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[ XHttrERL] B

N TR 2 Bt L T 52 5 W) (pyruvate dehydroge-
nase complex, PDHC ) J&— 434 T e i AR 3k it
22 55 AR, 8 e A PR TR 11 A 4R B 1 A=
T TR A, A RO HERE A A =R IRE R
JEAZ A= RN A% AE W 1 PDHC & 45 6 B, 3 TR iR
i FR it (pyruvate decarboxylase, R FR E1) \ &
Wk £ 1 5% #% 1 (dihydrolipoamide acetyltransferase,
] Bk £2) F1 S0~ BB i i %0 1 (dihydrolipoamide
dehydrogenase , & #% E3) J&2H Ji, PDHC iz S5 1) 3
ity , Forf B2 A o R A B SR A S DU 2R
PARP S TR R 5 R 2 5 W) Bt 2 E (pyruvate dehy-
drogenase complex deficiency, PDCD) J&— Fl 5= UL 1)
LR BE AU RERT S AL PN , R R , 249 84%
B ER N BN T Xp22.1~22.2 X3 PDHA 1 KK %
A AT R EL Bl (E1-o) TIREGRFA , H IR
LR MLAE AT PEM LA E K BR&EL
il RAEAR o BLAMT 1 KR 2 B2 Wil PDHAT 2
PR 98728 S U PDCD 2 5 i 1l PR BERE B JE DR 23 A 2
R, Hm A2 5 4 7 10 B s AT TR A A
I LA e ik R B X A i IR
1 wEIER

B 8L, 20,9 % 345, 20224 1 1 A “ il
2JE AT EATR AT AR, LA RGeS R
TR A i S5 B I PRI X, 5 SR e HILBRGE < 2 d
JE EAROOL o g AT Sk g AN AT E AR
AR, JCH AR, PUBCHILTT TR, BULR GIPL, L™
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(33D EVE ™. BILBRE 2 ) il T b
& THHBE Bl M RE ) 22 BEAEATE B S
W E T o SCBEEARMERRE AR R AT ARG
WAL S BB e s AR AR A ARTE R AR
LR AL, T TE 5, FPICARE , T L8 B R (10T, S A
FLAF AR, X B S R A, WA 78 i, 315K, AL
Jit O R AL, T R VR R R O IR R
DL i, DAL IV 9%, 0T LK g i, Fili
FEE AR B 1, 500 B EAE B 1, SO e fsz 5 mT 5|
o BHBNAS A AL AR BRI T A
P bR 4 50 R T R R IR DD REBEAC IE
EBJRTE A2 T B B A SRS g
Ji 2 4G A S 1 5 B R 1 400 Y 1 /L, 6 2 A
70% , BLAZ AN 30% , ki 55 V461 2 4 e 48 1 TE 5 I
T DR A 22 R G BE RSP F BT /Kl
1B 5 H 4 (aquaporind, AQP4) Pk TG HEHE /D5 18 i
41 g B 2 1 (myelin oligodendrocyte glycoprotein,
MOG)Fiik IeG HEEE B E R (myelin basic protein,
MBP) U4 1gG 2B ; i pRAs AL A £ - 1l PN 2R
1475 (923.21 wmol/L) , Il FLIRHE 55 (6.6 mmol/L) , IR
LR B TN AR 5 5 HROFEA £ 1E 3 s WISC-R 241k JL
TR PG AR R 14 B 50 IR 23 UK
673, MR AR 14 43 BT 1Q 58 4r (RS ) , T
B R 5 PTG Fi, P i 7s S  JL e i e 11 9 T A0
Fe M Sk FRAUE AP AT 5 WUHL I 7 2 B o 22
DS A5 3 AL P, A2 5 A W 5 5 O P S T AR
VR B IEH 5 A0 FE MRIA WA 2 5% ; S /i MRT
(20224F 1 4 H ) 3278 PN ig B85 9 DX R fik
BHELZRAERES (B ABIZW 08P
27 AR ? EAEMIE . FRIER T YURE |
Sk 76 b R TR | b FEOK A BT R | H 8 B 7K 3 i



A3 60
20234F6 H

Xt B/, 5k WL A% TR I SR A= 0E | AR 2 GRS st &4 )],
P R ERICEF AR ARBR2ERR ) ,2023,43(6) : 886-892 - 887 -

JE AR R BRI QL0 2 RIETT 30T iRIr G
ML B T FEZE 2.3 mmol/L, B ILITEAEE WL
WLBK 7T B SRR G % e i e o B L B Ja e 1
TABERERTRREIZIGIT , JF HIRYEA= % B,
WG Q10 2 RJETT AR & 5RYT iz hak 148
HTERE , R, JE R AR O IT R B RE 0 J
NEREE FE GG . HBE e ARz R
2, BASLMMRI(2022 458 A 29 H ) HE/R B/ N |
FEIET X LA i 25 55 22 S AR BT AF i, )Ryl
BAGIIE L (B 2) o 3Bl D5 & BRI LIzs 3l SaA
RE AT, HRTMERR, 5 IEHCHTTRE W .
2. L, &, 2% ,202245 1 H X “nzuk 1 JH,
(] 7 e AEEAE 4 7 ABE . LS H AR AH [R] 35 LA

W T8 R YR RE RAR , A R BR E  EIR R AT AT
AT AR T B2 U R AR SRR Bk
XUHR 8, DU b3, T 0k (R, JE R/ IME e Ak
FREEor 2 1 he BILAR G2P2, B HHIE ™, Hidt
JLIAAE il 98 "9 s, - 24 4 BE B A B 1A Y7 10 XK
Ik b, BEAEAER A B G T—MFE L, 18 5
4 2B M, H AT R A USRS UK A, &
B B R MR, AR R S5 08 , SN Z s 15 s Je 1%
Puhg s o ABEAE AR A R0 A R L R AR T
TE WP AS SUM e FL 25 K 25 [, %ol Sz B R
B, MR FE AL, SR, U I R, BT B R4
TR, O A UL B S, DU LT IV 4%, WLk g
VAT, FRG A5 R 38 A B, XU £ E A B 4, XU e Je

T2WI(A) \T2WI Flair(B) .DWI(C) R BILILETT X 2 LB E 55
B1 518N LA MRI 6 2 B &

T2WI(A) T2WT Flair(B) DWI(C) /R B ILILK T X £ & 2 W15 S5 5T a4 k.
B2 #1%8)LELHLE MRl EE %

I I a0 N 10/ A o A o 1311 A
Ut BBk b 450 S e R HURIED AR A
IEH S EB TR HLADEIN R B B A SR
AR S S A S A B 5 VR 1T 20 i 28 /L,
R 27% , Wk T 40 M0 46% , BAA% A0 M 27% |, 5 e
A B B IR WA VR A B 5 T 2
IV AR 28 R G B A R B B bR : AQP4
LK 1gG . MOG LA 1gG . MBP 47T 1A ToG 35 B 1 ; 1fiy
PR 35t A% AR I8 0 2« 1 L R 3% 51 (5.0 mmol/L) , JRFL
iz K TR R 1 5 IR RS G A% 1E 7 s DST L & 75 i

4 :DQ 5143 (KB RAKT ) MI 77 43 & J1H8%500 &
IKF), Hedig sh 8 =211 A Fh&id R it=18 1~
F B W =27 A AU e P s S 4l LG
HL L, SR SR I I SUN AR i 1.5~2.5 Hz §
T 30 5 WUHRL VR R 7R 5 B 22 T P ] il o 22 R P 33
B WLHL B AR (G2 ) ARSI 25 R E 3 s b
Wi B A Jisfs A& FELAVE JE B 5 4R MIRT R DL A 18 S
53K MRI(20224F 1 H 6 H ) 3278 BINZE R X &
MG % 55 22 K St w5 (E13) o ABEIZIT i #1k
Wi 487 BRSNS AR ¢ AR .
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TBTE I HBPUR Sk A bR HTERGE H 2R B K
WP e A R B AT Q10 SR bE B ER AN 2R
JETTEHRYY AT G MFLAR T 2 3.8 mmol/L, )L
g AT EAREER I S B, LB &
W T A NRIE LS, kst 1 IRYE A= K B1 Hi
QL0 ZERIBTT B A Bk &Iy A ME R AER
G ABIR%E, Qe Uik S&iA, Ak 5 MR1(2022 4
9 H 5 H )RR FIMIZE Y X 5% 15 5 W B 4 7 (=]
4) ., ITWIBEDT % IR ) Liz 3 KA RN RE T 8CRT i
MERR, T T LAY A

AW 5T RS A BE A8 B 23 51 2 b ifE (R FE5 .
202210189-1) , 7E3AF HULACR G R &5 L 1677 1]
[ E 2 5] £ L B HACBE A JE bk L 45 2 miL, 53551
PRAETF EDTA-KBUsE A b, Ze 4Tt il St B2 22k
5T Xt 2 51 B L FH e i e iR A T 4 A 2l 3
PRI RGN 2 24 b A KL PR I, DA T & B AT BE A7 AE 1Y)
HOW ALY, P8 I Sanger ¥ %) LA ACHEXUT T AT
SBE RO 2 AR AT A IR UE o 1 FH v e 0 AE 2 491
BILEY X Qe ik - PDHA TP (NM_000284) 145
NG F R 5 L RAS ¢.223G>C(p.E75Q) ,223 5
FAT R S IEERS G A8 N IR RE C, 1% 748 S 805 75 1
IR A 2R AR A S e , R T B B0 1 o
A KA S SCHR B 78 5 PDHC E -0l B4 Bi i AH
X, ¥ 2 1] 5B LS HACREREARIEDT Sanger M T B0 IE

RIHAL KA s TCE 5, BRI s 2R B 78 5+
(E5), ml o pr iz R &R sl g R (K 6) . Aifi A
2 L A 28 A8 B4 J%E HGMD (Human Gene Mutation
Database, http://www.hgmd.org) | Clinvar {4 /& , G
N BB PE I AT A R, A ) SCER A 2 R A AL
S ARSCHEGE | ¢.223G>C ol AHGHE i 1828 546
Mo [ AT B Y b S B RR DR AT P 23 4 /s i Ao
SRR SR 0 AR I TCI: 55 22 W b (1] 1 B2 O <F
(1 7) , Ui B iz 2 R o) R B 20 AR Wk 2m 2
RE , 7RI DX A A8 S n] BB 23 5 R 2 1 B 4 i S5 2
RESEH o K JH PyMOL ERAE I3 B % OB AR B 5 58 7%
RUEE B =054, e BRI 5 m] 5| S PDHA T A
A 1 45 A0 B R A | SR IR (b 75 N A =R
(Glu) 728 A ZWERE (Gln) , 2748 J5 R B TGk
i S S 94 7 R ZR (Cys) 45 &, i 2s 5 i H 2
RETHPE (K 8) . KR HGMD $i# 4 . PubMed % Clin-
var B0, 275 RH G SCHR , R 56 [ R 2l 2 5
I [H 4 272 25 (the American College of Medical Ge-
netics and Genomics, ACMG ) 2015 4F /& #i 19 & [ A%
SRR E RIS F AT BOR AL, ¢.223G>CHIE
N EEIERTEAE S, PM1+PM2+PM5+PP3(PM1 : 1% 75
ST 9EAR RS, [X dal s PM2 - 75 IE W AR 2 v ol
R AR S 5 PMS : AH [ 37 8 114 58 7228 8 SC R A5 3l 22/
Clinvar 8048 2 C A 18 , (H 2 5L 0R A2 L AN ] 5 PP3

Al
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AW TR 1D RS A E UK £ REVEL HO ——
2t B Jy A %, SIFT. PolyPhen_2 . Mutation Taster
GERP+TIN &5 52 A3 ) . I, I A S+ nl fig
RECRMHEE S, A 20 B ILIRIKRER, 2R Eﬁfpﬁr#

PDCD,

| :"‘.‘ ) A A !n\i ;‘ L‘g \ A
A WA,

241 5 JLPDHA 1 FE[H ¢.223G>C 5 L RAF B WA AR 57, &
FIEH .

5 BIILRERXSHERNEE
2 o

PDCD 7T 1970 49 il , 2 —Fh 4ok hg
SR BRI X SR AL PR , i LI I R %
AT fh 28 2R G IR R G AE (B RAE /N LB L
sk FI AT R SR IR)  AS SE OBFRR A
HAK Leigh Z5A1E ) A S5 (i 2% V3 1 /2 7
1o LR MAE SR IR TR 3 ) , R 2B H A7

- % 3

B0 A5 2 SROLI R , B2 1 5 o] AR IR, SCRIEH
Ee6 BILXREIRXEPDCDKikizEfEHRILE

TEXG iz sh K BIRES . PDCD HIARAE FIAEIR 75 A
[ Z (A 2 22 5, — Bk U, s A 078 R
PRIE R 22 [ A7 AR AH DG 38 8 A B 4 LA L
05 , o I 4 T R AN N ) K S S LR R P
1) 7 T AR B VIR G, 58 A ks L TE I B 2
H — S 7 R R T P A R e R A H X LM B
M TR K, B M AR 8 4ot . PDCD A JLI Y
SR kg 7 B ) SO R LR IMLAE L B R
LU WLEK TR F ek AR RN R B A S, TS
PERI L Fp R AT UL o B LIRSS £ 3 (I R
JREM R E IR CE AN, 2 00 TR LR R
S Lot s & T2 LIRS BA T e H B Leigh
CRAAE U T REREAS A o DB A R AR IR
B, yJu?ﬁﬁ”iith’J)L?ﬁ%ni AT ARG T
FAKA AWK E IR MR RN B8k
JEE N Leigh 25 & 1iE o %9[‘,%&:}’1{@%%@3‘53[3
FEREE RN, A HE /N T | T8 52wl wUIR 5
FL EALATE K ARG TR DY R e
KT TR, S 0L AR & M PDCD 7 [ 7 EL R
T, WL 7E 40 Z2 % Bf M Bz s i, A 45 3 iy
A4 AR BEEEAZ ol ZIM sh | S5t IS R AnAG i
T, 76 Bz JBR AT 4 20 B 43 A i 36 b & 3T PDHC 1
=,

PDHC J2— 2 54, T2k 3D RE A
ELE2 MIE3 4, o E1R—FSF IR, 2 Ta
AV HEFN 2 BV KL H BT, PDHC BUAZ O 45 E1-ac il

E75Q

l

N2 —ASRVLVASRNFANDATFEIKKCDLHRLEEGPPVTTVLTREDGLKYYRMMQTVRRM|E|LKA
K —ASRVLVASRNFANDATFEIKKCDLHRLEEGPPVTTVLTREDGLKYYRMMQTVRRM|E|LKA
A T ASRVLVASRNFANDATFEIKKCDLHRLEEGPPVTTVLTREDGLKY YRMMQTVRRM(E|LKA
i —ASRVLVASRNFANDATFEIKKCDLHRLEEGPPATTVLTREDGLKY YRMMQTVRRM|(E|LKA
AP T VASRS==-YADFASEATFDIKKCDVHRLEEGPPTOQAVLTREQGLOQYYRTMQT I RRM|E (LKA

Dl e

=

LTHEFE R PTAS T 15 ¢.223G>C(ET5Q) B IERR A 22 WP i) 25 BE A1
57 SEREYFERTES
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VAL7 nt
ALA 78 ATA 78 i
" GLUTS
CYS 94
ASP 79 ASP 79

k=t
2550
AR

B A (A) 1 ¢.223G>C(p.E75Q) 28745 K1 (B ) AF-PO8S559-F 1 2 | =45 /R R IEL, Wi CbRiC TR ATP 4543, 4L B Aric R TG L, #
FERARIC R U, T L, A BT AR RIS AR R TR (1454 (RIS JIrdis DX ) 2 2 A W A8 Ak
E8 ZEHBRM=Z%KLEHExt

PDHAT K 445", PDHA1 £:[KJ& PDCD i i L
Y GRARFE P HA T X G 0 AR Xp22.1~22.2 |,
SRZ1.75 kb, HA 1N T, 1 KA 524 i)
i E1 DDA PR R M AR B SR A ) L B RS B E2 1Y
IR AZBH, S ECPDHC KT , B R R A G A
HETT I LR AE AT E R S LR R E
IR 25— F NI PRAEAR o A= 3C 2 41 [m] it £ L 53] A
B SER TR IN Sl R N A SRR AN B Tt & (i
12, AR R BULSK )RR, i LR BH 3 e, 491 1
FB L PRI LR 73 AT 42 7 TR A 1 B 348 v, 0t 1 0
PR 1 R, S A A Gy 2 B s A /N il 5 S 11X e
M2 k5w B2 8J)LmFLRNE &,k
A A 2 7 TR A0 5 G 5 DX R A0 ik =% 5% 22 R S
WAES . 24 L PDHAL £ K B 1 ¢.223G>C 45
SCGEAS AT B O AT A B B R AR IE
SO PDHC E -0 B 8B, HABE B2 7 5 42 528
S, HACE A S TO AR 5 o LT R REAE (A (g, G
HH S AR DGHE AR , %5 R 5 2o M X Y (o 1R ) B ML 5 A5
A, FEORIE B 18] 1) PDHC 58 A7 B A7 A

5, B PDHA T 3 R 2848 1 2oV mT REREIRAS B (g 1
TCAER™, ZECPDHAL LN [ & R4 A5
AR T AL A5 2 49 /L PDHA 1 SE PR A 3%
KIE HA AR — A s A R 58748 ol ad 2 )
HGMD %48 % , H T CLIE 1) PDHA 1 JE R 28 AR 25 )
T 210 F LG HE XA T UAAR BT HERAE A
A GASFNRIC GG Horp ity Ly F 27 A
W52 08 LA ¢.223G>C 45 U RAR 223 S H R h
I IE I G A8 M I IE C(¢.223G>C) , S EUE 75 (i A
LR Ay 2 TR A8 O 4% Z T i (p.E75Q) , REVEL,
Polyhen_2 SIFT ,Mutation Taster , GERP+$X {434 T3l

UesAR ] BEEA EomtE . B R A A5 B AH DG
SCHRHRIA , Clinvar 50408 P i TCiZ A m BOw PR 53 B 45
Heo IR PubMed BUE A 7 B 1A K v R 0
PO R TR (CNKD ZE 2, DL TR R I A i 5
BB ZAE” “PDCD”  “PDHA 1745 Jg Sk i) A 4%
A PDCD Y7l F 872 22 2022 4F- 12 A, JERE R
16 FAs S A AEAGIRISE , TA 17 Fhrs 25 |
Horh g 2878 14 F (R72C.E75Q . R126C, A136V .
E143K. A169V. N202S. F205L. C214T. R263G.
R270G . G278E. R378H. R378C) , i A % 7% 3 Fil
(c.1111_1158dup48bp, p.S371_F386dupl6; c.1243_
1257dup15,p.V415-N419dup; ¢.1159_1162dupAAGT,
p.S388Terfs, /81 9) . Al ¢.223G>C (p.E75Q) 72 Ky
[ CHE PDHA T JE R AR S 5008 R BE oS 1 BT i E o
FEAS

PDCD 3 JCARTG 71 , HBBXTREIRYT , WS 4K
20 A T 4k K B M Q10 %A 9T . B
Bl 203 i 28 R G R IR B T o AR T R
J & PDCD B3 1Y A bRy i AR AR B —
F= BRI ARBR K AL A ARER IR, By 1 18k
AR ZAS . 76 PDCD B BB i e W)
VAR R VA 38 3 — SRR A5 B e A, 8L
T 388, I 38 Ao e L AR P I A R T R AR AT
(ATP) B A7 . ZERRIK AL G P31 35 1], 41 M R
NP FURRERR , ek A IR R /3. NRIITR
SR IR (B-F2 5 TR . £ 1 L TR AN )
AT DA A o A B A A H R R 48 2R R R A
REHEE AR A TR O WlE I AR O &1, 2
S IE BT I R | L IR 1 i R e IS R T K
Sofou 25V HFT AR I, LB IR B REMGETE & 4158
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N202S R378C.S371-F386dup16
R72C E143K F205L R378H.V415-N419dup
E75Q0 A169V C214T G278E S388Terfs
UTR \l, \l/ \l, \l, \l, UTR
R126C R263G
A136V R270G
AL PDHAT AL T X G004 Xp22.1~22.2, 4 K 29 1.75 kb, A48 11440087, BT EL PDCD Wil 4t Ay 17 fh A Fe2eml Hoh B75Q

AT R RAL o

E9 th[EAPDCDRHIZTRIER

MBS KB 55 . WAt AR AR B 7 v a A
Bl M AR, S B B AT A, o 0T W i R i
W R 25 , B B e i LA B 70 A2 R IR 1R 7 I
() 368 B MRS, 3 4b, I AMA BF9E & B8 PDCD Y ¥
FEIRIT T ZE SRR ORI TR AR Y %
PR 24 ) R AE FH T AU 0, 0 s R RAPORE J e
o R CTRER T REARIMFLAR K R 5L T iR R T
3 3= 410 ) P R R S T 8 (pyruvate dehydroge-
nase kinase, PDK) {14 T4t PDHC FH: 3% g = 8] 79
454 0 PDHC PRAFIE M BOnT 58 BUA AR IR & iR
RABIT  AH AN RSO i A 56 4 WA, 2 J&] 6] b 22
BEPESE , W T XA e RAEA R 2 —Fh B0
PRI 5 2L T i X L EE T AR A RN, 77 ik
— AT A0 M T S R R R A A S
LLFESr T ## PDCD K BB 5. AWESE b 2 49 58
JLBIE 744 F B AiEE Q10 22 RJETT EEI IR &
SEIRYT O IE G (BCEREARA —EAEHT A5 4R
FEBT S BN R

5 b, PDHA1 LK 5B PDCD 2y 2 W 35t AL Pk
P, Felm PRAER e 24, I K TAE TP il S 1542 |
W12, RS W R XE B TS A, ) 75 2R LI Ek
JUEIHFET b IR - v FLIR A M A A 2 LA &
SR IR SO WA 2 01 s I QIR G 9= vi w4 1) 0
PRAG 2, BB S 36 35 PR A W, o 300 4 4 Sk P A% 1
o AN IR E FREE A TIRAL % i ST T2 W
IR 2L 2 H BT JCHA Ik, LSRR YT
R E  LRR T SCE RO L JR
SN SR B oA B 2 ) B B T — 2 T iR
PDCD KA HHURTT
(&% xwk]
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