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DN A-based prenatal diagnosis of plectin-deficient

epidermolysis bullosa simplex associated with pyloric atresia
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B, SREEM, FURS—ERREO4DIMEIN. ISR FEARRDBOPHERE
BT 260 ETHMMEINS. BFEER CEERO EB i 2 HAERMBZENIX 2 0
FERPSHBITINTER, LML, EFEME LA WEBHMAEEOFIT O REIEHER
BEERAWESY NI BB OBITICL 3 HERMBIN. BIERBERNDER - DEMNIC
BLL MEOHEREOENSDOTH> /. i5F. EB ORERETIRL EHALHITRD,
REFERRRICLIEER EB iKW 2HAERBMNAIREE 2o TER, WMIEASE
(pyloric atresia: PA)Z&6t7 2 EBPA-EB) R EKEZHBIC/KEZFRT S48, a664
FT) O BEFRERIEZBOLEINTERE. LML, BREBFBEZDOPA-EB CEEE
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4E, ZOEFEHED PA-EBRRIZNUT, VI F U BEFERRRICKDICHERSE
R ERTTHRT LR,
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EARE LT B2 FEOHARICTKEZBRL. MMMASHEZSH L THERT B
Uiz, B2THAR. R B B2FEOWTRETERREZT o722, a6B4 12
FTU REFERZEDT. 813 p.Q305X Rid ¢.1350GAR T I 1 A8 1 N ER)D TS
L 7 F MG T heterozyogous carriers. 35 2 713 compound heterozygote THH 7L 7
FURETERICKZEIEMED PA'EB 2HiLic. ZORRICBVWT, MHROBNTEIC
L U5 3 FIEIRRIC PA-EB 12309 3 DNA LUV O HARTZEi 2Lz, IBICZOMHK
REFTHL CTHMRRIELZTT- 7.
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AR OEREE. B DNA 2HM LA, PCR &2k D Exon9 (p.Q305X) & Exonl2

(c.1350G>A) AL ZMER. Y1 L7 b=V IV ARICTHERFZHRE L. HIERE
% (Hph I Pstl) W THERU=. RRICHEBEKML D total RNA 2B L. RT-PCR
#i2 & D Exonll 25 Exonl3 (Exonl2 @ ¢.1350G>A Z&T#8461) D cDNA #{ERL.
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DNA-based prenatal diagnosis of plectin-deficient

epidermolysis bullosa simplex associated with pyloric atresia
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REEL. BEKEEEBOHFLWYT¥1 T TH5, MPAREEEEHITITLIF
> RIBB MRS R KEE (EBS-PA)D DNA L)V TOHARBZE IR OWTORAANEEF
#L=, T, BEESMHREBLEZEBOHF LW TH A TIZOVWT, ROA 57U >
BETEATRETSHAKEEBIET 2O LRBERD ., GEFEBENCT LI F
F NI EREBL, BREEERNICRRABEMBANTKEZERT 2EME EB TH2Z
& DTFEMERNCTVIFUOBBTERICE > TRET 5 EBS-PA THEHZE2HAL
fzo £l HEMBE 21T RRRIDWT, BO p.G305X 13 F 2 AEETH > At
RO ¢.1350G>A [T DWTIE. 120 D3> FO—)L7 LV 2R LT polymorphism &5
L. Exon trapping system 2 WTA T S51 ABEEERITARENBVWI & ZERL
7z, BEEIL. INSOXRPREMENER THARBH 2T I EE2RLE. FEOH
T2 E BN TTbIEN, 2O, HEMZEIZ O TOREPRBEREIC
DNTHEEL. TSICEKREBRTITON AR OEBEHERL 2. KW THT
LizHERMBZHOBEEZHALE. BR. BENBHROERERXHROEREZRHD
compound heterozygote THBZ EEF A LI R —I T AETHSLMNI L., HIEEEE
WEBHYT AT NOBETHRILL 2. I 5ICRBR c.1350G>A %, FXKMllaD
mRNA Bific k> THLEMZLE, ZORRRBATSA ZAEREICLD 4 EEEREBLTY
V=LY 7 h2RIL, TRIEPRKBI R 2RBEITEZL2RLE. L EOHERMZ
BOENS., BRIENBGEMHE EBS-PA ODRBRRBIZTH B ZEMWRINZ. BREIIEBIED
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Bl b E KM E FIROBER TH - . BERER R THD THFIHEEZEHTEI LY
F o RIBEMEIR R KEED DNA LRV TOHARIZEH 2RI LI & &KL, DNA L
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BHRERMEOBAOAREEIRENN, BATAMREEOSH 2T/ 07 7 —VROMAE 1
BRI OEEICE > THREINZ EEE L. GWT, FEDFERE L BRORIREMEICDWTHE
b, BEREL Z<ERRERRESEERFETRCT S, ZORERESEOKE. BE
McE T BMEDNEZ S NEN. KEPHICO TV I FUREET IO TVIF I
NRTBECEDTEEBOBEETERNE L, BEIIOWTIE., LI FUNEBIELE
ET2WEI NI THDDY NI BREEZEL <. BREFHEE LTI, EBSPA
DRENF U RAERTHBIED) — RRN—FEX. TVIFURBRATSAANIT >
N RZLHFET B DT Exon skipping BEVEREN,. HEBREZBAEET 22D, B
BAORGFHRIBOTHLWEEEL . N T, Exon trapping system THEIH
TRERE. FAKMREA S O mRNA #if & OFBICOWTHbN =, REEIL, R T512
B¥ZFHRT 37055 A TH Exon trapping system EFROERNTTBD., EBRIC
BOIREN-EELEZLS, LML, ZORBOERRRBATHEELE. BNT, BROTS
VOFURBODY PO—VICRARBEERAWEZ EZDWTHON . BRERIEERE
EMOAFREETHD . XEMOITIIBE 0BT LY FLOREMERI TS E
B2 Uk RiTHAERBE R S KBS N RREOFH & AR TOFRIZEOHZ N
KDOWTHEbNE, BREHFL FRIE U TIRRREEEROBRGHBEARAOZBEBEN
LTWaH, MEVEFRTHEEDOBT LSRR TR LIITERN. ZOHE, HYEN
ROBBEID Y D ITRITADEIDSOIEREREL . A 22— arEkes
TV EEIELE. S5 ERTIRHEMBINICETRBIIFEE LW, BERITEHIC
DUWTRABICREIN TS EEE L BRICSBROBER DWW TH DN BEEIDL.
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