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Defective Gene in Lactic Acidosis ; Abnormal
Pyruvate Dehydrogenase El a-Subunit Caused
by a Frame Shift.

(BABIEZ &7z Lz e VIRIikERE
ElaD¥ 7 2=y MEETFORE)

(£ &)
Bk B B O OB #H% MOK v

B M R

— 113 —



wmoX N FE R F

i C & 1

e YEEBUKRRBERE S (PDHC) &, BERP STCAY A I Vit E Sz 2 V¥ —fxiE
BT AEENEET, VETIFT7EeFVEBEE (B2) 2a7EBRELTY E#73 M
k#EREE (B3), A vEslik#ER:SE (E1) © 3 D dcatalytic component&, El kinase,
phospho-E1 phosphatase® 2 -2 ®@regulatory componentk DEEK SN 3, ELIZF 7 3 VA
FEL, alBD2o0Y Ta=y rXOEEEN . B.D4EFELTHEREL, Flatr 72
=y MR B BUS DIE AL ETE S B,

SABMEEET 22X KBV & DT 2ABROKIBE FERER, EHETOREES
S X D FEROBLEHEEESRE SN TV S, BHFE], E3, phospho-El phosphatasefs 3 v
F— RV BT AKIBENSBOBOMEINTWAED, BHTHEIRIBEOHENE L,

#TEEEla, E1B, E2, E30{H T2 =y FDDNAD 7 o~ ksl s, BHEEFLLT
DRE DRI TBEICIE 5 Foo KX TREH 70y MEIKEDElay T2y PEFELEAD
SN BEEHICDE, ElaDBETODNAZBITL, Yt vEBOKERFEESEKIBETRY)
HTERERETORELHE Lo

A ERUEE

AFEFNIEAER RN BIR, 3R ER OB HERICTRIEL, S5k mErE Y
B, &7 5=vIIEETL, BEORBMET v F— v 2%2E Ui, BEHHEEMEE BV TEEE
EWERIE L, BEHEPDHCEER CENEHZZNZTHIEE D27.4%, 264% EET L THOE]
KIBIEE MW ahico £7c51Y YPDHCHMZAVWTER 7 vy b 2 ifT L7co £ DFEREL,
E3, ElBRIEEOMEICED 50745, ElaBHDOAIH3KDakELAFREE LTHED SN,
FEEBNIE] a REIE & BT &S Nico NBMEOMBEIERIRD S hEh -1,

COREEEl T OBERIEEEST 570, EBBY A LRI TIS VYR 7 4+ —4L LR
HY vk ERKBIEEL, Guanidine/CsCLEERUA Y TdTH 5 4% H W TH Y A'RNAZIFH
Lo CHEBWTDNA%RSERR L, Agtl0 phage DNA% FWTCDNA Library {8 L 72,
EHEEl a®DcDNA% 7o — 7 & L T6X10°Dindependent clone @screening %174 5 & D full-
length cDNAZ B Lfco dideoxyfRIC TR EPE LI E A, EFDOELa Fv &0 b
W2EHDD N vORIBIC AIEROREEZEDI, TOLHTL—LY T b EEL, EROEL
IR VEDTFHIBBFEO T F OB/ BELEI FVvBELT, ThET I BRICERT 5

— 114 —



&, FHE HN3.5KDasy FREAAS KD, EHT 9y PORERE—F L, T 43EERER,
5 ACGTACGTAC 3 & WH#E DR LEH| LicHEE LT,

C D AEERED, mRNAEREET LI EMSIRI LT —¥vy BV SBEILDITHE A,
CDZERADNAD Y o — ALOBEO ATHIEEZR TRV EEHER Uk, FoBERMIM
KOEENH LY/ sfliETF ST O 4ERERESERET 5 EERT b, HFRALY
TRIVAFFETIAe—E LTHWTHRY X 57— CESEREEITV 4 SRR O HER %
BETFHIEL, Y7207 3 FOVBRIKENC CHIBEMORES 2B L, Z0RRY
LBEF T AEREORESHER SN, ORFBUBE—z7 v v EicdbT L, £IDKR
KEALT LA RSB TH L I EIRENI, & SIEBOFEL CTRERBEEIT- &5,
MR, L FEOR TS THE- I &5, TOMEFEE dsporadicicE Uk T &
DL ER T, CORREBEBBERTHILEEEZSDE S L, BElaBizFRXEE
E RS BHEBEEASRIE S Ntc, FEMD 7V — T & O ABIETOLREMEK= v v JH1
ah, XPEAEHECREEYT 52 EMh situnt 7Y 4 €—va VERTHRESh TO 5,

& B2

PDHCKIBIE (SRR ORI BEERSHE S TWE, CORBHEFETT 3 LT, HEL~
WTORROFMIIARAIRTH %0 AEFE, FFEISHIBkDaAEXLEFELaBHEFLTL
5, COREEHA%Y I - FTBETFO—KEEFBSERELLECS, EEDELa R YO
HeHEBED 2 F VOB TIERORENSED OGN, CORREIV—L Y7 b EEL, FEOD
fEika PO THRIBEEB O 2 F vofB i il FUBSHBE LU, FERZORE, &iE
{flldsporadic caseTH » 7=,

A3, PDHCKIBEDORERETEERE L NV THE LAYH TORETH 5,

— 115 —



B E B R oo R B

FE R L VBBUKRRAREORAZBEF Vv~ VTR Lc R TRyioficsd 5, &
R (EF) derve vBBkEBRESEO S BElay 72 =y FORETHEI LY T R
v 7oy FETHSPTEh TV, BERIET, BEBRRY VAP OEley Ta=y
FcDNA% 27 u—{bL, ZOEERFIERSIL, A by 7FaFrXb o 2FHOa F v o
MBI 4 IROREER VI Lic, SORKICE -, Frame shiftB4 U, @HOKREEa F v
DIBJTTUCH 7 AEET F v BSHELTED, CRREH VAV TORRERE b—HL T,
PREREEZ S, BT, TORKMBDNAY 0 —=v I BETE UCREF O ER42EE
T BB, REBMRNAIZ &4/ DNAICBIKFET A &%, RIZESIvy BV /I EETRE
WPCRCHAIEL Wi EASOT B —TEDN TV 54 EA & a YTHRLTWS, AT,
FERZETHBEDY 7 ADNAIC R I DERNE R - el & S, BE oL TERLRE
B LcAlRFIEBbh, EIRBESXEEBEEAE L5 EERBEL T 5,

PRIk A 500 < RERXAE I E v E v EBOK REETR/RIBAE DR R T % 4T L 7B 0BT
BBEPDTEL, JER EREALHRIEE SN TORE a KIBESXEEBEEXTH S C
EEPLHRTENEOFMELEETNTED, FALET 3/ TH %0

— 116 —



