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FRERBOEENM (BER. BT ELZ. REEE . BEREDI5. 2D U LDRKRIEIK) 2532 H 5,

BE:ME GH ;ZE 2.5ng/mL KL L

;% IGF-1 jRE SD R37 +25 LIk
FREREERIE R UG HHE (BENRESR) OETERD D,
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QPHYHBIZFEEMNRESN=2D
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<BMEE>
REME L VBRRE | HOZMELE

A. fEIR

FIEIFELIREAKY 50 BETHOLNSH., FEHLLEDAERFIX5RELIATIZ, 90% L L (& 25 S FE TICRIERHS
AQORBMPER THA BB CEEREMR CHRIET 5, TDHR. REHERAZRYRL. BRKILIE. BEF
ENEITLT, FEAEDEG TREDBERLIREICHES ., ZHEHETORKZBELTIX. DIELRHAICE
BAEMNSBEFRELT. QMENCBRBFEHICREMREBEEAENSEFLT. ORAHIHEE T, OBBIEED
BHT,. OREEBIYRERIC. GEZIKITES,

BN DIERTIE., BSBMHAERELTOHFRAANDY 1B D LIRE ISR ERAZE TSN, A
EDBENEBEEDTHEREADELHZ HOTLVD, SHICERICHELL-BROMIEE. EOEE . RIEHRES.
BAR2IELIBRETGENH#LOND,

B. REMR
1. £{LZMRE
R aDEE J)I—LEEEHE, MPS 1 IBREDENEZRDS, RFEUES S 1 VERRE IR TEY
)a—)LEEDRPHEIBMIFERO T L-T) ) U EORPHMIBEMERD S,
2. Bxo—

3. FFAERIZLD AGT BERFZMDRIE

C. #RIZH
UTDEEZENT S,
BYIRIREERE. BRARILE

D. EEFHRE
1. AGXT Bz FOREMHER

<gEOhTI)—>
(DK TR F-IEE
(QRFPLaVEE J)a—)LEEHE, A1 VBEOLR
(BFFEMRIZED AGT BEREMDIET
(AAGXTBIGFERZRD D,

Definite ELTIE. FEEOXIZQDWThMIZEZ X T HEHET S,

DL, SHEEQR)RIZQ)DIBEEEBI-TLD
QR)ELVMNEKRERTEMRVQR)NDIERZHE=TED

- 16-



<BMEE>
ThEZEIT7 (EHAZ5—EIMIE) DBMELE

A. fEIR
AL DHIEAEICRET 2O EREFHFMET 5, ETHETHRLBEDESH SEEMRBEAD
RIE, BREICETETTIEEHNS. HEBEREEOREFNFETHD. EFETIEORREDHE LI
EMEDERIZKY . REITHMERICHIEEZ DN TINVD, FREITBWTITBEEIEKFDOER. 1
EICKDEBIETROUGEELH D,

B. REMRE
1. MPhE5—EFHEDRE
MRAEBRILKZETREBBIZEDLDELYBFRERED MBFRDOHFS—EFRZRET HL2ED,
[FEAERBDBZINIETHE5E2T . 50%RBE. BELTONIEERHZSEITEZHEN D,

C. #RIZH
UTDEREEENT S,
HETHIEESEORN L., BERR

D. BIzFHHRE
1. catalase BIGFDRIEHEEERE

<EWOHhTIN—>
(WEBERE S VKT R TR~ =B
QI HFS—EFEDET

Definite ELTIE. FEEOXITIQDWT AU T HEHET S,

DL, ZHEEN), QDIEBZ2THEETIO
Qcatalase BIFEEMNRESNI=ELD

-17-



<EEERE>
modified Rankin Scale(mRS) . BE %X &, FIRDZFNZTNDFHER—I/ILEZRALT. WIFhhh
BULERRET D,

H A fmodified Rankin Scale (mRS) | E & #E =

modified Rankin Scale

BEIZTRER

FoT=EMRM LY

BRERBRMMEBIERNELITEVRETH
%

1 | EIREH O THEALIGEE TN
BEDEDHOFERIITAS

BRERR UM BIRIEH D5, R LR
ABIT> TN AL E B HIRIL L R AR
5%

2 | BREDEE:

%

RIELIRTDEBMN ETITASDITTIEAL
N BEZFDEOEYDIEFMBIGLIZITR

FAE LART DN DT o TUL= A FAOFHIZHIR
FHHH. BEEFFBHILTVDHRETH
%)

3 | HEEDESE:

oM DNNZEBLEES HH. HITENBE

BV oL R@MEAERIALLAEGEIC
FNBZELEET IS BELHT.BE. &

HITOEFEMEKRIZIENTALETHD

LIZITZ% ELGHDHEF . MLULBEICEMTIZREE
LBEWIRETH D
4 | PEEMEEDEE: BESIT. BE. BELGHOHE. ML

EICINBIERBELT DA, FiRar
DBEELGWRETH D

5 | EENEE:
Bf-EY, k2K
bt I}

5

EBISNHEERSTYVELE

BIENIDIBIEZLELTHRETHS

6 | T

B A b 22 h 2 = hR

BE-REN)

a ~» 0N =2 O

JEIRTEL .

 BICOE S BEFEAELLVVEEDERLHHH ., HEEE - BREFIKELL,
. BYHEOIXRC. BERDEENDTIRELELT D,

. BE-RBEERC@ALHAIDITBIEET D,

MR OMREENM@ERE. ROUBRRELGE) ELEET D,

- 2EMICEROMREERIKEFLTLS,

- 18-




% (R)

1.

o~ w N =0

EIRIZL
HEEDETREDHRITHLIN, HEETFE- BEEFITKERLL,

MFIRIEZED=OIZEEDRINGE DERLHS.

FEIRAE IR D BEER D5 (FI1272 5. HAWTEBAREDBEEEFHETEINNELS,
IEEDRS HEHNIHRMGBSEREFRANSBE,

SEVRH AN ERENTRIEMEERANDLE,

2 W HE K OVERE L S3 B OIS B 1 % B E A

AWV D ERRGER, AT RSB LT, Wikt IO BEN 2 WEGEAIZE, WT
NOBHOLDZANTHELL 22 (7277 L, YRR ORB 2 R~ THEERSETH - T,
BAREZR B DIZIR5,),

L AREBRAGTR IS B 2 BAEE RIS S WL, BEUREZREEO T TIREREMTON T HIRETH

2T, EHIL6 AR TR EVIREBZEMISHETT 5 2 & &35,

LR B L JEROREN EREOBEIEESHE T ELU LIZY LRNWE TH L0, @mHRER kT 5

T BB DIZONWTIE, EREBRORG LT 5,

-19-



235 B RREREIE T
C m=

1. =
B R IR IE T IEIL . BB IRARKRJILEY (parathyroid hormone :PTH) 7 iME TIZ&3 PTH EAHEE
MSEAILSHYLMEPEYVIMENERSN ., ZITEAIL S D LMEIZLBERIPIBIEELDEETH
o

2. [&RHA
BRI RRE TEQREL, S FER. BHFMRER. AFERKRE. REREELGLE. BIRITESD,

3. fER
BALS D LMEICKSOBBPFRELZEDOLUNRE - ERE ., T4=-— MREEEES £ 5ESHNMHEE
BABENZL, ChIZHHZ, BABEOKKNEERZOAIKIE., 15D, FEk. RKECEEODERELLE.
SELEEEZZELSD,

4. BaEE
TAZ—PEHEESLEITHLTIE, FIILavBEAILY D LOBIKES N Thhd, BHEHDEERICIE.
MePhILS D LREEZ ERIELOICEEREASY D, MEINFELTERIND, ThIZMA ., ALY
D LEEIDGFRASNDGEENH D FELINLDBEIE. RRICEDCAEETIHEL BALY Y LA
FEROFNILD D LRI, BRIKIECRBER. BREETLCEOFEEREEETIHEENHS,

5. %t
HROBEICKY. . MPHILSOLERERZLRSE,. T2 — P2 B REEE2FTHT A EIEHLIEET
BETHS, =L, FRAGRECESZSERTICEAZNILVVLEREDFEILLGEICKY ., ERNHIET
BEELHD, SHIZERD K, BEREICKIEEEZNMEELLDI5EELH 5,
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O EHOHEICHELSBIE

1. BEH
9 2,300 A

2. RIADIE
FHGEEFREEDBATL, RUBEFEEN PTH D iEEEEET IMFETHABENSL,
F- AR MR R E TELTENIERDORREIEBESH TR, )

3. MEMLAEAE
KRET GEMRIE A3 D WHIA GAEICALSA TS, L LAAEIL. FRICESCAETIEAL,
LIELIEBALS Y AMECE#ERELE DEESERARIBEELS, )

4. REDESE
WE (RETHEEERGELABRETET AN TERN,)

5. PMTE%E
HY

it
it
3

BEESE
BEESEERANThSEL LERRET 5,

g

O EHRIEE T
[TRILVEVZEHMERRE(ICAATHAEME]
MEREKE MPURIERKE $FHERM FKEE

-21-



<BMEE>
Bl KBRS RE IR T AE D 32 WT B #E T Definite. Probable SN =3 DERRET B, F=12L. Z R IR B AR ARE
BETE. YT RV VLMRICIYBET HHEERS

Bl K BR AR T AE D B2 BT B 28

A. JEIR
1. OREAWPFERLZEDLUN, $ERE
2. THA=——
3. &5@E

B. &R

1. BHILS D LME. M DEXIEE 2 MEE
2. eGFR 30mL/min/1.73 m? Ll E
3. Intact PTH 30pg/mL X

<EEohTI)—>

Definite: ADSH1IEB UL +BNDSEIEBEH-TED,
Probable: BM>63EBE =9 HD,
Possible:BMD35H1&3% =410,

<BrHHIER >
1. ZRM4BIFIRBR A REIE T iE
ZRMEICEIFIRIR B IE TERITREIIUTDESY,
-FRERF MR
- TSR BB 5T 1%
-EMESEDRE
-AFEMNERE
AEH/OTL—UR
"4V TR
-BARORF MR R RIREEETTERE LR - —@)

2. RTFVILBRICKYAET H5HE

BT 220 LAMEZRDHDISEIZEHRETT RV LFICEDHERETVD BT RO LMEDHE
[SHEWMEDL YD LMEAEER T HISEICIE BT RO LAMEICH T HARE#REET 5,

- 22-



;% Ca £38.5 mg/dl RBDHEE, ECaMIEEL T B, .
MF7ILTI N 40 g/dl RBDFBEICTIE, UTORITKEIHE

CafEZXALD,
* #IE Ca (mg/dl) = B Ca (me/dl) + 4 - Alb (g/d)®

< 3.5 mg/dI" gy > 3.5 mg/dI" <

< 200 mg/day? FReh Ca HEift 200 mg/day? < < 30 ml/min/1.73 m2| ARERGKEBE | 30 ml/min/1.73 M <

B Ca RIE BHEErE

- P/ BRILEFE = < 30 pg/ml Intact PTH 30 pg/ml =
4% (El Isworth-Howard (&
< 15 ng/ml® 25 (OH) D 15 ng/ml < HEAT O cAWP
Brit T
p—— — BRI FRIR BRIk 5)
< 60 pg/ml| 1,25(0H) 5D 60 pg/ml = nz
la®Y Ib &

E5S2D E23oD| |E&3ID
Y33 RAE TR | |freE 12

1) AR TIEXE. 5 mg/dl, INRTIEA.5 mg/dl ZFLNS,

2) MR TIE4 mg/kg/dayZE LD,

3) HIT/NRTIE, miF25 OH)DAYS ng/mlEFBZTLTH, EXSIDREHEETELIMEENH D, COXSIBFEICIE. FTEZIUDOBHREIMBOHOND,

4) BIFRIRFATEOMNBBERE. BEREBERE. BHER. EXT+RT7+R— MEEOERNEFEFNL D,

5 BESA TV IAMBIRRIREAEETEIIREZFICE, REEEEZESHORELECLARPOBANEERTNS, ChoDCaRBITHET IREEFS AL
BRI R RRBEETEIRBENEFET 20 E S hE. HLHTRAL,

6) VIUBBEDFL— hEIIF, RCaREZELSETITIA U LCaRELZETSE 3.

1. & Ca MJEDHER 7 O—F v— b

S < WEFH. BREN. HORM. AFEEES,
BE ——| CREBFRBRBEETE | | ~ES0T PR, VLA,

&9 258
BEORR{EBI FRIRMAITEE (FER, —Bit)
="
ol )
B{kFFR — D, ERERE —)lDiGeorgeﬁ‘l&ﬁ (188400) |lIllIllI-II-lIllIllIllI-l 22q11.2
mann. was (Bt dion s oo gl Jeaf1oos | (T 105
g AR S e s TS U e (D) ror
i S —> [S s FUZEGTRE (530000, 557000, 609015)|amnmnnnnns
A 4 9
ST ¢ i ==
C ———— [ BWemE | —> [FEENREEITRBEEETE (146200) |snmsnssnnns(CAR ) 3q13.3-021
. [REMEE Ng M (248250) pummummumnnnunnnnnnn 3927
[SRIEE Ca s &5 5 (8 Ve Mk (602014) [wmmummunnn 922
" | FEEMEIIFEIE S AR AR EEE TR (146200) |.."',.l: l.l EEEEEEEEEEEEEEEE 3q13. 3-q21
3 "y -
.:_'_ " meead(PTH ) 11p15.3-p15. 1
L]
ll.l.. 6p24.2
[XEEEERBPRRREETE (307700) [snsssssanssnasssnsnnunnnnnns Xq26-q27
v
5
HEREERE | — > [ECRGHSREAZUTEE |2 40300 ksssssnsnnnnnnnnnnnnnnnni(ARE ) 210223
,ﬁi [CASR I=# T & B AL HiE |
S 9
[ Ewas | —— [z |
" FEBEFO®IC. 2EKLONBEERLTHD.
» 1) TBX1 BIZFERD. BIRRFEFEETEOCRATHIMNE SMEIHEEL TLEL,
A 2) FERY, HAIVEEIRYICRELTLTH, NMNRYHURBRICZH I SHELRH B,
| #mtEEImRBREETE | 3) Ng Rz EEE. PTHAEFIRE N 57 PTH M £ R4 BAMNED S,

4) BERREUEEIRRREEETEL MBS IRBOFN S, FRFLLHE. REAERENILOLEALNS,
2. PTH R BRI KRR E TREDER 70 —F v— k

- 23-



<EEESE>
TERZAVWTHFEULERRET D,

FEHIRICKY, HESNhD,

BiE: 4SEFEEZIDHIILOD BOTAZ—LREDEFREZRDHT . B
BERBICXEALL,

RERE: BALYDLMEEZRD. LONGEDREREZED ., BELEEICXE
nHb.

BE: BEALVILMEZRD. TE—OEELGEICLY, BEABEICELLX
BEAHD,

WL TE J OVEE FE ST B DTS IS 38 1T 2 B IR

- IR O D BRIAREIR *ﬁﬁfﬁﬁﬁ? ZEAL T, BWiEE LICRBEOREN WS EIZIE, W

ORI O DZANTHE L X RW (T272 L, MR ORI 2~ T ERRIEIRE TH > T, i
RAREAR B DIZIR D, ),

TR BAETL 23 1T 2 AR B DWW TIL, B2 EFHE O R CIRERMThit TV SR EE
ST, [HIL6 7 H M The b EVIRES %E%ﬂ#ﬁ#é LT D,

LB IERORREN RO BEIEE SRS T ELL B LR WE TH D0, B ER A k1 5

T ENRMEIR L DIZHONWTIE, EEREIROMNGE T 5,

- 24-



236 AR IKIRHEEIE TiE
C =

1. =
BB RIRTRILEY (PTH) DA IEEIZHBEINTNBIZEMDH ST, PTH IR L TIEEMER A IR EE TR
L BRSO LME. §YVMAELGE ., BIFKBRBEETELRICLIGEREETHHRETHL, At
B IR R R IR FEICA LT SA MEEE B O AMA T 4— (Albright hereditary osteodystrophy: AHO) M
FEIRZEHTHRET B, EHLAVLDZE b RIEERKRMICERT 5, TOMICIc 2 T ROREMNR
BEINTWAH. Ic BiE la BCEFNDIIDEL I BHERHTILEENEVNENSONREDEZRS
Thb,

2. &HA

PTH D2 BATHS PTH/PTHP 2B (PTHR1) & MRS J FILRER DY A9 v% AMP (cAMP)
FEMT AT T=ILYT5—+ (adenylyl cyclase :AC) EDBIZNTET D Gsa FU/NIDEEERTHNRER
THb,Gsa A\ 9%EI—FT D GNAS BInFREBITERGTIOTO TR EZIT TS, BH
ETFUILD Gsa BUNIFEBERXRBETIILD Gsa B\ FEBRIMEIZITHEBIEEELAHY ., 2LDEK
IVEEZMBBTIEIBBRRTYILORENBRITHI-OIZEE Gsa 42/ \0E1—RFT 5 EEFIE
MOEELEFITFRILEAARRMEEE-LAMEI R RIREEEETIE la 22&4d, — A BE Gsa 4V
NI%EDA—RT BBEEFNRIOHELIZEEICEFIERILEVRREZEDOLZUMATEA TSI P IR IR e
BETIE. HAHLEEITHER R BIE (progressive osseous heteroplasia)&7E %,

Ib BTl GNASEEZFEBED DNA AFILE/NF—VRENHLN Gsa ZV /NI RBEDETHRE
THALHEANEIN DD, TORFIETHATH S,

3. fEIK

BHILS D LMEIZKZDERE. OFBESCFRLEEDOLUNR-SERE, 74=—, REEES £ 5k
BELLDTH B, 5D, FER. KEPLEZOEENELDLLLH D, BEDENILS Y LMEPS
DU MAEIZELY . BRECRNEERIRIE (EICKREEERK) NALNELIENHD, PTH LISNADRILEY
[Zxt g BIEHEERIERN N HY . FARIRBEEIETIE., HREEETE. RERILEV S BIENEH
L5%,la BTIHEHILLDLMEIZR IONNSENZ. RIEEOCESHTSH AHO DIEREZZHEIZE SN
BIEMNELLEOTNVS, AHO DIEIRIL. EFTHERL. IBGE. EishE. AREER. E5E. BMESHHE
BFETHD. la RORHAEIREL T, RFEEFIKIRBEEE TAE. BRTEEE. 2 BUEIHS DR LAMEEIC
FETIVNENDHD,

4. BEE
EAHILD LMFEIZHLTEERESIY D B 5IZKYAET S, TSH 12 L FIRIRIEREE T E
ST A EICIERRERILEVEDMFEE. GHRH BHREICEIEERILEV DDA LEEHT
BEEBICIERERILELREEITS,
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5 F#&

EMREASY D B5EMKT HETENLY D LAMEIFZESN ., CHIZEDERIFIFFEEADH,
BEIZESSY D B EICKARIEHER . EHREETHIERRERICELEIAELLDIIENH D, AHO [EFTR
TOEHIZHENDRTIELGL ERDIEELZHTHIN . EFEBILIERELLIL. KESITELT
(TZENHIR, £FHBDERELS, BEFFEBEISHLTIE, SRR LS G EALR N, B—
HELICHERTHIL1H5, MEEEDREELEHTHIN . RILEVHREEIZE>TIHELLZLDLD
LEZLNTWS,

O EHOHEIIHELEE
1. BEH
#1500 A
2. HREDWE
A (GNAS B FDEENREEIN TS, )
3. MEMGBEARE
R FHEBEDHTHD, )
4. REIOEE
WHE
5. PMREE
HYRILVEVZBRRBREREICRET S5AEMEN, )
6. EEENLE
EEESEEZAVTCEEEZNRET D,

O 1EHRIEE T
[TRILVEVZEHERE(CRAT2AEMERIL
MEREKE MPURIERKE $FHEM FKEE
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<EORREZE>
Definite., Probable Zxf& &9 5,

RILVEVRBHRBERICEHT LAENRTOZIEE

A. fEK

1. ABRBEPFRELEDLUN., SRR
2. TRA=—

3. £5E%

B. ®&MR

1. BHILY ) LIMfE, EF-IEE) M
2. eGFR 30mL/min/1.73m?* L £

3. Intact PTH 30pg/mL L E

C. &2 H

UTDERBERNYT D,

E4I D RZHE

* 5% 25 KE{LE A2 D(25(0H)D) AY 15ng/mL LA ETH->TH B DIEREFTR THAHI &, 25(0H)D A
15ng/mL RAEDIFEIZIZIERAID D DWRFICLYESIIV D ZRESE-DOLICEREEZH LD,

D. BEEEFHIBRE
1. GNAS EIZFDER
2. GNAS Bz FDEREAETFEIZH D DNA AF)LILEE

<EEohTI)—>

Definite: ADSHT1IHEBE LI E+BDT A TEHIZLCOE AT REFEBLZRIL. DOLWVT IO EH-TILD,
Probable: ADSH1IEB L E+BD T R TE#EI-LCOE AT NESEREBEZRNILI-LD,

Possible: ADDH1IEB U E+BDIT R TEH=TEHLD,

- 27-



<EEESE>
TEREAVTEEZNRET S,

FE:PTH B MEIZLBEHILS Y LMEICH L TEYMEEEVELT HIEITMA.
EfMERETEIE. EIEME. FEEESFICKYBEEZIZHRNAHSED,

P PTHIEAMICKDEHILL Y LMEIZH L CEMBREELELT LD,

B FITAREDELLGVED,

o B R OVERE Sy B OIS B 1 S BB

1.%%@ (R D ERER ﬁ%\@ﬁ%%é_%bf\%%gﬁhmﬁ&mﬁﬁﬁﬁwﬁA ENA N
ORI O DZANTHZE L X R (7272 L, YRR ORI 2~ T ERRIEIRE TH > T, i
RAREZR B DIZIR D),

2. 1BRBIAATZ IR T 2 BAEE IOV TIE, @MU EFHEIO R TIHRERTHhIL TV DIREET,
BT 6 7 H [ Tl b HEV R RE %E%##M#é LT B,

3. ek, FEROBEN FERLOEEESFE C—EL LIZEYS L nETH L, R ER AT 5
ZEBRERFIZONTR, ERENROMBELET D,
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238 EAZY D Bt SHE/ BEILIE
C =

1. #H=E
A4 AR MEE<DR - BRILELFIENDEETHD, CO55. RERRETHAELUFNIHKIET S
LD KBHREFATIND DR BHILIEL. BRRILESTEHEHMETHEET. TROERKITKY.
BEEBED QOL ZEECEELSD, EAIY D REMLDR - BHILELIZELY . RABESIV D IC
KYFEALALY,

2. [R&HE

EEOHEIZLY.EFIY D EHMEEHFHE - FRILEIT., RS MATIBTERE F 23 (fibroblast growth
factor23: FGF23) MBEIEA(C &S FGF23 BEE! > MAEM<HHE/ BHRILETHLHEMAHALMIZESH
f=o FGF23 (&, BRHME) BIRIRE., M 1,25-/KEIELES2SY D REDETENT HBE") VIRIROHT
HIckY, M)V REEETSELSRILESTHSD, FGF23 (X, FBHICITETEESNDILDESZ RS
NTLD, X FEKFEMEIE > MAEtE<HfH(X-linked hypophosphatemic rickets: XLH)ZE DIEIGIEDE S
SV D EIMARTE, LOD DEBEGEFEEICKYETOD FGF23 AN TETHLDEEZ LN TL
B0 L. SNODREERFEENEDLIGHFIZELY FGF23 ZREL TV SN ETRBATHS, £f=.
BRMHEESZIY D HERMEBFILEDRRNWEKETHSIESE B EILIE TIL., PMTMCT (phosphaturic
mesenchymal tumor, mixed connective tissue variant) % E DEZ KXY FGF23 MBEIEELE IS, CDIHE
3. BHZIC&LD FGF23 BRIELEDHFIEITHATH S, SoOITEFIRKRHFNIELY ., FGF23 SEZESE
)2 MAE 4L SR/ BHALENEREINSZELH D,

3. fEIK
E4I2 D HIRMHAHETIE. O HI® X BREDEER. RREE. FHOZH. BBES. KRMOH
B B S%. BEERNECS D E4SY D ENMEFILETIE. FABETOBRRENEMEL S, B
ABEMThhENE, EBELGHHETHS, EFSY D EREBRILERE IR LICELEYELOTL
FEELH D,

4. BEiE
YO BE|ILEERIEASY D BEIN., FRIN TS, 2L, ShoIXBERICE SCAERTIEEL, Ff:
THPBHILS D LMELREICEDBEHEERES . —RMERIFRKIREEETTEELE DEEERIMELY
BIGENH D, F-EMA FGF23 E/70—F LA THASTARTIT A, 2019 FICKF TR SN, B
BEHEEHILE L. REAESOTLAHERINAEDE ERTH L, BEIHEIRTELRLSGE . ARIBE
BEITI. BHIREREACL DBV MAEM<ESR/ BEILEDIHEICIE, EFIO D IEICLYRFETHRE
ERCE
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5. %%
BERIZEY.EASD D ERMAREENORREEZIHIBERETIIOND. RABRLTEHERET
BABENE L, T BICTHROBEROTELHILIIRETHD, EF3IY D B BRILESESE L.
BEIZLYSBHETOBEARETIEENAZNELOD ., BEEPIL TELRMEENRETH S,

O E#HEICHELEIE

1. BEH
EEFBARILECZREBERICETIMRIMOLERENS. RBTOEMBIELESIZ 117 4
(95% CI 75-160) LHEESN TLNVD,

2. RROWE
TEA(ERD XS, FGF23 BEIELEDHF XTHATH S, )

3. MRMEEAE
FREESL () WFEEMREAI D; WE|, HDHUEH FGF23 A THASITORI IR ERINTLVDD
DD, FGF23 BRIEAZTRIET HAEETEARLY,)

4. REDEE
DHEGERHEDLHHE T, BV ME A FERT TS, E4SY D BB HILETEH, JAREPLT
FLRWNEENSLY,)

5. PHEE
HY (BEEFBEARILELVZARBERICETIARE. BRARNBER. AXAERBERXDERET
YERL. )

6. BEREENLE
EREESEERAVTHEEULEXRET S,

O 1EHRIEE T
[TRILVEVZEHMERE(ICAATHAEME]
MEREKE MPURIERKE $FHEM FKEE
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<EORREZE>
Definite., Probable Zxf& &9 5,

(EZkrtast]
O<5R
KIEH
a) Bl X #RETOLAHREIL (BRIHDOMIKRMEM ., XL BIHBEOILKROELTZL)
b)& 7 LAY KRR T 72— MfE*

INEB
c)EY > MfE*
d)ERFRAE R
O fl-X G EDBLER . EHXDOEM, HEE. KRMOFHE. TS, EEER
DULFhh,

"EICHU-REEEZRVTHET S,
BV MEEHIES B0 DEMB DEEEZTT RHFTOEEZRBLTVELDT,. SEETHD. ).
&) AE CRUEEATZE) VIESHIES Do)

1EERH 4.5mg/dL
1M /NRER 4.0mg/dL
BEIALIE 3.5mg/dL

B7IVH)KRRT74—EMmiE (5E{E)
miE AP 1EkE 1200IU/L Ll E (JSCC) 430IU/L kL E (IFCC)
1M /NEER 1000IU/L KA L (USCC) 360IU/L LLE (IFCC)
BEHPOREMER 12001U/L L £ (JSCC) 430IU/L ELE (IFCC)

<EEohTI)—>

1)<% %A : Definite
KEB2DL/NEBD2D%HE=3HD,

2)X5EMD5EL : Probable
KIEEH2DENMNEBD2DOD5>B12%FFHT=-4HD,

f=fZL. T DRNEZHEZERET D&,

ESIDRZHE.EXIVDIRFMEIE, 28 BHRRD74—E 5. BRIFEEEMARGE. 759k (Blount)
& . Bl R K IR REE TIE . A TR P IRIR B REIE T 4E
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@ S EILIE™
KIEB
a) 1KY MMfE
b) EEETILAIKRRT7E—E MIE

/INER
o) BRERAERK
BmHET. RITERE
(B AETORE: LeAALMENSIE EANGL., BEREBRAAILL)
d BEE
EERAFE(YAM) D 80% K
e) EIRFTR
BUVFI ST —TDMERBLEEANDZRIYAA, RILEH X #RETD

y
Looser s zone

<gHohTI—>

1) B ELSE Definite
KIEBE2DL/NEHDIDE®H-TED

2) BEEAEDEEL: Probable
KIEB2DEL/PNEBD2D%FHEI=TED

PRV REKRE

BHRE. EOSRBER. SRUBHE. EHBERRBE. REME FIRIREAETEE. E432DRZ
fiE

KORELTRIELIFENIIL. <BRDE MRS IZEL D,

{B. BEILIELBIC,
@& AEME, @FGF23 SiEZiE=9 . TRITIIAI4 D FGF23 BEE) VIMELRRBHmSN TLSEREEX
RET D
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[ 2% - BEILIE |

EfE HAER
b 1
30 pg/mIkii |30 pg/mlA L ZL HY
FGF23 ARILEE EER
- Y v HEFDMER
&S
U UERAR. BERREE FGF2373852
&) > miE A
) o RE 20 ng/miski [20 ng/mipiE#
25(0H)D
HY L
EAR. 73/ BRM,
el s EZIUDRZ. |”M§%|
V2N S T Ak a2
27 A =HERE. 20 ng/mI3ki# [20 ng/mi b1 £
T MME. BRAEYE
T R—U R, Bl 250D
BfE | &fE
EA3IDRS. 1, 25 (0H) ,D HHRH: hereditary hypophosphatemic rickets with hypercalciuria
EZ;WD;??ZEE ¥ PIIZOL, IFFAR—GE
FHlferrr W ARRT7 I K, PFRENERF VL, AL TOMEE
E5=>0 | [ skl STTZVEFU AU YIFVESURE
REFE E#% = UDIKFE
<BHHIAR | < Hm2R
#MNETE, FYBETHOTHLAROREELEL S EAH S,

HEAIVDREMIEBRETLROLNDBENH S,
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<EEESE>
TERZAVWTHFEULEZRNRET D,

FEHIRICKY, HESNhD,

BIE: 4SEZFERZEROILO0. BERCLERERES. HHETLHEEZROT.
BELEFICKENGL,

FEE: BLERORERES (-255D M5-2SD D) . HAHET (H1THEH) . BE
(ERBEIOFER) TEIZKY ., BEEFIZZENH S,

BE: BER(LROEEEETEFS) CHARES (-25SD UT) . HAET (G
LLEANGL) . BfE GEEBFIR) GEICEY. BEEFICELVXELDH
%o ZRIE DRI FIKBRIE RETTEAE

SRS RV ) OVEE FE 3 B OIS 31T D A

1. JRAZWHTH W D EERER, BRAETRSICE L T, BREE LICEEROREN WA, W
NORHI O D2 HNTHZE LA (T2 L, YURERE ORI 2 R~ I RRIERE Th - T, il
RATREZR B DIZIR D),

2. VRIRBHLEIR IR T 2 EHIEE D IC W TR, BUIREFNEHO T TIRIEMTOA TV DORETH
ST, EI6 A TRbEWVRELZEMIEETZ L 272,

3. B, SEROBEN FFROEEESHE C—EU LICEY LBRWETH L0, mEEREREZ KT T 5
ZEVMER L DIZHONWTIE, ERERONG LT 5,
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239 EAIY D KEFMHLEE BEILIE

1. =

EXZ D KEFMHLSRE /" BEILE (£ . EFSY DIRFELHVWV . EGHICRATESSY D ITxT
HENMERILDHE(BPILE) ERTEET. L EEDERIY D TEZOERANFRTHRETHDS,
BEERBEDOALURIC KSRAARCEDILYS D LMEICKDTI=—OIFLNATHEIET 5, LLER
REABLDIE. BRED 25 KEIEESIY D-1 ok BEBEFRERF (CYP27B1) DR EMRERIZKVE
B3I D FEMHIEMNEZEINBE ARSI D IKEFEAE 1A F (Vitamin D dependent rickets, type 1: VDDR1A) & .
EAX2 D ZBHELF (VDR DFEHREERICKYERIY D DIERMNEEZEINDIEFZY D (KEFIE
2% (Vitamin D dependent rickets, type 2: VDDR 2) T 5, b2, LD EHITH S A, FFiEDE 23> D-
25 RIKBALBEREIR F(CYPZRY) DA FERRERICEYESIY DIEFRILAET SN HE P DIKFIE
1B & (Vitamin D—dependent rickets, type 1B:VDDRI1B) 4> 25 JKEE{LE 23> D 42 1,25 KEE{LEAS D %
TEMIET S CYP3A4 DHREEFRERICLYESSY D KBINTTES HEHPI D IKTFAE 3 B (Vitamin
D dependent rickets, type 3: VDDR3I)MEHE SN TLVD,

2. &HA
EZIY DIKFAE1A B 25 KERIEESSY D1 oKBRILBRREGFOEE . EAIY D (kFfE2E X
VD ZRIMEGFOEED2DIZH TS, LML FEHREFID D DBEBREICESICKYELNHD
CE BARERTIHNHIE. 2RDERD—DDRBTFENFTHETABEN TN ELEE  #EF
DRBELZRMNEINTIND, EAZY D-25 RIKBILBREGFDEETHIERID D KFAE 1B B,
CYP3A4 D ERREETHHE ZI D IKFESE LB MEIN T,

3. fEIK
BEABREMNALRIZ CBHEFAROAEAILS I LMEIZESTEI=Z—RHFVNATRIES %, T0OH.
EYVMIE. & ALP MYE. & PTH MEFE T 5, M 1,25(0H),D DEEIEL. 1A B TIXEET. 28T
XEELED, 2 BITIERBEESIBNZLY, 1B B TIE, M 25(0H)D EEIFE(E. M 1,25(0H).D &
EXEE~SETHD, 3B TIE, M 25(0H)D JEEE. m 1,25(0H),D EE X EETH 5.

4. BEiE

ESSDIKFFAE 1A

AEEDERIUDER ST 5 (3,000~4,0008(E 22 DD 4B O AREICRIELAEL) D%
L. EHREESIUDEAREICAVNIEEEETARESESS, 7ILI7HILUR— )L THHAZ#0.1pg/ke/
B. ##F2005ug/ke/ BIEER 5T 5L BHICIBEAILY D LETEML, 2~3M A TKEBEDER
DRENH#OND,
E2I DIKFFAE2EY

BEOEXRTIUHEESLI D DRKERSTHSH., VDR DEHETOREIZITESNEBICENHST-
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O.EDVEEFSESETH S, Hi I HEHILY D LMEICKHLTIE, AL I LERBETHZITE
ET0ENH D EBPICHARAERLAONDIGENH D,

E4IY D {RHFE 1B 2 KEDEARIY D 4 25 KEBIEESIY D ORENENMRESN TS,
E430 Di&FME 3R KENDEASIT D(50,000 B/ H)PAEDELREESIL D ZEOBEMNHE
SNTLS,

5. ¥t
BWYABROBGIIVNET,. BER. BER. REBELENERTIEELH D ARICEYBHHET®
BRNEETIEENZNEDD. REFZFIETELGMEENRETH D,

O ZHDHEIHELEHE

1. BEH
100 AR
2. RIFDOHIE

FRERIY D OFERHILOERLRZMEDOER (RBAREE) THHAN. BETODAILY ) LIRIR
BRUBHE-RIRIZ. EFSY D KFHOBAEFERFEDIR SN HY . TOFMGHRBIAERIN
TLVELY, )
3. MRMEEAE
REEIL GEMRERIY Ds HEIEHILS D LFINMERSN TS, —SOEEHITIE, FEKDBEICZ
LLDT. KYBRLVAEENDBE )
4. REIOEE
HE(REZPIETELGLEELNZL,)
5. PERE#E
HY

it
it
3

E L]
BEEESBEAVTHFEULEZRNRET D,

X

O EHRIEE T
[TRILEVZEMERE(ICAATHAEME]
MEREKE MPURIERKE $FHEM FKEE
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<EORREZE>
Definite 23R &9 5,

E4SY D IKEFMHLDR/ BEILE 1A B (EASY DIKFAE 1A R )
EAIL ™ Ll fiE
&Y > e
M PTH S1E
me ALP S
M 1,25(0H),D 1&E
mrh 25(0H)D fEIEH
B X B TSR/ BHILED FE
SER 25 KBEIEEASY D-1 kB L BEREEFER
TR Definite: 1~7DETHIEBFH-T,
Possible: 1~7M5>56 DNEB %7,
25 JKERIEE#SY D-1 KB ILBERECFEENMAINNIL 1~7D5352DDEBEHI-T ERED
Definite 2B TE S,

N o a s o N =

&

E4SY D KFMHLDR/ BEILE2E (E4SY D IKTFE2RY)
EAID ™ Ll fiE
&Y > MiE
M PTH S1E
me ALP S
M 1,25(0H),D & 1E
mrh 25(0H)D EIEH
B X B TCDMR/ BHILEEDFE
SEMR E4IV D RRRNEGTEE. REOHFHE
MR Definite: 1~7DETHEBZEH-T,
Possible: 1~7M5356 DNEBE%i#E=7
E43Y D RREEGTFEEMNIASANE. 1~T7D53562DNIEEFiHE =T ERED Definite LW TE

o

$ N s N =

&

eN

E43Y D IK7FMH<SHE/ B®ILAE 1B B (E4IY D {KTFEBE )
EAILD D LLfE

&> MmiE

me PTH &fE

me ALP SiE

M 1,25(0H),D IE¥ ~&1E

M 25(0H)D & {E

o a &> 0 n -
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7. B X RBE TR/ BHRILEDHFE
8. EAIY D RZMLKAM/ BEALE DRI
BEMR: CYPIRI BIEFEE
ZWEEE Definite: 1~8 DETHIEHFH-T,
Possible: 1~8 M55 7 DNIEBZi#T=9,
CYPZRIEGEFEEMNIAINNIL 1 ~7TD552DDIEHZEH - LKA D Definite LT TE D,

E4IY D KFMHLHR/ BELE 3 B (E4SY D (KFE3H )
1. BAILD D LI
2. Y mfE
3. IM# PTH SfE&
4. M4 ALP SfE
5. M 1,25(0H),D 1&fE
6. M 25(0H)D {&{E
7. B XBRE TSR/ BRILEDHFE
8. EAIY D AOEMEESIY D RE5ITxT S 25(0H)D i, M 1,25(0H),D fEEFAZLLY
OB EEE Definite: 1~8 DETHIER%®I-T .
Possible: 1~8 M55 7 DMDIEH%-9,
CYPA4BLFEEMNMRASINNIE, 1~7D552DDIEE =T EXRIED Definite EZMITES,

BE BHILY ) LREHIBEGRMEE) D MEMR<DHHHRH) &lE EAIY D IKFMCDHETIE EHILL D
LIMFEERDIE BAILY I LREESGNDCETHRAFIRETH S,
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HEDF=HDSEE
1. EHILS ) LindE
MFENID D LFHEME 84mg/dL LATF
AF DIV DL 2.1mmol/L LLF
2. &Y MmiE
1R 4.5mg/dL LLF
1EM /N 4.0mg/dL LL'F
BEHLRBERAET 3.5mg/dL LLF
3. M PTH SiE: MEEREEEZAVTHES 5,
4. BT IWAIKRRI7A—EME (5E1E)
m#EFALP  1mRiE 12001U/L AL (JSCC) 4301U/L KLt (IFCC)
1A B/NEHA 1000IU/L KL E (JSCC) 360IU/L LAE (IFCC)
BEHPOREMER 12001U/L KL £ (JSCC) 4301U/L KL E (IFCC)
5. M 1,25(0H),D 1&{E. & fE: EEREELZRAVTHET S,
6. I 25(0H)D: F &% 20~80ng/mL (IR ZIE. BEIFEEL THDHELY,

PRV REKRE
E432 D RZfE. E4IY D E<AHHE B U MEM<HR) B HRRT74—EE. BRInERMBIE. 7
52k (Blount) J& . Bl FAKERIEREIE TIE . LRI FKIREREIE T

(B BEILIEDEBZRZEMN L. EASY D KFFE1E, 2B OB MHICESRRETRITRY,
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[ 2% - BEILIE |

{EfE HEER
b 1
30 pg/mIkid |30 pg/mlA L TL HY
FGF23 ARILEE EER
v HEFDMER
=L HY
D UERAR. BERREE FGF23738:2
&Y > miE S F ek
E ) ‘Az:]z 20 ng/miski [20 ng/mipiE#
25(0H)D
HY L
EER. 73/ BRM,
7o E—32 EZIUDRZ. PHEE
sadliliend EAoer e
27 A =HERE. 20 ng/mi3ki# [20 ng/mi b1 £
T ME. BRAENE
FYR—U R, Bl 25(0HD
BfE | &fE
EA3IDRS. 1, 25 (OH) ,D HHRH: hereditary hypophosphatemic rickets with hypercalciuria
52;173;??2% ¥ PIIZOL, IFFAR—IGE
FHlfErrr 0 ARRT7 I K, PRRELERF S, NLTOBEE
E5=>0 | [T w0kl STTZWEF VR, YIFEDURE
&EFtE E#% = UDIKFNE
<BHFIAR | < Hm2R
#NETE, FYBETHOTHLAROREELELHEAH S,

HEAIVDREMIEBEETLROLNDBENH S,
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<EEEDE>

=

SREAVWTHFEULENRET D,

FEHIRICKY, HESNhD,

BIE: 4SEZFERZEROILO0. BERCLERERES. HHETLHEEZROT.
BELEFICKENGL,

PEE: BEROCEREES (-255D NH-2SD Of) . HAET GITEH) . BF
(BERFOER) HEICKY. BEEEICKENH S, EHILS D LMAEIC
LEHREREOCLETONA, B X RICKZBHE. ZXREORIFRK
ARPERETTEESE

BE: BER(LROEEEETEFS) CHARES (-25SD UT) . HAET (G
LEANGN) . BEGEHHR) GEICKY, BEEFICELVXEND
%o ZRIE DRI FIKBRIE RETTEAE

W I TE N OVEE FE ST DTS IS 38 1T % B S IR

- IR D BRRIEIR, AT REICEL T, 2
NORO S DZHNTHELI AR (2L, 4

PHHEZR B DIZIR D, ),
. TRRBIIGETR IS D R
ST, HiT6 AR TiH

N
73
HE
gIany

Wi LY BB D HE N 2 WA IZIE, W
LRI DR & R TR IRIEIREE T - T, HE

FIZOWTIE, BEUIREFHERO N TIHEBEPITONL TV HIRETH
VIRREZ RN 5 2 & & 5,

L RBL JERORREN FEEOEIEESEHSE T ELL BICHEY LW E THDH N, SR ER A k1 5
ZEBMBER L DIZONWTIE, EREBRORGET 5,
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240 7= )L MUFREE

C m=

1.

BE=

Tz L7 R BRIE (PKU) TR TSN DT )L T 5= (Phe) DR BB DEFICL>TEIERIIND
RERIL. AXMTI/BRBMEEED—TETHD, Phe [INBT7I/BOVEDT. EXLEAAREE
CI=OICIEENDSIERT ILELNH D, COBREHD Phe (FEAESKICALSNSLISME, EIZ Phe K
FRALEESR (PAH) &Y F O Y (Tyr) ICE#IN Tyr REBEETHAEIND, Phe KEEILRIENEFTINTZ
154 . Phe MEFELING Phe flEALFL. FRFIZIX Phe DIENZFDRBMEYD Iz ILEILEVEAKRE
[CHEMEIN BT EMND PKU EFFIENTULNVS, BEID Phe EELHICTNOLDRBEMITIEEDORBEEEL.
FER-ZRACEINBEREICLIBHAEEFTERRET IBRERESIZEI T, BAIZBNT
LIFESEFLRMERES IERILIY . BBIERAF ZADKE LA DT EMNTREBEINTLND,

- RE

PAH (& PAH BIZFICKYI—FEh, PAH BEFOEREICKYBEREMEDETESIEFEIT, 3512,
PAH [FHBERELTTIINARBEATTYY (BHO ZFI AT 5128, BH: DERRH DV IETBERD S
BEROREICE>TE PAHBEREUMET T 5, BH, (& PAH D#HEERELTRIBESN A LIS, BRROF
AU KBIEBERICEFIASNDTO.BH DIETIE F—/OEEEBETZEZEL. F—/IZV /ILTRLF
U.FRLFIVDETESIERIT, FMN TN I7VKBIEBROEEICLS AV DR THEIS
f=. & Phe MIEICkDHPRMIEEET1TTH HREENEDOETICKIEELGHRMZLEIKAHER
T35, DBRETHERIRARV ==V DRIRSNTH S 2011 FEFTOH 30 F£RICRTETH 500 A
LI EDE Phe MfiE (PKU. BH, RIS Phe MfE. BHs RIBEZEL) N FER Sz, FEHBEIFHTAAIC
14T, £ETERM 20 ARTERR SN,

ER

BEERBNANLHBFETICHMDORZEEEZRT  NEE. TADMA. EEOHEHREEER. T8
L OMEGE DBIRLIERERT . HADRR (RXIRR.AER) | FE. B BBNALNDIED
0hd. BEMRELTINERE. MRIIZTREREZRDHENH S,

ARE

FERTIEREIC Phe 52X @EUIHIFRL T, 2B DSHIZM A Phe {EAY 10mg/dL L FIZH5&S58E
&9 5, ZLTMH Phe {EH2~6mg/dL(120~360umol/L) EFTIE T T 5L5IZ Phe DIEMELRE T 5,
Phe RRBEIXAERICLYELGEHD T Phe [EZ EHMIIZRIE LGS Phe DIEMEBERET 5, PAH R
BIETHAHACENHEETENIL, PAH RIBEDBEIEHITR->TRAV N\ IVBEEEARKRIILIIZELSE
BET T HD, AT, BH, RIEMER Phe ME (X BH, IZKDEMEELE M L7155, BH, RIBIEEZ SO
B EICIE. BH ICKDEMBES JUHRBREENEDHRBENVLELLLIOTIEZET S, I+
Phe fED AR BEIL. £EHH T2~6mg/dL(120~360 tmol/L) THA (BEHAKS1> 2019),
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5.

Fi&

TIZVTIZUEN LR T HEFEERD R AT HMICEITT S0, EHRICHEERZERE (ALHR
FTIEH K KX, FELIREIE WISC-IV BRI, ZOMDOBEZLERETHLRAR) #1715, F-#@H.
BGRARE LR MRI 2E DEHRREETISENEFELL, BEREAIBRARLEER T TODELSHY.
FRESCLEHTHAD Phe EZ2~6mg/dL(120~360 umol/L) [Z#iiF 95 L5 BIZET 5, BENK
HDIZE. FIRFPDE Phe MIEIX. BIRI/NEREPCLDAHMLGEETEELGEEEZE5ZSH(X5—FIL PKU: B
% PKU), CNEFIHT BICIE. PKU BENRIREF LT H5HE . BV VBEFKARILIIZEY . Z
FRRTA S 2RI Z@EC T F Phe {E% EEERICEARICOVMO— LT BTENBETH D, BEN BH,
RIEHETHDIHEEIZIE, BHs FED B PKU ITHLTHEEERESN TS ZEMITDOWVNTOHKEHR
[FELZH T,

O EHDHEIHELSIE

1.

BEHY
#9500 A

- RROBEE

B

. IRBRERAE

RHEEL (BRERIKICE ST Phe DEMZEHIRULIAAND Phe EZDHBMEMDEEERESE D)

. REDEE

DEEEITOEIBERENDETHD.)

HY (HERVERRD BT EZE)

EEEDHE

ERMERHEREDEEETMZAVT, PFEULERRET D,

O 1A

FEFBHFAREMNEHAMREFURMESTE (HAMREBRRARER) HFELERRI) —=
THRHEREFDERRBEREICES THEEICH=52 BAH O BHICB I 58 7% 18T
MARERKRE BAKFZRER &% Pk
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<EORREZE>
Definite 23R &9 5,

D7 /#4547 (HPLC &)
M7= L7 S5=fE: 2mg/dL (120pmol/L) Ll (E#E{E 0.7~ 1.8mg/dL)

QT TIPSR BHs RIBETEE /N I—UHRENS,

QDHPR B4 : DHPR R48JE TlX DHPR SFHNDELIVERIE TEEH 5,

@BH,- 1EI & frEER B . M Phe fEA6mg/dL (360umol/L) L EDIHFEIZITHN D,
BHs 10mg/kg O 1E%RE . ARFIRUVER %4, 8. 24 B DM Phe fBZAIE, HHE PKU $L<
(& DHPR RIE4E TIFZE LA L . BH: RIBJE (DHPR RABAEZEFRL) Tl ML Phe fEIXIEE 1L, BH: RIGER
Phe I TRIfEXY 20% LU LET,

OEILFEIT: PAHEBIGEFHEEDEREGRFITBVWT2TLIICKRREELDIEENRTEINDZ L,

<gEOhTI)—>

PHOIRRLLEDIOZERERDDILDEELFZEHFIEL. QOZEREL (WEIZIELT@B%EEM) . PAH X8
fiE . BHs RABSE . BHs RIS TER Phe MAEEDLVT MR E DB TEI-L D% Definite £ 5, BHs RIG S Phe
MAEDZER DR DI HFHBRED@ITMA T, ZLIRAAEFIC BH, TEMIESHERICTHMA Phe EAE
BRi&Y 0% U LDETEHRTHIENEELLY,
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<EEESE>
PEEULERRET D,

II

il

v

EXERHEREOEEEFNM(BELERREHRERR)

EPLGEDBBRRE (LUTOHAGNThM DERRT S)
AREELGL
SHEFED=OIZRIoADEYZERVERERBELTLD
RERENGEYARN P TERL
RERERICTRERE, MRHMEELELTD

BEREARORRE (UTOHALLNThMNM DERRTSH)
BEGIRGEFICBELNZL
BEOREFRHLIVE—RHULTEEFRILETHS
RHRIWIZRBELTERTILEOHREEDREREANDETHD

BRIV IERBELTERT L EDKRERENTREFTDE (BART) BEREDM
BMOBETHD

BEXBENIDLETHD

BRERXELCEORHET CEEEEL-RE(EHRZSL) OMRUTOFHLBNT
A DEERT D)

BHICEREZRHEL

BEEOEREN BRELTLD (B&RELTEEEFEMNS 1.5SD Di&R)
PEELUEOREEI #HELTLS (BXELT1.55D M5 2.0SD DiEAH)
SEOREEIHKELTLS (B%ELT 2.0SD UL ED®ER)

BEORAENREEN. #RER. HHAETITOVTOFHE(UTOFRILTH

M OZERRT D)

EEZROLEN

BEOREZRDS (BRELT.IQI0 RFEHCHMEREERAVNBISITHATHE
BEEDESE)

PREECESTZREOS (BRELT.IQ0 RGOEILFITNTARELGEEDES)
EEQOEEEZRHS (BRELT.IQ3S RFHLEEELEYDIKE)

REDMFESICETHTHUTOFALVTIANM DZERIRT SH)
PR B, D7 & 1T REEE AN a L
FHiE. B, DigaE ICEEREERENHD

(BRELT. ENETNDEBEREICLIREEEEZZRDHDHL0)
FHiE. B, DG EIChEERERESIHS

(BRELT. ENENDRBBREREICIDIERZRDHHLD)
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d g, . DEGEICEERERENHD. HAVEBIEERNDLETHD 4
(BRELT. ENENDRBHEDOEETLEEDHHID)

VI EFEOB-NBEEDRRECUTOEMSNThN DERIRTS)
a  BEUfAEAT L Y
b ALADNTEINBE 1

c BELEOETNUALE
d  AafRFERNDE

o=

1D VIFETOEFHER PR RBELLICRETFHELZRET b,

(MARDEEMNM DTEHIIEA B
(2)25 U LOEENHY . hOoMRL-BafirealLDigEs B
B)MAL-BAHAI -6 RADIHE H i\
(A)MAL-BREN0—2RDI5E BE
EE

1 BEWEBEIIODVWTIIHARSAUESELTHILE
RERENLGEYABRIHAIRSAVICERLI-EDETS
KEBENGBERERBRIAARSAVICENRLE-LDET S

KW K O HEE S OBEISIZ T 5 B

1. BABEICHO D EFER, BRET SIS L T, BB FICHEBEOREN LW, VW
NOREO L DEHNTHE LI 2R (7272 L, S5Ok 2~ RIERE Th > T, i
RAREZR B DIZIR D, ),

2. IREBIATEIZIIT D BEIEEASFHICOW T, MUREFIERO T TIEREMTOIL TV HIRETH
ST, EI6 A TRbEWVREZEMIEETZ2 L 272,

3. ek, FEROBEN EROEEESFE T EL LIZEYS L nETH L0, BfERER LT 5
ZEPMER L DIZHONWTIL, ERERONG LT 5,
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241 ESF OS2 miE18
242 EFO 2 MEE2FY
243 EHF O MEIRY

1.

W=

FOLUIFFOL TSI/ RGEBBERICE ST 4-EFOXF S TIDILELEVE., iV T 4-EFOFL D=
IWEIWEVEBIEBRICK > TRESVFOUVE. RES U F OV BBREBERICK > TIL AL T EFER.
RLUAINTEMEFBRA YV AT—EIZ&>TIRIIL T MEEEE, D7) IIL T BB D B RIC K> TIVILER
ET7 RIS RSN S B F AV UIEICIEIE R DREMHY ., 18, 28 3RDIDDFEH(CHESN
TWVo, CNoDEEL, BRI -BREMICHIOERETHY ., BRKERKEROKFLELGS, EEEA(E
WIhEEEBERLEETHD, FOLVMET1RETITYILT 2MEFEERS—+t (FAH) BARIBTHILET
RAET D, RILME. 7TI/BOZTOMORBEE . EEARFOET. EFEFREE. FR20 &7 5.0
HMRMEICHSVTHHEEEAHIRL, 7S/BR. ¥R, KRBT RF—2 R GEDT72a3—= (Fanconi)
FERBENRIET Do

aFa UmMERTHMREFOL TS/ EGRER (TAT) ORIBE. 87O VMAEIR I 4-EFO
XTI VEIWE U EEEREEER (HPD) W RIBL TS, HRICEITHHEEIF1RTIO A~12 FAIZTA
EHESN TS, bAEICETS 1R OBEFTSSHITENEEZLN TS, 2BEFhIEETHY. H
DNETINETIZ10FIEEREIN TS, Tz, SREFNGEEBTHIN . BERTRBTIILLHD
1= BEISN TOELMEBINFET HEEZLND,

&

ESFOSUmE 1B 28 3BE TN ENERBALSEOERRRAZTEY. 15 FRBKRRME (15923
a25) £ FAH, 16 B EARBI(16922.1-922.3) LD TAT, 12 BLEBIKEB (12924-qter) LD HPD M F
NEFNEREGEFTHD HRICHETIEFOLVME 1 HOEEF. 10 5~12 BAIZTAEHESNT
W5, FAL VI, REMICHRE CTOVIILEE. 7 MBI fESND, FRLVIE L B#IEFAI VD
REBRORKERTHDI I LT IEFEREFER K 2 2B (FAH: EC 371200 RIBT DL THRIE
5, REDEESNDLICKYBHEDHLITERBMENTH LI ILT LM CTDONBENTH
YOV LT RN ODERRRENLRL FEE. BREEEEGEESIESECT . F. VIV DLTE
DRIV IAHEY /=T o EBBEROFEEZEEL. RILI ) VEICELULIZEREETS2LEH5. 5
FO U MAE 1 B 80%IIFFLDHENERIENSE, BATEL. TDZN 4R 2-8 y ATHA:E
DI=ORTET B, EEIC, A—REARE THoTH, BRERD SHRLEELHD, 2 7 A LUBTTRELT
FEBID1EFRTER (X 60%ESNTIND, Ff-. £HFHITEL, 2 MLUEETICIEFELZZEL ., So(CHH#
BESHTS581H 5, Weinberg 5(E. 2 LU L TOFMMIEDAHEIL 37% THIEREL TS, &
FOOUIMAE 2 B MlREFO TS/ EEBEER (TAT, EC: 26.15) A RET HETHREL, &F0
DUMmGE 3 BE. 4-ERAFIEIILE VB B R AMNEER (HPD, EC:26.1.5) W RIETHILTHRIET B,
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3.

4.

5.

FEIR

ESFALUMETR: FREMBOLMRMERRDOESTEZED S, BRRMICIE, ETTHHESTLER
HMERESENFHETHD, DHE BSME BUHEDOIDORELHY . SHETEERKENSIBESD
FFEX.XEFR. TH. B, REGENRONS, EEFITIIFFENETL, AR THNITER2
~3NATRLEY D, ESMETIE ARV ALV ERECHESEZRIET 5, HFEE. FR2ICE
5. FBEZRE T HEFNLE SR MEEHBLHBESN TS, ERCTIERMEHRERESNAHEREL, Y
VISR, E4SY D RMKARGENROHON D, = BRFEE. K Z2—0ON\F—LED AR
RERINTA)AEITEHULIERAHRT S,

BFA M2 fF-BEFIEEVD, REREL. FOOUBROMEICIVEEL, BEIAELULS
ADFE-BREICITFRT S, -, AEICBVLTRRICFOLUERMNITHL, UbA-BENELD, AlE
DEILIE EEBNAISREOLNEZIENEEND, BEHUBICH>THLMNIHEIEEH S, BE
FERIFRRAEIK KV LECHIRL . BEREHSABDOEIBELULANFHEIMTHY . FE-RRICRET 5,
mepFALAENBVERITIE, FHFEERFTERDLIIENZ L, RHICMFEFOS U EZ 200-400 1
mol/L [2aVrA—)LLTEETENIE,. EEREZRITHILELARETH D,

SFOLUMESE : EFOL U MmE 1 802 BCHARTAIERNIBEETHY . BERDEFLH S, £
. FTONA TAALFL 7 ZERE. ITEES. R EER. BRFE. IEXRM-28HES
(ADHD) 73 & D R IER A RO o5, BAMEERKOBRAEL. SFO0 U mfE 2 BEFLCELII K
BHEOFOL P 4-EROXF DT LELEVBGEDFOL KRB EYDBMAE KD BLIZBEFRLT
WBEEZDNTVSA, [FoEYLIFIBFESNTLVEL,

BEE

OEMAE (HFOPUMmE 1 )

NTBC(F—T7T1®) &5

FMHEER(TERONICNTBC DIRSEFIRT 5, BICBREREALHATILELH D,

QEEEA(BFOVUIME 18 28 3 &)

mepFALAEZIVFA—IILT B BRIz TI=U - BEFADURBICKYZVNIEIGHIRZEITLY
BHS, IV T7S5=0-FASUBREME (B S-1)E6AL. RELRIVNI  RBBIUVHELTHER
T5. HMER-FLBRHE. BEO—RERAMIALEII LTS - FOLUBREME (FH S-1)%6HA
L. BEGIV N REBFIUVIRILF—EFHRT D,

ESFOCUmEIR TR, B]ISERERIET 5E8 0%N=FL/VITRIET HELVDN TS, AR
DHMRHEIZITFREERELINE a7V N\ JEDRENERATH S,

Fi&
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ESFALUMAE1E & Db R EERGEREICRDOIENTENILFELNEFTEL. =F /0
EZEALBVBITIERFRZICEDZ LN S FBENTTHND,
EFALUME22R LR BHYICMIFF O {EE 200-400 tmol/L (2O hA—/)LLTEETENIL, E
EHREFXRITHILLHFTES,

O E#HEICHELEIE
EFOL o MmiE1E
1. BEH
100 AKi#
2. FEROWE
TR (II)IILT 2 EFEERS5—+ (FAH:EC3.7.1.2) DRIBIZ KD, )
3. MRMRER
REL(ZFL/UERL. BRERETHAT OMMRABEETEAL,)
4. REIDEE
DE(EEITh2ENEREREIDETHD, )
HY FARMIERDZEEEHY., )
6. EfEESEE
SERMERHEREOEEETMEANT, PHFELLEERRET S,

O 1AM
EFOL U miEERT HERICETAREZMAOBH I Or— L EARIEH DOERICET SR
MAERKRE BAKXFLEGRFMERHDNRERESEH H£BUIR Pk
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<EORREZE>
Definite 23R &9 5,

<&FairomEl1E>
DEVT LIABRE
2FAa 2 miETE Tyr>200nmol/mL £ LLIEXMIME SA>10nmol/L
QU7 /B MEZHIWETHD
Tyr>200nmol/mL (3.6mg/dL) THNIXATREEAH A, TN LUNDRRIZEDIEFOL UV MIENZLHF
7Y%,
QIRBEHEEE D T
BFALUME1R : BMICNATH D, OV TEN O ERERD S,

<gWohTIy—>
Definite: D~QNETEH-FTLDEEFOLVME1 R LHEEZET 5,

<gSFOLrUmiE2F >
D BT LIARE
SFOL o miE2f Tyr>600nmol/mL (10mg/dL)
QU T7I/B T BWITWEAETHD
Tyr>600nmol/mL (10mg/dL) THNIXTTHEMEN BB
QB FEMRIE X LEEFREN
EANTER#ETHS,
@FRRFEIR BT AEXIEIFE BEROGEIR

<gMoHhTI)—>
Definite: DERRIERZEL. 7S/ B AT THENTRZZRDILDEHEEZHET 5,

<SFALUMmAiEIE>
DEVT LIRABE
SF0OL 2 maE3E Tyr>400nmol/mL(7mg/dL)
QU T7I/EI T ZWITWEATHD
Tyr>400nmol/mL(7mg/dL) THNIXTTHEMEN BB,
QB FREMRIE X LE T FREN
EANTIER#ETHS,
@FRRRAEIR FEE LBREEZ AL VVEHAEEL

<gMohTI)—>
Definite: DERRIERZEL . 7S/ B AN THENTRZZDIELDEHEEZHET 5,
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<EEESE>
PEEULERRET D,

II

il

v

EXERHEREOEEEFNM(BELERREHRERR)

EPLGEDBBRRE (LUTOHAGNThM DERRT S)
AREELGL
SHEFED=OIZRIoADEYZERVERERBELTLD
RERENGEYARN P TERL
RERERICTRERE, MRHMEELELTD

BEREARORRE (UTOHALLNThMNM DERRTSH)
BEGIRGEFICBELNZL
BEOREFRHLIVE—RHULTEEFRILETHS
RHRIWIZRBELTERTILEOHREEDREREANDETHD

BRIV IERBELTERT L EDKRERENTREFTDE (BART) BEREDM
BMOBETHD

BEXBENIDLETHD

BRERXELCEORHET CEEEEL-RE(EHRZSL) OMRUTOFHLBNT
A DEERT D)

BHICEREZRHEL

BEEOEREN BRELTLD (B&RELTEEEFEMNS 1.5SD Di&R)
PEELUEOREEI #HELTLS (BXELT1.55D M5 2.0SD DiEAH)
SEOREEIHKELTLS (B%ELT 2.0SD UL ED®ER)

BEORAENREEN. #RER. HHAETITOVTOFHE(UTOFRILTH

M OZERRT D)

EEZROLEN

BEOREZRDS (BRELT.IQI0 RFEHCHMEREERAVNBISITHATHE
BEEDESE)

PREECESTZREOS (BRELT.IQ0 RGOEILFITNTARELGEEDES)
EEQOEEEZRHS (BRELT.IQ3S RFHLEEELEYDIKE)

REDMFESICETHTHUTOFALVTIANM DZERIRT SH)
PR B, D7 & 1T REEE AN a L
FHiE. B, DigaE ICEEREERENHD

(BRELT. ENETNDEBEREICLIREEEEZZRDHDHL0)
FHiE. B, DG EIChEERERESIHS

(BRELT. ENENDRBBREREICIDIERZRDHHLD)
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d g, . DEGEICEERERENHD. HAVEBIEERNDLETHD 4
(BRELT. ENENDRBHEDOEETLEEDHHID)

VI EFEOB-NBEEDRRECUTOEMSNThN DERIRTS)
a  BEUfAEAT L Y
b ALADNTEINBE 1

c BELEOETNUALE
d  AafRFERNDE

o=

1D VIFETOEFHER PR RBELLICRETFHELZRET b,

(MARDEEMNM DTEHIIEA B
(2)25 U LOEENHY . hOoMRL-BafirealLDigEs B
B)MAL-BAHAI~6ADIHE H i\
() MmAL-BREN0O~2EDIHE BE
EE

1 BEWEBEIIODVWTIHHARSAUESEELTHIE
RERENLGEYABRIHAIRSAVICERLI-EDETS
KEBENGBERERBRIAARSAVICENLI-LDET S

KL FLUE e OV Ay B O 5 1 D BB

1. BABEICHO D EFER, BRET ST L T, BB FICHEBEOREN WA, W
NORH OGS D HNTHZE LA (T2 L, YURERE ORI 2 R~ I RRIERE Th - T, il
RATREZe H DIZIR D).

2. 1BRBIEATZ IR 2 BREEAFIZOWTIE, @Y EFHERO T TIHEAThIL TV 2 R1E
ST, [HEiT6 7 H M Thed IR %EEWZ’P#IU—TTE) LET D,

3. e JEROREN FRROBREEDPHAET—EL LY LRWE TH L0, @ERER kT 5
ZEPRER L DIZHONWTIE, ERERONG LT 5,
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248 JJLA—RAMSURR—E—1RIEE

1.

WZE

JIWAaA—RS5U AR—4A—1 RIEJE (glucose transporter type 1 deficiency syndrome:Glut1DS #H LY
(X GLUTIDS) [F. D TR F—RBBEBE THSV )L A— AP RAERRICMYRAFENGNEICLYE
CARBMMEMIETH D, BEAEZTOCEGEEE CEHRA. B, DAMZTRHRE) LEDRBHEHEEIR.
BUTADAMEDLETCADAEDRESEREZZL .. SHLGBKEROBAEHOEICL>THFEF TS
N, REF. T RERORBIRIILF—RELTHBT I BEENEYTHY . RRAKR -2
BIZESTFEMNBELIDEETHS,

[REAE
FSURR—A—DEEIZKY ., T IILO—RERAICEYADENETIRILF—EENETL, IFS
FHMEREIE T E -9, KE BT SLC2AT BIEF (1034.2) ITEITAANTOESMD denovo R B
BITIEIMBREERD . NTOFLHREICEET 5, MEEFAHNSVHN . EEBAREHEREEET
HY. FNITERZBASHEGROETMIERICLDIREGNEH S,

FEAR

REFBZARYIS LIFREL EHICEYERIEIELT D, EEORFR (HHE) (L ARERMEDEL
REARECADNAREE. TDRDFREET -FNMES. BXRM/DEE. TLCESXA - K- AT
BEDHAEDOEETHIBEEHEBERELZZET 5,

OMFREK: FLONARE. EERBGESFHE. BIEREENELBRHICEOHOND,

QOEHMAREIR: MNEFC.EBELHR. EE. CANTREDEFEEEZEL., SEFIFHMEE
HTHET S,

QFMEMER: BIEHITIE. BEMEERISHE—DIEREVNSZELH D,

- TADARE: REOHKIEKRTHY. H9 0% TEBDREREFL ., SR MERERREOE
BIRBFEENZ MICSTHI/O— FERREB. ER. RO BERELGELREDD,

- ETALAMEREE: REMEBEREE (BEEFEFTRESATROT . BRIEUEESFRMEIR
FROT7 . BAPEERKRFE. DAN=T  BER. NA—F VXL SAYO—XR) (BN - EEBRE.
REIEEEE . &R GEELL) . B, BAEMR. BER B -BEHEINH S,

OULHEMEROBRBEMLGFEREFIZEZR FICRAZER) SEETHL EF -BEFRE . FEL.
RREREIRE DHRIE. DEMANRBFRELGLSH. BRICEEIYZ S, TLT, HEER. TF. KR -
BERICIVHET B,

@REFRRTIE., TR TIIMBEENEETHAIZLAN LT, BERIEEIX 40 mg/dL ki, 36K
¥E/MFELLIE 0.45 K (F1 0.35) &R, F=1=L. BIEBITIXEDEEZB-ILNIL1H 5, HhRFLEE
BEFEE~ETEZEY 5, RIEBRIKKTEEZRRORKILEZRDS, TADAREROLENIEL
ZUN MHAICEAMRERE. HELEDIC 25~4Hz DLIRMHGREERDD, MEREITBEDLY
IWO—REHTTHET . 5888 MRl RETIIKINENE. HWILEE. RETHEORENSESE2ET
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L H5. BEFRERKRERSY) ICTHEZESN D,

4. AEE
TADNAREFREERICEI S TR TANAEETEIRT S, TEIV ISFERERESREELAET
5L TOERKRELLG S, BRI GLUTT O#EEEHIHITHEY (T //NLES—)IL K B5—)L,
STENRL NLTOR) OFERICOVTIEREA LEIZIGEICIFEEHR S TELL,
KENFEONI-LGSETEENEYRBIC. EOFHMTELT N BEEAZRIBL. TLTHENHNILK
AAFETHRINIRETH D 7T BEAICE, HTHRATN BEREOEBETIRVIBLAE, LDOH
DEFELH LD, RIRDEFCEE - REOFZITRCTEIRT 5, NMEK. T BEEAOFUMEL
THATIIA—2aF8(EHA 817-B)DBECKEETHY . ELRREN o DBELAIRETH D,

5 ¥
A5G FRIEIBFTHS, CALAITNREDOEZLGRRETHSH . EEHEZRTEREL. S5ICIXEX
TEIELHD RARENOCHMMEEDREF—E£Z2BLTERELTHY. BITTHIEEAELY,

O EHDHEITHELEIE
1. BER
BA/NEHEZENTIET SHARRICH T ELEEEAE T 80 AL EOEFEERHES
2. SEROME
THGEGETFEEHLES)
3. HEMIAERAE
REES (HRARERL)
4. RHOESE
DE (EECh-2EMBELBERENDETHD)
5. FHREE
HY (FARER O BIEE)
6. EEENHE
SRMABEREDBEETMEAVTHRSEULERRET B,

O 1AM
HERRD U REEEBEDERRBERIEICE THEEICO-52BAH O ERFICET MR
R
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<BMEE>

Definite & Probable ZXt& &9 5,

A. BRERFTR

A—1 fFFAEIK
FLIREARAE D #NFAER (1)
RAIMEREEE | R/

(&) EBEEE (X2)
TAMAFE

FETANAMEFE (X3)

A—2 RBIEREZRETHHR

©® fERHILERE. FE, RS -EBRFAETEEL, HEER, T8, AR -ERTHE
@ EHEHEERKOREENEE
BEEENBEBLS L O—REETTHE
Q@ HrUBEEICIDERDOKE

A—3 RKRE

A—1XI[FA—2D MGEDELE

@ ® 000

X1 FONARE, BERKESRE. BER-77/—EHHE
X2 EENRER. EME. DRANZT A VO—XR GE TESTFLGHAEDELEFND
X3 RAEMEOEBEREE. RN - EBRE. EEGRELE)  BH. B, 4L

B. EEZHDRE

D HwHEELD SLC2AT BIEFEEDRE
@ (EmEORETC)BEEBEBIETCKS), RUBKILEIETEE~ETCK5)

@ FRIEK 3-0-AFIJL-D-F ILa—RERYAHBED IR T(X6)
X4 FERFEMEIL 40mg/dL(2.2 nmol/L) K. BEi&#E/ MAELLIX 0.45 K
X5 BERFLEREILIES LR 16mg/dL (1.8 mmol/L) K
%6 FRMEK 3-0-AFIL-D-JJLA—RRYRAABEDETORRLZIIZITERATIEH LD . BIKTIIEATO
BREIR#ETHY. SERRET S,
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ZEOATI)—:

Definite: (1) RU(2)&i#f=9&E
(1) A-TDOS5B1IEBUE. MDD A—2F-IEA—SD1IEBLULEEREH S
(2) BOOZERHD

Probable: (1) RU(2)%Fimf=9&EF
(1) A-TDOS5B1IEBUE. MDD A—2F-IEA—SD1IEBLULEFREHS
(2) BOQZ%ERHD

Possible: A-1 M5H1IEBHUE, MDD A—2F- X A—-SD1IEBLULZRDS
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<EEEDE>
HFEEEZRHRET Do

II

il

v

EXERHEREOEEEFNM(BELERREHRERR)

EPLGEDBBRRE (LUTOHAGNThM DERRT S)
AREELGL
SHEFED=OIZRIoADEYZERVERERBELTLD
RERENGEYARN P TERL
RERERICTRERE, MRHMEELELTD

BEREARORRE (UTOHALLNThMNM DERRTSH)
BEGIRGEFICBELNZL
BEOREFRHLIVE—RHULTEEFRILETHS
RHRIWIZRBELTERTILEOHREEDREREANDETHD

BRIV IERBELTERT L EDKRERENTREFTDE (BART) BEREDM
BMOBETHD

BEXBENIDLETHD

BRERXELCEORHET CEEEEL-RE(EHRZSL) OMRUTOFHLBNT
A DEERT D)

BHICEREZRHEL

BEEOEREN BRELTLD (B&RELTEEEFEMNS 1.5SD Di&R)
PEELUEOREEI #HELTLS (BXELT1.55D M5 2.0SD DiEAH)
SEOREEIHKELTLS (B%ELT 2.0SD UL ED®ER)

BEORAENREEN. #RER. HHAETITOVTOFHE(UTOFRILTH

M OZERRT D)

EEZROLEN

BEOREZRDS (BRELT.IQI0 RFEHCHMEREERAVNBISITHATHE
BEEDESE)

PREECESTZREOS (BRELT.IQ0 RGOEILFITNTARELGEEDES)
EEQOEEEZRHS (BRELT.IQ3S RFHLEEELEYDIKE)

REDMFESICETHTHUTOFALVTIANM DZERIRT SH)
PR B, D7 & 1T REEE AN a L
FHiE. B, DigaE ICEEREERENHD

(BRELT. ENETNDEBEREICLIREEEEZZRDHDHL0)
FHiE. B, DG EIChEERERESIHS

(BRELT. ENENDRBBREREICIDIERZRDHHLD)
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d g, . DEGEICEERERENHD. HAVEBIEERNDLETHD 4
(BRELT. ENENDRBHEDOEETLEEDHHID)

VI EFEOB-NBEEDRRECUTOEMSNThN DERIRTS)
a  BEUfAEAT L Y
b ALADNTEINBE 1

c BELEOETNUALE
d  AafRFERNDE

o=

1D VIFETOEFHER PR RBELLICRETFHELZRET b,

(MARDEEMNM DTEHIIEA B
(2)25 U LOEENHY . hOoMRL-BafirealLDigEs B
B)MAL-BAHAI~6ADIHE H i\
() MmAL-BREN0O~2EDIHE BE
EE

1 BEWEBEIIODVWTIHHARSAUESEELTHIE
RERENLGEYABRIHAIRSAVICERLI-EDETS
KEBENGBERERBRIAARSAVICENLI-LDET S

KL FLUE e OV Ay B O 5 1 D BB

1. BABEICHO D EFER, BRET ST L T, BB FICHEBEOREN WA, W
NORH OGS D HNTHZE LA (T2 L, YURERE ORI 2 R~ I RRIERE Th - T, il
RATREZe H DIZIR D).

2. 1BRBIEATZ IR 2 BREEAFIZOWTIE, @Y EFHERO T TIHEAThIL TV 2 R1E
ST, [T 6 7 H M Thed VIR %EEW#IU?Té LET D,

3. P, FEROBREN FRROBEEENRE T—EU LIZHEY LRWE TH L5, mEHRER A ks
D EBRERBDIZOWTIL, EREREMROMR E T 5,
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250 LA )LEEMYE 2 B

1. =

SRaVRYTRADBEFIEETISE L ERA (electron transfer flavoprotein:ETF) E£7=I& ETF fi/KFHEFR
(ETF dehydrogenase:ETFDH) D e RHIRIBICKY ELSHHEETH S, ETF R ETFDH (FShaVF)T7HR
28115 FRILBRREZEOER OB KRBRERICICE - TELLIEFEETCERICHIET L. CDT=H.
BETLIL CoA BIKFREBRREBELELLEHINDIZLLH D, BRBITIBEL, FTERIICELZDH
BOLERMERTEZEHL. BOTEEGRBET N RETRELREHICERT T 5105, E4
REAICKBFMET O F— X0 EMmMME. I NETELTRET HEH . ABICRELFE. B HETE
BICBEENDESIH D, BEGBRIERBAREHETHL, EDVEICEFEIMERTRRI)—=0T
DNRAOYMARDFERICEDEH B AAICTADRRBETH S,

2. [RE
SraVRYTRHROEBEFIEETISE 2 ERA (electron transfer flavoprotein:ETF) E£f=Id ETF Bi/kHESR
(ETF dehydrogenase:ETFDH) M e RMIREMNRE 4D, [REERFIZ ETFA, ETFBRU ETFDH HY .
ZTNENIZETFa (ETFB RUETFDH [CHIET %, AEBTILEGFRERBFYICHIEEDHEELH
BEEONTHY. ETFDH DEEFEFIITELSN REALIEIZRET HHI0ZMERIEH D,

3. fEHK

ANEFEEECREFHNS1)FERPRAER, 2)FHNR-FEHRRER . RUS)KAFKER. O
SRBICHTEHIENTES FERFBER T ERBHHISOBBEDDLHIE. DAL, 7 HHER
WEETHEFN S, HERMND Potter HREFRPLLEMMUERBTLLEDAFMERIBE. CNODE
BREDLGWMEELRHDH. WTHEEDLOTFETRTHY . BRICRIGETHAERBIICRT I HL
DB, ILHR - FERRER L, BEMEEZ2DICKFITES, THHE AZICISRAICEMEDLS
4 (Reye) FRIEIRFFEL TRAET SIS . B ITFEHLIRICHEBERAREOIA /NF—LE D BRI
KELTRET DEETHD, BB LD IEHEE B EREELER, BEOHHENZBLLEIENZL,
BRELHNHINMR TCEBLEDERHNDATIAFRELDIEEL VLA RARER EFELH LU
BRICHNETOHBELGEETEMERELTRIET . /MNRAAICTEMIE. HNETHEDEIRITFEE
ELTRDIELY,

4. jaEik
SMEAIENARICNA . TR 20T RO EE ML, RHICELTTEDKEBERTLHENE
BETHD AMEBTEDFHEHTI/BOUDU - NTR 70 ORBBEOHRKZERLEAEZTINDD T,
BRBABEREICEC-XEBREINLELENLH D,
REHDOEBEEECTEDFHNFEEICERELLD, HICHAHRICEOTIIIEIKREEZHCIENE
BETHD. BERREEVDORIENRBISHEVIREICEEDDIENEE LS, T, SIEHBORHTR
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VRS REELGREEHCEDICLEETH S, BEDEE L TEETHL, ERAHITIHIA/NF
—OHBENPDNELGLIIENZ VD BE~TEEDEH L >THEKRDBENALNLZ LN HD,
ZTOMIZH, BEFELLT, BEV N\ -EIE. BRKIEMEITTONEIELH D,

EMBEELT VRIZEY (TFEFVR) KEFRENMTONEIENH D, IR UBIZRIET H4H
D—EBDEHFITIXIRISEL DKEFEE (100~300mg/B) B THHBELHY . FRSNDIZEN
BB, LRAIWZFU(TIALFUR)FRELFTONEIENH S, LML, REICHT SAIL=FUHEFTD
RIFITDOVTIEHERAFEON TLVELY,

5 F#&

FERKELCOVWTIIBEMNTH S, A EREFICOVTLEELEMBERIELLTRIET 515
BIXEFRETRLETEHEELVEALN, HEREEERELTRET S5 EmEBFM L. BEIC
FOTHHERDZBALREEZRBVEEL DA KETIXENR - FERER . AFRERICD
WTOFEIFBEIN DG FRGRAD B,

O EHDHEITHELEIE
1. BEH
100 AR
2. RIRDEE
F8
3. MRMLEERE
RHEIL
4. REIOEE
WECRENRH#ETHY . HERGEE XETTEIEARESNTIVD, )
5. PHEEE
HY (EREEDZEHEESHY, )
6. EEEREE
EXRMERBMEREDCEEETMZANT. PFEULERRET D,

O 1AM

ERRZFEFINER  B1% DMEASE

- 60-



<EORREZE>
Definite 23R &9 5,

1. BRERATR
® EEEE. FTLhA
EMBEICE->TEID, RHGREMELH L D EGE . FHREEESE 45158 ET1 (Reye) HRIEIR B LER
REWSNBEELELN,
@ DERER
DARE I ERBAREFS TRONDZEAHY . AEICEHET D,
® T Ek
DEVEICEESZENS L,
@ RFEX
RPDEBERFICIEIZELVERZZROHDIILLH LS. BRBAITITBASHTENILELZLY,
® BERHBEK
SHANF— HE. BRFTEEETEIENEN KEETIHLIELITERHRBEL KT . $1DBFCIE
FEOEEKRE TH>TH, ERITEDIZHRL . BEBHIERDSFDELDESNH D,
® CHIERMER
LY REARER (CHEOT EMBERFICIB N EERICHELIIENH D,
@ FEEF
FHICESGM -2 MRENCDEIEEZRORY BRI EMERIEICLSIEZEALOND,

2. SELLGLBREMR

D& ~ FE4 B I 8

R AEDMEIZ i B R FARDMEIEE D, T4 b2 453 T & R R ifn i B RS i B 25 BI FE L
Bk AERAEL /8 by > 25, LIS BB SRS /3RO XS BEE > 3.0 THNISKREZ SO ISIHEL 8 Bt
EEINEDOND,
Qif iR LR

FF&EERO EREEO. SUHICIIERFEE 6L TLASIENZL BRZMBSEIZLS,
@B/mILTF7Fr++—+ (CK) M

ERERHICEESETL. AMHICTERSEL LI LLH S,
@F 7 EZTIIE

AMRERICEESTS,
OmER

DETICE A RDABDATITROA, B4R D Oil red 0 2B TIEHEZ RO ISR ICILIEHFRRBERES
BRI,

3. ZHDIBREL 5% ERE
DF7VIVAILZF oo (BT LIRABRE)RR

-61-



FERIRARD)—ZUJ TIE CI0 D LRIZEOTRY)—=2TENB M, RRICITEE~RETVILA
IW=FUONLREICLERTET07—ILHEETHD. BRE. RERERIINLSOMRIZLTHIZEE
LT7YNALNZFoL2EDOTOT—ILEREBT 2ENH D BEREGIETRARI—=UT LIRTCHRET
%, CDGE. —REHENBABESEOKRLETIINAL=FoTOT —ILEREIENH D,

KEBOBERTI. AHEOT O ILAILZFUOR (BT LARRRE) TREZRHETEGRNIENZL,
REQOBRWLET7VIVAIL=ZFUoRHDNERTHS, LOL. TUILALZFUoRT DA TIEELFEZ T
FH#ETHLIDT, BEETHOTLEENTRIGE L. BALEBREZBYRT OTEILL EEZH OO DR
ENHEREINSD,

QRHPERBINAR

BHOBKRBERERGNEETSNSEICEOTIH TN MEONILRVEL R TFIILIOVEER, NS4/
ANTID  ZARNYNT IO AVINVYLVTI D  AFIVTFINTIOD  TILVEILEE, 2-EFOXS 5
IVEIVERIZE DEERIEMA A DN,

QB F#EM

GA2 DRREELBEILZFIT ETFA. ETFB R ETFDH I HY . TNFNILETFa . ETF B U ETFDH (It
B9 5. RERBTITEGTFRERRYICHIEEDHENHLILEEONTEY, ETFDH DERFEHIIZITEL
HREALIBZICRAET HHIN L MERDLH D,

AL)TAYTAY EEREGEFHEZAVC. ETFe XU ETFR .ETFDH O E B HRIRZ T 5
LTHEEZHMNTES,

OGRS IAEE LB BEIRE (/n vitro probe assay 124 3)

AT LRRZANT, BEREREFHROEERPOTUINAL=ZFUORNETIAETHS, Mk
HICBREHERBRL-EREFLICENTED BRBEDFRAGENAIREESN D, 1-1ZL. RIEEKRE
TWERET2~3NAZETHIELHY . EEZHICITMBIMAREILELEDITTES,

4. ZEHOATI)—
Definite : 2B DIRMWELHRBEDSLQITE N TAHRIEL ARG R MR EMRZRITHOO~OD D3
EL—DTHRERENEEZROLHLE. Definite £F 5,
Possible: DD MHF T IILAIL=ZFUo R TREBIEDONNIL Possible &9 5, f12L. TV ILAIL=FY
D DH TIEELZZERICESLL,, LEICMZ . QTHLALREEFMREROIIEE(E. AE
ZHIEY %,

- 62-



<EBEEESE>
PEEULZERRET D,

I

EXRMERBRBED EEETME(AEXEXKHREER)

EVGEDBRBRRE UTOHMVThNM DEERTS)
AREELGN
SHEFRED=OIZfAILMDEYZER VB RERBELTLD
REBRERNGEYAERNPETER
SHERERICTREE, MRHMEELEETD

BEEEARORRE (UTOHRIVNTAN DERRT D)
BEHIRGERFICHENGZ

BEOREFRHIVE—HHULTEEFRABLETHS

BRIV IVEZHBLTERATILENHRENDRERENDETHD

BRI IVZHBELTRAY 25 ENEBRENGRF DR (BEL) BERIED MR
PBETHD

BEXBENDLETHS

BARBGEOREEFICEEZBELE-RE (EREZESD) DFAMERUTOHRMLTH
M OERRT D)

FICERZZOHLEL

BEOEREI#HELTLS (BRELTEEEEMD 1.5SD D)
PEELEOREEN #IELTLS (BZELT1.55D A5 2.0SD DikRt)
EEODERBEIEFHELTLS (B%&ELT 208D BLED&RR)

RAEOHEMESREER., HRER. HFHETIOVWTOFHE U TOHRMrThh
1D%RRTS)
BEEZROITN
BEOEEZRHS (BRELT.IQI0 RFOHEELLEZ AN -BILSITH A RER
BEOESE)

EEDEEFLEDS (BRELT.IQ0 RFOELSITHATARELIEEDES)
EDEEZREDHD (BRELT.IQ RBEPIFFEELZYDIKE)

I

i

+H
=

ot
7

RAEORKFEEICRETHFME (U TORISLNTh DERIRTS)
PR B, D7 & TR BEREE ALY
A B, DS ISR EREEEEND D

(BRELT. ENTNDOBRERICLIIREBEREEZRDHLHIOD)
Al B, DG IChEEREREENHD

- 63-

R

IN



(BRELT. ENTNDRBEREICLDERZZDHEHID)

d g, BiE. DEGEICEEREREELN DS, HOVWIBHEERNSLETHD 4
(BRELT. ENENDIEIZDOBELRLEEDHIED)

EFOBIL-TEEDRRE (UTORMLNThMN DERRT D)

a BIMLIEENTTEE 0
b ASHDNEINRE 1
c BEEETOZTHMHILE 2
d ERHBFEERNLE 4
=i
ID5 VIETORFHER VR RBELEICRERFTMEERETS 5.
(MARDEENIDOTHLHIEE 5
(2)2mULDEELHY. HhOMALB AL AU LEDEE =i
B)MAL-BRFNI -6 1DIHE o FfE
() MAL-BREMI0—2RDHEE EEAE
AR
1 BEWEARIZIOVWTIEHARSAUESELTHIL
2 FREBEWLEEWABREAARSAVICERLI-LDET D
REFEWERERBABEIHAFSAVICERLI-EDETS
72 W SR YE ) OVERRE BE S0 R D TS LR EFH
.%Z% %wéhfﬁﬁ\@E%%%L%LT\@%%ﬁLK%&@ﬁmﬂ@w ik, Wi

NORHOLOZEHANTHZE LR (72720, M50 O %R Tﬁmﬁﬁﬁﬁf%of\%
RATREZe H DIZIR D)

. TRIRBHIARIC BT D BEIEE B OV T, MU R EFENEEO T CIRENMThiL TV 5k EE

ST, [T 6 7 H M Thed IR %EEW#IU?Té LET D,

L 7eB, EROBEN ERROEEESFE T EU LIZEY LW ETH L0, "R ERZ kT
D EBREREDIZOWTIL, EREREMROMNR E T 5,

- 64-



