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HIHERGEE ) oW 25T, MR iEa
HIZXY, BRUERHEEREDOZ 7 ) —= > 7%
L7z MRNET I VAR ERETHL 7 2=
N VIRIEE RE Y AT VIRIED 2B HRIZOW T
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19774 5137 3 VIR FREREDO L A F T /1
iE & RPN IBIN L 720
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—7, FERERHEEREOH LA Th b 5
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te), AHEERACHELEIE 7R BB L ORI H
FEAPRHE O 16 HBIZOWT, RIS TH
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TARALERERIEAL, SERMEAHEERED A
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7)) =2 T RFETHEIICRY, BEICEST
W,

ARTIE, 2022 (45H14) FEOFERIERH T IE
A ) == 2 T OFERGIRI & Z DRIV TH
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®1 RRERHBICHTZEXEAHERERTORRER L HIEELE

B 2TV —Z 2 THFER BRI % &8 T 5 EHE(E EEERRE KB T 2 TERLEE

71 bURIE (PKU)
Phe > 180umol/L (LC/MS/MS) Phe > 360umol/L (LC/MS/MS)
E71 )75 ME (HPA)

Leu+lle > 350 »D Val > 250umol/L Leu > 457.8umol/L (LC/MS/

73 »> Leu > 267umol/L (LC/MS/MS) MS)
RARRE e Met > 268.4umol/L (LC/MS/
5%%E REYZRFURIE (HCU) Met > 80umol/L (LC/MS/MS) MS)
SRPLYLIETR (Cit T) Cit > 100umol/L (LC/MS/MS) Cit > 200umol/L (LC/MS/MS)
. Cit > 100umol/L £ Cit > 200umol/L £
TNR=/ANTBRE (ASA) ASA > 1.5umol/L (LC/MS/MS) ASA>5.0umol/L (LC/MS/MS)

PO
7AE3 >BIE PA C3/C2>0.25 #»> C3 > 3.60 nmol/ C3/C2 > 0.25 »> C3 > 8.00

; X F IO CBME (MMA) mk nmol/mL.
k7
SN it L i B
5 — C5 > 5.00 nmol/mL » DI 4EH]
7 1 VEEBIE (IVA) C5 > 1.00 nmol/mL S & FER
| L
O RBEBE JA2VBOLEIY (GA-I) C5-DC > 0.25 nmol/mL (RE)
> 43 -
% WENILARS S —HRIBE (MCD)
Ed % 3 XFNTAORNZANTUSCRE
Z ) (MCcCD) C5-0OH > 1.00 nmol/mL C5-0OH > 2.00 nmol/mL
= =B MCCD)
L 3-kEROXY 3- AFILTILZIENE
it (HMG)
A
& igH 7 )L CoA Bik%B% (MCAD) C8 > 0.30 nmol/mL »D C8 > 0.60 nmol/mL »D
RIBFE €8/C10 > 1.00 C8/C10 > 1.40
WBEH T )L CoA BiikFEEEZE (VLCAD)  C14:1 > 0.40 nmol/mL #*2 C14:1 > 0.40 nmol/mL »D
RIBRE C14:1/C2 > 0.013 C14:1/C2 > 0.020
S S oS b e et CO/(C16+C18) > 100 #D
RBREE (7 e 777 E7TEL cos(ciercis) > 100 CO > 100nmol/mL >
5% % = €16 < 1.0nmol/mL
AIVZFLINNI MIVRFLXT2F—FD (C16+C18:1) /C2 > 0.40 »D (C16+C18:1) /C2 > 0.40 »D
(CPT- 1) &iBfE C14/C3 > 0.41 C14/C3 > 0.41
=HEEER/EHE3 EROXS 7L CoA  C16-0H > 0.050 »D (78)
Bik#EER (TFP/LCHAD) RIBfE €18:1-0H > 0.050 nmol/mL
T3
2 REERE O M)UXIBE Cit > 40pmol/L Cit > 200umol/L
" 158
5o g T
2 4
; N = esm C5-0H > 0.60 »D —
) RBRRE -4 NFAT-URIEE (BKT) Gt G 00l (%)
7 ANZFL hT LR K—5—REE (CTD) CO < 8.00 nmol/mL CO < 6.00 nmol/mL
i T T 7 (eI SRR
S = C8 > 0.30 nmol/mL »> 8?O>>0.1380bnzol/mL T
q F=3--1 N 1 _ - . ; .
2 2K FAEIBOETH (GA- ) C10 > 0.50 nmol/mL C4~C18, Cl4:1, C18:1
2RICER
HZU h—Z 8.0 me/dL Bl E #Z 4 h—Z 20.0mg/dL LI E
CHSTR—RA-ULE e
N (RE)
& mE _ SO medL
%= RHEREE HF77 h—ME HSTR—ZA-ULBE-YIIL RS
&= 1 &8 LT 15—EiEM (RTE)

HAREBL L

UDP-#54 h—R -4 IEAT—tEE ..
ERFEL L (R7E)

Phe= 7127 5=Z>, leu=A14 > >, lle=A VAL, Val=/N) 2, Met= XFH =2, Cit= ML, ASA= 7ILX =/ ANJEE,
CO=WEBDI=F>, C2=F7HEFIAINZF>, C3=TOEFZNAHILZFL, CoS=AYNLYILALZF>, CoE1=FFTVILALZF>,
C5-DC=7 IR JIAIN=ZF>, C5-0H=3 e RkAFIAIYNLYILAIZF>, C8=FUE/AIAILVZF>, CI0=FTh/AIHI=F >,
Cl4=3ID)ZXPMIWAINZF>, Cl41= I UINLAIVAIVZF>, C16=/NLI RMILHILZF>, C16-O0H=3 & REOF L /WILI bTILHIL
ZFL,C18= RF7ACMIAIZF >, C181 =FLAIAIZF>, CI181-OH=3 e FOFxFIFLAILAHILZF>

LC/MS/MS: #f&7 O~ NI 571 —/ 2T LEEMRE
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R2 YERMIRFOKRET &

(2022 FfE)
WRER REIER ERE HESBIRET 2 RIRE

73 BRHESE TIW SLFLTRE BT LTRE LC/MS/MS i *2
BB RS FUNHNZF L SLFLTRE  RLFLTRE Lo SIS
PERFERCH EEAE TYIHILZF 2 F LY RE 2 F L RE

#7 7 ~—2 (Gal) . .

#HZ59 b=Z-1Y »B (Gal-1-P) B B
WEAHRSEE z i /@ o
A5 k=21 AU b=—Z-1-1) VE&- . N . N . -
(#7 iE) AN g S KA NS —i% KA RS —i%

UDP-4-TE X 5 — £3EM IEAS—tik

GE) * : 2T LEEANE %2 R/EIOX NI S T74— /8 FLEEME *3: HX7OX NI 5T 4 —/BEHWE

OHETZ) OMICRINT 5 & SN TE /e LA
L 2021 4F- 10 H O FFEEDOE S & o TRl fE o 3
HECEAEEIE S, BATHERR OB A2 D2
W U770, HRSYAAZ ) —= 0 74T
H A RS ANRHEE & %38 U C Hin4 B (4 #5296 B DA
b, 120 BRI ORRMAHESE L TV 5V, KhFEE
BEILRZIR A M2 RS RERE L~ ¥ =5 T2
WikT %o ARETILZH L 7BIKOIREER ML= 7

CERMERL T OMEEIT) .

2022 FFE DS RIERHMREIEA 7 ) — =¥ 7 Oxt
SERIE, T X FRGHRERES A, AR
REIETERE, RS RTESRED Y T4
YABELVRA ) — = FRGEE (LY, & 07
A AVRMGER) 1THRA, B X OHREAHEY
fE (FF 27~ —AIME) LIEREDFH8EETH L, *
T REAHBEEREONREB T L OfFIE L
PRI A HES 2 FEHEfl b X OB RS T 2 A &
LU ELEE L RT, b, R1IELEHOH LY~
T AR A2 RIRB D4R, ¥ T LAY AL
PR GIELARENF U CTH 5 2 L bR R S
LR TH 5,

MR IR (R O R21TR T,
TR RAHEEIE, ARRAHEEE BLO
BEBAR A S HHE O 1T R B ORI EIMRA L §_TY
YT ARAETIT G, TIJBRET VNIV F Y
GielEH v =F & &) ZET 5o WERETT
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I BRHEFESSDONIGEIZE, YT LAY
AFE X B EB L Ok o~ 57 4 —
/5 7 DR (DT, LC/MS/MSH:) 12 &
% 2R AT ) o WA CHARER I SR HE &
HeRhER A B RE DS DN A2, ¥ v T A
YA X BRERBAEEIT, BEIC L o TIELC/
MS/MSEF 723 HF Az ux s 757 4 — /Ewmhy
Mrigs (LT, GC/MSEE) 12 & 220k E4T9 0 7
B, T3 BRAHREED 2KRERIL2017EE T
TH@E#ERksu~ b7 57 4 =3 (HPLCE) T
1o TW7z7s, 20184 & LC/MS/MS AN
L, JOBEOESVREZIT> TS,

AT o — AMUE L 2016 46 4 & et i o0
MaZEEL, HIHL LKA N —FEoYER
YR L7z, WAL, BRECLYV T2
N—=2REHTT7 b—=RA1Y) VEROEERREZRIT ) o
WA TR % 7R L 7R O RS (SRR %
TV, ESIZ2RBANCH T 7 b—A-1-1) YR )
UIWET AT 2T —BEEOEE AT S R A
kT —EEONERE, BLOUDP-45 27 h—A-4-
IEXT—EHHEOEELHRT 5 T E AT — ik
1790 WFLARRIETIE, #IaMts & L CREREIC
MZARA N T —FEOFERFTZIT) o

PR A OB, Wi Mg L RO
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AOU—ZV W&
(D A7) — = FHisE
2022 4FFEDOBRIMEEFHERE & | T OBEIWRERRUT
363HEFE T, D) HD23THiK (644%) 0D A Y
) == v TRRASE STz,
BARZA I ORERRIZB VT, A ICA#E Y & ¥
Wr S N7 EUE A7, 2 o NERIEERIN H A~
JE (A#075 2 HCORIM) 20F, FRIMEAL 151F,
Z DAl GRINA 5524 £ TO HEBl % &) 304 T
Holze TNHATHT X TTHDY E LAERRS 1,

Fr7z kA S 7R 2 F TS Y Th 7z,

20224EFED AL ) — = ¥ T EAEERIITR L 72
WA RS 84,206 1T, 2021 4R FELZ T 5254
PR U7z PRI ZAKHE L 72803 14174 (0.167%)
T, TOWNFIET I BB R E MR AT
(0.020%), 5 AR A 521 JiE AT 8514 (0.101 %),
e IR AR S e AT 221 (0.026 %), Bl B3 52
HAE (77 2 b — AME) Bt 171 (0.020%) TH -
720 FEHRAL % MHE L 72 B3~ 4244 (0.050 %)
Th Y, WEBAR B & % o 72507184

x3 EXURHMBEBEORI V-2 JHK

(2022 £ %)
W oE  EEO O, EEREEES (%) WRESR I
E B Ban omm % preve Pvon e (%) 3B HNR
T3 UBKHESE 84206 17 (0.020) 1(0.001) 2 (0.002) 2 (0002) TrZMAhLRIE2
HHEBAHESE 84206 85 (0.101) 4(0005) 12 (0.014) 3 (0.004) Zﬁgiéﬁ%’fﬁ ]
g7 > ILC o ABikFEES (MCAD)
k?ﬁﬁ? 1 5
IEBEMABRESE 84206 22 (0026)  13(0.015) 8 (0.009) 5 (0.006) %ﬁfﬁg” VC o ABKRBER (VLCAD)
HIVZF NIV MIVRT X T T
5 —€ 1 R 1
TEEHERE o }
LRI & 84206 17 (0020) 0 (0.000) 2 (0.002) 1(0001) #35% h—RMEVE 1
& &t 141 (0.167) 18 (0.021) 24 (0.028) 11 (0.013)

x4 HREENIRBOR7Y) -2 JERERR

(2022 £ %)
SR T DEERR BIRBERR DS
1 % 3300 5 Phe;831.8 umol/L — PKU
2 B 2948 4 C3;498wmol/mL, C3/C2;026 €3 4.59nmol/mL, C3/C2:0.70 PA
3 % 3130 4 C141;1.31nmol/mL,C14:1/C2; 0.127 — VLCAD Xi8fE
4 B 2980 4 Gal:82mg/dl, Gal-1-P; 7.1mg/dL Gal; 17.7mg/dL, Gal-1-P;3.1mg/dL  #3% h—XMENE
KA NT—E; BAEHY) , KA MT—& ®IEHY)
IEX -tk #EHY IEXT—Hk; ®EHY
5 B 3658 4 Cl41;221nmol/mL, C14:1/C2; 0.111 — VLCAD RiBfE
6 $ 284 4 C8;093mmol/mL,C8/C10;2.18 — MCAD RigfE
7 Z 2,896 4 Phe;206.2 u mol/L Phe ; 696.5 u mol/L PKU
8 B 3205 4 C3;17.55nmol/mL, C3/C2 ;201 — PA
9 £ 2808 5 C5DC ; 2.32nmol/mL — GA- 1
10 % 2503 5 CO0/(C16+C18);260.74 — CPT- I
11 5B 2920 4 C14:1;0.29nmol/mL, C14:1/C2; 0.023 — VLCAD &i8fE
12 % 2470 5 Cit;141.5 umol/L,ASA; B & hT Cit ; 304.7 1 mol/L SN URIBHE
13 B 3010 4 CO; 4.45nmol/mL — CTD
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(0.021%) THHRILA & FEEHA & %2 o 72 5ud 24
(0028%) THo7zo BB, BT LAY —=v
FWEHTY VT A A 2RI A 5o 721611
ARG L A0 R L7272 R 7 ) —
=T OB B IEBRN L T, TRHREE

BAEOW, ¥ v T AR ALK RERE 23T 2
b =AML L THM S NEGNI11IFITH - 72,
ZFOMNFIET = = b U IRIE2H,
ERIMAE 26, 7V VERIAE T BL1GI, P87 v
CoA ik F#mE (MCAD) KIBJE 14, MREH T >

ARV

x5 HZRUABRBEOCEENZ 7Y —Z2 TE

(1974~ 2022 &)

M | BHEM BERE WREER - -
= " : < RN EBORNE
TR mm pmm hEH RAN e RBOWR
1974~ 445861 1790 108 59 PKUS5 ; HIS 54
1980 : ' ’
1?8;; 559,138 1357 174 89 PKU2;HPA3:;HCU1;HIS73;GAL-T 2 ; GAL-T 8 ; [H-MET 2 ; ARG 1]
19807 497485 904 137 85 PKUS5:HPA4BH41:MSUD1;GAL- T 5; GAL- T 10 ; HIS 59 ; [H-MET 1; Git T 1]
1 es 463719 667 79 46 PKUO:HPA6;:HIS21; HCU2: GAL- T 1 ; GAL- T 7 ; [H-MET 1]
1oy 463087 522 52 16 PKU4:HPA5:BH4 1 GAL- M 6 ; [H-MET 1]
20le” 470316 893 67 22 PKU1:HPAG:BH41:MSUD3; GAL-T 1 GAL-TI 9 ; GAL- IV 1
228?5 491918 794 81 15 PKU3;HPA4;MSUD2;GAL- T 1; GAL- T 2; GAL- Tl 3
2011 ~ PKU 8 HPA 3: MSUD 2 HCU 1 :PA 9 MMA 1:GA- T 1;MCCD 3 ; MCAD
Sols 503899 935 151 38 RIBIE 2 : VLCAD RIBHE 2 ; TFP/LCHAD RIBE 1 GAL-T1 3 GAL-V 2 ¥ k1) >
RIBHE* 2; CTD* 4 ; CPT- T &#BE* 3 [H-MET 2]
2016 101,652 258 27 9 PKUZ2:MSUD 2: PA 2 ; MCAD K48 1 ; VLCAD I8 2 CTD* 1 GA- I* 1
2017 98456 86 21 8 HCU 1;MCCD 2 ; MCAD RI8fE 1 ; VLCAD RIBFE 4 o b L RIBE* 15 CTD* 1
5018 95832 120 50 1o PA2iMMA1;MCCD 1 VLCAD % 4§ CPT- T RIBE 15 GAL- 1 15 % hU>
RABE* 1
MSUD 1 Cit T 1:PA2; MMA 2 MCCD 1 ; MCAD /& 1 ; VLCAD RIBIE S ;
2019 93480 89 36 16 GAL-I1:GAL-V2: ¥ kU > RIBE" 1
2020 89202 112 32 9 PKU1;PA2;MMA1;IVA1;MCCD1;CPT- T/&RIEE 1 ; GAL- TN 2
021 89550 124 > 15 ASATIPAZINMMATIGAL1:MCCD2:MCD fiBfE 1 ; VLCAD RIBFE 6 ; GAL-
2022 84296 141 2 » $$2WA2KMI1:WMDIEE1:WODIEE3NPTIIEE1NML
PKU 42 ; HPA 31 ; BH4 3 ; MSUD 11 ; HCU 5 Cit T 1: ASA 1; PA21 ; MMA 6 ;
asg VA1 GA-T3:MCD 1:MCCD 10 MCAD RIBfE 6 ; VLCAD XRIBIE 26 : CPT- I
RIBFE 1 ; CPT- I &48fE 2 ; TFP/LCHAD &4BfE 1 ; HIS 207 ; GAL- T 1 ; GAL- T
_ 12 GAL- M 50 ; GAL- V 6
Rt 4517.891 8792 1063 5yuie ws b ULRIBE6; % CTD7; % GA-T 1 * CPT- I RIBIE 3 (= SR
KE17 D 2012-2017 £)
FOE L)) . .
e IHMET7:Cit I 1:ARG 1]

(3F) PKU=T 12V M RIEE s HPA=E 7 1=V 7 5= M ; BHA=EA T T R ZHE ;MSUD=X—T)L Oy T IRIE ; HCU=HREL XF U fRIE; Cit I
=NV METR ASA =7 I)LX Z /NI BRRAE ; PA=70OE S > B ME ; MMA=XAF LY O B IE ; IVA =1 VEEEEMAE ; GA-I=7 )L 2JLES N
JEIRY; GA-T=2)L2JVEEMAETEY ; MCC D =3-XF IOV T U RIE ; MCD=E & HILRF 57—t ;MCAD=m$8 7> JLCoAR K EEE SR ; VL
CAD=1BE$§ 7 ILCoAlKFEEBESR  TFP,/LCHAD==§8E3% R #3-trFOX > 7 L CoAB K FEBER | HISSEXF U ME; GAL-I=H57h—
Z-1-)BEIIDINT LR T 15— RIBIE  GAL-TI=A5 V7% F—E RIBJE ; GAL-MI=UDPHF7b—R-4-TEAT—E RIBIE; GAL-N=HFVb—
2 LAZOZ—ERIBEE ; CTD=HIZF TP AR—2—B B CPT-I=AIVZF L /INILIN VNS R T 15—, CPT-I=AILZF L ISR LS
P ZT717—FIMMET=XFF =2 MfE ; ARG=TIILX = IMIE;

H-= 3 * 32> FLYRE 2 RKREE; [ ERIER

<MREBOHRE >

REVRFURE, A =700y TRE, #57 b—XMfE
REVRFURE, x—7)0y TRE, #57 b—XMfE, & XF T2 M
REYRAFURE, A =700y TRIE, A5 7 b—XMfE

RIDETFLIIAEFNRRAI) -V THEREE (16 %E) £HF 7 b—XMIE (1 KE)
RI1IDETLIZEIRAI) - THRERE (17THER) £H 57 b—MFE (1 HEEB)

R T RIEA SR 20244500 #5535

1974 ~ 1975 %EF 2%E ; 745 FCRE AEYXFURE
1976 £& 4RE  ; TIZIF hCRE,

1977 ~ 1993 & 5%&E 71 Z)V4 bURIE,

1993 ~ 2011 F£E 4&E  71I=)47 bURIE

2012 ~2017 £ 17%&E

2018 FE~ 189%E

132 R 2 ) — = v T



v CoA Bk kMg (VLCAD) R4E

x6 EXRUABEBEOCRREAE

FE3MF, HINV=F LI ML L (1974~2022 %)

o o ) % & DEREH RRHM SR

7Y AT 27— IKHHELR, 7 JIog N RE 4517891 42 1/107,569

52 N—ALY Y —BRIERE (F 7 B7TZNT 5= MiE 4517891 31 1/145738 }1/59,446
g3 EXTFUCREE 4517891 3 1/1505964

J 7 b —=XIMFENED) 161TH - 720 ﬁé A—TN0y TRIE 4517891 11 1/410,717
EE rEL2FLRE 4517891 5 1/903578

¥/, MV UEMBETT I B #H oo hys TR 1057775 1 1/1057,775

TIVEZ J DN BRREE

1,057,775 1 1/1,057,775

B REIERAE OREHERA & %% o

- I 1 1/4,501,685
- 2 R kA S N Gk - -y il
21PN, WEREORR, ¥ T ;%ﬁ #59 h—ZMfE ]1]11:] 4,501,685 ;g 1;%2’8;‘2 1/65,242
iE 5 = ’
AR A2USTRIERD Y M) VRIE i VA 6  1/750,281
g L e - - 2 TOEH  BmnE 1057775 21 1/50,370
TEC SN0 S 515, A7 & AFLYOCBOE 1,057,775 6  1/176.296
SV TEETY A< AWK %f—é o VEEMMIE 1057775 1 1/1,057,775
ER JNEIVEME TR 1057775 3 1/352502
RIEEDHINZF VN TV AR— #3xFLsORZALTYSCRE 1057775 10 1/105778
HEHNEFS S —HRIBE 1057775 1 1/1,057,775
&y —8aiE (LLF, CTD) %2 5k- 7
mAE (DT ) &5t P MCAD RIBfE 1,057,775 6 1/176,296
1BIDSASE & BT S 7z, 20224F 5% s VLCAD RIBIE 1057775 26 1/40,684
B8 CPT- 1 RIEE 1,057,775 1 1/1,057,775
HAED IR TRERERBREEL S ’fg CPT- I RiBIE 452360 2 1/226,180
TFP/LCHAD Ri8IE 1,057,775 1 1/1,057,775
Wr S 7z &5 1360 (7 v Fa< Al
o a5t 241 1/8,783
RS EB | 2RI REEH
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