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¥ N B X % Characteristics of dynamic mutation in Japanese myotonic
dystrophy
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RRE D X bo 7 4 —IE (myotonic dystrophy LITMyD) i, Bk, BiEMEE IR &3 2 HREEEED
BIZRTH S, Bll, ROV arro—= S OFEIck DE 194 EEKER 19q13.3 ICHFET %2 MyD OFRR#Ez
F cDNAYHERIFEI NIz, BATIE, JO#ET (DMPK) 03’ flicdk 2IEWRBBIcELET S (CTG) RIEATH
AMyD BEIZBOTERBEICHRL TV S, RRIZOVWTH S E, HREZ5EIC (CTG) »HEL Y, FERIZEEL
L, REFERHLET 2004 50, BRFR, SHMIAEI N TV REEE (anticipa — tion) ORI & - 72,
Aalbhbhiz, BRAMYD BHICH T 2EEAFANDB 72010, BHEREME > T OEEE B THIT L, BRTR
EHERET L7,

[ #]
(1) #¥FonNATYVFAE—-2a vk

HEAAMyDZE% (FAHA%2H0E LTIEE L 93K FR #EE 3124, 5 8% 1964) ORMKEROSH
FEDNA % EcoRI, Bgl], Pstl izk Wit L7z, THo— XX VICTEBKKEIL, 10074 by —iHH
Tay 7447 Ui, RIZBENBIETFD cDNATH % p5Bl.4 (cDNA25) 2FHNWT, N TV F A E— a %17
W, HBE U7 Sy B2 s (CTG) RIERFIOMER LR S 2EH Lic, S 584 HOHETH (TR : 4448, BF
. 40#8) T, |TED (CTG) ORxEHE L/,

(2) PCR#&

(CTG) KIERFIHRDOREXZAIET 57D, 5° 17754 <—DM101 (CTTCCCAGGCCTGCAGTTTGCCC
ATC) RU'8’ i7" 514 <= —DM102 (GAACGGGGCTCGAAGGGTCCTTGTAGC) 2HWTPCREEIZTHEEL
Too RIS, 95°C 1543 :62°C1 5 :72C2n%2 14 A4 7V E LT, ¥4 7T >7. ¥/ L DNAIZK 20ng,
& 754 <—\350pmol, DM101 © 5’ Kikx (y —°P) ATP CHE# L4751 <— 0.5pmol, Tth DNA
polymerase (TOYOBO) % 1URAL, RIEEHEE 25 1 1 & Lic, 6 REMRY 77 VLT I RAIUICTESHKE)
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L, A= b5047 574 —%1T->T (CTG) RIRECHIERETE LT,
(R #&])
Y UEORR, MyDEBEDHIZ (CTG) RIEEFTIDEELHRLA SN, D4 A X3 0.15 - 8.7kb (KiE# 50
- 2900[8]) TH by, BEBIIKELKS - 3B5ETH»7c, (CTG) DY A X & HREMOBITIIFRO B DOERIBIRN G
Honte (r=0587, p=0.0001), &7, BFEFERHELRE, HFEE, RAR, BERO 40D TREHOY A
ZERB LIt L ZA0TNHEEEND D, CHETHATHREIN TV R LS IT, BRARBOWTHERE LRI
RO, EREBEETREFR ORI ENHREIN, L L, BEREAZBROVTESDENEL, 34 X0 LRRE
BAETFRT 2 LIHETH - 7o FTFHOY 1 XEHET 5 &, FICHANTHTRIESIIEINT 2486 H hHFL
~NMZHWT anticipation EXFFT 24ERE L o 70, FINNC 2O FRITR S DREMIBD Shizd, 201
IR X DH/NZ 2D O TRIFEBIBTFHROANED - 72, KT EBFRITHAD LR A BT 2 &, BT
ADBUERCHIDEE W& 12 B HEETED - Foo $TLVWERBZRICRITIHEONMEMORE (parental age effect) %
&5 1o, R L IERSI DR S & HAROEOER & ORIOERAE T/, SEAHEBERRIEREERL -7,
(¥ #1
MyDi, 7541 »F+—+¥ (DMPK) #=FD (CTG) RIEEFIORE MR LR LTVS, 2D EAAMYD
BELRETHITL, BATORE &EBROMER AR Lo, MyD BEOHARIZE, RIERIZH, HEZMIZY
EEPCREEICK DHEEIZITA 579, DNABKIISHERL, /A MyDORKHEED 1 DL LTEELN-TL 3
bOLBbN B, SEIR LT~ 7, BEEHERCERBOETORRTFRAN LTER LS 2 ERNET -y L1551
DEEFEIN D,

BYXBREOHEROEE

BREE YA ba T 4 —E (DM) &, o5+ >+ +—+ (DMPK) #EFD (CTG) RIEAH|DRH 151G ERI
BRLTWE, ZAEEE, BFRBWE 3128 (N, BH 19682) OBEADMERELE L NILTIEL, FRE
ECERIRIEIR % b &1 (CTG) RIERLH 2RIz TR#T U, BRRE! & B TRIOBRE BT Lz, 2DE, (CTG)
DY A X & FRER & ORICEOVEDOHBBRIZDONE &, F52XDDY A X ORRERETN TS &
B Z LRI NI, £, HFHEOY A XE2HE T3 L, HichRFHTREIN NG 2@Emicb b, BF
ROASKFRL DEMORBEITEETH S I &, MWMOEEIIHOME & IZMER LTV EARBEI NI,

KWL, AFBicdsi1F 52 DM D DNA W, FrCHIAERIRZY, RIEAZE, BELWE L ORBNT -5 218t 2 &
&bz, BEAERCPEREONREFAICST LTER &L 2 VS ATEELHRTH D, BROESICET L EEL 50
%o
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