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HNENHE —~DERTHD, MRIIEERTH D2 RMEEEIBEYUOIERE DS DGR NH DM, D
ETEH R O®EIT R0,

4) EEIKE &2 W

B ZGal EGal-1-POMEMNEMT 5, EFRETCEINESE, BRMEEENFHBTH S, 1
B3Gal 0 FWZEZED DN Gal-1-PldmE Liawn, MEZGalOREHEME, Gal-1-POEMMN D %,
FAERZ ) -7 Ti3Gal EFITMAT, R T —#EPLEETHOHNITIREZKTE S, EE
ZWOEDITIERIMERZ AW EBRIEEZHENLETH S,

5) iak

ARENGEONZSEONICHA., —RiFAEmE 2P IE L., AMEREIN T Z2HGET 5, BRI DI
BAHHEMEAEZEZEOANOBREZET 5, AWM. 474, BEBLIEST FAXN>RE) WA
SHEHAINTVLDOT, TIRHIZDOWTRZOMKZHEET 2, ABEUNICTHDT I I =X 2L E
DR (P, A0, RESEMREORBAEN) PH20THERET ZY, IO KM TIIE
BHIIAETH 5,

6) #&i - P&

AR AZAZY -7 OMBHEETHO, RRA - BENMTOWTERIEFTH S, [HTIX
BHBEICH22D S T REERS, KBE R EREN. EHEMEzA0HT 200 HREIN TV S,
7)) BAOEITBT BRIV R OBR

BHUERKINIVEBRIOVDT I I N—ZABRET7+—22F (BR110) SMILFEFL (FHFRAKMC-2) 2
FEmeE L THRIGIN TN S,

8) BRI NI OF MM &M ES
EBRETREHERSZAZAIU -7 TRAFEAIN., ABBREIIN 7T RHBEENTDODNT

14



KBIVO DRISHE & BB (RS

B, TREHFTHZ. ABBREIINVIRAMOBECIEETHFHATHD.

% Sk

IDHolton JB, Walter JH, Tyfield LA. Galactosemia. In: Scriver CR, Childs B, edi
tors. The metabolic & molecular bases of inherited disease. New York: McGraw-
Hill; 2001. pp. 1553?1587.

2) MBFELT. TV b—AME. NENE4ERETIS, NEREBOZ WAL 2012, 152-153.

3) /AnAkTEE]. BEE A REARE. NREBEIRRESE (RE. £H. HK WE) . ZWEEEd 248~
253, 2011.

3. 5 FE A L OBE RN it i

1) #=&

M GERM) AWMARE SEXS 75—t (AW MER) OERHRBICKDHEBEE TRz
ETHRETHD, BOAETOREZIBHOATHD TRiEEALNTWVNDY,

2) JWREAEH

ABIE TV A —FBIZ Ko T NA—AET TV F—RITHREIN, BEEELLTHNEINS, 75
— VI NBHERBICEET IR FHRICEBEL TR, ZOEMENRRIBL TV AN HEATI S
NTBERNCEEL, BEEMETHZ5EEIT. IS ICABIRBEOBNMEICXL D MRS N,
KEHARAY VIR EORKRCHHE (L. Bk 240, EHlEm. BW. TRz 257, #
WEpl5. 5LA R ERD., KEEMTHREZHKEET DY,

3) R AE IR

WAL B A K D KA TR, EHEAA LN, GEORK, REREZIEEIT,
4) HRWE S Z W

FEUER EEMEM (DHS. UL . AR CERE (U7 2 N ) AT H UL, R i
JEZEED . ABREIIN 7 THhEL, AMANTMmEMO EF 272 <, HERSER T I Z W
TE%, BEZLWMITWE IV —YEBRTOMHNEHRTH B,

5) 1G¥#

BAMCIIAREREI N V2555, BANMDBEIAEZSERVWERE G X 5,

6) i - T

HHRERZITOIET, TRIZERFTH S,

7)) BOEITBT BRIV EHOBIR

HERKINIVEBERLOT IV N—ARET+—22F (HKE110) EMmABEA (FHFRAMC-2) 2
BiEmELTHBEIN TV S,

8) Bk )Ly OfF ME & R E N

fid TH M.

25 Sk

D) RSO - AUBEATHAE. /S 1981018, 468-469. 1982.

DHEFE 1= 2XMEABERGE. /NER45 (13). 2285-2289. 2004.

3)Uchida N.: Two Novel Mutations in the Lactase Gene in a Japanese Infant with
Congenital Lactase Deficiency. Tohoku J Exp Med 227, 69-72, 2012
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RSV DRISE £ ABREN (K51

BT AR L ROREEE E2: 559 h—R R EE (Leloir pathway) S
J)a—iry .
1 FLa—2z t/l
D) G HsoFhop BEER_ op 2
ADP‘ NADH  NADPH
‘/./ &, J1a-2 A
IMP e G6Pase GALK
1 f’/P- JiR—Z-P | ADP
PREE . p—— | — 1) N .
R —R YR 7 ea—L3-) B e RAE UDP-Z' JLa—2Z HIUb—2R-1-P
=5 PR A tfn | ! A
. chis RS RS GALE GALT
B REAHERET l Sorm ‘
L mme— ELEVE: — FEFILCoA — fEMNER 77 4 La—R-1-p
T ! N l
BRI FH DR ALRFO—L [n;mm] s S—z6p
=] e Eh=]
T ERE R A INE
LT IVEIVER GALT: Galactose-1-phosphate uridyltransferase
. SN B . e GALK: Galactokinase
Ip'\g?.);i;\fps 51457\%*,;&%%.?:2%}@ GALE: Uridine diphosphate galactose-4-epimerase

®1: EROBERAEH
FEBI 1 1m2nA BR E kg, H& T7cm

7:30 I)L%Y 140ml+a—2 X4 —F 10g

9:00 AR

9:45 I)LY 140ml+a—2 X4 —F 10g

12:00 IR

12:30 I)LY 140ml+a—2 X4 —F 10g

15:00 ILY 140ml+a3—2 R4 —F 10g

17:00 HIE

17:30 ILY 140ml+ 33— R4 —F 10g

20:00 WE

21:00 REBREFEA REAIILY 400ml % 10 BN T TEAN)

SV IFERFABERAILIEZRAV:, SILYDOAHTIFERE 90 5 CTIEIEZE
EOf=f=H, IIVIZa—2RE—F 10g #REET A, mMPEET 2 BRI 30
NiEFEINBE L ST o1,

FEI 2 17TEBF AKE60kg. HE 172¢m
7:00 HE. Y

9:50 a—YRB—F 60g

12:30 RE

15:20 aA—YRB—F 70g

19:00 WE

20:30 B, IV

23:00 A—YRE—F 60g+HEE

2:00 aA—YRB—F 70g

1EIENA—YRE—FFDHEVD, HBREHGAT S L TEROLENFLEENT
Wb, AILDOLE@HS . BERFEARAILIZ 1B 2~3ERATHZ &N
BFELLY,

R2: HERBE I+ —I 25O (B 100g )

GSD-D (RRM) | GSD-N (#&RmMA)
IHRIILF— (keal) 428 384
8 (g) 16.2 9.6
BERA (2) 9.5 0
#=E (g) 69.5 86.4
AAE S SR 44.5 61.4
[7‘ Ro¥E [25.0 [25.0
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B. 7 3 ) MU R
1. 7))V b 2 RIE
1) #=

7 =)V b JRIE (Phenylketonuria, PKU) &7 = =)L 7 5 => (Phenylalanine, Phe) % F
O3> (Tyrosine, Tyr) NEMT 57 2 =)L 7 5= 2 /KEE{LHEZE (Phenylalanine hydroxylase, PA-
N ORKNBEEDZDIZ, MFBIXEAERNIZPheNERIN., RPCLEO T T ZIILEIVE B
DM EINZEETHD, TOFEREICKD, PAHOBRE LPAIOMBETHS T NS RO+ 75
1) > (Tetrahydrobipterin, BH) ORFEEITHFEINDN., T TIEHPAHOEREIZDWTH RS,
WHAZEIRL CHERAICM P Phe A2 ng/dl (120 umol/L)Z2BAZBEERIREEEIGND., 2
Wil DIt FPhefEic & D 20mg/d1 LA E O HBMAPKUE20mg/dIRMGOE 7 =)V Y 5= g (Hyp-
erphenylalaninemia, HPA) 2/ XN 5D, PAHDBEE TIddH 50, BILD KELK 5T X 0 PAIIE A
ERUMAPhe NI NI 2ERAAFE R S 3. BILKISHEHIPALIEITN T WD, HTAEOPKUDHHEE I
1/70,000 (& #LAIPKU; 1/110, 000, HPA; 1/180,000) THBY,
2) WEEAH

PAINEHE DK FIC K 2 1M HPhed ERANFIMEBICHEZ LS T, FTHRDEZEDEH WV DITMK
ThHO., RIETH 2,

3) ERIRAEAR - & OFRE

BHREBEENTONG WSS, KHaER R ERERN., WER (TWhnA, FoRE, ERESHSRE) |
RE. AH, HEREE, DUOHORRZROLITE. KEMLESZRT. BFHFOIQ/IQTAEE 1
AALNOBEREOHB TIEXEEIO0ERIFTH 2N, EH%OHA~2FOBBTIZEKTL, 3F L
f TIE 40 &7 DY,

PKUD LZHEMIEIR L /238 A. EENTE A THAPKUTAEWIZ O Nb 59, K 8 7% E 2.
INEHIE. TENREAR. SR LOFELREZGEHEICEHL, BET7 227 b 2RIE (natern-
al PKU) &MEENTWBDY, 25 OERIIRAEOMFPhefIZHEIL THRIET DI EN S, ZIEHEI
MOIEREEMMZ8 U Tl PhefZ1~6 ng/dlica> b0 — VT 2HEND S,

4) M&

HAERSZAZAZ Y =7 OPhem@E TR IND, NERAFETTIIFEA &L T I &2 kB
IH. M PhefZBETZELEEDICHEKGFHZITD., SHAT LICmMK —wE. MRELFERE
BT, ELHEEMEREEMOBEBRREZITD.

5) &k

ZWid i Phe D FEfHy 72 EFHIT K D, PAIKRIEE (PKU, HPA) &EBHRZ%E (6-pyruvoyltetra-
hydropterin synthase/R#H%E. dihydropteridine reductaseRIEFERE) & DR 2 W B
Thd, M, Rh7 53U 22 0H, HRifmEkdihydropteridine reductaseiEMEHIE. BH R O & 1
B EITS.

BERTZEICEk> T, HH#ABPKU, HPA, BHKIRHEHPAD BHRBOZW N lGETH 5V, L E[F AL
EERWZIEGHBRICE D, PAHIEEOHEIE N TE %Y,

6) 1HE

RNIZPhe NEBRE LB VWD ICEAGKRAEICL 2 BERENREORATH S, BEOEMDEH
B IZPheld2~6%E N THD, —EHOELEBIHIRD A T T4 72Phe DHIBRIIATEETH 5,
ZOEDICKICRLET DN T I VBREINIZESGH FH) . 72207 72 EIEMRA
TIJEBME A-1) . K722V T IR TFRHBER (MP-11) ROREKE#EEM (TASAK.
KEAXSE) Z2HHT 5,
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BRI 7 REAZEHERFEELLERERERR. 19TTHIC T7 22V b 2 RIEO# & IE %
ZIRSLY. 1995 ICELRKIY. LT, ZHEXTOMERREZEE A T, 20128 IE2REAT 2
fTo7z. PKUREIE S O 2R WET CTld. T o2R 2L ICRENMA SN T s,

U, HAANOBEBEEREE20I0ERTIE, ZAXE<EICET2ERILME[, HE FHLER
(ZOEMICET 250 D ANNMBEEZWZTEHEEINIBNE]I RS VICHRER [Z0HEMICE
THEFEAEDN (9T~98%) 78, RELTWVWDEEZLSNDMME] EVWOHIEETRINZ. KEW
WANBHOEAT<EBRICBWTAROY 27 #E#T 5MEAA. BIXRKEHDAANOREFRFERE (1994
EIH) ITHLT, K2/3~1/20 &> 7=,  PRKURIBEIES OELRLIT T, HRAZAE B &
REMEHEZZAT<EEBREIX. ARMT2e/ke/H. HEMTIL. 5g/kg/H. #EMBIUZTN
DI TL.0g/kg/HLL EE L, THNIEWN, PhelREIINZOERHAZREEIRMALEZ., HL. A
< EEBEENO. 5g/kg/ HELTFIZ/ % &, PheBHHEREZL TWTHIMLFPhefEn LFT 5,

B212, ORTORBREBEENMTONTVLERECKRAFICHEMBREINSZAEMHEEZELDZ L, @
SAERMRI, EEGAT R Z EHEHICHESEL T < 2013 Phef 210 ng/dILA FIZT2HLENH B Z
D @I PhefEAY10 mg/dIPA EiC7 3 &R DOEILA ML ZIRENERLS BRDZZEY, FRE&EHOD
BEFEEN 6L, L TIX10 mg/dl (600 pmol/1) A FELTWAEMNMEATE TS VR EDHEIC
A, HEEDEOIMFPhefd OMEFFHEIPH 210 mg/dIBAF & Uz, R2ITRT K D 2 F i ifn o PhefE
DHMEFBFHFHNEE SN, ZOXIIC, PKURMKBAEEEREZEERITOILEND S,

7) ki - T

HERIZAZIZ)—Z 7L 2RHM2ZHEBBICIVEMNTRIBBNICHKEINTND D, B,
FAEKHIBRERELZZNWDETHITA2NIIHMBETIEIRL., BENLSEAICRERSZITH N, BABFEEIZD
LZH6N7E0, I NZ0TBZENEN>, LhLEans, OFERYAAZY -7 TH
REN-BFETIZHEETOM B PhefE @ WREFNIEEIQDE FAED 5., M Phefli & 10D R IZ1Z
BEOMBEND DI EY, QBEOHEIZTEZVEEG, MRIDEYE, KIKTOMBELEEME DK T, 178
ﬂﬁﬁ;@%ﬁﬁﬁ%%?:&m\@mwmﬁ@$%@%%btﬁn BT 22V N REZ T
BidaickDmglnmh 7 =)V 7 I 224l (1~6 mg/dl) OMFENLETH2 ZENHSMNE
o, LEDZ EMBPKUITIREM AT PO — )L Z2EERTIRERH D EEZILN TN S,
8) WAEIZHBIF D HHR I )L o M O BR

BAETRE 7 227 b REBRBABRINZELTI DN T S VREIN AR THH
MEMNEESNTHBO, 72T S CERMBETIJBHME (A-1) K7V T 520X
TFRBAE (MP-11) B&HFHEL THRHEIN TS, TOMKEELLIIIRT,

9) BBV OF MM & ME N

PKUD B FEEE T, M PhelZ2BBEHRICHEDODLZDIC. FAXKEZEDHABMOEIRZEL
<HIRT B Tha<, PheZB £ 0NAEAI<EREMZH VT, FHMHYOBEANERLU Z A
<E%%EW¢%%E$%5 T2, IHOERIZRINF —EBBXUP=REEFEDE I 2 [F4E# 0
RENLEIFFHELLITIO2HEND D, BiFsa> o= V25520121, HMAPKITIEB X Z
w%%mwwit WE<EBNS, 200% 2HALAT<ENSCEBENT 2, FERMNSLATIE. Phebk
EINIVOERBORAIEERBEOPheREIN IV TREZGICERTZ XNV F —ENBEIC/RS2 Z &0
5, PhelREZ AT OERENBEEAOKEEVA-1HZVIENP-11OHESKHEER S, A-1EMP-
LMo AKHIZONWT, BRNAHARERREEBNOZIEDH 7 Uy 7 D10~38F D23 N DPKUEAH
(PhePrEI N Z7EHRESIg~300g/H) ITDODWT, ZAFXKEEIRHEREE (BREMKREX0.9~1.3
g/H) T BPhefrE-AX<EDE A (PhefrEI L. A-1, MP-11) ZRFLAZ. ZDEZS0
% LA EICHE DXL Phep B AT EZERT2 2. Bifaa>bOo—ILERBENT A, +5
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BIEAE<BEZES L TEBHUREBEHTH S, A-1EMP-11Z2FEHL TW523 ANDOPKUEF TIZISA
T (PhefrER7ZAE<H) / (A <EHERHERER) OHMN80%LLEZRL TR (K1) . —7. A-
I, MP-11ZEBRL TWEWERELZHEIZIE, 6AOEFEDOHENS0%X L EZRL (M2) . 1A%
REVWTNHIIFUTOEREETH >, T/abb, UFLUEOEFETIEPhelREIN VT TIE, B
ea b= 252D DOERTHLPheffRAF<HZ T EERT DI LIFHL <. A-L
MP-11Z2 2 &L Tnd,

10) BHRICHTZ25%DEE
HAEENSFEMNETOREBREOHA RS VBB INTETWDN, DLAKATO®Y A
BEBRFEOHENIINDNSDBETHDIENA D, BMAKBETIIHEBEAIINZITIZA LA DOPhelRrE
S rLANICE, FENSRAMICPhelRERTZAUESINIRT I R (25g~67g/100gH) 2
FAEINTVWS, £/, P2—ZARF T Ly Mol X ERBEDPheRETI / BEBEREDN
AEIN, BEOQLMEICEITSNTWVWS, DAEICBWTH, EKEZAES AROBESRE EHIT
PhefRET7 2 B/ RXRTZA ROV T U A ML AEKORENEEZEOQWLOM LITKHETH S,
BEEHRIIN I THDA-1, WP-1TIEIEE~BEABRFICEST, EDXwa>ho—)LDEDIC
PhefR EIN 7 ICMATRHEREFERHAOARNTH 5,

23 Sk

1) HAREE AR AAZY -7 0BMMECET 2MWME. HKIIILIEHR 34:62-70,
1998.

2) Weglage J et al.: Intellectual, neurologic, and neuropsychologic outcome in un
treated subjects with nonphenylketonuria hyper- phenylalaninemia. Pediatr Res
42: 378-384, 1997

3) Lenke RR et al.: Maternal phenylketonuria and hyperphenylalaninemia. An inter-
national survey of outcome of untreated and treated pregnancies. N Eng ] Med
303: 1202-1208, 1980

4) Okano Y, et al.: Molecular characterization of phenylketonuria and tetrahydro
biopterin- responsive phenylalanine hydroxylase deficiency in Japan. J Hum Gen
et 56: 306-312, 2011.

5) Okano Y et al.: In vivo studies of phenyl- alanine hydroxylase by phenylala
nine breath test: diagnosis of tetrahydro- biopterin -responsive phenylalanine
hvdroxylase deficiency. Pediatr Res 56: 714-719, 2004

6) ZHZEM, fll: B RMERMREIECHERELS —HERITZX - A7 -2 7 0dRHEE—. HIE
81 1 840-845, 1977

) LB, f: T2 N CRE (B 22T I CMED i E S D) REEHOSETIC
DWT., HIEH99 : 1535-1539, 1995

) EAEFWAR—LR—2  HEANDO EHEBEHEUE
http://www. mhlw. go. jp/bunya/kenkou/syokuji_kijyun.html

9) Kono K et al.: Diffusion-weighted MR imaging in patients with phenylketonuria:
relationship between serum phenylalanine levels and ADC values in cerebral
white matter. Radiology 236: 630-636, 2005

TO)FIRESR -0 7227 b 2RIEICBT 2K O et HIEH 108: 1366-1371, 2004
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11) RFIH#E, i RAICELZT7 227 b RIECHEE - 200 O RENS —. RKI IV EH#
47:25-30, 2011.

12) MEET AT VT N REQOMHF 7 227 SOOI bO=)LIEN 5TH DN
EN. FERIIV U EMWAT:20-24, 2011.

13) Sanayvama Y, et al.: Experimental evidence that phenylalanine is strongly asso
ciated to oxidative stress in adolescents and adults with phenvlketonuria.
Mol Genet Metab. 103: 220-225, 2011

14) Blau N et al. Phenylketonuria. Lancet 376: 1417?1427, 2010.

15) KFIHE -ft: 722 b RIEBRVCEMEE 7 22V 7 7 2 2 ME DIRE T T 2 %K.
AINEEES: 867-875, 1992,

16) Villasana D et al.: Neurological deterio- ration in adult phenylketonuria. J
Inher Metab Dis 12:451-457, 1989

2. REIAF VIRAE

1) #=

RESAFURIEZ S AYF A= -B A kEE#E (Cystathionine-B synthase, CBS) DEKRMIR
BIZXOFREIATAONEKRRNIILEICEREIN. FECAFCELTRPASEHINZERKEY 2
JEBRBEREEDOVDEDTH S . HEROAKELEMELRERT, DPEOHARTAZRAI Y —22TT
E. KO ARIADEEGETRAINTWSY,

2) JWREAEM

(BSWHETI VB THHIAFAZCORBREITBNT, U RFY—)LY VB (E¥ I 2B6)
ERiMEELT, FEATA2ERYU DD S A F A 2AKRT 5, REVAT A1 I3 HEIELS
NT2HTFTHRESAFCZEAERL., [RPICHEHINSE, BEHELEFEID AT VIEHEAFIVLEZ
JTAFAZ XA BIN, GAFAZCMEZET S, XYM VEFRETATA NS AF I
NOEWERET D, EYI B COBHMMBICEEND Z(BSEFIETIZ. EY I CBOREREE
LD, FEATAVEAFAZCOEKTRED SN,
ABEBROERERIREIATACOEREEC AT A - AFCORZINVERTH D EEAZ LN
TWb, 747V EPAFUDIRBAERZAMT<ET, AFCORBIZE D HGEHEFICEER
S-SEEAaMERI N NI, IRERCEBROREZREBITLILEEA5N TN S, MEREI M R
EIATAY, RESAF>OEMIIED, POCRFHUA2OLEARBREDTY SF R OEBMRBICHE
WaRFRELU, M/IREBEEREDOITENFERKEINTNSY,

3) B RAEIR - &5 OFE

B R, R EMTON R WEAICIE, OKEERBKASEHR R EDRER,. @BFHEES S S
E- 7 BRE\-WBE-EBI-NARKBREOTHKEE., QHERELREOPFMRMRERDORE, @ilH) ik
Mmie. MiZEte. MMREREREOMERDODBEEN D D, HAERICIEENRDLNT., FiEsd
WHERMHB L TL %, HiEARIYZAZA Y -2V TRREELFADCHRETERNWESY I 2B6 KGR
bHDH7DIT, AEZFOLEIIERDS2EEICEIEEEZTOLEND S,

4) BIRRE - LK

MAERIZAZAZ ) —Z VT THAFFIZCORMEIZES> THAEINS, P AFFZ20 EFIZ
JHFS DOMMERFEEZIICDELZHELADRETHED NS 2D, LR SREITH B SN
S, MHAHRKREISATA >, RARESAFCOHEMPZHMICE O TEETHD, EY¥IVBDA
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MABRICE > TEY I UBRIGHEDEN 2175, HiAERY, ARHWEHTOESY I VB0 KEHK
HETRERAECTHEERELRENREINLZLZD., AT AE®K> A (EURF2 2540
mg/kg/HX10HM) &2~3F (EVU RF > 500 mgX10HMB) TIT DY, 2 W35 38 58k 2
MU > NFERMEE AWABREEHAE BB T2 TRINS,

5) 1H#

BAFAZ D B AFUOEBERENEATHD, ~EMEL TITD. RIKRLEAFAZ KB
EINITERBADBLLBARAINIZZHHAL T, R3ICHOHEEHRBHEHICEHIN TS EIRA
FAZ -V AF U BEHRICHEFREZRGET 2V, HAWUEOAF I CREINIEREARI
TRFEREZRET S, ZEEIMP AFA =21 ng/dlz HEIZ, L. EREHRICEZBEESEL T
LIMBERBES AT A EBEEL BRI RHELLE (R > THEEZTOY, P RAF
COBEMMETLELEES., DAFCOBRENVPRVWEEIZEL-VAF > 2MAET 5,

BHEBLEOHLTHEEIRESIESN CIIETES AT A ONOAFAZANDEBERET HXXY A >
2T 5, 50 me/kg/HMBBIAL . M XA F A= 21320 ng/dIPA FICHRFT 59, EY 3 2B6 Kk
BMOBFEIZIIESY I DB6DKRBIEENIENTDH 5,

6) #RiEFi%

RIBWDOLEITIZI0F ETIT820D BE TKBMARBIE, 15 £ TIT27% O B FE TER MR EEIRZ.
64%DEFICL > M I HEHOBHBRIEZEL., 23%DEFII0FXTTIRELELT S, Lirli
ME, KAFAZ, PAFCMAREZ2RBERIELZHG. FELEZBEEHTIE EEERERT Z
ERSFEBL TNVWSEY, £z, Walterb @3 Y AAZ Y —Z 7 ICXo THRAIN, BICHEEZ B
LEEY I UBABHMOINES4-117 (EH100) EHMELTWBY,

7)) BWEICBT DEEI IV MH OB IR

DNRETREREDAF URIE - GAFAZCIMEEBEERER IV EL THEHOAF A Z D REN
A(S-20) MBFEMELTHBEINTNS, S-26CRATFFUNEENTHARANI E, S XAF 2N
1,000 mg&EWIIN T DA~BEIZLEENTWIONEHMTH S (ELD .

8) Bk NN OBF MM EMES

DOREOFRESAF VRIE2606] (B4 I VB EAF) OWEO TR, HERIZAZAZ Y —=
THBEITCREMBEZZT RN ZEFINITBWT, 3BICHEFER. 3BT KSEAEN A, 246012 #
BIEZ Bz, BAERIYZAZAZ Y —Z 0 FTHBHRICEHBENMTONRBN > HEFAF BHIEA Y
J—Z T ER., 1flIFARZHR) TRE2BCEMEDRERERNRBDOONTVWS, —FH., HIAERTX
20— T TRHRAISNEMERZZ T 200 OBERBETIE. TOBHEBEOREIIrNDS T,
B B I, KEEAEB 2B TRD DDA T, ERRRENFDLNTNS, YA R
TV —Z T REKDRMBBREAFAZCREINIZVICXDZEMBEICID PROEWABRLENED
5N TNDI0,

WA TEHAERNSABBMIINT TOAFFAZCREIINIDOARS T, FE~KAICHT S EHE
HEOAFAZDERETYI VEBREOHBENRIN TS, RESATF VRIEIHERICITEENE
HHENT, FEEDITERNEE TS, MBRERER EBFENIERND S22, AR T
bREFREEZHBICRETRTNEI RSBV, DAEIZBWTS, FiER~ARHAOAFFZCBRES
WILPHRICHZEE~RANHADOAF A CBRETYI VB ROBENEETNS,

9) BEICHTHESHDOEYE

BERFERIN T THIATFAZBREEIND, ZPE~RANAAFAZCBRETY I JBHW RO,
RNYAOHRDVEFBHEERGANOKBEMGHEZEZDZZW - EETA RIS 2 OERICED, DT
BowENLAEN S,
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1) Mudd SH et al.: Disorders of Transsulfuration. In :Scriver CR et al. (eds), The
metabolic and molecular bases of inherited disease. 8th ed, McGraw Hill, New
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George F. Hoffmann, et al : An approach to the stepwise evaluation of a patient with hyperammonemia. INHERITED
METABOLIC DISEASES, LIPPINCOTT WILLIAMS & WILKINS, p72, 2002
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D. A B X3 B 3 i
1. AF)b~o BIE - 7Oov 4 > i E
1) #&

AF)I~O>BimiE (methylmalonic acidemia, MMA) BXUP7FoOovBE A EIME (propionic
acidemia, PPA) BNU ., A4VOA R EIEOTYI / BEaLZXT0—)b, FHEBHRE. B
KUOBANME R EICHRT 270 ZIVCANEFERE TS LICKD, BrolEGEELZIERKIT
JRETHS (K1) . AHEEHMALZ L PR EY (BHER) NEFEL, mHAHEEY >R
—JARET CEZTMEZ LT DY, FOFALAXA - A7 Y—Z T IZX20NETOHEEIL.
MMAZSTLI H ANWCL AL PPADRIS H AICIATH 2P NEIEFOPPAOFKIESMEZIZI07 AITIANEEZEZ SN
TWnsY, WinbEReakshEEREL2 L2,

MMATIZAFILYOZ)LCoALY —F (methylmalonyl-CoA mutase, MCM) ®KRI{E&E. MCMOD 4 B
FTHhHHaNTI> (EY22BL12) ORMBEENDH D, INTIORBMEEITcDIA~cDIGCITH
I, 7T/ IINANTICEROBEEZ KT EMMRBIE SRBEOERZEZET 2, ~HAFF=
CEMBBICVNERAFIVINT I COEHRBEEORE TIE, REATA 8Nz Sz LlFKEN
Blxd, WMAZTZ2ETH,. REAFURELZTINASGNDE. BXUOMAEFRE D X F VIRIE
DM HZEEDRIBEND 5,

PPAIZ T B E A Z)LCoANIIVARF 5 —+F (propionyl-CoA carboxylase, PCC) DRIEICEST
HZD, WINOEESTOEAZ )N CADZEMEMNHFEDOFLTH D, mMHE & b2 O KERIZ
HRIL Twa,

2) JEREAEMEDY (K1)

MMA, PPATIR 7 OE A Z ) CoADEREZXKML T, AFI I I8, 3-E RoF OB+ B
BmEDRENARHEY (GHE) NELEAIN, MMATIE., ZNHITMATAFILYOCEBERAENT 5,
FIZT7OEFZ N CADERMICK > T, ZEH, B, Y A7 R—=2 2, B >EZ 7 MIER EN
FlERIINDEEALNTVND,

3) HRRAEIR - & ORAE"SSY

R VR FERE B T AL N R E i, MRk B, EERREE . ECRE T A S, JER RAY O R T E
ToHIMEN, LRHMUBROFEE CRREROEMFEECHKMEZEF TRERAINS, EF I >
BI2OMMEYE (XLBEFERZLEE) TRRKEEMZZEIE DTN I EHH 5,
ThANACREMES R ERER R EOMRRAGOIHENGRICRD 5N, BHRERE. KR OHE. K
MREMZEHRETDMENTN S,

4) HWIRKRE

FIERICIZ Y A > - Fr oy TOEMELBRSKRBMET SR ZA0BWT b= X213 L ®,

Y CEZVMESLESABMEZ LIFLIXRD S, ASTRALT, Z L7 F>FF—€ ((K) @ EF®,

B ERE A MR AR E2RD2IEHH 5,

5) W

Y OTFARALEKD T IV ANZFOaMT, MEREDIZTOEFZINAINLZF > (€3) O
MmzRDH5, REEEBI2I T, AFIIIOACEBCAFIV T OB EDORKRMBOHEE OIS
— R Eo THBEOENZHNTES, LHEULOEERTIT, HAERHEZ13A R RSN S EH
FIECIEREE, B#EEENAONDZIENZE N, ~HY TFTALARRALEIDHAERTA - X7 —=
DU TREMEERDDLZOAT, EREZESBRVWBEMOAONDEDICKR ok, ERETEZHOT
ERVIEFITIE., DERIGU TEZZHCER P2 TTON5,
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6) JH¥E

ZEMOBRBIZILNOBRETETITbn b,
OEHEELE (KEATSE)

TOEAZICoADRTIK Y I JBBELTNY >, AVOA > REAEOY I VBN NTWVWDS
. MMA, PPAICBWVWTIE., 7 OEFZINCoAHROBEERGHEBNERT D720, AHEORIKY 2/
BOBIWHRBIISLETHZ, LLL., ZNSOTYI/BREVLETI /B THHDH20, HIBLIT X2
ENZO TRAFES BN TTEL TERERBEYDEMT S50 2HRENEBAT 2EEDD S,
AavaA4>>, NU2, AFF=2, AbFA=>, ZJUTPBREIINT (FHS-22) . HLLIET
vaA 2, NU2, AFFZ2, ALFZCBREIINY (FHIS-10) EHAREAE < Z #8912 6f
HALEBFEEENLETH DY, B, WBHATEIIVOL> >, N2, AFFZ2, ALFZ 2R
ELE. ANRELIIMASARENZIINY (Propinex-199) mENH 5,

HADLLEZ - BRFAEMAZHNWTEHERLZALTSEBIREZO. bg/kg/dayh S5BHBL., 7Y
PREET O R ZOFEAREMBMREZERL NS, 0~1. 5g/kg/dayE THET 2, HAL
AIELIZS-225 L <IES-10Z2MA T, 1HORAEAUTISKEBEBWREZEZIOLDICHET Y, Id.
ITRINF—EBEHIFENMTEZG <O HES0~100kcal /kg/day N ETH O, ZAE<SBREII
7 (S-23) MO0 EHHALTCAREZOIRINFTF —Z2FHAT 5. MAPPPATIEBROBIA AT 721
BBHIENEZNEYD, BRERECLEH IO —HKROLEIZRL TITD,

BB, WHNOLIEHLEFFET, ETCOHRLAUIEI<SEREDFEHIZ0.8~1. lg/kg/dayTIF
FEHRBEICHI DO THoZLEHEINTHOY, RVPETOLAT<EHERED ZFTHMALVWHE
EEZOND, AHOTY 2 JBUMNICHEBEBELEDAMAE SRS, BERPOEE O < I13EEH
el CTh O, BEGIRZEET 50 EILXR0,

Q@ FE Wy ik
a) LRIV =ZF

TOANF P (50~100mg/kg/day) #E5ICED, BT HBOHIEEZXS.
b)  ffi B 3 A

MMAD —HICaONT I >RBMEENHZ2DT, HBFETHDIESY I BL2 (ANIIR, 7 /B
L<iFerRoFvanszy) E52ida2, 2HEROKE, MEMAROKENA SN THITH
k9%,

c) PiEEE

BRNMEOS B 70 > BEREETZ2HD00HD, INSOBNMEOHEBEZMA2HBNTA N
Oy —)V2¥532L, BEEHBZESTZIENTESY, BXRBHL2 <0, HREE
UF3kTz E) THRESIN S Z L% 0,
®F DA

REBREZH AT L HNTERFBHES BTN, ZAE<HEOEMPLQOLO [ E#HE X
NTns, L2AL., MEMNBEOCMICEEEZEO ZERBEAECTRMRFEEETREORE®H DD |
EMBRTFRICDOVWTIEIRMBIROMEN L, SBROIEFHOEAERNLETH %,

7) Rkl - T

HERTINY DR ZAFERLEHY DEZTMEZ NI T T 5200, FHEERESELT S,
FEZBEORITEF TCIIHEREFOALLND I ENL N, FHAERMBEOHEM THRHKEI I VITX
HREEMENNZF OREDEYIEEICEL DT, 7RV AREZBEORLENSHEHETO
T4 O0—TRRBREEE THOZEMOREDH VY | LEICOEZIBFFRELREEMOEENEET
BB, BEMTITLENRAZTTIIELETSZEIN, TADARBREDHBRIERZET DHH LN,
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8) FAMEIZHB T ZHETRI LY M HOBR

HA TIIMMA, PPAICH T 255NN 7 E LT, FSHIAZT I (BR) oA4voA >, NU >,
AFAZ2, AbF=2, ZUSTUBRERA (S-22) . LFrva1r>>, NU2, AFF=
. ALFZUBRERA (S-10) BEHEINZY ., o, TINF—FHHOHNTEARERA
(S-23) MEHIND, WInNHEHFEHELTHBEIN TV S,

INGORKHERIIN T OEERNBRFEHARNICOWVWTIZABETH S0, 2008FEICHEMNEBOHA KT 4
CDOMEREINTHBODY . ZNIER L ZBBENTONTNSEZENS, DPERLSEDBEMERS 2T
DIEHITS-22H L <1ES-10, FZEBS-23nFHINTWE EEZEN D,

9) BEkI L OF MM & MES

AHREBERHEE CRENLTEZ<SAEDCIFNF -2+ KBS ERNS. FHE O /KK E 7
57 I )BEHRTHZENEETHS, L. TNOORIBY I JBREINKEATI /JBTHH D,
HRAZAEL (BACEEIINY) Z2HABFOE THERTY I VBNERTELIH>EEL 2 THE
25T, BHRINIIFERBICES THHADHDTH S, BATORNPEFREO T X /EEHIRI )L (Propiomex-
1@ &) HVWSN, FOERHERHEMND SN TNDEY , MMARPPAT® 7= Al < #IE O @R IC D W
TiE. B ORIEDER . ERFEEZZTZERD DA TOREIR L5 0,

WEDOI PO —I)LDEOITHARLEAFTS Z2—EU EEPELRWEEOH D, ZOXOB5GHE. &
A7 X BEA (73219 BEEHEA) Z2HHT2IEbHD. TNSOREEEZEBHAOLE TS
AR EEIEDEENRBEEL THEBEDODTSNTBOY0  RALIBEOHET 2HEND S,
10) BHRICHTLZ25%DEE

RO MREFCEEOEDCNRE AL, RETIRAEKIFBH/AREIZLD, MMA, PPAO A @Hm T #%
BHKELTWD, LML, ABEFHATHHHEES TAN A, BEIFTMRIO B EFT H s & Ok =0 5y
MERIZEDEND, WMATREHEEICED THhroBEENSBEARZEETZEDHAMOENTNSS 1D
HEDETHBBIEERIBNEDICT 2012, BEIINIZVEZHWERFEFRESCIINVAILF O RE
DEYPFIEERIRBIETH 2,

2% Sk

1) Fenton WA, et al: Disorders of propionate and methylmalonate metabolism. In:
The Metabolic and Molecular Bases of Inherited Disease. 8thed (ed by Scriver,
et al), p2165-2193, McGraw-Hill, NewYork, 2001

2) WOER Y >TFARAFEOHBEMZBEALLHLWHERT AR U —Z 2 7RG ORI
TR, BETGHR AN EEMBE RERECREXMEAFREBUIEERE) FER23F
FEwmEE, 2012

3) Yorifuji T, et al. Unexpectedly high prevalence of the mild form of propionic
acidemia in Japan: presence of a common mutation and possible clinical impli
cations. Hum Genet 111: 161-165, 2002

) BHRIINVIHAFALZEHRBRRTESWRE. KET2008BFHEETI RT vy 7 VBB EE -6
WIERAMBEEIEDLOIZ., thamuiz AN BBUHEETEES 20084F &7

5) Yannicelli S, et al: Improved growth and nutrition status in children with
methylmalonic or propionic academia fed an ekemental medcal food. Mol Genet
Metab 80: 181-188, 2003

6) Grunert CS, et al: Propionic academia: clinical course and outcome in 55 pedia
tric and adolescent patients. Orphanet J Rare Dis. 10;8(1):6, 2013
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7) Kasahara M, et al. Current role of liver transplantation for mehylmalonic acid
emia: a review of the literature. Pediatr Transplant. 10: 943-947, 2006

8) RBMES @ RIMKXDBEHEOEAZBO AT IV O CBRMED 6. 55K I L7 E®RSI : 43-
47, 2003

9) Manoli I, Venditti CP.: Methylmalonic acidemia. In: GeneReviews?[Internet],
(ed by Pagon RA, et al). University of Washington, Seattle, 2005

10) Sutton VR, et al. Chronic management and health supervision of individuals
with propionic acidemia. Mol Genet Metab 105: 26-33, 2012

11) Horster F, et al: Long-term outcome in methylmalnic acidurias is influenced
by the underlying defect(mut0O, mut-, cblAm cblB). Pediatr Res 62: 225-230
2007

2. JIWVZIVEERIER
1) #&

IV I CoAli/k#EREFE (Glutaryl-CoA dehydrogenase, GCDH) OERMRBITI->TY Y
oeROF U MUT N7y ORMEBENEEINTEISHEETHS Y (K2) . B
HRBMEDDOHEEICKD EEZEAX SN HETIE DMK EER S REHORETEER L2 5, HE
K20 I (BRCETIZI0OFHAEIIAN) T, ¥RahkstEEER 2RI,

2) JREELEM

GCDHOBEEIZLX DT INA U I CANZEML., TORHEY TH BT IV Y IVESRI-00T IV 5 IV
IRENHEMT 5, IS ORFEMRBMED OREIIMHEE FICRFATEHEV I ENHRMEKE TR N
TWBEH, ZOBEEABERZEEZTHEFICOVWTIEHASHICEINTVWARWY, £/, VLY ILED
JREANOHEMEICE > T, @kt i SR B i I NS0, SR LT UHEEE WD DI
Tl <, ZOHRBIEIELETHFICHHAIN TV N,

3) EEKIEIR - A OFIE

BEHRIEDOB G, 9ENIRE CICRAD KR & 2200, K8, ZEE R E 200k WNE R R I1E.
HDHDWEABRZTY, PAFHRIT. 7T h—tEhEDHAEANBERICEZ DM NDE LIRS, HS
MIBFEEMNTR <. BHPHIE KR HET T 2 MR BIER, BT R ETKADOONDEN S H D, FFICHET
MEzZ&0HT22EbH2Y, ~HRBETDIE, MERIEEZGEORTZOICHBERITETL., A0
WA bEinsd, —RICHEAERNBERICE D ESHEEIZK T T 20, MEZLBENRZNS,

4) HRBRE

—RA R MR AE T, BRI REMEY > R—2 2, Kk, &7 > B 7 IAE. FFHERERR E
ErBOHBIELEbHHZN, BREMTRFEAERERE ZRD RV, RYPEHEESITT, 7Y IVEE
DFEHBSPEMEMEI-OH-Z IV ZINVEOHEMEZRD S, MHPT IV HINVZF TR T IVEY U ILA
JV=F > ((5-DC) WMEHTZ, INSREEMTHo THROOENDIATH 2., (KPR TIT
RELBIOHRES D DY,

SEYRCT T, AIBHEE L MIBHIEE D EM. SNV E T AROMEOIL KA E O RIEITH B T ANRD
5N 5, MATHEHMBMRI TIZMARRAEOEMHELMLERFESTZ2E#MLET S,

5) &k

SHPHILE K. 1T ORI BE R DR s E G Ric k> TN S, < BIRTHEEE S

WTHILEZHEIN DA, — 8 O R TIZGCDIE 5 T D MR AT %> B G 5 HE 2 M il 2 I W 7= B 3B TS
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MERERNERIEED D,
6) BT

JYy - NUTRT77>0RBBEOBETHY., TOBRHIRILETHS., L2rL, YD -
RNUT R T77 D RBMBAET7IJBTHO., FIRLTEDENZ > THREAE < BALATUHE LFIRA B ES
5, TOREDICHRZAVTFLKOHIBE, VP> NUT M7 7 2 BREHBA (S-30) Z2HLEZRE
BENLETH D0,

ZEMOBEIL., LR OBFEHBENN T OMAENEHOH L LR D, R2ITRT XD ITEMmIC
W THEAMI<SHERONDINZF DA EBN RS, GRUBIIREY A7 DBEET 2720, HIEED
BHEHEBEANZF oMALTTEVESINDS, FERINITEIAEIZERLZND LN,

FADLEM - FTRAREDS v 7 F =R T, PHEEREOKRICIE. EHMICELCZBEEDEH
BThHbd, MHADOHARITA VTR, OF RUBAMICEKS T XNV F—Hif (VI —ZADATH
60kcal/kg/H., @mMpEICZNE >R >2HH) . @24~ BKH O BHRZ VX< BEHIR, @
WoF o oEEHRE (£721350ng/keZ 6B HMMEICHE) . QBEBMEDLT P R—I ZADOMIE. @FE
I B8O CULEHPNET T NI/ T4 7707 %26H) LidflicnTnb,

26RO TIE, BMIECKHEAEREEZ T 272012, MREFEE R 5 6112 3R % % B A
TRETHD. TOLDHIZIF, HETOMBRPLEMEANDEHERE, REENOHELEETDH 5.
YR E LT, MREROERBICCGABAY F O/ THHZ N7 07220, XU VTEE SR
MEBENDDENDNT NS, GCDHOMBEETHL2UR T IECNHEHRAINALEI LD H BN,
HETRAEIMEN W ESbhTW3,

7) il TR

ARMBEHORIERICEZH S NGE - EENS F2ICINTVIISE OB FIIRIEN T TS,
WRFEBERENNHINSY, 6RUBRBIAERET 2V XA 7NEE T 2720, BHEOBREKETEW
EhbnTnws,

—F. BEBEEOEENET S K80V EEDOREE, KIEAHTHFEEOMKEREEZIKT. £z, ¥
JE U 72 IEF O R FH T RIIEAMICELS VD, EROEFTZMADL0ICH LILOBRBENLET
H 5,

8) MMWEITHBIT BRIk I IV OBIR

HATRZ IV IVEBREIICHTEEBEIINZELT, VP> - NUT N7 7 CBREHMA (S-30)
NAVNSENTWDS, BRKTIFY P >ZE2BE. BN T N7 7 > ORBEREEFNIHVSENTNS, b
U7 RT7 7 OEHFRBDEVIIEID TFHOEICET ZHEL RN,

S-30D BRI ERARTICONWTIEREN R, TOFEMIAHTH S, L. 200TEITRKK
THARIACIHMESNTHO, TMAETH., THICHEDL ZEEBEN TN TWSZENS, DL
EHHHBMITIEETOREBMIONTS-30AFHIN TSI HDEHAISIN S,

9) BRIy OF MMM ES

U2y NUT RNy EBETI/BETHD, BERBEFIHKERNL, £/, VP VEFERANREIC
Lo TZTOHBMRES BRBLZZENGHARLZAELK ZHIETAEATTCIREHENHEL WV, I5ITHR
AT OHIRZT#TO EEEREEBROTLED., o THARLZAUT <K OHIBRB L TREKRI LY (S-
30) OPFHAMNFBIETHICRODAEHTD 5,

—fiC, S-30RHSEMowEMIcHWE NS, BUHMOBRLZALT<OBRZFEBL TS
BTho THHKINIZEBHHTES, ¥BEMUBICONTIE., RAXDOHTA RS54 > TREKETIC
FHRIELREM>ZBE, BRIINIZEAE IR EnDATWDENY | BAETIEEZE—%L = ARiT
B, RAFIEFADBRHICHEN DD, REEOFEEHFICHTL2EFELELZEORERTS>003I5%
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DMBETH 5,

Flo, BELLBROEMICHTSS-300BEMEFIIHMHETERVLEFDNTWALN, FEIILY
OHHTDLIRNSTQLAREL ZEFMBEDH DY, S-301FBHEBHICHEINTBD, 20ETTH
HEWNRTHD, BFANCTHTEIZFEREIDRVWEZZSNDGDN., LERGEIFHATE 2 RNEY KO
AT IR,

10) WEICETLSZSROEHE

BOREICBWTIT NI NVBIREIMOFARIZAZA ) -2 T3 BESRZIETND TH D0, FBIE
gk e FRROBERICE> T, 20 TPRIEIREKEINLI I ENMFHFEINSD, Ll BEDY X
DHRTFNTHICHMHINTE ST, BEHEECRDZ XD BAEHBELFEY - —NaWnwizdIil, BIE
EGERICMAZZETIRETHD, £, BELEZBENOEIREBEEILEOREDEENTWVS, H
f£. RAYTRUY> - NUT 77 HIBICMA T VFZ>OHRMBITHE>TWD0, Znidy
PUMNMEMEM EZ@EBA LD, S FIRUTHNIRIDAENZD T LRI, YIVLFZ 2 EHET
H5ZEEFHALEDDTH D, TETHBRIEFTATIERBVDN, 5%, WEOA T atikrdn
REEND 2,

23 Sk

1) Kolker S, et al. Diagnosis and management of glutaric aciduria type I--re-
vised recommendations. J Inherit Metab Dis. 2011;34(3):677-94

2) HmARME—fh. ZILFIVERIMAETRL. B H AR o RAUH BEEEE L. 2012:417-420

3) Carman KB, et al. Glutaric aciduria type 1 presenting as subdural haematoma. J
Paediatr Child Health. 2012;48(8):712

4) Smith WE, et al.Glutaric academia, type I, missed by newborn screening in an
infant with dystonia following promethazine administration. Pediatrics. 107:1184~1187

5) Gokmen-0Ozel H, et al. Dietary practices in glutaric aciduria type 1 over 16 years. J Hum
Nutr Diet. 2012;25(6):514-9

6) Boy N, et al. Low lysine diet in glutaric aciduria type I - effect on anthro
pometric and biochemical follow-up parameters. J Inherit Metab Dis. 2012 (in
press).

7) Lee CS, et al. Promising outcomes in glutaric aciduria type I patients detect
ed by newborn screening. Metab Brain Dis. 2012 ;27 (in press)

8) Viau K, et al. Glutaric acidemia type 1: outcomes before and after expanded
newborn screening. Mol Genet Metab. 2012; 106(4): 430-8

9) ZEHEM VP2 - NIT Ty CBREINIDERTH 7=, ZIVAYIVEEIIETE O 15 V2 #].
Bk V7 . 2008;44:30-34

10)Kolker S, et al. Complementary dietary treatment using lysine-free, arginine-
fortified amino acid supplements in glutaric aciduria type I - A decade of
experience. Mol Genet Metab. 2012; 107(1-2):72-80.
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3. AV E R AE
1) #&

AV EFEBMIEIXIIOEICHD TOAEBMEE L THRESNAZERTHDY, 1V /N U JLCoA
ik #ZEE#E (Isovaleryl-CoA dehydrogenase, IVD) OERKMEBICEID, M3 RTLDiIcoAq
DUDHRMAMBEENEEINLIKETHS, RENBMHEDOZERICL > TREAET S F— X, H50
WAV EEBROAROFAEDODTHFREVWEMROKRENRHM TH D, ¥ 2T LRAAZ Y- T OFERITEK
&, HATORAHEEIZ, BEFAZEDEHIFICIAEINDYR, SBEBEMNDEDRHERE
NH>BFEBEIEMIT20@EN DS, ERBEREIELREARLEEEREZ LD, HELTEG FEBEIZ
15q15. 1ICHFEHET D, B TR EERHEMOMHBEIZBHS N TRVY,

2) WREAH

IVDIZ., ©YNL UJILCOAMBS AFILZ7 O MZJVCoOANDEW 2T 5, KETIZ. 1V NNV YU JIL-
CoOADEEMIZE>T, A VEHEREBOMHPBENEFL T, RE@EY I F—2 X2k, £EFFD
RN AEND, ELEMEMNAYVEEREBEN L LIRS ER/FEINT3-EFOoF 1V FHFE
BHRPICHTLS 3, A hRBADDEHEEICASN DD, EEEMRE Y SEEBREFEETE T
TIXHR ERETEE M2 IH S ND ZETHHIN TS, FEABIIREZEHSNTHRWESHDH 5.
3) ERIRAEIR - A& OFIE

AR EEEMARMICHEINS, 2R TIE, A 2EMUNICHARNE., EBH., R#E7 >R
— YA, MY CEZTVIME. KEETRET S5, KM, KU)V> T AME. MK RED X
Reond, £, LELIEABRORBWBREERNZEHOFENND &85, BERMRETIE, KRl
i, BEHAWNKEZZICAYTHUBEROB R v 7> R—U ARELELTHIET D, BRI
LIFLIEmAEARERZES BFNALN S,

MK TIFY T LYRAAZ Y —Z 7 TARNVERZRETHEMDPEHEICHALIN, ZOLR%E
BET2ERFIBREOEMFHEE ZRTHN, BEMEIHREINTOARL, WAETHEIEMEEAZS
NAZIARAZ ) —Z 2T RAPINHFEREINTWEN, LREOERREBBEBRLIBELRETHTHD., 59%OD
BHOZEENLETH DY,

AIE IR BB R G OFEIXH S T W R, o fAEEE IMAE & FERICE Y > €27 MUE S KM% )V
ZFIURZEEZERTENM SN TNVWS, EMT7+0—7 v FEH TIIHNBEEDSHRITEE, K% E
BEEAMEINT NS,

4) FEIRME

— AR TIE, BERICTF N7 R—=C A, 7 CEZT7MEREZ LI LITED S, £72%
VEWE D &f HER D E 1 X AE IC LR M E I N 5,

GC/MSIZXK B RPEEE ST, AYNLVUNLT Y ERNZEY - EmlEbici@von. &
PEWICE3-E R F 1Y EREEO ERNEEF TR D,

T OFLIAGHTEAYNLVUIANZF > (C5-TZIVANZTF ) O LRGN TSH S,
ZREANZFORZEEZLIILIETAEHT D,

5) ik

AKEBOZWHICBWTEREOAMBFERIT. GC/MSICX2RMAEBOINTTHO., FILFNICHEED
Wi R[BETH D, ¥ T LAXAGMTEAYNLVUIANZF > (C5-T2IANZF) OLFEN
HAENDZMN, ERFIUINEEZZOHNEEOEMARETHRUCCCG-T I AN ZF > (ENOAIA
WZF ) DEATHOTHEBENLETH D, GC/MSTHETZWAETH DN, LEBRGE., U N
BREMAWEZBEEEMEZIAIETHDY, B TFREDEN R TFEER D,
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6) B

AUMOBEIMOAEEINEEEANZBEBEIFRETHS. TbE. 1Y NLUJLCADREE
WZhhboA > ofiEEs TR0, EAGREIT >/ Eic, BlenEZHT520icEmon
— R ETD. A= F G (100-200mg/kg/day) . 77U 245 (250-600mg/kg/day) ®
frons, 7 CEZ7MEIRH L TR LI LIEMKEfZ20EET 5,

ZEMITIX, ANV =F >50-100 mg/kg/day. 77U 2150 mg/keg/dayD$%5 2 HEIZH U TIT
S5, O >OEBMEZHIBITD-DICEEZAVTS BEREEZTS. BENSGEBNT2HALALTL
BHOEIXL Sg/kg/dayEEEHPFEETTOHRBICEEELSEY, ARMICIIHARZAEKEEL T—F
BEORBAS LI BHAUMAEZH VD, TLUTARDORER, TXNF-FOo1 RET +—
Ra7ZE2HAWTER S, @BEALEHMNSHEMATEETOA S >RET A —I a7 20T 20, B
JE~HFEIETIROAM S CRET A —I 2B AEREB LN, ~RICHBEHUETEIOSN > > 280
HARZAE L OBIHIR/EMINLZ2OTCEEMTHo THOA T RET A —I 273 HERL K
%,

7) Rl & TE

FAERBMBEFTH-> TH, RS OMYIENTENIRMAIETH 2, 0%, @Y REM
Lo THWNA, BEBEREREODIEY —RE2HB<TEHET, RHNBHRENTFHDOELLK
ETBIT DY, FOFARAAI Y —Z T REDBERMBRHICE D TFREIENPHEIN TN D,

8) TMEICHT 2EHK I IV MHH OB IR

SHEMICUHEII RN F—FHEZ2HNE L TSHIEARERA (S-23) Z2HW, 20O > >
BRETA—I27FLOMBICEFELZEFMOHELH S,

ZEMICHEAINSZDE. () HBEOOA S CBRET7+—3I 25 (BHES003) Thd, Zhi
AYNLVY CBEImME., 01 > @B EimERE. NesidioblastosisHICHBEENTWS, $EiDO
AP EBMEZARB L TEARZAELS ZMARBRNS BFEFEEZED S,

9) Bk I Ly OfF MM & B E N

AYVEEBMIETIEIAYNLV YU I CADEEFEERZ2O04 D OHIBENEARELSZ, LAL, O1
CWHETIJBTHD, KETIIHBICASNBHICBNT, EFHICINUC-HEY R EHNEZ2HERL 2N
50422 2HIBT25IC3014> BRET+—3I2F (8003) OPHANBELELRD, BIEHF T
BHRINIVOFEREZLBELRBRWEASH D, BRVAETERINIINFEHAIN Y HEEBREF TIT.
O3> BET7+—3Ia5 (8003) DEHINTWVWS, EFTEYBMETCICEEENE L., —H.
FRBECPVWTIEAERCBTL2EAHIBIIEENEBSNTHD., FEIIINI7E2LBEELRLRKRDZE
ML,
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1)Tanaka K, et al.: Isovaleric acidemia : new genetic defect of leucine metabo
lism. Proc Natl Acad Sci USA 56(1): 236-242, 1966

2) AINARBAML ¢ A R MAE. AREMAMBRE TR Ty 7 (UOEXR), 2k &mgEe. 58-59,
2011

3)Vockley J, et al.: Isovaleric acidemia: new aspectsof genetic and phenotypic
hetero- geneity. Am J Med Genet C Semin Med Genet 142C(2): 95-103, 2006

HHFENETF M FHERYCFARZAZAZY) —Z VT TRAINZAY HEBIMEDIH. kI )L
& 46:26-29, 2010

5)Tajima G, et al. Establishment of a practical enzymalic assay method for deter-
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isovaleryl-CoA dehydrogenase activity using high-performance liq
uid chromatography. Clin Chem Acta 353 (1-2):193-199, 2005

)R E M FAERMICRELALAA YV EEBMEOTRLEH. FHEIINVEHR 46:30-33,
2010

mination of

DELFEM M FAERMCMERH CEEZAVWTHGLEZY SEBIED LB EH. Bk
G 46:14-18, 2010
K1 AF)~OrBEINES T OE A > 8 ilE O 18R M2 Uy IV MLRE 1 0 £ 5K
Y oy .
AR sy AMEEET el
ALA=v
s IR kD
BRI S TneF R J
SON 150% /20% 2-TI/TOEE 2-73/ LAV
AFNHIUE
kR N=E a7 IR FOELEE 4 a5
P - -ERRFITYIY I
‘ jnt”'—”’cc’A’”"’k*”_t‘ JOEF=LAL=F(CI) [
’i)ml]urc.-.,A TIEILEE %
;‘?)LVD‘JE‘& 3-ERAFS T ILALE %
‘ﬂ?—)b?u:)bCoAA&—t’ # 4 IL5Y JL-CoA AE
TINEYLHIN=FY
H9LZ)LCoA 71‘.’9’-)‘L*COA
B3 Ay R ME O R R #1 ZEHMOZAF<EBREOHZ
I BREVNAVE | BERERILY a8
i
J g/kg/day g/kg/day g/kg/day
AURLICoA | 0-1268 | 10-15 10-07 2022
A73L) L-Con 1-4 1.0-15 1.0-05 15-20
4 - Tk 10-15 05-02 10-15
l T E 08-1.2 04-00 13-15
%2 WEMIIBI2RFHHEE IV ZF liFht (Kolker S, et al. 20102¢%)
AR 0-6n8 T-12nA 1-38% 468 6RELIE
EAFIR
BREH g/ke/day 14-13  15-13 14-13 1.3-11
EEH=[0)::PS
DY me/kg/day 100 90 80-60  60-50 %%%Eg
BHILODD iy
NEAE g/kg/day 08-1.3 08-10 0.8 08
TARLF— keal/kg/day | 115-80  95-80 95-80  90-80
HIL=Fo mg/kg/day 100 100 100 50-100  30-50
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E. G e 1X 3 5 3 i
I ®IC

IEBR S REIEOR) CTEMEENBEBERYEIEIRX. S FICRUYBBERTOIRINF—JELE
WCBWTHMEIER (T6) Zz#MKk I 2 EREEMBRZFATERTZVWEVWOR#ZFDEBEHETHD, &
WZF NI AN KF>XA 7 x5 —7F (carnitine palmitoyltransferase: CPT) -IRIBIE.
CPT-T RIEFE, HNZ=ZF > - TIIHAINZF T A0N—ERBIE. MEHET IV CoAFKE R
# (very-long chain acyl-CoA dehydrogenase, VLCAD) /R¥E¥E. —BHE 3 (trifunctional protein:
TFP) /E#ie ROF2 7 2 JLCoAli/kEBE (long chain hydroxyacyl-CoA dehydrogenase: LCHAD)
RBIENFZHK TS, CNOSOHFTHENSS, £LEEICHTLIMENEAL TWSVLCADKRBIEICD
WTHRR %,

EHENBEBLCREIEZIY >FTLARA - AV -2 T ORNKHEETHO., TOHEEHEEIZ.
VLCADRHEFEAL/160, 000, CPT-2RIEHEAH1/280, 000, CPT-IRIEIEMN1/390,000, TFP/LCHADR
FBIEAT1/1000,000THD. GHEHE1/74,000TH 5,

M7 > )V CoAlli /K FEESR (VLCAD) RBIE

1) #=

VLCADRHEIEIEX. S P> RUTENEBABEILRITERNT, EHTY I -CoAZNETIBETDH
MiESHTY IV -CoAKFEBFZORFEICL O AU, EHEIEIME IS A S 7w h 855 i e R #H
Nz, EROKLSEEEERZES, HUEEEOKLE - &7 > T 7 IMEEBHH - HHET (BEUH
AR NEERTH D, FOoFLXA AU —Z 7 TRPITHAERICLI NoHEEE, biE
THROFEENSWIEHBRBEEEED 1 DTHh 2,

2) JEReE
IFRNF—OEEFELT, 7RI, B, 7/ BARENHD, HlERITBBE WS TT Rkl
EIXNF—FEARELTHEARLSBRDE, BEIE. BWBET I BAIRIINVF—JEEEERS,
FBHHBTEREBEE2 RN F—EERELTHATZEENRE VW, AETIE, I a2 kY7
TOEMHENEABILEEC-DIENBZ XN F—EEABREL THHTLIZENTER N, TOE
By b READEOL, FTOIXRINF—EABEDZDHMEICRMESSY > €27 ME % K
L. £/, TOIZRIF—FEERE Dz i#E B K12 R0 @iz 2 sk d,

3) HERIEIR - & OFHE

FEAEFI T, HAERBMASADEHITH T T, EERKG 2 WITRPERBR 2 ST b > Kif
PEES & Y BV MIEIR KX DIEMN:, EFEEESCKBEREZBORL., MEESERARILEZRKT I &N
HD, DHCPEKEBHOEED LoD, DARMENZHICETTI2REEMTIIHEIRETH D,
ERDEROBRERTIZ., SRS BEFEMINT T, iIHEFCHREVSZHERNR SN S
KO0, FIEMITHMENFET 2B MAEZRKET 2, MM EKD BEEF
ERITBEND DY, ~BRETIHHEECKO EANESN, HEECESHAMIKOHEET S,

4) EEEBRE

HLARRE DS b A, &7 > B 7 ME. B BskCK B, BT AR O 2B AR 2P L.
MHE7 NNV F oo TOCL4: 17 IV AV ZF o 8Ein, EEIANZF R TIRENALND,
5) 2k

bW eE L Tid. AERBOMF 7 IV ANZF oA TC4 N7 NV ANV F U HMNE#ERT 5,
VLCAD B EIE MR RV LACADVLER TAEARYICK > TR W EMET 5,
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HEZ KM 72 & OER 2 B L, B EOMERZEMNT S ZETH D, VLCADRIEBE
TR < CPT-IRIIEDLCPT- T RIBIE & W o 7= REIENEB R EIEICHT2ONEICH T 2%
B#IZ. >F AR - R U= AR ORECHINETORBEICEHTLI2HEZE X X,
2007 F ICRF A I NV AR EHFEZERICIOIERINLD. BROEARIL, AHEMCEFERMEZE
HITEBRNZEZEZHRLELHERERIEEFHN Y 7T YUY R MCT) Z2HWAEKIEN&
THOU, HROMAENELERTTRY “ZOMOHBEE" TODNTHHEAINTNDS (RISZHR) .

MoKk DIBEFERS & L Tid, 20094F1C, Fip & EEEICINCZBBEENYNRINTHBO., Mabh
EORHEEFAZETHDIHN. DROMIENELZR S THRVWREERCIDODWTIEN s N TRV, KD
BREHOESIX., R T TR, KimERZ 2T 2FEF T, BFER (A MBEOZE (Fl
ek T2) EMTEA 7+ —I2a70FHMHEINTVNS, ZOMTERE 7+ —2 2 71%. K#H
FUZ72 )b hUZ Ut R (LCT) EMCTZKL:100EEGTEAL. LAREBERAERMNSNZHDT
HB5, BEMBIE. FHERIIIIREFMLA. 67 AKX TIZAREBLIA., 1L E TIEORHELNTDH %,
MCT7 =225 OMEABEITI00~50%FRET, HORIRAN - BRFAUMDAZMEHIT 5,

IHIC. BKkDOEFEREICIE, LEULFTEER (F2FLXX - A7 Y- VT FHARIKRE) ©
LEld, BEMERBIELEEBED EEHBESINTVEN, MMTEA 74+ —I 27 0HEEITOWTIZEM
KRR INTIEIWnAaWn, £/, LSRRI, KmEERE2 29 2 H5ER T, Kz g 2 E%
JERFIZTE 727 RUBBBK 2TV I X ) F —R#EFOLEEZMNS EEDHIT, HISHEENTER 7 +
— a2 TJDFEREHEREL Thb,

DODNETIE LERBEEZITO O ICLABNERZBELAZNTESE 7+ — 2 27 (HIBLEIENE®R
fEMCT 7 +—3 25 (721)) DMERHRZ, Zhid., AR LAZREKTHEH SN TVWBENTES 7 + —
227 ELB3FRAFOREMKER> TS,

INBEDOKTOESTIE, ANVZFUHREIZDODVWTIE. IRZ2RTTFT—INELSNTWVARNEL
TW2, DPWEOEEEH TIZ. EHEBEHERBREREEEDRRAEMICHBITLIELVWAINZFORZOD
WMEVELATEA, WINZF U RBEZEZY—L. WIVZFORZVDGNEIHINZF2MATHE
EINTWS, VLIADZEDI PO R YEEZBMIBI2IENRINTVERNYT T 75— KD
MAETHHAINTHBD, BECKVBEROHIRPHEINL2EBEFOBRTERIIDODWVW TR
INTWB,

7) il TR

HIEEICK D PRIZZED DA, AN EMICTKMmEZMES S ERBEZRER L ZEBEEFETHYIEHLIREIX
IER D FIER 72D, HEMLUBE O EMEERZET2EERETEIMTIEA 74 —I270#H
NI N0, TNUNOERTREMTIEE 7+ —I 2 7 HIIBEMITARZ Y, LIHKEDF K,
HEZVWEEENEGMTERORERNFTH S, MIEROLFITITEHFENILETH L0, XFT 17
T—hrHHZNVWETHEBHEMONMTERAS A THLIEEBMEINTNE I,

8) WMWEITHBIF BRIk I IV i H O BHIR

AIFCIEHIESHICRIG L T, YO F AR - A7 U =227 THRA I N EHEIE N80 R EIESR L
LTI, HAERME 0B LANRIERMT 7 +—3 25 (121) BNEHINTWS, ¥ o5
LARA 27— 7 HRABROLFEEMTE A EMBERZREBRLARVWO T, BAKITZ
ORHRINIEZMHERATHE G VRS, EEHENEA. MECK EF 28D fiE R oI BHEE N
WA T2, BOZOKHKIN IV EZHEHT 2HNMEATNVWS,

9) BH%kI NI OHFMME
AYEMITBT 2 AREOERBFEOEARIZ. HlEROEGEEMCTZFH LU 2K AT 2. 1S
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[RETOICHEOBEARBBERZZRIBVWEENLETHD, DNEOLARNIE %t L ZMCT
BE7+—3I27 (AHRLERBEBRMENCT 7 +—232F (721)) 1F. BREKTHREINTWAMCTE
BI7+—3Ia25 LM%Y THY, LROSZRELAZBEICEL TV S,

HIRHLIE O EF A EEREMCH RO D ICEHEFMOMTERNES TH D EDHLND
160D DA S, MCTA A IV HEMTOBRED b HLAERBHRZ®RILL ZNCTEE 7+ —3 2
THRHO I NERNTH S, 2720, EHEFEUMICNCTZEEMICERT S 00 —BE LR,
EIEHE L TR SN SO T, EMBEHBHEE VI BEEEICESDODRNWI EIThd BT %5H
XN H B,

OO RNANRIBEZBILLZNTEA 7+ —I 27 2HLZRKIEHRICK 2 BEEE SIS
RIS ZEE. REOEROEHEMEICTE U TEERZESND2HDOD., HEAMITVLCAD RIBE LI O E
BEASHFEE L BEIEIC DWW T BRI ICITDbN TV SY,

VLCADRIEJELAA O ESHIG I BEBEL R FEEIIHEDNFICKLS, MMTEF 7+ —I272HA0WERE
BIEDEBEIRZRIAETHOICRKEMZETI2EBEZ NN, EAKEZHECL T —I0REREINT
W< bnEEZHNS,

10) BEICHTLISHDOEYE

WHERENEZBELAEMTEE 74— 29 2MALARKEHBCEI2BFBECLHMERT 2 &
WO RHLIE, VLCADRIBIEICH T 2H A RMA MBI 2R B EL TEEFHR L LEZEEZ SN DM,
D ESISEE L R EIEICHE T ABRBEICDODVWTIRSEBEN TCORBROERENIVLETH S, £-51
HIDABRIC BT 2 BEACH Bl ARIE OB IE D 7= IC b EIENi B 2 AL LZZMCTEA 7+ —222 72 AT 2
LDV TIE., SBRIROBMANDNLETH %,
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1 JEMERBRACREREICH T 2HEOKEA LT K0 51H)

RUEEVEBORBHER iy - EHHEAEBOKBHERYE
&8 CPT1 iBfE. CPT2 RiB%E. TRANS | MCAD i85k, GA2
/% 8%k . VLCAD % i8%E . TFP,~LCHAD
RABAE
SR AK
1) FHERE O +HEDOT R G

@ FEmmFEDOHEA R A

® 7 k= 2HE

@ MBHLE

® LHEED DLV S Fox UEBOKRS LEZD
B OLRE

2) AETEEE O BHEHREOREY

@ @A b L REFORHE (RO T R o fEmik)

@ MBI U THaREE

3) REMBOBRR O FHARWY . 3FFFMLIA

® 645 AFET: 4BMLUA

® 16EFET: 68FHLIA

@ 3mET: 8EFEILIN

® 4Lt ;10 BERE

4) RYEHE O 1FFET:ERIZISE CTEEY | © MCT S A2 i3 fER LAV,
f& (3g/ALLT#ER) @ IR & S mpE Izt LT
@ MCT IV #ERT5 X, Aa—rv 2y —F (2
@1 FLL#% : A MCT: LCT| g/keg) #R A5
(3:1) #8%
@ fa—rAEZ—F (2g/keg) *
R4 5
5) Arn=F O mMPHINV=F kT — O mPHr=FrkET=F—
@ CPT1 KIBEEZITFSE Lz, |@ L-A4=5>(30—200 mg
@ L-#N=F>(30—200 mg /kg | /kg /B, 47 3)
/B, 473)
6) FDMoiEHE © 3-OH-FEEED# 5.
(H sl D) @ 7 LVT7Frs

@—HDAR—Y R s (NG vipl)
B ¢ : CPT1 and CPT2= carnitine palmitoyltransferase 1 and 2 ; TRANS= carnitine
acylcarnitine translocase ; VLCAD= very-long-chain acyl-CoA dehydrogenase ; TFP,/LCHAD=
trifunctional protein/ long—chain 3-hydroxyacyl-CoA dehydrogenase ; MCAD and SCAD= medium—
and short-chain acyl-CoA dehydrogenase ; GA2= glutaric academia type 2,
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F. /MRERE
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1) #&

INVEAE B R (Chronic kidney disease, CKD) OFEKEBTEHRBHENB VDX, KIEK -
BIEREZIEICD ETHREREBTREEN (Congenital anomalies of the kidney and urinary
tract; CAKUT) TdH 3D, /NECKDIZ. EFMICHOZ> TREL RKNBEARAEANELHETT 2 HBEDE
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R EFERECCKDICEB R AME (DMER. BHEAN, EMERTREOKRKEY. & 2%
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ENHD, AYREHMOREICIEENROEETLIEEDN TS, NICKDEZFOREREZ <
ZDIZid. AP S TR REEZGEZADHLENHD, SHICBEARZIESEGEAY TLAMES Y
CIHER ETHIET DL END DOV RERIIN T DL EIZR S,
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F1 FEEp OREEEKRN - HEZFINF—DEE - 2 AT < BHEME
(HAANDOAREERERE 2010Fm XD HB%ET)
HLYERAY 7= /T B HELE B
ez R L — (g/H)
A N
it (keallH) | [72 1< /=1
B gz F—ft ol#
o i o i BIR e BIR )
(cm) (kg) (cm) (kg)
10* 10*
0-5(H) 61.5 6.4 60.0 5.9 550 500
[7.2] [8.0]
15% 15%
6-8(H) 69.7 8.5 68.1 7.8 650 600
[9.2] [9.0]
25% 25%
9-11(H) 73.2 9.1 71.6 8.5 700 650
[14.3] [15.4]
» 20 20
1-2 (%) 85.0 11.7 84.0 11.0 1000 900
[8.0] [8.9]
25 25
3-5 (%) 103.4 16.2 103.2 16.2 1300 1250
[7.7] [8.0]
# I I BHEREN D O VX — BRI T p L X — SR CHEE N
* ZOETOH TEEE] TORLHE
#£2 I EkmE GEEFFALIO0 nLH)
BF Y T ahY >
B — R L FL B
L4 T4 —I=a7 ) REFL*
) (HIEIEI1E 2 72®)
(BAVE 8806 X /L7 ®)
72X E g 1.9 1.6 1.26
NEHE g 2.6 3.4 3.56
PEE g 9.8 7.9
JK45y g 0.38 0.3
= %L ¥ —keal 70 68 66
F FVU ¥ mg 63 19 13.5
(7~ VU 72 mEg/L) 27 8 6
71U 7 2 mg 33 66 47
(77 V 7 2 mEq/L) 8 17 12
HILT T mg 57 51 25
U mg 24 28 15
x THAANOBHRBRILEAE ] (20104F8k) L03lH (p. 279, #£-3)
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KBIVD DRISHE & BB (RS>

. AR EE
1. #HAWR - ZLBEA D o Wi
1) #& (K1) P

FER - ALTHICEDSNDHEIT S >HOHRRIZEOLO TEETHD, BMEHMICEL > THIMVEE
PAZEEHFNBET S oW IC KR ENS, EZB2PADNIRERLINLZFNBEIT S WD S> 6, HWEEGE
(FFNBEERE R /B A) Z2BRAL. HFHBEEDOS b A I AEREES L <3 MR#EME - SatiA
NEEINZHDOE “BRE" HAERIFA ( “idiopathic” neonatal hepatitis. BLRNI&
W) EXATWnBY,

2) I - e

FEEOZMEMEBLETHRITOERICTID, DOTEHKWIINIEZH SN EZEBHEO LMD S,
AlagillefE . HETHERBEMEFNBE S > #E (progressive familial intrahepatic cho-
lestasis , BARPFICEWE) . > MU RBIEREFLZBEBBMINVPASNITEINTE L,

“EERMET NHZEZOHAERFRNBEIT S S WoORKEL T, HETHEENBEENEEHINT
Wb, Jacquemin52iE, FHAEWRHNETS oW Z2 2T 2EH D2 < T, HiE VBRI BIME R E18
HEHLEBEMHOREMNREE 2RO NS, HHS oWMORKE U THM WO R, TR .
BofE, BORBHBOBIEREICIIZEGERNTHZERBLE, TNSOHETS SHOELLIT—
WHETTREFRIENS, BETEHER —EEMEIFD oW (transient neonatal cholesta-
sis, DA RINCEWE) E#FrInsd?,

AlagillefE@EEE CEMMERFNIEE R ADRE) $JAGIEIE TOLER - REICID AL, WHakErt
B z2 L5, BEETS SWICWAT, OIMERREY, HEORY, REMERY, FEWEISR
EERET2Y,

PRICIEE AR EEERIERZ2E0, ARMIOSEOBENFNET S oW Z2 2L THETHE - 838
oz &5, FMa»S EMBEENOETBRHEAFEEEEZON TS, BRERTBIUHEE
M5 3OO/ (PFIC-1, 2, 3BHITHhEINTWVDY,

3) EERIEIR - B OFREDY

ZLIBAEBR2ZPALNICHEESRE CTHRIET 2. KHAME (23R EOHE) BIXCEHAKRZED
N, EEEZEEHTLIIENL N, KEBNAR, HFEKX, ME BEEEYIRZE (E¥ 22D
RZWELS 2, EFIVERZICXKHA2MBEENEGIE, EY I DKRZEHM NHE6nNd T ENH
5, §habbt, MU D oMM EEBREF CIIBEERNEFICXS2ERNELCRT W, &< ITAla-
gilleEMRBECPFICREEOHIT D S#HNBLEL., KREHNARLPKEEE Vo REREZEL D
T,

4) HRWE - ZW

CORFHICHZEMEEBEZET 55 61X, HEPSEE (biliary atresia, BA) ZHE IO HME
MH D, BATRAI KM EMICHMEEBEY SRz 50BN 50, BHETERE., T HEBHR
e RETiT L, HELRSHFAR, BE (JLIEEEST) HESEZ 2T,

NI EEMBEEYE (EMBEERFRL) 2232 2E020H, NIICHEREMZRT LTI
B, MOMBEH S >WMIETH LIFLIERD 5N S, NHTIEIBAIZ KA 72 M IR O #3 HE (b & HIE & B
AT E A5 NN,

AlagilledEMRIL. MIIREEICH T 2/NERBEER DL (B/P, ZZLMEEZEZO RN 2N
0. 9K (EWAEIZ0.9~1.8) T, MA THI®E DA ZIFIERN S IVTEHIRNICZH TE 5,

PFIC 17 2%, FHAREA S oWRH DI Nnb T IME 7 -CIPRAKMEICEETDZ I EMn5
Sbnd, TN UTPFIC 3BITIX, PFICOEKRGZEZRE LB S & v -GTPMAEZ/~Rd, PFIC 12
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IR BT R T, EHEICTCEMMBEE ITHRBERIROMET Byler bile) 2§80 %, PFIC 28
T RMICHEAEANEREL., BEEEMMEENCESBES L IEIMM 7 1 7 A > MROMEHED S
N ENEHEEND, PFICOEKZHIZE R TMRITICX 5.

5) #kid - T

NH(TNC) @ F#%13 — I BT, £<I3EKDADNICEBIZHEEL, 1220 ADNICIIF#E S
E#T 2, FNICARMEMCHEARE - FEECES TERARBIND 2,

AlagillefE BT, MMERICTEWREI D S WEAEME - WRIDEMIITHREHFTH 20, AR
HIEKRZET2EMDI0~50% NRMEMICHBELZLEET S, ARMIOEEERENRFHT 55E
B, EEZLAGOEZE T 2EH, FMEEBEHRZEBITSNIZEMZITERARETH DY,

PPIC 1RO FHRIEIARTHO, HAMEFHLEZICESTL T, 232008 ETCHALETELELT 5,
PFIC 2B FPFIC I K D BTN RS, RPMICTHEE - FARITBIT T 26N D 0D, IO EMEER
HOFFEL T W, PFIC IR TIIFBEBZICEBME TR, L BHIFORHEMER Mk Ra0HEZ 2
T5ZENEL, BREEEILTLDEFTIERNY,

6) B

NHOBIEB L INCIIHRBEI T 200N L<, BHEMREYICHAEOA TRBEZBE T 5, HAEH
T, 7z /N EF =), IV FAF L a-)VBAREOREHEKZLEL THHE - FIEZK0, J§
BHEEYICORERS RBOBLEERD) 2175, KREMMARN D 2EH TIEIMCTEA 7 +
—a27%20fAT %,

AlagilledEMERE, PFIC/R EBM - EEQHKBEZE T 2EMLME - EXREMIF S - WEICH L TR,
B OFEEDOMIC, JILAFII>, U777 0BT REZHEGLTHECSREORBEZN S, &
EOREARNEEDZD, BREEY I COIEROKREEEDBIC. MMTEA7+—I 27 2EMITD
FOMATHILEND D, BEIEFICH L TEHEKNVICHFBENLE RS0, PFICTIEWE®RE &
LU TCE B9 RE A 4445 (partial external biliary diversion) EZTH O, BEMEEED
AEPFIC 18I U TCTREMITIrD 2E&EBHERI N TV S,

7)) BWHOEITBT BRIV EHOBIR

BOEICBWTERIINZELTEREINTWVANTEE 7+ —2 2 51%. WIBHHEIENE®RE
MCT7 #—=3 25 (721) . HHEMCT - ¥R /B 7+—=3I 27 (605-MCT) B X O FAEE MK f#E
MCTH, (ML-3) DO3FEETH 2, =77 L. HIBT21 08 ISEIZMEN 7 2 )L -CoARi /K 3 B RIBE &
SRURBIEICRS N, HF D o BEICH T 2 INIE AW, —H. kM E L THEAENTY + —
17, HBEHEREBEBRANT 7 + —I 272038 EINTHBD., BERINEEEZBECIESE L TNWS,
HH¥R605-MCTH X AR ANL-3O@EINEIIERBHIEO A TH B (BBiR) .

8) BEkI L7 OA MM & ES

MK DAL EBEICIBNTH, KEHEMAROHETS oA RICH L TMTRESEDZLETH S &5
HEINTHBD, MCTEA T +—I 2T THEADZZENERINTNEVO,

B BEOHKBEZETSEMLME - EXREMEF S SWEICHLTIE. MTEF7+—27%2 K
HIChOZ0MERITBIHERNH D, TTIRHEDHBENCT Y +—3 2 7131 (350g) 3,500M & EMiTH
D, BF - FIRICES TRIFWBAEHENKE N,

2% Sk

D) )i s - AR 2. ANEREZE 2010;73 Suppl. :580-582.

2)Jacquemin E, et al: Transient neonatal cholestasis: origin and outcome. J Pe
diatr. 1998;133:563-567.
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3) WK ME  BAEMEFFWE S o fiwiE. KBIRE. TEEE MR © /NERSE  BESM. pp.  1242-1245, E%#
Hhe, ®at, 2008.

4) Francavilla R, Miniello VL, Brunetti L, et al.: Hepatitis and cholestasis in infancy:
clinical and nutritional aspects. Acta Paediatr. 2003;91(Suppl):101-104.

5)Novy MA, Schwarz KB: Nutritional considerations and management of the child with liver
disease. Nutrition. 1997;13:177-184.

6)McLin VA, Balistreri WF: Approach to neonatal cholestasis. 1In Walker WA, Goulet 0, Klein-
man RE, Sherman PM, Shneider BL, Sanderson IR (eds): Pediatric Gastrointestinal Disease,
4th ed. pp. 1079-1093, BC Decker Inc, Hamilton, 2004.

2. MU RIBE

1) BE& - wEY

SRYURBIEIISLC25ABER T REICKDZERRHFREETHO, RARELTRS ML >
it (adult-onset type 2 citrullinemia, BLRCTLN2&WE) & bU O RIBITK D EHAERFNEH
9 o #JE (neonatal intrahepatic cholestasis caused by citrin deficiency. LA RNICCD
EWE) WWHEIhE, HAANOZERTZLILDOIL% 6% (mutation I~V, XIX) ORBEELRETH
DY ANTOEAK (RRE) OBHEIZL/65, ZRFEESEROBEEIXL/LIT, 000& % EAKDER
HHREEL TIIEBEETH 5,
2) A mY

SRUWEHIMICRUTZTHABICRBET DT ANTTE B - Z7IVY I EF v 7 (aspartate-
glutamate carrier: AGC) TH 2, AGCIXI RO RUTYTHERT DT AINTF M2 M E T4
fdoLEdbiT, VA - TANTF B v ML el THIEONADIE &2 I ha >
RUZICHET HHEEZAELTWS, MU OHBRESERIT. RE - BEOHAEK. FKWMRE. B A,
IR IRNF—R#ABEICREEZSEZS, TOME., VMY O REBERETCEZERIEREZET
5, —H. REEOERFEHRGRDEMLET DI EEA N TWVD,

3) HEERB/RY O

U RBIETIE. HARMIINICCDEZFEL., SIENS AN T TIE—RIERDO W AT
R GEL - RER) 2/ T, CTLN2ZFRIET %,
@ONICCD

NICCDDA0 B IZHERT AR Y =Tl (W7 =, AFAZ2, 722NV T I8
) ZREICHERAIN, RO OEMDOKRF,13EE (BEEEUINECDOLER) | READH D NWITIKHA
BEZEFITERI~ADHAORMICZZT 5, MICEREL THREHEMNMARE, REK R TS HETER
MiE. BEEREME T, <256 (HALPMES FRESXERAL)  MEAME. Kk, o-fetoprotein
DLEF, MU ERIUDET S -BHEOLERY I /JBMERE. EFICLERBEREEZET 5,
JFAEL AR R T S >R &E EDITR/NEME OIS 2 E D ILINBIEMH 2 REH TH %,
@7 iy - A5

%< ONICCDEWEIZEE TICHFHERIZERMLL., A EEERERS, BARBNHKEINS &
Hnwoa XXz, SEON, AMBCHED R ERKKKEY., SEAE. SEHELZHD
EVNO RN ERENENDG, COKREBRERIS N O REICX2RMAL2ZREITLIEEHNN
TE#HEEZALN., BETAXRETIE AW, BE (Pa2—X, fifRE) OBEERS 7 IV I —)LEE 2k
FEBLEND D,
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®CTLN2

FimE, LY. BETH. T, TADANREERELEREHERERTREL., &
TOEZVME. YRVY CME. BFAELZEL TEENEREEZ &5,

4) WRBRE - 2

NICCDIZNHE EERTEBEEUIE >, v-GTP, REHMAEMZ &2 2 &ML <. MG ELFER
BTWEBALENIRETHD, HERTENFZEOZEEIEINICCDO WEEMIIM D THE < 72508,
AR - AREMICHAEMZEBTE2HRIIBESN2720, ERBITHREFR RN SNICCDAEED
N25613. BTl zmidds, HAAGHEERTFEARIIBHOGEZ AU —Z22009 3
W Z > 25 4 (Real-time PCRIEIC &K 2 @RIEE M) NHELINTNVWBD,

5) ¥

RURBIEICH T2 BHEEEOREARIL, KxAKEY - SEAE - SEHAETH S, CTLN2OFE
JETPiBROBEHEEL T, A  EAE BHOZXILF —EA35% 1 20% : 45% GHEIZ60
% 1 15% 1 20%) &9 AHIENMERINTVWSEY, A, ~BIINVZIFEDITRAKIEY - EAE 8
DTV FE—HAIFEFEA40% 1 10% :50%THO, P PUCREBECEHLTWS EWVWR S,

JBH S SN RETLZETRMTIEA 7+ — 2 SOHRANEAER D, £/-. Naiton i3 H 5
JRh—=ZENUEZREMICEBEIN I Z2HEBLEEZAERIIEBRLUZEMZHREL TWD, NICCD
WKWBWTHBIHEERNFOAREND 272D, TI7 —2ABIZhrbLoTRAEMTAHORENYE
F LW,

NICCDIZH T ML L L T, NHEFKRICIEBEEEY I oA EFMEE (VLY FFF2 a—
WEE) 052175, CTIN2OFRIETHBITEEEL T, BILECEBF NI DLAEES, YILFZ
BENRAALNTWVS, —FH., WROET >EZTMEICHT2HEE. E<ICEhoY —#Kk., 7Y
A NORESTHD, FEZ2ET D, TBHEEIRGERBEREBECHEHATH 5,

6) T#%

NICCDORFEEEY I JBREZIFLAEDEN CAEBNAEICIEHEL, E<EHIKETIIZ
EwWwT S, LarLl, —HOERTIEZ. FA2IZETL, FBEE MTON Tnd, CTLN2ZFIEL 7=
BEDTRIIAERTH S,

7)) BHOEICBIAFEHRIIN I MHEHOBEIK

ShRYURBEEICHL TR, HAEABIBERAMCT Y +—3 25 (BHEBT21) NEINEE L TR
NTns,

8) BRI NI oF MM &M ES

TAEDONICCD 7561 DFHED TIE, ABEREALA28H] (37%) 1. MCTEH 7 4+ — 3 2 713264
(35%) ICHWSLENTWE, Mic7 27 Sy - FOa> 2 BERAL. EARERAL. AF4=
UBREMANEGDOET236 (31%) ICHWSRNTWE, —F., 18# (24%) TIIEHRIILY %= #H
FIFICHTF D WA REFEL T, BHREINIZVOFHANS M) O REBEOERMFPHROKEFICAEHTH
LEMEDNITIEGHORFTEET B,

NICCDTWR LI LIEEHN 7 h—ZAMEZED 2D, ABBREAIA VSN N, RAKEW DT *
WF RIS EFEDITHESTWD, ABWRELLIO) nlITHLMCTA AL (X7 F>F 1O
E) 2 2.0nliEmd2ETx)F—HRIZBEIIS. xkAKILMWI0% 2D, R AODY —% ER/T
LZOT, HIED MMM AFEENBIET 560, KEHENARZEDIHEGREBEICANTH S LA
binsd?, BAMAKDMBMCTH (FRAML-3) 1T b O REBEICHT DRIV, AEEEAT
WRWZDNICCDOBRBICHEL TWB EEZX N, BIKEICY N O RBEZEMT 2 ENEEL
W,
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% Sk

D/NREF, BREBME,. FFEZERK, i >~ > REE. HANBRZEME 2006; 110:1047-
1059.

2)Tabata A, Sheng JS, Ushikai M, et al: Identification of 13 novel mutations in-
cluding a retrotransposal insertion in SLC25A13 gene and frequency of 30 muta-
tions found in patients with citrin deficiency. J Hum Genet 2008;53:534-545.

3) R : > hU RBIZKDSHAENRFNME S oMiE (NICCD) -ERKREGEOBE. HANER S
SMEEE 2006:110:1060-1065.

4) HEMEE - HAERBIT S SW-HERFRAKLT S MY O RBICKSHERFANBEI S - i O IR %
FLELT. HANER M 2007:111:1493-1514.

5)Tazawa Y, Kobavashi K, Abukawa D, et al: Clinical heterogeneity of neonatal in-
trahepatic cholestasis caused by citrin deficiency: case reports from 16 pa-
tients. Mol Genet Metab 2004;83:213-219

6) Ohura T, Kobavashi K, Tazawa Y, et al: Clinical pictures of 75 patients with ne-
onatal intrahepatic cholestasis caused by citrin deficiency (NICCD). J Inherit
Metab Dis 2007;30:139-144

7)Kikuchi A, Arai-Ichinoi N, Sakamoto 0, et al: Simple and rapid genetic testing
for citrin deficiency by screening 11 prevalent mutations in SLC25A13. Mol Gen-
et Metab. 2012; 105: 553-8

8) Rl : > N D RIBEMR DA -FIE TF - IBEE ORI ITHIT T, HANER =M
2009;113:1649-1653

9)Naito E, Ito M, Matsuura S, et al: Type II citrullinaemia (citrin deficiency)
in a neonate with hypergalactosaemia detected by mass screening. J Inherit Met-
ab Dis 2002;25:71-76.

3. AR AEE

1) BE& - E

FMRMEE (cystic fibrosis, LAFCFEmE) XA, BEMRE. WHALE. HE, TRE2EL25 0505
WS 2RI ERAKRLSEECRERERETH S, BATEIEODHEOSWERMEEE (M43, 000
NIZLA) 725, HAATREWMO TENTDH D, HAMPFEEPGEHEE2EEZFTAE (20004F) TIEE
MZBEEELISL, BEIOFEHROBERIIUAREE, |FHOZEHENISOTANITIAEHE N
T3,

2) WK - WEEA Y

et fR7q31. 2 LICHFEFET Beystic fibrosis transmembrane conductance regulator
(CETR) BIa TABNFERKNTH 5, CFTREMLRTII2TOTI Y > 2 HDK230kbDEMLETTHD. Z
NETIZLS00UA EDOCFTRERTARSCZMPMEIN TN S,

CFTREHIZCAMPIZZ DA S NACI Fr I ThHD, 1,400 7 I JEEREMNS D, 250 k
BERIEBEICHEH L TWwbd, CFTRELRTARBICEXOF v+ XIVEAD (1) Iz, (2) —fN0
KRBT B, (3) MEEICHEBELRY, 4) BFEEATERWAREORENEL., MEKE2CI 2NEIE T
ERWVO, FOCI RBREN EAT S, AR, HIEESCKE DB TARNFMEINIT <KD, 4
WRINHR E TR 5720, A TIRIERNAET %,
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3) ERRIEIR - & PFIE

BHICHLBRETHBROIERZZEL., TOEIHERB~/NEINIZHET 5,

HILEBR R TR AERORREMEA LT X, BT IBAER (BHEER) TX MR EE (I5E.
KEAR, BEASR) . HIFEFEZE, BHAZE. 2EEL BERERZENHT 5N 5,

MR 2 2 TR SRR, BHESEBRPE, 7 R UVRECRBEEORHRERBENE#NTH O,
QB ZIEERE. M@ imEE. Mo EES ERALREBA LN D,

4) HRRWE - 2

BERIER E RIEREN S AEN LN ZHE. FOCI #BED EF (60nEq/LLLE) & CFTR#E BT
BRIZCIXOBZEDHEEINS,

5) i - T

MR g IE B KO R AN ERERNER D, FHAE< B2 FEMITEFEE. HFA22 A0
LT, DAEICBTL(FEFOEHAGFEHMEINISKEREINTVDN, KEOEEFEDTY
AFHRIZRH3TRTH 5,

6) B

SRR (BHhOU B, BRERE, EYI 2 - I 32 TI)VER) . EERE. MEERE. T
R, Bk (BREME, FiAEYWE., 2704 R, 25704 RRFIRESE) TMA T, KRR
BAOKBBRBENEARNIEHER D, FETIREETFHEIZE FDNase®# (FILEF A LD)
WAREE, X7 L AF REARE (K EEME»S 0C1 Wit « KBl . i) 2817b
N, BErFREDHKASN TV S,

LA FOCFREBIZBNT, EKICREFRBETIEETH Y, REREBEMOEEEZRD I ENT
BERBIFICT D0, EHERBRGE - KEHNINGEINZELIIC. FHMHARICTHIRBRIXINF-EZE
WS 20ENH D, HIEGEEHIEZIZODICHIDY —2MAL. BROBROATIE+oRkEDKE
RENTERVWERIT, REXRBCIZ2EMMRKET R - MPBEERD, £z, HEEREA Z
HLTHBE~PFHEEORIIRNEENELC S22, BEFOHDOY —D35~40% Z2EEET 5,
7)) BWHOEITBT BRIV R OBIR

MCT - 7 V87— 27 (HKG605-MCT) BIXUEEMAKSMMCTH (FRAML-3) O 2552
CRIzR LU T &> TWnwad, LaLl., EFENDERLS, CFRAFICHT 2EEOMKGEIZIMD TAH
AR
8) BEkI L7 OF MM & ES

MAkDREENA RITA>TIE. 2EUTOREBIZHTHAMOREEL TATALD bRAIHELERE
INTWBY, FIAHMNIR—MFRICPNT, BARERTIATRERICHRNTHRE - FEODI-
scoreNAREICEMN DY, £, MOIF—FMHAREICBNT, BAFXRERTRATLRERICHART
fiREF T T 2RENAERICENTVWREZYD,

—F. 2T OCFEFICH L TEAMAKDBMCTHAIZHRE I N T AWnY, EAMNKYRAL %5 %
FCFARTHERGHMENAERICKELZEWVWDIET OF LMEFRY . o REAZ 5 2 7=CFALR
TIIHEREAFHERLBRL TOREBEERZORNNEREICKELELTHIHEY O H L0, BFEDOT 2
LMES =R HF R RICB W T, EAMKS AT BRI TAMA R REZHR ST RN E
im0 XoT, ANTHNLELRBEEE. MTEAFEAMAKSMATIEAELS —RALZH VWS Z
ENRHERINTVDY, JEFEOZNRKICBIFD2HAI RIA2IheoT, RVPEICBVWTHEH
MK EMCTH DEINIEN S CCFZA L THRWEEZ SN D,
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1) R, AR AT M B4R RN AEE 2 EE AP (— R E DG, R4 @R A
BB CHIE MR B IR TR 3E) TEES MR BICBE I 2 &AM FE) S22 RS - /7o
S, 2010:297-304

2) RMUE. PR, JEA4 57 @R A A 7T H A B B G M RO IR FE 535 36) BEIG MR R BRITBE 9 2 S B ST
BE : BEERRMEIEOBEOFSE. Y= AF 17, HE. 2008

3) Kalnins D, Wilschanski M: Maintenance of nutritional status in patients with cystic fib-
rosis: new and emerging therapies. Drug Des Devel Ther 2012;6:151-61.

4) Borowitz D, Robinson KA, Rosenfeld M, et al: Cystic Fibrosis Foundation evidence-based
guidelines for management of infants with cystic fibrosis. J Pediatr 2009;155(6
Suppl) :S73-S93

5) Colombo C, Costantini D, Zazzeron L, et al: Benefits of breastfeeding in cystic fibro-
sis: a single-centre follow-up survey. Acta Paediatr 2007; 96:1228-1232.

6) Holliday KE, Allen JR, Waters DL, et al: Growth of human milk-fed and formula-fed in-
fants with cystic fibrosis. J Pediatr 1991:118:77-78.

7) Sokol RJ, Reardon MC, Accurso FJ, et al: Fat-soluble-vitamin status during the first
vear of life in infants with cystic fibrosis identified by screening of newborns. Am J
Clin Nutr 1989;50:1064-1071.

8) Farrell PM, Mischler EH, Sondel SA, et al: Predigested formula for infants with cystic
fibrosis. J Am Diet Assoc 1987;87:1353-1356.

9) Canciani M, Mastella G: Absorption of a new semielemental diet in infants with cystic
fibrosis. J Pediatr Gastroenterol Nutr 1985;4:735-740

10)Ellis L, Kalnins D, Corey M, et al: Do infants with cystic fibrosis need a protein hydro-
lysate formula? A prospective, randomized, comparative study. J Pediatr 1998;132:270-
276.
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. NS R

L. WsHNEME &g

AR EE (MCT) &id, ECRFBBEMSEALIFTIOTH kSN 2@MENKEZE®L., BRI,
ATVINEE. BT CBAEENDS (K1)  MCTIZRBM BN RBEBEHRICHEKEL THRHETH D,
ROERL 2%, SNTZ U 2003 TN TEBRENBR SO, S Lz BRETICHCHED
SWINENMARMHAICAD, EEFKRICEET S, TOERNIN_FCOBTESELETICI Fa >
RUTZHNICROAEFN BN TN F—HELTHH NS (K2) . SN HET I
FoTHAZTNTHEL2SRINEN, SHTHEHICHEGR SN THIrOI 70 2Bk L IKE Z#H
LTl Iic AD e R A& IE TN TR E NS (M2) OITHL THRISIRIVF—FEEZE
TADFIRND S,

2. /NEAVEHE B A O A

INEABIEBRTEULERRTELZIDBNMCTOFR H 24N LT, DTFTORBHIZHEHAHIN TN S,
1) MHEPASHIE ICH T 58K IV 7 O

JHEPASEED &3, AFAMVHENHET S 2 Eic X 0 M EE 224 BB IICRIET %% A THRIE
FHEREHS Mo T, FIRICBIZHEEOREICEREND S ET S (ductal plate
malformation) "R UA N ZAEPIEIC I > THIER I IND LT 2. BEOMBENIHFANTFAS
EERL TWSDICBIH2GRERINICEL>TEIERLIEIND ET SE (naternal microchimer-
ism) PRENINEITIIB/EINTVEN, WINHHEETDICTE> TR,

2< OBRIFE., ABMbARSIKAGENHEL ZNICHES TEHENHO N ER S, ARBRBZRET
BERaInsa2Eb20N. KARFICHEANGOVWTZZ2TE52E6d5D, TOEODOERKERDE
FTFIROFECAHMAEZMRT N — ROBVEEN S 2IEEICEAINDIEDICE> TS,

Zhd. £9. FAOME. MRREICKS2HEESEORHAZITS.,. TOBREEMREEL T, &
MEE R, HES >F 7 I0, TTEBERREREZITS. REWICITEZEHEEE 217 W
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KRR BEOREHRT 57/ REHOERERE
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A—TFIWOyTRIE | A RETI/BEFIRE BEREEHSR

TR DR T I /B2~ 5mg% DREI#EENn D
KSR BRETI/BRIENEEEDD.

RESAF VR
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TIZIUTI=0, FOLUDHBEEE 2 ZL IR EI60me/ke/ B
FRESL600mg/ BIZT 28ENH D,
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JOEA B WB-AIFKCEEREEZLIR#A2.0g/ke/ B SR EA1.5~1.8¢/ke/ B
FEH1.0~12g/kg/B. IRILF— EFZIV ZIRIILIE
BEENMELECET D,
HEEREZRALEWVL (BBZEAND)

SIBIIEEMFE1ER [P -NITRI7UHIRE T+ ET AR ILF—IEE (100~ 120kcal/kg/B ) &
BR=AIE<E1.0~15g/kg/ B,

AV EER I AL UHIRE BIAIKE (VEEREZEET LOEAREAHEKD

TI/BAEARTHY . BEREFUMESLGTVEVSRELH D,

WHILIEBR. BERFKILIVAMRUVED R, TOMBHIILIVASRUHEDEK. 2011, vol47, p. 91-112

BRIV IARTLRAREES

#HEEIEARBMERFEER, 2007, 39%.

. ST LI RABAIZELESHLORY Y —Z U T HRIREBDRRIER.

R TI/B-ARBRABEREDOHRTI /BRI IDIESR

RE4

BEOEE-FIRIST7I/BE

ERT ORI IDIER

T )L RO BREE

TITUTISZURIRE

TIZIVTIS=UBREIILVI (FH)
TIZITI=VERMBRETI/BMER(A-1 EH)
B2V TSZURTFEHMERMP-11 FFK)

A=) Oy TRE

PRETI/BFIRE

(= SN O = E SAVNAU MY

O4Y 2 AVYALD Y- N UBREIILY (BH)

RESAFURIE DRAFURMBEAFAZUE AFA=UBREMEL(S-26 EH)
EFOOVHETR | IzZITI=V . FEVUHIRE I LTS— - FOLUBREIILY(S-1 EM)
PR3[O R EAE F=AIEERIRE EAkEHE (S-23 FH)

BT UEZTME- L) MET4+—3275(7925-A)
TILX = MIE FAIEKCE. TILX=UFIRE FILE=UMERTIA—I15(8103)
AF )L OB AE AL N ATFF AYOAL N AF A - AL A= H LU BEBREL
JOEZ B miE ALAZUHIRE (S-22,5-10 FEN)
FJIVEIVEIE1IR | UDU-MTRI7UHIRE VD2 M) TR FURREREL(S-30 FH)
1/ EERR M BALUHIRE A UBRETH—I25(8003 BIA)

HHRILIAARLHAREZER § 2008BBEEANT VY 7I/BRBERE - AEBRBEREDOIC.
#HEFEWEANBBIEABFEER, 2008, p. 3. HE
BRIV IEBR. BEEFRIVIVANRUES R, TOMBHRIILIYASRUBSR. 2011, vol47, p. 91-112
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KBSIVD DEISIE £ ABREH (RS (Y |

=8 T MORE(BI7TZIIVTIVMEN—EEEE) AEIEH O FE2RNETENE AERIEH (FR24EE) 7
F8-1 IMMMPheflE D& HE

FLIREA~ 4 R EART 2~4 mg/dl (120~ 240 ¢ mol/L)
MREARF ~INFERTE 2~6 mg/dl (120~360 ¢ mol/L)
INFEHZY 2~8 mg/dl (120~480 1 mol/L)
REAE LR 2~10 mg/dl (120~600 ¢ mol/L)

£=8-2 BEMAIPheiEMENHEZR

A& {EEPhe = (mg/ke/ H)
0~34 A 70~50
3~64H 60~40
6~124 A 50~30
1~28% 40~20
2~35% 35~20
k)= AVRE S 35~15

#*8-3 ARILEMENA R (2H)

£ : PKUTIERWLS BELIR T,
—BORAFKEERBRE%15e/ LT 5L,
FNIZEENDPhelTHIT50mgiEY .
REF6kgt T HEPhefERE(X125me/ke/ HEME D,
PKURTIEINET0O~50meg/ kgL THIBR T 2L ENH S,

+w8-4 PhelfEIILIBLVIEPheAER DAL

FLIZHA 60~100 ETR- PheBRAEIILY | EPheRTFK PhefERMME
$IRHART (1 ~28) 100~120 (100gHh) BL&#R (BED) MARMP-11.38K) | 7I/BIK(A-1,EH)
YREAERF (3~57%) 120~150 zAIEKE (g 15.8 75 93.7
FEHFF (6~95%) 150~ 200 fE & 17.1 0 0
FEHERFISLUZTALE 200~ 250 wAKIEY (2 60.4 7.2 0
IRJ)LF—(kcal) 458 329 375
Phe (mg) 0 280 0
FAL 2 (mg) 1,569 4,720 9,300

R AFIILYOVEEIME - TOE A B M
REHICBITEEAKEEREDERT "

=

BAR-AIEKE EIILY wr-AlEE
Fin o/ke/ B g/ke/ B g/ke/ B
0~124H 1.0~15 1.0~0.7 20~22
1~45% 1.0~15 1.0~0.5 1.5~2
4~Ti% 1.0~15 0.5~0.2 1.0~15
TEU L 0.8~1.2 0.4~0.0 1.3~15
10 REENBRABEREORSHROER"
FHp BEMHROEZR
4 RE BRI LLA
6MAET ARERE AR
1T®RET 6RERT LA
IFXET SRR LIA
4FLlE 1085 fH
£
=
H
101 i
=
=
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R FFERIGERR [ 2 FiRIEKILp]

aFLHRH 1208 b FEH (8~9%%) o B (18~297%)
i BMHE NE@ X BMHE NE@ R | BRILB BMHE ey G
6B | TILY ERFIA—315 BA 28 4B | LY ERFEIA—315 BA 20 6BF | TV ERFIA—315 BA 10
a—VRE—F | a—VRE—F 10 A—VRE—F | A=V RE—F 25 A—VREA—F | A=V RE—F 30
o | ClxA ZlEA 30 | kA ZlEA 100 8 | ClxA ZlEA 150
HZit Cehing 20 BEHE =% 50 BEHE =% 50
f-FhE 10 pi:} 2 A& 2
HE 5 F5ShAED F5hAZS 50 [F5ShAED F5hAZS 80
M= HEDYME 10 Bzl L&S5K 2 Bzl L&KW 3
L&SK 1 Nk 0 MO 0
F3ShAED | F5hAZS 30 HZTit Cehitng 20 HTit Lehitng 20
BiEL L&SK 1 f-FhE 10 f-FhE 10
Nl 0 HT 5 HE 5
128 | 5EA BHT3EA 70 1088 | SLY BRFEIA—325 BA 20 1285 | YURAvF B/ 60
f=FZ 15 aA—VRE—F | A—VRE—F 25 F—X 10
MoB-BFfEL 150 1285 | HURAYF By 60 O—R/\L 10
L&SK 2 JAVA 30 Tk 30
[ZALA 10 <k 30 LAR 10
[ESEIAY 50 LAR 10 Y55 FrRy 60
158 | YAD YAl 50 Y3545 FeRy 60 EPD) 20
LY ERBEIA—3215 BRA 14 =3y 20 IZALA 15
A=V RE—F | A—VRE—F 5 IZALA 15 EEESY Y 7
1885 | ClFA ZlxA 30 EEESY 7 (&80 nwsZ 50
BFL <AL 30 B0 wso 50 % % 150
AEFOEY | BUEA 30 A¥ LY BiAgEL 10 1585 | LY HRFIA—325 BRE 10
RFRE 10 AVHIE LIRS 100 A—VRE—F | A—VRE—F 30
REH 2 K 10 AR ¥ FL 5
L&S9 2 158 | LY BRHEIA—325 BA 20 188 | JIFA ZRA 150
K& 2 a—VRE—F | A—VRE—F 20 L=T)L &l 80
WMTHFIRAYD | FrAY 50 188 | CIEA ClEA 100 bobal s} 3
Y35 [ZALA 10 L=I)L = 60 pi:} 3
EEES Y 5 INEH 2 rNFy T 5
2185 | LY HRFRIA—325 BRE 28 HEYH 1 BED [F<EL 70
A—VRE—F | A—VRE—F 10 TFxvT 5 Bl I2ALA 10
2385 | TILY WRHEIA—315 RHEA 14 ZE20)] [F<ELY 35 :Ne¥:i) 03
A—YRE—F | Aa—VRE—F 5 HEL I2ALA 5 L&S 3
28 | ILY WRFHTA—327 "EA 28 NeY: i} e RFLGS4 | Lentlrg 50
a—VRE—F | A—VRE—F 10 L&SK 2 EpSY 20
KiBD KR 30 f-Fh& 10
HZTit KIRDZE 5 IZALA 10
HE 10 LAR 20
218 | LY BEFIA—3I25 WER 20 EEESY 5
A=Y RE—F | A—VRE—F 25 HEit =1 30
BlzEY ZlFA 70 h&E 10
BEEDY i A o3 o\ 2
a FL4h R b EH c AR %iE #% 10
%/ 1% LY 2185 | LY WRFHIA—315 BA 10
.c;§0DmI ><Dz(|§|EF§E|)$f~ 2185 .?fgnl xDs(}@E@ﬁ ES N .iosﬁ x ?IE(IEE%R Fik. ATYRSTF |3 TF ®
100mix 1@ 158% Fi% SBEH® 28| A—VAE—F | IVAFF %
@GSD—N (&) @GSD—N(%MEA) BREEHATL 5
100ml x 18] 238 140ml x 1[B] FAEEH] Py Yy 50
200ml x 1[@] 28%
8EE 1E& 1EE fEOY br
THJLF—(keal) 1034 IILF—(kcal) 1780 T3 ILF—(keal) 1925
=AIE<E(g) 336 FzAIEE(g) 59.8 F=AIEE(g) 62.9
fEE(g) 16.8 fEHE(g) 313 fEE(g) 36.6
KL g) 187.2 wAKIEH(g) 311.2 wAKIEH(g) 3309
FIFRKEE (e) 71 HIBRMEE (g ) 13.2 HIFRMEE(g) 14.9
PFCLH 13:15:72 PFCLtt 14:16:70 PFCLt 13:17:70
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KBSIVD DEISIE £ ABREH (RS (Y |

=12 PKU Ak H

aJHRH 1278 b FER B~ o FRAHA(18~29%%)
BFfE | BASLAB BMHE HE@ X BMHE NE@ B | BRILB BMHE ey G
BB [y PhefEI LY 25 Ha| JEA MEIITA 100 BE | HIFY MEITA 100
—ARER SR EL 12 FOSHME HELYME 10 bhdZIFA | BERAFHOIOIECE 1
r—Zk HEOR/ Y 30 *035 10 BEEDY 05
BRE |3LY PhefRE3 LY 25 BEIEELDYLLSD 2 FAUD ES) 30
R 12 FAt=#%i+ | Cehirg 20 IZALA 20
Cenhrsn Cehitng 60 f-FhE 10 Lbf=F 20
Ty Na— 3 FAt=HE5T 10 - 3:1 2
1508F | <220 NFF 60 LY Phef&E3IILY 45 L&S 4
SR (3L PheffE3IILY 25 {EPhe RTFRHR MP-11 5 B 4
—ARER B L 12 1285 | NLYUR BEROBR/NY 50 HYh 2
DAL Bk KRHEAT 15 rbh 20 ZF 1
7K 75 =3y 10 FAt=#%i+ | Cehirg 20
DYDRE 1 LA 5 f-FhE 10
FAERRT| SLY PheBrE3 LY 25 FLRNL 10 FAt-#%it 10
s HLE e 12 I3AR—X BU91/3 20 a1 | MY PhefR &3 ILY 50
% PhefREI LY 45 {EPhe X TF LR MP-11 10
{EPhe XTF IR MP-11 5 BRE | RN\FTa— APROTEN R/85* 74 75
158 | LY Pheff#E2ILY 45 RFERE 20
1EPhe RTFRIE 5 IKTUAh 20
YAZCEREY—(RAAY) 100 125 30
58| JlFA MEIITA 100 L&5hY 3
K7D Ceping 100 it 4
=Fh¥E 2 AARE—Y—R 12
L=T)LR B2V D INEH 3 EIEFEZLDYLESRD 5
INE— 3 ] 10
rFoyT 10 ZL&S e
BED [F<EL 70 Y354 LA 30
HEL IZALA 10 IS4 30
fZLbYL&LSP 4 D) 20
LY PhefRE3LY 45 YOYFUTASURRLYY LY 16
{EPhe XTI FR#R MP-11 5 LEVTA— HIF 45
LEY 5
, 0ee 13
2 ALY R b FEH oRAR it 1585 | 2LY Phefk#&E2ILY 50
LY =% LY {EPhe R TFRHIR MP-11 10
Phe%fs)bo+éﬁ§'§z§}iﬁe Pheﬁi;}gl:g*;* . E‘;?f;‘iﬁ;x i YATEREY—(RAAY)| 100
o %%ﬁlgﬁ‘wgﬂ" gqge BA.MR. 58 At sR | CEBA miE-EA 10
300ml x 4[@] 330ml x 3[a] RFbnN—45 | Lopirg 50
BI-AFE—F VER 30
IHRILF— (keal) 981 IRILF— (keal) 1832 IRILF— (keal) 2019 P——— 2
RSV HE 458 HSILIBR 890 RS ILUEEK 786
WAIEE (g) 238 B=AIEE (g) 52.3 - AIEE (g) 56.6 BE 1 7INER 3
ARSIV BE 15.8 BRIV BEE 434 BRIV BRE 46.2 Aol 3
IEE (g) 35.8 IEHE (g) 57.1 IEHE (g) 51.8 pE—— o
BIKIEH () 143.0 BoKIE (2) 283.7 ki (2) 3426
TxZIILTZ=2 (mg) 280 Tz )ITI3=2 (mg) 427 TJz=IILT7 5= (mg) 479 hiRgyY—R 7
PFCLt 10:32:58 PFCLt 11:28:61 PFCLt 11:23:66 FpRY-H 30
TFTARINGHR 50
HN\E— 2
aiE 0.2
BED [F<EL 70
&zl IZALA 10
ELbYL&LSD 4
SRR SV PhefR &3 LY 50
r {EPhe XTF ¥R MP-11 10
=
ES
b3
b3
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{RBIIVO DRISE £ ABRRAEN K5

13 RARMBEEE Fh0 BB

FLIRER 1048 {KE kg YRE 2~3m%
KL 4 BHHA 2E(g) R34 BHHA 7E(e)
= LY EHKREI S—23 20 ;e | BITFY HEIEA 100
o CELE 12 SUMIF SUBIF M) 10
B CohHm Cohing 50 ZA—7 Cohing 20
Ty Hig\a— 3 tFEhE 10
D% EAHREIL s—23 20 IZACA 5
—hREREEEL 12 =L 100
g8 | LY EBkEI S—23 20 EEELHYLLSD 3
— RS HEL 12 Ny[% EBKRER s—23 25
BEnT| IO EBKRER s—23 20 WEATIE 1.7
— RS HEL 12 128 | 2EA IFAT5EA 50
IfAt=21p 20
iz 5
RERE 10
IZALA 5
E5ShATS 10
LY EBkREI s-28 25
WHATI/B 1.7
158 | LY FEAREI s—23 25
YAZEXEY—(RAAY) 100
58 | JIFA B&IITA 100
INYDARRTE | Cening 50
feFEhE 20
B2V INER 3
g/ \8— 3
LM 1077 HE Ok YR 2~38 e ?
IHILF—(keal) 695 ITRILF—(keal) 1295 Y77 0
T AIECE (g) 6.7 AECE () BEH 88 BEO [F<EL 70
B () R | P, e RAL ISALA 10
RKIEY (2) 93.6 IEE (2) 319 BIEELHYLLSK 4

PFCLt 4:43:53 HIKIE# (2) 2472

PFCLE 3:22:75 % EBREI s-28 25
WEATI/E 1.7
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KBIVD DRISHE & BB (RS>

x14 JOEA B MAE

LIRH 1048 YRH 2~3m

#RIL% BHHE nE(g) #RIL % BHMHE NE(g)
ga | SV B%IILY S22 20 ;e | BIFY HEI A 100
— AR EL 8 LbdAY L9 FL 5
108 | LY BRI S-22 20 BEDY 0.5
T 8 2A—F (Y RYS 20
BRE | Iy ESNAZS 30 t=FhE 10
=i 10 IZALCA 5
H%IILY S22 20 =X 100
— AR R A, 8 EIEELHYLLSD 3
158 Cohig 30 LY BRI s-22 25
B#tL 10 128 | 5EA FAT=3EA 50
S | LY HHILY S22 20 IFAT=D1p 20
R CLE 8 SHBT 5
FiZaT| LY BHIILY S-22 20 I2ALA 5
—HE SRR EL 8 ES3NAES 10
LY %L S-22 25
158 | 2ILY H%IILY S22 25
YAZTEXRE)—(BAAY) 100
58 | JIFA %I LA 100
ZLRH 1048 $IRHA 2~3#% INYUARETFR | Cehing 50
A 15
BHILY BHIILY FUER
S-22+—REFAMMEES S-22+— SRR MEES tFhE 20
B MA. BE. SR HEN || B.RA ME SR ik At ’
200ml x 5[] 170ml x 4[] e 3
THRILE— (keal) 695 | | TAILF— (keal) 1317 T FryT 10
Br=AL<E (g) 18.1 | | MEzAIEE (g) 23.1 FTETLRYD | FoRy 70
2.0g/kg 5 2.8g/ke
BHIVIBREIAEE 12 || BRILVERLAEE 12 454 [TALA 10
1.3g/keg 0.9g/kg N N
BT AECE 61 | | BAELAFE 11.1 YIR—=X F2U1/3 5
0.7g/kg 0.9g/kg R - 1
RS (o) 284 | | IEHE () 4 EIEELDLYLLID
BKIEY (2) 039 | | BIKIEH () 2342 LY B3 ILYS-22 25
PFCLE 10:36:54 | | PFCLE 7:23:70
g
b3
b7
2
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CRBHIIVO DRISE £ ABRRAEN K51

F&15 BERAEABHIEREIE VLCADRIESE & n Al #KILAp]

FLIR# 10478

YRH 2~3m

FRIL% B4 7E(e) BeRR |RRILA B4 7E(e)

48 LY MCTSILY 14 78 |CIFA ClFA 80

8R% =% MCTZLY 14 ;e (BERE f=&Z 50

HE | BH0 £ 50 &5 01

L>TFL 10 EFSNAED F3NAZS 50

#HZit Ceditrg 20 BEL L&SK 2

f-FhRE 10 mOE-HIYE 0.1

HE 3 HZit Lehing 20

FSNAED | EShAZS 30 tFEhE 10

BiEL L&SP 05 HE 5

MDEH 02 1085 |2ILY MCT=LY 21

128 | 2EA WT3EA 50 R—0 15

BRE BA-EEH 20 BE |SFA ClEA 100

NoH-BAfEL 100 1285 | EEDEY RIREE 30

L&SK0p 1 Lol 60

[F<EL 30 CEDNL 20

IZALA 5 L&58 15

LY MCTSLY 7 B 50

158 | BYAC Yl 50 Jayay— Joyal— 30

ks by 1 FALRE—Y—R | FE—T> 5

LY MCTS/LY 14 Mz hEH 3

198 | O Eat) 50 L&>50 1

s | BEEOEY AREE 40 H3- 15 50

t-EhE 10 mE |ILY MCTZ/LY 21

L&on 1 156% YAZE)—(REAY) 50

- 1 S8 [ClEA Cldh 80

HTEYRYD | FoRy 30 198 =50 1= (1Y &) 50

#iaL IALA 5 RA L BEE FEhE 10

L&SKH 1 IZALA 5

LY MCTS /LY 14 T FevT 5

248 | SILY MCTZILY 14 H¥ED [EXEIA 35

EiE IZALA 5

FLIRE 1048 YIRE 2~3m M OEE 03

Iffl)bf\f—(kcal) 662 I*Mﬁ’—“—(kcan 1346 L&KW 2

g;g(ig()"ﬁ(g) ggﬁ g;ggﬁ(g) ggi; BTt xeind 20

MCT 15.8¢ MCTLL4} 6.2¢ MCT 15.85 MCTLAS} 6.2¢ K#B 15
LCTIRILF—LEH (%) 84%LUT || LCTIRILF—LLE (%) 7.7%UTF

xKIER (e) 91 | | KM (2) 241.2 KIBDE 5

PFCLt 15:30:55 | | PFCLE 12:16:72 | [ e 50 MCTENLS 21
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KBIVD DRISHE & BB (RS

K U4 R i

1) /NRA2E B i Rk O R

INB—RICBVWTRBIREBIORERZICAARERTFTH S, RAERTIE, EBEBEKE (c-
hronic kidney disease: CKD) IZW 3 22 AE<KHRICE2EHREDE B EALEEY RN S
ODNTAL WY, BEREMRBREDBHIND P, WEEERODHDEZIATHD. RAEREEZORK
E-RENHD/NECKDTIIELWAEEHIRIIHEREINT, FAEMHAETOF THIERS NIZHE &
DEMEZRITS-DIC, RAMICEFREFASEOREEEBRZTD. £, BA2EREL TOKk
FEEPEZ[CIVDEEYERNE XS, SHEMITHRo THANT (BASB LT —HFAZMA) 12X
BEKGETHIENZL2H0Y VY GIEMETANCHARZMHALZBERENLEICRS
EMNH 5.
2) RAA RITA > DI

ZOETIE CKDOHTHREICKRIMBE A2 (CKD stage 5, 5D) #xRiZ, LhoERObd E/NE
BB RE O REEE (TXIVF—, FAEL, oy, BUTL, U2) KDODWTHRHT D, HEAL
X, ENEIAZOEFERZITVWAERHRIEITORVWIEEL, BATHIXINF—BEARE L
A BREBRICEETS. ZLHT/NEDOCKD stageZ WLz =7,

3) BREHRIIDNT
O FI)F—

IXNF—ARENKE - RERECHET D220, BEREASZOIXINF-ERNZHEELTS
(I -F. &1, 52HZW) . HELIT2IX)NF 28BN TEARWVWARIZICH L TIIXREE (BRE
ek - HEICKSMHIRE, TRINF @AM ZHiFT 5. CKDKEKUCKD stage 5DDHEE T
TR I RIINF BN TERVENELL, FIC2EARMODOCKD stage H)DTIRIF LA EDEFNRE
ERBCELDPBMZMLELT LS. Zo85E, BB IT2HMHETRAIV YL -HFUT+r—32F (HE
88065)1/7®, > hYU A 27 nEq/L, VU > 24 mg/dL; AR 88063 )L~ LEL#HE) O —#k
MTH3. BEBEHOEE, BERERENSBHNINDZ T RILF—2ZMKL, T RIVF—iEFE 2T
5.

@7 iE<

INBTHE, TFRINF—AREZ2EEIBLVWEED AT < HIBRICX 2 B HAE R 2= O 17 1 2 R I1300R
InTwhan, Z20DFEATEL TEAUESHIRIZITHR N,

60 HRMOCKDEIBIZFZEAENAI THREINS., ~KRFAEDAOZALEL / ZxIVF -tk (P-
/EH) WZ10%R1ETHD, BEEREEOEFIIRAAUIN TIIERKNE L2200, ERITFIVF—
OF+HBREZERTIRETHD. L BREETOREFOP/ELIZI4-15%EETHD, BEZOD
HUETHD THRAANOEFEREAE ] THREIN TV DIRESYERDOZDICTE 2, BEAEKE
i (REOBBEOLDICEAME<ES. BEMORSEREREICHBLEAEN L TOREATS AR
OHERANKLELELRL, TOLDEERIMIE, @Y ME, REET I R— AR EORER R 2 A7k
MO AE<BREEBINEZRITL I EE2EALL, RETHMEITREARP/ELIVGEEZBHEST S, H
AWICIEHANREBEBREEIRINDERINZAOT<ERE (I -F. £1., 52828 2K E5
BNEDICHET S, FEXI0STHP/ERZ T ITF2E - BENTVRLSZ D, AROKTITX
LBEEIRNE, ALY, HR) CEBLZ2EFETCOLENEENHDTR—-FDNLETHS.
@

INFBCKDD JH IR B TR Z W REBIRE RS (congenital anomalies of kidney and uri-

107

g
o
&
p3)
1
E
>
X
prd




nary tract: PLUFCAKUT) 13, B o DESMEEFEHET S, TO-OESHIBIZEZE (B
ik, MRERE®E) 2RIELIARABVWOT, EAMICITDRY. HSOEBRTH MBI ARG RAT
FHEWRICBOWTIE, BABIT—BRAEBIAOF MU T AEEAKME (5-10 nEq/L) TH 370,
88063 )L 7®(F FU A 27 nEq/L) HHAKEBES MBI RARTH 5.
CAKUTHRIETH-> THRENEA L, BEREMKEBL (ENE, 3B AERSN25BGIC39PbE
3 g/HAM, FEWE6 g/ HRMZBRICHEHSHIRZHEET 5,
@HU A
NECKDEFICHTE2HU D LABREBEOHRIEALRY., AU T AMEZRBDSREIZIZIHY
UAKBAEDOREZITS (BAENRESIEZR) . EFERICHNAT THERBESNTVIARTIE, —®&
HEMAICEENDI N ABRENBRLSBRICE S TIEHBREADZZO N Y T ABERS ML
—BFAERBATIERICEAY T LAMEICZDIRT WV, BRATAHEWVWESICE, B TLDARNER06
SNICDBEBRNBLETHS.
®y >
DYREAMEBEICELL<EEND. EAWICIE, ZAX<ERE2ITORVNETIZY S HIEGTH
W, EEL, BREEMELEY VMEZBDIBICEEZAESBEIOY > OBRERZ#MITS. U
CEREAROHEMIIFEELRVWD, UCEFEOLWAMZR T 2FEEZ2TS (BRI S
) . AW ORINTIL/) CHAEETH D, BHEEBECILIEY VMETHOED DK >
T —3aF5 (BE 12030 29) AV L KU T+—3IaF (B 81103 )7 ®) | (&
FAEL cEIF TN T+ —32F (BB 80132 ®) | [RUH (FAALE W-53)1279) @
By >IN IHERAE, BHICEY DME, @AY AMEEZRIT. 20D, BEBRNT X%
BRFLEZDON8062 7P THD, BIKBSS63I )7 @, —@BHFEAMUKHA, BAORSERIIT -F. &£
2 (52H) 22RO L. FATRAESCE) D EESSEIT
® & H 5T
#2, 3, AcENTNEMAN I EEZE, /NECKD (1) OAREFRBEEF. EEOBNH 2T
4) AU LHIBHEEDRA > K
CTANELBEDOEVERRBAY T ANLENDOT, HREETD.
cHUDARHBEEDOTLRTHS T ZENTED., AU TLADEZWEMN (B3 - 3E8E - MdE - iF
FOM M%) 3, ARLOTROMICTHI T ADDRVWERICEALD, B20RLTE
N3,
X EHOHRIINEILYD, O TIEFT.
* AN I <Y TRICE ST,
x ERWITEHICEALD Oy TIEBTS) .
5) U HIBREEDRA > K
CFAELSEOEVWERIZY ONENDT, EREETS.
O WEG (ALEG - Ik - LN— - DR ES) I3 BREBR AT S,
T EREIERERELTY DBILAMNEZEENTVEOT, TEHFETHEALANESITT 5.
6) UEBREDLRSTH8DDRA >k
<O (CERICURER) WX, 1HI~2EEIICT S
CEHRABE (I - F—X) BHEADICTS
BT EANSAE (LLeb - INAS%) 25T
LN — (KB REDYCDODENELELEZD
s N\L, X—=3a, NEaME, BEhErHEZI >3
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1) Menon V, Kopple JD, Wang X et al. Effect of a very low-protein diet on outcomes: long-
term follow-up of the Modification of Diet in Renal Disease (MDRD) Study. Am J Kidney
Dis. 2009; 53: 208-217

2) Cianciaruso B, Pota A, Bellizzi V et al. Effect of a low- versus moderate-protein diet
on progression of CKD: follow-up of a randomized controlled trial. Am J Kidney Dis.
2009; 54: 1052-61

3) Honda M, Kamiyama Y, Kawamura K et al. Growth, development and nutritional status in Jap-
anese children under 2 years on continuous ambulatory peritoneal dialysis. Pediatr Neph-
rol. 1995; 9: 543-548

4) Mak RH, Cheung W, Con RD et al. Orexigenic and anorexigenic mechanisms in the control of
nutrition in chronic kidney disease. Pediatr Nephrol. 2005; 20: 427-431

5) Mak RH, Cheung WW, Zhan JY et al. Cachexia and protein-energy wasting in children with
chronic kidney disease. Pediatr Nephrol. 2012; 27: 173-181

K1 /N OCKD staged i1k Stage* RERIAJEME E (mL/min/1.73m?2)
1 90=
2 60-89
3 30-59
4 15-29
5 <15

$BE 2 Z T TWBEHAITED(dialysis) 2, BiEz
ZIFTWSEEIZIET (transplantation) 259 %

2 BAKM7s &R

Efp fos BT S
057H &1 8806 I/7* 100 mLx8[E, 130 mLx 6 a7 &
FRUDL, BY DL VCOMEIZEY, EEKHEOIHETS.
6870 &1 8806 I47* 150 mLx 6, 180 mLx 5 ml7 Y
FRUDL, BYTA VrOECEY, EWEELEOBEHETD.
%2 HEFLA 20 +8806 /47 * 100 mL x 6 [A1/120mL x 5 [f]
91170/ K1 8806 I/2* 200mL x5, 250 mLx 4 [[7 Y
FRU DL, BY DL VOEICEY, EEKHEOHHETS.
%2 BEFLA 30E +8806 I/7* 100 mLx 5[a1/120mL x 4 [
1-2 7% %1 8806 I/47* 250 mLx5[E], 350 mL x4 [7E
FRY DL, BY DL VOEICEY, EEAKHEODHETS.
%2 BEALA 3 +8806 I/42* 150 mLx 4[a], 200 mLx 3 Al
%3 T SHERZ1 O U2E +8806 I47* 150 mLx 4[], 200 mLx 3 [
®4 TR YEE1
3-5 1% £1 TR SHEA1D2U3E +8806 I47* 200 mLx4[E, 250 mLx 3 A
%2 TR SRR 1OLERE +8806 I47*% 150 mLx 3[E, 200 mLx 2 [H
%3 T s
HIARBEOWETH D, 2L BB ARE, 88063 )L 7ickkL
U ABSHBENDIRWEY, TEBAREETOHGICE T MY TLARZIC
BMEL, LB UTHES N YLD mETS.
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{RBIIVO DRISE £ ABRRAEN K5

#3 /NECKD (BB DBEFERFERN
TxRF— | FAEKE | FE | &Kt
DM ORARSE
(kcal) (2) (2) (g
iy 1100 40 30 170
S 1 TR 1200 20 30 210
- (A7)
(1-2 %) -
MR ZEHT 1200 30 35 190 1 3g
R AT 1000 40 30 140 U 700mg
R 1400 55 40 205
e 2 EHTH 1400 25 35 250
) (FRTFHD)
(3-5 %) —
MR FEHT 1600 40 50 250 Al 4.5g
R HT 1300 50 35 195 U > 600mg
#F4 HIREL A-2FREBXNS) OIEBXOBERLH]
Rl N AT (RAFH) LT TG T
Hede i - (AL ) (hE<petaies) | (=) IR
TAVF = (keal) 1117 1244 1197 1013
T2 AEE () 42.6 21.8 29.8 35.0
SH (g) 26.9 42.9 42.2 19.9
RAAEH(g) 173.6 197.5 170.5 171.8
AL (mg) 1811 1335 1253 1519
U (mg) 749 360 505 549
£ 5.0 4.2 2.5 4.8
Koy (g) 878 675 490 809
ey KA 100g AR A AR 130g AR 100g KfR 100g
RIET-100ml HRIEY: 100ml ook I 100ml
JREL (BP25) VWOFR (920) IAVELICIRI; gREL (9p25)
IFHNAFIRL 30g IIONAEIRL 30g IFHNAERL 30g IFHNAEIRL 30g
4= 100ml Kk sk sk
B o—Wn' 45g KE ANV 50g [KEANY 50g o—WN"Y 45g
NFIVP 15g NFIVP 15g NFIUP 15g NFUP 15g
falh=x )L fh=T )L =L =)L
(F1 & £a35¢) (15 £120g) (115 f120g) (F1 & f135g)
4Ty 15g i TRy 15g 4 TRy 15g 4 TRy~ 15
ey —2P 5g they)—2P 5g Hijley—2pP 5g thiigy—2P  5g
F=h 20g <k 20g r~k 20g r~h 20g
a7 Vh125ml ALvy'y 2a=2100ml fika—s" VM 125ml LR AR 00m]
sk 7= 30g 7=V 30g Ry (F27) 40g
B Fybr—% 26g Fobr—% 26g Fy M=% 26g Hybr—% 26g
A= N=H A A=T 2= At A=T W= A A= Ne=hY At
A KA 100g IREEAR 130g KAl 100g Kl 100g
RS- 100m! LEIEY100ml st LRI - 100m]
INIR—T INIR— NV IR— ININ—T
(*Fxxl5g (“F1~'715g (“F~'715g (FtEl5g
05 15¢) JEAN'T15g) A7 15g) % H415g)
NUN=IY)—=2 15g NUN=IY =2 15g NN=)Y=2 15g NYN=)) =2 15g
7'rya)—y7— 20g 7'aya)—y7— 20g 7'nyal)—)7— 20g 7 ryal—)7— 20g
3 AY  35g I3t 35g A 35¢g Up3EEY) 35
T 3hv) 40g Him hv) 20g H hv) 20g £y (Ih) 40g

SR AT 1/12.5883% 213 A 10022472072 A E <L 0.2g (Ead oD KD 1/12.55)

110




KBIVD DRISHE & BB (RS>

* NMNE#HBEHETADATHT DS b2 Bk

T C®IT

TRZEEBENTT b EPEZLSEASNDZEIITERSINLEEETHD., WkhrsfrbnTy
LEME b AT EH, T bR BEY FF XA, K7V I v 7V HRRABRBR ERRLTRE
ERHEINTWD, AHTR T 274 =327 2H05 202 0WEMMT F 2 AEICDWVWTE
W9 %,

1) IHBRZ X IVF—8&7 b LLORE

AT N BEZITOR, BFNEZED2OCEEROBFIAEBRIRAINF—EETS N LHTH
2, |[HERIX)VF—23Fi, AHE, HHESHIOMLERZRET S, THOTF N EOHG,
IHERZ XN F B2 IHOZOBRINRNELRI)NF-BLEEDOTI~I0NICHE T 245, HIBE 2 M A
BRWEFEETH o RBHREIMETE2, Y hoEd, BRI 2 EE]: IRAKILH+5 >N 2 HE]
DHEEITHZY, HHMY P AETIEEE: I~4: IR ET D, 1.5:1~2:1, LHEIRZEDET -
CHTHIEBEERED DD D, BRAIC—IRHBEREEDT S HIEIBEBLZF0.3:1TH DY,

2) HAKE
BAMMICEEOMKMBE. BAK, REETY SR ZARBREORERANR I 20[fENH D20, A
BEICTHEAZITD ZENEEL W, EROHHT N> BITI6~48RMOMBIMZH T, 0%
WZ3:1~4: 107 F>BZIHOHEERIOY —DLI/3OENS5HBLEHICIZ2/31IC. TOEHIC
WBEEBRT 2, |HERZXIVF -8, KoBIEIFEH. KE. EFHESELPOSLEEBZRET S, X
A AR, HBEHASIHOEHEERIAINF—E2EBRLY N 21 I052:1, 3:1
EHREZICETTWS 5EDH B,

3) Mk AR B o7 E
O b thko®EZHY >F
FREBEPFRBERETEITAT—T2HWTRYOT N2 hkZE2EZFU 27T %, b TIEEN
MIZIiEr bR (Be ROFUEE., Y MR Z2HET 5, BHEBENEYICITATWSNE
DI DKW AR T2 B
@8 7Y Ak
TECBEIEREFNCEINROFE-ZRETHD, LN >T, MAOMEBEILENRZ T S A HEME
MbbH, —WIZIE., 8. . FHEh., BL >, XTXTTUAL, AT TOL. U, KBEMEESY I HE
MARTHZIENZENWRED, EMWBREZYY 7D E, ZNEZYTUARNTHD., NILVTOEE
EHATOHBAERANZF OO ARET I TN OHANLETH D, £/, REHEOORIERZ
THI 27201, VZLOBENRLRDOZ IV AVALERSY,
OF3:E VWMoY - YOF: $=3

PITADAEDED., IFHBEEIRIRSPEESEDODPBNHDOD HFNEEL W, FH UKD TH AR
WKLo THESENRRD, B0y I>RIq 0y >R >EFOIEICHEES &0 %
W BN H D) . oy TEIRFEHHAWREWENEWL, BICEENLIHEEORIIDNVWTIE. AES
NTVW2H0HH2V0., AHABEEET -BRWICHESENPRVWEAZHTL THWS EX W, £
oo NBTIEOHFZIEENDIBRWIEGE, 35 TEAA D EMHICEHE - 5707 5 70 I 7 FESE O Al
ERMUTHB TS ZIENZNVOT, HYEZEAMICOBEEZRMLBNIIITEATBSLEN
H 5,

4) A i B O R ST AE BRI
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Y74 —3225% (B17T-B. BA) W/ N ARCHEINAZMKRIIL I THO, @ OW
Vo ERRTHEACDERIT DR, BENEETHS, TOEEHBCHEMTLIEFTr bk
3O NP AHINIICRS, FERBBRTHNF O 20BELAAVWHEEHBEAEEICEE
NTWSERBAOT B3I Y (Ketocal®, Ketonia®) REZEMTHD (E1) . A
OREEBERIZT P T+ — 22 T PN B AT S,

PN PPy L2 % 35

FhYT73—32250 2R—ZARESITERTES, 7 FH3:1OBEE T > T 4—3225®
EFHBCHEMRTZFT TN, AMEBEFIHBRAIOY —, ANENSEET S, F2F1E150m],
THSEEA T 2 IRICIER600kcal D3: 17 > &Z2ITSHE, IBMOINIEB TN T+—327 (1.41
kcal/g) 16g&150ml @ B ICEMTIIE L V., 7 R A3 1T (2:1, 1:174E) oBar >
T =325V CEEIN I ERETHERT 2. FEOREREROESE, 7> 7+—-325%12
RBREFEZRETOI V., ¥ M UEA3IME 4188 BRI > T74—225%2< s b
CAANC oEs )L ERT, BB AR T =250/ ICKetonia® (& kA |
Ketocal ® (& b l3:1%/134:1) REBHOTr N> ERIINY (HHRLUERETHE Sy 71248
) ZHMALTHWS ZEDTEDN., FREIMAEETEHNLIEDIEEMTHD. Rl Mo B
FARHEIINYT (PR T74—225® Ketonia® . Ketocal®) BEUEY M HAEMBT 272910
BETOmMINI, 2®A., 1)L 0O100kcal =0 OREMkE., T-E2C7 2RI
100kcal 470 D47 b EABKI LY & BEIINY, REH. TN OMAEDEH ERT,
QA BRI

MAAHIRERENERL THL<AED, YR AZTFWIISWHHNTH S, BALRYEICIZ. &
R, HEAEZE LD AT TERONKETTOORLAEBDD T L —>I—F I MTA AL
E7U—A, TR T4 —2250 RT3, I5CHEHO TR, WE. fgf, I3 Fx— K&,
HADEMEHDL TV, WHOBEE (184 2ERIBIUCRICET., BALEBDIC AT,
O THERTZT N AAOEBRREEZINY—, J—R7O0tvH¥—, IFH—ARETHELRBR
KWL THEATES, 1. 7 —A, #h2 74 —3250 R DEEL<EDHDER
oL, ~FOEABNELND, SHICEABEDTIXLENHIEAEBBE MR TFA®
BERKLY (BB Z28ERVWEABAZAMMATS &L,

BB, BARMIBAREF CEEEELTAHSTHY, INTELTH > T7+—3225%%
RGBT 2088 H 5,

@ % DA (R Rt OB

TR T74—I250REBAOAMEL TBIFAREE., BV, ZJuvF— r—FREDOEMICH
WBZEBLTES, "> 7 4—327 QDA OEMIZBRIRIEEEHEEN L RAKLDEHED
DIVWAMERR, YAX—Z. N —, FIFMBREEZRMTICHES CETHREEREZHPT
EWTED, £4/ M2, £/ M3TA M 74— 20WEMIAEL TBIFREE, K
EREDY, BB, AVEBEEIELERREINZNED, BAKEDICEDTICHEL TX N,

25 Sk

D gEHER WM. 7N RORBMASREKET 2011 ZWr&LimpEs p. T~p. 12

2) Kossoff EH et al. The modified Atkins diet. Epilepsia 2008; 49 (suppl. 8): 37-41

3) Kossoff EH et al. Ketogenic diets. Treatment for epilepsy and other disorders.
5th ed. 2011 demosHEALTH.
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4)Kossoff EH et al. Optimal clinical management of children receiving the ketogen-
ic diet:Recommendations of the International Ketogenic Diet Study Group. Epilep-
sia 2009; 50: 304-317

D EEHER R Y NCEOEBNASFEKET 2011 W EIEEL p. 175-p. 196
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1 BHESILY/REH 100kealdly) DR BH
BRE msat  mkiw SLY mE o ENSE
b4 —225 BARE 12¢g 20¢g 97¢g 31 45% 55%
Ketonia NamYang (§%E) 08¢ 1.7¢g 100 g 4:1 100 % 0%
) NUTRICA i
Ketocal (3:1) GRE) 10g 22¢g 97¢ 31 100 % 0%
] NUTRICA ]
Ketocal (4:1) CRED 04g 21g 100g 41 100 % 0%
ZIZZH BATLE 114g 22g 51g 0381 100 % 0%
Sa—\NFERRERIBAK KIFHE  156g 44g 22g 0111 100% 0%
Ivap-Uxyr PRy 187¢g 35g 35g o021 100 % 0%
RUbEAI Xyt A¥E  0g  0g tdg - 85 % 15%
2 TR, $9100kcal =Y DILY /REEIDBAHEHEH
a4 1:1 1.9:1 2:1 2.1:1 3:1 3.2:1 3.8:1 4:1
FhoTH—325° 8¢g 12¢g 12¢ 12¢ 14¢g - g -
FFxH © 8g 3g - - - 1g - -
SO—/INFRAEBRAR® - - 8 ml - - - - -
= VEY A1V E 2] N - - - 8ml - - - -
2obEALe - - - - - ) 2g )
Ketonia ® - - - - - 80m| - 83ml
IRILF— 100 kcal 104 kcal 97 kcal 97 kcal 104 kcal 101 kecal 100 kcal 100 kcal
[Nv8 21¢g 21¢g 22¢g 21¢g 21¢g 17¢g 17¢g 17¢g
Bg 78 ¢ 94 ¢ 88¢g 89¢g 101 g 99 ¢g 99 g 100 g
BKIE¥ 53¢g 28¢g 23g 22¢g 12¢ 14g 10g 08¢g
T4 —3a50, [RIFZACIIPKRT, BRTIOICANIESOER, ERAKDEIDRET S,
BRETIBRSAEL>TET U HITEIELEL,
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[ Mm% SE(g)
1NEREFM(ILAY HER 7
L 10
E47l % 0 A 1

TR eRYOEN - FoRy 10
2Lt 10
IO FAIL® 2

AFAOILIE 1 S
2L 2

Th24—223° 10
E&Z 7 K00 3

IR —(keal)

......... FRE .,

EHIEMHO18S5300,

1) EUATRRAALEREBEZETYDSL. IO AAN EMR D,
2)ELATERAESFYRYETYDAL, THORU AL EMZ S,

) EULATERAAREALVAETYDRL, FboT+—S2F° LIV F AN EMA S,

=4 bFHEE

2:1

THRA LIS 15 10 15
CIRILF—(keal) 463 ....524 . 535 .
..... B 0RG) 12 10
.......... (g8 .4 583

BR7KIEY () 25 12 7

Tho7r—2aFe EUit BA0VG BIIZREADE TEMITT B, FrAY,
iR, HOLREEERISEETISM/VICLE  BREDE THEC, Y—RIEH
WH)—RFELFROLLSPERR, YoM F A ILeevAFR—AEBE T
T BRYIAR—XEMTTHE LAY, (CCHRs) &Y —ERiREE, BE)
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#&5 BEERDAILIILY—R
ekt 1:1 2:1 31

M RORE: S (X)) FEIL &3L. 103 BENTH KIRIC/G—ERY, ST (EDZEDOHE.
200°CODF—T U T1~853 1<, (2) BILRLY—RADEREIAR—ZXEMCTA 1 ILERET. MCTY
AR—Z %D, FEREFEHLAYYIZL, KIZISLTKSELY . MCTIAXR—XEREAHET
BBV —REED, (3)DIFHhE (b1, 21THER) SO FNBIEAHIL, ZEZIID T
TacmIZPIYFEZD, CCHRS) &Y — B, BE)
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