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BoFHZ Ll D,

ARRFFEHE T, RS RYERHE BRI S X | WM & FFEEIc >V T,
ETTPHRMFZEOTEERELITVO, ZREBERE R EBMK Lz, BREIESKDO T
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1. Wilson J&

1) BRI

TS ESERZ UV EOMKF L LTI f7E L, B nEtiie, B35 EmmEE.
LR T St e E OEE AR Z b OBROBERBEYWE CHH, BRFENLERINE
S+ RS, EEZEE TRIN S UIFIRICEIEN S, — A EREEILEHSEEB X T
% OT, LEEDPIFRCHA S D & RFFARATFICHRE STV b, Wilson JiTlx 2
DR HEAE 240 O BER ORERENEE SN TV D120, FFEAICENERT 2 0H8 5
flufies £ CHEEDHEIT L, S S ElaRbEEZ2 7240,

BEIL 3~4 TAIZT AL Fr U 71390 AT 1 AREREN, ARENO A 7y hR
BT 4TI/ 2,789 A~48,819 ADR 7 U —= 7 T2 HIFERENTIEY, iU EHE
I Bz b 209, FEITNESEFRANEND T, EoFmETH
WEINTNWD, SELLTOZKBINEZ >OH 5,

BRI L LTIk & < IFREERH), #fEmEERNIChbIT b b Y, FREER O
JERITNEIL < . EJEGMEO® F T > A7 2 P —BMEZ R IIER (SIEFIZZV) D
PRSI A DORER], & DITITBEF A REMNE CEEIETH D, HIEHTIXE
myEE M, (EMpEE, BR2E A0 2, —FH., MRS I IR RAER . AR E
9 OMEFDFEAY T, FFERF NI TR FERIES < 12 REERICZ WV, W2 LHSN &
W o TR 3T DI s b Tlde <. B NRE L TWAEAENRZ N, WA HE
TIHHIF A AV ATREE 2 HI, BMEATREE 2 H2, HMiFcppRsmiEE 2 N2, IRIELZ B0
N1, Rt 0% NX EEL TS, RBANEIC X 2 TS O BEAEE AT OFEIE & L
T, BYHIZAMEIFAR 4% %512 Wilson Disease Outcome Score 7ML TUN 5 97, & & (24
BRBEEOFEA 27 bR SN TN D Y,

AIENTH YR AIERARIC L D e RIERFEHIRE TH Y . Befalk 13q14.3 LicHD ATPTB
WEERRT TH S, RTIBL (77 A7 L) S HI069Q (AANRE) Lo ToBHEMREK
BITHLN, TR TS E I EFREERFE SN TND D, X 5225873 homozygous
ThHHDIL 445D 1 OIERFNCE EF V| compound heterozygous 72 E L L THDH T L
WHEbnERote, LIeiso TR L FFEDBInFAR L OBRITH L NTIT 2> T
RV, —IMEMERTH - THHT LHHAIILT LR U TIER <, — 03 D@k
NFEESE, o DSBIEF R 2ofRKEE L 25 G S Tnd 1,

ATP7B IZAFHIAEE b o 8ifigis 2 &) 5 P type ATPase & 21— R B fFDOEDTH Y,
Z OEAOKREREIZ LV HOMEH R ~OPEEECE L1 7T X I A~ OiEREEE &
72d, ZORER., HRN~OROZEE L. S DItz It Lo figes~oiks (K, &
AR L) AT, IFEEOMHREES, RRREE, JE7 — 2 RS nEE 7R &4 5] i
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[ PR R ER BRI S DI 72 & O MBIR 72 BN Z A TR S Th 503, A H B IR ER R
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R %, TP R PR SR LB A & 2/l G O TREICZET
HMENSD D, ATV oI X LBWEENER SN TEY NNETHEEHATH S D121,
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heterozygote carrier & 35% I MIEHE D EE 23, 28.6% BB T T A I U ORENH LI
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ATP7B B TR GO SNIUTBW ORI L7225, & ITAARTITRITEL X
2871delC Z VDT, BHIBWIREICENLD 19, L ATRMEFREOA I YV —=v 7L L
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GOREIEIERSZA, ERPBRESNTNLOT, BEFBWHIME S X0 220, 5
EDBARFERP RN LIIAFELTET D Z LI b0y,

TRRIEITABREIEN AR L 705, NIRFEE U CTHil & #5E LHEt 2 et 3 2 8% L — |
Fl (D-~=F I, HBEN) T ) CHEEDNS ORI A HE 3 2 enidi i &
0. ZTHEHEERELHIRLICEFEZMAGDOE THRET 5, AU X0 RIGEGICTIIAT
BERE DD 90% LA BIT, #RPHER DBCED 55% LA EIZHA b5 L) B, AGEITAE
JEIZOTE2HIRIBENPLEATHY . NIkRa v 774 7 AOEMHEFFIZE D 207 5
72N, TREDEZN LSRR CZE L TWDHD & Vo THNEHERZ RIS 5 L 15%
WA 22 HET 5, Lnl, FL— AL &< D-_=vTF I, ITTRITEA
BHIZ W2, HERFNARIBRIZII A2 R T2 &b D, Lichio TRENCDZ - THHEK
HROPERPENEH O/ EAEEREIZE=FX Y 7 LR, HERLNREOFHES
MEAEUNCEE LR2TUTe b0, EMRR kR & L CXaRMSE 6 » Al
B 1B, RO¥ET2 » A, TORIT3 »r HEO 7+ n =3RS T0D 19, ik,
% L— PO RILIZITHAT ST B DI, TEABA TR O SR B 5.
BIE S R E D 7o W DESEGNZ b Z R T2 Z LN TE D08, 20000 IThFRE
FEPHNRICZ L DOWMERH D Z LITHET D D,

PRRFEARIE R T 2 R IE O D FAINTFFREF I T 2R L TH > TE Y |
TBRBALA O ZNRIEBLE T2 DRI b F4H~3 LRV, o, FL— ML &<
2 D-_=3 7 X v TR TR I RYEIR 2 —RFICE L S 25808 H 0 . 5 18R
L L TIHER S T aen, BEESREH S FIS &IV 2 a0y, MBI B~ TriE R
BAECEIER OB I3 72 0 D720 T AR ] CBE B I R IR G L o3 W ERA & v
25 Y, WFHUT L TH RHIRWEIREIC L 0 R 2 ik g5 42 T35 2 L BNEET
5200, Lo TREXNREITIRRE B L OZOREEZ A7 ) —= 7352 LICk
DR SN BRG] S & D, 3 L ETHIUITZ T HITIREBMENEID Hi Tl Y 19,
Z D & D T MERE R AR O TS RE B B C IR SR LA BORIC X D IR O A MES R S
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Sternlieb 2342/~ L7z 3 DD 7 —7  OBFEAFAREEES], @2~3 7°H BT 7z 5 Wi
ARG BIEFRAUE VT A4 (BFEZS) JEB], @WEHARE Plrté o BE/EATIEORIF A4S (+
WP M) DNEARBLBAEEIS Th D 2, b & ORIFREMEIFEZ IR LT b FEmm
¥ L— MR L HENC K DIRIEOAIMERHRE SN TEBY . ThPRE-8RERD P, £
L THRHER PR LR WIGE & 5 WITENWERNC & 0 InEfkRi 2 TE 201, T
DR E 725, FYIRRIZ L 5 I EORIE I IR B R AR L B2 D720, ifkE
ENBALLTZBRICITZ A IV TR RDTICFBEICBATTE 2 L 5 [Tk &g L C
BAREDRD D,

I % OF 58 U 72 BUEF AR 2 OGS I B A0 BN #EIG & 725 0T, Bl I BT —
DTHAGEE & DBEND D, BIE Z D 72 W AVERF R 2 BRI %9 2 FFRAE O @ i1
Wilson Disease Outcome Score & L THIIADHIERELENRE I TE Y, #H LV Wilson Index
THEA 2T 1 U ERBRELE 2> TS Dy L LA T ORTITHEAEH L WGED
DIl Zen W, WIMEROEIHI L VR E Y VEVREIIRE S EEEZZ T AT LI
PERERE O EIEE L AT 52 L. BEIRZEICE & O BREoXx L — MTaERGE, 7
B ONTHR A 72 MR LR 2 N 2 7= S IRIRIC & - CRrEIF R & EER SCIME O & 5 BIE
RO —ECHBMZBRHEL 5 5 2 & 22020036 F b b, BERRERSICL Y FE
WOHEEBEIZ LSO, Ny T v 7L LTOOTHLBIEOYEHRERZIK X -9 2 T,
EHIRIEZITO ZEDEID LD,

FEAB AR S 59 2 FFRB A O I Z D W TR, S LT e, PR 2 08 5 i
FRERICITITRARITA 2 & S D 28 282 JIFREE 3B A CHIRRE IR 2 £ 18 & D Ef] T
XS T E R e BARER & 5, TR EEE THRIRIRICIS N Z LWERNE, 3T
WCARFHRRREICHEIR L TV AT, B THL ZNERIETE S L 1INnE L0 0, F
oo 2O XD RIEGNIBAEH DA IHERIELEN S THRARE IR TND D3, Lo Ll
F Tk B O E R 2REFRE BRI D P, IRENRHEICITRWEA
BET L0, BT 2IERIOERE L BUNMIENLETH 5,

MIEFHDEBTHLZ L. BB LT LLES TRV & JRAIIINEHEER A
ThDHZ L. FL— MITITIRE E EE AR RS R k9 2 IFRAE O 3 i 73 B R A &
NTNWDZ L&, RENBIFBHRED 5 LAIED D 5FG132% < 720, LK TIE 1987 4
225 2008 FEORNFBAEG OEEMNIZ 0.6%°Y 12T X7, 2010 FFRBMEAFEE DL Tl
AARIFREAE B 2,148 Bl 59 5] (2.7%) TV FEEFNIEEM L T 39, FEFIZH 272
NEHNRIEDR H D2 b b b THMARCKRa 7T 47 R K- THREDS W L,
HFHEBE DB 2 3k 72 LT T2 OB A2 DREBI AN 8> 5
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3) T#&IKF

MELD score, UNOS status 23 PHK - & 70 2 8E 0L 2 D0 0WlE IR & 0 BRO—H%
FTUVRNDY, ARRAEMEIR O & 2 G TILADHEN 2 <R v, FEHICH REIIC
HTHRBARET DHENL N33,

&ML PR BB & 2ERF R 20 ORBR AR O ik TiE, BT - EBFRICEZA LD
Sl T HHE R0, EBHEFARBRBIEF ARSI THREICAR & T @E 2, i
ICHEZEITRVS O OBPEF AR 2B OSAEMENE T2 W EIEIETH D, 1B
R CREIFFREZ) 510 72 22 R BISOHRAEHER B, & 5121 APOLT fil7e & 1% R
BRINEEN TS EREHMSEIIARRERDDOT, NNAICZEOEFEHTITELRNVEE X
BILD . INRBEIO I D R HIRGRE DG 1D 2203, 2010 4 F TOFRDIE O/NEBAF] 59 4]
TOMRFTTIE, %Ik T 2 X ) ICHE TEITRO RN ->T,

4) TEFRAAR

AJEN K B /N ORMFERFAE 51 BIIlZOWT D UNOS DEHNH 5, 14, 5 FEEFR
25 90.1%., 89% & E SN TR ., EBMEIFEEH TIZZEN LI 100%., 100%7225, BIFEAT
AAEBITIL90%, 87.5% & ZEMN R ALz, SPLIT registry O/NE 36 1T 145, 5 4FEAfFH
1% 96%. 91.4%., 14E, 5HEABFRIT 6%, 91.4% & BIFTH 5 3, LRIFBIEO kg
W, BRAZET 32 BlZ OV T ARSI S FEFRN 91T, 75%. 1 FB LS 4F4
BHHRIN GO, 75% L DWENHY O, ERNOBHEL Z—0b b 3260 1 i LUV F4
TFRNZNEI 90.6, 83.7% & DFERNEG LN TV D 32, FFMAFFES O 2 EERTiE 2010
FETORANEZETe 109 FIOEMRFERD 1 4, 54, 10 FEF31E 90.8%, 87.8%. 86.6%
T o7, /IR 59 FNTER S 7o TIEL 1A S 2, 10 FEALEERI TR MERFRREE B TlX 97.7%.
97.7%. 95.2%. BUEAFREH]TIZ 100%, 93.3%. 93.3%& 720, WiH CTHESITRDR)
277,

AERIFRHE ClX R =208 Tdh 5728, Heterozygote carrier 28 N — & 22 5856503 &
5, Carrier R —OFRHHI SV EENH 7= HETEH, EF R —0m 008 &£
522 VSRR B O IERRENH D Z &G SN TN D 373D, B fFREEF] Tl &
Na 77 AI ML 1 AT, IRTERPEIIIBAER 6 72 L 9 » A TIER(LL, 61T
KF U7 bBH% 9 » HTR%MNHKT L EDHELHH 30, 20X H7/3T7 A —HN5E
BT EF L2720 FRNOSEEENEMEO F EHFRFTEMS H D D, Din
< & B BZ ITIBMEITRE OB FREZ 72 Lz L oREIT RV,

FREIE IR T 64 2 PR D 20 H 13 controversial Td 5, BAFA2BAEATHEE & SR Otk
IZX D 5 FIap TR UGE L, B2 A LR 2 Ws 03 5 — 5T,
FELANIZ 2R T o DR EEATRIEIR OUEENTRD B AL 60%ICFEEITRERBHEL Lz b D DFFE
PRER OB TN 2 bR ool b 5 3D, EANTHAERE T 2RERHE BHUL I
5 DOOUGEITITFRMOBIM ZZE L0 00 JiFR1H1 6 A L 7= IR B4 & W%
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WL THEELRWGELH D Y, S HICEIEFREEZS central pontine myelinolysis |2
LITHIN o 572 ERHEIHENZ AONTHRAR T, MRIEROEIENSHEE TCED
X450 1 LORELHD D, ZHIXNTILLRABIZRO T, R O R WHRER
B TIIAR AR 222 b2 & 72 L TR D BHRIZIRA N & 2 O b Fniv /gy, /MR OFRRRAER
WX 2 AEEITFBE O MEIER ST D b0 P EMFEZERET L0000
ILETERIRDOBERTH S,

B, AN N — OBRICIE— AR E R K7 — & L TOBPIEHELISMT . AE
DEEF L O heterozygote N F— & L TOFENALEE & 72 5, AE O BRARSE IR RE 25
DFEEEE & BT, FRFHCET 24 FRMRA O RE 2R T 2 0E TH 5, Heterozygote
R =TI UIX LR O RE 24D Z e BTV D08, SAEHICEREE O 54 75 L
bl RF— & IER R — & DT, BliE#IZ L v O OREEICITZEN
IR BHILTUN RN 32,
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2. Urea cycle disorder (JREVA 7 )V B HEIE)

1) BRI

1. e

PRFBA AR DHR IR BFE N H Y | @7 =7 MAEDRER 7L & THRIET D
—HOKRETH D, HIEFITIZ, EBREBUNOFHARCEN &7 =7 ME 2 %
FE L. Bk, FERAS, KRR, SBREK N oL cCHEEREREET D, FF
PEDRFY A 7 VEEIE (Urea cycle disorder: UCD) 13, #1330 U A kSR KIBIE
(CPSD) , AN=F > b T AANANIT—BRKBIE (OTCD) | TIVF =) any ke
PREESR RIBAE (3 bV fE TR | TAAX = a g o REgER RIBE (T r¥=)
IANTREIRIE) . TAXF—EXRBE (FAX=UME) C BLO, N-TEFATALE I
AR KIBAE (NAGSD) 2 ETh oD, BERRBEN IV IENMIZRDIZEST E=T
IMAE D FEREFE b 7 < 72 5 72 BB O EIEE ONEFFIL, B 5> 5 NAGSD, CPSD, OTCD,
VRV USE, TAX= ) angBIRE, TAX=UMIEE RS, WTRORB S B
ORI EEZEZ BN TND, THHIZDWTLLFORIZRT,

i;;;_ SV Y SBEREER | g 5 0 i;;%; ISR e i 12 4
ARGl IRV I NN e deal IS TV 514
SR S 1 s A | 2Ll T s 9 f
:/( i / t 3 jﬂ%‘gﬂ V0TI | v RU v YR 40 31
TAX= ) AT BRI 1/80 J5 A %;@;% TN st 14
TV = U E 1220 5N | 7o) —E LSEnt il 1

2. SEREB LOAOHE

FERET VE=TMIEDF T, LHEENEVON UCD Thod, UCD ORFKRIERIT
M7 =T D 100pumol/L LA ETIHRA BCMEM: . 300pmol/L LA 1 TR o HHi
500umol/L LA EC, ZIpWk, AR, Bk, el P77 e T RECSE AT U
=7 MIE D BERAER BN D

HIREGI T, A%, WO E & Hic, IERARER - WAL AR - 722 & OfEfk o3
WL, %%%Lﬁini& &@h =L 72D, WEFITCIL, ALA VLR, 0 IR
M, BEACRIR, RS, BEELER OB THLNE RS, SIICEL L TRFEITE
EibEELZELZ0 . AN Ciﬁofﬁ%?ﬁmﬁf< Labd 5,

AOHEE LTk, @7V E=7 MAEIC X2 FRMREEIENEZ Y 5 5, ZOREIX
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w7 =T IMAEDORRSE & FifieE, B S BHEICRR L TV D, b LW O IR HRE )
REEH TH D, TOM, EFEEE, FEHEE, TALAREND D, HEOLE, B
D OHEELHEE LD,

3. 2

UCD O@2Wrid, BRARIENR, MiEAT A58, A - R 7 < 2 o, Bin Fide 8T
179, FEETR SN D2 EbEWn, M - R 7 I o, RbBEERRETH
D, YRV U UGE TR, TAX ) anZgIRIE, 7VX = VIETiE, Eh2nimf o
YR TAX= ) anyE TAX=URERNICES TS, by R ik
fillix. CPSD, OTCD, NAGSD Ti&® Hit, OTCD TR A 1 NN %, HrAERIC
FEhiSNDHZ T LY AR V== 7 Tlid, ¥ MU CE TR, Tx 7 a7 iR
SE, 7R = CMIEDOZBIIEETH 525, &b HEIEL LTV CPSD. OTCD, NAGSD
ZRHAERMICA 7 ) —=0 7925 Z LIEAFRETH D, CPSD, OTCD, NAGSD DO E 2K
I, B TFRAESCHARIC L ABEEEREIC L > TiTbi s, OTCD ORI DOEE . #Hi4k
FERE I TRIET DB HEZ N Y,

4. IRIIE

CPSD <> OTCD % Jifsil7e & o3 A= W IE O FAE UCD (Zxt LTl &7 v & =7 MfElZxt
TR NEE Th 5, BRIERST o E=T T UCD RNEbN=ha ., BRI
2 BEHTC 10%~7 K oBE# S (30mlkg) . ZEEEERT VU 7L (250mgkg) &7 L¥=
> (200mgkg) DOFREEZITS, HIMIBETCT VE=THOKRTRALILT,
1,000pg/dI(=560umol/ YA 23 BIES 25513, HANEFIRNG T Z v KT 78 ADT—T v
AR L, O MIRFHEEEENT (CHDF) ZBHiad 5.

MR U 7= B OMERFINIC 31T 2 B BT R B IRIE & IRIE & 70 D, SRARIFRIE T,
BHECZST-OOEOEE L EAFIRATLTH D, ToE=7HE, fER, BERK
REZ 7278 B R HE (1.0~1.5g/kg/day) o F A v U —ZRE L, EAREI L2 (8-23)
I L TR G B AT S,

WEETIE, REVA N ENSTICT v E=THM AR TZEEFRF NV 7 A
(200-300mg/kg/day 2-3x) . 7 /L F = o #5](200-500mg/kg/day 2-3x), L-H /L =F
(30-50mg/kg/day 2-3x). EAF > (1-2mg/body 2-3x) . 7 & =7 DLW Z Hif4 5
HEYT, 77 >Yu—2 (1-2ml/kg/day 2-3x) . HEH (0.1gkg/day 2-3x) . B F~A
(50-100mg/kg/day 3-4x)72 & DHEFN 2T 5,

P, AFRTH UCDIRER TH D 7 = = VI U 7 ARME AR 2072, 7 ==
JVEEEE T R U D MR EEFET MY U AR KRBT A 7B ST OREEREE TEHEN
WEATO D, ZEEFWRT ) U LOK 2 ORI EZH L TW\WD, UCD IZBW\WTiE, &
KOERH BRI EOREYYE (sick day) Z2ICHEERE T B =7 MIEZ KT GRS H
DM, Tz =VEEEET ) T AONRIZED . ERHO Y AT BEY | BHiAERIRIE O EIE
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BB WNTYH, Bl 7 rE=T7ary han—1lob . (KEMNAHG XS L9 10k
77,

2) B A

B RS IE O HSE UCD Td % CPSD X OTCD B Va1, AN OB 32 TE M A i od TG < 9,
FZNHEBIIFBHIC L > TIREDIZIZRESNDEETH S0 O M Ot
BN I & B 2 Hiv, WE R B AT O X&E TH D, AHOBLR S /R <
DOIFREHE L VTR 5 S5 515720, XA v 7 &jT UL, sickday (XL D@7
VESTHEICEIVEC LD RAMRy 2 P s 2 & rTRe e & 5, FiT ik
SRS O NS E 2D L KE 6~8kg (HH 10~12 7 ) TORMEFIT I FAR
IR LT S D, BIRS R ATHR R MRS 2 A 0F L TV D56 MRER O 5E 2 E1E
TRIAD VDS, Ky & QOL S I AEIZ A CTH 5, BHEMATICIX, FEE MRI <0
FEERFETM ATV, BAEE ORI TEICOWT I~ L 28 L TIE<
VENH D,

FEFA D OTCD (FIZ&tk) Tk, WRHIZE T U E=7TIED 2 h e — /L3 ARIZ
S TLAUTBMEEZ B ET 223, BB HAER L BTl <, X0 R R EE
MLETH L, EF, ISR EE L FBR#EISOTZO DA a7 V) 7 (REHHEREE
BRI OTFLE) 113, KA, NRIIBEOAZIM. QOL, BIEDIE - FH.
MREREROEE DD REEMAET 5250 T, 10 S EEZBHE#EIGE LRI A 272k
S TWNWD, KIOHBRIEGIZZ DA 3T 224 TixbbH L, OTCD39 #ilH3 17.4+8.4, CPSD9
BITI%20.0493 TH Y, KRaT7oFHAEEEWEBbh s,

OTCD LISt UCD 1T X CTHPEOREMEOBLBIERE & 20, HRARDLEERBO
heterozygous carrier Cd> 2 W7 & DERITFBEOZ 2T, AT AP LI mESRT
W5 DO D9 T X Yuga (RESEE R O OTCD TlL, %% OTCD I lyonization TaitHH
ENDEIT D, WANARFEEZID Z ENAMOLN TS, OTCD IZHW\W Tk,
heterozygous carrier T 54Nt (FE8) 0O OEMRITFEBAEIL, 77 7 MERERED Y X7 R0,
RF—DRIFO Y A7 N5 7=, [EEIZHIGZ W LET 5,

UCD ®95b, ¥ MY UIE TR, TAX= ) a7 BRAER Six. R CREN5%E
TR ESNARAWVERICOESND, LNLINSDOEERIZEBOTHAFBHEIC X v R
REZUGESE, EMTHR, QOL 2UEIEALZ EITHLNTHY, AR L7-X a7 B EE
(10 LL k) ofAE, HMBREOBEIGESB X Db, ki, ¥ MU UiETR (& hY v
RABAE) 1, 2012429 HX V. A 1 BILLEICEES SR T 28501, IMFEITRRE S ERREIZ
BIFOEFHBEEN 6 8, LI, HIEREFREST VX = ERICTH 200 5 T IKIE
NEE LR WA IXEZNBRAEN 108 T 07 7 v 7 &, MEHBHEAHRESR BV
TORF L 72T,
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3) PRI

Morioka & 13, ARFLOREHELFFE~DAERITEAEIZ I T ITHEER R O U F REIZ <,
JHIRIEIR R OMRH B FIEN THRAR THoT-Z L2 HME L THDHR 9, UCD OEEFTO
T Z I L2 13720, UCD ISxd D ATBHEIE, Tl T, MR EICI W TR
FHEOBHALE LT, RIS AEMTRIZRGFTH D DD,

OTCD (23T, Heterozygous carrier ORE A N — & 5 A KFBMIL, AH TH L5
DEWERHY PO FF— LB b EBRIBRFTH D25, WOKTIE, AT H
D772 7o 72 OTCD heterozygous carrier %, JMsE K—170 KON, AR K==L LT
ST LB R W BN RS T L, ARENREZ T AR T —%
Wtz m 7 v B =T 3 EE K- LIz & 5 18, OTCD heterozygous carrier O R 3
LG T 2R m A TH D,

BAERFIEDOEAE UCD O%6, FIERFO @ T 2 F = 7 MUIFE O BAEEE 5 HARKARRE T & #1
ETH DD BRI 5T, Filclem T ' =T BB S du, KA g BR 72
LOETENFFEIND D, HIBRIO&ET =7 BETHRMRER DR AR 2 A — %
ZT TV DLHEAEMR PN TRIIARTHD DD 10 Z b \EEFNCB W T, BEE DR
AR EENEE U, fRk, PR RUN & BEERIT S LB R 2580855, LavL,
MUK Z 7 b2 WD /NEOAEERITFRIE T, 777 7 MFITRESLHZE S L5 ICE
FINBEMNCR Y v a = 7 &b, MEHE H & 72 1P AT B B iy 217
S DIIMO THREETH D, > T, IR, F 73BT IeTT U CTEMIZ AN & H
TERRAN 2 AT 92 DBHEE LU,

tEAPHEICIB VLTI, UCD Tk, Al & A flRIC & VK [gG MAE % 4 7= LTV D E
BIINZ N6 | INZYGYE, FFIZ CMV EYYE ORIEICER T 5,

4) TRIFRRKAE

EAE O UCD IZxtd 5 KT AIE, Z40E TIZ OTCDS fil, & hv U e 49 i,
C%DUW@Eﬂﬁmeménﬂzmzﬁm\é%ﬁ%ﬁ@onm&%\v%wuymﬁ
IRV B > b e TR T B, BMSERTREAEIL OTCD1 i & o h/L Y o i fie T 2 451
K%%éht%mmw%%%"féﬁ%ﬁ%@l%ﬁﬁéﬁ%iOKDﬁ%&%@é
¥ RV U IJED 95.7/95.7%. CPSD 23 91.7/91.7% & W3 iLdh BifFTh 5, iED OTCD O
FECHNX 2 BT 208, FERNE 1 FIAMTE O MEKE BAEGERE, 1 IR BEBFRIZEZDH DT
bV, FERECITEEEBROLWEIHE TH -7, UCD IZHT B EMRITRAEIT, < D8
B B O X 9 (2 heterozygous carrier (272 5725, BAEFAT23p) ) L AT OA PHE 2 5 ik
ST EHAEGFN o WFRFCT&E 5, L2 L7236 heterozygous carrier Toh DAL K — & L
BT MIE ST, FBRIICAEDEZENR TRV, MESORYINR 7 v —7 v 7 )
WETH D, FFIZ, OTCD heterozygous carrier KJ— & L B MIx L TIE, YYERE
DET =T MIEFHIEO FTRENE & RTHICHE & . BAHE THHEFEIC L 2 EGUERRC, A
FEIREF D TARE~D FLsd DiH# %%hibfk<
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T, PR CIE, X YaREEE[S TH D OTCD TR Z 5 T - BE D, ik
ANIZ72 W ZREZHLBINDHEAE. BllbTEEr v ') v 72200 T, HHTHR
DRIET D, FREFTY VT —IZRDEERS D Z EEBHBLTLLOMERH D, KN
HCOERITBROREL & 25 2z I AT 72 OTCD S NJEFINEE 2 22 H %,
ABROBED—DOTH D,
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3. Organic acidemia

1) BRI
1. M=

TERERR ] L1, RALKFEHROBE NI LR ((COOH)ZHE L, AR B HiE &
IXAERNTEL 2 6HBORBREORFIZL Y ZRBICEELZSI SR THEETH S,
FELTT I /BORBREICBTLPHEWORFTICIvERIIND, AFR [H
BlE ) NEETH I LICE D, BEEND DI WIX RN BT %2 & - LERER S HEBLT 5,
LA 2R ARSI R I, A—T vy e v TIRE (MSUD) , 7'vu B4 VERIME, 2
Fvnu CREME (MMA) , AT b~a UBBIRIER KOVKRE VAT UREE, A V5 EERM
JE, BEAF RIS 3-AF 7 1 h=)1-CoA HILVRF VT —EKREJE, 3-B FuFi-3-
AFNTNH Y -CoA (HMG-CoA) V7 —BXRIESE, 7 M F4T7—EXREIE, 7 LHL
fEiMSE 1 BUGAD TH D, FAENR~RA « A7 V== 7 (F o7 A< AWK [XRGRZEO—
DL LTHMTHY, ITF, BN TBY, HEICOWTEASH S HIZH L NI
L0 EEoND Y, ZOPTERIICHBIOMR EEZ LN DHEBIET 7 © 4 U
JE, MMA, MSUD TH Y., TN HIZOWTLLFIZRITR LT,

. FNETO e gt O ECOBMEL
R4, o UL LS (2013 4E 9 f BIFE)
Fuetvihg | wanh | SETN AT e 9 i
aFnmggisE | wna | TN T M e 20§
N 2 ok 32 )
A—Finy TR 1/50 75 A %gﬁ;ﬁ% R KR R R 1 451
>R =

2. JERB LOEPHE

7'\ e UERE, MMA, MSUD & & #MERICIE, HAERITHALOBIGE & b2, 1§
SRR - WILARR - WR7e E3BL, EEERT U R — Y A& R UIRKE LRI UEREEIC
SMERIE~ BT D5 A0 D 5, BIEFITIE, T EBI LI 0 R TIRIEFE M, ARk
IR, WEBREER, 72 CoEkE 2T 5540 H5, 70 A VBRIE, MMA T
LU AMIRIC LD TRINEEICK Y, BT v ESTIEEZ RS ERH Y, T U
=T HRED 30% S AR ER Ik ) SIINEEETH D L MESNTWD, ABHES L
THMIRIIEICHE D WV =F o RZICE HIRMEE, &7 > T =7 MAEIC & 5 PRt
JEBLAEZ D O %, REIAIICIT, FEEIEEER, TAA, R, BML X 2IE, SR
Pelp EEGHT2ERN DD, TOM, FREAL BITBEF L H Y . 70 B VBRI Tl
BUTHRAAY V== FTRAEINDIFE AV ERERIERE B E 0 2 S RVBER T
H%, MMA TIEFEEMD mut(0), FLEBILIEICIIET 27 4 7 mut(-), EZ I Bpll/k
it % % A 7 cblA, cbIB IZBBEMNITHT HNDEMR, — S mut(-) [ TEIE & 1EE WV,
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EX 2 BRIl KR ARIIRAR 2 v b r— L B3 & R0, MSUD Tl A Y, [
FT ISR B Y . RICBIEE E 2 b, EHIOAMHESL LTk, o4
MJE TOLGHEE, MMA TOBEEOSHENESAGFH T/ a—XT v F7ENTW5S 23,

3. R

AR R FE DIBE CIIAMREBAR 2O TN EETH Y . AFAEEEATLE L

TUTO X RiBRENEL LTiThbh b 29,

O AfERER L ORFEY
IR T X 7 WE e HIRARE 27 I VDT A, +47a U —BEIC K 25 B LB IEAR
RO E 22D, IRIMBETIEZEE T2 DKk S L 7 2RI T D BNERH 5
BHEbdHd, MBEAOBRE UCTHARMT 3 RFHILIN, 6 » H £ T 4 KEFLIN, 1
FET 6 RFHLIN, 3 FE T8 IFHILAN, 3 FLLET 10 RN I Cns, Fiz,
EEOE S DR IEEFHERTH bbb D, RERRO TR HIUZREDIZT N EEME
BIROIRZ =T 5 X9 1HEET 5,

@ VAR N=F L BE
ZRELI-AMRRIC L RISV =F N RZ L, RILEEZ & DIER 2R T720, +
DIRBEDIN=F RPN ERRIR T D, MHPRELZE=F1 7 L THET D,

@ Zofth
THAAVEL BF I AL METHR, PIEAR G ERMBRIEE L TIThil T b,

2) B
7o v A CREIE, MMA, MSUD [IAFRAE TRED ERITITZIESNRWAREEO & 5
PRIZOB SN D, JRREERITAEERNITIA oA L, 720 23R o0 = 2 igigs Tlxzn
7o, B L T Holas & E I L2, FRICHIMRRIER-E S 75, LL, 20
T, R BHEORREME S RS 5 SO T, KEICEWT MSUD X K BAEN
BHENATHON TN D, DBEIZBW LIV E T2 MMA20 i, 7 a B4 U ERIfSE 9 1,
MSUDI BlOBAENTHON TN D, TR THNEERFBMECTH O AZIFEHB (1 HlOHHAR)
RF—LlpgoTnod, W (~T afREE) OLEITRRESREOEMEIT—KOK¥2ThH
. B L TCLEEORH#O I LIrREINZR, LOrLENTH, 2 kES
., M TH%, QOL ZiiE S5 Z LIEHEW L, FBHO#EILE B 2 bitd, MMA
WL CEBBHEN R ThH o2t T2RELH Y, SZOBFTRETH D,
BT, 7 u A VBRINAE, MMA, MSUD OJFRHE i R & o 72 ERERINIC (R
STITONARETHDHEBE XD, 7oA VBIETIIY VT A AOEHRIZLY | 1%
&N CERRIER 2 B S WIBERI N EZ K oo TEY . 20 X5 2Bl O IR IC
Fe 6720, MMAIZBI LTI, a7 I UREERFE RS, B2 IV BpllnT 280 H
V. ZOGEITINBINER Ca Ly br— LR Th D, £z, ShILHIRIEGIIBIE & & 2
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LNAHN, AMEET LI LY, F—ARNS T —ATEZHRETHAH, MSUD T
IPEk, PRERSCHERAEL L W o TeBIEF ORERLT 7 I VRIS T 2R H D, PO
FIZIFBHEIS D H 50 E L2 A, o FIEARIC2 Y ha— L rEETH A I,
FIEARNCIR O, HIBWO-0D a7 U 7 (REMREBERTBEO FS &) 1185
LD ThHAD,

HAEG] CIINBARRE O N S S BNEICOBER L7205, £TEFEIEICHAL X
BEOT I JBORIBRNMLETHY . MMA, 7' 1 B4 U ERILE TIXZE S Z2 T, IEIHBE,
:yz%m~w\%W%EEE%@Lﬁtm%%%%éoﬁkﬁL%%Ct izt
Fm ) —EBRRALNETH L0, BEAEM TIHESK SR < — RIS NEBIRIIRETH S, Lt
Mo TEFRELT DD, BERASLHA O OREVDLEL R HEIICERITS
ML 725, EYRIED KESFHEOEDBLETHY |, = e — L TE )
WeipoTH QOL DIEXIFThb by, AR LA aT VU ZIEDRBMKLTHY |
2B LD,

B ORFENIIEFNC & X 523, FrAd REIRIE O BEAER T hIVX KEN 7-8kg 12725 2 A,
BBV BHIEPERZ LD THA S, ZORME CHRBIER CHEL L | JRYBHE STV,
FI R F—DWEBZZHRETHAH, LI, XA I TEHRTIX, 4170
. RSV, Y GR I EREZZEICAMEE L, TRMR R IS DI A=V 2
%ﬁéﬂ%ﬁﬁhw\ﬁﬁ@ﬁ%ﬁ@&%?i\ﬁéﬁ%?%%EZﬂgﬁET&of%%
FFEETH D, ZORARE 10kg LA ERKEE L SNDBBMIZH T, RHIBHAARETH
5o

3) T#&IKF
FIFRTOR - & LT, BIRORKREER ORFAIEEAHBEIC /2 22, MRITEERTH D
DT, AT & A EBRFAEEITRNEEZEZ TR, Lol BRI REERIETH S
MEI D ZOROEBEILE S 2372 EIXEEFOFTH I DT, FRIFEEOMI 7eiE
AT 5000 LitZe, Bl FBEIXTCENEb T FNnSBIchbd, £, 4
R DRAIEOIRDL, FEFHIEORI., FROBMLEE TH D, Lk, FEEROE
AT DOFAE CTHRMRER D AR AR H A =T 52 T TNDH 2 EHE0, BAEIC
ZVEF Y FT v T THILEH L LRV, %é@ﬁhﬁé%ﬁ%%#kﬁé
LD, MANCHEMERETCEHALIE L TBS ZEDREETHS, o, W#H
OFEBITKT HHFC, BHIZAT TOKFFL L KERTRIAT L7205, BkOREK=
YTTAT A BEFIEOMKIIFR ORI/ L, IROEHEICBWTHHETH
Do Flo, WA IZOWTEBERERENINRTN SR T LTS Z bbb, ZOFIALETH
Do IBITHIH DGR DO —2& LT, INANC PRIE#EMZ CE 572102 T 2 &N
HETH D V10,
—ICBE LR, AR CIZIZEE A ERHHRO L LN TH D, BIENERM D
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WK TH D & ER LV U TREBUIIRIN SN DA S 503, 1 kit & 72Xl
BEBLOLLARETH D, WAL MEEOK B TITM BTG 7 — A Z RO CRIE R
KELEZ TR, LR CURREEREOIGHIZIEF O B2 6D, TEIUIMKIE
FFREAE D 5 BIR IR IZBE L QORI Am W B x5 L 54 L5, FF—oifig
A RERDIREE, BT O R E S SIXEE OERIFBRE & b D & 2 AR,

AT oK & LT, iafic i@y Fir) 2170, i oAz~ < Fiiiz
TLHHEBITOLITWD, MMA 06, BHTIC L0 FRITmH WA KT LTS, Lo
LIFFH DT v K= A2 L BT 217h 7 THIT-o TH BT v K= 2% 4£E L 5
ZEIZELT, HEVEDLVIIRPoTZERESNTND, WTNLHBHEZ T ANIIHK
BLTWD, 4% b X 0ZRRFM~AT TRFDPLETH D03, BRI TIX, JFARHIC
WY 7 R o bsgiR & LR T v R—V 2AOFHMNEE B2 51D 1Y,

FAZ TR, WIER T X/ BEG-DAIGTEE. FEEREEOOIC L EETH D,
WENLTEL L, Al ZS 2 L, WcREENELT L2 enby ., BE
MUETHDH, 7 a4 U BIES MMA 134 V7 A~ AIZLD C3, C3/C2 fliz~—7
—IZTHEEHLLT <, MSUD I L TiEnA vtz F = v 795, AL THIED
RNOT, HIOKREE & — Lol UGl is 2 BV L TR, FBMEICL > T
H =NV ORBOLFTIEFO 1/ARE LB LMD DT, fiithkb LIED Iiaiois
BRI S B 5, KA BREHT, o7 2 BRIIEERI LV hoifET 5, iy
ULARE Y I VHOMIEDOTDIC ORIV BRI HZ ENEETH D, £, itk
G E TR IEZ FIE L2 . TV hAZEZ T2 bd Y, BYEIRET-o TEBL,
FRERERRIIRIEL Y 7 F U TREMACIBE L, £ T 7 F A3 il o &3 & 2 R
BTELLIAT, [ToTWL, BFORMER CI34TE L OBELLETH 5.

MMA (2B L T, BERTRNF L L TEREELR ST o5, Wk, HEMOBHEE
IR E L20GE 8 ki CRHUIRB OB A2l s LG STV b, PR OB
RRIZOWTILIE - & 0 LB IT 20D, B CIEBEHR BT T R2n e STk
D A% OBFINMLETH D P,

4) TR RAE

OREIZEWTIE ZAVE TIZ MMA20 i, 70 B BRITE 9 i, MSUD1 #l O T
PHTWD, TRTBPEEIFBIETH Y AZEMED A HlOIHHR) RF—LoT5b,
MMA 2B L TiE 3 BIETE LTV D (2 BlE 10 4ELL ERTOB]) o RO b R GUE
TRAEZEMIEC L TWD, 7o A VRRIEICOWTIE, 1FECRH D . BAEATOAT
AR ENRNTH 5, MSUD IO\ TCIHEEOBETH Y | FHEILZ b TH 5,
WIS KB A ZETIUL, AR TRITBRIFTh D, MMA OFERERL 3 5 E Tl2
DIFTET D LEDN TV D, MEARIBROERIZLY | TROUETZZLNLTND
B, BHEICLDEGTHROBFEIHE LN THA I, £, BHICLD | BIEEEIEY
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ABEEH D 720 . ROEBRA RIS, BA9 ., BERLERI 25665 B
57778 QOL DBEN RO LTV D, #REFRY R Tldk, FHIAICRE OUEITFEY] T,
FESORBENTLHREFZLEALEOHITRD HILD, MMA TIIRRBEEHEOUENR A HND
r—Ab b5, EEXWHSEHCERBEMZ R TG H Y | S BROBBBIENLETH D,
— 05, Y BRI IE 2 RIE L CIBIT A LD LB d B 72 I CADAERIE LIZH
H%, MSUD (2B L CiX, KEDOMEBMEG]TIL, FHEOH L NRIGENRHLHLILTN D,
MMA TIXFER 72 BEHEEE DR T B S22, B b NBHIRIEZ -5 2 L1t &
D, BBIEDLDLI LD EEZLILD, iIT. MMA OB EEEEALIZERIEA ML ADRE LT
INRAEDI by RY THEERELZEZ 5N TETBY, 2= %1 AQ10, BEX I
E ORI TN D ),

BAET—4% EH 70 B4 VERINE, MMA T3tk ., IR~ g Y ORI O T,
BT KT ATO C3, C3/C2 DI TFNRALIL TS, MSUD Tl /0847 2/ B
THRAELND,

FHIRIZ TR IR 22808 % WV, BRI AR B D TR ERAEO T —
ARHRLERDEZEZLND, LIER->T, BEEICCET LT A N7 A L RRFICBAE
BORM 7o —7 v 7 REIBEFEE, PHEMEL S YR, HEREICA DY
THE - EBEDRLET, BH®BO N—2 N7 7 a7 ARNEL-> T 51495, &
7o, ZTOZEICE D PHRBLIWNREREZSET A THA I,
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4. FERMEHBREEER X CEHTBREEICEDS b7 U AR—F —REEDH
RERR 1

1) BRI
1. e

L NAVE PR E AR A X 7o 90 S R MR B2 A3 B 55 JiE (inborn error of bile acid synthesis,
IEBAS) & B+ E% sy O a6 2 4 5 BB (b 7 v AR — X —)D B Th 5 #IT ISR
PERFFN AR 5 > #5E (progressive familial intrahepatic cholestasis, PFIC) ZHtY Eif 2 Y, it
FR A AR DR Th 5 IEBAS (T Rk HEEIn 2 R BIMRE TH D, IEBAS O
FERAT T AR RN RAE T 2 M0 5 S WPEIFREEICAE S b o & FEMILIRRICHIE T 5 1T
PEDIRRIEE R & 5, —RIEHERRIEN AN TH DIER NN Linh, RYIR2E S E
HCThD, BUEIEORMERENMONTND Y,

PFIC 3L & i OB PEF AR 5 oA e L CHEH-PEIFREZE ~ & HE1 T3 5 Y
BARLIEDRBTH D, BHRS OMIEEEZH S N T o AR —F—ERIZL > THH
SN 3FEEN/MONTND Y,

PFIC 1 BUdKE = &% N Amish F52 O BSEEFHEVERRT 5 > HAEDS Byler 55 & L CTHis
., AN PFIC OFEBMEEDH & & 72> TW5b, PFIC | B EEE s 1% 18q 21-22 (2
&% ATP8BL DA TH v | ML A #ak 3 2 IE —EE O/MUN LN~ T X 7 U U iFE
EEET D N T U AR—F—Toh % FICI ORI EHER I TS, FICT I3/, WM, B
pt. BT HEBLL TR, PFIC | BT FHCMER e EIAMER 25| &8 279 2 LI FICI
DORBALEBE L TWAH EEBEZ BN TV,

PFIC 2 AU3HHIR B CTH Y | LRI D Byler FRLSMC b AR OEEIK S % 23 2 BE D
HEINTWe, ZOEMELE 132924 1265 ABCBLL OERTH Y | JREKNIEHFE ~ T
AR —H—"Td % BSEP & DKL TH 5, BSEP N KET 2 7= O IR O g0 Yt ¢ BSEP
ERICET, AT O EERENIER O 1 %LLF &MV E RN Th 5, 72
BB L2 R CIEEEDOHANIEH 9 oWz & 230y &3 1fiE y-GTP 28 5 L 72\, BSEP
OFBUIFHINZIRB L TR Y, FFBHIC L IBHBEEO EFELN T 5,

PFIC 3 DR K& L+ 1% 7921 1285 ABCB4 DXL TH V. AFHIIEO BHALE B CHREEL
LTCW% MDR3 DR T 5, MDR3 13V UEEOHEM A > TEBY . HitTho Y U I5E
WFNEHEE E RS L CRA I B2 L, BT OMaEEZ S&EE 21X LT 5,
ASE B TiE MDR3 ORI L Y RHEED S B Z R CE QWO EEELZ B 2§

35)_
2. JERB X OVRE HIE

IEBAS ORHIL., MA L., 5 >N H DI HBED 5T, y-GTP & FRAHHEE)S [E
FHTHY ., BIERN WL Thb, 2oz, B iEEs L OUR FAE-EE ST
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ATV, HEEBWNITBEFZEM TR TS, BN —RIEHERIRE (X T4 %
:—w%@&ﬁ)%ﬁo_&fﬁ@% HARE~OEREZLF S Z LR HKD, L LIRE
BAGES I D BT D S TIEATFIE A~ R L, TS LEL 257D B OB - ik
ENRULETH D,

PFIC (%, Z NN O MR X > TER REAT R S IREN 722 5, PFIC 18 & 283 y-GTP
TS SHC L DL PTIRMETH LN 3 BUIEETH D Z L WM TH D,

PFIC 1 T ORI XM BRAHEHE S 2 350E, FFPART © oW FTPIE, NENIE, piRbEs
ERRIIERTH D, WRBIRE T IEIIHERIEICR SN TWD, B 5 o #axt LT
DIV T AF T a— ViENR, TRERZ Ik LR ERR., Bt ¥ I U RZICx L

TIEE# I ADEK OIFERAMMAEIT O BRI L CiIRaA 4 R Th 5
:Vx%iF@W%%7I/Aw6&~»®mwﬁa%ﬁ*&5 SAERRIRIRIE & LTl
—ER D BEITILER 7 BINEH 43t (Partial external biliary diversion, PEBD)SHZ TH 5 L9
a*e&%ﬁi‘éznﬂ\é 6, PEBD [FFREZIZEE > TOWRWERNI KT L CITIREI RPN HIFF T 5
D3, FFREZE 2 2 o 7o SEF] TIRTR RN R IIHIFF TE vy, 61T, PEBD A& TOEHITH L
THBTIE 2L WFEIRIIAHEETH L, BURTIIAFERIERE,. B X O PEBD 7 D4t
FHERICAISOIES TIIT B ME— DI L 725, Lav L. IFBAERE & BRI T,
JEMGAT, BEEFIZEELRWS LB T2 2L b b D, EITT DB RITATEZ
B HEHORRKE 700 525 DY,

PFIC 2 B3 A R 7> & O BEJEEIE , EATPENRVE 5 oW, TRV H Y, 1L L
IXUIXESE CTH D, PFIC 2 X, JRH k7 o AR —4%—Tdh 5 BSEP BFIEICIRR S 41T
Y. PFIC 1 B L& - THFAMERIZ A S vy, 1R IEIL PFIC 1 BL & [FER T, NEHIITA
FRIZIRH O S Sk 2 *HERRTE & 722 5, PEBD |3 FEEGATIRIE O —#, #5(Z pD482G,pE297G

DERNBGH DIEHN L THD THDL EOREDRH D, T EDIREDRANTRWIGAET
TFRAE DB & 725, IFRBAEIZ L VIREAHIG CTE . ZORKENEL RFTHDLH, Z0
KB PFICT B L 2 RIOERIZKHIEE TH 5 99,

PFIC 3 B/Z PFIC 1 Y, 2 BUZ e~ FIEFE AN E < . BEVE, REFERIIMRenY ©. REFEk
X E T D, y-GTP NEE TH DDA, PFIC 1 BB LN 2 Bl L Bp 5, BEEIR
FIEBNC K o Thk 2 THIAEVIEHR 5 o WHE L & 723 ER], R L CIFNIBEE R A2 723
SEBICF FEHNNAI 5 o WPERFREZS I 2 D E B, SRR 2 SR IR I N IR © - BiE &
X TEGIRR ERH D, ARIRIRE LTI L Y T4 % o a— VRN R DS 20 72 JE 51 3
PRI D D, FRAVMEMERTEZICHET TR, TBMEALE L 25, FFBAEOREIZ W T
FRFTHD EHESNLTND 910,

2) FER ARSI >V T

IEBAS [FIHNBHRITRIRI S —BINRTH D8, JR. BRI BNIZ DI A 2ICE S T2JE
BIe, ARG T b r— AN AR &R0 A D o BAPERFEEA IS 3 - TERNIZ X L
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THFBAE ORI & 72 D0 ARFRTOBEIER TlX., MEEZWMIZE 72 IEBAS I 1 flOHTH
%o PRINE Z R — & T DM 21T o TV D2, IFRRITBRAF A TH D

11)

o

PFIC (25X} 9 2 FFRBAEIC DWW T Z OHANZ L > TEET & Th D, PFIC 1 BlZKxT 5
B O & LI 9 o M AIC X 2 IFREICin 2, #HAME O RFERSC R R IR E
DS EE B DR OB N B Z b T, LaL, HBREEMRRR%ICEED
HEWGIF A3 FIE L, JENIIFZ%. A ZRTr T 7 NFARICBIT T AIEFNH Y . TR
RAF Tl £72 PFIC 1 B TIZ BB Th 5 FIC1 OIBU AL FIRIC & & F 637,
/NG BENB R & S 207 2 7o OB ARIARIBHIIE I 2 6T, JEFNC K- TiX, #&
FERSCHEEYE THINEAL T 2IER b D Z LI E LT uEZe 572\, PFIC 1 B CldkE
BIREIT 2D BINZNZ LG EFTHBER S LU PEBD 7 & OV FiT &2 57,
BN DGR Cay hu— L ZR B XETHDH, T TH A TZREGNEIT
BRI & 72 503, Bl O @& B f/ARE D HREIIFRIZ, & L CHFEZIZHETT T D 0E
Blb D Z & EFIATLLERD D,

PFIC 2 %X PFIC 1 L 1 V) & FAEZE~OHEIT A . IFFRAESRIEIIRE L 720 2 5729
\Z QOL Z U3 2 72 IS RN AARIT AR 24T © JEFI 232\, PFIC 2 1|3 BSEP D48 5
BEED 72D, NEMNCHFRIE 2 RIET D ) A7 B D Z G s Tnd D, iR
MORH A2 ZET 5 LT BEOFRMEDBET 508N H 0 | EEKIER LT 5 PFIC 1
e DERINEETH D,

PFIC 3 BUZOWTIHERNIZ L > T, HFARE~OHETOREN KL ThbH, WEIIEHE T
RN FAREICENE, HBMEEZZE LTS o0, EfIcLk->TEovy T
FF v a—BONRL ETEE LERBEEZTZES> TN TH, ERFAFNIET 5 > T
JET DR S H 0, EERRRBIENUNETH DH, AT PFIC 3 AU 2 B O %
ESAAN

3) PRHAT

IEBAS 3 J O PFIC (2513 D P DO FEHIRATIT RAF CTH 5 L HE S TR Y | B ARt
BT L PRINFIZEL I TW2RYy, L L, EHEEE CIX IEBAS & PFIC 2 !
DTHRBRAFTHDH—F, PFIC 1 BT, WL ICHRIIIF D O ~HETT L. AN &
BLRDIEFN BV . AMOPAE TILTHEARTH D, PFIC | BohTh | BHRREIZE
T ORI OETOREITIEFIC L > TS EIETH D720, THRRERTOMBABFFI N
5o

4) TR RAE

IEBAS (ZX T 2 AN BT DB O BT 1 BlOA T, (REETHLREZ FF—&F
D RIS AP T DR IEIX BAF TH 5,
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PFIC (Zxt3 2 HFBHIIRIKFE & & 2 5D HE DD OEES ST A HE S TE
V. PRIZRIFE SN TND B, K OIFBAERERIEH TlX PFIC 1 % 27 f5], PFIC 2
RN 8B Td D, PFIC 2 BUT T1423 BAF CRIEHIEF L T D, —J7, PFIC 1 O EHRL
B O(EEFR) 1288%TH D, EWIAENT S FAEFR, 10 F4EFR, 20 FAEFRIITH
Zi 80%. 71%. 48% Th D, Mitkml@Hl (5 FLURE) D777 hAREROFIKEE LTI,
EFDRENIITFR 0 S IFEEICE S T EBI T 5, TFBAE%ZOIBITOME I3 L TS
fi# D PEBD DN RMITH - L OENRH D 1519, —F T, AIOMEFITIiX, PEBD 28
BEHIEG N H Y . ZD%, 7T 7 MNFARERICE->TEBY ., WRIIFHETH D, HBHE
BHRA T RBBIETH D I L AF I RORNRBAD TH Y, IBIEMEE Z 2 v OMFHEN
VEIRFERIN B D D, BHIAETHEGNL, BV ORHEIEOHET L TOBIEFINZ H Y |
ZDREIIFR OMFITENC 2> THE LT, FIRBDOa L hr— AR LWERRH 5 17,

REFEEDOLFEIC OV T, AIPEERDOIEE A EDIEFIPHENCES R 2B 5, ik
HIERGRITBILE L TT LD LORERHY ¥, KMOTEF ORRFHI I T, PFIC 1 L DJE
BHZ DWW THRE B 23R4 Hiflkfe L T\ 2,

PFIC 12X} 2L, BRIATIZRIE L TWD X R ERBRITFIZ LV BASND T2
O, Bia b, £OX T BITKT HHEMEOEE Z Y 9 5, PFIC 2 B TlX, BESP DJFIA]
ARHOIIFEIC LV FREBEOFRDNRE SN TR | OREF] Tl 12 BSEP (237 5L
BRI TWD D X5, Z0 X 972 PFIC 2 Bllcx4 2 iFhibtk. JFIRBORFIE L
T2IEBNZ % L T rituximab O 5 MR LI EBF OWME N X TWD D, Z S OREFIN S,
HWHE OHEMIISIT DA T, LBy hORRKS ™37 BTt 2 BB A i S
DIRHEIZDONWTHEEDBLETH D,
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5. Primary hyperoxaluria (JRZMES o = V BRIRIE)

1) FRERI R
1. A

JFFEPER Y 2 BRIRAE (PH)ILZ Y A3 VIR IR B 1) 2 BERIEIED KB 2 VITIET
IRV, RN Ty 2 UBARENZ W S Vo RER, o VB U Lk e LT A 72
s BT 2B TH D, WMEFEA SNy = VEBITER L 0 PRt S, REREA - B
fif s BAKAVIEZ R L, o0 TREBEREFEE 51T L. R A4E (end-stage renal disease;
ESRD)ICE %, ESRD (2725 &, HOH - Ml - Offy + FRE 70 & OHGRIERRIC > = VB
N AREERE LTERBLUEELZG XL, 20X )5 e MH)RiE% systemic oxalosis &
FEFRS D,

PH 135 R tah B g nEE & 0 | £ < OSERFNE PH type 1 (PH 1)38 X U PH type 2 (PH 2)
ISR, FNICPH 1 H DUV PH 2 IT)8 SZRVVERFINFE(E L, PH type 3 (PH 3) &
LTSNS, PH 1IE PH JSEBIOR 80%% D, b EIEM TH D, AFlEDO LA F
V=LNRRT T I = ZJUFR VAT I ) 8T A7 =7 —1E (alanine:glyoxylate
aminotransferase; AGT)EER DBIE A RIZ LY AGT BERTIEMEDR K H 5 WK T LIIET
%o —J7. PH 21T PHIEFIDOK) 10%% 5O, PH 1 &l L TORHRIER DL TH 5,
glyoxylate reductase/hydroxypyruvate reductase (GRHPR)E#SE Dt {n 28 %12 LV . GRHPR [
FIEED KB H D VIIE T LRIET 5, PH 1 &R0 | Z OEEE IINFIRO AR/ L7,
BRI b EIETH VD . ORI IR)E U7 ERTE R CHh 5 PH 1 2% PH @ 1 Clifias
BAEIRIROXN SR L 25 HKE L LTEESINLD,

2. JERE L OB DHE

PH | OFIERFH], EEE L AGT BERIEMEOREIC L Vikx Th D, | ARl L 0 FIRIE
W (BHRE) 22T 2EERYA TN S0EBL TRIET XA TETHDHN, LU
FiE S RRLARNCHIET D, F RS IS EN H Y . 10 TN D 100 7 HAICK LT
1 NDFIESE T 2,
1) BERE

LM, 2 <I3EH% 6 AN, ICEAKRIWER L OVBHRER S 4 29 2R Kk b &
72 % A 7(infantile oxalosis) T V) | BIRDHKI 25%% LD 5D, T H DIERNE, JREEEGYIE
EREEELZ 2L L, RO T ESRD ~& #1795, ESRD ~& #1734 25 FHFE#IT 3
MTHY ., %< OREMINZKIFICIT ESRD OWREEEZ 2 LW TW 5, /NEEIZ RIS A E A
AT, REEEYES OBERER 2 & LD Ok 2 B ENSEIT T 2000, A
H o TREHEAELZ 2T 2 b ODOBMEREE TCELRWVEOE THET D, K 13%
DIEBNZB W TIEIFREICHEI A7 V==V TREICTPHLI OZKICELZ O LH D, B
UC. RIEDIEFI D R AITET D £ TIZ ESRD ~E #1735 05, AFRIZE T 5 PH 1 AEH]
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DEFHIRRFHZ B TIIR 75%DIEFI D ZWIREIZ I T ESRD ~ & H#ET LTV O RELR
Th D,

2) Systemic oxalosis
SRERIRIEIE F (glomerular filtration rate; GFR)2Y 30ml/min/1.73m? LA N & 72 % & £2H DF -

HENE « JOoff5 « BERE 72 & OWGHARRIC S 2 UiV 7 AfEfa e L CERBLEE A5 Sk 2

T, HIEARICH SR Z LD DEKIERIZFU T O LB TH D,

© & - Fi:
T a ORIV T SRR E SR ICUEE L, BRAR EOEROFRE LR | FHIZ
B2V A7 s, MECBWTL, MRk ZsI 2 L, B - B vl @ik
DX T ZH# <,

© M -
T2 ORI T MG ARSI ERIZERRIZIEE L, KA 5B N H D,

@ Lo
T a TN T LR OIREIZ LD B R MaEREE AR I L O 5, AIE
DT BE DFER O H % Hd 5,

ZOMDBFRIER & LT, MENRIZ Y 2 VBRIV T SRR NIEAE T D /R RIETE
BRIEE L VIRHESE A5 S 24, £, Mil@EHT o> v > M ICTERE U 23 A
Lipd, Fio, FRIRBRREIR TE, RUSHIRBE R L2 295,

3. izl

Gy EFLo T & S BRI, R0 BT IREEREAESCB A IKLIE, 22T 545
AIE. PHERED ZEPIFETH A H, BEM., HD5WVITERERED 2 RN = Uk
OMFHEIU ENEZ Y 9 % PH Z#RAZEI L7 LT, PH 1 OZWiziED 5, RV 2w
FR e OB NINI BRI & 72 5 A3, ESRD 27 CIZE L CWAHAITIE, JRF Y = UlRE
MEITEE L 220 2 2720 MR > 2 VEBEOHMOIEANLETH L, K KEEET
Th b AGXT Bl FOEROFEER S > THEEZWICE D, FRaESERIEREAE L 5
72, FIEWIZ PH 1 BEDGFET DHAICETBETREEZITORETHA I, 0. i
kD AGT BERTEMEDIR T & 5 WII KRB ZFEH T 5, £7-. GFR EOEHREMREIC TREE
DOFRFEZ R L, systemic oxalosis ZFEIE L 9 DREEDOBEMEERE T 2 2 L TV A I5AI1TI,
T a U T AFERPIE LEEEZEZ LD 2R/ Bas OB ENLE LR D,

HMEIRE 2 BB T 255013, PH1 LIS D X A TR BRINT 572912 PH 1 O W 2 85
FRRAE L ~VIZEBWTHRE L TB RERH D,
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4. 1RIFRIE
T a TR T SERILE LD BB EO#ITZELE D 2 ERNARIEED £
IRE72%, PH 1IZKTT DARAHPEFRIZITBMIGRIC L 0 | IS FET 2 KiEH 5V IFHK
T L7 AGT BERTEMEZMHET 5 2 L1h 5, BFEREBLOSEMIFIEL LTI TO LS
nThoD,
O KROEBRORT :
KOEEE N TT 5 Z & (3L/day/1.73 m? BL_E JR&E & U CIiE 1.5L/day DA EZ2RFFT5,)
WCEVIRF Y2 VBBREEZFIRL, a2 UBIL YU MRS ORI E X5, -,
HIREOBEN L TROBIERARARZESICBW L, BEFa—7%2/E L TK
STERAEMRT D Z LRSI D,
Q@ vavBEZ L EATEEYOBEHIR
Fazab—bh ALK BT, RUVLVVE, E—F oY REODTV2UVBEL GATER
W OB ZE IR 5.
@ 7 UEA -~ vy LA
U TR SR ME Y 2 TR VT DS EEA OISR N B B,
@ vHIrBs WAl (Y FF)
U R A3 7 ) A AT D AGT B DAl T %, PH 1 FEFI DK
30%DFEFNZIBNT E X I Be WA G ONREZRD D,

JREEFEAREIZ R U CTIRRRIRTER & D OB BSR4 DR IE & fad T3 5 28, AR
BOTBREN AL, —RAQICHESE S 72y, 72, ESRD (CHEFT3 AR, MigBET & 5 W TR s
BT DR & 72D,

2) Bt IGF L OAE 715

PH 11264 D lifiae RIS X, FIEFE, AR, FHCOHMET 2 B ReiEE OHETTE
IR U CEBRET D, BRI IINTIRIC O HAFET D KB dH D5 VIR T L7z AGT BERTEME
ZAETHZEICHY, PH LITKT DRARNER L 720 2 505, BRIRIERDSEPRTERIZ
% L C pre-emptive [IZJHFBHETRE 21T 9 Z LIZIFEE TH A XX TH Y | —HAYIZIX systemic
oxalosis ZFEJE L 9 DFEE DR E~ L T T D ANICIRES AL 2 BT 25 Z E NIHFET
H5, PH 1 123 2 BHAED Z OlFasBAIRIFRIZREN THY . B4 I Be WHIEEZ)
RERBDDEN ESRD JEFNZIB N TDOABE SIS 5, §TIZ ESRD ~EH#ET L TV DIE
# (GFR 7% 30ml/min/1.73m? BL ) (ZBWTIE, FBES X OB Z FReE, & 535
REPEIZ T3 5, BREEFEBEEROGA I, B Z BAICITV, EFTREIC LY
BNY 2 UBEAR 28R L7 B CEBI AT O, IRSSBAEE I 5 O BT iaiik O Az
WTCIEEam DARHAY 8 573, systemic oxalosis DAREE & 72 V) JRE&EA+40 ITHELR T E 72V IREE
DAL, BB Z 2 =2 DBV U LREERTEE ITFE O JRME TR E 283 2 L CnEE
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TdH D, PH 1 (X DiaMiES & LT, BINO PH 1 HMETHASN T L—7
(OxalBurope) WEMETHHA RTA4 UNBKEETEHZR LD EF 25,

Tx options Simultaneous liver + Sequential Isolated Isolated
kidney liver - kidney kidney liver

HD strategy Preoperative + Standard HD Preoperative and Sometimes
postoperative following liver Tx peroperative peroperative
according to POx and  aiming at POx <
GFR 20umol/L

CKD Stage 3 No No No Option in carefully

(30 <GFR < 59) selected patients

CKD Stage 4 Yes Option Option if B6 response  No

(15 <GFR <29) but no evidence

CKD Stage 5 Yes Yes Option if B6 response ~ No

(GFR < 15) but no evidence
Infantile form Yes Yes No No

(ESRD < 2 years)

CKD, chronic kidney disease; ESRD, end-stage renal disease; GFR, glomerular filtration rate; HD, hemodialysis;

POx, plasma oxalate; Tx, transplantation

APEBIT L Tl 2 1T 9 25610, Basfe it ofMEIXEE TH 5, ESRD
~EHEITLTWD PHEFIZ W TR, [FIRFICATIRTS & O i A (7] — ORHSE B — & 0 2
a2 2 ENEE LY, KEIZBW T, PH 1 OZENIE > TAERI T, 72> GFR 73 6
LA E 25 ml/min/1.73m? LLF CoH 5551214, exceptional score & L C PELD score (12 7%
Aii) 41 4. & 2\ME MELD score (12 7%EL 1) 28 sUC THFR RIRFRBAEFFHREHE & L TR
FEVFRETH Y, 3 AR T H T LI 10%MENM TN D20, X0 BRI A el T
LRFTVIRBLICH D, —F . AFICE T DMENBAEL v MR TIT, BT
EBEATR 2 FE DL EfRIE & 7213 systemic oxalosis (BIRZA%) DMFET LA ICEFIRAE
6 i (TR 3 7» H~67H) | BHTRIERRLE 2 ARG OLEIC 3 A (TR 6 1A
~14) | ZOMOREET 1 A (TR LEUL) EEnTnd, o, IMETFERFE
fif & U CRERT 2561213, MIEFBME L > v MERIEALIZ IS U CR—MKME K —20»
O OB RIS SN AH T AT LA TH D, BKE IR L, RKFIZHBIT DML T
IR ESER LI 23K I AR L C W DRI FIZ B W TiE, [Rl—M4E KT —0> 5 O T RIS
RO FEBMEIFE N E F LI %557\, PH 11T DlEssB iR 2B ET 5 LTI
AR R =00 Dlifas 2 R FE S 2 2 /R OARMOBRIZIB N T, [F—4EK FF—0
O i - B> —ligias & FIRE & D U MFBRRFICTR AL A TRV D 2 & IXE R X O A
HEBET D LT D& TH S 9, AFRITEIT D PH 1 ITH T DRGSR BV TE,
ESRD |2 5 £ TOMEEZWIIE - 72 JEH| Tl pre-emptive (ZHFBHEIER AT H) Z L NEE
Td Y, ESRD ~ & HEIT L7IEFNZ I Tid, MFENT B R REAE S 28 12 0 "l RE & 7 2 M5
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ML v FREIEDOBIENLETH S D,

FLIRHENZHAE L, BEE R R 2 5295 PH 1 (Infantile oxalosis) JEFIZ k7 2 lgas B HE
BRI L LTI 2 b D TH A 5, LI BT FOERIIZAE - T2iThiE® 5 WIdE
g Dliga itttz 13 2 2 ik, /DNEIKIE R —83IEF TP R Wk B W IR EE T H
%o FPRAEICI W TIIMSE D D WIFAERRA K= 6 L B b OFFEIZIE CToEl
LT7eE RO 252 1T 5 Z L1272 | BBMEICBW I L v MREZAHEML -
Rem (HZ2E LT 10kg LA L) TEHEMARES 725, ANEHNITERGBH AL BET 256
Wi, BEHTREICES U TR O —RpRY 22 B T i Zse i 20 s . PR L O R By 72 1%
PridRE IRV T, rTRERIRY G 2 £ CTE 5 5 X9 ICLRTDIMERH D,

3) PRHAT

PH 1 OEE T AGT BERIETE ORI UAFT 225, LRI B REfEE 2 2 LRIET D
Infantile oxalosis 23 b HE QA RHIM CTH O . WRHIIBEICEB W TE X I Be #AIR S
DNREBODDENTIEETH D, £72. PH 1 HEEZWIFEOBHEERE ORLE N NEY
TRIRE L OIS BHIRRO TR 2 LA T D720, FIER OER-CERIER X 0 AR B % 5
W, FEEIC L BRERZEMT DL, 22O R BN NEBITER 2 Bl is LB RERE S O 1T %
Mz 52 ENHETHD, BRMEMITRICHIT 2BEE THRE T & LT, BERFOFH (5
AT ) OBAERATOZATIERIME QHELLE) ZARKF L7220, BEBMERFICIRNICER L
Tey 2 UREHN T DREEREAE DB 2 2 KRR AR & 8D, I A 54T L Tl
ITLT25AIE, T 2 B E T L TV 212 E I o F B 2, iR
BEHTIRIRIC L 2B HEPN LB RGAITIE, MR B K T 2R TR & bhie U, EYYED
URZENENT 5, #70 ) ARAREDHI N =a—Y CEANIREIWEN & L TR
FELZAET L0, MFREZEIELRNRDL, Ia7x /) —ABET7 =T LR EDR
HHETUR 2 N A 7278 b OINRSEME 7 0 s a— A RRETH D,

AR R —HAIC, DESICBOTUIIZEA ERTROEHL LN TH Y | HYmk
BB A & D PH 11220 TiE AGT BERIEMEDME T LTV AN 13 & 523, BIfELIC
EOREED AGT BERIEME A AT D200 % R LIzl 13720, K —hFifo AGT BsEiEtE%
WETHZEITEETHY , AEBI LERFBMEA T L72ES O L v B X
O R — ORI S L OUE R > = URRES K OURF > 2 Vgt & 0T =% U 73
VETHD,

4) TRIFRRAE

International Primary Hyperoxaluria Registry & ¥ % 31T % PH 1 \Z%F 9 2 fifi#s A Ak
RETIE, 1976 ££705 2009 4L E TI 58 SERNT 6 L TR BMBAL D 5 W ITATFE [FIFRF A 23
REAT S, BAERE TR 1 AR« 34 - SR E LT 82%, 68% ,49% Th - 7o, T AR
BAEICR T 2B THITERIMBME & R LR TH Y G FEFFE; 95% : 56%) . »»
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22000 FLAEDIEFNZIB N T LY BAF Th o7z G HAEGFE ;84% :55%) . 2D L1,
IR 2 FiT R, ST EEEINSEOM#EARTT Tide <, PH 1IZxT 2 B2 &
DG, MFE g Bl S A T LD E R E NI % AR FICEIRL TW s Th A
9o BRINNS O/NE PH 1 EBNT 63 D I AR AT T i, JEFIED D 2o N 6| JERI 2
&L1Z. pre-emptive (ZHFHUMBAR, JFEREFBAHE, HFEFRRBMEAZRIR L, AFERE20 Tk
<, MO EMNRRERZBIIBOTHLRERERETH T EME LT D,
AHUZIIT D PH L ICKET DA IC B L ik, BARFBAE RSB 2 LT X
U —EICRBV T, 2010 FERE TICEF 14 1 (18 mART - 9 B, 18 Ll L 5 #) oxt
L CAERBFBAEIN AT S, BRSP4 - 34E - SAEBEAGFERE LTEBHIT50%
& ORI & i LB o 7o, 18 AR/ NIEBNZ ISV T, 9 Bl 4 FIANE T
LTW5, REITBWT S BB M 2 B4R ST IEGI DA ET D23, BURER Tl
FRROZTELRONTZIEFICIBNTOLIEITL 9 DIRELEEZHND,

5) & ik
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6. BEIRS

1) BERIS R

PEEURILZ U o — 7 ARBTG5 D EEE ORI RIBIC L W . EICHFIRSD 5 V5
WIZZ ) a—=FURNERTLREBTHY . FRT DMLY RS AFFHRL AR, i
W Hns Y, BRI TR, A, IVEL VIBLXOXE TH Y, ZEHERHKIES & iF
JERZ K& T2,

- BERUR T

PEIEP 1T X glucose-6-phosphatase KIETH 5 1 a il & G6P translocase K{HETH 25 1b il
Zahid, T OBERITZ NV a—R6-) Uik 73— ATERT DHERT/EICE > T
HETHDH, [HORERER S UCIHRME, SABRLE, SELE. KR, NBEKRE
PNFFEITH D, Ta e Tb BUIFERBPREIC L DIERITIFE A EF—THLM, Tb
DL XA HPERIVDSE PO BRI RE L 2 > T 0 | MIEEPERT R, 2. RS IRIG.
PREGIEILIE 72 & OMIBERG 2 4 0 9, 1R EE e U CIMRMmbE 785, Fric & M o g
TINEEL LD, 20z, BFITHAEIORBFEREZITV., KFILE NEREASA T
HOa— 24 —=FRENMIND, o, b, B, 777 b=, REIma
MAE % TLET 5 7= OEBEEIIR 21T 9, 1 b B OTEEITARMANE B2 2 5 Gt O1RE S E
B & 72 %, granulocyte colony-stimulating factor (G-CSF)=X° granulocyte macrophage
colony-stimulating factor (GM-CSF)DAZIMENRE SN TR Y 29 60 EIZ LY 47
B, BERRITERL L, BRRAICIZS RGN 72 < 72D L ST 5,

B I s T 7Y

7V a—7 o ORSHEREFEORBICL Y 7Y a—7 U 3BT 5, B, fHICEESE KIER
Wb HMaf & | HORIIHERKENRBOLNLMb BB H Y | FEFAEITER CTh o7
DARMBEDFERITERE TH D 9, WL DHEEZE S Z ENHESh VD,

BRIV A
TV a—=F o nEERORBICED 7)) a=F R ~— (T Ia~7FURWE) »
T D, BUETIE 5 WRAME SN TR IR (FEAEAR) | TR, 2
ST AR ARAR - AL, R - IR, AR Y v a MRS B D, HEREREE DR b
HLOVOIAFT, BEAE, HiRRIET, FFERAZ O, SR T3l L R B
DIFEAL 2 & 729,
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#* FRBE IR O

| KA WERERERN |
. Ia | glucoce-6-phosphatase HF, 2 14
o Ib | transport of G6P N bR 9 il
Ma liver & muscle glycogen debranching enzyme T, 5
o
JliL) liver glycogen debranching enzyme i
v branching enzyme I, M 4 {51
VI liver phosphorylase 1S
VIE L O IXa | liver phosphorylase kinase (X-linked form) it
X Xb liver & muscle phosphorylase kinase (autosomal form) I, M
Xc liver phosphorylase kinase (autosomal form) 1S

2) EHEE )G

BRI B U CUIBL T OISR E 2 B D,

A, REFERZMFT 5B TIT O 56

B, A4, IS OBR BN TON 256 - IFRBERN (Ta B, Ib B, IR, VY,

VIIs K OIXAY)

FEIFIR I3 2 NRHOTRRIZDIR TH 5720, Ta BUZHOWTAZEH & L FBH %
T =AM THY | BT 21T O3 Rk I v 7 LSHEHERIEIZ X 518 & fikft
52 LD, BMETAIZINOORFRITEEREL 2D, b B CHEHEDKMAEZ [
BES D72 OMEID I L7 B (EARE) LA BRI 72 BN T DG TS BT h
%o MBAEZAT o T2 B IR M & 240 L 2 PR fEE R ERE e, £z, 208
DR - BERBIR T b EGE L, BYYUESKIEMEGREORE DO Y 27 IR T3 5 Alhe
MRS D, LnL, RS SEE . RIEMBRBOBEIREZ K LITEF OHE b 7
bIvd,

JFD adenoma (% T CEHEEICHEBL L, JEED O HIM-CHEMALN K E 2BEE 78 5,
[ B COFRBA % MEAT S V72 KB 132 F D adenoma TH 5, HIFRTE RWZRMEDNF
adenoma SCREIRIY, JHBLF A B 2 7 Re 4 S ER 72 E ARG IZBI LTI RME - M, K
& IRBUTKRFT D,

Fizg IV IR 2 & Z TR E O - DIFB LS CORMIIRETH 5,

3) THET

THELLAT DR & LT, ARIMEE-CREET > R — 270 BT L 5 S RETERAE
(metabolic derangement: MD) 23 % , BRIN 2> 5 OREFIR 1 B T IZBIT 2 KIRAL 72 cohort
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study CiX MD IE 71%IZ78 8, FETAER] 16 Hld 55 9 238 MD THRLE L TEY , Flnid 1
LA TG 8 ETTHhY, £z, AFINEDTIZ-2FL MD OFEIXED T A HAICH > 7
D, HBMEOBEAZLY, FERH & GOHENRESN DA, BN ORFBRES & [H
HORMBENRAELTTWD, E/o, b BHE TITLTEREREO PR ICHOW IR 823 % < 0
N, BT b G-CSF O 58 B ZER] b A ST s 9,

4) TR RAE

AFTIE 15 FlOFERBENICK LTS fTO TR Y . 200 ERFBETH 5,
LRI 116 (TaZl26), TbB 9B | IVEIR 4 6ITH Y | oo FFHRLEEFIFRE B X TR A
PATHON TV, RE—38 6 5, REBL8 . AR 1BITH Y, FREEFOERIL 24 7%
~61 %, M#E%IZ identical 11 31, compatible 1 5], incompatible 3 5l T -7z, 777 FD
B A TVIIHMARIR 11 1, 25 4 5] (APOLT 1 il &Ee) Thodz, Taflo 2 Bl 1 Fn
BPMEEMEROSICE VT LTS, To AT OBl 2 BB LCTERY ., 1 T Hm, ki
DX TFIIIFREICEVIETE LTWDS, TbBoD 5 EAFERITTI8% TH 72 (TH) .
F7o. 1b MOGFPHEREEREICEI L Tld, IFM% S G-CSF O G AZMLEL LTV HER
otz VRN 4GIF 3 FIFETC L TRY ., 161X ABO NlEAAER T, SIS O T
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