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P3-20 7954 v 7on¥—BERRRIHT 2REIT VEY VFIZDOWT

Jolm AR FER S AL A ER Y, RS, RARKEZIIERS
B OBAZ, WERKRRR, N %, REEEF, REME, BA TP, BERESE, SN, ARET FE

Ui OEER2EB T EPHETH o RBPART 2T T4 LI o TAREZH L Z LA TREL o TE 7=,
T, ANZERECICSIRO 5D 52 HAREHEBRDORM 15% X hoTHBY, EIZ6L AIC 1 ADEG LS. FiED
S5EEC RBERFREREEDRTVAS, XPBEZ 54 V7oV —EERTHLHEEE, —RIC3E» S 59N BETET
DY, HRZ#HDBPMD donor I 5 AID DFBIR L 2%, ZAYSANO 5 E8H S 7 ARERONETCE R VEREZH
FREZRTEEbN TS, SHEHEIE, TESERICHETHROOLN, BT 2HERELA-BIERARZZZ L2200
K@ThH5B., HAFERE (HEAAMESS) ORECRHRVEEI T v ¥ 72 hot. RBIZEEZREFL 72, ICSI
2 AT UBBR LIRS AL U7z, R B AR 2RI CHEERE Y Y v &) Vv 7 &7k o 72, KR, ERBREOHAT
EHEL L d ok, TBEERETH YV RESBICT ADRBRZE-O TR LERITo BB VY V7 2P0 HRE
15,

P3-21 SEERAZBH & AT LHEEEY X P a7 1 —0 2 5

HEBRWYR
ik W, MREs=EME, HHES

HBEEH YA a7 14—, HREEBEEO 12oTHY, RROFHBREIALIOFTALLY 5 ABETEATRRLEED
BYWHIYA M7 4 —ETHL. BEERNTERBMAEET, 19 FEB4H4IC myotonin protein kinase E{zF (DMPK) 254
L, 20 3 FEFFRERO CTGEM DY ¥— FEEROBR LENAREBRORENTH 5. ZHIRERS AL, BEORH
POBELERBOBRBEBFETINSZ L IMTIIRL, BRTREKRMZE (PGD) o4& LT 1990 ERFEL YV ZD
WMEVD L, BAE, ARERFAREE LY 2HOERBIHT 58D PGD lifTORAW 2213 CBY, chIcs5fAio
PGD 2T L7272, ZOBBIZOWTHET L. YRR TO, PGDOTu b a— VU ToO®ITH A, ICSIHIHEKR
BAEBRETV, BoRZERCHL CTG Y ¥— MERZ M & L7 nested PCR # H#if7. PCR EW D fragment T & 17>,
WHEOEFEVE— D allele # 1 0T o8 T8RP ERESW-E2IERBEREEZH L, ICSIHSHEICFENICBRL
7o, GEF 11 R EH. REERBORORERED Y. MEZRTOEEI Y VL) Y7 O%, SRIBHZFELLERZ
Z. 4 MO PGD % HifT, 39 MO THITEIT, 3B (90%) THWIWEE, 158K (43%) ERBEEL IS,
IABICBCCEI S Mo EZBEL, 1 RUTRLMABHY & 22 D HRERICIRE S 2o 72, ER 2] ERBE. KE
RREOBOMERED . MR TCORBEBEIY VL) Y 7O%, ERWSHEZHLELYEHZZ. 1 BP0 PGD 17, 8
BOFFE2EIN, 2ETENZ21T) DT IRBROZE T, BRMEICIZES Lo,

P3-22  Allelic discrimination real time PCR 12 X 5 &R Hi (23517 5 heterozygote carrier MO A% EH & 2O %t
i

BRI, NGNGB, Jow )b, RWEGSRBORE, BESMRETRERRRE, BRABEFHLAEGRIT
NeBE

e HL KRR O, BIKE, NRBATRS BEEIERE, HEBEAL PR L, KRBT, WEEIL, RHEAE,
FAKE, HRM

(B8] ZHRAEET2H (PGD) OEARHM I nested PCR ETH Y, WEBEF ORISR, Y—7r vy ¥ 7%45. Allelic discrimi-
nation real time PCR # (Tagman PCR #) i&, B#iA0oHEROBANFTRTH Y, PCD A HE VS, IstPCR OLHAREIZED
carrier lcell H#{ZT % Wild Type $ 5\ it Mutation & BRI T2HRAERBL TV, REL-BWRZHEET L L2 EMELY.

(%] Duchenne BV A b 07 4 —OERBETFET, 1)exon 69 AO—HERER L 2)exon 11 HO—KEBAR 234 & 55 PGD
OFBEET -7, 1) ® 1stPCR ® Taq AV A 5 —¥I2 AmpliTaq Gold # B\, denaturing 1& 95C * 9 ICEZE L 72, 2nd PCR KX
Tagman Ex2 v, SEBERMZELL. 2) © IstPCR ® Tag &Y X 5 —¥Z Platinum Tag DNA polymerase 28/ L, denaturing
1294 - 2 Lz, BEE LT 2) @ denaturing & 94 - 44, 97°C + 247, FEERMMIFOBIEE 2 5\ DMSO Rt o | 94C -

2R L7 3BITDoWT, carrier leell IEEEFOREREZMEL .. [RE] 1) 2BV, carrier leell HRBETFOEZ R
875% Th oz, 2iTBWVT, carrier lcell HRBETDIEDHER 454% Tho 7275, BRAD IBHOVWTRIZBVTY, EZHIT 5%
Th o7z [#i] TagMan B2 & 5 PGD OEREIZB VT, Tag FY A F—¥B X denaturing DEBUBREOLEEIC L - T, carrier 1cell
HERBETFOEBFEOUEEZ RO, EBOPGD i1, 2WHREROBWA—H L 02 EBHET 720, PHEEIBRLTIFA2 L
BHRLD, HEPBEUEBERCTHIBICR—BOEFTLEL, HBATRY - VYV P L AP UATHHEVL S,
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