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WETBE R

No. BETAE Ver. | fHERBHLAA VERE KRE
1| HRUERL 1 2017/05/31 | /NE M | & THE
2 | LT KL 2ADFTIE 2 2017/7/25 | /PR M| AR TR

BRAKEE LA RAHO) 02 LE X
3 | MEHHALOEIE (TLX=/a,| 3 2017/9/11 | /MR | & TAE

I BRIRIE—>T VX ) a7 BRILE

LCAHD —> LCHAD)

MR KIS LA (RAHO) 02 LK
4 | B OB IE (AT B s O ) 4 | 2017/10/16 | /N M | & TAE
5 | MAEMHEERA RMOQ) OHIBRE X | 5 2018/1/11 | MUINE— | & TH&

IS AHIHE (11) OB

FRMT X GBS 1 DB (CPS1)
6 | AT REL T DA E 6 2018/4/2 | MINE— | &% TH&
7| Bl OB IE (RS R OBl 7 2019/4/1 | MINE— | SRER
8 | AT RE IR DA H 8 2020/4/1 | M)INE— | SRS
9 | intron fEIKDIEN 9 2020/8/26 | MJIVE— | KRB
10 | intron FEIE DB 10 2021/6/29 | MINE— | SKRER
11 | BB 70BN 11 | 2021/10/8 | fW)INE— | KRB
12 | FALE 12 2022/4/1 | M)INE— | SRE%
13 | SLC25A13 TVS16ins3kb MAHFEL 13 2022/4/1 | MNIE— | KRB
14 | 7xz=/r b VRIEBMEFREIC ] 14 2022/6/9 | M)INE— | SRE%R

DNAJC12 73BN
15 | fEGE 15 | 2022/11/24 | fJINE— | KRB
16 | (1) MAKEEOTHHEE DAL T 16 2023/4/1 AR OTHE | RER
17 | Efm 0B 17 | 2023/7/26 | MIE— | SREN
18 | intron fEIKDAE T 18 2024/6/1 ME— | RS
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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,

WET4 | position(hg38) HGVS. ¢
ABCDA chr14:74286541 c. 1753-12G>A (N\M_005050. 4)
ACAD chr1:75733498 c. 287-30A>G (NM_000016. 6)
ACAD chr1:75734772 c. 388-19T>A (NM_000016. 6)
ACADI chr1:75734777 c. 388-14A>G (\M_000016. 6)
ACADI chr1:75745788 c. 600-18G>A (N\M_000016. 6)
ACADI chr1:75750434 c. 850-17A>G (N\M_000016. 6)
ACADVL chr17:7219841-7219853 c.-144 -
132de1CCCAGCATGCCCCinsT (NM_000018. 4)
ACADVL chr17:7221696 c. 622+14del1A (N\M_000018. 4)
ACADVL chr17:7221931 c. 623-21A>G (N\M_000018. 4)
ACADVL chr17:7222150 c. 753-27C>T (NM_000018. 4)
ACADVL chr17:7222166 c. 753-11T>G (N\M_000018. 4)
ACADVL chr17:7222880 c. 1077+15C>T (\M_000018. 4)
ACADVL chr17:7223629 c. 1183-15A>G (N\M_000018. 4)
ACADVL chr17:7224083 c. 1434+14T>A (NM_000018. 4)
ACADVL chr17:7224564 c. 1678+12C>T (\M_000018. 4)
ACADVL chr17:7224575 c. 1678+23C>T (\M_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 (\M_000050. 4)
ASS1 chr9:130452225 c. —4C>T (N\M_000050. 4)
ASS1 chr9:130457282 c. 175-1119G>A (NM_000050. 4)
ASS1 chr9:130476114 c. 598-757G>A (NM_000050. 4)
ASS1 chr9:130479849 c. T73+49C>T (\M_000050. 4)
ATP7A chrX:77910213-77910310 c. —644_-547de198 (\M_000052. 7)
ATP7A chrX:78011163 c. 1870-13T>G (NM_000052. 7)
ATP7A chrX:78019743 c. 2627-501C>T (NM_000052. 7)
ATP7A chrX: 78023559 c. 2916+2480T>G (N\M_000052. 7)
ATP7A chrX: 78032345 c. 3294+763C>G (NM_000052. 7)
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ATP7B chr13:51944303 c. 3061-12T>A (NM_000053. 4)
ATP7B chr13:51947999 c. 2866-1521G>A (NM_000053. 4)
ATP7B chr13:51949863 c. 2731-67A>G (N\M_000053. 4)
ATP7B chr13:51960341 c. 1947-19T>A (N\M_000053. 4)
ATP7B chr13:51961962 c. 1870-49A>G (N\M_000053. 4)
ATP7B chr13:51965067 c. 1708-34G>A (N\M_000053. 4)
ATP7B chr13:52011415 c. —78A>C (NM_000053. 4)
ATP7B chr13:52011460 c. —123C>A (NM_000053. 4)
ATP7B chr13:52011461-52011465 c. —128_-124delAGCCG (NM_000053. 4)
ATP7B chr13:52011470 c. —133A>C (NM_000053. 4)
ATP7B chr13:52011547 c. —210A>T (N\M_000053. 4)
ATP7B chr13:52011759-52011773 c. ~436_~

422de1TGGCCGAGACCGCGG (NM_000053. 4)
ATP7B chr13:52011779 c. —442G>A (NM_000053. 4)
ATP7B chr13:52011784 c. —447C>T (N\M_000053. 4)
BCKDHA chr19:41422972 c. 996-26A>G (N\M_000709. 4)
BCKDHA chr19:41424831 c. *223T>A (NM_000709. 4)
BCKDHB chr6:80129150 c. 275-11C>G (N\M_183050. 4)
BTD chr3:15601895 c. ~17+1G>A (NM_001370658. 1)
BTD chr3:15641893 c. 250-15delT (NM_001370658. 1)
BTD chr3:15645647 c. *159G>A (N\M_001370658. 1)
CBS chr21:43076217-43076226 c. —541_-532de1AGGTAGAAGA (NM_000071. 3)
CFPS1 chr2:210573272-210573274 c. 127-26_127~

24de1TAAinsCAG (N\M_001875. 5)
CPS1 chr2:210588034 c. 622-24A>G (N\M_001875. 5)
CPS1 chr2:210642466 c. 2960-18A>G (N\M_001875. 5)
CPS1 chr2:210655780 c. 3559-745A>G (\M_001875. 5)
CPS1 chr2:210656696 c. 3666+64T>G (\M_001875. 5)
CPS1 chr2:210674663 c. 4102-239A>G (N\M_001875. 5)
CPTIA chr11:68793234 c. 967+81C>T (NM_001876. 4)
DBT chr1:100207186 c. 1018-550A>G (N\M_001918. 5)
ETFA chr15:76311473 c. —85G>A (NM_000126. 4)
ETFDH chr4:158672382 c. —75A>G (N\M_004453. 4)
ETFDH chr4:158680445-158680448 c. 35-22_35-19del1AATT (N\M_004453. 4)
ETFDH chr4:158681559 c. 176-636C>G (\M_004453. 4)
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GCDH chr19:12891542 c. 127+20C>T (N\M_000159. 4)
GCDH chr19:12899457 c. 1244-11A>G (N\M_000159. 4)
GCHI chr14:54902685 c. —22C>T (NM_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)
HCFC chrX:153971810 c. —970T>C (N\M_005334. 3)
meeez chrb:71643807 c. 1073-12C>G (N\M_022132. 5)
MHAA chr4:145619409 c. —66+2T>C (NM_172250. 3)
mor chr6:49436515 c. 1957-892C>A (N\M_000255. 4)
mor chr6:49436522 c. 1957-899A>G (N\M_000255. 4)
mor chr6:49451744-49451747 c. 1084-33_1084-30de1CTTT (NM_000255. 4)
mor chr6:49459506 c. —39-1G>A (NM_000255. 4)
mor chr6:49459507 c. —39-2A>G (NM_000255. 4)
MTHFR chrl: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 (N\M_000254. 3)
MTR chr1:236894161 c. 3205-196A>G (N\M_000254. 3)
MTRR chrb:7883746 c. 903+469T>C (NM_002454. 3)
NAGS chr17:44001566 c. —3098C>T (NM_153006. 3)
NAGS chr17:44001599 c. —3065A>T (NM_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)
NAGS chr17:44005419 c. 427-218A>C (N\M_153006. 3)
orc chrX:38343313 c. —9384G>T (NM_000531. 6)
orc chrX: 38352540 c. —157T>G (NM_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:38403341 c. 541-277A>G (\M_000531. 6)
orc chrX:38410151 c. 867+1126A>G (N\M_000531. 6)
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orC chrX:38413090 c. 1005+1091C>G (NM_000531. 6)
PAH chr12:102839031 c. *144A>G (N\M_000277. 3)
PAH chr12:102839253 c. 1316-35C>T (NM_000277. 3)
PAH chr12:102842901 c. 1199+745T>A (N\M_000277. 3)
PAH chr12:102843144 c. 1199+502A>T (\M_000277. 3)
PAH chr12:102843626 c. 1199+206>C (NM_000277. 3)
PAH chr12:102843629 c. 1199+17G>A (NM_000277. 3)
PAH chr12:102843790 c. 1066-11G>A (NM_000277. 3)
PAH chr12:102843791 c. 1066-12delT (\M_000277. 3)
PAH chr12:102843792 c. 1066-13T>G (NM_000277. 3)
PAH chr12:102843793 c. 1066-14C>G (NM_000277. 3)
PAH chr12:102844078 c. 1065+258C>A (N\M_000277. 3)
PAH chr12:102844095 c. 1065+241C>A (N\M_000277. 3)
PAH chr12:102844239 c. 1065+97G>T (NM_000277. 3)
PAH chr12:102854528 c. 706+608A>C (NM_000277. 3)
PAH chr12:102854533 c. 706+603T>G (NM_000277. 3)
PAH chr12:102854536 c. 706+600A>C (NM_000277. 3)
PAH chr12:102854601 c. 706+535G>T (NM_000277. 3)
PAH chr12:102854605 c. 706+531T>C (NM_000277. 3)
PAH chr12:102854617 c. 706+519T>C (NM_000277. 3)
PAH chr12:102854768 c. 706+368T>C (NM_000277. 3)
PAH chr12:102854848 c. 706+288T>G (NM_000277. 3)
PAH chr12:102866162 c. 509+434C>T (NM_000277. 3)
PAH chr12:102866578-102866581 | c. 509+15_509+18de1CTTG (\M_000277. 3)
PAH chr12:102894931 c. 169-13T>G (N\M_000277. 3)
PCCA chr13:100305776 c. 1285-1416A>G (NM_000282. 4)
PCCB chr3: 136284409 c. 654+462A>G (NM_000532. 5)
PIS chr11:112226362-112226373 | c. —82_-
71de]ACTGCGCAGCCGinsCTAGGGGCGCGTCTGGCA
(N\M_000317. 3)
PIS chr11:112228271 c. 84-323A>T (\M_000317. 3)
PIS chr11:112228303 c. 84-291A>G (\M_000317. 3)
PIS chr11:112229492 c. 164-716A>T (NM_000317. 3)
PIS chrl11:112229536 c. 164-672C>T (NM_000317. 3)
PIS chrl1:112230172 c. 164-36A>G (\M_000317. 3)
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PIS chr11:112230588-112230589 | c. 187-38dupG (N\M_000317. 3)
QODPR chr4:17499167 c. 436+2552A>G (N\M_000320. 3)
SLC2245 chrb:132369824 c. —149G>A (NM_003060. 4)
SLC2245 chrb:132378362 c. 394-16T>A (N\M_003060. 4)
SLC2245 chrb:132386973 c. 825-52G>A (N\M_003060. 4)
SLC25413 chr7:96185027 c. 934-16T>A (N\M_014251. 3)
SLC25413 chr7:96191258 c. 616-11A>G (N\M_014251. 3)
SLC52A1 chr17:5033250 c. 1134+11G>A (N\M_017986. 4)
SLCS2A2 chr8:144359183 c. —110-1G>A (NM_024531. 5)
SPR chr2:72887354 c. ~79C>T (N\M_003124. 5)
SPR chr2:72887420 c. —136>A (NM_003124. 5)

BEA [ 7==/7 P UREBLTFRE ]

S

T =7 RURRIEE (PKU) IZREE IND 7 2= T 7 = ORBIREE OREIC X
STHERI SNDEBIIIR Y ==V T 7 =VIE (& Phe MJE) %3K7=3, @ Phe
MIEIL, 7 = =/V7 7 =2 KELEER (PAH) s 1345 (ZE K § 2% PAH KHBJE & PAH ©
WEZTHHT T Fred 77U (BH4) OERFED D WITHAEROBER EILTF D
HEIERT 5 BH4 KABJE & IZKBITTE %, BH4 {REHRICIX GCHI, PCBDL, PTS, QDPR, SPR
BETRENDFET D, EDIC, 7y ryXar b LTPA ¥ U7 OZENRICED S
L IND DVAJCI2 BAG TR IR BEIN & U GEFEHRE SN Tn5, PKU IEHEER~ 2
AP ) == T OMBFEBTH D, RRE T 286 3R EHR PAHTH D, K
FRAT I PAH Y ONCEERF2 K & U C GCHI, PCBDI, PTS, QDPR, SPR, DNAJC12 % 237 =1 — K
T 7 Y L ZDOWSRD AT T A AFNL A, RIS — 7 = o — TR L, 12
B ST T VVBEHEE 2% LN F ORG72 R EH R OB WR K FFANZ L2 7 (7
I BER, KIEa RN TR, TL—AY T IR T U N, AT TA L TR
BEIZTNIT N BT 5, EEY — RIS — 7 v — D7 — X OHfi5EN
VERGEE, Vo T —EC L 2F vy BT V== U —TOT %2179, 7B KM
FER K « FRANFED 2 & — KO RBUR e 7 7 DEIEZEAICEE L CIE AR E CoMin
Y — FROKM S — 7 o — TR 720, @iExg e L,

BEL [ A—Trvey 7TREBGIRE )

S
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A=T Ny TRIEX D7 MBI KRR ORFEICLY, ST I VBB TH
LRy, a4 Yad Y CHROGEE T NIBORMBESE SHDBEETH D,
ZDOMEFIL Ela,E1B,E2,E3 @ 4 DOBIEFIZL > Ta— RENLH2EEKTHY, T
NOEF G HPRAERBEDOBBEEREZ 7T, E3 IXE LV BIUKEREEEE, o 7 b
TNENVEBRIKERZEARE LILEOY T 2=y N TH DL, ZORE CldEm Lk
MAE, o« 7 N7 NENBED R LR D, FERTAR T ) —=0 T OXGIRBTH 5,
ARENZ BT 5 8513 BCKDHA, BCKDHB, DBT, DLD &5+ T 5, AMEILS v
NRIBa— RERT 7 Vo L DM AT T A AEWALEE A, Rty — 7 = —
TRENT L, BT SN2 T LV 2% F Ofs7e AL B #L % OV WRR - A X D
NYT o (T 7BER, Kika RNV T b ZL—AY 7 IR T U b, AT
TAV U TRERZE TNV T M) T 5, B — PR — 7 =0
T =S DRENVEIRGET, Vo =B L DXy T V) =2 — 7 =TI &
TYe RBRBUERE « FAFO 3 B =B ORBR T ) LEEZEICBE L Tids
FEEECORENEEEY — RRORIA S — 7 o —TIRREE R 720 iS5 L L,

BEL [ FEVAFURERBGTFRE ]

BEng

FEVAF URIEIFERMEY I BRREEO—FETh Y, A F 4= OREHED
THILIREVATA UPMPICERET D Z LIS W RIET D, wiaRAIEnEE
LD, REDOREV AT UIRIEIT VA X F A= B G akESR (CBS) KIBJE T, CBS OIE
BRI FETRATAUREMT D, FIAERYAR I ) —= 0 TOXMBIHEBRTH D,
VAT A= BAREREIIMEER L LTEX I BI2 AMLELE L, TOESRORE
WBWTHREV ATV ERZ &7, i T 2 8s 1%, i & SNDEBREL AT
JRAE T BUZRB WL (BSEBIn +Thd, B ¥ IV BI2 fiEAESROETIZLHFEY
A F L BRAE 11 BT MTRE, MTR, MVACHC, MYADHC, LMBRDI O3 n TR\ 2 X 5, F71-, A€
AT UPRAE 11T BUE MTHFR BAR T REIC X D, MATF A=V IIEIEA T A= T T/
DOVEEREIER RABIE (MATIA) B2 D, AR TITRERR BSBInT & Z D
RIBERDATF A =0T T ) VVEERBEER RIIED MATIA Z T+ 2, W ONTERRF2 I
& UC MIRE, MTR, MMACHC, MVADHC, LMBRD1, MTHFR \Z>\WTC b RT3 5, Z o7 a— R
FHIR T 7 Y L DGO AT T A AL A, AR — 7 = =TT L, EIT
R ST VVBREE 2% LA T OFi e R EH R VB WRE AN E DU 7 b (T
I ER, KIEa R RY TR, TL—AV T RANUT U, AT TA TR
BEIZTNVT N BRI 5, EEY — RIS — 2 o — DT — X OHiEN
VERGEE, P T —BC L 2F vy BTV —v—F U —TOT 2179, 7B KM
PR « FANZED 2 & — LSO RBUR e 7 7 DEIEZEAIZEE U CIT AR E T o n
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B — RO — 7 o —TIRNE R 72D, WERIZRE L,

BEL [ YY) UE I8 BEFRE )
B

> VY gE T BUIRFY A Z VEERED 1 -2 T, argininosuccinate synthetase
(ASS) DRIBIZE DV @T U E=T MIEALKTIRETH Y, HHRAKRSHEBIEERE & 5,
FER~ AR V== TORNGRETH D, T 285 11E ASSI BB+ THDH, K
AT IL ASST A ONZEERI2Wr & U C SLC25413, ASL % /37 'EFa— Rihie sy v o L %
DGO AT T A 2N %, W > — 7 = o —Cfifhr L, EickHsniz=7 v
BEEE 2% LA T OFG 72 M B W OFLNR K A L 530 7o b (7 2 i fa, #& 1k
A RNYT U, Tb—ALV T IRUT U, ATV TR &Y T
N BT, EHY — FERER S — 7 =0T — X OMfise N n B G 81E,
VHRICE DX BTV == U —TOT AT 9, B REEREK - fAZED
A U AR RBUE RS ) SIAEEZAGIZE L @ E TR EH Y — FROR
R —7 P —TIEREE R 72D WG L L, Wb D SLE256413 D TVS16ins3kb
IZOWNWTIE, BEMITIIITORWVN, FEOFEIIRESSNET 5,

BEL [ 7V¥/ ansBIEEGTFRE ]
B

TIVX ) ang BRIIIEIXIRFZBY A 7 )VEFEIED 1 -5 T, argininosuccinate lyase
(ASL) OKAFIZ L W &7 e =T MAEZ KT HRETH Y, HFROERLIEEEE AL & 5,
BERSAAT ) == T OMBIRBTH D, T+ 585713 ASL BIn T+ TH D, K
BREIL S VX a— REIRT 7 v o L Z OO AT T A AN Ek %, KA s —
7 T —TRERT L, BRI SN2 T LIVEERE 2% LA T O 72 B &% OO R -
FACED N TV b (TR ERER, #IEa RN T b ZL—AY 7 bANY T
Y, AT TA VT REREE T ARYT VN BRI S, HEHY — RARIR Y —
o —DFT =2 OMFENRERIGEIX, VU —ELE2F vy T ) —v—F o —
TOMRMT 24T 5. IRBRBUERE - i AFE O 2 B —BAO KRBT 7 DHEIEZREIT
B L CII Mk EE CoM A EE U — RRIOIRHAN S — 7 v —TIXREE R 7260, g%t
Sl LRy,

BEL [ A FL~nrBlEREFRE )
B
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AF )~ UBRIGEIL, A F /L~ =/l CoA (MM-CoA) L% —F (MIT) DIEMEETFIZ
FoT AFN~u el U L+ 2 AEIENERE L, REMET & F— 2D A1
DIERZ ETDRETH D, AERBITHERT ARV == TORMGRETH D, A
F L~ =)L Coh DRFHIFEE Z KT HK & LTiE, (1) MUT REBSEE, @QMIT 287 7/
AN T Iy (anwIR) EffiERE L TRELTLDZOEX I BI2 FEET
b AF N~ r CRBIEE E 723, Wb W REKRSHERIERE THDH, BZ I Bl12
TSR A B R D BE 1T ABCD4, HCFCI, LMBRD1, MMAA, MMAB, MMACHC, MVADHC 0> &fn~+-5 5
WIFET 5o ARRE TITRERI 7L MTEIEIZOWT, TRe7 v B4 U ERIIE O R R E AR
+ PCCA, PCCB & & ITHET D, £z, 8ERIZWr & LT ABCD4, HCFCL, LMBRDI, MVAA,
MVUAB,  MMACHC, MMADHC & BInFIREZAT 9 28, T 6 OB FICE L TidmEE & 1351
AR AN 7 M LR 2T 5, £72, 2o OIS FIZBI L Tl sanger
FEIZE 2 EBRITITOR, KREILY V7 Ea— NEET 7 YV U EZDORGEDO AT Z
A AELHES Z, RIS — 7 = =TT L, BICHRE S e T LV 2% RO
W7o B R ORI « AL BN T b (7R BE#, ik Koy 7
Y, TUL—ALT T MNYUT UM AT TA TR E X2 N TN BRET
Do FHY — FRIRMAR S — 7 =7 —Z OMTENLERGEIE, b —IEIC X
LHF ¥ BTV == o —TOMN 21T 9, RBREWRE « #i N5ED 2 v —8 21t
RKBELR 7 ) LAEEZAGICE L TSR E COMIENEE Y — FRORENR T —F7
P—TITREE AR 720, RS E Ly,

BEL [ e BRIVERCTFRE ]

BEn

Zu A VERIGE (PA) 13X, 7R A=A =/ CoA WNRXT T —BDOEMHEK FIC X
ST, A UBEEZIIUD LT D ABIENER L, REET & F— RIS BREDIE
WE BT HHERTH D, AEBRITHAENRST AR V== T ORGIERTH Y, H ik
SPEEIETE R & D, AREFEIL PCCA, PCCB D 2 >DH 7 o= k620, fifT+ % #is
T PCCA, PCCBIBAZE T Tdb %, LA F I~ VEERIGED WTHEE T & & HICHET 5,
AREIL S VXV Ea— RERkT 7 vV o L Z OO AT T A AN ER %, A
— 7 Y — TR L, BRI ENT T LAVBEEE 2% LT O 722 i B # % OV VR
KRN L LNV T b (7R BEER, Klka RN T b ZL—A3 T A
V7o by AT IGAV T REZZTZT NI TN 2T 5, FE Y — FRIRHAR
V= Y —DT — X OREDLERGAEX, VBT v —
P —TOMHTZAT O, RBREMERE - FHANED 2 B — BRI 7 ) ISR
BB U CIEEREEE TR EEE Y — RRIO R > — 2 U —TIIR e 7=,
HRIG L LW,
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wEA [ (Y EERLEREGFRE ]

HEng

AV ERERMET 2 A 2 O PERERREE Tl < A /31 UL CoA ik FEBESE (TVD)
DIEFIZL - THEL D, HREERLEEEEORERRTH D, ABARIT TROENTZ L 72
o TRV LR SN DR RR 2 2 L, 2 < 3B RIS ILAR BRI, 3
RS E TIIET 5, MUV & F— 2 205 7 & =7 MUE, (I 22 S LiIZ LI
ROOND, ARBIIF AR~ ARSI V== T OMGIRRTH 0, HRaELYEEE]
XAx &5, BT 2851 [IDEBRTTHDH, KRREIXY NI Ea— k= v
v EEDWNGED AT T A AFNLHEEZE, RIS — 7 = oY — T L, RIS S
T UIVHEE 2%LL T ORI E R VORI - AL DN T b (TR BRE
o, IEa R R T U b, TL—AY T MRUT U b, AT FTA L T RE &
NYT ) T 5, F#EHY — MRS —7 o —DF — 2 ORI
BlX, VoA ECEDF Yy ET Y = — o —TOMNE1TH, TRBRBBKRK -
FAED 2 &SRB 7 ARSI E U ISR T ORI 2 R Y —
RHRIDORMR S — o Y —TIIREE R 72D, BEFH L LR,

BEL [ AFVvra b= 7Y VURERBETFRE ]

BEn

AFNra h= T ) URRIE (MCG) da A v o RHNEERE CE < 3- AT LD
2 R =/l CoA ANARFLT—E (MCC) DIEFIZL > THEL D, HIEAKRLMER DA
ThbH, 7 FT ¥ R— A, Reye JEMERER & CRMEFRIE L7- 0, M EB) 5238 CRIE
THENRFEREBIONTELEN, X T LY A R Y == TR ST
JERDBIROIE AN U=, FER~Y AR ) —= VOMNBERTH D, KEEHEIT
2O0DH T 2=y NPDBIER SN TW D720, T 285 1713 Meccl, weeez Eis1C
b5, KR Z N Ea— NERT 7 Y L Z OO A 7T A AR %, Y
R —7 = —TT L, T SN2 T LIVBEEE 2% LA T OF e S B % OVE
RE RNV T b (T 7BEEHR, EiEa RN TR 7—AT 7 b
NYT UM RTTA U TRERE TNV TN 2T 5, B Y — Rk
Re—r o —OF7 =2 ORENRLERGAEIL, Vo T —EICLoF 7 ) —v—7F
YT O EAT 9, TRBRHRE - FIANFED a2 ©— BB\ RBUE R 7 LS
ZAGIZB LTI oMM EHE Y — R ORI S — 7 o —CIIREE e 7=,
WG L L,
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B4 - [ MG MSE (HMG-CoA V 7 —E¥KRIBE) EELTFRE |

HEng
T har R TIZEBNTEA U BBl & & b UREEAICE e HMG-CoA U 77—
BORBIETH Y, WYGOELIEEEE & 5, FIERY AR V== THBIRBTH D,
KRS A RN, 2 OMORER] & LA RN & T ' =7 fufE, fREET & F— X,
IFRERERE 72 & & 11 5 FE 7 B U MERMBERAEZ X 729, #3238 151 1% HIGCL BA5T
Thbd, RREITY V7 Ea— RElk—= 7 V2 L ZOiED AT T A AERAL A%, Rk
AR — 7 = —THENT L, EITHRHH &7 T L IVEBEEE 2% LA T O Ff 7RG d 4 K OV
WRE <AL DNV T b (7 7 BE#, Kika RN T b ZL—LT T
"YU T U b, ATIGAV L TREZZ TN TN BT 5, B — AR
WA =7 Y —DTFT —F ODMENBERGEIE, T TR L5F T ) ——
o= TCTOMMTZ2AT 9, RIBRBULKE: « FAF O 3 B — BRI T ) Lt
EEAGICE L@ T2 Y — RRIORIR > — 4 3 — TR #2272
RIS & L72Rwy,

REA : [ BEINVAF V7 —ERBEREBTRE ]

BEng

t MITAFEOINRX T T —EBDOFERM LTS, 71 B4 =/l Coh /LR
¥ 77— (PCC) , AF /L7 1 b=/l CoA HNRFLT—F (MCC) 17 I / BeCHt, &
NWEVERINVARF T —8 (PC) [XBEHE, 72T L Coh HNAARFT T —8 (ACC) 3R
WG ROEERHER TH D, TNHIIKEEE XY I ThodEFTF U2 fifER LT 5,
RV AT R TS ORISR T 288 LRV 7 —E R
JE (VT TNVINERXT T —BREIE) Led, HIAERYART Y —=0 IR R
Thod, REBIZ2OOER, Fr LR Xy 7 —EBAEES#E (HCS) KEEL 4T =
F—BRIEIZKAEN D, & bITHRAERBIEBIRERE & D T 2 BI5F1X HLCS,
BID BInFTh D, AREITY o _VHa— Rk~ Y o & ZOWERO AT T A4 2
PRl 2, RS — 7 = —CRAT L, ISR SN2 7 VAVBEE 2%LLF OF 7218
FEEH L WK < AL DN T b (72 ERE#H, Kk Ry 70 b,
TL—=LV T MU T UM AT TA U TRERZEZ T TN 2Rt 5, H
$Y — FRIRMACS — 7 v — DT — X DN LIRS EIL, Vo T—EIcLbF v
B == U —TCOMNT AT 9, IR BRIRE - FEAZED 2 & — KBS0 H#
W72 ) MREEZAGICE L I EiE CoRE»EHY — FMRloRtR e — 7 o h—T
TREEZR T2, AR E LRV,
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BEL [ 72 ABRnE 1 BRI TFHRE ]

HEng

JOVENERIGE T B (GA1) XV Y, e Rafxv )Yy, N7 77 OqEREHE
R < 7L H UL CoA Bi/KFERESE (GCDH) DFEEIC L » THE L D, WYL S
DFEBRTH S, FRRMED THAHL I LEZAEE GA) ,3-t KX 7 XLl (3-0H-
GA) 78 & DEREDHRARRE, FRICMRGEE DO BRSO E L 723, FiEll~ AR 7
V==V T OXNGHRETH D, T 58511 CCOHBIR T CTh D, ARAEILY 37
Boa— NEk= 7 Y ZDMED AT T A AT Z, kit — 27 =5 —Tfig
BrL, BT S 2T LAVBEEE 2% L0 T O 72 R E L OB ORI - fAIZ X D3
Trbh (TR BEER, RIEa RRU TN, TL—AY T MR T N, AT TA
VUTREEETETANYT N AT S, EEHY — MR — S o —0T7 —
B2 DTNV I G AT, o Wik ax ¥y 7 ) —v— o —TOMT 2175,
IR B RBUER L « FEANFED 2 B — AR RBUE R 7 IEEZICEE L ClEmgE C
ORHBESH Y — FRIORMR S — 7 o —TIIREE 720, isstg s Lz,

B2E4 [ MCAD (R85 7 2 /v CoA /K EBEERE R BE) B THRE ]

BEng

@7 L CoA /K SERESE KIRSEIT, 7 2 /L CoA DT HHEH (JRFEH 4~10) DEEH
D RGN 2 AR5 % MCAD O RHEJE Th 0, #W YR A BB XA & D, 3~4 %L N D,
SMERIE F T D RE AT ACBEAE & R 2V /NS, SR LR 2 SRR L S EE
B/ T A RIEGRERRDIER 2 2T 5, Wl ARIET 5 LT RMNE <, LBh 224K FTIE
Rt (SIDS) D—HE LTMOLNTWND, LM LARND, AR Tl ACET D6 771
T 5, FIERTARI V== T ORMBIRBTH D, T 286 11X ACADN Bf51T
b5, KR Z N Ea— NERT 7 Y L ZDOMRO X 7T A AR %, Y
R —7 = —TT L, T SN2 T LIVBEEE 2% LA T OF e S B % OVE
RFFFANZL DAV T b (7 BE, Klka RN T b Z—AT 7 b
NYT UM RTTA U TRERE TNV TN 2T 5, B8 Y — Rk
Re—r o —OF =2 OHENRLERGAEIL, Vo T —EICIoF 7Y —2—7F
YT O EAT 9, IRBRHBRE - FIANFED 2 ©—BE0 KRB 7 ) LTS
ZAGIZB LTI ComM R EEE Y — FRIORMAR > — 7 v —CIER #7272
Wxrg L Ly,

BEA : [ VLCAD(BRESHT 2 /v CoA /K RBER KBIE) B T8
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% ]
AEEmE

857 /L CoA ik ZE%E#E (very—long—chain acyl-CoA dehydrogenase : VLCAD)
EZX Far R TR ENANCAAET DR CTH Y, —BAEHR L & bICRSEENRO B
Fefb 48 5 . ARIESR O KIIE O REARMGITIRIA < FrAaRE S U SRR R 6 \EE DO
OERCIR LS 22k U, B i OB IR EE T o 2FEFI 2~ 5, FLEEHINT T A BRIAEMRE
CHRIE T DIEMB, S VeI LARR (BT B ARE 2 52 D ER, B AN 31T 2 W, i T4
TOHOEEL®H D, FIERT AR V== TORGRETH Y, Hi LSRRI
K& &2, TS 285113 ACADVL Bis+Th 5, £EBIZEIINC P12, CPTI4,
SLC25420, SLC22A5, ETFA, ETFB, ETFDH, FLADI, SLC25A32, SLC52A1, SLC52A2, SLC5243 \Z-Du>
THENT 5, RREILY 7B a— NfEk=7 V> L ZDIHD AT T A ZEHALE
ek, AR — 7 = U — T U, BT ST VVBEEE 2%LL T O 7 L&
R OFLNKK - AL BT o b (TR EEf, Kika RNy 7ok 7L
—LV T IR T U AT TNV TREZETZT AN TR T 5, EEY
— RIS — 7 v —DF —Z OMEDVERG AT, F o T —ECLsF v BT
U == o —TOT 24T 5, IRBRBUMEKRE - FAF D 2 B —HZ 0K B 722
7 MEEZAGIZEE U TR AR EE COMM A ES ) — RO IREAC Y — & o —TIEIA
Hipl-o, MERFE LR,

BESA [ MIP (R b= N U 7 3EREER/RIBNE, LCHAD RE{3 t N
27 VL-CoA BKRERRIBELZ L) BTRE ]

B

R b RYTOB-BILRZRDH D, I har R THEEIZHES L-ESHIENRO B
M bR A TER T % 2 BER O OE DT, RENENIEE B B LIRS D 2 DEEFHE enoyl-CoA
hydratase (LCEH), & 3 ® 3-hydroxyacyl-CoA dehydrogenase (LCHAD), & 4 ¢ 3-ketoacyl-
CoA thiolase (LCKT) ® 3 DDEREZ FF - 72EH TH D, o 7= T LCEH & LCHAD
FERIEMEN B D, B Y7 = NI LCKT {EMHR S 5, ABER K EEILE ek H s
DFEBT, FERT AR V== TR RIRETH D, BRI IR AE L FAE ~ B 4 5 5
F TR, fET T 53815 113 HADHA, HADHB 851 Cd 5, A T ki VLCAD K48
JED ACADVL BARFAZ OV T bR THE T 5, ALY 7 H = — FiElle 7
L EDMGGD AT T A AR A, RS — 7 = — T L, BTt s r
VIVBEEE 2% LA T OG22 R B R ORI - RIS L 230 70 b (77 2 BRiEH,
Ik R RY T b, ZLb—AY 7 bRV T U b AT TA VTR E & 2T Y
7N BT 5, B Y — RERI S — 7 v — DT — 2 ORER LR A 1,
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Yo H—EICL DXy T Y —o— =TT AT O, RBREBKE - %S
D 3 BB KB 7 ) DS VICE L CIEE R E COMIENESHY — Rl
WA — 7 o —TIZREE R 72D, e SR E LRV,

BEL [ CPTL(IN=F VI MANVEITFT AT 2TF7—E1)R
HEBGCTFRE ]

HEng
AN=F YA TNV T D 3 BRORYDOBER THDHLAN=F 7SI AL
F7o2A7=27—8 1 (CPT1) KRPIEIZRBNEMIIED I b2 U T N~OEREDESE
SR, BB A 1T 720, T O R x L X —FEADIK T 25| & L Z 9%
BTHD, ERY AR V== FRGHEAT, §QAERSERIRIERE & 5, fiftr 7
L8 FIE CPTIA Bin+Th D, ABEAEIX PTiA W ITER Z W & LT
CPT2, SLC25A20, SLC2245 % > /X7 a— KAk 7 v v L Z DD A7 F A AHNLHE
Ww, Ry — 7 = =TT L, RIS ST LVBHE 2%LLF Of7e k&
B OEWREK fFACE DY T b (7R BERR, Kika KoY 7o b, 7L
— LT IRV T U ATTA L TEBEEETT AT N 2R D, EHY
— FRIG AR S — 7 U — DT — X OREN LR G AL, P T —kc L b X v T
== o —TOMTEAT 5 7RBRBUEKL - FAE D 2 ©— ORI
7 AREEZEAGICE Ui mE E ComM A EEH Y — RO R > — 7 o — Tl
oo, MEMSRE LRV,

gL [ BREFAHREERCTFRE ]

BEn

e R PSR R FIEIZIE, ATPTA B HOIEMAR FIZ Ko TH ORI & FIHFEE R4 T
THIRZIRRE L 72 D A 2 955 &, ATPTB 2 H OTEMAR T2 K 0 SO PEt A3 E S A8
HERETDUANY VRO 2 DORBRH D, A V7 AFIE - FZOREE, kS 72
LRI EMEEEZEL D, UA LY VIREIHFREECHRESEL 2T 2, A V7AW
X X PEAREEEEERNTHY, VALY VRITERARSHEBIEETH D, T 5
AT X ATP7A, ATP7TB Bin T Th %, AMEITZ "V EHa— RiEi— 7 v L 20
WD AT T A AL A, AR S — 7 = o — T L, B S 27 VVBEE
2%LL N DR 7o BB VE ORI < FFAIC L DN T b (7 BB, #&ik=a R
YRYT U, TU—=LY T MRUT U N RATTA VTR EE TR T )
R 5, EHEHY — FRRIR S — 7 DT — 2 O RN E R G A, oA
—ECLDF Y ET Y == =T 21T 9, TRBRBERE - FHAED a2 Y
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—BEALRONRBINL A 7 ) AREEZAIZEE L T EREE CORH N ESE Y — FRLO R
=l =TI 726D AR R E LA,

BEL [ REVA I NVEREERLTHRE ]

HEng

JRFEV A 7 IVEFEIEL, AN THEREND T V=T 29 5 12D O I LB
MREROXRBIZEL > TET VE=TMELZ X TRBHOBKTH L, KEBL TV DHESE
2L - T,NAGS (=T F T N% I UG REESE) KRIBJE, CPST (IANI LY VRS
RREESE 1) KABJE, 0TC (AN=F 2 T U AN T —8) KESE, ¥ LU CE T
B, TR =) any BRIRIE, 7VX = MUE, @AV =F 2 ME - &7 o F =7 fUE « 7
TV MV UPRIEN S %, 0TC KABAE I X @SN, 2 LISMTE kSR in % &
Do ¥ MV VIE T BIE T VX = ) anI BRIEL, SIAER~Y AR ) —=0 7 Oxt5:
R TH D, ARE TN 28I51F1%, 07C, NAGS, CPS1, SLC25A15, ARGI, ASSI1, ASL
WA Th D, EERZKIIIC, SLC25413 bt %, AMEIZZ /37 Ha— FiE
W Y L ZDOWED AT T A AL A, AR — 7 = o — TR L, T
HMENT2T VB 2%LL F OM R EAER L VEWRE - A K207 b (7
I BB, KIEa RUNYT U R, TL—AY T MRUT U N, AT T T RE
BEIZTNIT N BT 5, EE Y — RIS — o Y — D7 — X OHiSEN
VERGEIE, Vo T BC L 2F vy T V== U —TOT %179, 7eBRH
FER K « FRANFED 2 & — KO RBUR e 7 DEIEZEAIZEE L CIT AR E T oM n
Y — FRIOKMA S — 7 o — TR 720, @iExgE L,

(1) W|EGIE

A SEL L7277 L DNA 2B, %4 D REMREEF O AT Ha— K
TERT 7 Y DA v hr VRS ENA T I XA B = a b D WITEERR
BEEYE (polymerase chain reaction 3%, PCRIE &) 1T LV EBHE L, Ik —47 v
F—HDLWNEIXF Y BT Y — 31— I L DB TESIRE 21T, A S0 s
F DT E L E = — FREBIC BT DR B O IR  Z b OF 2 i+ 2,
JFRNIIR DA D2 F AL E T D03, R 2 F WAL S 4172 DNA b 521 A
5o ZOGEIFEA OFEFUZLVHWT LD LT D,

(2) EHEEROMEREAE

EREAICHW SN TWD e RF ) LY 77 L ARSI E O S | IR B A R
DHEEHET D,
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZETH2HLOTIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A,

/ AENPEAE s
FERHERIC TR O HBRCIRFUC DWW TSIt A L, AKBEOH LIAZRDOE R
HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0#% T~V AE T S -8 mssy 1 A
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRIE DRI
PRIMAR T, TR E 7 TG R E 1D,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET D Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- B4k 1D

- WETOMREHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR

- B R E AT e E
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,

TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREB/HHE
7L

(14) MEDORBH Lidk, BEWEHE
PASENEANDT S DNABFZERT Bl FHiAsE (O B FRA=)
T292-0818 THERRMHHiT S82 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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