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HETBE 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 | /MR M | A 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
16 | (1) MAKEEOTHHEE DAL T 16 2023/4/1 AR OTHE | RBER
17 | Efm 0B 17 | 2023/7/26 | MIE— | SREN
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REER 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)
ETFDH chr4:158672382 | c. —75A>G (N\M_004453. 4)
ETFDH chr4:158681559 | c. 176-636C>G (N\M_004453. 4)
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 (N\M_000183. 3)
HADHB chr2:26279397 c. 811+82A>G (N\M_000183. 3)
HCFCT chrX:153971810 | c.-970T>C (NM_005334. 3)
meee2 chrb:71643807 c. 1073-12C>G (N\M_022132. 5)
MTHFR chr1:11790916 c. 1753-18G>A (N\M_005957. 5)
MTR chr1:236808538 | c. 340-166A>G (\M_000254. 3)
MTR chr1:236813932 | c. 609+1088G>A (N\M_000254. 3)
MTR chr1:236894161 | c. 3205-196A>G (N\M_000254. 3)
MTRR chrb:7883746 c. 903+469T>C (\M_002454. 3)
NAGS chr17:44001566 | c.-3098C>T (N\M_153006. 3)
NAGS chr17:44001599 | c.-3065A>T (N\M_153006. 3)
NAGS chr17:44001600 | c.-3064C>A (NM_153006. 3)
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NAGS chr17:44001638 | c.-3026C>T (N\M_153006. 3)
NAGS chr17:44005415 | c. 427-222G>A (N\M_153006. 3)
NAGS chr17:44005419 | c. 427-218A>C (NM_153006. 3)
orc chrX:38343313 c. —9384G>T (N\M_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 (NM_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 (N\M_000531. 6)
orc chrX:38410151 c. 867+1126A>G (N\M_000531. 6)
orc chrX:38413090 c. 1005+1091C>G (NM_000531. 6)
PAH chr12:102839031 | c. *144A>G (NM_000277. 3)
PAH chr12:102843144 | c. 1199+502A>T (\M_000277. 3)
PAH chr12:102843626 | c. 1199+20G>C (N\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 (NM_000532. 5)
PIS chr11:112228271 | c. 84-323A>T (\M_000317. 3)
PTS chr11:112228303 | c. 84-291A>G (N\M_000317. 3)
PTS chr11:112229492 | c. 164-716A>T (\M_000317. 3)
PTS chr11:112229536 | c. 164-672C>T (\M_000317. 3)
YDPR 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 (N\M_003060. 4)
SLC22A5 chr5:132386973 | c. 825-52G>A (N\M_003060. 4)
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SLC25A20 chr3:48884134 c. 199-10T>G (N\M_000387. 6)
SLC5241 chr17:5033250 c. 1134+11G>A (N\M_017986. 4)
SLCHZAZ chr8:144359183 | c. -110-1G>A (N\M_024531. 5)
SPR chr2:72887420 c. —13G>A (NM_003124. 5)

BEA [ 7==/A7 FRERGTFRE ]

iR

T = RURREE (PKU) IZRFEELE IND 7 2= T 7 = OB OREEIC X
STHIEEZ SNDEBBEIE 7 ==V T 7=V MJE (7 Phe MJE) %3¥7=9, @& Phe
MAEIE, 7 = =7 7 =K bR (PAH) B T2 ITER T 5 PAH KEBSE & PAH O
WHEZETHHT T Fred7 71U (BH4) OARFRD D WITHAEROBER ERF O
HEIERNT 5 BH4 KABJE & IZKBITE %, BH4 {REHRICIX GCHI, PCBDL, PTS, QDPR, SPR
BETRENPFET D, EDIC, D FyryXar b LTPAM ¥ U3 OZENRICEDS
L IND DVAJCI2 BT R RN & L GEFE#RE SN TW5, PKU IEHTE R~ 2
AN == T OMBFEBTH D, RIRE TN 286 IIREHR PAHTH D, K
A1 PAH Y ONCEERFEr & U C GCHI, PCBDI, PTS, QDPR, SPR, DNAJC12 % > 237 =1 — K
FEE T 7 Y L DD AT T A ZAFNL A, AR — 7 = =TT L, EIT
R ST T VVBEEE 2% LA F OFG72 B KR OB WR K AN L2 7 - (7
I BER, KIEa RN TR, TL—AY T IRUT U N, AT TA L TR
BEIZTNIT N BT 5, EEY — FRIRIER Y — 7 o — D7 — X OHiEN
VERGEIE, Vo T —EC L 2F vy BT V== U —TOT %2179, 7B KM
FER K « FRANZED 2 & — KO RBUR 2 7 DEIEZEIZEE L CIE AR E Comn
Y — FROKMEA S — 7 o — TR 720, @iExgE L,

BEL [ A—Iriny 7REBGIRE )

iR

A—=TNvmy FRIEITOEE T MRBKEBER DR FIZLY, T I /B Th
LRy, vy, A Yad Y HROGEE T NIBORBMBIESE SWDBEETH D,
ZOBEFIL Ela,E1B,E2,E3 @ 4 DOBEFIZL > Ta— RENLEEETHY, W
NOEF & HIRAREEDOBBIER L RT, E3 XV BIKEHEESK, o 7 b
TNENVEBIKERFEGR L bILEO T 2=y N ThH T2, T DR TIIE LR
MIE, a7 N7 NAZNAVEBO LA LRBD L, FERTAR T V== T ORMGHRBETH S,
ARIRAT N BN THTT 5 s +-1% BCKDHA, BCKDHB, DBT, DLD Y& fn+ T 5, AMEITH v
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NRIBa— RE— 7 Vo L DM AT T A AEALEE A, Rty — 7 = —
TR L, BRI SN2 T LIOVBEE 2% F OF e A EH L OV REE - FiAIC & D
NRYT ok (TR BBER, Kika RNV T b Zb—ALY 7 MU T U b, AT
TAV U TREZE TR T M) T 5, B — PR —7 =0
T2 DFEDLELRGEX, Y T By BT Y ——F U —TOfiT %
TYe RBREUBRE « fFAFO 3 B =XKL T ) LEEZEICE L Tidm
FEECORMENEEEY — RRORIA S — 7 o —TIRREE R 720 iS5 & L,

BREL [ FEVAFURERBLGTFRE ]

BEng

FEVAFT VPRIEITERMEY I BRREFEEO —FTh Y, A F 4= DREHED
THIHREVATA UPMPICERET D Z LIS X W RIET D, wiaRpIhEnEE
LD, FBORE VAT VIRIEIL Y A X F A= B ERkEE#E (CBS) KIBJE T, CBS OFEME
BRIV FETRATAUREMET D, FIERY AR ) —= 0 TOMGIHERTH D,
VAAF A= BAREREIIMESR L LTEX I BI2 2MLELE L, TOESRORE
WZBWTbHREVATF U ERAZE T, i 286F1%, TS SNDIRES AT
JRIE T BNZRB WL (BSEBIE+Thbd, B ¥ IV BI2 fiEAESROETIZLHHEY
ZF U PRIE 1T BYE MTRR, MTR, MMACHC, MMADHC, LMBRDI D &Hn TR X %, £7-, REY
AT UPRIE 11T BUE MTHFR AR FRFIZ L D, MAT A=V IMEIZA T A =0T 7 7
OVEERSIER RABIE (MATIA) B2 D, AR TITRERLR BSBInT & Z D
RIBERDATF A =0T T ) VVEERBEER RIIED MATIA Z T 2, W ONTERRIR2E
& U MIRR, MTR, MMACHC, MVADHC, LMBRD1, MTHFR \Z>\WTC T35, Z o7 a— R
T 7 Y L ZDOWSRD AT T A AFNL A, IR — 7 o — TR L, U2
R 72T VOV 2% UL N O e R E R VEWRE AN Z DD 7 b (7
I BER, KIEa RN TR, TL—AY T IRNUT U N, AT TA L TR
BELTANVT UM ERET 5, B — KRS — 7 v — 0T — & OffisEn
VERGEE, Vo B LY T ) —— U —COMIT 2175, 2B KB
PR« FANZED 2 & —HE L0 K2 7 S ZEAIZ B U IR E C oM
Y — FRIOKMA S — 7 o — TR 720, @iExg e L,

BEL [ YY) UiE I8 BEFlRE )
WS

MV E T ANIIRFEY A Z )V EERED 1 O T, argininosuccinate synthetase
(ASS) DRIBIZ LV &7 E=T MIEZ R THEETH Y, HRAKSEBRERXE & 5,
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BER~Y AR V== T OMBIRBTH D, T 28B 71X ASSI BIEFTh D, K
FRATIE ASSI G TN BERIZ2WT & LT SLC25413, ASL 7 v /87 B a— R~ 7 Vo L 2D
WD A 7T A AERNCREE 2, S — 7 =TT L, BRI ST LV
FE 2%LA T O I A EH K DN RK <A K 23 7 0 b (7 X BRE#, #& 1k =
RNYFT UM TZL—AV T MRUT U N AT ITA VU TREEE TN T U R)
T 5, HHEY — FRRENR S — 7 o —DF — X O N LE R GA T, VoA
—ECEDF Y E TV = =T Y —TOMT 21T 9, REBREBERE - fHAFEOa L
— ALK 2 7 ) DTS AT U IR RS COMRMNEH Y — RO
=l Y —TIRREE R 72D ERSR L LRV, Wb D SLC25413 D TVS16ins3kb (2
DNWTIE, BRI TOR VN, FEOF EIIRENENE T 5,

BEL [ 7VX ) ansBiEEGTFRE ]
B

TIVE ) a g BSEITRZY A 7 VEEIED 1 -5 T, argininosuccinate lyase
(ASL) OKAFIZ L W 7T e =T MIEZ KT HRETH Y, HFROELIEEEEAE & 5,
BERS AR V== TORMGHRETH D, T 28613 ASL BlnFThod, K
ALY N7 Ha— Rl 7 Y & 2 DOMigD A 7T A4 AEALiEE Z, RS —
=TT L, BB SN2 T LVBERE 2% LA F OF 7t BLE A K OV VR 2 -
FACED N T b (TR ERER, #EEa RN T b ZL—AY 7 bAY T
VM ATITA T REREETZTANIT N 2T S, EHY — FRR R —
o —DFT =2 OMFENRERIGEIX, VU —ELE2F vy T ) —v—F o —
TORTZAT 90 IRBRBUERE « FAFEO 3 ©—HEL KRBT ) AEEZEIC
B L CIImkEEE CoM A EE U — RRIOIRHAN S — 7 v —TIIREE R 7260, i *f
Sl LRy,

BEL [ AFl~nrBIEEEFRE ]

B

AF =0 VERIEIE, A F /L~ =/ CoA (MI-Cod) LZ—F (MUT) DIFMETIC
FoT AF A~ UBEIZ U LT 2 ABIBPERE L, REMET & F— R &1
DIERE BT 2B TH LD, REBITHERY ARV == TORMGHEEBTH D, A
F L~ m =L Cod DRFHCIRE Z KT FIE & LTI, (1) MUT ZARIEE, (MUT 237 7/
AaAnT Iy (anwIR) EMEEE L THNELETLEOEOE X IV BI2 EET
b AF N~ r CBISEE E 72T, Wb FRERSHERIEEELE THDH, BX I Bl12
WEEE LB R OB 21T ABCD4, HCFCI, LMBRD1, MMAA, MVAB, MYACHC, MYADHC 038 fs 55
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DFIET Do ARAE TIHREN 2 MUTEBEAIZONWT, Tt 7 v B4 U ERE O N B s
+ PCCA, PCCB & & HIZHET 5, Fo, 8RN & LT ABCD4, HCFCI, LMBRDI, MIAA,
MMAB,  MMACHC, MMADHC &85 TR 24T 5 23, T4 D OBE IR L Tidas & & 133
WARBEEEANY 7 o bR Lie R 2T 5, 72, 26 OBIEFIZBI L Tl sanger
B X 28R TRV, AREIXY N a— RER= 7 Vo L Z OO AT
A AELHESZ, RIS — 7 = =TT L, BT ST LAVBEE 2%BL RO
e R B OV WRK AL DN T o b (7 7B, Eika Koy 7
Yh, TU—AY T INUT U AT TA TR E XT3N TN BRET
Do FHY — MR HR S — 7 o —D 7 — & OMiER B RIGA L, o —EIC L
LDF ¥ TV == b —TOMN 21T 9, RBREBIRE « ffi NFED 2 v —H 21t
RKBUEZR 7 ) IEEZAICE U CII SR COMm AR Y — R ORI — 7 v
P —TIIXREE R T D, WERE LR,

BE4 [ 7o vV BRIERE TFIRE ]

iR

Zu A VERIGE (PA) 1X, 7R A=A =/ Coh WNRFXT T —BDOEMHEK FIC X
ST, IR EFUMBEITTO LT HAMBENERL, T & F— 2 T D FH DA
War BT AERTHD, RERITIFERY AR U —= U VOMBIRBTH Y, H i
SPEEIETE R & D, AEEFEIL PCCA, PCCB D 2 D% 7= k620 fifMT+ 2 #s
TX PCCA, PCCBBIE T Th A, LR A F A ~a VBIAED MTEE T L & HICHsET 5,
ARET Y X7 G a— RERT Y V2 L 2 OO AT T A AERAEIR %, KA
— 7 T —TRAT L, BT ST LVBEEE 2%LLF O 72 B K O R
KN L LNV T b (TR BB, Klka RN T b ZL—A3 T A
VTV b, RARTTA T REEET-T T 0N 2T 5, Y — REIRHER
= DT — X OGNS BRI, P EIC LAy E T v — S
Y —TCTOMMTEAT D, TRBRBUEREK - FAFED 2 =B RBUE RS ) DHEIEL
BIZBE L CIEEEE CoMmENEH Y — REIOR I — 7 v —TiIREER 720, @
gL Ly,

BEL [ 4 Y FERIVERETRE ]

B

AV EREBRIEX T A > > OFRREHHEFRE TE < 4 V231 U L CoA fil /K %3 (1VD)
DOEEIZ L > THEL S, RS EBEORETH S, AREET TROENE XS 7
Loy PRV LIERSNDEEMRIERZ 2L, £ ITH /ARSI BCNEH:, &

9/17



RS E TIIET 5, MUVMUEIMET & F— 3 205 7 & =7 MUE, (I 22 S LiIZ LI
ROOND, ARBIIF AR~ ARSI V== T OMGIRRTH 0, HRaEL YRR
L& LD, BT 528G DB THDH, AREILY V87 Ea— k=7 v
v EZDMGED AT T A ZAEALE A, RIS — 7 = o — T L, EICHREH Sz
T VVHEE 2%LLF ORI ERE L CEORK - 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 — FRKERS —7 o —DF — 2 DR LB
Bl P —ECE DX Y ET Y = P —TOMN EAT ), IR BRBERK -
FANFE O 2 ORI 7 AREEZAGICE LI EE E COME A EEH Y —
R DA — 7 o — TN 2R 72D iExIG L Liguy,

BEL [ AFVvra b= 7Y VURERBETFRE ]

iR

AFra =7 ) U URE (MCG) 1T A v O FREEHETE TEH< 3-AF s
2 k=L CoA ANAFTT—E (M) DEFIZL>THEL D, HIEAELHMERDOLER
THD, 7 8TV F—T A, Reye JEMERER & CRMERIE U720, FEpE B 78 E B i CRIE
TOHENREREBIONTELEN, X T LA R Y == TR SN TN E
JERDOBIRORE AN LT-, HAERST AR V== T ORMBEBTH D, AEHIT
2ODY T a=y MO I TWD T2, fiftT+ 28a11X MeCCl, Mecc2 85T
b5, KR Z N Ea— NERT 7 Y L Z OO X7 T A AL REIR %, Y
R —27 = —TT L, T SN2 T LIVBEEE 2% LA T OF e S @B % OVE
RE RNV T b (T BB, EiEa RN T~ 7—AT 7 b
NYT UM RATTAVTRERE TNV TN 2T 5, B8 Y — R
R =T oY —DF = OMFENLERGEIE, Vo T 2F v T ) —v—7
=TT EAT Do IRBRBUEKK - FEANFED 2 B =KL RBUE 2 7 ) LS
ZAGIZBI U I @i ComMMREEE Y — FRIORMR > — 7 3 —CIER #2729
WG L Ly,

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

LR

I har R TIZBW T A U BLRR E 7 N AREEAICEE 72 HIG-CoA Y 77—
BTORBIETH Y, Y BERLMERIEE & 5, HIERY AR V== THRREBTH D,
KRS A RINC, 2 OfORER] & FLA RN & T o F =7 ME, fREET & F— X,
JHHEREIRE T 72 &A1 5 IE7 B U PMRRIMBERAEZ & 727, f#tT T 23815 113 HANGCL Eis1
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ThD, KREIIY V7 E a— RElk—= 7 V2 L Z OO AT T A AERAL A%, Rk
ARG — 7 = =TT U, BT S 3727 LV 2% DL T OFfi 70 Ha BL (8 4 K OViEL
WRIR - FEANICE DN T b (TR 7 BE, iEa RN 7 b JL—Av 7
RRUT U b, AT TA TR ZE TNV TN Zgitd 5, B — FEl%
MR =7 oY —DF = Z DTN MLERGEIE, o T —ELF vy T ) —v—
o —TOMBTEAT 5, RBPBRBUEKEK - FAFED 2 ©—HEASOKRB L7 L
WEEIZEE U I E CORMMAES Y — RELOR R S — 7 v —TIXR R 723
WA gL LR,

REA : [ BEINVAF V7 —ERBIERBTRE ]

BEng

t MIZAFEOINRX T T —EBDOFERM LTS, 7' B4 =)L CoA /LR
FvT—F¥ (PCC) , AF /71 =L CoA HILRFLT—F (MCC) 17T I /B, v
NEVEESVRX T —8 (PC) 13HEH/E, 72TV CoA LR FL T —F (ACC) 1T
B E RO EERERTH D, TNHIIKEEE Y I ThdEFTF U2 filER LT 5,
BRIV AT ACHEE T 2N D OIEERFRFHK T3 2 EA DV R X 7 —EKIE
E (RVFINVINRXT T —BREIE) Lb, FIERYART Y —=0 IR
Thbd, REBIZ2OOKE, FahLRxy 7 —EAEESH (HCS) KEEL AT =
F—BRIEIZKAEN D, & bICHRARSIEBIRERE & D T 2 BI5F1Z HLCS,
BID Bin ¥ Th b, AREZZ /"7 Ea— RiEkx 7 Y L ZDMEED AT T A A
PrfElE %, RS — 7 = —CRAT L, ISR SN 7= 7 VAVEEE 2% LU OF 7216
FEEH L WK < FFAICE DN T b (72 ERE#H, ik Ry 70 b,
TVL—LV T MRNUT U R AT TA VT RERE TN TN 2T 5, &
P — FRIKHA S — T o — D7 — 2 OREDLERGEIX, Vo T—ECE D%y
B == U —TOMNT AT 9, IRBRHRE - FEAED 2 & —HEL0RH
W72 ) IEEZAGICE L CIdEiE CoREAEHY — FMRloRR Y —7 o —T
IR 72 RS L LRy,

BEA [ 72 ABRIUE 1 BIBETFRE ]

B

T VERIIGE T Y (GAl) XV Yy, e Rax 00, Y777 o OfERH
WFETEI K 7 V& UL CoA ik #ERES (GCDH) DFEEIZ L » THEU 5, Wit AL TEE R
DFEBRTH A, TRRPED THAL I NVEZNEE GA) ,3-t RaxT Vg (3-0H-
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GA) 73 & DERED PRSI, FRRRR O BIAZOWGR D E L & -3, i~ A 27
V==V T OXRGHRBTH D, RITT 285113 COOHBIR T CTh D, RRETY 3T
Ba— RfEilk— 7 v v L ZOMiED A 7T A4 AEALHE 2, RS — 7 = o — i
Bri, BT ST LAVBEEE 2% L0 T O 72 R E L OO - A L D3
T b (TR BEER, RIEa R TN, TL—AY T MR T U N, AT TA
VU REEE TN T N BT 5, Y — Rkt — S 0T —
2 DNV IR G AT, o =ik sFx ¥y 7 ) —v— o —TOMT #1795,
IR B RBUER L - FANFED 2 B — AR RBEL R 7 LEEZICEE L ClT s C
ORHNEB Y — FRIORM S — 7 o —TIIREE 720, Mibatg s Ly,

B4 : [ MCAD (R84 7 I/ CoA /K BEEERIBE) BETRE ]

iR

BT L CoA M K SEBESE KARSEIT, 7 2 /L Coh DT HHEH (JRFEH 4~10) DEEH
DRENiE % AHT 2 MCAD D KIJE TH V), HIAEL MBS E & 5, 3~4 5L T D
SMERIE F T D REA T A-CREAE & R 72 2V /NS, SR LR 2 SRR L B EE
B/ T ARIEGRERRDIER 2 2T 5, Wl ARIET 5 & FE1IT RN E <, FLHh 528K FTIE
BERE (SIDS) D—HE LTHMBN TS, LM LARNDL, B TR AIET S 6 171E
T 5, FIERTARI V== T ORMBIRBRTH D, T 285 11X ACADN Bi51T
b b, KREIZZ Ly a— RET 7 Y > & Z DM 27T A AEALER A, o
R —27 = —TT L, T SN2 T LIVBEEE 2% LA T OF e S @B % OVE
REAFNZEDANV T b (T BEEHR, EEa RN TR Z—AT 7 b
NYT UM RATTAV U TRERE TNV TN 2T 5, B8 Y — Rk
R =T oY —DF = OMFENLERGEIE, Vo T 2F v T ) —v—7
=TT EAT D IRBRBUEKK - FEANFD 2 ©— KL RBUE 2 7 ) LS
ZAGIZBI U I CoMmM R EEE Y — FRIORMR > — 7 o —CIER #2272
W xtg L Ly,

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

% ]
ABEE

WGH T L CoA Bi/KE %35 (very—-long—chain acyl-CoA dehydrogenase : VLCAD)
ZI har RUTHE ERNMAICHFET 2ECTH Y, —HERESR & & LICEHEBRO B
it 20 5 AlESRE O KIBIEOBR B ITIEIA <, FrAaERSH S U ITLESHEN S EED
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OISR ILRE 225k U, A T OUEEN R #E T 2IEH10 6, LRI T A BRIE AT
CHIE T D IER, Lh Ve AR AR A B ARAE 2 59 D RER, BRI 351 2 #1798, 7 1K
TOHROEFE LD D, FERYART V== T OMBIRBTH Y, HYORLIEEET
RE & D, fRNTT HBIETIT ACADVL BT ThH D, FERIZW I CPT2, CPTI4,
SLC25A20, SLC22A5, ETFA, ETFB, ETFDH, FLADI, SLC25432, SLC5241, SLC52A2, SLC5243 12>\
THNT 2, AREITZ X7 Ea— RERT 7 Y L ZOMED AT T A AEALHE
Ww, IRy — 7 = =TT L, RIS S 727 LV 2%LL T Ofs 78 Ik E
B OBEWRK AL DN T b (7 RE#, Kika KNy 7 b, 7L
— LT IRV T U ATTA L TEBERE T AT UN) TS, EEHY
— RIS — o —D T — X OB E G, o T —Elcks¥F v BT
== o —TOMNTEAT 5 7RIBRBUEKL - FAE D 2 ©— ORI 2
7 AREEEAGICE Ui mE E T oMM EEH Y — RRIORIER > — 7 o — Tl
oo, MERE LRV,

BEEL [ MIP (3 b= WY 7 3EREERCHUE, LOHAD RS E K
X7 U N—CoA RAKEEEABESST) BETFRE )

LR

S haryRUTOR-MERDHI B, I har N 7TAHBICKHA LRSI B
ML 2 BT 5 2 BER DO OE ST, BRSNS B BRLRIEE D 2 OFEE enoyl-CoA
hydratase (LCEH), & 3 ® 3-hydroxyacyl-CoA dehydrogenase (LCHAD), & 4 ¢ 3-ketoacyl-
CoA thiolase (LCKT) @ 3 DDRE & Fi -T2 EH Th D, a7 2= NI LCEH & LCHAD
FERTIEVER B D, BT 2= M LCKT IR & 5, AREESR KABE L RS RS
DBERT, HERY AR ) —= 0 FRIGEBTH 5, BRI A T IIE ~ B # ih 5
F CHRIEV, fNTS 28 5113 HADHA, HADHB ¥&{5¥Cdb 5, AMA TIE E7E VLCAD K48
FED ACADVL BAGFITHOWT b TIRET 5, ARAILF 7 Ha— FiEg> 7 vV
L ZDMNGED AT T A AL ANk E, WA — 7 = o — TN L, ISR ST
LOVBREE 2% LA T O 72 BB OFWRK AL D) 70 b (77 2 IR,
Wlba RN T U R, TL—AY T IRUT U b AT TA 0 TRE R E TN
T U M) RS, EE Y — FRIRIR S — 7 Y —DF — Z O BRLE R A T,
U H—ECL DXy BTV == U —TOMNTE1T 9, 7B RIARERAE « A%
D2 B —HEA LR KBUE e 7 ) ARG L CIE@ R E CORMBEHY — R0
MR —F P —TIIREE R 720, MRS & L72awy,

BEL [ CPTL(INV=F VI RANVETFT UV RART2TF7—F 1)K
BIEBEFRE ]
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RS
AN=F YA TNV T D 3 RO DOBER TH L AN=F 7SI AL
F7oA7=27—8 1 (CPT1) KRPJEIZRBNEMIED I b2 R U T N~OEREDESE
S, MBS+ 01T o2 < 72 0, ZOFRER T RNV F—FEADIK T2 5| & Z 3%
BTHD, ERY AR V== FRGHRET, WG AERSERIEERE & 5, fiftr 7
L8IsFIE CPTIA BIn+Th D, ABAEIX PTi4 W ITER Z W & LT
CPT2, SLC25A20, SLC22A5 % /37 B a— REEl T 7 V) v L Z DD A 7T A AENLHE
ez, AR — 7 = =TT U, RIS SN2 T VVBEEE 2%LL T O 7o &
B QDR EK < AL DN T b (7R EBE, Kika KRy T7 o b 7L
— LT IRV T U ATTA L TEBERE T AT UN) TS, EEHY
— R — 7 oY — DT — X OMENMERG AT, Vo Tkl sF v T
U == o —TOT 24T 5, IRBRBUMEKE - FAF D 2 B —FZBb0 KRB 722
7 MEEZEAIZE U TR AR EE COMRME A ES ) — RO RS — 7 o — Tl
oo, MERE LRV,

BEL [ BREGFAHRRERCTFRE ]

iR
e R PSR R FIEIZIE, ATPTA R H OIEMAR FIZ Ko TH ORI & FIAFE LA T
THIRZIRRE L 72 D A 2 95 &, ATPTB 2R H OTEMAR T2 K 0 SO PEME AR E S i
HEETDUANY VRO 2 DORENRDH D, A 27 AFEE - FZOREE, fifkiEE 72
LRI EMEEEZEL D, UA Y VIREIHFREECMHRESELET 2, A V7AW
13 X PRI TH Y, U ALY URITE RO ARG TH D, BT
DRI ATP7A, ATP7TBEIEFTh D, AREILZ /7 Ha— NE>=r Y 220D
WD AT T A ANLFE Z, IRTEAR Y — 7 = o — TR L, ISR &7 LV
JE 2%LLF O 7 IR E B OLNRK NI K 230 70 b (7 2 7 BB, #&ik=
RyNYT7 ML=V T MU T U N AT TA U TREEE TN T U R)
ERHT 2, HEY — IR — 7 =T — X O RN E e G AR, oA
—ELEDF Y E TV = =T Y —TOMT 21T, REBRBMERE - fHAFEDOa Y
— I BACROKINE 2 7 ) DS ZAGICE U I EEEE CORME A EE Y — RO AR

= Y —TCIEREE e T ARG E L,

&L [ RREVA 7 NVEREERETRE ]

B
KRB A 7 IIVEREIEIL, AN TERSNAT V=T 2R T 5728 O IZ LB 7
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MRERORKBIZEL > TET VE=TMELZ X - TRBHOBKTH L, KEBL TV DESE
IZL > T,NAGS (=T F T N% I UGBS KRIBJE, CPST (AN LY VRS
BEESE 1) KRABSE, OTC (AN=F > F T AB AN F—8) KBJE, & M s idE T
T NVX= ) a Ny BRIRIE, 7VX=VIE, @AV =F VMUE « &7 =7 ME - K
TV MV UIRIEN S D, 0TC KABSE I X 88, 2 LISM T Gk B R % &
Lo ¥ MVY IE TR E T VX = ) a T BBIRIEL, FiIER~ AR ) —=0 T OX45%
FEHRTH D, AW TN+ 2&aF1%, 0TC, NAGS, CPSI, SLC25A15, ARG1, ASS1, ASL
B CThod, ERERBKRIC, SLC25413 LT+ 5, AREILY V7 a— RiE
W Y L ZDWED AT T A AT, AR — 7 = % — TR L, T2
HMENT2T VB 2%LL F OM R EAER L VEWRE - A K207 b (7
IEEEW, KIEa RUNYT U R, TL—AY T MRNUT U, ASTA U T RE
BEIZTNIT N BRET 5, EE Y — RIS — 7 Y —DF — X OHiSEN
VERBAIT, Yo —IEICL DX v BT Y —— o —TOMTEITH, RBRHE
BRI« F N D 2 ©— b0 R B e 7 AEIEZARIZE U I @R TR 23
B — FRIOKME S — 7 o — TR 720, @iExtg L L,

(1) BEHE

A SEUL L7277 L DNA 286, 8T D REMREEF O VT Ha— K
e Y b2 DA v bu BRI ENA TV I B = a b D OIERERR
BEEYE (polymerase chain reaction 3%, PCRIE &) 1T XV EBHE L, kit —47 v
F—HDLWNEIFX Y BT Y ——7 I L DB B TESIRE 21T, A G0l s
F DT E L E = — FHEBIC BT DR B O IERLY Z b OF 2 i+ 2,
JFRIME DA DZ T AN L T D05, RLLEHRVGAITIE S DN b AR
5o ZOHEIFEA DFEFIZL VAT LD LT D,

(2) E¥EMEKOH ERELE
EREAICHW S TWD e FF 2 AU 77 L ARSI E O G | IR B B
DOHEEHET D,

(3) EFEHEEEICRIAREZITO L LT H2REMOEHHA
BRIZ72 L, AREIIBREMZET 20 TIEH Y ¥ A,

(4) REICETHIHE
FARBARFTIC RV Z B2 60 & 2 H DL,

(6) HEZFFETDIHRCTH - TF, EBRICHEZIT I HEREFT DL
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(6)

(M)

(8)

(9)

HEDEFEITIH Y FHEA,

AR DERE A
AR TRE D B EIRIRFUC W THICHII L AREOH LB DL
AR D

i QUNPEA ST
WRETISAT D EA L 1D SE# 7~V s b S -8 1 A
(B 22 B PRER I 45 EDTA-2K (7213 Na) HEhr)

BIEOERE
i 1ol B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BT E T2 A R E D

(10) iEDRHEH
Eie (7). (8). (9) ZWT=THRIKIZOWVT, FIC AN TEIRIC TARINIHEET 5

(LEIZIS T T, RFIORMS ), BEHOFRIZEE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFERHEH

(12) R % BB 2 DR AERER (M OBmAERERTICHE ZKET 256

BARBESS 7 ~ U IZEEAAL 1D 72 © ONSRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

« A KT A 2 MFORETR

- FEOREREA S E R

bHlcoTid, BRFHARENSF) £ THRET D DITET DKM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREREICIT o mEREE ey,

(13) REFH

L
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(149) REDORBH LiAA, BRWELE
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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