u

) <

The University of Osaka
Institutional Knowledge Archive
KRBTV b FF—E-NRIBEDBELTFEES KM
Title |[ICEIBMR-FLWRATSASVIEEEIREY
AEEDEE
Author(s) |/&O, AAts
Citation |KBRAZE, 2000, 11L&

Version Type

URL https://hdl. handle.net/11094/42857
rights
EEDLA VY =Ry FRARDHENE LN TR
7=, wWXDEEDHZLFHALTVWEY, £XDTF
Note Bzl HLEDIGEIE. <a

href="https://www. Library. osaka-
u.ac. jp/thesis/#fclosed”> KPR KZEDIETF/ITIC DL
K/DETSRCEI W,

The University of Osaka Institutional Knowledge Archive

https://ir. library. osaka-u. ac. jp/

The University of Osaka

: OUKA



(761

£33 <5 &b »

K £ K 0O A

HtogxsFosr & £ (B %)

¥ i 2 F 5 F 15762 &
FAAREEABE FRI2ZHEIWAH3LH
FARE 0 BHE PUBANELESEHEY

¥ L B X & KRRARINWNI PEF—E-MREBEOREFEREHMEICHT IR
“HLWRTSAL UV ITRELEI RV AERDEE

WX EEZA FB
B B BE R

ClE-9)
& B OERE Mi— K 8 (KLEH=M0

[(B#]

KRRFTNI bFF—F (UT. PFK) BBEREEBEOVLEOTHY, ZVa—-ZARBICB O TEELEREY
2137 L T3, PFK CRBEFEORLZ 32DOT7 1 V¥4 LBEFIHE (M. FE (L), /MRE (-P) ]
BESHhTED, PFK-MOESNSRET2HEBIZ7Y 35 VROIRICAHESh, BHRE LT ASh T3S,
FEOBEHERIERGELHEER L. EHIFICBY 2HROGEFE, AlliE. BRBRILELECERET 3,
FAEITIZ, LERORER%ERT classical form P, EBYERE BB 7L & BT mild form BEET 5, FERO
BEL BREEESOBRELOHMSBREDNS M, FHIBHSMEIh TR,

AHRIZ. HHO PFK-M REBEFICE T 2 BEFEREREL. ERENLCEMEOFET 5 XEBITOVTO
BEFERHORFECHTIAMRAB/I I LE2EHNET 5,

W23

(1) X% & UrchEfiZ, 29tk X U2 B, BiH T classical form. #F X mild form DEFTH 5, T
NbHTO PFK EHRIEAE LB EMERRE L,

(2) BERMM & b acid-guanidinium thiocyanate phenol-chloroform 12 T total RNA £ #iH U7z, FIS#EEE,
D774 — 20T, BZA—"=5 v 7%5F L. PFK-M 0 2BREBEA -T2 L5124 DOHBIZF
MR 2B L, ThZhORBEENEY 7 70—V, H30VEEEY -7 V ABIC TEEFRIIERE L. BHO
EFERS & B L. ERBULEREL .

(3) KiIT, —HDIWMIZIEE, BLUERERLHMLUIEREFL, ThThEE, EETUVIVA2EHRT575
47—ty PRERMLT, BEBICHBEISHH Lcy / LA DNA KXt L TT VIVEERRM PCR kA #MifT L7,
[AkAK]

(1) BEEREYIC classical form EZWF S M/ EH & b i§ Shiz PFK-MBZFD cDNA BEFI» 5, 1654%FHh 51818%F
-BD165 EOEEARET B in-frame deletion 2 FE Lo D165 #EEM 2 PFK-M BEZFOEI9BEOLFY
VIZHY LI, ¥/ L DNA OEFINSIE, £~ bo/19D5 FF—flD Gins AND transition iR &hiz, Zh
SOERMNS, ¥/ LDNA O EEHMIERIEINGh S ANDBEEERIZ LD splicing BE4#4 U, $19%H
DIFY URBREBERKTZ6DEZEZ SN, 25V VI9ONEIZ TS5 1 < —%2F/E L7 PCR % T, B% cDNA
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BRE(HEShRTWI &6, FEFMFH TR LRUNOESEYRFELLZ VD, BOTHVRTHEILBEZSH
1o

2y 2hicxt Uy EERAIZ mild form 2SI NRER TIZ. BREERNM & b MiFE h/c PFK-M cDNA i, E¥
LHELT, HobREEROEHY. BEEORIIEZD oL, -1, 2BRAROEERIILRELILEI S,
2058FHDEEDGH 5 TNOEEBRSTEIhT, AUEXBRIBEY ) LOEEY -7 VA THHERTE .
ZOERABHRIISCEEDT I/ B, P T 77 AV RFA VIEMERB IRV RERTH -7, £l B
FiB T, LEERUNOBIRABREINIEE B ETB2II—H L,

(3) BEBLIUVEEMEY ) LI UTHIT L7 VIUVRRI PCRERBLT, WTFhoBE KB TH, RAEL
7-Z R % homozygous IKH T3 Z LMEAIhi,

(4) classical formfEHIIZ 1> 5165 EED in-frame DRKIZ, S5O T I/ BORKIZHAET 3, BHRORR
PFK ZHOHMERFTH 5. COBRICEToXT Y v 7 AT TH 2 ATPHERM, EETHE2 7407 F—X—
6—Y VBB, TNVI F—R—1,6-ERY VBEESPMEFTA TV, £/, mild form OEMITE T EERDH -
72686FED U 7+ 7 7 Vi3, EBROKREF DS S ADP/AMP FEHALEAL O EHE PO Lys™ OEHICAEL, £ b
3BOTA VYA L (M-L,-P) 2837 A VYA LIBEOT I /JBESNOTS A4V Mo, TRP®,
LYSTE S ILATORBEBEFTRESATNE Z EARENT,

(48]

AEERLI2EFIC BN THEREShI, WThORRLEZELSORBROFE-RKROBEFERERLIHLL
BEFREETH -, —H. BHICBIT B 1FEPFE, S5, Ashkenazi Jew iZBiF 5 AEROEHEL L, FiEICB
ZBETEROSHEEIER SN, ThOoDHIRICL D, FEICET 3RROEREZVEABIREFEROSH
PEAFTLOE—BLANT &AHBAL 7,

RXFEORROES

HFRXRTINT bFF—F¥ (PFK) —~MREEICEII2RBETFEREIFE (BEE) LtoBERIVWEEMIEIIT
W, KFETIE PFK-M REBEOEEZFERL /N— b Y — %2847 U, genotype-phenotype HEZH S MnicT 5
ZEERANLOTH D, £F. MU LAKRRICBT 2BAZIEH D classical form TR 734 Y Vv 7REILLS
TIJBORKEEEL, BABERNAA UBREST B LERLI, £, mild form DER TR I XV XE
RIZEB7 I/ MBRARZ L/, JO7 I/ BRBEENSHTOIMARET A V¥ A L0BETREShTO IS,
—J%. #FEHFE» 5. Ashkenazi Jew D classical formfEFI TR TS v v FRBEICED I IV UV EDRETEE
REWSHiz Licht, AZRE mild form DEMT MBS Wi, HEd S, AEICH Y 3 HROERENEN N
RBEFEROEHHELLT UL R LAV EEHS M LI,

ARG, PFK-M RIBEICE T 2 BEFERLERREOHMBRICHCHAREMAIZ b0 TH D, BRI
REBLBEFUNNVTRIAT LI LICEITHRE LTEMIET 260 LD 3,
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