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WETBE R

No. BETAE Ver. | fHERIBHLAHR VERE RRE
1| B ERL 1 2017/05/31 | /NE U | £ TH&
2 | LT KL 2ADFTIE 2 2017/7/25 | /PR M | AR TR

BRAKIEE LA RAHQ) 02 LK X
3 | MEHHALOEIE (TLX=/a,| 3 2017/9/11 | /BN M | £ TAE
I BERIE->T VX ) N7 BRILE
LCAHD —> LCHAD)
MR KIS LA (RAOQ) o2 LEx
4 | B OB IE (AT B s O ) 4 | 2017/10/16 | /N Mo | & TAE
5 | MAKIEHE A RMTOQ) OHIBRE x| 5 2018/1/11 | MUINE— | & TH&
IS A HE (11) DB
FRMT X GBS 1 DB (CPS1)
6 | AT REL T DA E 6 2018/4/2 | MINE— | &% T
7| Bl OB IE (RS R OBl 7 2019/4/1 | MINE— | SRER
8 | fRHT R DOEE 8 2020/4/1 | fIE— | SRBEH
9 | intron fEIKDIEN 9 2020/8/26 | MIVE— | SREX
10 | intron FEIK BN 10 2021/6/29 | MIE— | SREX
11 | s 11 | 2021/10/8 | fWJINE— | SRS
12 | EFAXLHE 12 2022/4/1 | M)INE— | KRB
13 | SLC25A13 TVS16ins3kb MAHFEL 13 2022/4/1 | MNIE— | SRER
4 | 7x=1%7 b RIEEGFRAEIC ] 14 2022/6/9 | M)INE— | KRB
DNAJC12 73BN
15 | fEGE 15 | 2022/11/24 | fJINE— | KRB
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REEE T ERERBREE |

ARRATFT CHEME T 5 e RMEAH R B G FREICIE 18 MEOE BN RICE F
N5, UFICHEBREL LA RT, £-FFNOBREBEICBWN T, #ZYT 580
o TG E I T REO Mk b AT 2B NT 5,

BIE T4 position(hg38) | HGVS.c
ABCD4 chr14:74286541 | c. 1753-12G>A (NM_005050. 4)
ACADY chr1:75733498 | c. 287-30A>G (NM_000016. 6)
ACADM chr1:75734772 | c. 388-19T>A (NM_000016. 6)
ACADM chr1:75734777 | c. 388-14A>G (NM_000016. 6)
ACADM chr1:75745788 | c. 600-18G>A (NM_000016. 6)
ACADY chr1:75750434 | c. 850~17A>G (NM_000016. 6)
ACADVL chr17:7219841 | c.-144 -
132de1CCCAGCATGCCCCinsT (NM_000018. 4)
ACADVL chr17:7221931 | c. 623-21A>G (NM_000018. 4)
ACADVL chr17:7222150 | c. 753-27C>T (NM_000018. 4)
ACADVL chr17:7222166 | c. 753-11T>G (NM_000018. 4)
ACADVL chr17:7222880 | c. 1077+15C>T (NM_000018. 4)
ACADVL chr17:7223629 | c. 1183-15A>G (NM_000018. 4)
ACADVL chr17:7224083 | c. 1434+14T>A (NM_000018. 4)
ACADVL chr17:7224575 | c. 1678+23C>T (NM_000018. 4)
ARGI chr6:131580608 | c. 306-611T>C (NM_000045. 4)
ASL chr7:66082353 | c. 208-15T>A (NM_000048. 4)
ASS1 chr9:130452214 | c. -5-10C>G (NM_000050. 4)
ASS1 chr9:130457282 | c. 175-11196>A (N\M_000050. 4)
ASS1 chr9:130479849 | c. 773+49C>T (NM_000050. 4)
ATP74 chrX:78011163 | c. 1870-13T>G (NM_000052. 7)
ATP74 chrX:78023559 | c. 2916+2480T>G (N\M_000052. 7)
ATP74 chrX:78032345 | c. 3294+763C>G (\M_000052. 7)
ATP7B chr13:51944303 | c. 3061-12T>A (NM_000053. 4)
ATP7B chr13:51947999 | c. 2866-1521G>A (N\M_000053. 4)
ATP7B chr13:51960341 | c. 1947-19T>A (NM_000053. 4)
ATP7B chr13:52011415 | c. ~78A>C (NM_000053. 4)
ATP7B chr13:52011460 | c. ~123C>A (NM_000053. 4)
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ATP7B chr13:52011470 | c. —133A>C(NM_000053. 4)
ATP7B chr13:52011547 | c. —210A>T (NM_000053. 4)
ATP7B chr13:52011759- | c. -436_-

52011773 422de1TGGCCGAGACCGCGG (NM_000053. 4)
ATP7B chr13:52011779 | c. —442G>A (NM_000053. 4)
ATP7B chr13:52011784 | c.—447C>T (NM_000053. 4)
BCKDHA chr19:41422972 | c. 996-26A>G (N\M_000709. 4)
BCKDHA chr19:41424831 | c. *223T>A (NM_000709. 4)
BID chr3:15601895 c. ~17+1G>A (NM_001370658. 1)
BTD chr3:15645647 c. *159G>A (NM_001370658. 1)
CPS1 chr2:210573272 | c. 127-26_127-24de1TAAinsCAG (\M_001875. 5)
CPS1 chr2:210588034 | c. 622-24A>G (NM_001875. 5)
CPS1 chr2:210642466 | c. 2960-18A>G (N\M_001875. 5)
CPS1 chr2:210655780 | c. 3559-745A>G (N\M_001875. 5)
CPS1 chr2:210674663 | c. 4102-239A>G (N\M_001875. 5)
CPTIA chr11:68793234 | c. 967+81C>T (\M_001876. 4)
DBT chr1:100207186 | c. 1018-550A>G (N\M_001918. 5)
GCDH chr19:12899457 | c. 1244-11A>G (N\M_000159. 4)
GCHI chr14:54902685 | c. -22C>T (N\M_000161. 3)
HADHB chr2:26277774 c. 442+614A>G (\M_000183. 3)
HADHB chr2:26277823 c. 442+663A>G (\M_000183. 3)
HADHB chr2:26279397 c. 811+82A>G (N\M_000183. 3)
HCFC1 chrX:153971810 | c.-970T>C (NM_005334. 3)
meeez chrb:71643807 c. 1073-12C>G (NM_022132. 5)
MTHFR chr1:11790916 c. 1753-18G>A (N\M_005957. 5)
MTR chr1:236808538 | c. 340-166A>G (N\M_000254. 3)
MTR chr1:236813932 | c. 609+1088G>A (NM_000254. 3)
MTR chr1:236894161 | c. 3205-196A>G (N\M_000254. 3)
MTRR chrb: 7883746 c. 903+469T>C (N\M_002454. 3)
NAGS chr17:44001566 | c.-3098C>T (NM_153006. 3)
NAGS chr17:44001599 | c. -3065A>T (N\M_153006. 3)
NAGS chr17:44001600 | c.-3064C>A (NM_153006. 3)
NAGS chr17:44001638 | c.-3026C>T (NM_153006. 3)
NAGS chr17:44005415 | c. 427-222G>A (N\M_153006. 3)
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NAGS chr17:44005419 | c. 427-218A>C (N\M_153006. 3)
orc chrX:38343313 c. —9384G>T (NM_000531. 6)
orc chrX:38352331 c. —366A>G (N\M_000531. 6)
orc chrX: 38352540 c. —157T>G (N\M_000531. 6)
orc chrX: 38352555 c. —142G>A (N\M_000531. 6)
orc chrX:38352558 c. ~139A>G (N\M_000531. 6)
orc chrX:38352581 c. ~116C>T (N\M_000531. 6)
orc chrX: 38352582 c. —115C>T (N\M_000531. 6)
orc chrX:38352591 c. —106C>A (NM_000531. 6)
orc chrX:38401693 c. 540+265G>A (\M_000531. 6)
orc chrX:38410151 c. 867+1126A>G (N\M_000531. 6)
orc chrX: 38413090 c. 1005+1091C>G (N\M_000531. 6)
PAH chr12:102839031 | c. *144A>G (NM_000277. 3)
PAH chr12:102843144 | c. 1199+502A>T (N\M_000277. 3)
PAH chr12:102843626 | c. 1199+20G>C (\M_000277. 3)
PAH chr12:102843629 | c. 1199+17G>A (N\M_000277. 3)
PAH chr12:102843790 | c. 1066-11G>A (N\M_000277. 3)
PAH chr12:102843792 | c. 1066-13T>G (N\M_000277. 3)
PAH chr12:102843793 | c. 1066-14C>G (N\M_000277. 3)
PAH chr12:102844095 | c. 1065+241C>A (N\M_000277. 3)
PAH chr12:102854768 | c. 706+368T>C (\M_000277. 3)
PAH chr12:102894931 | c. 169-13T>G (N\M_000277. 3)
PCCA chr13:100305776 | c. 1285-1416A>G (N\M_000282. 4)
PCCB chr3:136284409 | c. 654+462A>G (N\M_000532. 5)
PTS chr11:112228271 | c. 84-323A>T (\M_000317. 3)
PIS chr11:112228303 | c. 84-291A>G (N\M_000317. 3)
PIS chr11:112229492 | c. 164-716A>T (\M_000317. 3)
PTS chr11:112229536 | c. 164-672C>T (\M_000317. 3)
WDPR chr4:17499167 c. 436+2552A>G (N\M_000320. 3)
SLC22A5 chr5:132369824 | c. —149G>A (NM_003060. 4)
SLC22A5 chr5:132378362 | c. 394-16T>A (\M_003060. 4)
SLC22A5 chr5:132386973 | c. 825-52G>A (N\M_003060. 4)
SLC25A20 chr3:48884134 c. 199-10T>G (N\M_000387. 6)
SPR chr2:72887420 c. ~136>A (N\M_003124. 5)
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BEA [ 7==/A7 FRERGTFRE ]

HEng

Tz = NUIREE (PKU) IZfRFE SND 7 2= T 7 =0 OB OREIC X
STHIEEIESNAEERITE 7 ==V T T = MJE (% Phe M) Z3K7=7, & Phe
MIEIE, 7= =T T = KEbBESR (PAH) EisF 2 IR K 2 PAH KIBJE & PAH ©
iBEECTHLT M T8 Rube 477U (BHY) OEKAR S D WIXHEAEROEESEBEE O
FICEINT 5 BHA KRIBIE & ICKBITE D, BHA REGSRICIX GCHL, PCBDI, PTS, QDPR, SPR
BETRENDFET D, EDIC, D FrryXar b LTPAM ¥ s OZENRICEDS
L IND DVAJCI2 BAGFHE HEBRFIN & L GEFE#RE SN TW5, PKU IEHTE R~ 2
AN == T OMBFEBTH D, RRE TN 286 IIREHR PAHTH D, K
RS 1T PAH X ONCEERIZ T & U C GCHI, PCBDI, PTS, QDPR, SPR, DNAJC12 % 737 ' ai— |
FEE T 7 Y L DGO AT T A ZAFNL A, AR — 7 = T L, EIT
B ST T VVBEEE 2% LA F OFG72 B KL OB WR K AL L2 7 (7
I BER, KIEa RN TR, TL—AY T IRUT U N, AT TA L TR
BETANVTUN) ERET 5, B — Mk — 7 v — 07 — & OffisEn
VERGEIX, P —ECL ¥ Y BT ) == o —TCOMIT&17 9, RBRH
BRI « FEANFEO 2 B —HEERRBUE 2 7/ SEEZALIZB L CIT@m R o
Y — FRIOKM S — 7 o — TR 720, @iExgE L,

BEL [ A—riey 7TREBGIRE )

BEn

A—=TNvmy FRIEITOEE T MBBKREBER DR FIZLY, T I /B Th
LRV, mA v, A Y ud Y RO FMIRORENIEE SN DEETH D,
ZOBEFEIL Ela,E1B,E2,E3 @ 4 DOBEFIZL > Ta— RENLEEETHD, VT
NOEF & HIRAREEOBBIER L RT, E3 XV BIKEHEESEK, o 7 b
TNENVEBIKERBFEGR L bIGEO T 2=y N ThH 720, T DR TlIm L
MAE, o 7 B 7 NEZ N LR HRO D, HERY AR V== TORMGHRETH D,
ARIRAT N BN THNTI 5 8= +-1% BCKDHA, BCKDHB, DBT, DLD Y& fn+ T 5, AMEITZ
RUEa— Rk 7 V> L ZDOMHRD AT T A AFALaEk 2, Kt — 7 = —
TR L, BRI ST T LVBHEE 2% F OR e A EH KL OVEWRE - AL X D
NYT b (T 7BER, Khka RNy 7 b =AY T7 IR T b, R
TAV T RELETZT AN T ) 2T S, B — FRIRER— 7 P —o
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F— R DMENVERGEEIL, Vo T — Ik sF vy 7V —o—4~ o — O %
T9e TRBREBMERE « FHALEO 2 BB 0 R 72 7 2EEZEVIZEE L TiEm
FECTOMRHENESE Y — FEIORHACS — 7 o — TN 72D x5 & Ly,

BEL [ FEVAFURERBLGTFRE ]

HEng

REVAF UPRIEITSERMET I VBREFEO—FTH V, A F 4= ONRHED
THIREVATA UPMPICERET D Z EICX W RIET D, wiaRSIEEnEE
LD, EBEORE VAT VIRIEIL Y A X F A= B ARk (CBS) KIBJE T, CBS OIEME
EKTFICROBRETVATA UREET D, HiIER~YARI ) == T OXMGIRBTH D,
VAT A= BAREREIIMER L LTEX I BI2 2L L, TOESRORE
WEWTHREV ATV ERZ &7, T 2813, e SNLEBREL AT
JRIE T BUZRB WL (BSEBIE+Thbd, B ¥ IV BI2 fiEAESRDOETIZLHFEY
A F L RAE 11 BT MTRE, MTR, MMACHC, MMADHC, LMBRDI O3 InF R 12 X5, £, AEY
AT UPRIE 11T BUE MTHFR AR FRFIZ L D, MAT A=V IMEIZA T A =0T 7 7
VIR IR KABIE (MATIA) &2 b D, RIRAE CTIIRERN L CBS BT & % D
FHRERDAF A =0T T ) VGBS RABIED MATIA Z T+ %, WO
& UC MTRR, MTR, MMACHC, MUADHC, LMBRDI, MTHFR \Z>WC b+ 25, #2378 a— |k
FEE T 7 Y L DGO AT T A AL A, AR — 7 = =TT L, EIT
R T2 T VOV 2% L0 N O e L E R VEWR K AN Z DD 7 b (7
I BER, KIEa RN TR, TL—AY T IRNUT U N, AT TA L TR
BEIZTNVT R BRET 5, EEY — RIS — 7 v — D7 — X OHiEN
VERGEIE, Vo T —EC L 2F vy BTV —v—F U —TOT %2179, 7eBKH
FER K « FRANFED 2 & — KO RBUR 2 7 7 DETEZEAIZEE L CIE AR E T oM n
Y — FROKMEA S — 7 o — TR 720, @iExgE L,

BEL [ M) UiE I8 BEFRE )
AW

MV ME T ANIIRFEY A Z )V EEGED 1 -9, argininosuccinate synthetase
(ASS) DRIBIZ LV @7 E=T MIEZ R THETH VY, FRAKSEERERE & 5,
BER~Y AR V== TOMBIHRBTH D, T 285 1T ASSIBIZFThH D, K
AL 1T ASSI A ONCEERIF2Wr & U C SLC256413, ASL % v /87— R~ 7 V) o & 2D
WD A 7T A AFRLE Z, i o — 27 = — T L, EICRB S ni=7 LV
FE 2%LL N DR 2p ELEHA K ORI - FEAIC R DN 7o b (7 X BB, #ik=

7117



RNYFT UM TZL—AV T MRUT U N AT T TREEE TN T U R)
T 5, HHEY — FRRER S — 7 o —DF — X O N LE R G, oA
—ECEDF Y E TV = =T Y —TOMT 21T 9, REBREBERE - fHAFEOa L
— ALK 2 7 ) DTSRI L IR RS COMRMNEH Y — RO
=l oY —TIRREE R 72D ERSR L LR, Wb D SLC25413 D TVS16ins3kb (2
DNWTIE, BRNTIIATO2R VA FEOFEITRENSZNE T2,

BEL [ 7AFX ) ansBIEEGTFRE ]
B

TIVE ) a T BMIEIZREY A 7 VEEIED 1 -5 T, argininosuccinate lyase
(ASL) OKAFIZ L W &7 e =T MAEZ KT HRETH Y, HFROELIEREEAE & 5,
BERS AR V== TORMGRETH D, T T 28613 ASL Bl Th b, K
RAENIH X7 Ea— R 7 Vo L Z DS D AT T A AEALAER Z, it —
=TT L, TS SN2 T VIVBERE 2% LA F OF 7t FLE A K OV VR 2 -
FBANCEBRU T b (72 BE#R, Kbk R RU T b, ZL—AY 7 hRYT
VM AT ITA T REREEZTANIT N 2T S, EHEHY — R —
TV =T —=Z OMERBLERGEE, U —IECE ¥y ET ) == —
TOfT AT 9 RBRBUERE « FAFEO 2 ©—HELREURLR T ) AEEZE I
B L CII MRS EE CoM A U — RRIOIRHAN S — 7 v —TIIIREE R 72 60 i %f
Sl LRy,

BEL [ AF~nrBIEEEFRE ]

B

AF L~ a VERIMAEIE, A F /L~ =)L CoA (MM-CoA) L% —F¥ (MUT) DIEMEETFIZ
Lo T AFN~a U BaiE U0 & T DAIBAER L, (RHIET v F— 2 XU S 455
DIERZ BT 2HEETH DL, REBIIFERY AR V== T ORGIEETH D, A
F L~ =)L CoA DRFHIPEF 2 KK & LTiE, (1) MUT R$EFEE, @QMIT BT 7/
VAR T Iy (anwIR) EERERE L THELTLEDZOE X IV BI2 EET
HAFvr CBIIEE 723, WIS FRARSIEEEMERETH D, B I B2
B R LB R OB 21T ABCD4, HCFCI, LMBRD1, MMAA, MVAB, MYACHC, MYADHC 038 fr 55
DFAET Do AR TIHRERIZR MUTIEETIZOWT, FRe 7 v B U ERIAE O R K& 5
F PCCA, PCCB & & HIZHET 5, Fio, @RI LT ABCD4, HCFCI, LMBRDI, MIAA,
MMAB,  MMACHC, MMADHC & 3815 TARAEZAT 5 23, 240D ORISR 1B L il & & 13
WARBEEENNY 7o b EME LR EMAINT 5, £72. 26 OB I L Tl sanger
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B X 28R TRV, AREXY N Ea— RER—= 7 VL ZOMiED AT
A AELHES Z, RIS — 7 = =TT L, RIS ST LAVBEE 2%EL o
R BB g VR « AL DN 7o b (72 giE#, &ika KoY 7
Yh, TU—ATV T INUT U AT TA TR E XT3N TN BRET
%o Y — REIRIA S — 7 U —DF — X O N LERIG AL, o —iklc &
LDF ¥ BTV == b —TOMN 21T 9, RBREBIRE « fi NFED 2 v —8 21t
RKBLR T ) LEEZEAGICE L TSR E COMIEAEE Y — FRORENR T —7
T —TIIREEZR 72D, WERRE L,

BEL [ 7o vV BRERETFIRE ]

BEng

Zu A VERIGE (PA) 1X, 7R A=A =/ Coh WNRFXT T —BDOEMHEK FIC X
ST, IR EFUMBETITO LT HAMBENERL, T & F— 2 TS FH DI
Wr BT AERTHS, RERITFERY AR V—= U VOMBIRBETH Y, H i
SPEEIETE R & D, AEFEIL PCCA, PCCB D 2 D% 7 o= k6720 fifjT+ 2 #x
T PCCA, PCCBIEAG 1T 5, FRA F I~ VERIGE D MUTIEE T & & HICHET 5,
ARET Y VX7 G a— RERT Y V2 L 2 OO AT T A AERA AR %, KA
— 7 T — TR L, BRI ST LIVBEEE 2% LLF O 7t HfE #a M OVE VR
KRN L LNV T b (TR BB, Kika RN T b ZL—A3 T A
VTV h, ARTTA T REEET-T T 0N 2T 5, Y — RRIRHEAR
= DT — X OGNS BRI, P EC LA E T v — S
Y —TCTOMMTZAT D, TRBRBUERK - FAFEO 2 =B RBUE RS ) DHEIEL
BIZB L CIEEAEEE CoMmMENEH Y — REIOR I — 7 v —Cid R 720, @
HExgE Ly,

wEL [ 4 Y FERIERETRE ]

BEn

AV ER-RRMIEIT 2 A > 2 O FRIAREHNER TE < A V31 U L CoA Bk FEEEFE (1VD)
DEFEIZL > TEL D, HRAELHEBIRORERBETH D, AREBIL TROENT- X 572
E TRV ETER SN DR R 2 2 L, % < 138E LR B-Cngnt, &
IS E TIIET 5, MUVMREIMET & F—2 205 7 & =7 MUE, (RILBE2 EA LIZ LIS
ROOLND, ABEBIIH AR~ AR Y —= 0 T OMBIRETH Y, HREELEEER
Xx &b, T 28I (IDBETTHDH, KRREXY X Ha— NEk=r v
v EZEDMEGD AT T A ZAEN RIS A, RIS — 7 = =TT L, BRI S
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T VVHEE 2%LLF ORGRERE L CEOKRK - AL DN T b (7R BBE
fa, Ik R RYUT U R, TJL—Lv 7 MRUT U N AT TA VTR EE &2
NYT ) T 5, F#EHY — FRKEER Y —F o —DF — 2 DR LB
B, P —ECE DX ET Y = P —TOMN EAT D, IR BRBERK -
FANFE O 2 BRI 7 ) AREEZGICE L I mE E COM A EEHY —
R DM — 7 o — TN R 72D GRS L Liguy,

BEL [ AFNZa v 7Y VU REBGTFRE )

HEng

AFra =7 ) U URE (MCG) 1T A v O FREEHETE TEH< 3-AF s
7 k=L CoA ANAFTT—E (M) DEFIZL>THEL D, HIEAELHMERDOLER
THD, 7 8TV F—T A, Reye JEMERER & CRMERIE U720, FEpE B 78 E R i CRIE
TOHENRFEREBIONTELN, X T LY AR Y == TR SN TN E
JERDOBIRORE AN LT-, HAERST AR V== T ORMBEBTH D, AEHIT
2ODY T =y MBI TWD T2, fifT+ 2 8511X MoCCl, Mecc2 85T
b b, KREITZ vy a— RET 7 Y > & Z DM 27T A ZAEALER A, Yo
R —7 = —TT L, T SN2 T LIVBEEE 2% LA T O e FL @B % OVE
RE-FFANZEZDANV T (T BE#R, Klka RoXU T~ Z—A3 7 |
NYT UM RATTATRERE TNV TN 2T 5, B8 Y — R
R =T oY —DF = OMFENLERGEIE, Vo T —ECE X v 7Y —v—7
VY =TT EAT Do IRBRBUEKK - FEANFD 2 B =KL RBUE 7 ) LS
ZAGIZB LTI ComM A EEE Y — FRIORMR > — 7 3 —CIER #2729
W xtg L Ly,

BE4 - [ MG MfE (HMG-CoA V 7—PXRiBIE) BLFRE ]

BEn

I har RITIZEBWTeA U B E 7 N AREEAICEE 7 HIG-CoA Y 77—
BORBIETH Y, WhEELIEEEE L D, FIERT AR ) == TR RIEBRTH D,
KRB B AN, 2 O OREF S HLS ISR T ' =7 fE, T v F—2 &,
FFHSRERE S 72 & & £ D B N UAMHRIUBE R A2 & o3, ffT 9 2815 113 HNGCL 3851
ThD, AREITY vV Ea— RElk= 7 V2 L ZOWRO AT T A AEAL IR Z, ]k
AR — 7 = U —CRRNT L, TSR SN2 7 L OVEBEEE 2% LA T O i 7 i L i 4 K OV
WRE AL DNV T b (7 7 gE#, Kika RN T b ZL—AbT T
"YU T YR ATTA VU TRFEZE TN TN ERitT 5, B — Mk
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MR =7 oY —DF = Z DTN MLERGEIE, o T —ELF vy T ) —v—
oY —TCOMNT AT o IRBRBUERE « FAE O 3 ©—HEALORBULR 7 ) LA
AR U I A E COR A ) — R ORI > — 5 o — TIIREE 72 72
WA gL LR,

BREL [ HEINVRF VT —EBEXRBERGTRE ]

HEng

t MIZTAFEOINRX T T —EBDOFERN LTS, 7 B4 =/l CoA /LR
Fv7—F (PCC) , AF /7 v h=)L CoA IIVERFTT7—E (MCC) X7 I /Wi, v
NE VRS VRX T —8 (PC) 13HEH/E, 72TV CoA LR FL T —F (ACC) 1T
Wi G D EIREFR T D, ZIDITKEMEE X I ThO AT 2R LT 5,
BRIV AT ACHEE T 2D OIEERFRFHK T 2 @AV R X 7 —EKIE
E (RVFTINVINRX T T —BREIE) L7b, FIERYART Y —=0 IR
Thbd, REBIZ2OOKER, FahvR%y 7 —EAEEE# (HCS) KEEL AT =
F—BRIEICKAEN D, & bITHRAERSIEBIRERE & D i 2 BIsF1X HLCS,
BID BinFTh b, AREZZ /"7 Ha— RiEx 7 Y L ZDMEED AT T A ZH
eIk %, IS — 7 = —TRHT L, EITRE SN2 T VVEERE 2%LL F O/
FEEH L WK AL AN T b (72 RE#H, ik Ry 70 b,
TL—=LV 7 MU T U N AT TGA U TBERZE T AT N RN 5, H
P — PR — 7 o — D7 — 2 OREDLERGEIX, Vo T—ECE D%y
EZ ) == o —TOMT 21T 9, RBRBERE - A D 2 B —HZ 0K HB
P22 ) IREEZAGICE L T EEE CoREAEHY — MoKy — 7 o —T
IR 72 RS L LRy,

BE4 [ IV 2 AEBIE I BEETFRE )

B

THVERIGE T & (GA1) XV Y, e Raxv vy, N7 N7 7 > od e
MR T < 7L & UL CoA ik F#EBEE (GCDH) DREFEIC L » THE U D, LB
DOHEBTHD, PRNRHEDTHL 7 V20l GA) L3-8 ReXxv 7 VX g (3-0H-
GA) 72 & DERENHRARRE, FrIZMSRIR D RIS DR E L 723, iR~ A X7
U —=2 7 OXRREBTh D, T T 28511 COOHBIRFTh D, KIREILZ N7
Ha— REk= 7 vV o L Z2OMEEDO AT T A4 AFNLEk %2, KR > — 27 = —Cfif
Bri, BT S 727 LAVBRES 2%LL T O e R EHL R VW R - FAIC K D3
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TUh (T EBE#HR, KIEa RoRUT U R, JL—AY T IRYT UM, AT TA
VT REREE TN TN ERET S, Y — RER S — S DT —
B OWFENMERGET, P R L 2% v ©T ) =2 =7 U —TOMT 217 9
IR RBUER L « FAZD 2 ©— B O KRB 72 7 7 AEEZRICBE L TIEm B E T
O ES Y — RERORMA Y — 7 o —TIINEE /2 720, GRS E LR,

BREA : [ MCAD (87 T/ CoA Bi/KBEER KIIE) Bl THRE ]

HEng

g 7 S L CoA it /K 52 KHJEIL, 7 2L CoA DT g (REH 4~10) DEEH
DRENE % ARHT 2 MCAD D KIJETH U, HIAEL MBS E & 5, 3~4 5L D
SNMERIE F T D RE AT A-CREAE & R 7o 2V /NS, SR LR 2 SRR L B EE
B/ T ARIERERRDIER 2 2T 5, Wl ARIET 5 &I RME <, FLHh 524K FTIE
GERE (SIDS) D—HE LTHMBN TS, LM LARNDL, BTl AIET S 6 17E
T 5, FIERTARI V== T ORMBIEBRTH D, T 28 11X ACADN Bf51T
b b, KREITZ Ly a— RET 7 Y v & Z DM 27T A ZAEALER A, Yo
R —7 = —TT L, T SN2 T LIVBEEE 2% LA T O e FE B % OVE
REAFNZEDARNV T b (T BB, EiEa RN T b 7—AT 7 b
NYT UM RATTATRERE TNV TN 2T 5, B8 Y — R
R—7 o —DF =2 OMFERMERGET, Yo Tl 2F vy T ) —v—7
=TT EAT D IRBRBUEKK - FEANFD 2 B =KL KRB 7 ) LS
ZAGIZBI U I CoMmM R EEE Y — FRIORMR > — 7 3 —CIER #2729,
W xtg L Ly,

B4 - [ VLCAD (BESH{ 7 2 /L CoA Bk BEER KIBIE) BT

% ]
LS

WRGH T L CoA Bi/KER#3E (very—-long—chain acyl-CoA dehydrogenase : VLCAD)
I Fa s FUTHEERNANCEET 28R TH Y, —HAHR L & b ICRBEE®RO B
Fefb 40 9 . ARRESR O KEE D ERARGITIRIA <, AR S U SRR \EEO
OFE IR IS 2% L, A 1% OUEEN N EE T H DIEF 5, FLERINT T A BRIEBAE
CHRIE T D IR, Sh VT AR (SRR B ARE 2 25 D ER, B AN 31T D W, #h JJ4K
TOHRDOEGELDH D, AR~ AR ) == T ORGHEREBTH Y, HH KL IEEEE
ANa & D, T T 285 F 13X ACADVL BinFTh D, AREIT S /37 B a— Nk
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Y L ZEDWEGD AT T A ZAFN A, AR — 7 = =TT L, BRI S
o7 VOVBREE 2%LLF Of 72 B OV R  FAIC K DU T b (TR B
B, EIEa RN T b, ZL—AY T IRUT U b, AT TA L TR E T
TANUT M) TS, EEHY — FRRIER S — 7 D7 — Z ORTEN LB
BAEE Vo B DXy ET Y =~ U —TOMNT 24T 5, 2B RIBK K -
FANFE O 2 BRI 7 AREEZAGICE LI mEE COME A EEHY —
RO — 7 o — TN R 72D GRS L Liguy,

BREL [ MTP (2 b= RU 7 3TEEERRIBIE, LCHAD E8{3t K
2% 7 U N-Coh AKEBRENEESST) BETIRE ]

LR

S haryRUTOR-MERDHI B, I har NI 7TAHBICKHA LRSI B
ML 2 BT 5 2 BER OO ST, BRSIENIRE B BRLRIEE O 2 OFEE enoyl-CoA
hydratase (LCEH), & 3 ® 3-hydroxyacyl-CoA dehydrogenase (LCHAD), & 4 ¢ 3-ketoacyl-
CoA thiolase (LCKT) @ 3 DDOEREZFF -T2 TH D, a ¥ 7= M LCEH & LCHAD
BERTEMER SV, BT 2= M LCKT IEHEN S 5, AREEHRE KABIE L F bR SRR
DB T, FAERT AR V== T BIRB T 5, BERANTIIHT A TIE ~ B4 i A
F CIEIA, fNT S D815 11X HADHA, HADHB st Cd 5, AR T 70 VLCAD KR
SiED ACADVL SBAGFIZ OV T b THRET 5, RRAILF I Ha— R 7 vV
L ZDWGED AT T A AL A, A — 7 = o — T L, RIS ST
LOVBREE 2% LA T O 72 BB OB OWRKE AL D) 7 b (77 2 B,
flba RN T U R, TL—AY T IR T U b AT TA 0 TR R E TN
72BN BT S, B Y — REREA S — 7 o — DT — X O LI R AT,
U H—ECL DXy BTV == U —TOMNTE1T 9, 7B RIRERAE - A%
D3 E— BRI 7 ) BEEZACICBE U EEE CoREAEHY — RO
MR — 7 o —TIIREE e 726D, RIS & L72Rwy,

BEL [ CPTL(INV=F AV RANVEFTFT UV RART2T9—F 1)K
BIEBEFRE ]

LR
AN=F YA T IVERERRT D 3 MRORYOHER THLAN=F 7SI AL
N7y A7 27— 1 (CPT1) KPEJEZRSENEEO I b2 RU TN~ORRENEE
S, IERFERAEH N 31T 720, Z OFER T R X —FEADIK T 25| &k 2%
BCTHD, BIAERY AR V== FRGREAT, HRaESMEEEREE & 5, T
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L8R FIX CPTIA BInF+CTh D, KBAIL PTIA W OITER Z B & LT
CPT2, SLC25420, SLC2245 % > /37 a— Rl 7 v o L Z DD A 7 5 A AFRALHE
ez, AR — 7 = U — T U, RIS SN2 T VVBEEE 2%LL T O 7o &
B ONRK < AL DN T b (7R BE, Kika KRy 7 o b 7L
— LV T7 MRNYUT N AT TAV T RERE T AT N 2RI 5, EEHY
— MR — T o —D T — X OENMELRGAIL, Vo T B sx v T
U—=2—0 o —TOT 24T 5, IRBRBUMEKRE - #AF D 2 B —FB L0 R B 722
7 DEEEARIZEE U T EREE COMME D ES Y — REIORMAC S — 7 o —TIEIA
o, MERE LRV,

BEA [ BEREGFAHREERCTFRE ]

BEng

e RMEFIAET R FIEIZIE, ATPTA R H OTEMAR FIZ Ko TH ORI & FIAFE R4 T
THIRZIRRE L 72 D A o 95 &, ATPTB 2R H OTEMEAR T K 0 SO PEME AR E S i
EHTDTANY UIRO 2 DORBNRH D, AV 7r AFRITRE « HEORE, MRS
LRI EMEEELZEL D, UA LY VIRIEHREECHRESEL 2T 2, A V7AW
T X PR AEEEERTH Y, vA Y URITE R GRS EEEERTH D, T
DAL ATP7A, ATP7TB 5+ Th D, AREILZ /N7 Ha— NE>=7 Y & Z2D
WD A 7T A AERNCREE 2, S — 7 = — TR L, B ST LV
JE 2%LL T O 7 IS E B O RK - FFANIC K 230 70 b (7 X 7 BB, #&ik=
RyNYT UM TZL—ALV 7 MU T U N AT T TREEE T NY T U R)
ERHT 2, HEY — IR — 7 =T — X O S EReG AR, oA
—ELEDF Y E TV = =T Y —TOMT 21T, REBRBMERE - fHAFEDOa Y
— I BACROKINEZ2 7 DS ZAICE U IR B CORME A EE Y — RO AR
= Y —TCIEREE T ARG E L,

BEL [ REVA I NVEREERBTRE ]

BEn

JRFEV A 7 IVEFEIEL, (AN THEREND T V=T 2T 5 12D O I/ 37
BERDORBIZE > TERT VE=TMES X - THREBHOBRKHTH D, KEL TV DHESE
IZE 2T, NAGS =T B F NI N2 X G pliliEsR) KIJE, CPST (AN VERE
BESE 1) KARJE, 0TC (AN=F > b T AH NN T —F) KIEJE, ¥ bV UIE 1
B, TR =) a T BRIRIE, 7VX = MUE, @AV =F VMUE « &7 =7 IfE - R
FBY MV UIRIEN® %, 0TC KABAE I X @M, 2 DIAMTE kSR inr % &
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Do VMV VISE TR E T VT =) a g BIRIEIL, HIAER~Y AR ) —=0 7 O35
FHRTH D, AW TN+ 2&aF1%, 0TC, NAGS, CPSI, SLC25A15, ARG1, ASS1, ASL
BIETTHD, AMEIZY XV HEa— N7 VL ZDMlED AT T A ZAEALHE
ez, AR — 7 = =TT U, RIS SN2 T VVBEEE 2%LL T O 7o i
PR ONRK < AL DN T b (7R BE#, Kika KRy T7 b 7L
— LV T7 MRNYUT N AT TAV T RERE T AT N 2RI 5, EEHY
— MR — T o —D T — X OENMELRGAIL, Vo T B sx v T
U == o —TOT 24T 5, IRBRBUMEKRE - #AF D 2 B0 KRB 722
7 BEEZACICB Ui EEE oA EHY — ORI > — 7 v —CTIEA
o, MERE LRV,

(1) REFHIE

A SEUL L7277 L DNA 286, 8T D REMREEF O AT Ha— K
TERT 7 Y DA v hr VBRI SENA T I XA B g D WITEERRY
BEEYE (polymerase chain reaction 3%, PCRIE &) 1T LV EBHE L, Ikt —4 v
P—H250EF Y BTV ——F o= X DB TESIRE Z1TV, ARS8
F DT E L E 7 — PRI BT DR B O EERLS Z b OF 2 i H 5 2,
JFRIMIEDHDZ T AN L T H03, R E/BRVGEITTE S 72 DN b2 T AN
Do ZOWEIHEAZ OFEFIZIVHET LD ET S,

(2) E¥EMEKOH EREAE
EREICHW SN TWD e R AU 77 L ARSI E O | IR B B
DOHF A HET D,

(3) EFEHEEEICRIREZITO L LT H2REMOEHHA
FRIZ72 L, AREIIBREMZET 20 TIEH Y TH A,

(4) REICETHIHE
AR ARFTIC RV 2 B 25 60 & 2 H DL,

(6) BIEZRFET DHAITH o Tk, EEITHEZIT > HAEREFT OL4
HIEDEFETH D £H A

(6) MfADIRERZ A
PEHHERC TR D B RIRIRIUC W THCHI L ARED H LiAZ 0 E L
AT D
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(7) BRIEDOEBRAER
WRETISAT DEA L 1D 5E# 7~V s b S -8 1 A
(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A bR %,

9) RBiEDORESRME
PRIMAR L, BRI T2 T R E T D,

(10) RRfEDRHFM:
FE (7). (8), (9) T HRIKICONT, AN TRIRIC TAHICRET
(BEITIE LT, RGAIOFRIAS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEER ORED T XNV OFEHEHE

BARRESS T ~UCIZEEAE 1D 722 & NSRS ERA 1D 2 50#9 5,
BRAEEEEIL, YRERBEOHRXEZEAT 5, EREHREH 2L FIIRT,
- [EA4{k 1D

- LT HMAEE (REL, RED— RES, BRI

- RIS

CEEA TR ) VT BT D ERE R R

- FEOREEA S E R

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR ARO T, EREEBIC T e R A (R T,

(13) HREFH
7L

(14) REDOKH LiAA, BEWEbE
NEEMEEANDT S DNABFZERT  BinTHA=E (O SEETFHRES)
T292-0818 TIEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html
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E-mail : onjk@kazusa. or. jp
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