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BeBWTS, BIFAT Yy Eo7ay ba—odb b KEENSEETCEA LI IS
720

2) BHEE

P A VA FSAE ) B9 UCD T4 % CPSD % OTCD 58 B4 13 , F P O BEFIE M ASHR 0 TIE ¢ 2,
FRINOEBIIFBHEICL > TREPIZIIZRESNZERTD 5720 07 FFBHEOMT
MEILEEZ b, EYLEHICHFBELIT) RETH DL, RILOBRK & @Y 2 REHIT
DIFBHE L Z BB L Eh %2 BR V. ¥4 3 v 7% hL, sickday IC L 2E7
VEZTRIEICLDIBC L) . AR 2 FIRMIEEE 2 R TR 5. TN T
PCREMAEHEOREM I D EZ D &, KE 6~8kg (A#E 10~12 + H) TOFFETAHHHE
REHBEHIRT SN B, BIESAWHEN L2 MEEL &0 L T 556, MEROELEE
FRIAD WA, Fiar e QOL YEICHBHMIIER TH 5, BHEMATIZIE, FHH MRIRER
BEREZEFMEITO . BHEBEOMBEZNTFHRICOWTIMWHE~THA L JHE L CIE L
WERH 5,

EFEIO OTCD (L) Tk, IRHNICE T Y E=TIMED T~ O — VAR EIZ %
> TS NERIEEZZE T D55, BAEECSHARB L VHECTE LR, L) FBENLEE
PLETH D, E, WHOIRE L7 [FEREECO-O0ZaT7 ) 7 (REEES
EHRFBREOFEIE) |13 Y, RESEE, ARHEEO AN, QOL, BAENTE - F.
BEFBEOHEE»S BB METALDT, 10 AU EFBEELE LAEEBHA I TR
5> T\W5h, KIFOIFBEFICZ DA T %L Tk b &L, OTCD39 F2° 17.4+8.4, CPSD9
BITIE 20093 TH Y, KAaT7oFHBEEVWEEbNhs,

OTCD DAL®D UCD Z 7 X TEEBEBEOBIZIEAE & 5205, FREALSERED
heterozygous carrier T& 5 W#0 b DAEGKFBEOZ &L, Rz HLICECHESNT
Wp D0 DD L X gets AKEREE(EZ D OTCD Tld. &% OTCD i3 lyonization C2iHH
ENB LD, WHWALRRREEZIS Z EBMLENT WS, Lo T OTCD IZBWTIE,
heterozygous carrier T&H 5 W (B) 76 DAKFRIEIZ, 77 7 MERAED Y X 7 2,
Fr—DRFEDI) AT DD L0, RAATIRETE RV, L2LePoktzEd,
B P T LTEET AR, 1) SER, 2) M7V E=THEIER. DILFT I/
BB IER. 4) FHAERRT OTC EHIEE EHERTOFE LS 0% ) e L7z b
T, EECHEHDTHE L, BEROGHEEBROKRDS LE/T L, B, ZOHBA. F
F— OFFIIB MBI IS R ISR E T A DOATEF Ly,

UCD D5 b, ¥ vy YIET AL, 7AVF= ) ansBRER EiX, FRHETRE DS
SRR EESNLWVERICHTEEINS, LPLINLDOERBIIBW TS FEHEIC L )G
REEUESY, £ TH. QOL 2WEHEXELILRHESLTHY ., FB LA 70 EHE
(10 BlE) oB4E., FBEOBEIEEEZONS, B, Y IV VIEIR (VMY ~
RIBIE) F. 201249 AL 0. A1 B EICHEAIBERE T 25E6E. HMIETFBEE SRR
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BIFHEZNBREED 6 M. B2, BIELEFRERLT VI VEFICS D0b 63 INE
BEE L e WBASIREFNREENI0EE T 7Ty 78, MEHFEHEEREEIZBW
TOFFEL 72,
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Morioka 5 (& ARFOACH BEFEN DO LR BRI B\ T IR S O B EE 2
FEIERBORHBEENTFEARTH oI L ME L TWV5HA 9, UCD DA TH
FHELBELIMEE 2 e UCD IO3T 2 IFBMIE. FAFFR. MHREHICE WOl
FHPOFHEAPLEL ST, MWREICHREGFTREIRIFTHE DD,

OTCD |28\ T, Heterozygous carrier DFH % N — & 3 L EEKFRAEIZ. RFC b EpI
DIEDHY PO FF— LY EI Y EBBRIFTH DA, WekTid, WRTICEZH
3D M7 %2 - 72 OTCD heterozygous carrier % . gt K5 —"7, RO, £k k-9 L AT
ST FBML Y EL Y RS, WINRBMBREMIEC L., AEDERE 2T 72EE NS -0
WRICET Y B TIHMER R L2#ENH 5 ¥, OTCD heterozygous carrier O K —i# i
EREGRFUIZ T T RER P LETH b,

A RISEDEAE UCD O%6 ., SEROE T ¥ E = 7 MUE D BEREE AP IR LT %2 5
ETH D00 RIS E T, HohE T VRS 7RI ENE S, EEIR AR
LOEEPEIGFE SN2, PIRIOET =T HIECHIRMERDPA W 2 5 A — D%
FZT TV A EMRFNFHRIIABETHL P10 o BEREMICBVLTIE, BREEZLRE
FHEUREE DS BIE L. 19k, MBPEREUN & BEERINPLEIC R LG50 H 5, UL,
MBI 79 7 bR G A/NEOEEKFRBETIZ. 777 MFEEEREZE ) L9 Ik
RO EMNIRY Y anr FEns -0, FFBHERS O 72 IIEPIZEGN R B EERINT 17
IDIFO THETH B, o T, AR, 72 ZFBMEICET L CREMITEZRIN & BE
WERAN 7 FATT B DHEE L,

MBAPHEICBWTIE, UCD T, MaTOZEBEGIBRIZ & 11K [gG MUE % k72 LTV 5
BID % 70, MITREEGIE, FFIZ CMV BESEDIERE ISIEET 5o

4) BF AR

FTHOSE O UCD IxHd 2 AR EHEIE,. 2 FE TIZ OTCDS1 B, & bV »IE 49 .
CPSD12 il 7z £ 7T\ 5 29, 2012 13, AEAFEAEIZ OTCD3 #l, ¥ MV VILiE
IR LB, > bV e TR 1 B0, IMgEF AL OTCDL B & & kv » e T 2 2 4
IZFE M & 72 P UCD D FBEICBUT 2 AR O 1 45/5 SEAEF281E . OTCD 7% 95.8/95.8%.
¥ MV VIFEAS 95.7/95.7%. CPSD 75 91.7/91.7% & 3L h RAfFTh %, #FED OTCD D
B 2 BICH A5, FERIE 1 BIAHiE O MER & BfEfERe. 1 Iz BEKICL2DDT
Hy., FEEERELZEEBROLVEHETH 72, UCD 20T 5 HEEIFBIEIR, %< D
A IR & 9 12 heterozygous carrier |27 5 A5, BAEFAMTASED) UM O & PHE & ik T
SNFEMEEP T TE 5, L2 L2 D55 heterozygous carrier TH B HEMEKFF— & L
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VELY MIE o T, RNICEORZENSE LV, MENORPN AT a0 —T v T
VETH 5, FFlZ, OTCD heterozygous carrier N — & L ¥x > MIxF LT, BRESER
DET VEZTIMAERIEDOTEEES RUEICE X, BHEATHEREIC L 2 BREENRS.
FEIRBE D FIEENOED OERK IR L TB <{,

F/o. BRMLMETIE, X $RAEAEEEETH S OTCD THEMEE T - BES., K
AN D FEREFEINDLIGEE, BXMbLTREA Y V1) v 72217 T THRISHESR
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3. Organic acidemia

1) EES R
1. =

[EHeEE] L. RALKEBROEV I VA VB (COOH) %2 L. AHEAHREEL
AR TE L 2 EBRBORBEEORE L) ZBHFICHEELERITEATH S,
FELTT7 I/ BOMAHBERICBIT2PEEDOREETICLVFIEREIING, BER [F
PRER | NEETAZLICZLD, EEND L2 WETRNZBE Y 7 LEEKRERSHIRT 5,
W R A REEACH BEEEIZ, A~V ay TRE (MSUD) , 70 ¥ 4 VEEIMGE, X
Fou~ua YBIIE MMA) , AF)Vv~0 yEBIREB L OKREY AT VIRE, 1V EREERIL
fE, A F Aot 3-2F 71 b= )V-CoA HIVKRF YT —EBRIBE, 3-k Fo¥-3-
AFIVT IV F 1) v-CoA (HMG-CoA) V) 7 —EXRIERE, ¥ M F4 5 —EXRIEBRE, s VL
BRIMJE 1 BIGADTH 5o HAERTA - A7) —=v 7 (§F T ATRE) ERPZHO—
DELTERTHY, FEE, BWBIEZTBY, HEICOVWTRSHBESIZHL 2L
2b0LBbhE Dy ZORTHEMIITFBREONREEZ ONAERIT 7O YT VBN
fE, MMA, MSUD TH Y. INBIZDW T TFIZEITRLT,

WAETD - o THE OB
9= = 5
ERA SR RAFEER LR (2013 4£ 9 A |FE)

P TUEF = CoA 7 | .,

7 ¥t BRI 1/4 F A MAES T AR N A 9 5l

AF N VEILE | 19 FA zjfgni”cw' e R 20 3
o . SHS Y PBEEAE | .. -

A=TwyEy TR | UOTA | G I ¢ p 11

2. JEWRB L OB BHE

Tt ERILE, MMA, MSUD & b EEFITIE, HAERICHEHADORIGE & b12, 1§
SRR - HIAR - B2 00, BEELT7 VY =Y A2 B2 LEEREY LT EREC
EERENEBITT 254 0D 5, BEF TR, FLSBRILREICE D B IEHSIE, &8k
AR, %mﬁﬁ%LLm\&&wrm%fﬁé% b, 70EF URRIMFE. MMA TiX
ERLABRBRICI TRNBEICLY), 7 v ETIEEZRT I EPHY . BT v E
VJWUW)%%#ﬁ%&Wﬁ%% D TRMBETH L EHESIN T L, GFHEL L
THBEBRIMEICHE ) A V=F v RZICEAREIME,. B7 ¥ E= 7 MAEIC L 5 PR %E
FEDRIY I B, BREIZIE., BMEBREERR. CAPA, R, BHL £ E. HiE
G LR EGHT2EVlH L, 2O, FEELDICEEMALH Y, ot VERIMETIE
FUTFARAAZ ) =SV I TRRENDIZEALCIBREREZD TV E S L VEERT
BH5bHo MMA TIIEEHD mut(0), FLIBEILIEICHET 25 4 7 mut(-). €4 I ¥ BpllK
Jod 5% A 7 cblA, cbIB IZBBENITHITHNE DS, —HEC mut(-)IFEIE & 1T VEEW,
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Py 2V BT ARIZHAR T Y b — LAt X9 W\, MSUD Tl i L /R EL
F7IVIBEEH ), —RICEEEZEZONL, BRHOAEE LT, Yot VB
MAETDLHEE, MMA TOBRBEDSIEPEMEGEF T/ a—X7 v 7ENTw5 PP,

3. HEL

BB EEEDOHBETCIAMRBAEOFHVEETH ), AFEAFEZ hLE L

TUTO L) BEBRFEE LT s 2,

@ HEIERER L OREEE
IR I VB EHIRAELR T I VBONT v A, ok hay —EBEIC & 5 B RS
WD E 2 B o RIMAERVER B 7m0 B 5k 3V 7 2 EHGREAT 2 LB D 5
BeEbdb, BMBEAOBRE UTHAERIZ 3 BELMN, 6 v AT 4 BRELA, 1
FFET 6 RN, 3 FFT8RFHLUA, 3 XL ET 10 BESHERINTWES, $72,
EENREH DT FRET AL b Db, WERROTIISHIITRDIZT N HEE R
B OEE %5 X ) ICIRET 5,

@ VRNV F UL
BREUZEBIRICL) ZRECHIV=F U BRZ L., RIMEZR EOERERT 20, +
SHEDHNVET VTP LEATRCTH L, MPREEZE=5) V7L THEET %,

® Zoft
TUAVEL, EY I VA, MEILE., MBS 2 EVEUREL L UrbhlTw b,

2) BAEEIE

7R YA YERIAE. MMA, MSUD 3IFBHE TN E2 IR IE SN WD S %
BBV SN D FEINEERFEENIIN <o Uy B 23GEH O 2 2 lma: Tid 2w
7o AL THMOMMEBIIRIESNE Vv, FRICHRMEIEMEL LS, LML, 20
TEEHIC, FIBHEOWRES RET 500 T, KEICBWT MSUD & F 3/ B
BAIATb N T b, DAEICB VTR N E T2 MMA20 i, 771 ¥ & BRIMIE 9 Bl
MSUD1 BIDBIEA TN TV 5 o TNTHOERFBICTH Y (TIZTHAT (1O HA)
Fr—boTwbd, M (NFOREE) OBSIEREZOFLIE —BEOKESTH
. FFEHL TOEFEoRBO—HBLARES AV, L LEATS, RHfELLES
, £ Tk, QOL ZUESHEL I LIFHEVL , FRBEOEINEEZ bMb, MMA
WL CREBMEINRNTHo72LToHELDH ), SBROMAFRETH S,

B AT, 70 VERILE, MMA, MSUD OFFRHE TR L o 72 BRI IR
STIFBNBERETHALEELDL, TUEL VBMETIEY ¥ FATADERIZLY, 1F
LA CTIRERE ZE L VEBERIES CROR o TBY . 20 L) RAIBHEOBIGC
Fab%\e MMA BIL T, I137 I VB R L €5 32 Bl UET 280D
D, FOBSIHNEGEETI Y b —)VA[RETH 5, T7-. HEHIRERNITEE & & 2
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ENBAS, AUHMETLIELH), F—ANA T —ATELLRXTHAH, MSUD T
FPER, FEESCHRE L Vo ZBEFIOMERSL T 7 I VIR AEBH L, FHEED
I BEEILE O H 5500 LS, MoFIEHEICa Y P —VIEETH S I,
BEREEICR ST, BN 227 7 ((RBEMEREEETFREOFF %) 3%
EBRBTHD I,

EREFICTIENEHNEEORE S b BEEICOEERN T 25, FTARFHEEICHEL T,
BEO7 I 7BOGIRFILETH ), MMA, 7 H E4 VBRIE T Zicinz <. IEI5ER.
IVATHE—V, BRNEAZEHIRLA7ZWEERSH 5, BITUEZ 720 H50%
K —EBRSLETH LD, BEFTIRIERD R —HRICEROERIRETH S, L7z
o TRBREZTL2OD, BEHRARLES ) OREVSLEL ), HEWNIIERTA
VLBELR D, BEYERELRESEEOEY P LETH ), BN b -V TELR
KeoTH QOL DIERZE b LR\, IR L/ZAITY Y ZEZDRBMELTH D,
BEL LD,

BAHEOBEITERIC S £ 225, A IRBEDOEEF TH UL KEDN 7-8kg 12725 25,
HEBRNBRIBRPERE D THS ) Z ORI E THRYIGE CE R L. BgBiH b 17\,
FRRF—DEEFEEZLIRETHAH), L, FA3I V7 2HmITE, A 7V
FLRSV, BEEEB AL CREBLZZBICEMHMEL, PRMKEZ LICED T A-V%H
LE AL D ) MEDOHBHEOFHM TIE, FrERYCHRE 25k BETH-TLE
HWEECTH 5o T ORIRE 10kg DL EAWEL SNABBEICIET, RPBHEITRTD
b6

3) FHERREF

FaIORT & LT, BROBERBEROBRMEIGESHEIC 250, HRIEEMTHS
DT, VFEAERFEEERVWEZEZ TE v, LA L, BEMICIIHERBHRETH S
MNEID, TOBOBEEEILL ) MR CEEENOH TS 510, BEEROMD 2 EY
ERBTAL00D Lk, BEFREITCENED - FPBEICL DL, T/, Tk
BEDBEDOREDIRIL, BEREORIN., KEDEROEETH L, 1L, FZEEOE
AT DRAETHRMBERDPAAEN 5 T A=V EZITTHDEIE %W, BHEIZLY
ZVEF XY v FT v T TAHILEHEDLS LNGZVH, BZEOBNMLESILICHLNE LD
CLbHbH, WMANCRERELLETELALFHMLTBLILIEETH L, T72, WH
DB T 2HER. BHEIIHIT TORKFLORELTRERT 25, BHEEORE 2
YTIAT A, BEEEOMGIEWBEOMEBEIIEARL., MEOEHRIBVWTOEETH
Bo Tl MAIZOWTITERESMRE2OET LTS 220D ), ZOFMEPLETDH
bo SHIMBDBEIN KO —2L LT, MANICTFHEEZ TEHL T TBLI LN
BEETHL M,

FF—ICE LT, AETEBHETIRELEAEPHEOELLNTH S, BIRIEEHED
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ZTWIEHITH S &, ERE V) RECTHBIZRN SN HE7H 525, LAk L Z2Em
BEEOLLMETH S, BROELSUERBROEETIIMBEIIERZ 7 — A2 RV TIZIIHR
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L7 v F=2 2B L CEBH24h R ThiToTOHAMT7 Y F—v A% &L 5
CERHELT, HFINELY R Lo EHMESN TS, WTFNRL BB T AR HICYL
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WY %7 FoEME e LT ¥ F— Y A0EHPEELE 2 LNL 1Y,
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YA ICEE E L7720, T hAZREITIEOH ., BIEET-oTB <,
FHBEREIEARIEILT 7 F SO ICBIL L, 4T 7 F VI REIRR 005D B R R,
BTERLIAT, fToTw{, BAOMEL LITEL OEELLETH D,

MMA (2B LT, BELFRAT L L CERIEELTD T O N5, %, BEMO G
BBHEE LaWEE 8 MTPRIEKMOBEAREII RS, LHE SN TWD, FEHEROERK
BEICOWTIRIE o &) LHE X2 WA, B CIIBERIEDE(LE T 2vwE s Ts
D S HOBEPLETH D P,

4) JBEE

DOENIBWTIZ I N E TII MMA20 B, 71 ¥ Y ERIAE 9 1l MSUDI B0 BHEHYT
PN TWDE, TRTHEMIFRETH ) ZIZWED QA FIDOAR) FF—E%oTwb,
MMA (ZBI LTt 3 BIABETL T 5 (2 Blid 10 FELLERTOB]) o BEERIG VI IL D RYE
TEMEEIIEC L Tnb, 7r ¥ d VERIMEIC DWW CE, 1HIFBLE2SH ) . BAEFORTF
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WIS KPR E T UL, EGTRIZEIFTH L, MMA ODEFERIZ 3 mE CTIoF
I T B EEDLN TS, IERFINREGEOERICLD, TROLFEIALN TV
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4. FREBHBREEES X OCHEHBRBXRCEDLS 7 Y AR-5 -BEEDOH
R

1) BER&
1. B

BEBIBREA % X 729 S REM T B 2% fE (inborm  error of bile acid synthesis,
IEBAS) & Rt E o O Em % 24 ) BERE(N T VAR =5 —YDERE TH 5 #EITHERIE
PERFPIRRH 9 - ¥ (progressive familial intrahepatic cholestasis, PFIC) %8 ) EiF5 U, JBH
BREBARDIEREE Th B IEBAS I FEHRBAHERZERTELREEETH 5, IEBAS D
FERNZ AT A BN SAE $ 2 B ) o W HEAFREE 120 ) b o L FEH DR ICFRES % 17
HEDORAREEEND 5, —KEHERBEEPENTH LEHNPLZ N 00, REZIHNE
ECThb, BAEIBEOBEEELMONTND Y,

PFIC (ZFLIEEAD & BB DR ARE 9 o W25k L CHEHERFE R & BT 55 4
BARLEUDREEBTH 5, RS OMEERXZH) 9 0 AR—-¥ —EHIZL o THHE
ENIEEIHONTVWD Y,

PFIC 1 BlIZKE 2 ¥V A\ Amish RIRDFFEERIRMENET 9 - FAED Byler 35 & L THE
EN. THHSPFIC DEEMED D L &> TWwh, PFIC 1| OEBEMBEIEFIT 18q 21-22 1
H%5 ATPSBI DEETH ) MBEELBE T 2 HE _EBOI/MU» S NEI~NT I /) VIEE
LT H N TV AKR—F —TH5 FICI OREEHRE N T W5, FICL I/, e, B
B, BT L THBY, PFIC 1 BITTHR R EFMEREZFIE#E I3 2 L Id FICL
DEBIMMEBEEL TnEEEZ LN TV,

PFIC 2 BLIHERIR A TH 0 . LLaiH 5 Byler AU b RBROEKREGE * 29 5 BEDIHR
HEEINTW, ZOBEMTERLTIE 224 12H 5D ABCBII ODZEETH V), BERIGIETE T~
AR —F —TdH 5 BSEP EHDKKTH 5 .BSEP HRET 5 720 JFHLRE D 5.9% Y 5, C BSEP
AR TEY, AT OETBREESEED 1 BT EBFIENZ LB THE, &
BIEBIO2ECRREEDOAET ) o2 220 b 5 T ME y-GTP A5 EH L 72\ ;BSEP
DOFBUIITHFBICIRB L TBY . FFBHEIC L D ETEBEXDO EE/I TS 2,

PFIC 3 BB K& RT3 7q21 123 5 ABCB4 DRETH V) . JFHILO BB EE TR
LTw2 MDR3 DRETH A, MDR3 i3V VIEEDOHEEEZE-TB Y, BT ) VY
FIETER S EE L TRE I B VR L. BHEOMBHEEEZ CREEZIZ LT,
KRIEEFE T MDR3 DRFIZ L D IEHEEDSI V2R TE L VWD BEEEY BT

3-5)
)

2. JEIRB L OEE A TE
IEBAS DFIE, AL, T o2 H 5 ICbEH 5T, y-GTP L RNEHERA EF &
HTHY, WERP LN ETHbH, ZHOZOICIE, BRIIICIIEDS X ORA BT ERAT
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ATV, HEEZIICILEETZMATh T, BEIC—XIBEHEEE (5 74 F
I VEORS) %179 2L THFEE. FAe~0#EZH S Lk S, Lo LIGHE
FIG2SEN B LB ) oW IEAN R L, FFRBEFLEL 25 20 R OZH - 6
BPVLETH b,

PFIC (3. T NZN DRI X o THEIR REFT 7 L IG B E % 5 PFIC 1 B & 2 AL y-GTP
PSRBT SFIZC Db L TEETH A3 BIFEETH L I EPEFEHTH S,

PFIC 1 B DFEIRIZ BRIV IEES 2 BB IR ) oW, FFIRME. JEhE. lREE,
ERLTERTD 5, WRIGERFEIOHERECRL N TS, BT ofiax L Tid
VY FFE Y T VEENIR. IR R ZIH LTI, IRAE Y 5 I U RZICH L
TiEEY s I ADEK DIFRONMHATAT ) o BRI LTRRBEA F ZCETH %
ILVAFIFORRR T/ NIVESY = VORRG EEB %9, WMVEHEERE S LTk
— &R O FBE 1L E 3 I EI 43 (Partial external biliary diversion, PEBDYSE X TH 5 & 9
HEH LTS 9, PEBD EIFEZLICE » T WIS L CIIBE R/ YR T X 2
B 2RI E o 7HER TIRGE R ITHFFTE v, 2512, PEBD & TOEEITH L
THMTIE R L GEMREIAEETDH 5, FIRTIINRIAE. B LU PEBD 7 L4t
FHGHR IS DR TIZF R HE— DGR E 25, LA L. IR S #RTE T,
JEIANE. BEEEIUE L2V LARELTLI L D5, ETT HIEIFRITFHEE
CEVEBHEOBERE S 2H )5 Y,

PFIC 2 BN A B & OFEBIE, EATHNEI D o, MWEERSH D 1R I ) L
WXLUIETERETH S, PFIC 2 Blix, B FT v AK—4% —TdH 5 BSEP 29I IRE s T
B, PFIC 1Bk & TIFMERIZR S e v, BB I PRIC 1 BLE [RE T, WEE
FEIZHEYT ) o WIS B AHEREE & 7 b o PEBD (3 EECHYERAE O — &, 512 pD482G,pE297G
DEENDLIEPNT L THEMTH L LDHENDH L, TNODEEPFRTRVIGEIE
FREHEOBIG L 25, FREICX VIREPIFETE, ZOBERKEDL RIFTH b, 20
EA 5 b PFICI B L 2 RIOEBMIZEETH 5 99,

PFIC 3 213 PFIC 1 8, 2 BNZHA, FEREEHIANE < . BE, BRI C. IRk
TR EECH B o y-GTP SBETH L DS, PFIC 1 BIB L O 2 BIL B4 2, BEEFIR
IEBIC X o THeA THAEIRIBIT D o #EL S 723 ER. BE L CUFHNEEEa Y &/27
FEGIRC FELNIHEH D o MR IR B ER . 1R % 2 AT IR I BT D o HHE %
ELER G EDH B, PEIIEERE LTIZ Y VY FF % a — VEBBPIRDE R 72 FEF) A
FHICD Do FAUBMEIFELRIZETT UL, FRBEPLEE 25, FEBEOBEEICOWT
BRIFTH D EMESN TV D P19,

2) FFREREEIEIC DWW T
IEBAS [ ZHBHIYIEE D E —BINTH 525, R, BRI ENI DI AEICE -7
B, WEHINEHE T Y PO —VHBRB &R D JBH ) o IR o Z2ERNIR L
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THBHEOEIRE 25 RIFTOBEERN TIE. EZHICE 72 IEBAS 2 1 FlOARTH
o BRIREZ NI — &9 555 BEMTITONTVEY, MRERITFLEATH S

11)
[e]

PFIC 125§ A FFBHICOWTIZZ0HEANC L - TEREITRETH S, PFIC 1 BT 5
BREO@ED E UTEIBT D o UIFEEIC X ARSI A . HIETOBERCRERE
DR EL BIICHVBEONBHEEBI bR TEL, L2L, FEHEEYRBRIIEED
FERGRTF2S584E L. IRIEIF28, IR TT I 7 MFAEICBITT 2 EFTD ), FHIT
B TId7% v, 72 PFIC 1 I TR ELERERT TH 5 FICI OFHIM RIS L £ F 557,
W Wl EZNEER I 5 2O IR IIARIGBNIGRIC 2 5T, ERNC X o TR, &
FERCHIGE TRIDBALT AER S H A Z L IEE L 2T L% 5%\, PFIC 1 BITI3#E
BHETERLONENZ LD, FTARIEEDS XU PEBD % EONFLFA % A,
FBMEDAIDEETT Y PO - VERADLRETH DL, ZILTHIEEIEA ZERITTF
BHEOBIG & %505, BEBEOEEZIRH 2SR, £ L CFEEICETT 55
BlodbI L ZHRATLLEND S,

PFIC 2 #1/3 PFIC 1 # X 1)  JFHEEANDETOE . HFRRHESTRIGINGERE 20 D 5720
IZ QOL 2 & 5 720 4 RN AR RE = 47 9 SEBI 5%\, PFIC 2 113 BSEP D&
D ool ANERICHTBEEZ RIET A VA DL L REIN TS D, 7
MO ERET 5 LT, BEOTREDER T 2 UEN D V) | BRIKIEIRIHELT 5 PFIC 1
Rl DENNFEETH 5,

PFIC 3 BHUIDWTIIERIC & o T, FAENDETOREDI KA TH 5, NEHIHET
WERDP R CFARICENE., FBHEEZZEL2TNER SRV, EIICL > TiE7 VY5
FTX¥ A NVEBOWRE &ETRELLFEBE 8> TnTh, EIRBIFREH D > T3
ETHEF LD, EELRBEEINNLETH S, AT PFIC 3 BT 2 BHEOEH
372\,

3) THRET

IEBAS B & UF PFIC |24 9 A RO EEIREII R TH L L HESNTBY | BHARE
WEETLTFHRRATIZECIEHITONTWARY, L L, EHRETId IEBAS & PFIC 2 B
DFEPEETH AH—T7, PFIC 1 BT, MiRICHBIFIF 2> 5 JFEEET L. BRI
BLBDLEBDH ). KEOBBETIEITEARTH S, PFIC 1 BIOHFTH, REIEEICE
BB OEATOREITEMNICL > TEFEETH L7200, FERTFOBHAFEAF S
5o

4) BEBGE
IEBAS 1239 AARFICBIT AFBHEOESFKIZ I HOAT, REEZETHLEE FF—&F
BEAESFEEIT O NEBIIBIFTH 5,
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PFIC (234§ 2 i HIIMREE & £ 2 OB IEHED S OEFETIFBESHE S TH
D, FHRIEERFE ShTwa B9, RIEOITBHEFAER Tt PFIC 1 £17%27 6, PFIC 2
RIAS8 1 Tdh %o PFIC 2 B TRV BIF CEEFIAMFL TWbH, —J7. PFIC 1 Bl
& (EEFE) L 88%TH D, BYIIEIL 5 FEFE, 10 FAEFE, 20 FAEFEIIEN
ZI 80%. 1% 48% TH 5, fiitzmlel] (5 FLE) D7 I 7 PAZOERE LT,
SRR R S IFHEICE o 72 ER TH 5, FFBMEHZ DI OTE 1T L T
T D PEBD 7SR TH o 72 L DHEDH 2 519, —F T, KIOAEHITIZ, PEBD 7°
N HERDNDH Y, TOH%R, 777 PIAERCESTEBY ., RBIAHETH 5, TEHE
BOBEA TV EBIETH LIV AF I FONRPAENTH Y . BEEY S 3 oK
LELRERID D 5 Vo BEATERIL. BRI 5 S OET L TW 2 ERIH %< H D .
Z ORI ROBERFIEEN IR > TBH T, BURERO I ¥ E— V25 LWIRIRAH 5 17,

REBEDWEICOWTIE, KPEFDIZEAEDEFAPNENEKGELZHD L, ik
bIEGEZBELTT2L0HENDHY Y. KIEOEF OBV Tid, PFIC 1 B o
BHZ DV TR E RAMMHZ DR L T b,

PFIC (2309 A AFBHEIE., BHERIICRELTWE Y U7 EFBHIFICL Y EASNDS 7
O, Big b, £0% 87 BT HHEMHESUGAHEZ Y 9 b, PFIC 2 BIClE, BESP DJE K
ARHOELFIC L) BREOHEVSHE SN TBY . ZOER TIEILFEHIC BSEP 1231 5 5T
BAFERENT WA B E512, DX % PFIC 2 BN A FMEH. BIREOEIRL
7o REB R L T rituximab D 5B L 7ZEFOBES SN TWDE D 2N s OFERS ,
FE ORGSO RAT, VYYD Y FORES 287 BIh§ iR 8 BEE SUE
DIREIZOWTHEEILETH S,
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5. Primary hyperoxaluria (&S ¥ 2 7 BIRIE)

1) BB &
1. B2

JRFME Y 2 VERAE PH)IE 7V A4 %V VEBRAH IS BT 5 BERIGEEDO KIED 5 WVILEKT
RV RRT Y 2 TERDSEBRIC W S NTER. Y a vV T AR L LT A
IBERICEBT AR TH L, BREELA SNV 2y BITERE VIS, REET - &
EA - BAIKMBEZ R L, COUTEREREN ET L. KEE A4 (end-stage renal disease;
ESRD)IZE %, ESRD (272 5 &, &HDF - MlIE - O - BB % & OIS Y 2 B
Voo LERE L TERLEBEEZIIEZREIL, 20X9) &g WHiiE%L systemic oxalosis &
MR &b,

PH I3 E LR ZIE T £ ). 4% { DEFIE PHtype 1 (PH 1) X UF PH type 2 (PH 2)
WCHHESNLH, TNICPHL1H S WIEPH2 IZE SR WERIIESE L. PH type 3 (PH 3) &
LTHEENS, PH 1IZPH EFIOR 80%% 50, b EEMTH L, FFlEO I A F T
V=LIZBRTAT I L T FUNVERT I T AT =27 —F (alanine:glyoxylate
aminotransferase; AGT)BEE DB TARIZL ) AGT BEZIGMDSRIED 5 WIZIET LRAET
Bo —H. PH 2 IZ PHIEFI DK 10% % 5O, PH 1 L LB L TRRBRERIERETH 5,
glyoxylate reductase/hydroxypyruvate reductase (GRHPR)# % D& {5 T2 £ L 1), GRHPR
FIEUD KBS 5 VIR T LIEFET 2.PHL L B4, COBEZRIFREO ARG L v,
BRIICRSEETH ) . »OMFRICEE L-BREEEE TH 5 PH 155 PH O H Clidis
BIEBEONRE R HERBE L TEB SN,

2. FEIRB L A OHE

PH 1 OFSERHA. EERE X AGT BEEEMOBREIZL VAL TH D, 1R L Y HIFIE
W (BWE) 22T2EEL5 A TDO50MEBATHRIET S5 A4 TETHDLH, FHL
i S mURICRIET 5o FTSEMEBEICIIHIEENDH D, 10 A0S 100 FHECH LT
I NOREHEETH 5,
1) BRE

FLIBHA, £ CI3ER 6 PALN. ICERIKMUED L UBRERELZ 245 EMIROE
#7x & A 7 (infantile oxalosis) TH ) \ DK 25% % HD 5o T O DIERFNIL ., JREGECGE |
R EEEY 2L, RO T ESRD & #1TT 5, ESRD & 1T % SFHERNT 3
BMTHY ., % DEFIDZWIHIZIZ ESRD ORAEEEZ 2 L\ TWb,, /NERNICREEAES
AU, REBEBREESOREERT 2 L 20054 ICEREEENIEIT T2 5000, KA
e URBHOEZET S LDDBEREBEEI TESCLWLDETHELET b, K 13%
DFEFNCBCTREBERBICEI) A7) ==V VREBICTPHL OZMICEL DL H 5, #&
UC, #EHOEF D NICET 5 F TIZ ESRD ~EHEATT 555, RIBICBIT S PH 1 IER]
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DEFEZHIRRFT BN TIEH 75%DEFIDZWIEFICEB WT ESRD & H#EAT L TW A5 DA IR
‘6%7@)0

2) Systemic oxalosis
AEARIEBE (glomerular filtration rate; GFR)A® 30ml/min/1.73m* LT & %2 % & | £2FDF -
KON - LR - B % EOBREMMRIC Y 2V BRANV T T LR E LTEELBEEZT SRS
To BTSSRI L) 2BMKRERIUTOEB) TH 5,
© & - B
VARV T LEGPERREFICHE L. BRE EOEROERN L) HHIC
FITHIVAT b, MEICBWTIE, BERXEZFISEC L. BHEE - BEEIR
DETZH<,
@ e
ARV LFEGEDHBRE B CHEIRICHE L. KT AENDD B,
® L
VATBRANY T AKERDEE LV BEHN L EERBEEZSISEIL) b, KE
DENEZDFTREROF Rz 505,

ZOMOBRIRFERE LT, MBERRICY 2 VBRIV Y 7 LEEDRET HER. KIEHE
REEXVEIEELFIERI ¢, 74, MBEERHO Y v v MILE A LR
Eleho T, HUIRRMERRETE., RERRKELZEZET 2,

5.
HUNBEIC ERO O & SERRER, 451080 R REEERECE ARIUE. 22T 55
BIE PHERED) S EAHFETHS ) o R, &2V IBRER L0 2 KM%Y 2 v B
DBEFBEIUAE N D 9 5 PH 2RIVZHE L LT, PH 1 OZWzED L, RTPV 2V
FEPEM OB MBI WT & % A 25, ESRD %29 CTIZE L TV A HEITIE, Rb Y 2 7 Bk
MESEEE 2D R A72DMER Y 2 TBREOHEMOEHIPLETH 5, KRRBRET
TH b AGXT BETDERNFAEY b » THRESWICE S, EEabSERERRE LD
720, RIENIC PH 1 EEDHET 56 BETRERTI RETHAL I, T, il
WO AGT BERIEMOE T H 5 VWIEKIBETNT 5, 72, GFR EDEREREIC (HEE
DEE 2B L. systemic oxalosis Z5HE L ) 2 REDOEREEELZE L TV 2AEEITIE,
Yoy BA VY Y LREESE LEELRI L) 2 BIREOHESLEL 4 5,
FFRREGERE ZR T 258 1013 PH1 DS D Y £ T2 BRI 572012 PH1 OB 7 &I
FRHAELNVICBWTRE L TB LES D 5,
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4. GEE
A BAN YT LRERIE D BREEEORITEES A Z LA HNEIRED =
iREZ %, PH 1S 2RABIGEEIZIFRIEGERICL Y, FRICHEET 2 KIEBH 5 VW ITK
T L7 AGTHRIEM2MWET A LILH D, AFEREBIUCEYELEL LTEDTOLESB
NTHhb,
@O  KGEROHMT
KB E B T 5 2 & (3L/day/1.73 m* DL b JRE & L Cid 1.5L/day Bl E #5955 5 ,)
CEYRFY 2y BREARRL, LB LYY LIRS ORRE NS, F 7.
FUBEDO B L RO ATEEZENICBWTIE, BEF2—7FLEEL TK
SN ERT A Z EHER SN D,
@ VavBEES EAEEYOERRIR
Faal—h, (K BT, KAV LVE, E—F o VhEDavlrElEAlE
W DR & HIR 9 5
@ 7T UEEEA - <Ry LB
JLVERRR T AT T LI a T EgEA VT AR EADHIHIRIRD D B o
@ Y& 3IrBs #Hl (K FF )
V) REFL 37 ) 4 F D VBAEHIC BT 5 AGT BBEDOHEE CH 5, PH L IEF DK
30%DEFINZBNTE Y I ¥ Bs BAS-OREZED S,

JREEHE ARE ST L ISR BRI B 5 IR 1945 A AT S OB & T3 A 45, FMR
BITEEA AL, —ARAICHERE S vy, F 72, ESRD ICHEATT UL, IMEENH AV ITJERE
ENTOMEIEE 25,

2) BHEILB L OB

PH 11239 2 s, SEFE . BRARER. BRI 2 BB E O EITE
IS U CEET 5o FFRAAEIEIFRICOATEET 5 /KB 2 VIHET L7 AGT BERIHHE
FWETLHILIZHY . PH LIS HIREINEEL 20 2 575, BRRIERDEM 2 ERIC
xF L C pre-emptive [CJFBAEGEZIT) S EICITEETH AR TH ) — KT 1L systemic
oxalosis ¥ FHE L D A BEDEHIEHENL BT T A RICRESBHEE ER T 2 Z L OET
Hbo PH 11255 2BEBMDADIESHFBEREIZRENTHY, ¥ I v Bs HAL5H)
R RO LM ESRD FEFICBNWTDOAER SN Ho TTIZ ESRD ~NEH#EITL TWAIE
%1 (GFR 7% 30ml/min/1.73m”> BLF) (2B W T, JFRHEB X OB BEZ AR, 55 v IidR
BRSBTS %0 EEMEFEBARBROBE AT, FBHEL ROV, EIEERIZLD
BNy 2 7 EBRAMEER L7 L CEBMEIT ) o REBAEBNE OB GEOFREICD
WTIIRETR DA MATH 5 B3, systemic oxalosis DIRFE & 72 ) JRED T IZFER T X 2 WIREE
DFEINE, BHEEZ 27BNV Y 7 LRERLE ) RUEEEL &R T 5 L CTLE
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Thhbo PH 1 KT A iECE LT, BIND PH 1 EMETER SN V-7
(OxalEurope) 2YRMET D45 A T4 VHABBETERZLDEEZ 5,

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 20pmol/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

REBI L RS BHGREZ ITY 25610, ReFeftE OMEIZEE TH %, ESRD
NEHET LTS PHUENICBWTIE, FRICHES £ OB Z F—OKE F+H— X i
WAEZITH I ENLETE Ly, REICBWTIE, PH1 DBWTICE 5 7EBIT. 2 GFR %6
FAR L _E 25 ml/min/1.73m* DL Cd % 341213, exceptional score & L C PELD score (12 %
Ki) 41 51, 5\ MELD score (12 #LAE) 28 B CHERMBFREGEREE L LTE
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