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R1 REHFICHITZERERHREREOMRER EHEEE

(2023 %)
'iE Z2T)—Z L TRGER BRI ZKFET 5 EEE EERERECRET IUTALEE
T4 bR (PKU)
Phe > 180umol/L (LC/MS/MS) Phe > 360umol/L (LC/MS/MS)

EB71TZI 7S MmE (HPA)

Leutlle > 350 » 2 Val > 250umol/L  Leu > 457.8umol/L (LC/MS/

738 »D Leu > 267umol/L (LC/MS/MS) MS)
RBERE T Met > 268.4umol/L (LC/MS/
5&E FELXFURE (HCU) Met > 80umol/L (LC/MS/MS) MS) Bis
MLV IETE (CitT) Cit > 100umol/L (LC/MS/MS) Cit > 200umol/L (LC/MS/MS)
. Cit > 100umol/L » D Cit > 200umol/L »2
TIMF=/ ANTBIRE (ASA) ASA > 1.5umol/L (LC/MS/MS) ASA>5.0umol/L (LC/MS/MS)

[m N
7AEd S BIE PA) C3/C2 > 0.25 #»> C3 > 3.60 nmol/ C3/C2 > 0.25 #> C3 > 8.00

;( X FILTOCEME (MMA) mk nmol/ml.
X A
R C5 > 5.00 nmol/mL % D4
6 1 VEEBME (IVA) C5 > 1.00 nmol/mL S £ R
I <1
= KBEEE JLLLBOEIR (GA-I) C5-DC > 0.25 nmol/mL (RE)
5 83 SO
i WEHNAX ST —ERIBE (MCD)
2 ,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,
2 T
> {§ AFNTE =T YL VRE (MCCD)  ¢5.0H > 1.00 nmol/mL C5-0H > 2.00 nmol/mL
-
L 3-kEROFY -3 XFILTIL2IVERME
it (HMG)
A
i gH 77 > )L CoA /KB (MCAD) C8 > 0.30 nmol/mL »D C8 > 0.60 nmol/mL »D
RIBIE C8/C10 > 1.00 C8/C10 > 1.40
fBEST o)L CoA BikEEER (VLCAD)  C14:1 > 0.40 nmol/mL # C14:1 > 0.40 nmol/mL »D
RIBHE C14:1/C2 > 0.013 C14:1/C2 > 0.020
[ . N o C0/(C16+C18) > 100 D
KB REE z’cﬁ;’;‘)/;é;% RAVEZZRT72T=F]1 o/(c16+C18) > 100 CO > 100nmol/mL » 2
33 = €16 < 1.0nmol/mL
HILZF LI RV RS2 X T 5—ET (C16+C18:1) /C2 > 0.40 »D (C16+C18:1) /C2 > 0.40 #D
(CPT- 1) &iBiE C14/C3 > 0.41 C14/C3 > 0.41
TR/ E#3 £ FOXY 7L CoA C16-OH > 0.050 7D (%)
Bik3EEE% (TFP/LCHAD) RiBE C18:1-OH > 0.050 nmol/mL
T3/
% KBHRBE MY REE Cit > 40umol/L Cit > 200umol/L
Y 1958
G gwm T
i Rriaden = irim C5-OH > 0.60 D -
) RBEEE p- 74T ERRE (KD R ()
; HILZF> hT L AK—4—REE (CTD) CO < 8.00 nmol/mL €O < 6.00 nmol/mL
I GBS EoHs T
3 ";ﬁ . ' i C8 > 0.30 nmol/mL »D C10 > 1.00 nmol/mL T,
g 2% FNEIBOETR (GA-T) C10 > 0.50 nmol/mL C4~C18, Cl4:1, CI181 4
ERRICER
#5497 h—2Z 80 ma/dL LIt #54 h—2Z 20.0me/dL BIE
HSOh—RA-ULE e
N (RTE)
Bt mE ‘ SO M
* KBEEE H57 b—XMEE HZIb=RA-UEE-J)II TS
= 1&E L2717 tEiEk (RE)

HAEREL L

UDP- 57 h-R A TEAT-EEE o
BhREL L FE)

Phe= 7107 7=, leu=A142> , lle=sq4 VAL, Val=/N) >, Met= X FA=>, Cit=> ML) >, ASA= 7ILXZ/ OANTHE,
CO=sBEENI=_F>, C2=TEFIHILZF>, C3=T7AEFZIVAIZF>, Co5=AVYNLYILHILZF>, C51=FTVIAIZF,
C5-DC=5IEZVIAI=F>, C5-0H=3-E KAF A IYNLIYIAIWZF>, C8=FUVZ/AINAILZF>, C10=TH/1IVHI=F >,
Cl4=IYXMIAINZF>, Cl41= IV RLAIVAINZFL, C16=/NILI MIAIZF >, C16-OH=3 E RAF I /NILI b ILAHIL
ZFL,C18=XF7AAMIAHDIVZZF>, CI181 =FLAIAHIZF>, CI181-OH=3 e RAFI AL IILHAIZF>
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PERAER S R BIE TINANZF > BT LT XK BT LT XK

#5797 h—Z (Gal) . .
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BIZE 220 %21TH 0 BB, 73/ RAHEE
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75 74— (HPLC#:) TFT - T\ 7225, 20184F
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W S N7 32T, £ OWFERIZERITLH #0R
JE(H#im0725 2 H ToRIMm) 20, RIMEAL 127,
PRI A MR DT R21E, £ o GRIfi2 55243 %
TOHEEBEZ L) 161 TH o720 b 323X
TTHELPERmS I, W72k Shemikz
M TR Th iz,

2023 FEDA 7 ) — = TR RIITIR L7,
MR 82116 4T, 202247 FEIZHA~T 218014
A U720 PRI 2 ARHE L 7280313314 (0.162%) T,
ZTOWRITT I 7 BRAR S EAEMAT 1214 (0015%),
A BRI AR B E EAR AT 88 11 (0107 %), NRIIR AU
FURREMAT 1674 (0019%), AEEAHEHEAE (77 7

b — Z M) AL 1744 (0.021%) Th o720 AHEIRAT
ZARIE L 72803 3014 (0.037%) T ), HIEIFRAL IR
(AR & 72 o 7283 1144 (0013 %) THHRIL
SAFERAT L 70 o 728031914 (0.023%) TH o720
NOHWEREDI L, ¥y TARAIRSGREEE
7203777 7 b — AME & L CTRol S M7z REF L 651

ThHolzo TOMNRIZTIVEZ ) a7 FERRSE 1S,
Ta Yt CBRIE2H), HEHT 2V CoA KRR R
(MCAD) X4HJiE 1B, #F§H T > v CoA ik FE
% (VLCAD) KIBSE26ITdH > 720 20234EFEHAED
WCRRERBEFIRE LB SN 2R ) —= 07
FEOBAASRIIR AR TEY) Th o720

WA OZMHEF 6 FILA D 241D H &, 1361
IER S S, 11BN (20244511 H) ©
KT CTH Do ZTORR, KAZ ) —=2 702023
FEEED 1 IO SN 2 Bty s I3 B 1T
200% TdH - 72,
Q) A2 ) — =¥ ZBlG» & DR

REDVVITAEIZA L ) — =V TEBIBLTh S
20234 FEE TORBERNA V) —= v TIi#E & RS,
BAEDA ) — =2 QIR DS RAE 2R 6 12
IRL7z20 2B, 20224FBE LRI OFEFRIEE L2 H 3
58 LT\ o PG B KT R B AS 2023 4F FE 27
WrasownzzinG, &/E5, R6B IO TREEHIIE

x3 EXMABMERENZ V- JHi#K

(2023 %)
7 | B/iEm EEREEREER (%) Wers |, 1
B B brn  wEn P oam sam  mAm REHAR
T7I/BAHERE 82116 12 (0.015) 0 (0.000) 2 (0.002) 1 (0.001) TIVEX = J AN BEERIE 1
HHEBAHEEE 82,116 88 (0.107) 3(0.004) 10 (0.012) 2 (0.002) IO+ U EBMAE 2
g7 > JL CoA Rk 345k (MCAD)
BEEABREE 82116 16 (0019)  8(0010) 3 (0004) 3 (0004) KEEL e VicAD)
RISTE 2
EERHERE
($5 4 h— 2 5 82,116 17 (0.021) 0(0.000) 4 (0.005) 0 (0.000)
& &t 133 (0.162) 11 (0.013) 19 (0.023) 6 (0.007)
x4 BEDIEINEEBEOI7Y—=2 TERERR
(2023 F )

R 1R ) o NERERSE BRORERS %

1 & 3454 4 C14:1;024nmol/mL, C14:1/C2:0.017 C14:1;0.08nmol/mL, C14:1/C2;0011 VLCAD RigfE

2 B 2856 4 C14:1:0.39mol/mL, C14:1/C2;0.028 — VLCAD RiBiE

3 % 3,080 4  Cit; 455 u mol/L, ASA ; 4.4 umol/L Cit ; 92.6 u mol/L, ASA ; 10.5umol/L  7IVX¥ =/ J/\NVBBERIE

4 B 2494 4 C8; 1.33nmol/mL, C8/C10; 8.74 — MCAD Ri8fE

5 5 3,070 5 C3; 5.96nmol/mL, C3/C2; 0.37 — JOE#+ M

6 T 2,779 4 C3; 5.25nmol/mL, C3/C2; 0.27 C3; 6.26nmol/mL, C3/C2; 0.59 7O+ M

R TRIEF S ER 20256 55545
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ML7z0 20720, 20224 LRI OFHE —FK L % WKIADEETH Y, 2RNREETHL Y M) ¥
WIGEDH HISTREENNTTEE T2,
T AR A LR R B DT RAEEIL8890 A ZF NSV PNV ET AT 2T — I RIERE

RIBEE, HIWVZF 2 5V AR—F —BERE S

x5 AXMAHRBEOEEINZV ) -2 TR

(1974 ~ 2023 £ )

| Bl RBERE NREE . -
: " . , SRS h =B DN
R BREH wEH kK EH BRI e & PR
1974~ 415861 1790 108 59 PKU 5 ; HIS 54
1980 ; ; '
‘?gé; 550,138 1,357 174 89 PKUZ2;:HPA3;HCU1:HIS73; GAL-T 2 ; GAL- TN 8 ; [H-MET 2 ; ARG 1]
1?88(; 497,485 904 137 85 PKUS5;HPA4BH41;MSUD1;GAL- T 5; GAL- TN 10 ; HIS 59 ; [H-MET 1; Cit T 1]
‘?g;; 463719 667 79 46 PKUQ;HPAG6; HIS21;HCU2; GAL- T 1 ; GAL- T 7 ; [H-MET 1]
1990 463087 522 52 16 PKU4:HPA5:BH41: GAL-TI 6 ; [H-MET 1]
228(1); 470316 893 67 22 PKU1;HPAG6:BH41;MSUD3; GAL- T 1 ; GAL- T 9 ; GAL- IV 1
228%‘ 491018 794 81 15 PKU3:HPA4:;MSUD2;GAL-T 1;GAL-T 2; GAL-T 3
2011 ~ PKU 8 HPA 3; MSUD 2; HCU 1 ; PA 9 MMA 1 ; GA- T 1; MCCD 3 ; MCAD
Oois 503899 935 151 38 RIBIE 2 ; VLCAD RIBIE 2 ; TFP/LCHAD RIBfE 1 GAL-T 3: GAL-V 2 & h U
LRIBE* 2 CTD* 4 ; CPT- I R4BE * 3 [H-MET 2]
2016 101,652 258 27 9 PKU2;MSUD 2; PA 2 ; MCAD ‘RI8fE 1 ; VLCAD 48 2 ; CTD* 1; GA- I * 1
2017 98456 86 21 8 HCU 1 :MCCD 2 : MCAD ‘RiBfE 1 : VLCAD RIBHE 4 > k1 L 4&iBfE* 1 ; CTD* 1
018 95832 120 50 10 PA2:MMA 15 MCCD 1 ; VLCAD RIE 4 i CPT- TRHE 11 GAL-TT 15 k>
RABIE * 1
MSUD1:CitT 1:PA2:MMA2;MCCD 1 : MCAD &8 1 ; VLCAD RIBIE 5 ;
2019 93480 89 36 16 GAL-II1:GAL-V 2: ¥ kU > RIRE" 1
2020 89,202 112 32 9 PKU 1:PA2:;MMA1;IVA1;MCCD 1;CPT- T R4BfE 1 ; GAL- I 2
0021 80550 124 . 5 /]xls¢\1 {PA2;MMA 1;GA1 1;MCCD 2 ; MCD /8% 1 ; VLCAD RiBIE 6 ; GAL-
PKU 2 PA2; GA1 1 ; MCAD %&48fE 1 ; VLCAD %&i8fE 3 ; CPT- T KIBfE 1 ; GAL-
2022 84296 141 42 11
V1
2023 82116 133 30 6 ASA1;PA2;MCD I8 1 ; VLCAD XigfE 2
PKU 42 ; HPA 31 ; BH4 3; MSUD 11 HCU5; Cit T 1; ASA2; PA 23 ; MMA 6 ;
454 VA1 GA-T3:MCCD 10 MCD 1 : MCAD RIAE 7 ; VLCAD XRIE 28 CPT- I
“i8fE 1 ; CPT- I i8#E 2 ; TFP/LCHAD XIBfE 1 ; HIS 207 ; GAL- I 1; GAL- I
) 12 GAL-T 50 ; GAL- V 6
&f 4600007 8925 1098 5 piim s hULRIEE6: % CTD7; % GA- I 1 * CPT- IRIBE 3 (SR KA
B 17 D 2012-2017 &E)
?Egﬁ [H-MET 7; Cit I 1; ARG 1]

() PKU=7x IV b FRIE s HPA=E 7 12V 7 5V MfE ; BHA=EF T T UL R ZE ; MSUD=X—7 IV Oy 7 [RIE ; HCU=REL XF U FRIE; CitT
=YMNV L METR  PA=70OE 7 B ME ; MMA=XF LY O BRINAE ; IVA =1 VEEBMAE ; GA- =7V 2VEMETE  GA-T=7)L 2V ER M ET
I, MCC D =*FINIORZIVT ) U RIE :MCD=E & NIV ERF S 5—H MCAD=m$§H 7 JLCoARi Kk EEESR  VLCAD=HBR §8 77> )L CoARi K =B
%,TFP/LCHAD==5EFf#3% RH3—ERO¥X> 7 ILCoARKFRBES R  HIS=E R F UV MIE; GAL-I=H5 M —=Z-1-U B IS X T 15—
ERIBE; GAL-I=H5 Vb F—ERIBEE ; GAL-MI=UDPHSVh— R -4- TEAS—HE RIBIE ; GAL-N=H57h— X L2OK2—E RIBE: CTD=HIL
ZF NI RAR—E—BEEE;CPT-I=AIZF L SILIN VNS> R T 15 —ET; CPT-I=AILZF L /NIVIMM LN S X T 15— ET MET=AF 42>

MfE; ARG=7L¥ = MfE

H- =& % 32> T LAY RE 2 REGES: [ 3GRA%E

<HRRBOHE >
1974 ~ 1975 &
1976 £E

1977 ~ 1993 £ &
1993 ~ 2011 &
2012 ~ 2017 &%
2018 FE~

2&E
47RE
S5&EE
4 RE
17 %8
18 %&&

T bUBREE, REY XF DRI

TV NOBREE, AEVXFURIE, A =70y TRIE, 77 b—XME

TITZIGg NOBREE, REDAFURE, A -0y TREE, #57 b—XME, & XF T 2 M
TS NURE, R EVAFURE, A -7 0Oy TRE, A5 7 b—XMIE

RI1DECTLIZENRAI) -2 THREFR (16 FE) £H TV b—XME (1 RE)
RI1IDETLIZXE1TRII) -V TRHREE (17 HE) £EHF 7 b—XMfE (1 &E)

122 FrEIR A 20) — = TRAR WRHFHIES G AR 202540
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QRS EEEALENCER S
7Bl H) B LTIV VBRI 1T
% G 7o kD5 RAHEIX 7,709
NZIADEIETH 5720 —H, 2
KR RBEBILLTHIT, FONRIL
¥ MY YRIERE6R], Hv=F b
TV AR=Y —FRRETH, TV
VERIE TR 1650, A v=F /v
IMVE I VAT T—FIR
HIE3BICTH o720 HIV=F 7%V
SMMVETF AT T—PIRK
HIEIX20184FEN B ¥ T AT A
LRSI L e o 727280, FNLL
A58 R S 72 361 % 2 0o S iR

LLTHAL, ®5, R6IZBVT
DEBEORNE Lz 72, T b
V) CIE T B 16151986 4F 1258
RENTVD)Y, 58 R CIEA
RIVERTH o 72720, R5TIE
HEIEBIZEAL, R6DOHR
FEFERIUTIIEAL T,

BUEE ClCRRESNIZAZ Y —

=V TR REEBONFUL 45461 T,

FOWNRIZ 7 == vr b VREE42

B, &7 =T T = e 31,
RZIE CEYET = =)V b YV IRIE) 34,
REY AT VIRAES B,
VIMGE THILB, 7OV = a s BBIRAE2BI, 7
AT~ u ERMIECH], A
7OV & OVERIMAE T B34,
Vrua b= r) v VIREELOB, BEEHVAEF T
HEH T 2V CoA KRS K
< 3R AR E 28
Bl, AINV=ZF VI MNVET AT T—E]

0y 7 PRGE 1161,

0¥ > RIMAE 23 1,
v R R IME 151,

T — ¥ RIERE 1B,
BRETH), MEFH T v CoARiKE

®6 ERMAHBBEORREE

vtk 7Ty
A—=TN
NI

(1974 ~ 2023 £F)
&= B MEREH HRH REE
IV NORE 4600007 42  1/109,524
7 B7IZAT I ME 4,600,007 31 1/148,387 }1/60526
2 S EXT7UCRIE 4,600,007 3 1/1,533336
B x—7Ny0y TRE 4,600,007 11 1/418,182
EX RAELRFURE 4600007 5  1/920,001
Uy mETR 1,139,891 1 1/1,139,891
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