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F1 REHFICH T ZERERHREREOMNRER CHEEE

(2024 £ )
REE 2Y) —Z L THEERE BRI & &R T 2 BAEME BEERERE ET 2 TERAEME

71 ZIv MUREE (PKU)
Phe > 180umol/L Phe > 360umol/L
E7 1T I UM (HPA)

Leutlle > 350 » D Val > 250umol/L

T3 72 Leu > 267umol/L
R R T
5%#E  KEILRFLRE (HCU) Met > 80umol/L Met > 268.4umol/L
SRALULIFETR (CitT) Cit > 100umol/L Cit > 200umol/L
. Cit > 100umol/L 7 Cit > 100umol/L 7
TIME=/ANTBIRE (ASA) ASA > 1.5umol/L ASA>5.0umol/L

aE#:
7AET S BIUE (PA) C3/C2 > 0.25 #»> C3 > 3.60 nmol/ C3/C2 > 0.30 #»> C3 > 5.00

}( X FI O EME (MMA) mk nmol/mk
K7
2 L T e
[ C5 > 5.00 nmol/mL » DitEEIF
6 1 VEERBOE (VA) C5 > 1.00 nmol/mL AT
I R T ooIolIoloolIooIooIoosrosioooosiosioosoooiooioosio
S RBERE JUVUBMEIER (GA-I) C5-DC > 0.25 nmol/mL (RE)
; 7 3
5t EEHIVKEXS T —ERIBE (MCD)
Z % B-AFATANZATUSCRE
~ ] (MCCD) C5-OH > 1.00 nmol/mL C5-0OH > 2.00 nmol/mL
F & WMeCD)
L 3-kE ROFY -3- XFILTILZIVERIIE
X (HMG)
A
& th§H 7 > )L CoA Fik&EB3% (MCAD) C8 > 0.30 nmol/mL »D C8 > 0.60 nmol/mL »>
RABHE €8/C10 > 1.00 C8/C10 > 1.40
HER$ET )L CoA ikZEEE3% (VLCAD)  C14:1 > 0.40 nmol/mL »D C14:1 > 0.40 nmol/mL D
RABIE C14:1/C2 > 0.013 C14:1/C2 > 0.020
BERLER oS . -
Ryt AIWZFLINWI RIS RATT5—F]1 C0/ (C16+C18) > 100 #»D
RBZTE (crr 1) wiE CO/ (C16+C18) > 100 CO > 100nmol/mL_
HIVZF LIV bILES 2T 5—ET (C16+C18:1) /C2 > 0.40 2 (C16+C18:1) /C2 > 0.40 »D
(CPT-TI) “xiBiE C14/C3 > 0.41 C14/C3 > 0.41
ZEERE /B8 3- E ROX 27 YL CoA  C16-OH > 0.050 »D (5%)
fi-k3&B3% (TFP/LCHAD) Xig&iE C18:1-OH > 0.050 nmol/mL
73/
jjzz KRHABEE > b RIBE Cit > 40umol/L Cit > 200umol/L
1 &E
s
i Nl i = hum ! C5-OH > 0.60 »2 -
|J ﬁfﬁ;ﬁ;fﬁ B -4 hFFS—ERIBE (3-KT) G514 > 0.090 nmol/mL (R7TE)
g HNZFL TR K~ 52 —REE (CTD) — €0 < 6.00 nmol/mL
it St ubEE L LR EEEEEEEEEE
£ ﬁgﬁ%z’;ﬁ C8 > 0.30 nmol/mL »> 8?0>>0.1380bnﬁﬁol/mL <
#® ; 1 - : : AP
£ 2% 7 BmETR (GA- 1) C10 > 0.50 nmol/mL C4~C18, Cl4:1, C18:1#
SRICER
HZ7 h—Z 8.0mg/dL LI E A5 =X 20.0 mg/dL Bl E
HFIR—ZA-UE ey
\ (R7E)
” o 2sOmgLE R
= RHMEEE HF77 b—IMiE HIIR=ZA-ULEE-Y IS
& 1&E L2715 —HiE (RTE)
R L
UDP- #3579 h—Z -4- TE X 5 —H3El -
EHREL L (R%)

GF) Phe= 7z 275 =>, Lleu=A14 >, lle=q4vOA4> >, Val=/NJ > | Met= XFF =2, Cit= ML >, ASA= 7ILX =/ ANV,
CO= B DIV=F >, C2= PHEFIAHIZF>L, C3=TAEFZIHIZFL, Co=AVYNLYIAILZF>, Co1=FFTVILHILZF>,
C5-DC=5 B JIAI=F>, C5-0H=3- KAF A IYNLYIAIZF>, C8=FUZ/AINAILZF>, CI0=TH/AIVHIV=F >,
Cl4=3IVURRIWAHIZF>, Cl41= SUXNMLAIAHIZFL, C16= /NI LA ZF >, C16-0H=3 £ RAF /LI MAILAHIL
ZF,C18= X F7AAMIWNAHIVZF>, C181 =FL AN AHIZF>, C181-OH=3  ROFFLAILAHIZF>

WEHR TR AGAEH 20264500 455575 AR ) — = T 115



F2 YERMIRFOKRESE

(2024 )
HREE H"AEER MERE HERRIRE 2RIGE
T/ BAHERE 73/ 82T LT REH 2T LT REH LC/MS/MS % *2
BHEBEAHERE TINANZF L ALFLTRES AT LT AR Ié%//l\KIASS/II\f/I*Ss,f*2
FERRER X R EE TIWAHIZF 22T LT RE 2T LT RE
#5%7 k=2 (Gal) . .
- =37 it
#H59 b—Z-11 > (Gal-1-P)
FEERBERE HI7 b—Z-1-U LB - . .- . ..
. [N S L KA M5 —i& KA M5 —ik KA bS—ik
(#77 b= M) ?G'iﬁ’)big,lz/;(7l7 ® GALT %4 GALT k4 GALT 4
Lég;;‘%’] F—Z-4-TEXT— TUXS_ ik

GE) %1 2>FLEENTE, *2BEIVATNI T T1—/ 2T LEEMNE, *3 HXIOY NI 71 —EENE, *42025F1 AL 5EK

HZ0H&E$2) OMICHRINT 5 & SNT&E72, L
72 L 20214210 H O BAEESSE I & o TR BEED
FHAGEDBE I SN, AR OBHEEFE D
BNDPE L2720, HRRAAZ ) ==V FEAT
Vk H AR AR & % U C Hili4 H (27 96 IRH]
PLE, 120 eI ORIM A HESE L7220 FRERE
\ZEERR A MM 2 A H R E A v & — 50 TICH
%Y Do AL TIIZHE L RO &% &
AR L T OHREEIT) .

2024 FFFE DS R BFIEA ) — = 7 OxF
SIBIIHR ORI I8 HETH 5o TR IEAH
BB ORSHRR T & OFFIE & FERIN 2 KE T 5
T B L O EEAE R 2 KOS 2 e ik %
RL72. =B, RUIEEEHODHLY T LAY A2
WREBOAFEEIL, ¥ F AT A LR RIEE &
TREDSFE L CTh D Z L bR SN E-ATH S,

WA AR (RIERE) O k2 R21R7 T,
T3 MR E, AHRIRASREE BXOE
WA E O 1T REOPEEEIE T _Ty v 7
LARAETIT, T JBREERE - 7o VAV =F
YEMET D, INHEBAWEMRAE DN
BIE, & T A A L DRI R AT, W
BllkoTiditkru~ o740 —/5 VT LE
M (LC/MS/MSH) 12 & % 2 2479 ¥

7T 7 b= AMVEORIRANL, BERPC L) 7T
I b=AREHT 7 b=A 1) VEREOERRE LT

116 WA ) — = 2 g

MEGEA TR % 7R L 7R O MR (R R %
TV, S22 T 7 b—A1-) VR ) D
WEI A7 25— (GALT) GO % Mt d
BARA T =Ry, BXOUDP-7Z 27 F—2A
4 TYERT—BHEHEOEMEMHERETHTEX T —F
FEEAT) . WFARIE T, #Inligdr s L CRERE:
I RA b T —EOFERFEEITH o FERIRGE
ORANI NS FERRAE & FIRROMAT 2179 o

B, FA T —EPEREETERREAIEOM
BETHH72HY, BEfx{To72 LT, 202541 H
S OMAF v b & L 72 GALT & PR 7
B0 Bz 720

AOU—ZV A

(L) 20244EFED A 27 ) — = ¥ J ik

2024 4F BEOFRIMEFREEE & L C OB E0mE e L
3RHEHT, D9 bD10EK (572%) 405 A 2
) == TREASER Sz,
FRARZAFRFOMERRIZ BT, BRI ANE 2 & T
SNHAEEE 3205 C, ZOPIFRIEERINA FA AL (B
E50725 2 H CO$RIM) OfF, FRIMEAE 134, il
HIMARDOTHE L, Z ol GRS %4+ E TOH
Bz &) 18 Cho7e INHERHFDH L, 29
RO WTIEFRA b2,
044EEDA 7 ) —= ¥ TR ZRIIIR L 72
W ARRABL SLTLIET, 20234F i 12 T 2451
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WA L 720 FEERIN A KM L 728503121 7F (0148 %) C,
ZOWNFUTT I 7 BACH R FEREMR AT (0011 %),
IR TR RERAT 88 14 (0107%), AR
HRERRA 51 (0006%), WERRHILEARE (777 b —
A MMAE) #1914 (0023%) Tdh o720 FEEHA K
TE L 7803 21 £ (0026%) TH Y, MRS A%
BAL & 70 o 72 111 (0013%) TR & FEFHR
L %o 728032101 (0012%) TH o7z TILHHEE
BAEORER, MEE LB S NIHERIZ66ITH -
720 BB 156109 B, 13GNLIEH, 260133HIE 4 (2025
F12H) TRIEETH 5o

BEZEOWNRIL, 7o T ARG ET 2
7T 7 b — A IE & B S N7HEBIDS5 BT
ZOFEIEAREY AF VIRAE T HI1H], 7ot v
FRIMELR], X FN7a b=V 7)o VRELR,
$87 2 )V CoA BiKkFERES: (MCAD) KIEFELBI, 777

7 M —AMFEMHR LB TH 720 72, M) »
IfifiE T8 (Cit 1) B 1BIIZOWTIE, ¥ T A~
A2URGIBTH DY M) v KIBE L s vz,
20244 FE VAR R CTHR IR R EIE L B S
TSHEBID A 1) — = > IR RIE, RAITR T
D THB, DEDKRNS, KA ) == 7128
\F % 2024 EED 1 YO BRI T B Bty i,
HRpTT238% (5/21) ThHotze F72, A1) —=
TR EHEES NS, AT b — AMEV
BB L7V OVERIE TR (GA-T1) 2858 T
Who BIEIEY T2 b= AMENEIOFFITH Y,
IR A SE B TGRS S N EBI CTH B0 —
TithEL, ¥ ¥ T L A 2K G B R
BB 21T o 72REBITH 5o
IFERAZ ) — = ZBHIGL A & O BE
EDVNITAEICA L ) ==V TR L Th S

x3 EXMRBEBENZRI -2 UK

(2024 £ )
A B Nem  BED %Zifﬁmﬁﬁ%;; UEEZ (o) 5 RHAR
73 UBCBREE 81871 9 (0011) 10001  1(001 1 (0001  Eh/IREEL
BRBHRSE 81871 88 0107) 40005 6 (0007 2 (0002) LGS AZEmEL
I BABREE 81,871 5 (0006)  6(0007) 2 (0002) 1 (0001) oiaT % COABIAKER (MCAD)
TLCHRRE 81871 19 (0023)  0(0000) 2 (0002) 1 (0001)  #57 h—XMED 1
& & 121 (0.148) 11 (0013) 11 (0013) 5 (0.006)

(GF) * 2 FLYRAE2RA ) —Z L IHGEE ERREICEET WV

x4 FERShKEEBD

)

A7V —Z 2 TRRERR

(2024 %)
AR EEE - e
ER MR o & MmEk MENREFER BIRMRERER i
1 & 2,984 4 C8:3.13nmol/mL, C8/C10; 10.83 — MCAD RiBE
2 £ 2984 4  C3:4.12nmol/mL, C3/C2;0.25 C3:5.31 nmol/mL, C3/C2; 0.45 TOEF CEEMAE
3 £ 2570 5 C50H ; 3.98 nmol/mL — AFTa NI
FRIE
4 £ 2530 4  Gal;1.1mg/dL, Gal-1-P ;566 mg/dL  Gal; 2.2 mg/dL, Gal-1-P ; 31.9 mg/dL A7 b—ZMEDH
RANT—iEk EEHY RANT =i EEHY
IEXS—HiE; #xthY) IEXS—tE; #xh)
5 B 2342 6 Cit; 389.9 umol/L, ASA; #BH&EhT — 2 MY U RIBRE*
6 £ 3092 4 Met; 191.7 u mol/L Met ; 604.1 u mol/L FEVAFUREIR

(F) * 2> T LRRK2RRAY ) —Z 2 THREE

FRUR TR EF S EA 202640 555575

WA ) — = 2 7 117



2024 FFE X TOERERNA 7 ) — = ¥ T ilifE & 3R 5, T2 7p o TR EARA S RE 203 2024 4F FE 2B

BAEDZA 7 ) — =0 FRREEDOFERHE 2 RE Bownzt, R5 REIEBMLI. D70,
R L7z B, 20234 BELIRTIC ISRB W A E L DRI O E —H L 2 WGE0H %o

x5 AXMAHBRBEOEENZY ) -2 TR

(1974~ 2024 F &)

M B\ RO OEERE dRER

: " . : BENEEORI
TR pam pEm kBN REH RS NIEBOWR
1974~ 415861 1700 108 59 PKU 5 ; HIS 54
1980 ' : '
1?3;; 550,138 1,357 174 89 PKUZ2:HPA3;HCU1:HIS73; GAL-T 2 ; GAL- TN 8 ; [H-MET 2 ; ARG 1]
1980 497485 904 137 85 PKUS5;:HPA4BH41:MSUD 1 GAL- T 5 GAL- T 10 ; HIS 59 ; [H-MET 1; Cit T 1]
19907 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-T1 6 ; [H-MET 1]
2001e” 470316 893 67 22 PKU1:HPAG;BH41;MSUD 3:GAL-T 1 ; GAL-T1 9 ; GAL- IV 1
228?5 491,018 794 81 15 PKU3:HPA4;MSUD2;GAL- T 1;GAL-T 2; GAL-T 3
011 ~ PKU 8 ; HPA 3; MSUD 2 ; HCU 1 ; PA 9 MMA 1 ; GA- T 1; MCCD 3 ; MCAD
Oole” 503899 935 151 38 RIBIE 2 ; VLCAD RIBIE 2 ; TFP/LCHAD I8 1 GAL-T 3: GAL-V 2 & h U
LRIBE* 2 CTD* 4 ; CPT- I &38FE* 3 [H-MET 2]
2016 101652 258 27 9 PKU2:MSUD 2 ; PA 2 ; MCAD I8 1 ; VLCAD I8 2 CTD* 1; GA- I* 1
2017 98456 86 21 8 HCU 1:MCCD 2 ; MCAD “RIBIE 1 ; VLCAD RIBJE 4 ; & b1 L &48E* 1; CTD* 1
018 95832 120 00 10 PA2:MMA1:MCCD 1 VLCAD RiBiE 4 CPT- IZBE 15 GAL-T1 15 % hU>
RIBFE* 1
MSUD 1; CitT 1;PA2;MMA2;MCCD 1 MCAD /RIBHE 1 ; VLCAD RIBHE 5 ;
2019 93480 8 36 16 GAL I 1:GAL- N 2: ¥ kU > RIBE" 1
2020 89202 112 32 9 PKU 1:PA2:MMA1;:IVA1;MCCD 1;CPT- T RIBHE 1 ; GAL- I 2
2021 89550 124 o 15 ASATIPAZINMAT:GAI1:MCCD2:NCD fIBFE 1 ; VLCAD RIBIE 6 ; GAL-
022 84296 1 > 11 PKUZPAZIGA1 1:NCAD RIBFE 1 ; VLCAD RIBIE 3 ; CPT- T RIBE 1 GAL-
2023 82116 133 30 6 ASA1;PA2;MCD XIBfE 1; VLCAD %Kil 2
po2a 81871 121 o 6 HCU1:PAT:MCCD1:MCAD 1:GALII1:GALN 1: SR SRR 1

PKU 42 ; HPA 31 ; BH4 3 ; MSUD 11 ; HCUG6:Cit I 1;ASA2:PA 24 MMAG ;
1 &% IVA1;GA- I 3;MCCD 11; MCD 1; MCAD Ri&8fE 8 ; VLCAD XRi&fE 28 ; CPT- I
8 253 XIBHE 1 ; CPT- I RI8fE 2 ; TFP/LCHAD XK#8%E 1 ; GAL- I 1; GAL- I 12 ; GAL- II
51, GAL-V 7

_ 2R xRN ULKRIBET7;  CTD7; % GA- I 2; % CPT- I RIEEE 3 (TR REEBLIRE
gt 4,681,878 9,046 1,114 = 19 0 2012-2017 &FfE)
BEMR
&&E 207

fgijﬁ [H-MET 7;Cit I 1; ARG 1]

HIS 207

(GF) PKU=71 VM FRIE  HPA=8 71 2V 7 5= MU ; BHA=E 77 R ZHE :MSUD=X— IV 0Oy T RAE ;HCU=FREZ X F VJRfE; CitI=
MV MAETR; PA=7" O > B ME ; MMA=XF )L~ O B MAE; IVA =1 VEEB M ; GA- 1=V ZIVERMIETE! GA-TT=2 )L 2V EE MAE T RY;
MCC D =XFILIAab=IV VUL L REE ; MCD= &IV A¥>5—t MCAD=mF${7 > ILCoAi KBS ; VLCAD=1BR $§ 77 > ILCoAR KRB SR ;
TFP./LCHAD==8E&3 R $#H3—EROX> 7 ILCoARIKFERESR  HIS=EXF VU ME ; GAL-I=H57h—R-1- UL BEIUV NS> R T 15—
RIBEE; GAL-I=HSUr ¥ F—ERIBIE; GAL-MI=UDP-HF7h—R-4- TEAS—ERIBAE ; GAL-V=H57h—X L2082 —tE RIBE  CTD=HIL
ZF NG RAR—E—BEIE  CPT-I=AIZF L /NILIN VNS 2T 1 5—FE ] CPT-I=HILZF LIV IVN S AT 25— E T MET=4F 4=
L IME ; ARG=T JL¥ =2 MfE
H-= & % 32> F AT XE 2 REASEER: [] 1dRsER

<HREBOHE >
1974 ~ 1975 5F 2%K&E 7 12V b BREE, REY XF URIE
1976 £ 4 &R T T IV MURREE, REVAFUREE, X =70y TRIE, #57 b—ME

1977 ~ 1993 FE 5&KE ; 71 ZIH MNRE REVRAFURE, A —7)>0y TRE, #57 b—MIE, £ XF T > M
1993 ~ 2011 FE 4K&E ; Tz bRE AREVRFURE, A —7)>0y TREE, #57 b—XMIE

2012 ~2017 &E 17%E . RI1IDEICTLIIEIRAIY—Z D IHREER (16KE) £H 57 b—XMfE (1 KFE)

2018 FE~ 187E | FT1DELFLYREIRRIY—Z L IMSREB(17THER) EHF5 Y b—XME (1 &B)

118 FrEIR A 20) — = TRAR WRHFHIES G AR 20264E 0 45555



IR SNSRI R EAEA 7 1) —
= 71 REE (185H) O RBIT A

®6 ERMAHBBEORRE

(1974 ~2024 £F)
& BB EREH BEH REXR
T b RE 4681878 42  1/111,473
L, BITIAT I M 4681878 31  1/151,028 | 1/61,604
=3 EXTFULREE 4681878 3 1/1560,626
B A-7No0y TRE 4681878 11  1/425625
Ef hEL2FLRE 4681878 6  1/780313
B vyomEre 1221762 1 1/1.221762
FLEZJ ANIBRE 1221762 2 1/610,881
" TR 1 1/4665672
2 B #5sr-2mE Hiiz apese72 2 1/38BBOG| 14
i i m# 51 1/91,484
Vg 7 1/666,525
TOE+ LB 1221762 24 1/50,907
& AFILTOCBMNE 1221762 6  1/203627
%g 1 VEERBNE 1,221,762 1 1/1,221,762
iE R TV aIVERISE TR 1,221,762 3 1/407,254
#H xzLoOrzAsUSCRE 1221762 11 1/111,069
EANNER ST — CRIEE 1221762 1 1/1,221,762
MCAD %18 1221762 8  1/152,720
E;? VLCAD XRigfE 1221762 28 1/43,634
% B CPT- I RIBIE 1221762 1 1/1.221,762
E % CPT- I %xiBfE 616347 2  1/308174
TFP/LCHAD %igfE 1221762 1 1/1,221,762
a5t 253 1/9,130
2T LY XE 2 REREE
SNy L RiEE 1221762 7 1/174537
;g;ji) b7 e AR 1221762 7 1/174537
7L & VB 1B 1221762 2 1/610,881
CPT- I RiBfE" 605,415 3 1/201,805
2 RESH AT 272 1/7,838
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