288 BEAEMEXERERFRZIE B

1. =

nEEERFHABSRAEOEEERICE - TERMEICTERT 5701, LI OHEANTRELST-
Y., MERIEGE. URAEAREE T 4O BREEXFLENEFICELTEELMEREET 5K
RTHD,

HRMIZIE, IRXTOmMBRZRRFITHLTEESMANELSS, CITRH REZTHEERFDIELE
[Z&Y, DIEEREMERMLRRESE XIL-13 AF (FXI/13) R Z4E (IBF: BE 2 &M H mmE X) J.
2)BEREMHERMEERSE VIL 8 AF (FVI/8) RZHE (RRMEMRREA) 1.3 BEEREMHEBRRME
von Willebrand factor (VWF) R Z i (B 2 & % X von Willebrand Disease(VWD)) 1. 4) B2 R&E 4
BRMERESE V.5 AF(FV/5) RZE(WLWHPSBFV/5 AEES—) 1. 5) TECREMHBRMEERESE X
EF(FX)RZIEID 5 FIRERMRET B,

2. FA
BERKICEDENENDZRMEEREFOEMEHEE (LWhP S/ EES—) W, B SRR ERMEE
RFEDREEEHRNDRIREINS=OIFRERFNRDTHE(DIVTIARATE) M., HlD
RREGHEENSNEHAISND SHLGERERB-FREMOBCRENLKRE. BEMERE. BPE
BE) . BIR/DBEFOTLEA, FEFDHFRIIRFRMETH S, BRMUICBCSHRAENELHERIEF
BATHAHN. FRFERET. BWMEIZZVNIEMOMEBmBLETDO—RER LS,

3. fEK

1) BEREMEXRM FXI/13 RZE TE. — #7508 E R E#EE (prothrombin time; PT. activated
partial thromboplastin time; APTT 72E) DIEIFEEEHFHCHDITEN M HHT . BRALBMT 5, LHM
DEEHERE (AR R THEE) OHIONZ VA, EOEEIZTEHMT 2aEMEAH S, RICKEHM
TEHENDTRAMZEETHEN S BT avIFRITIELH D, HIMEBRIIC K> THRAGERK Qv
N—FAVMERBEPREEBLGE DEHHE) NEZLHATREMN $H D, FFICEES N M, RS M.
RERERE M, REEEE ML X, B@mrEitY55,

2) BEREMEXMY FVI/8 RZAETH, HMFERNEELLDOMN S, RALELE T H M OHA
NHEMEZEHTHIENS A, MAFAGEEM FVI/E RZIE) EERY . BMERHMIEFENTHS,
HIC,EEER. RN, EEREMOREERDGE X, BaNELYEINTEIENLETHD,

3) HEREMERXMYE VWF RZEDHMAR L, BHTLE THD, EHIL. BENMBEEDLDOE
THEADEEEDHMERERARET S0, FNIRELOEREDHETTESNLEET S, RIS
RKEHOULTEM, HMESavIFEITIENH D FFICEEERNE M., MEEAENGE EHamrEkE
%

4) BEREMERXME FV/56 RZEDHMAERD, BHTELE THAHH ., REEHMASHEEHIMMN S
ERLHS, EFIE. BENSBEMEDIDETELADEEEDE MEREZARKET S, RELD



EREDHERTEFMBLLIELIEREAT S, RICKEICHMLTEMN., Kt avrZERITIEEH5,
BIC.ETHOFEMIBBENEONFERTHIDOTIENDETHD, K. HIMIFBELEZION
TERA, EEL LB DT,

5) BHoREMERME FX RZIED., $E-ETHOASALADHMEREET HIEMNSEL MRP
THOBENEL, EEMHMMEREBICHEIN ., HEREOMIEICLYSEE BN BRI GESF
DH/ELHIDTEEIETHD, DB REHBRRMEEERFR SIS EAEFIOFHER I
VOB DREED-EEEBICLRETIILNHLILICBETILENSH D, 5H. BHEICSLME
mhHd(BEx 3:1),

4. Ak
A. lEEEE
A D=OIZIE, FTEDHRBRFNERBL TLSINEFEZELTH G, 7] AR L 5EE R F

FEEEZERLT DUEMBEEERT ILENHD,

1) BEREMEXME FXI/13 RZETIE, LMD =02 FXI/13 BEEFEETTHENRET
Hb, =L, BEERRIZESIVEEA—VORBEEERRENENH LD T, 5L FXII/13 &
FINELLERETHRERSI-O., LT L5FTEERDIBE, BMEEAINETHD,

2) B REMEXM FVI/8 RZETIX. EEMEHMITHL GRONMNIUENEFZ R ETILENH
B, 1L, BAMDAUEES—DNFET HIHGE & FVI/8 MFEEICIERELENIENAZ LD
TOEMAEE VI T AFXILGERETOMUVE VB REEFIEFRET 5 N1/ AR LX) .

3) BHEREMERXM VWF RZAETIE., (D12 DDAVP(1-desamino—8-D-arginine
vasopressin) X |& VWF & & %@ FVII/8 BiERFI R 5T 50, EHIOBESMADEOHEIZL-
T VWF QEURELFLHIANKELERLGDLD T, TNETN DG DI - ERREIRICE o151
BENMBLETHD,

4) BEREMERXM FV/5 RZETIE. EFHMHEHMICSHL TGREONIENEFRETILENH
%, 112U, FV/5 BEEFIEHIRSN TLVELO T, FffEfEmiE XILERE /MR (FV/5 Z58H T
[CED)REFH/RETHIENZL FEMEHOAEVES T, BB MIERAHIRT SAEEMED
HAIDTREICHI->TIRELGEBRENVLETH D,

5) BOREM®RRMY FX RZETIE, FEEHMISHL TEROMIEMBEZIZS T IHENH D, 1=
L. ZHAETIE FX BBEEEHRSN TULVELDO T, BIlkFZ PCC(TOMAVE VB A KRG
HAD . GEMER PCCLREEXRETHDOMNRATHS, HERKICKDFEEZTOVITSIVATED
f=HIEMMRIFBENELDZEDAHIDTEIETHD, REDESTHBERMBTTRELT
LR ERIIZE FX BHBFIALZELOD DAETIEHRENTLVELD T FX EZD 1/10
EOFEHYE VI/T BFFVI/DEZERTHEHEE FVI/T-FX EEHFIDBREAREDERTH
%

B. fulkiRiE FRERIE



BEREMHEXREEERFRZEDEDRRAIEFHATHIN. TNTLDEEEFICxTSEE
RAPHODFERTHLIDT, RERIGENATECMADOELEZLOLILENSH D, FEFIICEL>T
RENFIZEOMRMNELGY, B— e ERITHEREINGL,

1) BIBRERTOSMREDOSIOTHRI7ZIRGEDREINFIENEDN THEIEN SN (FHIFE
HERBIRIEBECHIEN) . HEFRIE . MIRSE, BRPELEDNHSGHE L. BIBRERTAIRED
B5#E2%,

2) AEEREOEGICIE)YFL T (rituximab) 2 VARRYD A, THFAT) o EDHRELE
BT 5 (SHIEREREES L) o

3) EE.SHAEAL/58TYEE (intravenous immunoglobulinIVIG) [ HEEZ I TULVELY, =150,
BHERESERRYE VWF RZETIX. VWF LRLZHBRIEESE LA H S,

4) WLMAEICHETIIEEE. MAEZ—FNICBRET 51-OICMBERHR., AEREEELEET
%, 1. BOREERXM FV/5 RZETIE, BRAKFICIE FV/5 fREEAZRR TMERIREE
BT BHIENEENTHD,

5) 3—AY/\TlI. BCREMEHEXRM FVI/8 RZEIC FVI/8 5 LA EINTEED ZHIGAIZKLD
BREABRELRAAON TV,

5 F#&

1) BEREMERME FXI/13 RZEDFRIIFRETHS, HMICKIFHRICHERENBLTHEZIS
NAHBIN1E, RHEICHIIEST 5610818, FERICHE-YEZEL THMIET 551115, BE
LTREIBREFOEGMN2E, RER1ERBTEBEPOEFHLFI2E]. BEREFRDOIEHHNHISEITH
%

2) BEREMRXM FVI/8 RZETIL, FVI/8 /U EEA—IE, REFEIFIF ALY\ > AILESRE
FTHRIENZLD, BT HIELDEEN FVI/S BEMMANRELTWNSIELHY .. EHNBRES
EUORNOBBHEENBDETHD, BTEE2~3ELE<, HME LY HGEINFHIEE D ORBEETEA
ZLDOT.BELGEENDLETHS,

3) BEREMHRXME VWF RZETIE. MEMGELET HEFNSERERTIEHNETTFELS
BRTHAHD. BERIENLTREICOI>TEET SEHEDEIL, IBIT, Lo-ABRELI-R&IC
BRIIEFNLHLDT. EHHREZEOCRIBORBHEENVETH D,

4) BEREMERRMEFV/5 RZETH, BRERTHEFNSHIEMENETRTEFETTFENSH
THY . AEICERLTREICHOI->TEET HEFB DG, E5IT, W ABRRLIRICERT
HEHFLHMESNTLLDOT, EHMREZECRABOBRBHRENIDLETHS. 6. BRERSN
F=EBIEIKOEHI T, FREMFERNRONLAREELHHD T, ERMNLEBERNIVETH D,

5) BEREMERRMY FX RZEIL. EZHMSINTIIEF I BO TOLRWV-OERLGFEETHTH S,
BOTOBOHEEZHIEFDEEOTIE., RENGIEREITERT 5 ENZLD ., RNRERIVESZ
BHBHETDRYTIEELY,

O EHQHFECHELEHE
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#3700 A
2. RROWEE

TH(BCAEERHEBOBRNHESN DN EBEINTLVEL, )
3. MBEMIEEAE

REESL (RHERE O RENFZEZRAVSH+DICHEIIINTLVEL, )
4. REDOESE

PLEGRBET . EREBRERYIET,)

HY (ARIEREBAMEIEMPFRDBEEE)
6. BEEENEE

BEIEMICEERmME 1B EBILEHEEEFEL. HRET S,

HAMERBBRAREE B AEMHMEAEOMITALLID-ODEERE LI ENIZEEHD
ERR AT BT
MEAKRE LUREXF(EFEE) REHE —EHET

BAMmMEIEM?S BXEORBATAFSIUEREZEES
REE FRERKPNERZE £5% BHP—H

BAmMZIEMPSE BEAEEHHME FXI/13 ZSHELEEREZES
REE WBERFE(EE) LELHE —#ATF



<PMREE>
1) BEREMHRRMERESE X713 BF (FXI/13) RZ4E (IBF: B2 R&E ML MR XI: AHXIL13) D2k
Definite. Probable Zxf& &9 5,

A. FEIRE
(1)iBE 1 FLIRICHRAEL-H MERLH B,
(2) XM/ EEMEE FXI/13 RZEDRIEEILL,
(3) M HEBOBRERMNLZL, HFITIBED LM ER (hemostatic challenge; M5, Fii. tkid. 24k
BE) I by,
(4) g EZE LR M/NMRELRE DBEIIR S LG,

B. &R
1. BEMBRETIXI/I3IZETAUTOIDOEEDNIDLUEDERELAH S GEEILEE. EEH 50%
LT,

(DFXIM/A3EMS. FXI/1I3 i RE  @E. mELLET,
=L, —EDEEHI. HIZ (£, 51 FXI/13-B T 1=y A RIAAREDES TIL., FELATD
BRI FXIL/13 BHN K DAEICE - THB LD ERTEIEEDZEN H D, FXI/13 BIHDFE
DETIEAEEESS OBEHORERFOETEF>TERE~PEEICETIHHEELEES
I & N5 EfE {% E% (disseminated intravascular coagulation; DIC) . EEDFEEREIZLDE - XRE
FXI/13 RZFETHDHZENZLY,
(2)FXI/13 LB GEE A/ EE) (i1 FXI/13-A YT 1w BE2RANRE D [F LA E DIEFITIHIE
TLTWSA, i FXII/13-B T 1w BERALNREDEF CTILEETHD,
(3)FXI/13-A T 1=k FXII/13-B T 1=k, FXII/13-AB, JiRE 1 FXI/13 B2HAD 24
T/ ERIZE ST HRABIEEEFTETLTLS,
2. BEZWARE
(DFXI/13 AV EESA—DFEHET D™,
ML T UETIREECTIVEYAHFELGECRIEFMFLORERARER (37°CT2HER
iR TE DHEERE T,
(2)$1 FXII/13 BEMAEDLFET S
A L/TOykE ELISA, A L /90T NERE DREFHIRETHBIL,
“IERUR. SRRV VBN REATHHELI-FERDBENERH SN T, RBETNITE DR EINFIZE
BEIZEHIAEFRICEET S,

C. BRI H
BAGT (XM FXI/13 RZHE (2HFHEFEHUK) . Z 1M FXIN/13 R Z4E (B2 S N EE %3
(DIC) . F1f7, 4ME. HMFELHEDMAREMEEE . EENEE. FEE. A/yk- xS/ LR, 84
REMBEBEGEEMXRBX, 70— FHE)] BEREEERXM FVI/E8 RZE (BXRMEM AR A) P&



KT von Willebrand (VW) fE{&Ef (AVWS) (4FIC B RE M H KM von Willebrand factor (VWF) R Z4E) . B
CREMERMEE VS EF(FV/E)RZELZEDMODETHECRERHEREH MFHEXRNT S,

<EWohTI)—>
Definite: AD 2 T+B1HXUB2-(2) ZFiifit=L. CE&M L= D
Probable: AD 2 T+B1EKXUB2-(1)%Fimf-L. CE&RI\LI=2D
Possible: ADET+B1%iEi=91D

<&EmR>
1. — B ERE
(1) B BEIXES
(2)PT EAPTT: BEIXEE
(3) /MRS EEIXIEE

2. ZOHOERE

(1) M/ A FXIL/13-A SR = (HDULME FXIN/13 55 M) S I/MREF L TRAE T SLIEEEN K
HENDHD T, XM/ BIGHE FXIN/13 RZIEDAIREMZRNT DDICHERATH S,

(2)F13 ®WHFIZ SR 1 FXIL 13 iRk ZE | AEHEBR THLONITELIENH D, V)T IR
ERHATIE., FXI/13 28 AT 2MBREF|D FXI/13 HLRED R R LR FHEHET LI
Lo T BREDTTEMNRFEICE S, =L, REFTEIREBIHFRNGA R TEAGL, RFEHRE
Tl&. FXI/13 JEEDEURFEOFFEZ T E T D EITEoT, FXI/13 EHEENHERESIND,
FXI/13 EMEMREZRBFICRE T HELLFECEE MRS LHETED, CNODRE(E, R
EASM FXI/13 HEDIZ5E MR, BIFEOLNEERAEEZIL TS LETLERATHS,

2) B RESHRRMEESE VIL- 8 BF (FVI/8) RZIE (B RMEMARA) DR %
Definite. Probable X & &9 5,

A. FERE
(BEBEFLAIZREL-HONERNH S,
(2) IR & AGEIRTE FVII/8 RZHE) DRIEEMNL,
(3) HIM MR B DB EREIGL FITBED IE M B 1 (hemostatic challenge; 4M&. FiT. IR, 2%
HE) [T mE 4,
(4) PusEZE P/ MRELRE DBEIR 5 M,

B. &R
1. BHEMNBETFVI/S EEDUTDIDNDEEDHNIDULEDEELNHS GEF (X FVII/S jEE. FVIIL/S {1
[REMNEEEED 50%LLT),



(1)FVII/8 ;&M (FVII/8:C) : T ELLET

(2)FVII/8 IR E(FVI/8:Ag) : BEIFELIET

(3)FVII/8 LLiEH CEME MR E) BEIXZLIET
2. EEZWARE

(DAPTT XREREAHABRTIUEES—ETH D,

FEFIDMITLEEXBOMBTLSEBEICHIESL T, 3I°CT2HMMMELTHD APTT ZAIET
%, FAZICMTHNIETRZE I TIUEES—EME. LRSI THNIETAUEE2—E I THEEH
T35, 06 RUVIEBERKEBREDOIL—TRT7oFaA7ISUMTIE ESERICAPTT Z8IELT
LEERBOERNZEOLNSOTEIREESE) . EAICERATH .

(2)FVII/8 4 > EE 42— (BEHIHIEF) B FEET S,

HEAE : —EEDRETBMITICFR A ICEBERRUEFMDMFLESL T, 28/ 37°CTIE
LTHSIETF FVIL/8 FHEBRIET H(RNERXFEK) TL2EEFE (2471 EXTLBEER (B172) 4
YEES—hHY . BEREMRBATIIEENZLND T, JRTF FVIL/8 SEMEM 50% % BX -FIREERE
AWTArvEES— iz EHTHERLY,

(3)#a FVI/8 BEME*HEET S,

FEREERKE, EIHEEREB (A L/TAYNE ELSA L. A L/VARNELRE) EFRWNTRES
I EINS, FVII/8 AV EER—, Thbhb A FVI/8 BEMFHL. REFMAETHRES
N WEICERET SR FVI/E BERALHBITERE T HIENFARELD T, /. REIGIEREDR
B EROHECRBBERCARATHILHFIN TS,

* HmMERKEELCGUV FVI/8 BERAKGEREMERBE MK LHFEETIIENHREINTLLHD
T.A-(1)EB-1DHEVEDIERERRIZEHELY,

C. #RIEZk
MmRE AGEEHE FVI/8 RZIE) . A RME V.5 AF(FV/5)-FVII/8 EERZIE. ETHDZRME
FVIIL/8 R ZfE (FEFEH M E MR EEZEE (DIC) 2&E) . GERTE) von Willebrand disease (VWD) . B 2R & 4
%X VWD (AVWD) . £T®D Z R von Willebrand (VW)E{ZEE (VWS 1D I B &R E . ANEEME /MRS S E.
EFRARMEREIE TIE. Yo N\ R T B HIEE R B LE DAL RREENHIIEB D REMEZRME VWS),
HEeREMEXME FXIN/13 RZE. BECREEERME FV/5 RZE. MU VBERNERBLREZRNT
%

<gWohTa—>
Definite: AD 2 T+B1ELUB2-(3) &=L, CE/RSLI=2D
Probable: AD£T+B1+B2-(1)FF=[EB2-(2)&i#f-L. CERMLI-ED
Possible: AD 2 T+B1&#&E=931D

<BEmR>
1. —fiEM MR EEEE
(1) HMmMEE: BEEES



(2)APTT: T IR
(3) M/MMr% - BEITER
2. ZDMDRE
(1) VWF Ristocetin cofactor ;&4 (VWF:RCo) : 1% . IEH AL XN (H MmAF)
(2)VWF fiIR E(VWF:Ag)  BHE . IEE H AU TIEN0 (H k)

3) B REMERXM von Willebrand factor (VWF) R Z4iE (B 2R Z %K von Willebrand (VWF) R ZfE) D
Definite. Probable Zxf& &9 5,

A. EIKE
(iBE 1 FLRNICRAEL-H MR H S,
(2) VW 9% (VWD IB IR VWF RZ5E) DREEHELY,
(3) B I 4K B DB RN, $5I21BE D 1L M & fi7 (hemostatic challenge; 4M&. F1i7. tkth. 5%
BE) ISR mBAELY,
(4) pusk EZE M/ MRELE DBEIIR 5,

B. REMR
1. BEMBKRETVWFEEDOLUTO3IDNDEEDORN1DULDOEENH S EEIL VWF Ristocetin
cofactor j& (VWF:RCo) . VWF /R E (VWF:Ag) BN EZEBED 50%LLTF),
(1)FVIL/8 EME(FVI/8:C) AE T HBDLIIES
(2)VWF:RCo & VWF:Ag: @& [EE LHiE D
(3) VWF LtiEME (VWF:RCo./VWF:Ag) : BEIXHEEIOEEISED
2. EEZWARE
(1)VWF 12 EEA—DFEET S,
VWF & GP (Glycoprotein) b EDMBEEAZBEET 5 MAE (L\hPE/UEEA—) N FEET I
[£. VWF:RCo M Ristocetin—induced platelet agglutination (RIPA) 7wt A RN IEEMIELDRER
BB (37°CT2RHIMEH®) THEEMICRIE T B2 ENTED,
(2)1 VWF BE AN FEET S,
JERFNE GEEEM) HuiklE. EICHAREBR (A L/TOYNE ELUSA L. A L/HVANERE) =R
WTREFMICEEINS, FHEHR VWF BERAK((UEER—) . REFMAETRHEENS,

C. &R H
VW 5 GE{RTE VWF RZHE) . £ TO R VW ERE (DM ERE . AREMEM/MRIESE. B ARRRE
BEETIE. YU\ XITEEIEE R EGEDRAECRRZEENHHIEB D REMERKME von Willebrand
FEIRRE) . BECRBEMERXME FXI/13 RZE. BEREMEXM FVI/E RZE (XM RFA) . BC
REMERME FV/5 RZELGEERNT B,



<EWohTI)—>
Definite: AD 2 T+B1HXUB2-(2) ZFifit=L. CE&MLI=ED
Probable: AM 2 T+B1EKXUB2-(1)%Fimf-L. CERINLI=2D
Possible: ADZT+B1%&imf=Lizd D

<&EmR>
1. — M MR RERE

(1) KR ERFIXES

(2)APTT: ERF/-IFEE

(3) M/MREL: IE&E B FE (TSN

2. ZOHDERE

(1)RIPA: IE&E B 3HAHUNEREN

(2)VWF TILFI— EEHDHVIEE (B FEIIILFI—RMHAHLIELEL)

(3)VWF 1 55ER .- VWF & FVIII/8 [RiERFIZIR 5L T, BEIC VWF FELmREZREL. £0E
IRE, FRFEETHETHEITES T MANSDBRERE (V)T IO XTTER K PFHEE (1oE
E4—=h B HK) DEELBEEHTTHIENTED, F212L. BIREQE T OEBFH O EMREE
AVWD [ZHFEMZRRET R TIEERL,

4)BCREEBEXRERESE V. 5 AF(FV/5) RZE(WHRHBE 5 RFAEES4—) DA #E
Definite. Probable X1 & &9 5,

A FERE
(1BE 1 FURICHELHMAERAH D,
(2) \ZMRFE GEIEME FV/5 RZAE) DREEHEL,
(3) H i P& BDEREBENG FITEED LM & f (hemostatic challenge; 4M&. F1iT. kil 7%
BE) [T MmBILY,
(4) AR EIR PR M/NMREGE OBFHR G,

B. REFR
1. BEMBRETFV/SEEOLUTDIDNDEEDORHNIDLULDEELNHD GEBEI(L FV/5 E . FV/5 R
ENEEED 50%LLT),
(1)FV/5 &M (FV/5:C) b T ELIET
(2)FV/5 IR E(FV/5:Ag) BEITELIET
(3)FV/5 LEEM GEME IR E) - BETELJIET
2. EEZWRRE
(OPT BLUAPTT REREHEBRTIUEES—ETH D,



FEBI D M3 LR E RO MBFASEMEICHFUEEL T, 3T°CT2RMMEL THS PT 5KV APTT
FAET S, TRESIZOTHONIERZE I TAoEES—EME. EREICMTHNIEN A oEES—R T
BiEEHIET S, BE. MUV BERKNERBOIL—TRA7UoFaAT7ISUMCIE EAERICPT 8&
U APTT ZBIEL CHRERFEOERNROONLSDTEIFEREE) . &HCHERATHS.

(2)FV/5 412 EER— CREINHIME) B FET S,

HEAE : —EEDRERBMITICFR A ICEBERRUEFMDMBFLESL T, 28/ 37°CTIE

LTOBEF FV/5 EHERIET S (RERFE),
() FV/5 BRI DEFET S,

FEFREMRARE, EITHEREBR (A L/TOYNEELISAE. A L/VOXNERE) ERAVTRES
MICEE SIS, FV/5 1V EE2— $ bbb i FV/5 BE AL, REZNFETRESN.
MEICEET DR FV/S5 BERALHEBICRE T 5IENTREL D T, FE . RENFIEREZONR. B
EOHEPFBBRRICHERATHLILEFIND,

*HIMAERZEZELCGWDD FV/5 BEMARBESNLZHEFET AIENHESN TSN T, A-(1)&
B-1DHL LD IFEEMRIZEHIELY,

C. #AI2H
NSRRI GEIGTE FV/5 RZHE) . 56X FV/5-FVII/8 A RZE. ETH R FV/5 RZIE (18&
4 & R EEIREE (DIC) 2E) . GEIEME) B X 10 EFFIORZE. BECREMEHRME FIORZE. &
TOZRMEFIORZE. GEEM) TOMOVEURZE. BEREHERETOMIVEVRZE. £TOZ
KETOrOVEVRZE., B REMRRM FXI/13 RZE. Y VEERIREERTEERNT 5,

<gEOhTI)—>
Definite: AD 2 T+B1ELUB2-(3) &=L, CE/R4LI=2D
Probable: AD £ T+B1+B2-(1)FfI&B2-(2) #imlzL. CEBzRII LIz D
Possible: AMETH+B1 &&=+ D

<&EMR>

1. — M MR RERE
(1) HImFERE: @FILIEE
(2)PT EXV APTT LTER
(3) M/Mr%y: BEISIERE

2. ZDDIRE

IW—TR7oFa7 IS ESEHBWDILRTETRREDIZ A (X, 1 CL: RGPHAFOCHAILCAHIEY IsG &
BIELT.FV/5 A1V EEA—DNRREDBIGETHARREMZEBRN T HERLY,

5) HEREMBRRMEERESE X BF (FX)RZIEDZIELE



Definite. Probable Zxf& &9 5,

A. fERE
(M REREL-FHRERIEIEREOH MERLHS.
(2) B FX(10) R ZIEDRIEEIZLY,
(3) MR B DB EREALZL, FFITEE D LM B 7 (hemostatic challenge; 4ME . FiT. Ik, 24k
BE) ISR mBAEL,
(4) fugEZE AL M/MMREGE DBRIIR S LG,

B. REMR
1. BRE—REEBETPT EAPTTAERLTAY. FEMRET X BEEDOLUTO3DNIEEOWN1DLULE

DEENHD BB FXEME., FXIEENEEED 50% L T),
(1FXEM(FXC) T ELUET
(2)FX REFXAg)  BEFZELIET
(B)FX LLEH CEMERE) REEFZFLIET
(FHBERE FX MEEDRELRIZINE SN TLVELY)

2. EEZWRARE
(DPT RO APTT D 1:1 REHER, REREGHARTIVEES—ETHS ™,

FEFID M REXT RO MBASEREICHEFESL T, 37° C T2RMEMEAELTH,S PT LU
APTT ZBIET %, TRAZEICOTHNILIRZE I TIUEES—E2HE. LREIZGTHNIETA U EES
— R THHEEHET S, BB U BERRERBEOIL—TR7oFaA7IIUMTIE REERIC
PT XU APTT ZBIEL CHLEERFBOERNRHONSDO TENFLESE) . EANICHERATHS,

(2)FX A EER— (CEEIFIME) KN FEET D™

HEAE: —EEDREFBMTICER A CERBERRLESF DO MEEEZESL T, 26/H 37° C TH

ALTHLET FXGEMEZRET S (NERSTE)
() FX BEWMHK* "IN EFET 5,

FEFAEMIURIZ, FITHERER (A L/TOYNE ELISAE. A L/VAINERE) ERAWNTRES
BIZREHSN . FX DA NoDI) TS0 RAERELTLEREDOREREHBRTIEIRZE 12 RLKE
DRAELGYS%. FX AUEES—, Tabhbh AN FX BEHAt. REFMAETRESI ., HE
[CHERFET S0 FX BERALSBICRE TN ARELD T, mE. REINHBEEZONR. EfEDOF
ELFBABEICHERTHS (SHSERAER FX BERAOBRE RIS SN TLVELY),

U1 REERR. RERERRTRZETH>TH, TORAUVEEZ—DRERFEZTREENS
CELHAIDT. BHDFEERANDS. RIFHEZEE LV TERERET HENEFLLY,

HIGERZEALCGV R FX BERRRBESNDFES DAREENHHIDT.A-(1)EB-1DHELD
DI, FAIELTRERRICEDGN, L RELDEEDH TEOK R T H MAIR D HEUVE
BITH, EORHMERZET HLLTFESNIDT, MELGRBERIVBEATH D,



C. #AlZH

B FX RZIE. £ TO TR FX RZIE (FBIE MM B REREGEIZEE (DIC) . AL-7IOA/R—2 R7EE)
(BEH)EFV(E)RZE. ECREMHERRME FV RZE. @ TOIRE FV RZHE. GEEHE) FOrarEY
RZE. BCREREZERMETOMNMIVEVRZE. 2 TOZRMETOMIVEVRZE. BCREMB XM FXU
(B RZIE. M VEEEMKERBFLGEZRN T 5,

<gEohTI—>
Definite: AD £ TEifT-L. B1RUB2-(3) &ifif-L. COERI T REEBLRNALI-ED
Probable1: AD £ TZi#E=L. B1 RUB2-(1) & L. COEA T RESEBZEZRNLI-LD
Probable2: AD £ TZi#HT-L. B1 RUB2-(2)&i#&f-L. COEA T REEBZEZRNLI-LD
Possible: AD 2 TRUBI1 Zifit=9+HD

<BEmMR>

1. — iR MEEERE
(1) B IMEFME  BE T IER
(2)PT RO APTT: AT IEE
(3) M/MMr% - BEITER

2. EDHORE
A ERFEFERORIC. VT R7oFaA7 IS BHEILAEREDZE L. AL SFHIEY
(CL)- BGPI HifA X4t CL IgG DBIERURERERER T, FX 1V EES—DREADABGIETHL AR
EZBRNTBHERLY,



<EWOATI—DRR>

A. fERE

Possible*

Probablex*

Definitex**

(1) HMERDHE

(2)EBInlt FX RZIEDKIEEFFEL

(3) Hi MiE R DEFEAEL

(4) LA BIZ ot /) iR FE DB E R T HEL

0|0|0|0

O0|0|0|0O

O0|0|0|0

B. REMR

1.PTEAPTTER.UTO FXEEEBEREDESE

O

O

@)

(1)FX;EME(FXC) : ZLIET

(2)FX IR E(FXAg): ZLIETF

(B)FX LE;EME CEM R E) - ZLMET

—D2LEO

—D2LEO

—D2LEO

2. EEZWRRE

(1)PT BLE APTT XZEBEEFBH 1 EES—T

(2)FX 1> EEZ— (FEHIFIYE) 5 FFiF

—D2LEO

(3) i FX BBk H 77

C. #RIZH

BUREBZERS

O

O

*; Possible AD 2 TRUBI1 #i#l-410

Probable 1:AD £ T#%i&1-L. B1 RUB2-(1)Zi&f=L. COENTRSEKELXRINILI-DD
Probable2: AN T%iiif=L. B1 RUB2-(2)%i&f-L. COEANT REHKREXRRNALI=LD

xx%; Definite ADET+B1 RUB2-(3)##H-L. CERILEDBD




<EBEEESE>
BEIFERICEEHDD (1)~ ) OWFThhE1 B ERILFIZEEFNELARET B,

1. EfEHM
(1) BanR97: I
(2) EERGL. EERMIBFOHM (FIZ X, BBERN. RN, RN, [E . EER. BREER.
BEEIE. BRI, DERN., OV /X— AV MERBEEES AN IME)
(BINESOEUE8e/dL UTDEM&BH S E2g dL U LDEREAESOEEERT
Lo Hm
(4)24 BFEINIC2BE G L ED2MH S IR E N ELT HH M

2. BRfEHMm
RS DETOED**
* BAREERRE RS AR A ZE (UBAT) £ 8B 12T 52 LEHER
CERURUVERMEOHMIE, EECECTLEMAEEERETAE

XPMEERUVEEESEOESICH THEEEE

1. WEBZEICAVSERRKRER . REMEFICHALT. SHEZ EITREBROBESTVEEIZE, WThOK
HOBDERANTHELI ARG (fFZL, KR DBRBZE T I BRRERFTHo T, HERATRELGHDIZR
Do)

2. ARFBRICEITAEEE DB OVTL, EYREFHEERD T THERSMITHONTLSRETH T,
EL6M AR TRLEBVVREEZEMA KIS 5-EET D

3. BB ERDEENLEDEFEENFEFT—EULICKALGNWETHLD ., SELTERTHRGT L
ARERZLDITONTIE, EREFRDARET S,



334 MILTFURZIEGRE A2

1.

BZE

MO L 7 F R Z fE{ZEE(cerebral creatine deficiency syndromes: CCDSs;ICD10 I—FK E728)[%. XA
JLT7FUORZIZEY . MHIEE ., SEEREEF. CADALGEZRIET DEBHTHL. ILTFUES
BROEREICKDT 7O /BB AT IV REBER( GAMDRIBERUVTILFXF =IO U IO/ EERH
BER (AGAT) RIBEWRITILT FUEMERETICLDILT F U5 RAIR—E8— (SLC6AS) RIBIED 3 &
BNEFEN. TNEN, GAMT BIEF (19013.3) . GATM BT F (15921.1) R SLC6AS 5EITF (Xq28) D
TEITKYFRAET %, GAMT KIBAE R U AGAT RIGEFELBALMHEGRIR . SLC6AS RIBJEIL X &
HIELHELRE R THS, 1512, SLC6A8 RIEJEIL. ERMEMMESTEEEOR TRVEENSVEER
D—DEHTESNTIND, FRIE. EHEDEEIZED,

2. [RE

GAMT RABfEIL GAMT iEInF(19p13.3). AGAT RIBJEIL GATM EIEF(15q21.1), SLC6A8 RIBJE(L
SLC6ASBILFXg28)EENBLEFEERIZKYRIET S, GAMT RIBFER U AGAT RIBEITELBHKS
PR . SLC6A8 RIBSEIL X EHEM KRB THD, VIt MEHBRNOILTFoORZEEZ-T,

3. fEK

4.

SLC6A8 RIBFETIL. BE~FEDAHMEE (18 FULEED 15%FEEMNEZTEEY D). 558
FEET0 FTULDBETIE 14%AHEDEREL. 55%NEFEDHDHE) . [TLIVNA(59%) . &
BEE (KFASHIT 29%. DRAR=7 11%) . TBEE CEERN - L EE 55%. BFRAEARINS LI 41%
BE) . T DD EEER (FARRIET 40%)ZRH5. BEVCEEICH-0EEXREVELT S, [van
de Kamp JM, et al. Phenotype and genotype in 101 males with X-linked creatine transporter deficiency. J
Med Genet, 2013] GAMT RABfETIL. EEMMIEE (60%) . [FLINA (78%) . EEIEF (30%) . TEIE
E(77%) %285, AGAT RIEBETIE, BE~EEMMES. (TLVNA(9%) . ITBEE (27%) . HE
RIET (67%) %5265, [Mercimek—-Mahmutoglu S. GeneReviews, 2015]

AR
GAMT RIBFER T AGAT RIBEFBREDILTFUODRMRBENEDNTHS . RVEEDE L
SLC6A8 RABJE (L, HALBEENRALNTLDA, BREBEELNLZL,

5. %t

AR TFRIIEHEDEEICLD EFDERMMUEELEHENEEEITKETHEEZLOND,



O ZHHEIHELEIHE

1.

BEH

100 AR

HIFEDHIE

TEOLTZFU/IUBILTFoRIE BOBICHTHIEFEHNIRILF—OMBETBEOEEHREL
TEWTWS, L7 FUAEERPEZEDOEZIMRAILTFORZEEL. MINES. SEBHEE
. CADAESIERITE. BAND, ILTFUIE. BEMLDERICEAZNAEENLEDE, 7ILE
ZUET)OVERBELTTILX UGS U TIV /RGBSR (AGAT) RUT 7O /B AT ILE
EBEBRGAMTOZDOBRICKYELEININEAEDEDONH S, JLT7FUE. REMOEICFE
TEILTFUNSIVRAR—2—&N LT, REMICHZHRLE IC#EESIND, )

MMBRMRERE

FRHEESL (AGAT RIBFE R U GAMT KIBETIEIL T FUMAEEICKY . BBAEEOCH HOBREERD
%, GAMT RIEFETlE. HREBMHOBWNI T /BFBOEEFNA D20 IV =_Fo PR EEFR T
)y LD, ZILX = EREIEN S5, SLC6A8 RIBEICX LTI, ARASEEENLTL,)
RHOES

DEHNEEDOEECEHEDEEIZLS)

HY (BRNRHRERINIL T FORZIEER IZHDFEIE)

M  modified Rankin Scale (mRS) 3(hZEENDEE) LI EIZFEY
@ BARNERERICIIBE-FEDOFMRT—/IL3LUL
@R HBARNEDZRIZKAFROFFHRA—IL3LLE

D~BDONFTNMNIHTIFFERLDERFRET S,

O 1A
BAMARERERMRERX NECUHEERE - AMNEEZS I HREDODM AR - TR ATLEBEIH

EA )

MERKRE BAERKFE &R MR
AR E RBRFRZREFHRES /LAERFEE FESR FMEHC

EXRNERHREFR XRAWAEXIERER]

WOLT7FoRZERE BHDFESIE
REE RBRZRFZHREFVRET /LERFHEE HEZR AR



<EOBREZE>
Definite., Probable Zxf&R &9 5,

OLT7FUoRZIEIZEDDETELE

fEIK

HMIEE

BEARRINS LGE

ThhA

EEREER

. FRRIET

(BEMR BERLGEDRBFELNBHDBSEITLLIENDHD,)

a ko nd =2

B. BREMER
1. MiKk-HLFRREBEMR R, ME. EERPDILTFU  ILTFZUORVI T2 /Bl
(A)AGAT Ri8fE MBEFDIT 7= /BFBEOIET. LLLIERFIT 7= /BEB/ VLT F=ULLDET
(B) GAMT Ki8E MEFELHLIHEFDIT 7O /BFBO LR LILERPIT T /EFBE/ VLT F=
VD ER
(C)SLC6A8 RiEfE (BMBB)RFILTFU/VLT7FULDER
(RAPILTFU/OLTFULDBAMISEET AHERE, JLTFL 1mg/dL=17826 u M, IL 7
F=2 1mg/dL=884 U M), FRICFSTEEFHTHILEEET D BEDEELZZITOT VO &
HEIDRE. HEIWIHEBERDOBRAZAVZAENDETHD. REEE TIIEETEETHY . 28
[CAWAIEIFH RGN, B HAICHEEZEICIE., X HI-MRS LELEZHRENDETH D, )



£ % HL A (B (Almeida LS. Mol Genet Metab, 214-219, 2004 [2&3)

Bify R (n=140) m:E (n=60) BER (n=25)
7=/ Bk uM 0-15 &% 9-1142 0-15 &% 0.35-1.8 2FH 0.02-0.56
15wl E 20-577 15FLlE 1.0-3.5
GT=V/E®/9V7FZY  mol/ml 4L7
0-15 % 4-220
It FZU
15wl E 3-78
FR (n=140) b (n=60) BEi% (n=25)
9LT7FY uM 4 R 5-6725 10 @R 17-109 LF# 17-87
4-12 % 36-4964 10wl Lt 6-50
12melt 31-2588
JVTFUIILTFZUNR 4 R 0.006-1.2
4-12 % 0.017-0. 72
12melt 0.011-0. 24

2. EfRREMR G HREIZHE) IND 'H-MR ARZ-OXIE—MRS)IZEITEHILTFUE—IDIET,

(BEFR X MRI/CT DNEIEZL - BREENZHMDSEICLELENHD, )

NEBHEELZERTHE. BHICEMEHETIE SLC6A8 RIBEDENNEETHY . RPILTF/IL7T
FoULHDRAEEREBRET RETHS, RIZ, 'H-MR ARIFARIE—MRS)IZHFEHILTFUE—Y
DETEHRT 5, BLFMUREICIYZHITHEE T S, 1L, TEBFICHLTIE, BEFEHRED
HDEEZMEL D, RPILTF /UL TF=Ut. MRS Tld, B TELGLY)

C. HHIZH
a5 X JEMR B OHMR R ERERBFLE . MMNESETERET DEE,

D. BIZFHRE

GAMT RiBJE GAMT 3&{5F(19p13.3)

AGAT RiI84E GATME1GF(15921.1)

SLC6A8 RiBJE SLC6A8EIEF(Xq28)

(570 3 FRARBRINE SN TULRAS, GAMT, GATM B SLC6ASBIZFDHREIL. T S DNA AT~
REKBEHARETHD,)



<EBWohTI)—>
Definite: A-1 Zjitif=L. B-1X & B-2%iif=L. COEA T NEKREERSIL. DERTILD
Probable: A-1 &1L, B-1RUB-2%i#if-L. COEA T XEHEBERNLIZLD
Possible: ADSH1IHB Zi#-L. B-1Zi#f-L. COEAIT RERBZRNLI-ED

<EEERE>
modified Rankin Scale (mRS) , BE X &, FRODEFNZTNDFHERT—ILZRANT, VT HhNILULEE
WNRET B,
A A kRkmodified Rankin Scale (mRS) HIEH#EE
modified Rankin Scale SEICTRER
0 | Eo=JEMEMLLN BEERSLICMEHBIENEDIZHLVRET
H5
1 | EEEHH>TERASHLES T BEERKSIVMEBIRIEIH DA, FAE L
HEODHOPEHIIITAS BIMBITO TN = E R ENZHIR (XA L VR
RETHD
2 | BEOEE: FIELLRI M ST o> TV =EELFHIZHIE
RELIRIDFEMN T RTITASDITTIEE | (THSHH. BEEFIIBILTLSIRETH
WA BADEDEYDZEIENBIELIZIT |
AD
3 | FEEDEE: BUVWOLAHRBEREEF AL EGEIC
ASHhDNENIELBEETEMN, HTIENE | EINBERELTIN, BEST.BE. 5
LIZITZA% FFLGH DM MMMLUEEIZIENBIE R ELS
LELVKEETH D
4 | FEEMEEDES: BELST.BE. BELEAOHE. MMLA
ST PEERBERICIINBIDALETHS EIZIINBZEVRELT I, HHRMENEL
WELELIELVRETHD
5 | EENEE: BIZHENDNBZEDLELT HIRETHD
B-EY RBKE, BITNELERFYEZRE
L35
6 | BT
BE-RE N
JEIRTEL

a ~ N =2 O

FEIR (R)

0. fEIRZL .
1. fiEEDETLREDREIH LN, HE4EE - BEEFBICKERL,

CRFICOES. BEFEAELLVVEEDERLNH LS, HEEE - BREFIKELL,
. BYHMEOIXRC. BERDEENDIRELELT S,

. BE-RBERC@ALHAIDNTBIEET D,
. FBAZ SRR OMRBEMBERE. ROUBRRELGLE) ZLEET D,
- EEMICEROMRBERIKREFLTNSD,




FFIREZEDT=OIZEEDRUINGEDIERLHS.

FFIRAE RO BEER D5 (FI1273 5. HAWIEBAREDBEEEFHETEINNELS,
IEEDRS | HAHNIH R SEREFRRANBE,

SEVRH AN ERENTBRIEMEERANDLE,

o~ e N

XPMEERUVEEESEOBEGICHTHEEEE

1. REDHICAVSERKER. REMREFCELT, SHEZELIZRRORENGVGSIZE. LWThO
HADLDZRANWTHLELIAL (2L, SREARDBZBZ R T BREREF THo T, BRATRELGLOD
[ZFRS. ).

2. AEFBRICBISEEESEITOVNTE, BUCEFHEED T TERMTHONTOSIRETHS
T.EBEiaen AR THRLEVVKEZEMN MY 5887 5,

3. BHE.ERDEEALEOEEENBFT—EULICRALGVETHLSD, SRELTERETMRET S
ENBELGHLDITDONTIE, EREBEMBOMRET 5,



335 FRTOEE RI#E3

1. HME
FIOVEBIE, —RIBEICHFHETSHELEZI—FTDH NPHP B FOEENTIRERESNTINS,
BEAERLHECHEETHD. EREREHANIBFREIZTESIERARLNDIIEAHEH.,
BIER D RO ONLENZENZ L, BARIAEEILL, ERMIZIE 0 HETISKEBBER2ICES,

2. RE
NPHP BIFREENTZERESNTINS, NPHP EIEFMNI—K T 52— RBEICFET S 7O
AFUERARBREDRIBIZKY . RBEDIER (FEREAIBEEDLELTIRHEILZTE-T . TORER.
BHREEENETLRABTTLICES, LHOL BRMICRIAVENROLNIESICEWGERTFE
ELNEESNDHEEIHTH 30%EETHY . WEEIZRAMLHALHZHE>TLVENR2EZL,

3. fEK
BEEES. RETEFALCHIERELT, B/ ZR. BRERAZE/RR. REXZEEE. &M, 50
ENRRSNDIENAH LN, thIZHEHMATEREBOONGNIENZ N, — KB E L L BICHEET 51
OBENRELRONDD . TOHEL 10-20%ETHD. KRMELOELT MIRBREMLIE. &
BHE FRHEE. REEFLEENHD,

4. BREE
BANAEREILZD, BASETENHT -0 REHAEN N THOA, EMPENELEDE
BHE ISx L TRHEBEN THhN D,

5. %%
EARMIZ 0 BETIZEFNKPBRLICEY, BREEE (B, BB 2ES S,

O EHDHEICHELER
1. BEH
130 A~220 AT2E
2. REOKE
B (NPHPEIZFDES I RIEINTLND)
3. MRMEEAE
KREEL (RABFAEHICIEBREERR)
4. REIOEE
HENREARE CTETHETH D)
5. PERE#E
HY
6. EREENLE




EREEDFEICIE CKD BEEENFBZAL. E—FyTDFDOBAERRET S,

O thsmiRtt
EASBHEFRARDSMA AR REFREE
NRE RO D BAEEHOBE BIRAH O R IR
FEKES LEXLEPHIRHYE %8 GART

BAEHFS
LRAFRELE RREEEMAE BR-SOERAR B8R #HER

BANRRSES
LEAELE LERPEFHNIHYE T AARA

BA/NERERRFS
LFERELSE SREXFEFMNERTF DREE REMST
RRRFEFMEMAEE £H0UR BBHhT
IR FEFI/NERZFHE BR MAEN



<EORREZE>
Definite., Probable Zxf&R &9 5,

A GEIK

%R
RRFEITBRERKE
EHE (<-2SD)
= E

P wnh =

B. REMER
1. WAMR
BEGRECERERE
2. RER&E
BEjRIEE=1010

Repp2 2o/ 0 )y /FRYLTFF=2 2300 pg/gCr

BEARMESE
3. MEKRE

MEEAESOEfE<10 g/dL

4. EEBE
7N R ER K S AR
5 BREMR

BHEZTLET DRMEE OERKLR
FREEZEEROTRAMEEL

(EBRMEHEEICROONIBRENDSEHRR)

LR BRAK, RMEE - E~OMIRRE. REE-REREL

C. BHNAHHE
MEEREME
ARERES) KR
FE B
BIEEE
FFHRHEE

D. BRIk

BERRERRE. ERXBAEESRELEERE.

BRE

BREASHSRMEERE. EREKEERBERER



FOOVEIZEAET HEBIETFDEER (NPHPI, INVS, NPHP3, NPHP4, IQCB1, CEP290, GLIS2. RPGRIPIL,
NEK8, SDCCAGS, TMEM67, TTC21B, WDR19, ZNF423, CEP164, ANKS6, IFT172 CEP83, DCDC2.

MAPKBP1, XPNPEP3, SLC41A1, TRAF3IPI, AHI1, CC2D2A)

<EZHOhHhTIIN—>

Definite: ADSH1IEB UL EZET-L. B-1%i#E=-L. DOER T REEKEZRIN L. EFFH-TED,
Probable1: ADSH1IBB LI E#FiET-L. B-1%iE-L. DOER T ARESKEELZRNL.B-50LVTNAN1IEE

(BB RIS ) ER/=T LD,

Probable2 : ADSH1IBB LI E#FiET-L. B-1%iE-L. DOE R T AEKEELZRRIL. B-2,. B-3. B-4RUC
DHEMH2IBR UL EFET-3 32D, 1=1-L. B- 2L HE DRI DDS561 LU EEm-E X1 E#Z . ClE

FNFNEMIL-1EBEHZ D,
Possible: AMSDH1IEB UL EZFET-L. B-1Z&i&E=L. DOEANT RESEELXRIN LD,

<EBEEHE>
BEESHEICIE CKD EEESEZAL., TRRE—rMIYTDFRDEBLENRET S,
EA=174"%) Al A2 A3
REATEE
B E BEEZAR | SEEOR
(g/H)
EB/Cr it
RE&ER/Cr 0.15 5K 0.15~0.49 0.50 Lt
(g/8Cr)
G1 EEF-IEIE =90 % H Lo
G2 | EEF-IIBRERT 60~89 % H Lo
GFR X% — g
G3a | BE~DEEEKT 45~59 -} Lo 7
(mL/min/ - -
173 ) G3b | HEE~SEET 30~44 Lo [ DI 7
. m B E e E—— S E
G4 | SEET 15~29 7R i i
G5 | KRBT = <15 Din Din i
GFR DEEFEIL, LLTEFEA

19 ML E: 194xs—Cr "< FE @ % (ZEDIHE(E 0.739 ZFEL D)
2BLLE 19 Bk 110.2x(ref Cr/s-Cr)+2.93

IR ref Cr=—1.259Ht°+7.815Ht*-18.57Ht°+21.39Ht?-11.71Ht+2.628

% IR ref Cr=—4.536Ht>+27.16Ht*-63.47Ht>+72.43Ht?-40.06Ht+8.778
2@kt LEETHEHLEZGFRIZUTORBM RERLAHZLICLYVEH

R=0.107xIn (B %) +0.656

BAIIZOVWTIEUTOEY
Fin:F

Atn: A

s—Cr (M;FYL7F=1E):mg/dL
Ht (&) :m




ST EE K OV BIE L 3B OBISIZ 31T 5 ¥ EFH

1. WA ZWICH WD EERIER, AT REICE LT, ZREE RICRFBOBEN LWSEE 1T, Wi
NOFEO L DOEHNTHZE LI 2R\ (72720, Yk oi 2~ iRIERE Th - T,
RARER L DIZIR D, ),

2. IREBIRTEIZ 3T D BEIEEAFHICOW T, BEUREFHERO T TIREMTOIL TV OIRETH
ST, HIL6 2 HETRLEWVIREAEM>HET2 2L L35,

3. k. JEROBEN FRROBEEESFET—ELL LITHEE LRWE TH LM, @R ERZ kT
5 EBRERLDIZOWTIL, EREMRONSRET D,



336 FIEMEIR B URAL NUME 1(REEEK) Bl 44

1.

BZE

KRR B JRA> 787 MJE (familial hypobetalipoproteinemia: FHBU)1 (X &E # A EM EERXEE
BHBEIEMHREBETH D, 1987 FITKREKEBITENT, TRURE/RIBUATIZRBIEWND, ) DEE (APOB
BERFERE)DPREINT - ATOERESREILBRUSHEELD . REEZREREIFHTHD ATREERE
REZERERE, BRI HEROBIALATO—ILDEDRERE. BEANDRIGHENELELY ., TOEE(C
BVWTHL2GBIDEIRWNET IV ENSH D, 7R B [FaLRXTA—)LOR) F1) 254K (triglycerides: TG) %
KR AN ESEIELLE ) RE2 /8 E (very low—density lipoprotein: VLDL) . faEMLIEAMEESIL ©
IRLF—RELTOIRELZRIN-EMT DNAMOIIVOVERRT IEELIV/NNVETHS. TRBDE
ELEEEEEZL-09 APOB ZEDREEREARDIGEICIE., £ B URE /Y i & RHkIZRE iR
BEEELEINICLIBEAMEFSORZAE. ELVMEOLXTO—/LME., REMICHERFMEREZZRDH S, I5
BHEFIDDEREELE DRBEITOIN. KABETIE 30 MATRETICHTEELEZLL ADL EE
ZEYHMEES. RERKEEL. ChAERFPREERT 5,

2. [RE

TR B &, MBS REBRELGSTGRIEAEE A4SV EARNIZRY AND-ODAhAAS/OUEFESRS
VINVETHD, = FiEO oA MmO FORORFITLELZILATA—ILY TG E S VLDL %48
e B2V INVBETEH D, APOB B FHERAEERDREERERTHAINEETIE, hrOxy0>
1> VLDL GENER- 2 TET . BBEPIRBEEE 2SI ORINCEENZERIZET SN 51260 &L Y
RERIMAEERHFDELIMEIAL A TO—/ILMEEFTRL, EEDHKEEEEEET,

3. fEK

4.

RERARIPEE L. ENITHIEBRMHE IV DRINEE FFICEFSY E RZ)ZRHD. BEIHRINOE
BTV EEGEHRICIIRIABEELITIRFTIEME. BETH. BHEREBTEZTEET 5.
T EBRMEAIDORIEEICLY ., FEREREMLE OIRIEIK, £HEHEER (T HEMEC
FOEBENKRFOEMLME . RIEMEEEICLINBEETORRIAEKRGE)ZET H, TDEMN. E4S
v K RZIZEDHHIMER LD FEICL DT BAREE S H LIS,

AR
RABERGHEREDHTHD, BBMEEIIDDHFBEZITON. FHICEFID E NEETHS,

HIBIZIL1 8 1,000~2,000 mg, BAIZIE 5000~10,000 mg DRHAKEHR STk > THIRERDRE R
VERZEBEIELAEEMNH D, HILFRERITH L TIXAEFIR. 45 ICRIFBHEBEFIRT 5. XE
FEEICHLTIEHh/OI/OER T ITRINSN S EEAEEA (medium—chain triglyceride : MCT) &% 59 52
ELHBH(FFZL MCT [CKAFBEEDFZRDOAREEICITBETILENHD),

5. %%
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1.

BZE

ETEREMEFRRETS2%ME(Progressive familial intrahepatic cholestasis ; PFIC)I&. 3LIREiIZRIE
THEGHEDHRNEAIOFETHD. FRBERLMEGHEAZLIERETREEEGFIIEREETIC
PFIC1-5 @ 5 %% A% OMIM (Online Mendelian Inheritance in Man)IZ&# SN TL 5, PFIC3 #BkE, MiF
EEEVILEY  BIBTEER Y AST-ALT OEE. v-GTP EXEEXFEESETHAHENHETH
%o

FERIEWVTNLELR AN OB NAET SoFIC LS IRECERGEEREZEL TETHEORAEE
EAHHN, PFICT TIETHI. BERRER £, MERGEFIMERZTEH T HDITHL, PFIC2 BV PFIC4 IFEIK
DFICRET 5—ATRIICHTEAEITL. FICFHHREEZRIET HIEAMoN TS, BEELF
ABFI, BEAMEAS VTG LE OHEREN TR T, REMABEOENGIIFBEDEIL LG5, BiEE
DFBIZFFIMEKRDEEIZKYEL S, PFICI-5 [EBARATIEREIBOTHTH S,

2. [RE

PFIC1 DRELEIEF (L ATPEBT THY . typelV P-type ATPase subfamily ) FIC1 (familal intrahepatic
cholestasis 1) EAZ3—F 9%, FICI EHDOEREIZKY. FrHfE. /NMNEHRICE WL TIERABRRBICHND
5N ZBIKFXR (Farnesoid X receptor) DHFHIREIE T IS, FTHD FXR DIETIE, BETEEMSV XK
—A—T#% BSEP (bile salt export pump) DFEIRETEEIEEL. BB WELIT5, PFIC2 DREE
{&FI% ABCB11 T3®HY . BSEP (bile salt export pump) EHZI—NY %, BSEP [XATHERID EHIEEIRIC
WL, —REETEEEEMEEREICHWEE S, BSEP DEE T, AN SEERNIZIETEEZDMT
EYETERMNERL. EMBMR L. BA5-o%%E1-7, PFIC3 DREEERFIE ABCB4 THY.
MDR3(multi drug resistance 3 P—glycoprotein)®EBZ31—KF9 5, MDR3 EHNDEEIZKY. BBt HE
BAREL. BABREDOI LA TELRGY BB OREEH/ERICKYEE LR OEEMBAD
EEZXY, PFIC4 DIREEEGRF(E TUP2 BEFTHY. A bDrv I3V ER TIP2 Z3—KL, TIP2
RABIZEY EHMEE DEEREHID PFIC WNFRIET S, PFICS DREIEREF (T NRIH4EEFTHY. FXR
Za3—KRL.FXR &4BIZ&KY PFIC BAHIET S,

3. fEK

PFICT [, SLIREIMNOBIEMEBELLTREL., HREE . FTAE~NEETT 5. F-ATIEE. ZHRLE
FEREET D, DM, EE K. 15 EMIER (stubby fingers)Z# 29 %, FICT [XFFED 1ZH . B, /N5
fEER . SRS EMME. B, B THLRIELTWLS=0. B FERET LI FMERELTTH
ORER ., BEEAE-TILH D MARBETIIEEEILEY BB RU AST/ALT DEEZET S
M MFALATA—IL, ¥-GTP {BIXERLGL, BB TIE, BEASFENNERBE YL EMEE
THLNDHZENFHETH S, EFEMIRTITEMAEERIZ Byler' s bile EFFIEN SRR DFRAIA
BHoND(PFIC2 TIXAEH [EBEBETHD) . MIRMIERZETIREROFENSMON ., RIERE
MRFRRRTS oM (benign recurrent intrahepatic cholestasis; BRIC) 1 B! LIE[ENTULVAA., BIEFTE
EHREDOEEEDOHEBEFMON TV,



4.

5.

PFIC2 IZE W TIRE A4 BSEP (LAFHARICDAFKIBELUAFIMEKRERSLGLD FRE~DETIIER
LEFEORNICHHMREEZRET HHLH5 MRIEETIH. BEEEVILEY  BIBTERU AST-ALT ®
SEEZET DN, v-GTP EIXEF LA, FEETIE. EMEMEF XIFEHESN LD, 261 TERD
SNEEDTIEHL, F-RELVFEEBEET S, PFICT LEIMKRIC. BRMICEREE T HEERDF
ELHLN . BEREMEFNREASSMFE 2 2 (BRIC2) BN FET 5.

PFIC3 (FELIREAICEBEMEBE CTRETILDOMNOIFIRPICREARIELGE THRIET HHFETHRLTHS,
PFIC3 TIX vy -GTP fEH S fEZRT . PFIC4, PFICS LELIEEICIHTH AN ERNIZEVWTEEINEREINT
AV

BEE

BELLTIEVTAE, YLV TAFIa—)LEE. TT//NLES—LDORREBEBHEE LI DT,
BRERAERTRIE MCT 74—325 (MCT SAOBALLATVS, DILYTA X O—ILEEIE. FFES T
B THHOBRBETETORRICERIND, £ YI7VEL UL —HBMICEYDTHLII LN S, &
EOERLRIDETEESESEMTHIRHEERNZMITTA5E8M1H 5. RERMICITFBED
WG E72 B MY, PFIC2 TIXARAMTH DA, PFICT TIIHFBEREITRL/NERINF £ (EMEEET . S5(C
THRIDBALT STMFO BT L% E T LAEMI RO QOL [FRLARL, F=., FFiEE D PFIC2 [
BLWTBR OBELHY. CHIELIETURD BSEP (2T 2B DMAEDOHIRIZESEDTHY . A3
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