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FTEANBEREE, BMERERLTHS, TENBBOREERITIE, B2 NERTFRENSEEL TS EEL
Shah, REZCOFMIASLIZIN TR, R FERBRBICE LTI BRAKERO T oESHNEAL
REETHS I LARESHTE Y, AMMICHRERE CHEET 2 BINFERFOFENEDIh TV,

FHIT &t 3 BHROAKEHICH 2 BNFEET L LTS hiz, ¥/ L DNAOKE i3 IMbp T, 100D
EXON » 5753, mRNA O K% 3131.1kb T, t b FHIT EHi3 diadenosine triphosphate hydrolase T&% %, ¥4
15 ABE#SIC 3 W T FHIT B1x+ splicing BEAHE S h T 5,

i3, FHIT BRFOFENBEREREREICE T 3RAEHS,IZT I E2ENE L. BT EIT- 1

[H#]

RKERERZEMBREERARICE I 2FHEFA LD BEORED b LB SN EEFENEMLKIN. HEd
BI0B. B L UFENEEARN (BPREAE3H . RAKMRE 2 6. R LEE 16D 2T L7, FHIT &z
FEBO~NTFToEAHBROERE<AI 70V TS5 4 bx—h—2HKRHE L, FHIT #fZF mRNA % %
RNA #iili#& RT-PCR i2 & ) EXON 3-10 (707bp) %#4#H. R¥ /N FEBH Ui, &7 direct sequencing iZ & D
REODOREEIT->12c 7/ &L DNA 52 % % Southern-blot (2 T L7, FHIT BERR OB+ = N
FE23% (HURIRINRRIETEAE 6 B, HHER PIRSSTEAE 6 B, RBNEEMEAELIF) SEMLAERABILL VB L,
FHIT ZRRBOBEIIRa7ILL., REME (1-35) BLURBHMROEE (1-345) o (194) &L, 3458
TAERBOETEH 5 3K E L,

6355

FENBREICE Y 5 FHIT B FHEA~ 7 oM OHRII23-24%THY, ChETORELFAETH 7,

EEFERNKR, HiBIE0 Tk FHIT #EF mRNA F 2# Db -7 (0/100 0/10), FERNEBZBTIE
mRNA ORBOMKE15% (6/39) 2@, 18% (7/39) iTREY A XD mRNA 2R/, THEEV A XD
mRNA 2B THO 5 5 4 FIIEE Y A XD mRNA ORBEE - 1oH, 3 FUIERE mRNA OFBIEMNBERLT
Wiz, mRNA REOHKRFIIREEY 1 XD mRNA ORBLE & SEFDLBICE O TAT oESHOM KL LR
L7,
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2% Y1 XD mRNA % direct sequencing IZ & » FE L 72 R. EXON 4-6 @ deletion % 3 filic. EXON 4-8 ®
deletion % 1 #iliZ, EXON 5-7 @ deletion ¥ & *FI#~ D88bp insertion % 1 Flic, EXON 5-8 @ deletion % 2 #i
CEBMN, WTFhLBIFRME I K% 62 EXON 5 @ deletion #3ATHE Y., IEH FHIT ZX % code TEX W
ZEMEAA N, EE mRNA ORBLAEDILNEE Y A XD mRNA £32% 7z 3 FEFHZ DU Tid Southern-blot
BT AT » 72034/ 5L DNA BERE IXRAD A h -7, THIEE mRNA ORBROMRAEABRBIN KT TEL. B
PR G1 1/1661 (6 %), G2 5/9 B (56%). G3 3/8 i (38%). HEMMENRAE 0/2 %) (0%). RF LB 0/1 #
(0%) THbH. mRNA ORBLOHRISBENRBEESHEENIHAEMEBITERICEZ (B (Gl vs G2+G3 ¢
p=0.0167),

T, RFERAZ LWL FHIT ZEARB OB TE, EEFENE (CGYFEH 8 H. W 5 Fil. EHME 5 #)
B LUTFENEHBREAE2M T N CHEEOES FHIT EAORREZD /2, BTIRIEY FHIT BEORROBWEH 5
13745 % BB G2 5/6 B (83%). G3 8/9 #1 (89%) @b, G1 0/1081 (0%) ¥ X UHERMEIRE 0/2
Bl (09%) TREDHEM -7, E¥ FHIT BEARBROBTEH 2 OIEHREIBENERBESMLBICERICE» >
(G1 vs G2+G3 : p=0.00002),

E# mRNA BEFRIAOBREZRDEMITB TR, TXTFHIT ZHORBORTH. 20 IBHEEED I,
Ui U. IEE FHITMRNA ORBAEZDEMO L MICX, EE FHIT BEHORBEORTFB 2 ADEFBH L &
Ho, £DOREOEEKIT alterative splicing % % U i3 post-transcriptional degradative mechanism iIZ& 3 & D &
#REhi,

(€737 ] N

E% FHITmRNA & 3 W IE¥ FHIT EHRBRONESBLIZEETH Y. FIL. EHTFERED S de novo i

RETHEMBRBRIEICKSTRAEH - T B EBFREI NI,

RAYBEOHRROEER

FENBBRORELREIZIR, STXELHCETFREMBEEL TV R LELLSNTL N, REZOFMIZHES,IC
IR TG,

ERICBNWTEE B E—IRI3, #BE2RICT 3 200 FENERICEE U, FHIT BERFEE 238 BIF
L7:iR, BNHEEFTH S FHIT BEFORFELE. BEHTFERED S de novo IZRAET 2 B LE R
(typell) ICHRMICE Y. EH FHIT BZF mRNA R, 5 0IIEE FHIT EHRBORKE. HERMS B
REZBICEEURAEE-TVAIEEZRBUHTRE L, AR THTH LVAREE S, FAURICHET 2
bDELRBD B,
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