=L

oxysterol Toa-hydroxylase RiBE T-A%-38-01-3S CYP7B1
bile acid-CoA: aminoacid N- et &R AR EL BAAT
acyltransferase RiB%E
bile acid-CoA |igase RIBfE E| k=il by it SLC27A5
a-methylacy| CoA racemase Ri84E Cy7_DHCA. Cy;_THCA AMACR
cholesterol 7o-hydroxylase RiB4E LDL aLxFBa—)L. P4REA CYP7AT

2. |7

WE. RITTT 8 BEOERICERL-EKENERINTLS, BARIHBATILATO—L
Mo 1T BEOBRICEARBORTY TERET, £HEhd, CORBBROVTIADICEENHD
56 EEGEABIEESNT . PRNKBED THSIEERTEROCEATILO—LANBRIT S LIS
8% BAT7ILA—ILETEEHBMICE T EERETRS EShTLSH, BABOPREAHEY &
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LTATLRIPPEAFRICHEICREEINS Z EADA DT INS, EELGEABROEENGE SN
ELEADORENBD L., BETOREMEEBREES = D ORIRARLT 5, BTERESRESORRIC
A LCHEBEARCEATTILI-IILOEHESFHERBICSH L TEEZ L OO, FEEFZE5IESECY,

3. fE4K

CYP2TA1 RABFEZPRC THRBIFXELRE. NEHAICRIET 5. BAHREBESLEERATRICLIFE
MEICKY . FEREAS -ME. #EEE. £THOREELREEET 5. CYP2TA1 KIBMEFHFER.
RN OCHEBEEESLIHERESATLED, ZOERKIE—BETHRAICEVWTEILRATA—)L
MEZFRCTIENMoNTND, RELE LT, HTER-LRBHICEEA S > FHFEFENA SIS
N5 THFERBETS SR &, ETIERTHRALRICERTHDIEHITER - FEEN LB S
nd NMEMEEER) (T 5N 5,
FEREBABRBEEZEORBL,ZLOIFERET S >HEOERKE. ETHI OHCHE. FiE
K. RA®E (EEATE) . (E24IUKRZMHED) HltER %4 ETHS, SRDSBT RiEJ%E & CYPTB1 Xig
ENCDRELGD, BARTHNIL, BRICHEE~NERT 5, HSDIB7 RIBETFTRD 2 KBITHA,
ETIXLBEMBRREN, KR E DR ELGS. FLRBICHEE 45 2 LIXFENED. ERICELE
ThhiE,. FEE~NERT 5,

IBHFERERIE, FEEZOREICK > TERIEELZ SN, BEFRE. HE, K. [BE. HfmiEm.
SEEHREICHESIHMCERELETHS, HDIBT KIBETIX. BT S o BHUFEEDETHER
HElEHY . HRPAURICERETHADEEESR - FEENSBHICESLZLELH 5D,

4. JREE

—REABIAFOARNENTH S, EFEMNIZIE. 23—V (FT77alehTEIL) BH., ¥/ T
TFLa—IE (F/ehTL) B, a—LEBEET/ TAXLI—ILEBOHA. ULOBHMHEHI R
HINTWb, REMGEMNMEEREMMNMBAIN TS DI(E. HSD3B7 Ki8JE & SRD5B1 RISHEIZXT T
50— )LERBEIDABETH D, AFTIX2023 F6 AL LEREETHRABMEBEEDARERELLTO
—IVEEMERTE S & 5274 o1z, HSD3B7 Ri84E & SRDSB1 RIEJEIL. FFREE A EITT HHEIICI—ILER
5~15mg/kg/B 21 ~3 (K T150mg/B) w7/ TAFLa—)LEE5~15mg/kg/BH 72~3 (&
X 600 mg/B) HED—REAHRERNOEMFE(IHARELZABINIEL, BT S >FEFESEHR
E LRNEIEENAREETH S, CYPIB1 RIBFEL. HFEE~DERNBRND, £ERBHMST/ THF
DOA— VB S ETO L TEAS > FHFESIACEET S L1 H D, CNLDHEETIE, — KA
TEEEFITHEAS > FEFESMASEBE L-RELEEICSESNRBHEISDETH S, BAAT RIEFETIL.
JVYaa—)LEg 15 mg/kg/B (BARTIXEFER E L THREAR) OFERAHRENH D, SLC2TAS RISAE TIL.
DIV TAFLO—ILEES ~15 mg/kg/BEH®RET B,

5 %%

HSD3B7 484E & & Uf SRD5B1 RABJE Tl FFEEAEITIT AEICa—ILEEOY / TA X a—ILEEL
EN—RE+EEAKTREHRIAERZEBET AL BBt S 2B HFEENSRE L. ARAENTTEEE 4
YFPRIHETS, LML, BHERIHL, ZERNEND EHBENLE LS, CYPIB1 RIBE
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[ZDWTIE, CAFET—RIEHEEF L SARBEERNTAEEEZ o TV, BERICY / 77
FOO-LVEBEERSTHCETERD >DFHEFEEMAEELEMLBESA TS, WThDE
BIZEWTH, —REABRUKTETS >FEFESENARE LKL, £EICO>THRIRERET S
DELH D,

O EHOHEIHELEIE

1. BE
12N (MZERBICTIMBEL TLSEER
2. REDEE

FBSHERE A FIREE (neutral pathway & acidic pathway) DEEHEEXIEE 1 KEDKRET S
LT, FERHEMTHIEEBRAESL L IZEATILO—IILOFMERAZREICK YIS EESF
X L o5&E, [RELNERTF HSD3B7. SRD5BI. CYP7BI. BAAT. SRC27A5. AMACR. CYP/ATIZZ > a—FR&En
Z2EBRDEHEEICEIYRET S,

3. RMLAEAE
SRBHMSO—REABRBORENEYDNTH S,
4. REIDEE
E GETHETHD)
HY FERIRRI)—ZVIRRERESFSLENA K54 > Part2 [2019 FhRRINE R R
Rl 17 EXRMETBRABERE BAERRBEEFSR
6. EEENTE
ARIMERDEEESECEEE2LULENRET S,

O fEiE#HT

BEFBHFAEE HOTRBBRARER

DNREAREDFH DA REREBICE 1T 5 ERKELURIESE QL DR LDO-ODREHE]
MRRERE RIALXKFXRZFREFRVARF/DNENBZSH FEHZIR (CEER

SHEMEE EXEXRFXFR FEZEZ FHKEH

SEPRE EXREXFDMREE KR KL=

BEFZBHFAEE HAEMERBBERAESE
rFEDEAMACREREORPAM OL MEE/NREAN LD L — L L ARG ERKHIEE)
MRARERE GEEREHRXE R HOEE
SHEBMEE ABRKF/NER HiR KERiE

BREFBHFARE BATREBRMESEE

THERRY ) —Z VI RRREFOERRBEEEDORALIC -2 EAFIEBELIZH
IZBE9 5%
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MRARERE BRAXRFXRZFREGHFVARIMNERZEE HR PHXME

WARFES
¥4 BAEXRRBEEZS., BRNRHES
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<EEREE>
Definite & Probable 3% &4 5,

A FEERK UTOS5512UEDERZRD D)
1. BEILHHEE

2. RFFEX

3. kkE®fE (ERE+E

4. HEBNFR., ESK

5. S EnHmER. A

B. MR&RKRE
LEEEUILEY -AST-ALTAER LTS,
2. MBEHRETEMNERE, vy GTPAEEMEELER LTS,
3. MBFHEAEALR. vy GPAEEMEEER LTS,
4 MERBETERNER. r-GPALFELTLS,
5. MFLDL 3 LR FTA—/L, FiEEEHA LR LTS,

<HSD3B7 ki8fE. SRD5B1 &K4iE%E. CYPTB1 RiSfE >
1+2%32H5
<BAAT &R48%E. SLC27A5 RiEFE >

1+3%FH5

< AMACR R i&%E >

1+4 %2305

<CYPTA1 RABHE >

1+5%%H5

1. T-Bil >0.5mg/dL, AST >40U/L, ALT >45U/L
2. STBA <10umol/L, ¥-GTP <70U/L

3. STBA >10umol/L, ¥-GTP <70U/L

4. STBA >10umol/L, y-GTP >70U/L

5. LDL-Cho >180mg/dL, TG >150mg/dL

I WIhbaRETO$KE

C. FRe (% L < IXinHp) ABStEL S #
<HSD3B7 &&%E. SRDSB1 Ri&jE. CYPTB1 RiEfE. AMACR RIEfE >
REREMNEERATBELITEATILI-LLEROLRSIZED N D,
<BAAT Ri8%E. SLC27AS RiE%E >
SFIaSREARBLEERD LEAZDH LN D,
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D. BRFHRE

FERMETBRABMBRE CIIERBETEGRFARESNTE Y | REEETF HSD3B7. SRD5B1., CYP7BI.
BAAT. SRC27A5. AMACR. CYP7A1 IZT>a— FENLBBRDERETICLYRET . BIHEITER
MoFEOLNDEEDEEBEFERNL. REESHL LIFEENTOESKRORMERZRET 5,

<EEohTI)—>
HSD3B7 &k1E%E. SRD5B1 Ri&fE. CYPTB1 Ri&fE. AMACR RIEJE. BAAT Ri&fE. SLC27AL Ri&BJE
Definite:A M 1IEHB L E, ™D B.D Ziiif=d
Probable: A M1IEHLLE. ™MD B, C &=

CYPTA1 RiE4E
Definite:A D1IEB LI L. D B.D &&=

<EEESE>
DEEZBTEIDICONT, UTOXSICHEL, EEE2ULZRRET D,

EEESEE. UTOEEEHEEBICEYHET D,

(EEEHIEEE]
1. BB S oiFDIRE
1+ FRMGENEEEEZEDHLILD
1+, —RETEAREETOLD CAETEENERLTLSLD)

2. HHm4

1+. HmER., B0 S5 5—DOXIEEHEZEDHIMN. BEREZELEL
2+. HMfER., BEOO55EBBEZRELTEHLEDEZ—DORIIEHERD D
3+. AEICERL, MHEFEEE LTHLEET S

3. RIEEE BNMOEASEEEREBENRIT)
14+. TRRDO1EBEDEH

2+. TRRD2XIEIEBEDEH

3+. TRRDIEBEDEH

RIEEE BAROFEAEEEEEEDRAIT)

RE B R DIEIR RIE DFEIR
0 FEAE . HDIVEILELEAZRLL | FEAE. HHIVEFELEAZRLAL,
TL AN

68



1 FICLAXLXT HNBFITHDELT | MEROLTMENA, BIZEHELTH,
B LRIETED, CERETHHL, K<END,

2 FICIEFENNE BIDKEE, —F | 2D EHEH D, MTEESED &
BE BSFEY., HFEYRITELELY, ADE=HIZENEDH D LT,

3 FECRY, ABITENS . FEHD=O | ESTANRED D, VENETHE—I
REE | [T415345L, FATMATLS, FERN M., BEHDSBICERY BN
"<,

4 WTHE2THVLNGEWNEH DL | ESTIFEAERNGL, LEobw D
=B THLHEIFELTHEIFTELLGYML | ALTLEDN, DK EFTETEANRE
ELMmab FITOMEL, {135,

4. RRESE

14+. BRSD Ra7A-1.58D LT
24+. BRSDRXRa7H-2D UTF
3+. BRSD Ra7H-2.58D LUTF

5. FFHREREE OFHE: Mk T —% ROERK
@OMmET—%

1+, TEREROMABARENDHFER
2+. TEROMBREDHFER
3+. TRERDMBRBRENEERE

N1RIDHBHLND LD
AN2RIILERDHONDHD
A1RILLEEDHOND LD

Fk

QEK

1+. TREROBEKRIIBEZZRDHLENHD

2+ TRROBEAXGREDOHFEEDEEZRHLLD
3+. TRERDEAXIIBENESEREZZDHLLD

BREEH/RKAR H#(E FEEORE =SEEE
mEBREYILE Y 0.3~1.2 20E3.0LLF 3.0
(mg/dL)
mEF7ILIT=ZY 4.2~5.1 BOLLE3 ST 3.0 R
(g/dL) (BCG ;%)
/M R 13~35 5Lk 10 K& 5 Kiih
(B/uL)
JorOrE R 70 #~130 40 LA E 70 LT 40 ki
(PT) (%)
25-E FEFTEZZUD 20 8 120 L 20 LT 12 R
ng/mL

69



P

fEK — fEKkHY BnttEKH Y

fibdsiE — 1E IELE

6. BIKEFFIRE: performance status

1+. TRROSIZEETLHLD

2+. FREOIVXIIIIZEZEETSHD

3+. TREXRDAIZEETLHLD

X5 —hRIKRE

7 BIEKTHIFENTE, FIREZITEHI LK. RRAERBFIZSDIFEZDED,
1 BEOERNHY . AAERFBIEFIREZT L., H17. BHEOEEXEITESL0,
FlZIE, BUORE, EHELGL,

BITOHDEDLYDILIETESLSD, FITOLNMMARELGIAEHY . BEFEIE
HEGZWOD, BRD 50%UEIFEBLTLSHD,

I BOELYDHAREEDZ LIFTESLN, LELETMARLET, HHD 50%LLE
FMERLTEY. BATEENADHAEENIRERATGEE L o231 D,

7x BOEDLYDIELTES., BITNMBZLEL L, RAMKZEWL SN, FBOEH
ENBEOhANyY FERBIZRLONE1HD,

g

BEREEHE
BRE BEREE 1 BEiEE 2 BEEES3

fBit S o - 1+ ND ND

b Lk - 1+ 2+ 3+
RIS fEFE - 1+ 2+ 3+
BEEE - 1+ 2+ 3+
FF#aE - iR T—4 - 1+ 2+ 3+
FFHE8E - FEAK - 1+ 2+ 3+
SR ZENHIR - 1+ 2+ 3+

EEEHEEEOR CTRLERDENVERZZIEEE LT D,
FET S 2RI DWVTIE, HNEFEFEE 1 UL, EEE2LUENE SO 6 IEE DIKEEIZ L
DTRESN, BT LILETS oFDHFEEBDBELIILALY,

TR YE K OV S B OGS B 1 S B3R

. AW O D R AT RS LT, WA IR B O E R 220G, W
NOBHDOEDZPNTHE LI AR (T2 0, HiEEREFORE 2~ BRERE Th o> T, M
FAATREZR B DIZIR D, ),

C IRIRBARRR IR 2 BIEE B OV TR, EEIREFERERO T TREMTOIL TV RETH
- T, HIL6 AR TR b EVIREEZ ER W5 2 & L 95,

70




3. B, JEROREN ERLOBEIEE NFEE T ELL EIZEZ S LW E TH DN, EFERERE T 5
T RNEREDIZHONWTIR., EEEBEROSG LT 5,

71



EEHRIRTBRERDIZHDF TV IV S

n%AEE
o) HEEMROERCOVT] EREXLF Ty SRS o Jemy W=
DR AR R R T3, 15U < REEET R AL TN BB Tl > TEREOBIN T THS. JONTNHTHS. By
- IAMECTRIDAERE, BEDHERC S > CRRNRIES 52 EHIETHD. UHBREEE - FHY 52 EICLDRESTRNT ENTH] TR, By
RN SH TR
1| ( EEHROEMHICIDONT] D4R—D
")
RS DRI &3> TRIES BEFTAR, -
KITEL, —HRIOICHS NS ER SR BREAER U, IERD IS BT I RRIRE0R E LDV T, BRICRIETS :
ASHORRE (FIRS) (C&oT3IZRI NS T ERRSHETREDRR TR, By
A LB TR AN RS 7 R CRERRSOIFOB L SNTOSER (FASIRRS, BRE, 7L —FE0ENTNCELS) TEREL
BORRERIMIENTIEL |52 L. BB RO RSO — 8o E LI RN B U SN TV E LT, EREiMLE Lih BU SN TRV AL, MOIEHRATN
2| ( HEEMAOBAIDONT] 5~ 7 A= L TNBEDE L T—RICERDROT, BHICRETS. (B, NEBHTERRHROMSRERE. NIICIE> THEMTONTED, TREiie e
21) LT, ZOBEO—EEC DN THEMTON TS EOTHBNT ENS. OIRERIETIL TN BEDE LT—RICRDRS ZE@ThF . BRICRE T
3. )
WTOBACEEE LA,
DIRADEDDERSEN S5 EA.
SRS ERTE L TV .
5 (rﬁE§§Z§gfi5§?;§&iwﬁ LU, RICARADE DR AN 5T, BB TARARSEOEIS SUESMSEEE LT, ABACIATBIHNTS .
;) TE | ns BENRENTHZC NS, BEBEESOBEERCHRREOARSECONTE. REATIRADEDDERSACEESHRNT E LT, ’
“ OHERECHETEES Y BARSEECED, —HEASORRETTRS NI THS
B ICEET SERD RO > TRIFT SBATHD . EANICETEL THSAMT ST &8 < EECDHE DERMIER SHETS e
[53—EDMMOMERNHRL, TOMMAMET LLEEERMEALLNED (SHERES) | TEREL B
PERDMEL CRBZLE S LRVEECE S50, EEHADKEAELRLER] TEAL e
EMORBELEE TS
4| (HEEHROEMHCDONT] DI~10/_—
S BT AEEC TERERDIIN, BIEHAAHHEERIES S U ISR . i .
Sem) A TADT USAREEIEROB SERERRN, B RAHEERET SURIIBORRIONTH e OREL. (DU e LB S SR
DB RANHEERIES 5 UR N EE CERLDEL BN E o S A g oI ] s 2t
QBRMBAGHEERIES 3URVEEHT SHORRE LT, REEORVAR (Bl : 7ITL—SAR) ZHEN DRFENCEELTBTE B, - = - -
DVITNHEEZT =
MEEEDS R TEAN - <EEENIE> ERVIBA. WREDDBEDES ETOHE(%)E70%
(KEEEH> ZRALEA. R SBEOBE L TOUA (%) E HHERHICEROT &) : <53
BEHN CH —TE B G TiE
%&ntﬂ‘&“infwA&(I)‘L“ [—EDAE] ELTRELTNS [SHORAOOTFHO— (0.1%) RECHSTSH] (GELRL.
SRR ERA TR AT SHATA TR A EEOERCES THE TS, e
OB T ] iAo | ETEEN B TR L SHACAT AR AEEORRICESL THATS s
")
OBENIEEN 5. MRSORARE. BRRE. BEFHIRE. CEFORE. FIRESORRE S, 82, BE. 18, MPSORYNRas, 26
EENLBIES (RETOETHED) 1 [1IEETSS
o [EzLTLE @ [—EOBHE] Eld, UTCHRETE0ETS. -
( HEEBROBMHCONT] DI2R—S5 | | BEYES EENLTHRORAEAD. ) CEBREERILEED, S TCERNCEASNTH3EES, BPRET—EOABMESNTNSED, :
") i1 CRESLRONEDD, SPROMT—EDSERIN G, BENMEECLDBHEN3T ENBEIEEDT, | DABEESC EZRIELTNSRE
i [CHHE T2 L& BHSNDED.
LERREDB R AR A HNTT TITR pog | BASRAMRETES, FRE 1 2023/10/12
, [mencuz ERORAOEANS, BRAIELT, BAEFANNADEADKR B RRERIHERE U, RS 32205 < AREETNS. -
(RBEBSNTVBEAE. YELECER |LCNUBICRES SRRORITEERUEEESESC0VT, BIERELDBHAN S5, RAOSRCED32RNOMES 2 ORBEETS. :
<rE) oz BANSNEES, ARE 1 2024/7/22
BHBMORNICSESTE, UTOSACERTS s, e EHRERICESEE (SEREA)
1| BEAREANIE U, BT ASREEL DN TERANCERT B L. B
2 [ESOREEROEA L ELEE TBEAE, —RNRRRERBESCTBTE, o
3 |DUTRADBITLN, BOPISHEFNBEACONTE. TENDEREHIEC U, EFNCANERIAT 3T SNTS LA SN 3 EONBERNS £S5 LI 5 E. B
EEEHRSORMICEEOTIE, NFOSRICERTS e, g EHEBCESEE (HBRSE)
1| [BEEERFHEEECERBNDDE] EVWDSERSZ, FROFECEU T, EXNRBRNSRMEBTEDDI T E. B
2 [AET BT ERNBRAEROD, BESRARIC L DEROBENIIE TS SEMCDOVTI, TORRECEINRENRLT, BEEERETSTE, P
3 |ERC L RN T S BEE SN 538, BAILLTEBMSEANSTE, o
IR EIFREN TO ST T | gogemes o (c(Fman TO S BERSHSE, FROBHCELTHLS. e
ERAEEE L < HHRERADLZIED
4| EErWSHTEELEA, X
BEEESTROESE. BN EEE SRS DTSR, PSS RO EER S AEEADZHOREEEL TV LS BRRICONTE, SRS s B S .
T D& SHHERE TS, oL e
TRV,
EEERERETRCHNTI TIORREN oz BASRAMREYES, A28 1 2023/10/12
w3z BROBAOHANS. BUE LT, BRESANNADERDRRESERERIIRE U, BET B2RCE RREETNS. "
(FREESNTVBBAE, FREECER | NIRRT SERORIEERUEEESESICDVT, BIMERCEDSHANSSE, RADBRCHDSLANOMEFSORREE TS, :
<rEEW) Faé  BANERIZER, KZRH @ 2024/7/22
n8EEE
=M s, e EHRERICESEE (SEREA)
1 | CNE TR R R AR TR S BRI o PRI L CLES
BECAZRA TIREBROEA B LTV EHIRSNRRAI DN TIE, BLTUBNE SN B S BHRARN 55, o T
el imtemiagungCali i P LIRS - BEEHOYSRREEELL
ICD10 (BLKI(E1 1) FfzOrphanet (A—TJ7xRv ) [CHFS -
L R
BN EY] E75.5 TOMOEEEREE
T TR T B0, TREEE (H5263) & %
KU B BRAED S SO URETY. BU. MRREWER. T
Moy SRR BB,
4 | BRI RSN T SRR 2 OHEIRE, R MR, DR R SnTHD. EH
BECTRD ORI EHRRE 2 < RODET. T0kD, S
EOREN SHREEHEZRA L, SR BAMRAE (e
WEERS) | ETBCEEBLILET.
5 | ERRCHEE SN TR R CIRER S 30 IF
6 | RIS SURREAE N R & T STRIFOTES L — T T B 7 ANRRSEOR DRAMTRRRB ORBUICROR. LPBES QOL M
AT SHERR (I
- - #HS 104
7 | nemEERRCETENTO B B
HERRICIRIE = B | T B
8 | BEHOHENI00AKBOBS, RADBEHOHE e 58,
ERBRE ST B WAL, RRETH ORI RENSEN S " 2024/10/17, H'5 EDNAFREATCIRIRIRE £ L OREFRENART
(BLBNIE. RELEZBHTEL) = El
o [RPSE. EoRBRIESTSL (MR- HRE. AWAB. Red HETRE. RERD. EABKD. HCBRE. AOWKE. MRRS. B - HRERE. FRERE. WA - RARWRD. B - M0 o .
B h 34

B RE - TOMEERE. RRESR)

72




Peutz—Jeghers fE{&EE

1. =
Peutz-Jeghers SEIRE (Z B BZ R<EHLEDBREMR)R—XEOE. O, BREBEFDET
LRE. HIEOBRRMEZFHETIELBRBIHERHERETH D, FEED 17~50%ITREEH LY
MEGITH D, RNERE THONDBREMR)—F (EHEIELEOBRERBR K. $EHRMNDDFE
BRI R DB RIS A A D BRI —TTHY . Peutz—Jeghers R —TEIFIEN TS,

2. KA
%19 BFLEMEER LE9133)IFEHET S STKIT BiEFOEEMERIIOFHEENREMOSNT
WOHE—DREETHY . BED 94%IZ STKI1 B FOEREMRRRIDHEHERIEHSINSEMES
NTWS, STKT1 BIEFORHMERICLYEDLSLGHF TBREMHRR— X OBRMEE-T OH
FFBATHD,

3. fEIK
OF. O ERBEEICERMIRBOONDG, BRBMTEBELVLEBETER1~5mm BED
REST MEARICRLVEOLEDOAZW, BRBBAEISDBHLDIRE (L7, Peutz-Jeghers R1)—
T+ NS EEEBICZEOHONEIEN S, RU—TBAERDEIL) RV IFENAA, R—
THEXRICKY EHEERNICIIREE-BMmO., MNER) -T2 ERETIBERICLYER. BILGE
DIERESIEEIT,

4. BEE
RABDE=ODBEEIIIE, Peutz-Jeghers RI—T (2 kBB ERERIELBEICITNERILIBRA —
RRITH LD, RU—TE=NBITUIBRLTH, FEHAR)—THARRICHKET S, 18~20 FETE
ED 10%ICFiidtThnTEY . NREAIZHRIBEEA 1T, Peutz—Jeghers SEIEREEZ TSN S0
DEL BE/NIL—VINERBREORSHK - B RICKYFES/NNGICHEET HR)—T ORI AT 8L o1,
RESH 15mm LU ED/NNER)—T LG EBREDBIRMENHY . BBHICHIRBENTEREITICENE
FLLEFIC ISR —TOREREIFEG>THY. TOHRBEREICKELTEHN(GHO6m A M
LHEZOICAMELTU. BYIRLANREMERZITICETHERRBECHEFMZEE T HIEN
TE %,

5. ¥
B ERICx L CRBEFMERYRLITHONEN TIEMEREEICLEAEEBYIRLY ., EEER
BERELIZYTHILTEDERD QOL NEFERITIETLTLED, iR EEZELIZEFTIEZDERICA
BRBAEEHATHEBICIYRARBEOFERBEALSERHECGDILLENTIEEL, REFHNTHONS
BN/ NIL—2INBRIREBIC R DR EZFMIBL. BUIARERYRLTUONIEL, BEEFICKELELE

73



ERIFTEFEN, SOOI —UREEN TR EP DR TOZE. JAE. BBHENE
BETHD. T HILEZEO-BHESREDSRKRETHY . ERHLGHY XISV RLBETHS.

O EHOHEICHELEIE

1. BEH
701(581~820) A (2022 FEEEEEFZREMNCDHETEE)
2. HIRDHERE

T (STKI1 BRFOEREMBRIDBEREEENRRLESNTNSH, BREE - RUKR— XFIEHE
[EA~ER)

3. MRMAEAE
REEIL (RBYRULITONREFERAED AR RSN BFIND)

4. REDOEE
DEEEZEL TR T 2NRENEEREZRYRLITODENHD)

5. PMREsE
HY FIMBEFARKEMERLZEEEICENL-LOEARMTHER. BREGEERERICTEK
BB EXTHRREA. 2023 F 12 A 12 BHICAXRHLBREEFSTHE

6. EEENLE
EREEEESEISMERSNTELT . IRMCTEREENFEER LIz, COEEENFE(E 2023 £F 12
A 12 BIZEXRHEIEBNREFETERREE BT, 2022 FIZEHLE-2EEZAT - RAETTRZENED
ni- 184 fflch  WT O DEF R TEEICHFESNSHIIL 176 45 (95.7%) THo1=. EHAMICHRETAEE
L 10~15mm U EDRY—TE#HNRT LT, EEICHBINDEFDEIE I 20~50%IZFHDT 5,

INRANS A D B IE N T3 47 S BB OB AUARIRE L & QOL 1 L% B 5 B IEMHIZ)
RERRE BAERKE BTV LATHVERLLEREE K8 HAER
FRPRE BAHLBERREES. AREELEELE

74



<EEREE>
Definite ZxR&ET D,

A. FER-BRRFT R
1. OF. AR EREBLEEICT ~5mmIFEDBRREZRH D,

B. REMR

1. AREEATR : EAVHIEENRERE, 2 ABRBRRE. MERNRBRRE MEHTRILREREE
F=F L= INERRFERE) T REZRS WA DELEITIBRERR)—TE2R5H 5.

2. IR R BREER)—THAREIE LR D@L EAE R FEIERRDD D & 5 fRHE 5 DB eR
EAEDRTRZAL. Peutz-Jeghers R —T LB TED,

C. BinEMRE
1. STKIEEFDEREMRRIIDFENEREE TS
2. IIE B ZPeutz—JeghersfEIZEE N RIEFEZH I S

D. Dtk
L

E. $ERI2HT
UTDEEEERT S,

RIEEKRIGIREE. BEESRYR— REIEEE. CowdenfEIZREE/PTENBIRBEIREE . FSETEMEILEE. &
fEMER)R— X Serrated polyposis fEIREE. VAV hA M- hF A EREE. BEEREESHR)KR— RER
2% . Laugier-Hunziker—-BaranfE {&Ef

<gEohTI)—>
Definite 1:A Zjit=L. "D B D2IERAZ#I R Titt=7
Definite 2:A Zifif=L. ™D C-2Z& =9
Definite 3:B M2IEFZ I N Timf=L. hD C-2%& =7
Definite 4:B-1%i&f=L. HD B-22EHDRE TiH=7
Definite 5:C-1%&i&=9

<BSEZIE>
PHEED—HEB TN LREOERERBEMRICKDZEZH D AT — (Definite 1 ~4) Z i 1-&%4%
WEFEICHLTIE, STK11 QEBIEEMREBEEITIELEEET 5.

<BEEESE>
UTO1EBULEER-IBAERRET S

1. BEBREDCRKRENS D -OABRNDEL, KES15mmU L DBRERR)—TE2E5T 5,

75



2. BREMRY—TITH T HRBHRM-NEREREF 1R LEEET 5,

KW K OV FEE B O IS 2381 5 B

1. JRAZWICH WD ERTER, AT REICE L T, 2R LICREROBREN 2WHEIZIE, WT
NOFREHIO S DOZHNTHE LI AR (272 L, YRR OfFE 2~ RIERE Th > T, i
RAREZR B DIZIR D),

2. JRIRBALAIZ IR T 2 A /P EIC OV T, EMUIRELNEIO T CIRENMTbIL T 20k 0E
ST, [HiT6 7AW The s BV RS %E%ﬁ#mﬁé LT 5,

3. ek JERORREN FROBEEESFE T ELL LICZY LW E Th LM, mEERER kT 5
T ERRERBDOIZONTIL, EREBRONRLET D,

76



FEEHRIR BRERDTZHDF TV IUX K

[ Prritl=]
M MEEMROBHCOWT) EEEXLFTY JHE e, i e
STKI BT DETRT RSO RIEE R
- OIS
AR KA T 5 (RT3 S L TV B4 Toso TEMEDEIAR- SR MR CRY T 5E0ETS). 2 :;i;t“aw‘éﬁﬁ TR AT
10BN (19p13.3)TFET B
STKILIB{E T DETHHIR DI R
FRROUEES D T DMECTADIRRE, BEDHIERC S > CRENTET 52 EHERTHD . UHBRELE - FH9 50 ECEDRESERNT ENTRL THEL. B M5NTOBE—ORETHD. EED%(C
1] (HEERRORMCOVT] D6~—T8 STKILIBIET DETRAI RO ERRE
) SNBERESNTND.
SRS DBRAIRE L 135 TRIES BER T, oy |STKUUBETF ORI Z R
KIEREL. —BNICHSNEREER & RO SRELAER. ERNHILT SMEIARERE0BECDVTIE. BACRIERS ex=nTng
pi=t BRI DR ZEEN YRR
ASHORR (FIRS) (C&oT3IZRI NS T LRSI TREDRR TR, my  |STKILEETOERERRIIORHERNAE
cEnTLg.
KRB, MBS BRI
SIS T TR ELSN RS £ ECBERRSORANEL SNTOSRR (MASIFRRE, BRE. 7L —RELENTNCEES) TR, BEFCHBBN, S < SMLEICRIEDE
BORFRETIISNTOR |52, B CRAOER RO — 8 E U RIMARR CHU BN TUVEE LT, RRESME LERNHU SN TUORWBAL. fONRARH SRR S RES U, RU—THACE
2| (HEEMBOREICONTI 7 ~9 K= LTS 0L T—RICERDERDT. BAHCHRETS. GIAE NUEEEERRMRONRERE. NEBCRS TREMTDN TSN, RFEIIs | B4 | DEMENCE3REE - Jils, MR-
21 LT, EOBED—EEC DN CHEEATDITN B BOTERNT E05, OMEARAILIL TS EOE L T—RICROES Z &I T, BT A& S BB DI, IR E DI
3. ) REBIZRC T Z N ERNCB CERLRET
55, IS EERH RO RER T3,
LT O NNOBA ST 3 EOETRES S, )
I .
OERECERDETEES Y B BAEAD TARSEN L B, gﬁﬁit g;giﬂjﬁgﬁéﬁgﬁmﬁﬁ
SRR L LV OMERED RO TR S SRR AN, BADDDERIARIL, oy
3| (HEEMAORECONT] O10R—28 |O—HOBE THRRELESNI T LEHIN. EECOLD, MENDEFNLETSHS, B fiﬁﬁu{iaggnfﬁo iaﬁmmxl&%hu/n%?
) RRU. IBADEDDERIENS . RN ATLERER T T, —REFSOISERELS T TR THIBACIE, BELEBNEDETS, e e
KRBT 5T CHTIR L B B ARSENHET S BAICE. BELRVEDLT SN, BEBRESDBRERCONTE., HamBENTE5Is b =5 =
DS AC BB OERS L EDEN & ET B, :
IR LT — T [ 3 B AmE 03
EICRIR S RN RHICT > THET BIBATHD. BANCETEL ThBARRT S 20 < EECDE DERDEEREHEST 5 2 ﬁ;;;i;;mJ JEHT SRR DR
(IR — T (CH 3 B AR 03
Ti5 5 —EOHROHERIILAL, TOMMAET LIaZERNERLRNED (RIEEES) | THEL 2 ﬁ;;;i;;mJ JEHT SRR OEL
EHMOREELEETS
4| (EEBEORMICONT] DLLI~121— HIERE TR — THIA(C £ DB C 55
sem) TERPHL TRBELEE LRVEECEEED, SEMAOERAECRVER] TR B |ReE - w0, MR- T AR S B
B DI, S OERES SRS,
0/ N, &1 = ¥ (l 3
(KBEEE> £RUVEBE, HREDDEEDOHH LTOHA(%)EEMRMHCERDT &) sa0 -
= > CHBNT—E S¥) ([0
BESRHCBNTEOAR () GEU| [ ) ) o LTREL TS [8B0RAOOTHO— (0.1%) RECBLST S LB, I o
a0 R RS TR LT S B T AT IR EEORRICE S THETS ey [O2FCHTECRIEL L 2EEFRANS
( HEEEABDRECONT] D138—% | PSR S = - B : : OREBERIT01 (581~820) A THS.
w®
i |omEsortrE. BERE. BETHRE. CEXORE. NERESORRECEC. 82, BD. 2. MPSOEINTESE. SRNLHECSS. PR A ER U U L2 6
IR = ) . =
iff;“ggg(lm%nlgﬁﬁﬁm)” @ I—EDRE] Eid, NFCHETSEDESS. DEBTRIECHER L, BABEIEEEACT
RS o) D141 | EYes (ERNREPIROSAEED. ) CABERERILEED, STCERNCEASNT 35S, SRRNT—EOARMESNTNSED, | Bl | REEIN. RXCREAIOLIEETHS
gy i1 CREELRONEOD, BMROMT—EDLBERNSD. BEOMERICEDZNENS T ENBSIREDT, | DABEBSCERELTNSHE 20234128 (CEAMLENIRES 2OREEE
=R | (CABLTBE BHSNBED. W3,
DRI AR RS TI TR ot e,
, [BenTLa FRORMDERNS, FAIELT, BAELEHNRORREGLIRERTIRE L, BRI ¥R AREETNS. - FEE: BRBLRARESS
(RREBSNTISBAR. FRRECENR | TICNVERCRET SRRORIEERUBEEANS CoVT, BINEREED SN 5. MAODRCED5DANOBELEOREEETNS. S - 20236127 126
<EZEVY) 2H
BNERORNICSE>TIE. MFOFRCERTS .kt AEERCLZOE (PERSS)
1 | BEOREEIIEL. BT RSREESECOVNTERANCERT BT, B |BEnORESNRRERRL TS
2 [BHORBEEROEA Y ELE LT BBAR, —RBRREBBESCTE, B |—mERCABESCRRLTLS
3 |BIFESOR RS, BOAISFAENSBACOVTE, ThENOERERRICL, EFNICARENETSC ENTY LS N5 EONBESNS LS CTBTE, gy [|PUREEBLESBVEACHL. STKUOHE
EENREERTT BERENL TS
EEEARSORIICEE>TIL, UTORRCEETS . #m  GHEBCLZEE (BERER)
1 | rEsEER AR CEmA B 3E] ENSERAE, EROFECSLT, BN SRREETEDBT L, oy E§Eﬁﬁuxg@%“ﬁME§ﬁCﬁﬁbt“
2 [BAITECEARAFIRS, BANBARCLDEROUSIBETESRBONTIE, TORRIEDERIRENEL T, BEETERETSL, E TR it
x .
= e
3 B SN T S BEE S SN S HEAE, FllE L CEERSERANS L, e ?ﬁm“ﬂmént“5§ﬁgﬁ§”§ﬁbm
e I ohs o (e R
R EAPRENTOSBEEMIETR | e o frpy o T 05 BRSSO TS, oy [FBIART E RN TS BEEA
BREEEL < HHRERADZED ELRL,
4| mErmshTHmLSA. X
BEEDEENRVBEE ot P ’ = SV SAHEEL ¢ oy g N I YR , ’ — - 1y I
oo BN EBEESESOEOELN, BRESEHNHRIREELHRETADTROREERL TSEOBRBCONTE, LERMEREBEENES | ., [BESSEUXOOBEN. SRNCHRDEL
DA EIRTT . ELTAVS, BB AP DENEEBECHALTVS
B RCHN T TICREEN s e
5|3 EROBMOBRAN S, RAE LT, BARRSHNEORBEERRZRIINREL. BRI 3FRCE<KBEETNS. -_— FEE BRHCRRRTS
(BREEBNTVBBAR. FRAECEN |TICIEHCRET SERORIEERCBEEAECoT, BITNEREED SN 55, RADBRICED 3 SRNOMES 2 DRREE TS, S - 20235125 126
<rEW) e
n2EEE
s .okt AEERCLZEE (PERSS)
- S
1 |CNETICEERFIRTEER TR SNITERRB SEERER ey 2M3fg$ﬁy~F§ﬁﬁbm%*ﬁtﬁé
EUTEEIMIIED 2.
~1T o T EEE — s —
BECABEA TIREHBEOEAESI L TOAL SHIT S NZRRC DN TS, B L TURNE SN BH B aARN 55, . |PoRFEfoREmREERRO_KERCHN
2 FAST PEFES B [T WTNhOBRCEECHEENBHI
(BAMRIBIRICOVNT, TRBLEZY) N
95.7%E0)5, IR ESNE.
4 [IEP10 (5L 1) FicOrphanet (A—T75v 1) 5135 s igﬁ ﬁzfofiy;ﬁfﬁfffﬁﬁ
i%ﬂ%ﬁ&l}jf '\ . eutz-Jeghers syndrome
ORPHA:2869 Peutz-Jeghers syndrome
4 | B IR IR S N TV SRR sk
5 [SEERRIC SN TR R TR 5 50 sk
6 | REB LMRERENR & S BIRIECTFIL — T S B s
pR——
7 R EERCEES TS py (ETES:AL
Bl KA + ST H— RIEIREE
8 | BEBOEHDI00AKBOBE, RAGEEROLS s
EREMAERI B ALY, RRETAOERERENEENED S zﬁcﬁftmﬁyﬁiﬁii;;2¢gﬁi
(ELBNIE RESECEHTEL) = TUBET OBREFORE e
o[roo5. commmTEETE (wE - EE. AERE. 2ok TR, RERS. WRERS BOREE. NOWAS. WERE. B KBRS, WRERE. NN GOBARE. B-WOE . |

BB - TEREERE. HRER)

77




TILRRTOVEREERRIBE

1. BIE

FILERATAVEMBERRIEE BITREKRREICRATLSI7ILNRTAVEER (CYPI11B2) D EXH
BEEEREICKY, PILFRTOVEENMETFZEARMTIELBARSHELRHERETHS, BEIILFO
ARDBIERI=NBD—FH . SRILANFAIRRZICIVERKEREZET . BOTHIOLEKRETHY . B
RN TO'HREFIIRONS, EFE. EEFBHEARMICIVEMBES IV EEEIENEHFEIN ., 4
MLEHEEBSELTREINDOH D,

2. KA

CYPIIB2 BmFDHRMINYT UMY, PILFRTOV & G B REERE (1158 -hydroxylation, 18-
hydroxylation, 18-oxidation) BN EE SN D, CNETIZREK, TUEVRER  IL—LY TR SREVRER
HE 50 AU LOBRUEERNBESNATWD BEEXTELBEEEEGTHS.

3. fEIK

FERAMNSIRHARBRICRET HIEN S HAFTR. B, AEENMAR. K. HRRETEET
%, MERETIHIEF N D LME., &HYDYLME. SL=VMfE. E~EEEH7IILRATOVEEZRT . &
EGITIXBERAL. Pavy . FERERLEMICEDLL, BIBF2ERONEALDMICHET L6112
W /MNEHILBLH RS R CIEREET LRI BN HFHRELS S,

4. Ak

AMHICEFRK-EREREEDOHEZTV. BHHICIETILROLFIYUIZESIRTIILILFIAC(RER
BIUBEHIETI L RHOESHRIEIARELBITHEFRELIZEENHDIH . ZILFOLFI VI
INREAZ B UGN BREELSHIMNZ L, AEDIMEEMELE. ME. L= & . RERZEDHRGAMEME
PNLETHD,

5. F&

BHPHEEYGHRBRECLVERFRIIRFTHS, LHOLEEEERICEFERBOEEGIERSE
REICEVERDBIREES SOICHERZLHIICIVES R, AEEMT R, BHRMUERK, EILHE
MEGERERELELRNBRBEVELT L. BHOTHRLOTHYEBRBELRARFRICETIMREZ
L MG ERXIBLENSEBNILETH S,

78



O BE#HIFEICHELEHE

1. BEH
EN:
KIEIE CYP11B2 BEICLBIBHTHANERMKETHY . ENNELERLEREIREITHS,
2026 F DT TIFHFRIREHI L4 80 flesh . BN TIEEESBRIFHRMIcL L ERE CHRBIE
BlEOBIZEEED, FE RHEBAEREZLENORDEHOBFEELETIN, ERIBENABET
H5.

2. FEFHOHHE
KIEIL. CYPI1B2 BIEFOHRMNAYTUMNIEY, BIBRERKRETRET ST ILRRATOVARERD
BEEAMETL, ZILRRTFOVEARNEEINSECLETRET S, FILRRTOVRZ(C&Y BB R
BETOFM Y LBRRS LAY LEEHAETL, EF Y AN, BAYYLMEE. Bk, BRI
HEFHLERT. ERBETEREEENRETHY . REREBEEBEIN TS,

3. HRMLAE A
SRTLALFAIRBIREELLTIAROALFY VEBENENTHY . LRHICITBIE#FTEHAT
%, AHEERICIERSSUERERELTS. BULHARECLVERERE. Bk HERSE
FRHTERNABPIEORBICKYBIRLS S IRARE G REN-BREARAPLTHS,

4. REBIDEE
SLDEGITILHRYAS/NRBICH =Y BEHREYAREENZDEET S, MEFFIIL-HUY
L MUE. LZUEE, RERZEORGEHIMADETHD, HITOvIT A, THhERBRESE- 5Kk
XK OERERESIEEGERLONERMIZEL, LELERATORGBEET 5, RAKICEEX
ERHMERT BBDLHEESNEN, BRAIOCEIHENEFLRESNTEY., E-REDF AN R
K-8, BITHERE S ORI T+0—TvTHEELL,

5. BME%
HY (EEFBELHRI- BANSBELRITEYBHEENEFEINTNS)

6. EEENLE
HERMER O BEENEE B -LIbDEERELT S,

BB L L B R I B TR TR
FEREE  AHKE KE #2

BEHMEE  ERERAY BBHL
HEANEE  REERHRL S— EHER—

79



<EEREE>
Definite & Probable % %&&E9 5,

I BEERFEIR 1&2% -9,
1. EREGER (HELAEBETIEBRIE T B, RAK, AEENFARIAERLDEZET S,
2. REBRLBEEROHLEL,

I RERR 1 HB3EETHT .
1. MiEFR) D LIEE, mEL) Y LSE
2. MIEFILRRTFOVRE~ESE, MPEL-VF M E-TmMEESERL -V EES(E
3. MAILFY—IIVEEZRDHENCEL, 2),
SEREBFMRR 1. IF ACTH SEZRHECES),
2. REBOHIFET., Fhopl|EEME, BEBOEEE, FOMEHFEERLTITI,

Il E{EFE2HR
BLFEZEICEY CYPIIBZEIGFNDEREZRDL, (RIRERMN)

Iv BR4VIER
BIEE7IILERTAVEE
21- /KB L B R RABSE
FRMERA BB @R BRE
FRERIBE R BUE

GE1) TRV —E428TRIBTREMEETEDCSMEERICET HEH ITERAIZEVWTRHILFTY
—LE(ORFETOHRMAZEFELL) A LLTD2). 3) DLZ\FhhEiEf-9H&ld. &R ACTH BFHERIE
B¢ 1-24ACTH(I—FB V) 250 phot g EHEIZHEITL. MAILFY —ILDBIMREEERET 5,

1)18 pg/dL LLETHNIE, BIBRLELXZEETED,

2) 4 pg/dL KFTHNIL, BIFFEDEEEMEAF LY,

3) 4 pg/dl LIEMD 18 pg/dL RimlIErIEEIEETRE TERLY,

CE2)TRIBYV ) —CZ#ECRIBE R EBEEETEDZMEAEICET AEHITIH/NEOREERT R LA
DEEZHOBZRIZMPI)LFI—ILMN 10 ug/dL RiETHB,

GEI)RFAMA ACTH(ORETORMALEFELLY) OEMEICEALTIE. TYMBEDEEBREEZSEICHE
EESR

<zZWoHTI)—>
Definite: I + I + I +1V Zji&=9HD

80



Probable: I + I +1V Z#i@f=9 1D

<EBEENFE>
LTO2IEENSS, DEEL1BERZB-TIDEEREET 5,
1 UTISRT ZILRRTAC A LER. WTFhhhihd,
@et, HEARIBEMET]. AEENTRIAERL]. BLE
2) 7RO FYUEERMICETEL TS,

2

1. REBTEREBARBMEEGEND BEFTH 40 BORM/N\)T7 U FHRESN TS,
AZ0FRDAZVYANAZ2ZTAITHRKREZT LR, p.Val386Ala, p.Arg181Trp A% 7Ry, RR Yk (hot spot)&L
THBN TS, BARAIZIFEFIZARYERAR Y hot spot) DERET (LAY,

2. BIEEERMENZVHATIERALUE., ZILRO0LFVVOHEETHTIC. BERDIGENSEINE
NEZLND, LWL, R TORAMTFRIZBASH TIEAELY,

KW K OV FHEE B OIS 2381 5 B

1. ANV D ERARAER, AT AT LT, W LICRBEOBLEN 2 WA, Wih

DI & DEFHNTHE L2 A2V (7272 L, MR O Rk 2 R RTINS & - T, MR ATRE7e

HDIZRD, ),

2. RIEBMAR IS BT D EEE SFEIZ OV TL, EMYIREZERO T CIRIENTHhIL TV DR
BT 6 A TR b B R %E%ﬁﬂﬁ?é LT B,

B.Qk\E%®EE# FOBEMEESFETEU LKL LARVWETH LN, mEERERE T 2

ZEBMER B DIZONWTIE, EREHRORNGET 5,

81



EEFRET BRUERRDTZHDF TV IVUR K

nZAEE
=1 MEEMROZEMH(COVWT] ZRFXLFIVIEE =, I "E
FRRNRIAR (SR KAEANER TH D (RREG TR ENHAL TNBHBETH > CEREDOBRANITTDIMEE AR CHZEITDIENET D). EE]
N HMEOERIDIFRRE . FEDHNERICEL > TRRNRIES DT ENHETH D, UFBERZEE - FHI DT LICIDFESERNT EATIEE] TEARW. EE]
FEROBIBN B SH TR
1 ( [HEEHRDREFICDOVT] D6R—T5
)
DA IVZEDBENRRE L2 > THRAE I BHF TR ey
BX:
KIZREU. —HICAISNIEREVEIR E R DRAMEZR L. FERD IR S SHFENKRBARBORECDNTE, BRICHRFEZTD
ASHOERE (FEER) (CXD>TEIFRIETND T ENBASHRREDERRE T ER0. EZE]
ORI =N TR BEFBECHNTHRELNOEREEZR([CABRREOMRNFBOSNTVDIERE (DALBIER. BEYE. FLIILFEBRENTNICHIZSD) TE>BL.
2| HermmoR ‘;MTJ®7 on o | KRR U, M (SRR OEIRREO—ENCEE UERIMERN (CE U BN TV E U TE. BREEAIE UTTMEERNE L SN TULVRWMES (. Mok Rmhi ey
C ~ —= BX:
= ) - FTULTVWREDE UL T—RCERDIRNT, BRICHRTD. BIZE, NRBEMHSERRROMRERBE, NEHCR S THERDMMTONTH D, FEREEEL
- T TOBEDO—EELCDVTHRMTNONTNBEDTEHRBNT ENS, MOMRARNMETZL TVBEDE L T—RICIMDIRS & 3ATNT . ERIICHRFT TS, )
UTFOVWITNHDBECHZE T DEDENRET D,
OMEFCEAERDMETEE S B D IEaEEH TERAEN R R0,
SEBUTENELZ L TULVRL QOIEFCEAEIRDMEITEE S B DABTEFH DN, RADIZHDERITEFIR,
3 ( HEEHROIRET(CDNT] DIR—>2 |O—HOBRETERREZEOND T LEHDN. EECHED., #HEHNNARNIBETHS. EE]
1) U iREDIEHDREENRL . BENDERNMUENRR CTHo T, —REFSEOHREFLZXD T EN TR THIBACE. ZELRVEDETS.
SCRREHET 93 T ENAIHE LR BIRENIDERTENFE S DHACE. RAELBRVEDET DN, FSHEBIEZSUBIBERCDNTE. #NRENTHZZEN
SRR TERADHDERSECFEDRNTEET S,
B (CRRE T SRR CHDE > THIET 2IBETH D BANICIFIREL THSERT 3T Lk <EECD DIERMEFRR (BBIET S e
(32 —EDHHOHERNEIRL. TOMBAHET LEZFERNMHRLRVED (R&EES) | TERW 24
RHOBREEZLEETD
4 | ( HEEBHROBRF CDNT] D11~12R—-
B8) MR U TREZME L URVEEICE EFED, EFEADOIENECRRVERR] TR 24

[EEZEDZLVERR] TE>RW

BEFRHFETIARMELSHILOD. TDELE, FEED

B - SN KL, T
(<EREHE> £AVEEE. HREDBEEOSHLTONE(%)EEHERNICERO ) A L oL FRHERER L1000 36
& 2 CHBNWT—ED. ¥) (iE
EEOAANCE inf ABCOD) BRBU | [ a8 & LTREL TS [BDRAOOTAO— (0.1%) EEICHSTH CELRN
5 SRR ER A TR T SH A TAT IR AERDBRICE DN TE . B
(HEEHRORE Lo T piax_se MR SRS TR LT SRR TAFIRABIORRCE SV THETS 2
1)
. ) | OmEEORERE. EFRE. BETRIVRE. CERORE. FIRESORRECEC. A2, B2, 12, BRSORRNRRE, SENSETS5.
IRBUTEE (R(FTICH o) Ht
ziﬁéuggé(ya%n ISED) B | o —eomi) Eih M CHATEEDETS.
6 | it HmO R ConT) 1d4m 15 | | PEFES ERNOBMROSAER0. ) CLBRRERIEE, TTIERNCRATNTLSEEE, BIHRNT—EOSEIE5NTLEE0, e
v%;) o i T (Y LBVEDD, BPIROMT—EDIEERENS 0. EENMISECLOBIENS T ENRABIBEDT, | DABEESIEEEIELTVERE
“E | AL T B & BHBNBED.
MBI IR ICHNTY TITRR ag . BARSEA
S |enTvs BROBAOBEN S, FAlEUT, BAEREINAORREGLIRERTIRE U, BRI 32ACE < RREETNS. _— = =
B4
(AEREEBBNTVBBAE. FEEECHR< |TONSMICRIES BRAODRERVBEEMAEICONT, BENERELEHSIHANSE. RAOBRICHNSLARROMEL2ORAEETNS. OB - 2095535108
L) S
ZHEEORRICLE> T, NTOEEICEETS EIONEC Y HHEEBCLZES (BERIES)
1 (BELGREZEFIEL. ML INSREERECDVTEEANCEHI D E. 72}
2 [EsoRETEROBE B ELEL T BB, —BNRRRERBESCTBI L, 2]
3 [BHEEOBCRSR, BOASENASENBHECONTE. TNTNOEREHRICL. EFNICARERAT S N L N3 6ONRBESNBLSCTBT L, 2]
EEEMESORMICLREOTE., UTOSHECEETS EIUNEC Y HHEEBCLZEE (BERIES)
1| TEBEER AR TN EE] LVSBERAE, FROBIECEL T, EXNRERNSRREETEDST &, 2]
2 AT DT ENRAFNRVA MERIRNEREIC K DIBRDSENF CTETDRRICDOVNTIE. TOBEBSENEENREHRELC. BEEEZREI D&, ]
3 |BmT SR EN TV B BEEMESI S BB, FElE L TERAMESERNB T &, 2]
B LIAPMEN TOSBEEAIETE | eetmines = o (N TS BERARES &, FROBECHLTRLS, X
BHEES L < (JREEADRED
4 RENASHTERMEE, X
RSN R MBA (. R i _ s
BEEAREN T EE BB EEEMESOEDERON, BHEEEENIREBEER B A EEAOTRORELEU TV LS BEACOVNTE. YSiEEs BEENEss | _
WUTFO&SRABERTT S, B
LTV,
EEENMAEHRFERCENTI TICHRIN R SH N
S |Twe BROBAIOBEN 5. FAlE LT, BAEFEINAORRE G IR RITIRE L. BRI 3R RREETS., _ TER o=
(AEREEBNTVBBAE. FEEEZHM< | TONEHICRIET SRAOBIEERUVEEEMESCOVT, BIREREEHZHANSSE. HADOBRICHDSDRNOMEY S0ORAEE TS, = 25 - 2025637108
R EA=
nZEEH
=10 PN HHERSCLZES (BERISS)
1 | CNETICEEHARHERATRE SN TRRR SARRERN =
5 BECAZBRTEEHROBMHZBI L TOVRNWEHITESNIZERBCDVT@E, B2UTVRWE ESNEBMH I T DHIRRENH D, Sraey
(BARRIERICDVNT, Rl 2SN %
3 ICD10 (B5UKI(E1 1) F/f=Orphanet (A—T7Fwv k) [CHBITD - 274
FRBHLCI— R =
4 |BECIS A CISE SN T\ B R OERBRAN =
5 [{SERAICHIETE SN TUVRL VA CHRGRA 35 5 SEaey
6 | S KU NS E T BITHIOTILI I — T GAUCTFHET B ey
7 | NEERERECEEENTLS, B
8 |BEMOHIITI00ARBOBE, HADBEMDIE =N (10845
o |EREBAER B EOCLARY, RRBEADRRERENSENZN S -
(BLsNIE, BRESEZEHTEL) = i
o [RPO5. EomERIEAT BN (HE - KR, RS, Rk BETRE. GRS BREAE. MRS, ADLEE. RS, B LTSRS, WISKE. KA - SOERRE. B MR s L
X WIRE

B, BE - TEHERE RERE)

82




e FE 1 0T BRBRIB NSE 1 B

O #=

1. =

AFE (&, RAEM A O IFEEBR B RO IZHE AN (1,500/ 1L KAL) LD, ffi. RIS, CHILE . R REGEDNS
BRICEELRIT ZOLGHAMKRETHD,

FERRBE TUILX KR, EH, BCREKRBLE O ZRIEFERIKIEMNE KUY o/ BRI 47 B BRIE N AE
&2 (L-HES) . B8EMEAFEATRIBMNSE IR EF (M-HES) . Z Db DEMIBFEHZ L EZRILI- LTSN S,
FERERDIBME VMR BIC KXY BERES. M~k REILEILELS,

BRRERKIEZETHY . DAL HRAE KEE, AN TH. REMEESLEZEL., FIOLBRER
AamFPRICEEERITT,

2. FRA

AEDRE LBAREIZIFBRASN TGN IL-5 BEDH MMM UIKYFH LS - FEEIkDIBE - £ F T
REMBERENFEOPLTHY., MESHEERPREEATA I - —DRHICKYBHREEZSIEET
EEZLNTNS, — B TIIREEEDEEATEINTIS,

3. fEIK
NEDERKERKEZETHY . FHREROMBBRBSLIUREIZLY. 2HBLUVERFICELDEREET
%, SLDEF THEHRDEREETERODS, THEBEZEIUTDOELYTH S,
LHERK BER. HE AERLD . BHRTIK
D M0 . BhiE. FTIERSITIREREE . (ZAE. DA 2K
FEOR 35 : B0k, M0es ., Mo f bR g4
HILE BB, TH. B0 -En, A EHm
HRER EEOLUN, BREEES. HAET. Rk, TAMARE
RS FaERE
BEE eGFRIET. EER
RIE HIBE. EMD . BER. MERERRT. iZIE
& - 42 REBERARMARAE . FHEE4E | BIARMALAE
ZOfth: MERFLD . BRERE. )/ \HIEE. [HiE

4. Ak

NEDAEIL. BREBEEOERESLVEEEICELTITI. F—BRFFIBRERXRTOMRTHY . ZLDIE
Bl CIROVEIFERER R A LEE R BN FOND,

ATAAREREEIIREFTIE, 1 IL-5 FBREREK(RUFYXTT) P41 1L-5 LA (ARYZXTI)GED
EYFHEE RENFIECHVORR)UE)  EROFDILTHELERET b,

83



EEFICERICELLEARES (D, PIRERE., FRSFLE) ZHESIHZICIE FONEERNMALEDIZ,
ABERECESRIFFREZHAT S,

5. F&

REDFRITZBHTHY ., BEAITEREL-ZEBELDS—F . EEHICEERFRICEEZZRIES,
BIODBRE. PREGREES. IREXFEFIRRFTHS,
BYAEICKVRBOIUA—LIEATEETH A BROCITACNKE - B EGILEEL, TR
BERETEEZT LN H D,

FRIFBHREZOEELEREE . AERGHEICKVREESND,

O EHDHEICLELGEIEA

1. BEH

TR (FVERETHYERGEERIIDESN TOELAD, 2021 EITETINE=-RTOLEEFFHE T 56
ADBEEDVRESNT)

2. FEROWE

FERERDIEE EMHIE B LUV RBZEEEDE S RBIN DL RE FRAER

3. MRMAEAE

ATAARPEYZENEFNENENEZENH LN RBBEETHEISN TG,

4. REDOEE

BRACEFESFTIEIRABESIURBHREZETS,

5. PDMREsE

HY (ARIZLD)

6. EREENE

BBDESY . EREFOAL. BELEBFEWTABEOLELOFETHEL. PFEULERRET S,

O fR#iR#tT
MERMEEnEE AT HAEMERI

MERKKRE RRAZAFREZFRVERMZ-FEHEARZE &ix BIEX
ARFR BAOEFR

84



<BMEE>

Definite & Probable % %&&E9 5,

A. fER-ERIRFTR
1. WFERERIEMICEE T 5EEAONDEHBEETZE 1 DLULERDS,

B. &R

RAH M 4FERI% %L 1,500/ 1 L KL E

CAERU ST 5 LE DKL 2RI DR M THERR
2. 2B L HHT HLEDEKEL2RIDRE THER

—

BIFEHRE

PDGFRA+* PDGFRB- FGFR1 Bz F DB M L
TCRBERD/OF T4 H LY

‘B #E G-banding ;A CHBAREEHZLY

® P 2O

s )

figi2R 4 B RO 4P BRBRIZ INYE
FHERBRRE

TLILX—RE
RN IF ERERIE MNAE

WFERERIE 2 M E RIS IEE
lgG4 BiE&R B

R IR P EA BRI INIE

) 2\ ST BRBRIE A0AE 1% 8% (L-HES)
& B £ 47 BABR 1B INJE 1% BF (M-HES)
10. 2MEERIEO MR, @EFERRER MR, BIEHEIEES. Bt/ ERE DEmRES

© ©® N4 O o bk N =D

<zZWoAHTI)—>
Definite: A, B-1& C 22 Tiif-L.D DEREEFLETHRINTES
Probable: A, B-2¢ CH#2Tiil=-L. D OERKEEEZETHRINTES

<LEZE>

1. FEIRIEMISERY 5EEAONSWRERELTIE. UTOERGESEIFOND
a. EHER FEFGSCULE, 2BRBLLL)  AERA (64 A LIAIZ6ke L)
b. DM, BNiE. STIERITIREE. ZE. DF 2
c. FFURZR: BER. MmAs. PFofk bR

85



—H

> @

HIEE B8, TH. BB, JHEEHm

MR EEOLUN., BRERE. HiAET. k. TADAFREE

RE-H1B. EMP. RER. MERKKRD. FIE

I - 4% : ZRAPEFARIMARSE . fE4% . BIAR MARAE

DAt )/ \EfERR ., BRAE., BiPUJE. BRI R (SAETLL E DR RN 6ER L LR . FFERERES .
BHEEREEGE

1. BEREEDHREHED T H1=0IC, FFEe. BHREICETIELZMREOMICMFNAR=_{E. BNP

B, DTa—fR (EF KT, Mmie, RIERE. DHXDOFTR) . BaE CT BRFTRGEASE LD,

2. B-2 (2EMULFHRT S LEPUKEL2EDRETHEZDDEA T, DMEREOCFRTELGELGE

ENYRSBREETEETSEE. FEBERMICEHADBRNAZET DEHICRS.

3. D DEFRIBEEITIHIZ. TRDKIGHE. RENSSE LD,

a.

o

o o o0

—H

> @

il SR A R AT BA KIS INSE - R M EMEE TR SR EA R MO R EITERIKIEMEREZEDS
BAMRESEICEERSFICIGC TE A

FERBLE GEME. ERFLIERKAENE. FERRAK EERE

TUILF—4&E /. IgE. TARC

R IFERBRIEINGE : 34 A LIN D FREHFIFABE. DLST #5R

FEAKMZHEMERERNFEE: SEXWME. SREMZER. BIZFE X MPO-ANCA, CRP L&

1gG4 BEERE R RIR-ERARIEKX , IEERAL. eG4 SiE

K AT R IR I INAE - RIEFE

1)/ \PESFERBR I INAE 1% ¥ (L-HES) :sIL-2R, TARC, 7O—H A rAN)— A TEERARFEZL DO T UV
NKOHFE. T HAZEREGFEEBRATOIOF)T1HR

BB AT EATR IS INAE IR BE (M-HES) :RFE. EA23Y B12, MEFN)FA—+ . PDGFRA- PDGFRB- FGFR1 B
40

SRR MRE. BUHFRRER S, BRIEEMSES. Bt N\EGEDENRES FHIRE.
G-banding ;XKD BEKRE., VNG ER, EMBEEEEF/ IRILRE

<EEEDE>
PERE L E TRTOSRKFE BRI BLRECEY AUF)IXTTEFLHET 2EYFHREFEE

L=

1.

KARICBITI DB ERNRET Do

Etnd

TROVWTIIERDD
a. DMERZE (NYHA2E L E DDA MR, DA &, MR ERAE)
b. FFIRF £ (ZENR THOREFREF Sp0, 92%LLT)
c. PIEMPFRIEE (X I % fE F (2L Y modified Rankin Scale T3LU L, %, TAMAFEHE)

86



d. 1FEEEk% 100,000/ 1L LI L

2. hEyE
EEBENGAE BIBRRERTAAM N2EERE . £AYFHEA ., REIHF., EFOXSOLT7REZET
%

3. B
LEE LS DEEHI

modified Rankin Scale

H AFR modified Rankin Scale (mRS) #|EEH#EE

modified Rankin Scale SEITTRER
0 | £<EMREM LN BEERRCMEMENLLICRVIRETHD
1 FEMR IEH> CHEALHEREE (L7350 BREERRChEMIEREH DD, RELFINS
BEDOHMDHOFEHIITZAS IO TV HEECFHIHIRITLGLVIKETH D

BEOREE:
2 | RIELIFTDFEBA L TITZA ST TIHGELD, BHD
SDEYDIEFINBIELIZITAS

FIE LRI DT o TV EEOFERIHIRIEH S
A BEEFFEILTOSIRETHS

BV H#32 |RALE=SAEAEIZT B
D EE BELVOA AR E#EEF & 7t

3 ERELT AN EEST. BE. BELEADHE.
SMDNBIENREELET BN, H1TIE TLICTR D
FHeR O EIEBRET TEFBBLSEAD || st A BE BB LA ETHE

BEST. B, SELLA DR, MLBER
hEENSEEDOME: m= > ¢

’ NHELELT DD, FEMENEITBRELLAL
ASHAONPEBELT B STEABRUFAS |, %9759 7

KEETHD
EEDEE:
5 B ADNBEDELT HRETHD
BhEY, RBRE. BIABLETFUERELTE | ThEBReT 5
6| sE
B AR kR

ERRT—ILTILULZEELT S,

ST HE S OVEIE FE /0y B O 38 1T D EE

1. A BWH A2 BERAER *ﬁﬁfﬁ% [ZBE LT, Wil LICEBOBHEN WA ITIE, WTh
DEHOHLDOEHNTHE LI Z R (7272 L, YRR OB &2 R~ ERIERE TH - T, MEB i HER
HDITRED, ),

2. TRIRBHIGRIC R 2 EAEE M EIC OV T, MR ERNE O T CIRENTHOIL TV DR

87



ST, HIL 6 A M T b EVIRIEZ [ERIVHW- 2 2 & L5,
3. 2B, EROREN EEOBEIEE/SESE T B Y L2 WETH L0, @R ERE kT 5
ZENRMIIREDIZHONWTIR, EREIROMNGET 5,

88



EE#RIRETEBRMERDIZOHDF T Y IVUR M

nZAER
s HEEMROEMHCONT] EREXLF Y JHE B, I W=
BRN RIS KRR T 3 (FREET R S L TN 3188 T > THREORIN T+ RBA RN T 360 ET3). P
o ISMBOERDIERR S, BEDSMIBRIC &> TRRNRET 3= ENBRTHD, USBREER - FHT 3T ECEDRES RN ENEE] TR, e
FIROBIBHEAS TR
1| (HEEBRORECOVT] D6R—T8
")
DA RE DR &> TRIES BERF TN, .
84
KR U, —RmCHISTUCREER & R B3 RERARERL . ERNIRT S IRRBREORECONTE, BRICREZTS
ASHOER (FEE) (C&>T3ISRIENSB T ENBSHERIEDEF TR, B
DRI SN TR IS (L5 TR RSN D RS A B ETREOMANE L STV SER (MADHBHMES, BE, TULF—EELENTNICNES) THRL.
, <rri§ﬁmﬁ%rourjm7j9&—v~x FE U, BURICABOER REO— B L IRAROICIBUSNTUEE LTS, BREHILE UERRNBUSNTUEOBA, BOBRERSE |
5 Com Zzltnstns Lt—RIcEmORDT. BRICRETS. (BIRIE NUBERERREONRERE. NEHICIRS THENTONTSD. RFEEE L :
= T ZOBED—EEC DV THREATON TN B EOTIRNT ENS, BOMFRARIEIL TNB B0 E L T—RICHDRS =& HTHT, BIICRT TS, )
UFONTNADIEACHLT B EDENRET 3.
OERECERDETEES & BB LD TAREN R B,
SERUTEDHETIL TLVRL MR EOERDETEES EBARTE BB, BADHDERITERLRL,
3| ( HEEBRORS(CDNT] DI0R—F |O—EDEE TERY BoNBTLE@EHIN. EECHRED., MGHNUERNMUETHD. B
%) U, IRADISDBRISENG <. M RARIUERER THo> T, —REASOHAETERS T N TRTHBBACIE. BELBNEDETS,
CARVEIRT TS T E TR D B RN ARU NS B HA L. BELBVEDETEN. MEBIEESOBBERICOVTE. BANRENTHBT Eh
SIS T IHRAD DA BN EET B,
BRICRET BEROERICH > TRIET 3BATHD . BANICEREL THSHET ST R < EECHI DERISHR SHETS P
53— EOMMOHERI L, TOMINET UEHERIHELANED (RIESS) | TR =
EHMORBENELTS
4 | ( HEEHROBRIFICDONT] D11~12R—
2R) MERDHR L TREEZVEL URWVEEICEEED, EEAADZEAE URVER] TR &
IEEEOSVVER] TR ]
Z |30 Sis/ A — L THR
(EEESHIE> 2RSS, HREDBBEOBHLTONA(%)EEHERMCEROT L) | H30% (FIERER/ XL TH
BUEE T 0 ERAEERHEEEN T
BEMPAICHNT—EDAR (D) (F
ﬁﬂ”$ﬂ‘%“swf®*ﬂ(})‘Lb [—EDAR ELTRELTNS [BHEORAODGTAO— (0.1%) BECENTSH] CELRL. B 2021 ECHTENEAROSERFBET
5 (Ffﬁﬂﬁmﬁﬁﬁburjmw&—f% MR EHRREE RS TR ET SHE CAT IR AEEDBRICES THET S, B |ESeADBENEESNOBCEEE>TH
= “;) = 0. AODFHO—(CEBIEE LRV SHEEEN
=R §u
, | omEBsORtRE. ERRE. REFRIVAE. SEPNORE. RERESORRESOC. #2. BL. 112, MESORINNEG, SRNMSETH3.
B RS L =3 N
ziﬁzmggg(ym%n‘gfaﬁm)b @ [—EDRE] &k UFICHETIEDETS,
6 | o] 14 1o | | HEFES EENGEMNRORAES0. ) CLBRRERILEED, TTCEBNCEBSNTOZEES, SIRNT EOAEN BN TS EN. Y
Sewm e i 1 (SRS LB E00, BPIROMT—EDERENGD. BRVMSEICLOBIFENS T LABSHIEEDT, | DABEEBCEERIELTNSRE
“E | [N T & BHSNBED.
SL6MDBUTEAE FRRFRICHNTI TITHE 2oy . OAMBES
BENTNS BROBACEHANS, FAlELT, BAEFLHNRORREBLIRTRINRE L. BET32RICE RREBTLS, T o=
(FREBSNTNBBER. FRBECRHL | £ NRHICRET SRRODITEERUBEEAMEC VT, BIERSEH SR 5E, MADBRECEN3LRNOMEL RORREE TS, = S
B 28 : S
PIEEORIICSE TS, UFOFRICEETS EORE BHERCLZES (BERES)
1 | REBLGRBEZFIEL. BIZINSREERECDODVTEEANCREHI DT E. ZH
2 |ERORBEPEROES U ELEL T BIBAR. —ENARREABESICTBIL, P
3 |ZMBREDRCARE, BROVPISHNEENDIHBACDONTIE. TNTNOEREPECL. EFXNSEREMIET 2T ENRYLHIMENZIEONRESNDILDICTI L. ZH
EEENREORMCAEOTIE. UFOBACERTS s, BHERCLZES (BERES)
1| IBREEREHAEECKEAS3E] EVSEANE, FROBECHLT, EXNARANSRREETEDS L, P
2 AT BT EARRENB, ERSARIC & DEROBEN B TS BRRC OV T, ZORFRTEDARIREZNEL T, BEEERETSIE, P
3 |BRC LICEREN T B BEEHESAH 3B, BlE L TLEIBSEMNBTL, Sy
BRRC EIAFRENTOSBEENRE T |\ pocepipes o (e an CLSBERSRSE, FROBIECHLTANS. Sy
BEEES U< (HHAEEADZED
4 BEAHSITHRNEE, X,
AR A
RIEEDRENTEVESE. BN EERE SRS OEDIIBN, BIFEEE AR G AL EADEROREEEL TV LSRRIV T, YUpIEe s BEEsRss | |
HUFO&LSBHGERT TS, L Iz
THW3.
BEEHRIFRERCHNTI TICAREN pas,
o [tvs BROBACEANS, FAlE LT, BAEFSONRORREBRRTRINRE L, BET32RCE RREETOS, I
(FREBSNTNBBAR. FRBECRHL | E0NRBICRET SRRORITEERUBEEAMSEC VT, BIERSED SR 5E, MADBRECEN3LRNOMEL RORREE TS, -
sy =
n8EEH
i EORE BHERCLZES (BERES)
1 | CNETICE RN AR TR SN RA X ABRER Sy
, [BECASRR CERERBOBERE L TL0 SHISTUSRRICON T, BIEL TUVRN ESNTBHHCH T SRR 53, e
(BAMRERICDONT, ZR|MIZEVY)
4 [1ep10 (BU<E1 1) FrOmhanet (1-T 7wy ) BI3E - 1CD 10 B72.110 Idiopathic hyperasinophillc
EREBLUI— R B2 syndrome [IHES], ORPHA:3260 idiopathic
hypereosinophilic syndrome
4 | B ERRICISE SN TV BRAOMERIRRD Sy
5 [FETERHR(C(HEE SN TLVR VR CRRER 3530 E ]
6 | MEB SUEBERE R & T BTRIORI )L — T (HOCFET B0 Sy
7 | e EERCEEENTO SN Sy
8 | BEBOME D100 ARBDIBE, MADBEBOIE Sy
o [EREBAER S CBLL. RBEADRRBREN NS e
(BULBNIE. RESESTBTFEL)
RO, EORBRICHLTIN (06 - HRE. ROVES. Rek UETFRE. SEES. BRIVES. BLRRE. NOWEE. MRRE. B - WRSES. WRERE. &8 - ABMKE. 8 - 5K L
10 ZH MRRBESRRE

B, RE - TEREERE, RERER)

89




SERMM/DREERER T E (M/MMREADERUN)LF—)L R— THEIRE)

1. =

SERMM/NMRAEEEREEL HERNSFET HEGHERICKYHIERZE-THEEH THS, I
INRIEFEE D . I/MREBRIRE . 7 FIVEES FREDERNLBEREICKY. I/MROEEENMET TS
ZDEEMNEFEN, M/MRIEMEEE GPlb/lla DERMGREBLLIHERE LS M/NMRENE
(Glanzmann Thrombasthenia; GT) &, GPIb/IX/V D RIEHL LLIIHEEEBICLEINILF—)L- X—) TIEIREE
(Bernard-Soulier Syndrome; BSS) A%, #/NEAKYELMEMAEIRZZ - T ERIR L EELEETHD,

2. RE

/RIS, MEBGERAICEEL., FEEL-I/MRAVEET S5 ETIEOATHON S, M/MREREDT
A2 TALTSUMRAFDRZER GPIb/IX/V(CD42) B ERIE., M/MROEFITWHETHY ., 74T/ 5%
A& GPIIb/lla(CD41/CD61, 1275 alb 8 3) 1. M/MUEERDOHEIZBETH D,

GT TI&. GPllb/llla DEXRMGEEFEEICLY HIMERZSET-L. GPlb/lla DFEIRZIFEALRHEELY
(5%Kim) Z1T 1. HEEEDRE (20%KHE) ZROZI1T 1. RUKRBRIE T CIIE<BEEEZRHIHE
B (47 D25 $ESN S, GPlb/lla DEFEIZKY, M/MuEEROBAAEESAE MERNENS, —
AR (/MRS EE CIU/MREZEBEEEZROHLEOD, —ESOEEICH UV TIEM/MRO XEEZE 5 /MR
BLHERDHD, £1= GPlb/llla BIKIZIZEEMNZLA, GPlIb/Ila OEMIEIZEE ST 559 F (Kindlin-3,
CalDAG-GEFI 72&) MBIZFEEIZKY. GT EHROHMEREE-TIH5ELH 5.

BSS TI&. A XMGELRFERICLSGPI/IX/VDEETIV/MrROFEFEMNEFT SN, HMFEKHATENDS,
B Xf/MMRIED m/NMREADZEES,

3. fER

HOBEYSREMm, $BAEOKRTHM, SHM., mALMLGEDHERMERNH S, KETIX. BF
AREROIEELZ L, R, ik, D BEEOHMOBIE., tME#EERDHEIENZ L, EELHILE
Hin, MR, EEERBMAEEE-9IE0H5.

4. BEE

HIMRAIDEWMTEIZEITHAEFTEEZTV. RE. MECEFEOHMICLTIEEELENZETS, A
BAHm, SH0. @2 ABOIGEEICIE., MR Y LABRGENMRAEEZTO. EELGHM., FHiiFFD L
miZiFm/MrEmaEiT5h%. $1 HLA (Human Leukocyte Antige) HifA+2#1 HPA (Human Platelet Antigen) 1
REEHE ., E5ITH GPIb/llla HLAAH GPIb/IX FADHBRITEBARELEL D, GT [ZHLTIE, 1) M1/MR
WA KENBERFREAONDEE. F(E, 2) /MREORIGKRELALNENRIEFHATH
HM . BELICH/MREMZERT SRR EM/NMREMOERLNTEL LHIINSBEIZET,
| ZEHIE VI AFREDES LGS,

90



5. %t
H AR K (X — AR IZ/NREAIC58<, FRELBITHET HERIMN RSN, GT.BSS EHITERFRIT—AR
BEANELLARAKRELEDOLSLEWN, FRICEEITIEEAHM, EEEHMICMZ ., BEAROERKM
ADHEHEETHY ., HIMEREFZBLLEASMDHEEREIIHETILELHY,

O EHOHEIHELREE
1. BEH (1986 FLERARE)
GT 222 A.BSS 43 A

2. HIRDHERE
7B (GPIlb/llla, GPIb/IX/V & D#FE H S TIXELY)

3. RMTBEAIE
REEIL (RAMEBREGL, fUiRiEREA. I/ MREm. BRAFERE VI BFREGE D RERZE)

4. R DESE
WE (XEICh-2H MK, HI(Z{F5E HHE)

HY (BARIMAR LN F AR M EAE)

6. EEEENE
FERMEM/NMREREREE (M/MREAERUANILF—IL- RA—) TG SHEEEFEENEOPHF
EREZPROHIRET D,

BARBE HAMEBRETRY

iR E R A (<R T BB

FERESE ATRET@TAPEALRAY EXRRFRLERER) %2
EAR¥E: BAMRILELPS

91



<EEREE>
Definite & Probable % %&&E9 5,
FERMMmM/NREREREE (M/MRENERUVUANILF—)L RA—) THERE) SRR %

1) /MR A 4E (GT)
A. FEAK-BRERFT R
1. SNBSS OBRYRSN DMK (ETHM, &-OFAKM, HEEHMm., mhR., M5 -tk
1FMERELGE)
2. BZRAKE. FEHM
3. fifTep - 4% L 0fn PR 2

B. R&ERR
1. M/MRGPIb/NMaFBOXINFE-(FZBRAET., HANTM/MMR7I =AML SGPIb/laiE LD

RINFE-ITERETZEDHDH?,
2. M/PMREEEREICT, URAMFUBREZRIADEKEL2IEFE U LD /MR 73 =X+ (ADPXOS
—FORE) ICLBM/MUBREDRINE-ITERETEZEDHBY,

C. EEFHRE
GPIIb (ITGA2B) 35U\ GPIlla (ITGB3) DB FREIZTHRMERZREHAWDIIEEATOESHETE
H3,

D. #RIZZ M
FRMEM/NMREERERTEE (EXME. B2RENRGE)

<zZWoAHTI)—>
Definite: A 1 IEELL EEB-1F/=IL CZEiE/-L.D DEFNTAREKEELXRNLI-ED
Probable: AM 1 IHB LI L& B-2%#1-L. D OERITAREHEELXFRMNALI=ED

<&ELIE>

AR

VO BEAD 20%RFEEERARBRETLET S, BFE. 70— A bAN)—IZTHET %,

2 RBREAND 20%REEZAKEERTET S, BE. 7I=AMIBEERDIT1TV/ 7o HDHNIEEHRL
GPlIIb/llla FREIIAPAC-1)DI/MEANDFEEETO—Y A AN —IZTRIET S LIZKYFIET S,
FId=—XLELTIE ADP, FAVE Y (PAR-1 RTFR)  a5—4 U BEARTFR(CRP) . PMA (Phorbol
12-Myristate 13-Acetate) EEMNHLGAL., GT M/MRTIXINSTI R NFBEDT4TV /T2 8D
LME PAC-1 #EEAERITIETLTLS,

O M/MREEREOHBRITIEECITILELSHY . EMEHICTITHONEIENEFELL,, F-M1/MK
BIRME (10 FB/uL R TOM/MUEEIF. TROATEEZETHAEEEAH D=0, 70— Ak

92



A —HENLELFREZTVELT S,

Y GPlb/lla BAKIZEE(ZZRHELAY, GPIb/lla SFHES T FILOEREIZKY /MR ENDERERES
T HERE[AMBRKEBEFLE 3 & (LAD-II) . CalDAG-GEFI REBEREIMNFET S, ChoDEEA(T M
INRENEFRREL TR,

2)N)LF—)L-R— TEREE (BSS)
A. FER-EREIRFTR
1. HUNRENSOBRY RSN DEMER (FETFHEML, &-OFRNEML, HEEBM. MR, 5ME-kiE
&I ME L)
2. BZAK. FELHIM
3. fifT e - fiiT % b M0 PR 2%

B. BEMR
1. BEXRIVMRZEESI/MRBDERD S,
2. M/MMRGPL/IXFEIRORINFE - ILEZRETERNHD,
3. M/MRERSKEEREICEVWT)RAMFUREEZRINT 50, TOMO M/MrR7IT =X (ADPXIS
—FURE) KD MMUEEERDH B,

C. EEFHRE
GPIb (GP1BA, GP1BB) GPIX(P9) BIZ FREIZTRMERZREHDWVIIEEATOESHETREDH S,

D. #EAIZZER
BXREM/NMMRIEREREE (X%, BEREMLE)
TH-J4LTSUMNR
Fa M/ MR A E (ITP)
fth D e R MEE KM /IMRBAE (A -~T YO BERGE)

<zZWoHTI)—>
Definite: A 1 IEEH LI EEB-1 [2HIA . B-2 F1=lX C Fifmf=L. D OER T RSEEZRIILI=ED
Probable: AM 1 IEB LI L& B-1 12/0A B-3 Zi&1=L. D OEFRITREEELRFRNLI=LD

<BEBE>
R
VORBEAD 20%KGEEARRETET D, BE. 70— ARAN—ICTHET 5,
2 BSS BETREYAGZM/MRIMFEY L TILER/DIIENHL M/MUBREREREIRE#ETHLHL
ML, M/MMREEEREDHIEILEMMERICTITON A ENEFELL,
3 22qU2 REEED,

93



<EBEEESE>
PEFEEULZBRDORRET D,

BB ELUAICEELRD a~c DWWz 1 B ERILEIEDH D,

HREEAE  EE M (EAELBLGOAY, M/MREIM (3 L<EARZESHREIERFRAGEZNIHEET
RREREETHHME 1 B ERILE-IENH D, HLLLIBHGHMICESNES OE ES

g/dL L TFTOEMERH-CENH S,

BRE: ERCICAHAELEL,

* EF H 1M

a)
b)

c)

BRI, EEEFOLM BRI, EEN. B, INE. MiER. BENSE)

ANESOEVE8e/dL UTNEMBHAI24FEM T2e/dL U LDRELEAEITAE R TEL-0T H
i

HiAS 24 BEIUAIZ2EG U EOLmH L EFMEENERELT SHM

W IE N OVERE FE S0 B OGN Z 36 1 % B A

- IR NSV D BRI, BRAAT RAEICB LT, B EICRBROEN 2WEAICE, W

NOFHOLEDEZHNTHE LT 2R (7272 L, YRR okl 2 R~ TR RIERSE Th - T, il
BATRER B DICIRS,),

. TRIRBHIARL T3 D BIEE /P HIC DWW TR, EUIZREFHE IO T CIREMTHOIL TV D IREE

ST, HIT 6 22 HHTHRbEVIREZ EMS 5 28 L35,

- B SRR O EREOFEIELSEIE T—EL LITHEE L2WETH D05, SR ERZ kT 2

T ENMEER L DIZONTIL, ERERONRET D,

94



nHZAEE

EE#RIRETEBRMERDIZOHDF T Y IVUR M

i)

MEERBOEMHICOVWT] ZBFRFIYIEB

=, FEEm

"wE

[RENRBAX (SARAEN KRR T 2 (REBEE TR ENHBALTNBHBETH > TEREORPANTTAIMISEEFALICHLIZENETS).

MVMRSBERSAEC DV TR, FHIBTEER

- OB OTAIDIER &, WEDSMIBRIC &> THRRDRET 32 ENUIHETH D, MBEREEE - T30 &CEDRES LR ENFHI THAL, my (1
SRS DTN ;T
1| (HEEMROREICONT] DER—E
")
1 IR DBERNRE £ 8o TRIES SRR TN, g |MOVERERREED LR SOBRE B
84
KIT2U, —RICAI SRR & R BRERAET L. RO T ST HRBIAEORECDONTIE. BRICRIZTS DEtA
ASHOER (REE) (0> T3ISRIENS T ENPBHETRIEDER T, B | R MREERRE R DRI T B D E LA
IOBRATAHIENTLRL TS B TR RSN DR 7 B TR SN STV BER (BASBMES, BE. 7LILE—KEREATIICNES) TR,
ROMRID VYRR L. I CRmOER R EO— S AR LIRS R SN T e E LT, RRERTE LIBRAEL SUTUREAR. MOBRERO | ., _
2| ( HEEMBORTCONT] D7 ~9R= | o o = e . A (| Vg sh. g FE |MOMBROMRIC@ED TOERA
pi, TLUTNBEDELT—RICRIDRDT, BRICRIETS, (IR, INEBIERERRIROMRERE, MRS THEANTONTED., FREETEL
= T, EOBEO—EECDVNTHEMTON TS EOTRENE &5, MOBEARAHEEL TN SE0E L T—RICRDIES = EHTHT, BRICRETS, )
T ONTNDDBAICHLET BEDENRES S,
OB EPERDETEES Y B BT A TARAENR <L,
SAREDHEI L TV O EPEROETEES Y SRS ERD DN, BADTDOBRAEE. .
GARER< . BB - 1 IEEC
3| (HEEHRORNICOVT) PRS2 |O—HOBETHRREEESNEC EEBH, HECDED. MENLARILETSS. P {f:gﬁi:g: N
%) o BADIbDERSENES . AR RARN RE R T TE, —BERSOHAETEESC ENTRTHSBACE. BELBNEDETS, &
CABERT T AT L BN AR RIS B BACIE. BELRVEDE TN, MEEEEAOBEERCOVTE. BANEEN TSI
S TR AD ORI AEHEN EET B,
BRCRE Y BERNERICD > CRIET BBATHD. BANCEREL ThSERET ST &< EECDEDERIMNHSHET S Bl | BEFERNEROLHEERRLET
13— EOBRIOHERPHIRL. TOMMAET USREERNERUERNED (RIEES) | TEEL B [ EEFRENREOLHEESELET
EMOREELELTS
4 | ( HEEHROBRIFICDONT] D11~12R—
1) PN CREZLEE LRVEECE EED, SERADOZEAECRVGER] TR B[ HMERC S DA OET
IBEEOSER] THAL )
e 600 BI85/ A—ILTHR
(EEESIE> ZAVESE, HREDBBEOBH L TONA(%)EEHERMCEROT L) A |50-60% (FEIRE XV THER)
BEMHASCHNT—EDAR () (OF
B E“tm\m@*’i 0B BEL | [ A ELTRELTOS [S50RA00FAO— (0.1%) BECENTEE) CELEL, BEME T, MMREAE2228, AILF—
5 = L |xErwmmEERS cERET SHATATIRABEOERICES O CHET S, B )L 2—UDEREM38E—EDOAMSCHEL
( MEEHROIRT CDVT] DI3R—TB
TWEEA
%)
s B BRRE. B B HEYIRE. WBRESOR C. W, B2, 2. MPSOBINTRG, SRNEETHS.
SNSRI (R 560 o |VIETORSAE. BRRE. BETRIGE. SEFNAE. FIRESORRECOC. W2, BS. 115, MERORSNNAL. SHNLKCHD
o @ [—EDRE] &k UFCHETIEDETS, o s
BILTNS EOE e e . I e L |[EREDMEERRERSEr BADLLD
6 | IR ConT] o 14m s | | WEFES EENSENROSAEED, ) CLBRREBILEED, ITCEBNCEAINTHSEES. SHRNT—EOARABSNTIZE0, CE T oipiics
Sem : i1 CERS LB, BRROMT—EDERRNSD, BRNAIEECEOBITENS T EABSIEEDT, | DAREESCEEBELTNIRE = oA
“E | (NS BHBNBED,
ECEDBUTERE FBRFR(CHNTI TICH mag . a
BENTLS EROEAORANS. BAELT, BAEFRNNAORREBERERIHREL, BHT3LRL< RREBTNS. - FEE  BRMEEMES
(RREEBNTNZHAMR, FREETRERC |EONEBICTET SRROBIEERUEEESHSC VT, BIHEREES SHANSE, RADLECHD3LRNOMELADRREE TS, R I,
=) 20 :
BHEEORRICYESTE. UTOSRCERTS e, gy BERBCLBEE (BERES)
1 | REBLGRBEZFIEL. BIZINSREERECDODVTEEANCREHI DT E. ZH
2 | BHORBECEROBA R ELEL TEHAME, —BOABRERBESCTSTE, e
3 |ZMBREDORCALE, BOPISHEENDIHBACDONTE. TNTNOEREPECL. EFXNSEREMIET 2T ENRYLHIMENZIEONRESNDILDICTI L. ZH
EEEATSORMICYES>TE. NTOSRACERTS e, gy BERBCLBEE (BERES)
1| IEBE R AT RN B DE] ENSEXSE. EROHECEL T, EXNARaN SRR TEDDTE, e
2 [BT BT EARABUR, MHENARIC & D EROUEA I TERACONTIE. TORRSEPARIREDRL T, BERERETSC L, e
e
3 |BRC LN TV 3 BEEN RSN B3 HAE. AL L TERIES LM, ;Dwﬁ%nﬂwﬁﬁ;ﬁﬁ&@%L’u‘g
e = L~ y e DDERE T CEEE DS
R EIHFRENTOSBRENAE T | eceppae o (e <L\ s BEESESE, FHOBIECEL TALS. e
BEEEEL < (HHAEEADLRED ¥
4 BENWSHTERES, X,
EEENEEH G, . s e ey A e e e | R
? BRNREEENASOEDEANS, DI EE AN BRRREER R EEADZBOREZEL TN L SMERICONTE, MEDIiEes BEE s s 2 DDEE CHE U B SR L TOE
WFOESBHEERE TS,
LTRWS. ¥
EEESEEMIREA B TT TORRSN e o
s [we EROEAORANS, BAE LT, BAEFRANAORREBRRERIHREL, BFT32RCH< RREBTNS. - FEE  BAMEMES
(RREEBNTNIHAMR, FREETRERBC |EONEBICRET SRROEIEERUEEESESCOVT, BIHEREESSHANSE, RADLECHD3LRNOMELADRREETNS, R I,
=) 20 :
n8EEH
=0 e, sy BERBCLBEE (BERES)
1 | CNEF TR R AR TRN SRR ABRERD skan
, [BECASRA CRERROBAEBEL TR SRS VSRRIEOUTE, B TR E SR S S BN 53, S D £t
(BABRIERICOVNT, SRS SRR
5 |€P10 (BL<E 1) Fomphanet (A-T7Ry B EBIE " ﬂl‘f’fﬁﬁ : 'fj‘ljr?é;ZH_A;‘;gl
ERESLUI— K = b+ AU LIRS : D691,
ORPHA:274
4 | BRI E SN SRR IR
5 [ RSN TR R CERER (5 30 IR
6 | RIS LRI E R RE T SHRIFOTR )L — T HICIFAET B0 skan
7 | R RR RSN TS e
ERAHABERETITTN, BEREORE
8 |BEROME D00 ARBDBAE. HADEEROHE I | EREIMRRIE2228, AILF—IL - R— U
TEREM3ETT
, [EREDRE RIS CHRES. RRATADREN SENSY sy |BUDSfnte ST BRI, MEFHE, e
(ELBNIE. RELEZEZHTE) ET0—HA b U —RENUETT
o[RPOB. coRBRCESTIY (wE - HRB. (RHEE. Red - BETRE. RLRE. ERBAL. HCBRE. AAPRE. WIRE. B UREBRE. FREAE. 2 - SORERE. B - N T
84 R

B, RE - TEREERE, RERER)

95




S RIS EB 4 JLAJK (CAEBV)

1. HE

BEFITERT DM EIKLIE (infectious mononucleosis: IM) BRAEIK (FEER ., FFES) T KRESh L L
BOREFZEL. REMEPRELICELRILOD EBV DNA BNRHEENBKEETH S, Epstein-Barr 71 )L
R(EBV) B T MR E zI& NK MRV O—UITIEEL S Y (A MOV IER 2 T 5, R EEE R
ZHETPFERTFRTHS,

2. KA

EBV #)RRERITRES) D /NKHMEEL , BELDBRBTHRALRBBEZTEE T HENRIEICDEMNDE
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HEHIE. DREFEDREFRSEDSHIEL, QEIKEMER-MEHT TLLDESIT EBV BEMBED
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EERENEETEHLEEALND,
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FEM . AFICRABIEESTL, IRAEETHHIEMHHMABEETHLEVEBRRNZEBRE LD,

4. Bk

MOAMIVRE(TOIAE L, AT IBE L) | RFERE-IMHEE(y-J 0T Y REEE. ATACR,
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EMEMREEIEL O AMN) TRUMP Z2EHTL-#E R X, EmaMiaFsiE%: Z(11= CAEBV BED3ELETRE
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5. %t
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O EHOHEICHELEIE |

1. BEH
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2. RIFDHE

FEHEBV O T HLLIE NK HIFA~NDREEEZOEGEA—FEMICIRE TH AN ZTORIIHER (ETE)
3. ERMIGAE A X
BB RILRTENL . ME— OIRAEA L RTEE MMMARTEE
4. REIOEE
DE(REFHENARE-HFHEL. MEREBM D/ SHBBERE. VB, BME~NERLED, TR
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4. BHDEEREIFELSIE
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3. B, EROBEN FFROEEE S T U LICEY LBRWETH L0, mEERERE T 5
ZERMEER L DIZONWTIE, EERERONGET S,
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1. =
1972 F(ZTSVRADEERIE Liliane Schnitzler ITKYBRFIZHRE SN -FETHY. MIREL. BAEE (B

R) . BRBEEHIBUSMBHRRB L. MBRICEIO—U1E MENIC Q) EZRDHEERHHET D,
PEICIIERICANS AT —ILEHREEAAVLN  REMZFIHIL TS, RARED B D RIEMRK
BLEZON, EMBLEANANSAU TR, VUAE) U EEREARMEIREE (CAPS) LELICERBBIERED
—DEMEDFTONTIND, CRETITHESN TOHEESI I, HFETH 700 ., KFTH 40 FlEFHTH D,

2. [RE

FRREREFIEIRESNTELT . FELEHEELEIAON TS, i IL-1 BEOFEMMELGEN LA TITY
—LGEMIE DG REINTSA, BOO— % 1gM $H AUV E 16 EALOBRELBHLM TIH G, STA
A FRMATFEMIC NLRP3 B FOARMIEBES A INRESINZEDBRENH L. TOZEMEIZASMNT
(375, NLRP3EIZF DA EY 1 VICKHEFRME CAPS LIXRBIEN D, F1-. EETHOE/O—UitR
ESAJYME (MGUS) X LT aklb— A5 A7) IfE (Waldenstrdm's macroglobulinemia : WM)
DERERELTHSND MYDES EIEF L265P ZTREIZDUT, B il ERNLAMBES 1A RESNLLED
MELHOD . TOREIZHTHEZRTASH TIEIEL,

3. K

BHEZERBHES. MR, BEE (R . BREEEEZEDD, RPITEEDEHERDIZELUT L0
DNoERBHRNERBFDBEZETILDETEHRTHY. ZTELHIGELHEDLLNGELNH DL, RBHD
ARTR. ERONECHEREAEDOFHEKZEEFHETIN, EROERGZFELCMEREDI(T) /4
FIRFEILFROHLE, MFREBRKBICTEIO—VEIgM(FENICIEG) ERHDILEHMET D, TDIFED.
HAERFICIX MR AR E TIFhER B A MEKIE L 4O CRP SEE RN D, ILIT, BRTFILAYKRRI7E4—ED
EREBDHBEN. BUUFITST4—OMRIIZTRIUETIVIEREEZEDS,

4. BEE

BUEZSRPHREEISHLTIRERZIVEEIENTH S, RECEETR. BFEICILTIEL NSAIDs A FHLGH
%, ATAARIZEVIER MBI SN DHDN ZERESHLTLEA, BIERDBESHLRAMOERAE (FLE=
VAaVE TS mg/BLLE) TO#KEITHEREINLG, BT, RIEHEEE (CRP 3 mg/dL LLF) TQOL &
ENEEDOEF TIFILEFY (RIZFEAN) D HERESN . RIEHLSEE (CRP 3 mg/dL LLLE) TQOLEENS
EORERFITIE IL-1 AEEN/MHEREIN TS IL-1 EERELTEARBITEWVTIEAFTFXTT (1 IL-1 8 1)
DRERBIZHTDNEEEMMNERBEIN T D, Fz. 7FHFUI (-1 ERERED. BNERARE) &b
X2 T (31 1L-6 ZBRAGA, RIRBAN) OBFNMHELIRESN TS, 4. MGUS [FRRBHRRZET LD
D ABOXRETESEL,

5 %%

FRIFASHTIERDD, BEICHE ST AL 040, REOBEICLYT7IAMNR—LREEHTHIR
IDHB, Fl-. $9 15~20%I2) o/ \TEHBAE) /& WM, HBUE IgM BEEEEREL-EDIHRELH
BH. FOHEEIX— 2% MGUS ERIEE LN TS,
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< azZyUS—EIRRE DMEE>
Definite & Probable #x8& &9 5,
A. WIEIEH
1. BMERBHRES
2. Byn—2 ot IgM 5T G
B. EB/NIEE
1. RIEMEFE -
2. BUETIVV U ERREOEBEMNR (BROAEIRMHEN)®
3. RBERTHOERANIFHEKZE °
4. AIMEkIEZHDLNE CRP BE {(MAH-TH1IER)
<F>
s REMICAESNF=ELDIZES, 38 CLULETHIZFERANZNED, BEIRBE—EIZHAONDH,
BB EDEBFEITBATIEEL,
P ELUFTST4— MRl FIEBTILDIRR 77— D LRICKYEHESN S,
THF R ZRBH R EE I EL TRESINIKEIZERT 5,
T4TV/AREFECERLGER DFEILROHIL,
d3FehEk >10,000/ 1L HBHULNME CRP > 3 mg/dL
C. #AIZk
BEBREHDNIEREITHLT
BRARTFILIR
VA EY) U ERRER B RERE (BFIZT Y IL - )L XAEIEEE)
O E—EEFERETHS B O RIEEREE
EMRPHRILE &
oAs Iy miEMNE %
25T TIN—TR
BT REERD
Boo—ots&EsnJyoIcxLT
ERXTHOBE/O—RZES 0T i (MGUS)®

<iE>
cChbDERIFVDTNEEEHECHLENZRonSLDTHY . TOHFEETHINEILELD TR
CLEEBRTHIENEETHS,

<gZWohTI)—>
Definite & Probable X8 &9 5,
Definite:A MTRTE.B D 2 IEE (IeM DIFE) HHULNE 3 THE (IeG DIFE) Fimf-L. C kLI

S A))
Probable:A DT RTE. BD 1IER (IeM DIHE) HAHLNE 2 BB (1eG DIHFR) ZFimfzL. C ZfR4LT
S A))
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3. BMEkIEZ (4FhEk >10,000/ 1 L) ALV CRP F{E(CRP > 3 mg/dL) &2

4. REBEZFERELT7ZIOAR— REAGELI-FES

%m%E&UEfF PHEOMISIZR T 2 B EFEH
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S7C, [HIT6 7 A Thie b BV REE %E%ﬁ%%#é LT 5,

3. B, SEROBEN FEROBEEE HE T B EICRY LW ETH LM, mEERER RIS
TEBBERLDICOWTR, EREPRONRE TS,
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O #M=Z

1. B}E

1) EREAAE B BEET & (Pustulotic Arthro—Osteitis: PAO)

1979 FICRRARZFEBNHOESZEFEEMICKVERTONO THRESN-EBTHS. ZRIRAESEEE
i1 ¢ (Pustulotic Arthro—Osteitis: PAO) [X. E B JE (palmoplantar pustulosis: PPP) [ZEEL TRIEET B2
MEEMTOBESRELRETHD, ATiEE (WIERSE ., MBS, MEMR. H1~7ME. fKEE) 2R
TEGIEL, B BEER. KRB WHEBEHICLREEZELS, BEESRIEFIEREMENDIFLRETHY.
B, BRE. BFHLE. BULA. BIFHH, MELESHLTBENTILEET 5, 1981 FICEHFLITLYR
H ot FIZHKER (T T BTEZE (Sonozaki criteria) BMRIBEN T, 2022 FIZIX. R ER BN AL
BEETHHMT. EEFBAH A ABRBRMRABLEMRIL(EE) SJUBEREHBETRFROREIC
&Y. B IRER (MR FT R ERTEE LIS DR K Z M AIAATZHET PAO ZETD F51E 2022 (Modified
Sonozaki Criteria) AR E 4L 7=,

EHEYIT 2022 F£IZEESh -2 EHEFFE TIE. PAO [, BEAEIK (PPP) AN B BAET R AEIZ 1T HIEHI
($9 42%) . WMED XX ERFICFKEAE T HAEHI (59 50%) . B EAETRAEN R EAEKIZFEITT HEH (§99%) &
O, BHICEREL. BERERIIBEM T, BEMKIENETT SR KEEEELELL QOLIETE
1159,

LR EB TH D SAPHO JEIEEE (L. EAESIE (severe acne) 2L LK EAEIKE B LB E (hyperostosis)
EREBEL. R TIRERESBLEIEFNFILTHS, £-. thOBELURBLLTIEMBER M S KU BTRER
(Chronic Recurrent Multifocal Osteomyelitis: CRMO) 1L, IE4F 2 BH DO RIELE B O BRINERDH SHIHFEL
LTHRELHHHY. /NNR (10 BATR) [CHRIET HIENZINVEETHS, — A PAO (I, BLABITHAEL., KFE
FEAKAS PPP [CRE SN . BLBEIZNHBELGWVERN L-EBEFMELT. AR -R7O7ICEVTERERS
DHEILL TV, PAO [CX T A2 EHEFREICEY . REFEKIZEITLUCREEERNRIET HEHL—EH
RHon, F-REEREITMIILTEESERNMEEICETTHERETHY. PAO (FERIRBEE D2 RE
BTG LEHIEIEN S,

2. [FRA
RADOEBIITATH S, MERBICEWT, BE—EFRERESNTELT . SN DRBALREZH
RARBEE T HIEAEESND,

3. fE4K

FREKIE, FIEE (@S, HE. F1~7HEE. FIIRRE) OB FE. £E. BRTHY. BED 80.9%I:2
HoNd, EHAEK (41.6%) . (UAZBEETEEIK (17.1%) . RAHBIET % (35.5%) . (TE B % (21.6%) L= EE(CH
Y5, B EEAE K (KIERE R - ERZ b - AR EHRICHE->THEEL. KEBICKYERRESTE4ELCLH6E07%
TGV RBDETT DL EE. BHRIR. ERICEY . S5 -ER- B AT SR O R AL M HIR ., £ iR aEE
E ARBNSURABENELD, EEFTIIEBEEFTBERSLIURFBENEY# LD,
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4. BEE

RABREEHEIL TGN, ARBEE. ERKOBE. BENBIZOETIIF. #ESIURRSMOH
¥.QOL DRKILTHD, BEICEVTIE, EFEBEOEMBEE AT 0, BILLISAEAERTEND, E
MBGEICIE. FERTOARERRERE., JLEFY ERRREBR— HEE., KB ERBEHERY DT
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HY (TKET PAO ZBr D F 5| = 2022[Modified Sonozaki Criteria 2022]))
(AR)ITFERER. BABBENEEZZRETE)

6. EEENE

HY. EEFBHEH MR BBERAREXZARIERDIPAO EEEHIEREIZANT, EETHRET
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a. BEFIEBECHVT, REMEMECKIYERRALE (PPP) LS TS,
2. BRAEER
a. AIifIEE D& EEAEK
(7). HE. F1~THERE. FIRBEOVT AN ERFILEREED S,
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1. UFEAMFHMYE B EhEE

12. EERYO<F
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b. BEEERERMTIEGREEM R (BMXEEIE MR) DFENLETHD,

c. EIZIBIF A A BHERN T HENBETH D,
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C) L& A LS DEETDESE - EIRDIEE

D)EDIHhIFYIF AL REELI=M ?

E) ;& CRP i (mg/L)
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