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1) BEREERRMERESE X113 BF (FXI/13) RZ4E (IBF: B2 R&E ML MR XII: AHXIL13) D2k
Definite. Probable Zxf& &9 5,

A. FERE
(1)iBE 1 FLIRICHRAEL-H MERLH B,
(2) XM/ EEMEE FXI/13 RZEDRIEEILL,
(3) M HEBOBRERMNLZL, HFITIBED LM AR (hemostatic challenge; SM&. Fii. 1k, 24k
BE) I by,
(4) g EZE L M/NMRELGE DBEIIRSHEL,

B. &R
1. BEMBRETIXI/I3ICETAUTOIDOEEDHNIDLUEDEREEAH S GEEILEE. IEEH 50%
LT

(DFXM/3EMS. FXI/1I3 iRE @E. mELLET,
=L, —EDEEHI. HIZ (£, 51 FXI/13-B T 1=y ARIAAREDES TIE., FELATD
BRI FXI/13 BHN K DAEICE - THB LD ERTREIEEDZEN H D, FXI/13 BIHDFE
DETIEAEEESS OBEHORERFOETEF>TEE~PEEIETIHIEELEES
I & N5 EfE {% Ef (disseminated intravascular coagulation; DIC) . EEDFEEHLREIZLD - XRE
FXI/13 RZFETHHZEN B,
(2)FXI/13 LB GEE A/ EE) 1 FXI/13-A T 1=y BE2RANRE D [F LA E DIEFITIHIE
TLTWSA, i FXII/13-B T 1w BERALNREDEF TILEETHD,
(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. BEZWARBRE
(DFXI/13 AV EESA—DFEHET S,
ML T UETIREECTIVEYAHFELGE LRI EFMFLDO R ERARER (37°CT2HER
MR GE DHEERRE T,
(2) FXII/13 BEMAEDAFET S
A L/TOykE ELISA, A L /90T NEEE DREFHIRETHBIL,
*IERUR. SRRV VBN REATHHEL-FERDBENERH SN T, RBETNITE DR EINFIZE
BEIZEHAEFRRICEET S,

C. BRI H
BAR (EXRM) FXI/13 RZIE (2HFHEFEHK) . Z M4 FXIN/13 R Z4E (EFE M4 M S N EE %3
(DIC) . F1f7. 4ME. HMFELEDMAREEEE . EENEE. FEE. A/yk- xS/ L8R, 84
REMBEBEGEEMXRBE, 70— FHE)] BEREMERXM FVI/8 RZE (BXRMEM AR A) 0%



KT von Willebrand (VW) fE{&Ef (AVWS) (4FICBE R E M H KM von Willebrand factor (VWF) R Z4E) . B
CREMERMEE VS EF(FVE)RZELEDMDETHECREMHEREH MFHEXRNT S,

<EWohTI)—>
Definite: AD 2 T+B1HXUB2-(2) ZFifit=L. CE&MLI=ELD
Probable: AD 2 T+B1EKXUB2-(1)%Fimf-L. CE&RINLI=2D
Possible: ADET+B1%iE=91D

<&EmR>
1. —RRERERE
(1) AR BEIXEE
(2)PT EAPTT: BEIXEE
(3) /MRS EEIXIEE

2. ZDHDERE

(1) M/ A FXIL/13-A SR = (HDULME FXI/13 55 M) GRS I/MREFRLTRAE T SLEEENE
HENDHD T, XM/ BIGHE FXIN/13 RZIEDAIREMZRNT DDICHERTH S,

(2)F13 ®WHFIZ SR 1 FXIL 13 kDR ZE | AEHEBR THLONITELIENH D, V)T IV AT
ERHATIE., FXI/13 2B 2MEREFD FXI/13 iR ED R R OFFHEHET DL
Lo T BREDTTEMNRFEICE S, =L, REFTEIREBIHFERNGA R TEAGL, RFIEHRE
Tl&. FXI/13 JEEDEURFEOFFEZEE T D EITEoT, FXI/13 EHEENHERESIND,
FXI/13 EMEMREZRBFICRE T HELLFE CEE MRS LHETED, CNODRE(L, R
EASM FXI/13 HEDIZ5EOMMR. BIFEOLNEETEEZIL TS LETLERATHS,

2) B RESHRRMEESE VIL- 8 BF (FVI/8) RZIE (B XRMEMAKRA) DR %
Definite. Probable X1 & &9 5,

A. FERE
(BEBE 1 FLAIZRELZHOERNH S,
(2) InR& AGEIRTE FVII/8 RZE) DRIEEMNL,
(3) HIM KRB DB EREIGL FITBED IE M B 1 (hemostatic challenge; 4M&. FiT. IR, 2%
HE) [T HmE A,
(4) PusEZE P/ MRELE DBEIR 5 M,

B. &R
1. BHEMNBETFVII/S EEDUTNDIDNEEDHNIDULEDEELNHS GEF (X FVII/S jEE. FVII/S {1
[RENEEEED 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 TR E) BEIXZLIET
2. EEZWARE

(DAPTT XREREAHABRTIUEES—ETHD,

FEFI DM LEEXBOMBTLSEBEICHIESL T, 37 CT2HMMELTHD APTT ZAIET
%, FAZICTHNIETRZE I TIUEES—EE. LRSI THNIETAUEE2—R I THMEEH
T35, 06 RUVIEBERKEBREDOIL—TRT7oFaA7ISUMTIL ESERICAPTT Z8IELT
LEERBEOERNZEOHLNSOTEIRBEESE) . EAICERATH .

(2)FVII/8 4 > EE 24— (BEHIHIEF) B FEET S,

HEAE : —EEDREFBMITICFR A ICEBERRUEFMDMFLESL T, 28/ 37°CTIE
LTHhSITF FVIL/8 FMHEBRIET H(RNERXFEK) T2EEFE (2471 EXTLBEER (Z1T72) 4
YEES—hHY . BEREMRBATIIEENZLDT, JRTF FVIL/8 SEMEM 50% % BX -FIREERE
AWTA EES— iz EHTHERLY,

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

FEREERAKE, EIHEEREB (A L/TAYNE ELSA L. A L/VORNERE) EFRWNTRES
IR EINS, FVII/8 AV EER—, Thbhb A FVI/8 BEMAL. REFMAETHRES
N WEICERET SR FVI/E BERALHBITRE T HIENFARELD T, /. REIGIEREDR
B EROHECRBERCARTHILHFIN TS,

* HmEREELCGUVR FVI/S BERAKGEREMERABE MK LHEETIIENHREINTLLD
T.A-(1)EB-1DHEVEDIERERRIZEHALY,

C. #RIEZk
MmRE AGEENE FVI/8 RZIE) . A RME V.5 AF(FV/5)-FVII/8 EERZIE. ETHDZRMHE
FVII/8 R ZfE (FEFE M M E MR EE R (DIC) 2&) . GERTE) von Willebrand disease (VWD) . B 2 & 14
%X VWD (AVWD) . £T®D Z R von Willebrand (VW)E{ZEE (VWS ID I B &R E . AEEME /MRS S IE.
FFRARMEREIE TIE. Yo N\ R T B HIEE R B E DAL RREENHIIEB D REMEEZRME VWS),
HEeREMEXME FXI/13 RZE. BECREEERME FV/5 RZE. MU VBERNERBLREZRNT
%

<gohTa—>
Definite: ADET+B1ELUB2-(3) &=L, CER4LI=2D
Probable: AD£T+B1+B2-(1)FF=EB2-(2)&i#f-L. CERMLI-ED
Possible: AD 2 T+B1&#E=91D

<BEmR>
1. — MR EEEE
(1) HMmMEE: BEEES



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

3) B REMEERXM von Willebrand factor (VWF) R Z 4 (B 2R Z M E KM von Willebrand (VWF) R ZfE) D
Definite, Probable Zxf&R &9 5,

A. EIKE
(iBE 1 FLRNICRAEL-H MR H S,
(2) VW 9% (VWD : iB IR VWF RZ5E) DREEHELY,
(3) B 4K B DB RN, $5I2iBE D 1M & fi7 (hemostatic challenge; 4M&. Fi7. tkth. 5%
BE) ISR mBAELY,
(4) pusk EZE M/ MRELE DBEIIR 5,

B. REMR
1. BEMBRETVWFEEDOLUTO3IDNDEEDOA1DULDOEENH S EEIL VWF Ristocetin
cofactor ;& (VWF:RCo) . VWF /R E (VWF:Ag) BN EZEBED 50%LLTF),
(1)FVIL/8 ;EME(FVI/8:C) AR T HBWLIIES
(2)VWF:RCo & VWF:Ag: @& [EE LHiE D
(3) VWF LtiEME (VWF:RCo./VWF:Ag) : BEIXHEEIOEEIED
2. BEZWARE
(1)VWF 12 EEA—DFEET S,
VWF & GP (Glycoprotein) b EDMBEEAZEET 5 MIAE (L\bPEIUEEA—) N FEET I
[£. VWF:RCo M Ristocetin—induced platelet agglutination (RIPA) 7wt AZRALN-IEEMIELDRER
BB (37°CT2RRIMEB %) THEEMICRIE T B2 ENTED,
(2)$1 VWF BE AN FEET S,
JEFNE GEEE M) HuiklE. EICHAREBR (A L/TOYNE ELUSA L. A L/HVANERE) &R
WTREFMICEEINS, FHEHR VWF BERAK(VEER—) . REFMAETRHEENS,

C. #&AI2H
VW f5 GE{RTE VWF RZHE) . £ TO R VW ERR (DM ERE . AREMEM/NMRIESE. B RRRE
BEETIE. YU\ XITBEIEE R EGEDRAECRRZEENHHIEB D REMERKME von Willebrand
FEIRRE) . BECRBEMERXME FXI/13 RZE. BEREMEXM FVI/E RZE (BRI RFA) . BC
REMERME FV/5 RZELGEEZRNT B,



<EWohTI)—>
Definite: AD 2 T+B1HXUB2-(2) ZFifit=L. CE&MLI=ELD
Probable: AD 2 T+B1EKXUB2-(1)%Fimf-L. CE&R4\LI=2D
Possible: ADET+B1Z&i#mf=Lizd D

<&EmR>
1. — M MR RERE

(1) KR EREFIXES

(2)APTT: ERF/-IFESE

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

2. ZOHDERE

(1)RIPA: IE&E | B 3HAHUNE RN

(2)VWF ILFI— EEHDIVIEE (B FEIIILFI—RMHAHLIELEL)

(3)VWF 1 55 ER .- VWF & FVIII/8 [RiERFIZIR 5L T, BEIC VWF FELmREZREL. £0E
IRE, FRFEEHETHEITES T MANSDBRERE (V)T IV XTTER K OFHEE (1oE
E4—=h B HK) DEBELBEEHT T HIENTED, 2L, BIREQE T OEBFH O EMREE
AVWD [ZHFEMZRRET R TIEERL,

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

A FERE
(1BE 1 FURICHELHMAERAH D,
(2) \ZMRHE GEIEME FV/5 RZAE) DREEHEL,
(3) Hn A& B DEREENG FITEED LM & f5 (hemostatic challenge; 4M&. F1iT. Ik, 7%
BE) ITHo=HMmBILY,
(4) AR EIR PR M/NMREGE OBFHRF 7,

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



FEBI D M3 LR E RO MBFASEEICHFUESL T, 3T°CT2RMMEL THS PT 5XU APTT
FAET S, TRESIZOTHONIERZE I TAoEES—EME. EREICMTHNIET/oEES—R T
BiEEHIET S, BH. MUV BERKNERBEOI—TRA7oFaAT7I ST EAERICPT 8&
U APTT ZBIEL CHRERFEOERNROONLDTEIFREE) . &HCHERATHS.

(2)FV/5 412 EER2— CREINHIME) B FET S,

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

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

FEFREMRARE, EITHEREBR (A L/TOYNEELISAE. A L/VOXNELRE) ERAVTRES
IS SIS, FV/5 1VEE2— $ bbb fiin FV/5 BE AL, REZNFETRESIN.
MEICEFET DR FV/S5 BERALHEBICRE T 5IENTREL D T, FE . RENFIEREZONR. E
EOHECFBBRRICHERATHLILEFIND,

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

C. #AIE2H
INSMKRRE GEIGTE FV/5 RZHE) . 56X FV/5-FVII/8 A RZE. ETH R FV/5 RZIE (185&
4 M & R EEIREE (DIC)2E) . GEIEM) B X 10 EFFIORZE. BECREMEHERME FIORZE. &
TOZRMEFIORZIE. GEEM) TOMOVEVRZE. BEREHERETOMIVEURZE. £TOZ
KETOrOVEVRZE., B REMHRRM 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) #imizL. CEBRII LIz D
Possible: AMETH+B1 &&=+ D

<&EMmR>

1. — M MR RERE
(1) HMmFERE: @FIXIEE
(2)PT BEXV APTT- ALTER
(3) /M %y BEISIERE

2. ZDDIRE

IW—TR7oFaA7 IS ESEHBNDILRTETRREDNIZ A (X, 1 CL: RGPHAFEOHAILSAHIEY IsG &
BIELT.FV/5 A1V EEA—DNRREDBIGETHARREMZBRN T HERLY,

5) HEREMBRRMEERESE X BF (FX)RZIEDZIMELE



Definite. Probable Zxf& &9 5,

A. JERE
(D REREL-FHREXIEIEREOH MERLIHS.
(2) B FX(10) R ZIEDRIEEAZLY,
(3) MR B DB EREAGZL, FFITAE D IE M B 7 (hemostatic challenge; 4ME . FiT. thiF. 24k
BE) ISR mBAEL,
(4) fugEZECHM/MMREGE DBRIIR S LG,

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

DEENHDCERBEIL FXEME. FXEENEEED 50% L T),
(1FXEME(FXC) T ELUET
(2)FX REFXAg) BEFZELIET
(B)FX LLEH CEME MREE) REEFZELIET
(FHBERE FX MEEDRELRIZINE SN TLVELY)

2. EEZWRRE
(DPT RO APTT D 1:1 REHER, REREGHABRTIVEES—ETHS ™,

FEFID M REXT RO MBASEREICHEFESL T, 37° C T2RMEMEALTH,S PT LU
APTT ZBIET %, TRAZEICOTHNILIRZE I TIUEES—E2HE. LRZEIZHTHNIETA U EES
— R THEEHET S, BB U BEBRRERBEOIIL—TR7oFaA7IIUMTIE REERIC
PT XU APTT ZBIEL CHLEERFBOERNRHONSDO TENERLESE) . EAICHERATHS,

(2)FX A EER— (CEEIFIME) KN FEETE™

HBAE : —EEDREFBMTICHR A CERBERRLESF DO MEEEZESL T, 26/H 37° C TH

ELTHLET FXGEMERET S (RNERSTE)
() FX BEMHK* "IN EFET 5,

FEFAEMIURIE, FITHERER (A L/TOYNE ELISAE. A L/VAINERE) ERAWNTRES
BIZREHSN . FX DA NoD )T IO RAERELTLEREDOREREHBRTIEIRZE 12 RLKE
DRAELGYS%. FX AUEES—, THabhbh AN FX BEH#At. REFNAETRESI ., HE
[CHERET I FX BERALSBICRE TN ARELDO T, imE . REINHBEEZONR. EfEOF
ELFABEICERATHS (SHSERAER FX BERAOBRE RIS SN TLVELY),

U1 REERR. RERERRTRZETH>TH, TORAUVEEZ—DRELRFEZTREENS
CELHAIDT. BHDFEERANS. RITHEZEE VW TERERET HENEFLLY,

HIGERZEA LGV FX BERRRBEMNDFES DAEENHHIDT.A-(1)EB-1DHELD
DI, FAIELTRERRICEDGN, L RELDEEDH TEOK R T H MAEIR D HEUVE
BITH, EORHMERZET HLLTFESNIDT, MELGRBERIVBEATH D,



C. #AlZH

B FX RZIE. £ TO TR FX RZIE (FBIE MM B REREEIZEE (DIC) . AL-7IOA/R—2 R7RE) |
(EEMH)EFVE)RZE. ECREMHERRME FV RZE. ETOIRE FV RZE. GEEHE) FOrarEY
RZE. BCREMREZERMETOMNMIVEVRZE. 2 TOZRMETOMNIVEVRZE. BCREMB XM FXU
(B RZIE. M VEEEMKERBF G EZRN T 5,

<gEohTI—>
Definite: AD £ TEiT-L. B1RUB2-(3)&ifif-L. COERI T REEBLBRNALI-ED
Probable1: AD £ TZ =L, B1 RUB2-(1) & -L. COEA T RESEBZRNLI-ED
Probable2: AD £ TZ =L, B1 RUB2-(2)&i#&f-L. COEA T _REEBZEZRNLI-LD
Possible: AD 2 TRUBI Zifit=9+HD

<BEmMR>

1. —iRMMEEERE
(1) B IMEFME  BE T IER
(2)PT RO APTT: AT IEE
(3) /M3 BEITER

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



<ZWOATI—DRR>

A. fERE

Possiblex*

Probable**

Definitex**

(1) HMERDHE

(2)EBInlt FX RZIEDKIEFHEL

(3) Hi ME R DEFEAEL

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

0|0|0|0O

0|0|0|0O

O0|0|0|0

B. REMR

1.PTEAPTTER.UTO FXEEEBEREDESE

O

O

@)

(1)FX;EME(FXC) : ZLIET

(2)FX IR EFXAg): ZLIETF

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

—D2LEO

—D2LEO

—D2LEO

2. EEZWRRE

(1)PT BLAPTT XZEBEEFBH 1 EEH—T

(2)FX 1> EEZ— (G EHIFIYE) 5 FFiF

—D2LEO

(3) i FX BBk H 77

C. #RIZH

BOUREBZERS

O

O

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

Probable 1:AD &£ T#%i&1-L. B1 RUB2-(1)Zi&f=L. COENTRSKELXRINILI-DD
Probable2: AD 2 T%iiifzL. B1 RUB2-(2)%i&f-L. COEANT REHREXRFRNALI=-LD

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




<EBEEESE>
BEIFERICEEHDMD (1)~ ) OWIFThhE1BU ERILFIZEEFNELAIRET D,

1. EfEHM
(1) BanRa7 i I
(2) EEEGL. EZERMIBFOHM (FIZ X, BBERN. RN, RN, [E . EER. BRER.
BEEIE. BRI, DERN., OV /X— AV MERBEEES AN IME)
(BINESOEUE8e/dL UTDEM&BH S E2g dL U LDEREAESOEEERT
Hf-b9 Hm
(4)24 BFENIC2BE G L ED2MH S IRk Z N ELT HH M

2. BRfEHMm*
RS DOLETOED**
* BAREERRE RS AR A ZE (UBAT) £ 8 BT 52 LEHER
CEHRURUVERMEOHMIE, BEECECTLEMAREEETAE

XPMEERVEEESEOESICH THEEEE

1. WEZEICAVDSERRKRER . REFMEFICHALT. SHEZ EICRROBESTVEEIE, WThOK
HOBDERANTHELI ARG (2L, HRERDBRBZETI BBRERF THo T, HERATRELGHOIZR
Do)o

2. ARFBRICEITAEEE DB OVTIL, EYREFHEED T THERSMITHOHNTLSRETHH T,
EL6M AR TRLBVVREZEMA KIS 5-EET D

3. BB ERDEENLEDEFEENFEFT—EULICKALGNWETHLH ., SELTERTHRIGT L
ARERZLDITONTIE, EREFRDHARET S,



334 MILTFURZIEGRE A2

1.

BZE

MO L 7 F R Z fE{ZEE(cerebral creatine deficiency syndromes: CCDSs;ICD10 I—K E728)[%. XA
ILT7FUORZIZEY . MHIEE ., SRR EEF. CADALGEEZRIET DEBHTHL. ILTFUES
BROEREICKDT 7O /BB AT IV REEBER( GAMDRIBERUVTILF = - JYSUTID /B
BER (AGAT) RIBEWRITILT FUEMERETICLDIL T F U5 RAIR—58— (SLC6AS) RIBIED 3 &
BNEFEN. TNEN, GAMT BEF (19013.3) . GATM 5EIEF (15921.1) R SLC6AS 5EITF (Xq28) D
TEITKYFRAET %, GAMT KIBAE KR U AGAT RIBEIFELBALMHEGRIR . SLC6AS RIBJEIL X &
HIELHELRE R THS, 152, SLC6A8 RIEJEIL. ERMEMMESTEEFEOR 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 RIBEITELBHKSE
PR . SLC6A8 RIBSEIL X EHEM KRB THD, VIt MEHBRNOILTFoRZEEZ-T,

3. fEK

4.

SLC6A8 RIBFETIL. BE~FEDAMEE (18 FULEED 5% FEEMNEZTEES D). 558
FEET0 FTULDBETIE 14%AHEDEREL. 55%MNEFEDHDHE) . [TLIVNA(59%) . &
BEE (KFASHIT 29%. DAR=7 11%) . THEE CERERMN- L EE 55%. BFAEARTNS LI 41%
BE) . T DD EEER (FARRIET 40%)ZRH5. BREVCEEICHO-AEEXREVELT 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
B (17%) 2285, AGAT RIEBETIE, BE~EEMMES. (TLVNA(9%) . ITHEE (27%) . HE
RIET (67%) %5265, [Mercimek—-Mahmutoglu S. GeneReviews, 2015]

AR
GAMT RIBFER T AGAT RIBIEFBREDILTFUODRMABENEDNTHS . RVEEDEL
SLC6A8 RABJEICIL, HALBEENRALNTLSA, BREBEELNLZL,

5. %t

AR TRIIEHEDEEICLD EFDERMMUEELEHENEEEITIKETHEEZLOND,



O EHOHEIIBHELEE

1.

BEH

100 AR

HIFDHIE

TEOLTZFo/IUBILTFoRIE BOBICHETHIEFEHNIRILF—OMBETBEOEEHREL
TEWTWS, L7 FUAEERPEZEDOEZRIRAILT7FORZEEL. MINES. SEBHEE
. CADAESIERITE. ZEAND, ILTFUIE. BEMLDERICEAZNAEENLEDE, 7ILE
ZUET)OVERBELTTILX =TSO TID /RGBSR (AGAT) RUT 7O /B AT ILE
EBEBRGAMTOZ DB RICKYELEININEAEDEDONH S, VLT FUF. REMOEICFE
TEILTFUNSIVRAR—2—&N LT, REMICHZHERLE IC#EESIND, )

MMBRMRERE

FRHEESL (AGAT RIBAE R U GAMT KIBETIEIL T FUMAEEICKY . BBAMEEOCH HOHREERD
%, GAMT RIEFETlE. HRBEOBWNI T /BBOEEFNA D20 IV =_Fo PR EEFR T
Yy LD, ZILX = ERFIBEN S5, SLC6A8 RIBEICX LTI, ARASEEENLTL,)
RHOES

DEHNEEDOEECEHEDNDEEIZLS)

HY (BRNRHRERINIL T FORZIEER IZHDFEIE)

1  modified Rankin Scale (mRS) 3(hZEENDEE) LI EIZFEY
@ BARMERERICIIBE-FEDOFMRT—/IL3LUL
@R HBARNEDZRIZKAFROFFMRA—IL3LLE

D~BDONFTNMNZHTIFFEILDERFRET S,

O 1AM
BOAMARERERMRERX NECUHEERE - AMNEEZS I HREDODM AR - TR ATLEBEIH

EA )

MERKRE BABAERKE &R MR
AR E RBRFRZREFVRES /LAERFEE FEZR MEHC

MEXRNEHREFR HXRAWAEXIERER]

WOLT7FoRZIERE BHDOFESIE
REE RBRZRFZREFVRES /LERFHEE HEZR A



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

OL7FUoRZIEZEDDETELE

fEIK

HMIEE

BEARRINS LGE

ThhA

EEREER

. FRRIET

(BEMR BERLGEDRBFELNBHDBSEITLLIENDHD,)

a rnd = >

B. BREMER
1. MiKk-FHLFRREBEMR R, E. EERPDILTFU LT FZUORVI T2 /Bl
(A)AGAT Ri8fE MBEFDIT 7= /BFBEOIET. LLLIERFIT 7= /BEB/ VLT F=ULLDET
(B) GAMT Ki8E MEFELHLIIHEFDIT 7O /BFBO LR LILERPIT T /EFBE/ VLT F=
VD ER
(C)SLC6A8 RiEfE (BMBB)RFPILTFU /L7 FULDER
(RAPILTFU/OLTFULDBAMISEET AHERE, JLTFL 1mg/dL=17826 u M, FL 7
F=2 1mg/dL=884 U M), FRICF S TEEFTHILEEET D, BEDEELZZITOT VO &
HEIDRE. HEIWIHEBERDOBRAZAVZAENDETHD. REEE TIIEETEETHY . 28
[CAWAILIFH RGN, B HAICHEEZERICIE., X HI-MRS LELEZHNRENDETH D, )



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

Bify R (n=140) m:E (n=60) BER (n=25)
GT7 =T/ Bk M 0-15 &% 9-1142 0-15 &% 0.35-1.8 2 FH 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 4R 5-6725 10 @R 17-109 LF# 17-87
4-12 % 36-4964 10wl Lt 6-50
12melt 31-2588
JLTFUIILTFZUR 4 R 0.006-1. 2
4-12 % 0.017-0. 72
12melt 0.011-0. 24

2. EfRREMRE G HREIZHE) MND 'H-MR ARI-AXIE—MRS)IZEITEHILTFUE—IDIET,

(BEFR X MRI/CT DNEIEZL - BREENZMDSEIZLELENHD, )

NEBHEELZERTHE., BHICEMEHETIE SLC6A8 RIBEDENNEETHY .. RPILTFU/ILT
FoULHDRAEERERET RNRETHD, RIZ, 'H-MR ARIFARIE—(MRS)IZHFEHILTFLE—Y
DETEMHRT 5. BLFMUREICIYZHIIHEE T D, 1L, TEBFICHLTIE., EEFEHRED
HDEELMEL D, RPILTF /LT F=U . MRS Tld, B TELGLY)

C. HEHIZH
e85 X JEMR B PR R ERERBLE . MMESEIERET DEE,

D. BIZFHBRE

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

AGAT RiI8JE GATME1LF(15921.1)

SLC6A8 RiBJE SLC6A8EIEF(Xq28)

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



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

<EEERE>
modified Rankin Scale (mRS) , BE X &, FRODZFNZTNDFHERT—ILZRANT, VT HhNILULEE
WNRET S,
A A kRkmodified Rankin Scale (mRS) HIEH#EE
modified Rankin Scale SEICTRER
0 | Eol=JEEREMELN BEERSLICMEBIENEDIZHLVRET
H5
1 | EEEHH>TEHASHLES T BEERKSIVMEBIRIEH DA, FAE L
HEODHOPEHIIITAS BIMBITO TN = E R ENZHIR (XA L VR
RETHD
2 | BEOEE: FIELLRI M ST o> TV =EEDLFHIZHIE
RELIRIDFEMN T RTITASDITTIEE | (THSHH. BEEFIIBILTLSIKRETH
WA BADEDREYDZEIENBIELIZIHT |
AD
3 | FEEDEE: BUVWOLAHRBEREEZF AL EGEC
ASHhDNENIELBEETEMN, HTIENE | EINBERELTIN, BESHT.BE. 5
LIZITZ% FFLGHDHME FMMLUEEIZIENBIE R ELS
LELVKEETH D
4 | FEEIMEEDES: BELST.BE. BELEAOHE. MLA
ST ERBERICIINBIDALETHS EIZIINBZEBELT LI, FHRMENEL
WELLEWVRETHD
5 | EENEE: BIZHENDNBZELELT HIRETHD
B-EY RBKE, BITNELERSFYEZRE
L35
6 | BT
BE-RE N
JEIRTEL

a ~ N =2 O

FEIR (R)

0. fEIRZL .
1. fEEDETLREDREIH LN, HE4EE- BEEFBICKEZL,

 RFICOES. BEFESNELLVVEEDERLNH LS, HEEE - BREFICKELL,
. BYHMEOIXRC. BERDEENDIRELELT S,

. BE-RBERC@ELHAIDNTBIEET D,
. FBMZ SRR OMRBEMMBERE. ROUBRRELGL) ZLEET D,
- EEMICEROMNRBERIKRELTNSD,




FFIRIEEDT=OIZEEDRINGEDIERLHS,

FFIRAE RO BEER D5 (FI2732 5. HAWIEBAREDBEEEFHETEINNELS,
IZEDRS | HAHNEHRMGBEIEREFRRANBE,

SEVRH AN EREMNTBRIEMEERANDE,

o~ N

XPMEERVEEESEOBESICHETHEEEE

1. REDHICAVSERRKER. REMREFCELT, SHEZELIZRRORENGVGSIZE. WTho
HADLDZRANWTHLELI AL (2L, SRERDZBZERTBRREREF THo T, BRARLGLD
[ZFRS. )

2. AEFBRICBISEEESEITOVTE, BUCEFHEED T TERMTHONTOSIRETHS
T.Bilaen AR THRLEVVKEZEMN MY 5887 5,

3. BHE.ERDEEANLEOEEENBFFT—EULICRALGVETHLD, SRELTERETMRET S
ENBEGHDITDONTIE, EREMBOMRET 5,



335 FRTOEE RI#E3

1. BME
FOUEBIE, —RIBEICHFHETHEBLZI—FTDH NPHP BEILFOEENTIRERESNTINS,
BEERLHECHEETHD. EREREHANEIBFREICTESIERARLNDIIEAH BN,
BIERDEBOONENIENZ L, BARIAEEILL, ERMIZIE 0 HETICKEBBER2ICES,

2. RE
NPHP BIFREENTZERESNTINS, NPHP EIEFMNI—KT 35— RBEICFET S 7O
AFUERARBREDRIBIZKY . FRBEDIER (FEREAEIBEEDLELTIRHEILZTE-T . TDRER.
BHREEEENETLRABTTRLRICES, LHOL BRMICRIAVENROLNIESICEVWGERTFE
ELNEESNDHEETHTH 30%EETHY . WEEIZRAMLHALMHZHE>TLVENR2EZL,

3. fEIK
BEEES. REERLCHIERELT, B8/ ZR. BRERAZE/RK. REXZEEREE. &M, 50
ENRRSNDIENH LN, thIZEHHMATEREBOONGNIENZ N, —RBE L LB ICHEET 51
OBENRELRONDD . TOHEL 10-20%RETHD. KRMWELDELT. MIRBREMLIE. &
BHE FRHEE. REEFLCENDHD,

4. BREE
BANAREILZD, BASETENHT -0 REHAENTHOA, EMPENELEDE
BHEISx L TRHEBEN THhN D,

5. %t
EARHIZ 0 BMETIZEFNKPBERLICEY, BREEE (BN, BB 2ET S,

O EHDHFEICHELER
1. BEH
130 A~220 AF2E
2. RROKKE
TR (NPHPEIZFDE S RIESINTIND)
3. MRMEEAE
KREEL (RABFAEHICIEBREERR)
4. REIOEE
HENREARECTETHETH D)
5. PDERE#E
HY
6. EREENLE




EREEDFBICIE CKD BEEENBEZAL. E—FyTDOFDBAERRET S,

O themiRtt
EARBHEFRARYDS I A REREFRER
NRE RO D BAEEH OB BIRAH O R IR
FERES LEXLEPHIRHE %8 GART

SRENESS
LRAFRELE RREESEMAE BR-SOERAR B8R #HER

BANRRSES
LBAELE LERPEFMNIHSE T AARA

BA/NERERRFS
LFERELSE SREXFEFMNERTF DREE REMST
RARRFEFMEMABE £H0R BREHhT
IR FEFIV/NERZHE Bk MAEM



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

A GEIK

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

P wn =

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

Repp2 2o/ 07 )y /FRYLTFF=2 2300 pg/gCr

BEARMESE
3. MEKRE

MEEAESOEfE<10 g/dL

4. BEEBE
7N R ERAE S AR
5 BREMR

BHEZTLET DRMEE OERKILR
FREEZEEROTRAMEEL

(EBRMEHEEICROONLIBRENDSEHRR)

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

C. BNAHHE
MEEREME
ARERES) KR
FE B
BIEEE
FFHRHEE

D. Rk

BERRERRE. ERXBAEES R EERE.

BRE

BEREASHSRMERE. EREKEERBERER



FOOVEIZEAET DEIETFDEER (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)

<EHohTIN—>

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

(BB RIS ) EB/=T LD,

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

FNFNEMIL-1EBEHZ S,
Possible: AMSH1IEE L EZFET-L. B-1Z&i&E=L. DOEANT RESEELXRIN LD,

<EBEEHE>
BEESHEICIE CKD EEESEZAL., TRRE—FIYTDFRDELENRET S,
EA=1745%) Al A2 A3
REATEE
B E BEEZAR | SESOR
(g/H)
EB/Cr kt
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 md) 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 D#EEFEIE, LLTEFEA

19 LA E: 194xs—Cr "< FE i % (ZEDIHE(E 0.739 ZFEL D)
2BLLE 19K 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@k LEETHEHELEZGFRIZUTORBM RERLAHZLICLYVEH

R=0.107xIn (B %) +0.656

BAIIZOVTIEUTOEY
Fin:F

Atn: A

s—Cr (M;FYLT7F=21E): mg/dL
Ht (&) :m




ST EYE K OB 3B OBISIZ 31T 5 ¥ FH

1. WA ZWICHWDEERIER, AT REICRE LT, ZREE RICRFBOBEN RWGEITE, Wi
NOFEO L DOEHNTHZE LI 2R\ (72720, Yk oi 2 R~ iRIERE Th - T,
RARER L DIZIR D, ),

2. IR IZ T D BEIEEAFHICOW T, BEUREFHERO T TIREMTOIL TV OIRETH
ST, HIL6 2 HE TR EWVIREAEM>HET2 2L L35,

3. k. JEROBED FRROBEEESFET—EL LTS LRWE TH LM, @R ERZ kT
5 ERRERLDIZOWTIL, EREMRONSRET D,



336 FIEMIE B URAL NUMIE 1(REEER) Bl 44

1.

BZE

KIEMEE B JRA> 787 MJE (familial hypobetalipoproteinemia: FHBL)1 (X &E # AL EM EERXEE
BHBEIEMHREBETH D, 1987 FITKREKEBITENT, TRUREL/RIBUATIZRBIEWVND, ) DEE (APOB
BERFERE)DPREINT - ATOEREREILBRUSHEELD ., REEZREREIFHTHD . ATREERE
REZEERE, BRI HEROBIALATO—ILDEDRERE. BEANDRIGHENELELY ., TOEE(C
BWTHL2BIDEIRWNET IV ENSH D, 7R B [FOALRXTA—)LOR) F1) 254K (triglycerides: TG) %
RAFFEHANESEIELLE Y RE2 /3 E (very low—density lipoprotein: VLDL) , faEMLIEAMEESIL©
IRLF—RELTOIRELZRIN-EMT SNAMOIVOVERRT IEELIV/NNVETHS. TRBDE
ELGEEEEEZ2L-09 APOB ZEDREREARDIGEICIE. £ B R /Y i & RHkIZRE iR
BEEELEINICLIBEAMESISORZAE. ELVMEIL X TO—/LME., REMICHERFMEREZZRDH S, I5
BHEFIDOBFREELE DRBEITIN. KAETIE 30 MATRETICHTEELEZLL ADL EE
ZEYHEES. RERKEEL. ChAERFPREERT 5,

2. [RE

TR B &, MBI RBRELGSTGRIEAEE A4SV EFARNIZRY AND=ODAhAAS/OUEFE SRS
VINVETHD, - FiEON oA MmO FORORFITLELZILATA—ILYO TG E S VLDL %48
e B2 INVBETEH D, APOB B FHEERAEERDREERERTHAINEETIE, h1Oxy0>
1> VLDL GENER- 2 TET . BBEPIRBEMEE 4D ORI CEENERIZET SN 51260 &L Y
RERIMAEERHFDELIMEIAL RATO—/ILIMEEFTRL, EEDHKEEEEEET,

3. fEK

4.

RERARIPEE & ENITHIIRBRMHE IV DRINEE FFICEFSY E RZ)ZRHD. BEIHRINOE
BTV EEGERICIIRIARBEELITIRFTIEME. BETH. BHEREBTEZTEET 5.
T EBRMEAIDORIEEICLY ., FEREREMLGE OIRIEIK, ZHEHEER (T REMEC
FHOBENKRFOEME . RIEMEEEICLINBEET ORRIAKRGE)ZET H, TDEMN. E4S
v K RZIZEDHMER LD FEICL DT BARFEE S H LIS,

AR
RABERGHEREDHTHD, BBEEIIDDHFRBEZITON . FHICEFID E NEETHS,

HIRIZIZ1 8 1,000~2,000 mg, BAIZIE 5000~10,000 mg DRHAKEHR STk > THIRERDRIE R
VERZEBEIE LR H D, HILFRERICH L TIXAEFIR. 45 ICRIFBHEBEFIRT 5. XE
FEEICHLTIEHh/OI/OER T ITRINSN S EEAEEA (medium—chain triglyceride : MCT) &% 59 5
ELHBH(FFZL MCT [CKAFBEEDFZRDOAREEICITBETILENHD),

5. %t



BETIL 0 BATERETICHTEELREELL ADL BEX 29 5@BES. BRERERL. ChhE
WTREEAT D,

O ZEHDHEIHELSHE

1. BEH
100 EABH=Y 1 AUTOHHETIE, HRRDA)
2. RIFDHE

T (APOBEIEFEEMNEELTIND)
3. MRMEEAE
RHEIL(EFSVE ORPREHFREE. BBAMEIIU BT, FHEIEHRELE DOREEE)
4. REDESE
DEGEGFEEZERLL. RBEENEERRTL20)
5. PDERE#E
HY (AR TIER ., BABARFEILER(ICTEREFH)
6. EEENLE
ERMRHMEZEOEFEFETME T, PFEULERNRET D

O 1R
HatRERRARERRERMSIEMEICE T SRAEHRIL
HMRARE ELURRSFEARC IR FEEDHEE HREEF

BABARELFR
LFERELE BAREMXFE BE S8F
RREKFE B# R



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

A SER

1. CHIESRER BRI RIREEIC L DREMTE. BIETH. B . iREELGE)

2. MREEIR GEBNKER. EIERE . REAEESCLXIMBET ORRIELLLE)
3. IREK(BERREME. K. BEEE . AHEE. RAEKTLRE)

BH&EMR

1. M LDL-aLXFA—)L 15 mg/dL kKi# (Friedewald (2 &) R (T 7HRYHRE2 784 B 15 mg/dL &k
i

2. RHMIM %SG CHMAKLERDOFTE

oF: ViIE
LT DREZENT 5,

-5 B )R N MfE

- NABAIYAUEFER (74— (Anderson) &)

- FUR AR B RE TUAEAE
KB URF NI MIEEDHEEGEN L. KADT DA TIIRHETHYETFEEDREEET HH.
UTOfRRESEICERTIETH S,

HRERSARRIREDOE 1 EAEREDILATO—/LEE

KIEMHIR B )RR/ MfE (FHBL) 1 (B LBRLBMEERTHA-O. F 1 EAREOATOEESHKIC

RAEMAEZRH DN, L VRA /NI MEEEZBARLSHERTHY. F 1 EAEREFIIERIBMELZROL
W, R - A DMERRE - 7R B IRE. BAMESSVEEDAELSEICLD,

D EEFHRE

APOB &I FHRERATL R

<gEOhTI)—>

Definite: ADZTRUB-2MFH4EEHDSH1IBE U EEEIZL. B-1ZiEL. COERI T NEHREEKRN
L.D&EHETED,

Probable: ADETRUB-2ME14IEE NS5 2IBB LI EZEiET-L. B-1&iE-L. COERI T NEHEEBERINL
=£m,

<EEESE>
ERERHEREDEEETM T, PFEULENRET D,



¥

I EYGEDRBIKR (LULTOHRMNT N DZERRT D)

a BETELGND 0
b XHERED=-DIZROoNDEYZERNEBREHREL TS 1
¢  REBEMNLEYABRLSFETELN 2
d SHERERFICITRER, MR HEELELTD 4
I BEXREBAREOKR (a.b LWFIMDEEIRT D)

a BEHIRGERFICDEILL 0
b BEDOREHRHIVE—FHHLGEREBFIBRNVLETHD 1

* YRR BITOVTOREREBRRDINRIL a XE b ET D,

- BRRELGEORHESICERRBEL-RE (BEREET) DR (UTOFMNT AN DEE

R %)
a BICEEEROHLEN 0
b BEOEREHIBELTLD (B&RELTERESEEMD 1.55D DiEfit) 1
c PEELEOEREEN M BFELTLS (BRELT 1.55D M5 2.0SD DiEAR) 2
d SEOERENFHKLTLDS (B%&&ELT 2.0SD BLED&ER) 3
v REDEMESHEER . HRER. FHETITOVTOFHE (LU TOEMASNT A 1DERER
I5)
a EEZROLN 0
X BEOEEERHS (BRELT.IQI0 KiEPHMELELAV-BIHITH AL ;
HIEEDES)
c FREEDOETZRND (BRELT.IQ50 XHEOBILSTHALARELEEDES) 2
d SEOEZTERHS (BLRELT. Q35 KEWIZFELEYDIKE) 4
V BREOHEZBEZICETLIFEUTORNMNT AN DEEIRT D)
a  BFHE. B, DEGE RS AL 0
] AP B, DG ISR EMEEEEN DD ;

(BRELT. ENENDOBHRERICIIRBEREZRDHHLD)
B B, DS ChEEREEEELNHD
(BRELT. ENENDEHBEREICLHERZRHDHID)
FFiE. Bl DEaE CEEKREEENHD. HOVIBEERISVETHS
(BRELT. ENENDIERZDOEEFTE£ZRDHHLD)
VI AEFEOHIL-TBREDKRE(UTDOHMANT AN DEERT D)
a B L=4iEA AT e 0



b ASHh DN HE 1

c AELEEDZTNMALE 2
d E i FERNDE 4
¥ & &

I VIETOEHER VR #ELEICRETMERE T 5,

(M4ENEENTDTLHHES E-Fnd
(2)2HmUEQEEAHY. hoMaL-af#rem Ll LDigEs B
B)MAL-HRAHN3—6aNIGE R
(A)MmaL-Lafiho—2a0i5E [2Pnd
SR W FLVE M OVEREE FE 43 D i s |2 HREEEIR

e FICERBY O HEN WA I, W

1. R4 2N D BRIARE IR *ﬁﬁ)ﬁﬁ%ilﬁébf WAk
LRI Dt Tﬁ”ﬁuuf“fb%frf%of fite

MO OLDEHNTH ALK (72720
RATREAR B DIZIR D, ),

2. IREBIAEIZIT D BEIEEASFHIC OV T, EUREFHIERO T TIREMTOIL TV OIRETH
ST, EI6 1AM TRbEWVREZEMIEWTZ2 L2725,

3. k. JEROBEN FRROREEESFET—EL LIS LRWE TH DM, @R ERZ kT
DT ENREIREDIZHONWTIL, EEEBROXNGET 5,

'x:mh _Cr\

]



337 REVRAFURE LS

1.

BM=E
REVAFURERERET 2/ BRBERBED—ETHY., A FAFUORBENTHLSRE
DATAUHNMAPIZERT D EICKYRET D, RIEBROERICLY SFELHY . WThiE
REALSEERRETH D,
REVAFURE I BEIVRAZFA =0 B GRER (CBS) RIBIEZF L. M A FA -V EHERL
TEAHERTRARD ) —Z VT DRGFEREEATWVS, TRFINFT I URBRINSIIDC
(cblC), MBFIEMARBRAFLUT FSE FOERETESR NTHFR) OEEISERY 508, #H&E
RIZAZRY)—Z VT DRFERETEEL, EHEICHBERETCMREICLSERMAHIRL, FRIC
FYUBHBEE., RER. MERENNDHL, BERECEFIVHRLBENTEREEL TITHN S, I
MAEICLDEHENAERBEUVRANFRETRET D,

2. [RE

CBSEREVRATA VDD VRAFUEART SMBALBRROFERRT. TOFERETICLYKR
EVRTAUNERET D, REVRATAVIER—N—FFH A FICLINEANRMBREEEZRES
TMREDHE L LD, RBICHARELVRAF UK REVATA VDERKRTHY . RpIcHS
nd, BELEREVATA VIEBAFIVEBRBICKY AFFUAGHESh, TE (CBS RIEfE)
TREAFAZUABEEL D, . CHERIRE L THEARIYRARY V-V EFEEL TS,
CBS RABJEICISHERTHHES I VB DREREICRIET IHLBHFEORNEZ AT (E42
B6 RIGE) AHHMN. BAANTIIHTHS,

BAFIVEBRICIFINT I VEEBRORBABELTEY . TAETLDOEREE (cbIC %,
MTHFR) TIRRAREVRATA UL AFAZUERNEE NS, ILMETHLHRESRATA UHER
THN, FERTYRARY Y —Z VT ZBRICE A FAZUMNMEREZ R OB GEEAENG L,

3. fEK

REVRFURE I BTIEIUTOO~@EEEREIRET D,
OFRBRHRREE  MIMES. TANA. BRER (=Y FUT1EE. FR. 1524 E)
QBEKER . K - VEWKIE - AIZE - BRGETILD 7 VERERAR, BHEE
QERJER : KEREEEE (EABETHXI10METIZ 0% UL TKRBKIFEAZET 5), RNE
@mMEREE : BEINRMAZAE. FMERAE. KNMEERE
FABRDIGE. MNREANS LD, Q. ODEKRERD. BEHHLOSBRABIZOERET 5, 8BA
BREFIZEZETIDIEHERTARY ) — UGB AR (1977 F£LIFT) @ 40 AL L OAEFI
HEBIRARI == F%FTURITHERNTH S,
FERFERANARBABINATE., RARICES BB THHRESRATAoOAVMA—/LIZEETS
FEBIA L, FEMAEK, BHERE (B, IREZFOREICEEZE L TEEFLSBLELH D,
REVRAFUREIETEMPARESRFUICMA, MFAFIILIOVEBO LERICKDEILTFR.
BR. EHEELCAMBABMEEROERBEREENLGEMBREZES eNEETHD. UT
DDO~BEFEIEKRET S,
D HREE : IYRPOBHESHRZTER. AFEEMAR., /NEBE. KEEE. (TULNA, FEHL
BOEBHEETIIRIT. FERBELL. HEOTHOEREL EORBAER
@ MRAEIK : MIEECRERERICL LR NESE
Q@ MREE : ERFHMEAM. FhEkEd. FAmEkED
@ MiRSE : BMMRSEEREE. MESE. NMARERELGE



REVAFURENE TREERRZICES2HRAREZNMOY EELREEEZET . ATDO)
(RQ)EEXEERET D,
(N #HEEE - ALY RPOBEMEDFEER. AEEMNTR. NERIE. TUhA, ZFEHURO
EFRETIIKEE. HTEE. TUhA, REHEES. DENE. REKHAE.)
(2) MizdE - FFEHPLROOMEMRE., &FMEKEE

4. BEE
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