t FATPAREEESY 7 2=y MEIEFDEH

ZHEN, RENE, BN
(RALRF/NEED

(AR EM)

ATP &EEERIT Y ba v P 7EICEEL, BIH) YBECs T, filgnx ¥
—BETH2 ATP AR EME T 2EELRBRTH 5, 2NIE Fiia L FEfoe» ok,
FNENBEEOY T 2=y bEBLTWAATP &, EEFLTHE F 722
v MZBWTITb3Y, 1986 EXE 51X, BMieclIme e P F g4 72 =y}
DNA D27 o —=> PR L7722 SEE L2, S Py FY 7 I4ARF—RETINF
—EEROEBICEICEBRORER T -y 2B 2HNT, ZODNAETT -7 Lz
Southern hybridization 2 & D F.g 37 2=v ' EEFDEH (restriction fragment
length polymorphism, RFLP) ##¥EL7:DT, RROMOEREGbETHRET 5,

(R FHi*)

TRIZ 19 AOBERRRA L, 1RKR124 (3R, MNEEXEER) TH S,

Genomic DNA iZ~/%) Y[ 10 ml £ D, Kunkel & HiEEBLTHERL -,

Fo—7k, SHEEO®P—dACTP £ Av>, nick—translationiz K DEHE L7, 20
HEEME AT 1.0X 10%cpm,~ ug of cDNA TH o7z,

$58117- DNA 10 ug % EcoRl, Kpnl, BamHI, Hind!ll, Pstl, Smal ® 6 FEHDOHRR
BRrAOTHELLZ. 25017 DNA WFIZESWKE 7 V2 U EEL, Southern D755
Wi A o8 4 % — (Hybond-N ® Amersham) IZ transfer L, 5 5%/ HRE
51 %17 > 72, Hybridization &, 60°C, 16 B E1T-72,

(FFE#ER)

M1 CHESTICHBBLZE N7/ AF Y 722y MEEREFOHIREERITH
r exon—intron E AT, FOESIEHN 14kbp T, DL &b 10 D exon BFET
2z (KHE-F/, BFEEFET), K23 Pstl L&D hybridization DfERTH %, 6 EHH
DY A4 XD EDFED SN, FDHH 3.4, 1.8 1.6kbp Wik ic RFLP 4 L7z, K
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X\ 2 ARDKE 3. 1kbp BT ERETH 572, %72, 3.4 & 3.1kbp OHi I, M 1iTR
LS EETF LD 2K0 Pstl B ic—8T 2 3 O TH o7z, ZDOMD 5 BOHIREERD
#4izid RELP gl S s - 72,

Wiz, 19 4 0fR%%E DNA o Pstl 12 k 3 RELP 02 & D, 340 genotype AA,
AB, BB (M3, v—>2, 3, 4) #EZESHz, 3BT 3.4kbp WiH D>+
NBENEADT 31 ONT, 1.8 BL U 1.6kbp BT DY 7/ FVRESEINL TH D, 1.8
L 1.6 DRIA 3.4 12— T 2 I e, 20 Pstlizk s RFLP i 3.4 kbp @ Pstl WA
iZH3 100 Pstl 94 M BEET 20EPICE o TR T2 b LRSS Wi, Tib
5, genotype AA 1% 3.4 kbp Wi Dk E#&E, BBid 1.8 B X UM 1.6 kbp Wi Dk E#
BETHD, ABRINSDATOERETH D Z LHHEIL /2o BDOBDD genotype D
HIBEE T AA 23 124 (63 %), AB2'64 (32%), BLUBB21£ (5%) THolz,
BoMATTFTIEL, SR, 2ZBORRSM LY, ZDRFLP B2 ¥ T VRERICHR
STHBET 5 Z LN S Nz,

P—— 3.4Kbp— P— 31Kbp ——P
BIBg A N[S B |K 3 H 1 2 3 4
0| Il [ ! kb Q
1
RN VvV v X 231 ® .
L 1
| | | . @ o
0 S5Kbp 10Kbp 66 “ " “
44 o : :

I Strueture of the human genomic gene : ‘34
or I ~ATPase beta subunit, B, Bamlil P, Pstl 23 A
Bg., Bgtl: A, aatll N, Neol : 8, Smal : K. Kpnl 2.0 “ -18
15, HcoRl i H, HindlIl, ¥ «2«—1.6

06 &
-3
Kbp Kbp
23.1-- @
g.4-- @ .
6.6—- @~
b o b b5 - -
44— @ sa
) .. .m ey
2.3~- - ? - 3.1 X3 Three genotypes, AA, AB, and BB.
2.0-- n -8
i ~=16

oo =" ¥ @j*@

1w me
R

4 Genotypes of a pedigree.

[X]2 . RFLP detected with PstI.
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(E#%)

ATP &pEER O RICHEDREA IR, FAZME 2 PO IFRSED SN TE P, B—3
a2 r R 7HEEFERP, Fi—ATPase BIREROFRIRFAR 2 & OFHICIZ MllRTO
HEBFARTH B, SERLFZEFO—BRBELT, S Fary RV T7THEEADC12THS
thF gV 7 2=y VEETFD RFLP 2#H L, 3HEE®D genotype 2FE L7z, 2 512,
ZORFLP 3 A v 7 NVBEICD - &> THBET 2 2 L 2HER L 72,

DiMauro 53 & s3I >¥ F U 7 & 485 — LEE N % heterogeneous 7 % 2R EE (i)
HEEFBOBE, (b E ) YBICOREROREE, (ITRECEED 3 BIZSHL T 5®
2, IO DEBICBYZFRAEFENHEL I a2 V) 7EHOKEREEKOMEL D
FEBRE T L3V AR Y, 2055 ATP ARBROREICE 5 3 485 — & LTI, 1976
F4Z Schotland & B AEROBERET 2O —FE2BRELTVBEDATH A, Ll
SBREAROEFAPRRESMOBRIER I NS 2 51F, ATP & EER D RFLP 2897
SFEYFHRTE, OFHEFHEBOHFEILFARKIC, S I F YT 34375 -0
BIUVRHRFEHCEELFN» D 252 RN H 5,

e BAIEE, BRERKEE—EMERE, AH - -Fls toXEMERICLZOT
Hb,

(x ®)
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BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
BXO—BTIH. BREOMRECERENETAIRENHYET

ATP
ATP FO F1
ATP , F1B
1986 , F1B cDNA

CDNA Southem
hybridization FIB (restriction fragment length
polymorphism,RFLP)



