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2 M #®w X B Genetic Alterations in the JAG! gene in Japanese patients with
Alagille syndrome

(BEA Alagille FEIRBBEICE TS JAG 1 BIEFORERRIT)
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Alagille fFEEB (LITTAGS) BFAEEERALIC X 2 8EFREHER. EREE. 2BRBRAER, OFE. F
HRYE. BREELETIHNEAREROERFLERHTH V199TE, €OFRIZ JAGIBEFORT UNVAL
(haploinsufficiency) T& % &#i&& iz, JAG 1 BIZF 2 ORF 2K365TEH M 5720, 12197 I /B % code L
TW3, ZOEMI—EAREENOBENTH Y. MU CBEEETS S Notch1 ® Y # ¥ K& LTREBOERO
BIERHLTNBEELZSNATIN S, BeIZHEXA AGS B#H 8 AiIc 2T FISH. SSCP, BHHEY—7 v REIC
D JAG | BEFORIFEIT, £ 0XRLRRM L OISV TR L,

[H B & T AR

1. FISH SRPEOREHEEREBERMMY > BRI DML JAG1 284 YAC 940d11% 7 n—7 & LE
FISH #HT 517 » 2o 2TEMICE O TREFLKESGIERL Y ) AORKHME T EERALL,

2. PCR—SSCP  #£26exon % PCR T Ti##E. SSCP Iz TE R #% screening L7z, -

3. ZRORE  SSCP I TEHNL L band MFED Sh I D> TIXS / L DNA 288 & L/ PCR EHO
EERHLZEEY - TV RBRTRE, SADI L6 AL TEERARAE L, £ORRI1ILSVWL LEE
DREH 3 A\ splicing ZEMALICBIT 3 | EEBERB2A. TLTIARF V2V RERTH -1, THHOD
ERIZIOVELWERSTOALOWER, BEOREESEERERESBEEAL LTOBELBRTIEEL 505,
SSCP i T band DEMAZ B D72 2 ADBHZITH L TIX2 exon DERRINEERE Y — 7 £ v XBEITTHE
RAUEMNERERETAICRES M- T,

4, BiEEFR, ZHMOHEBICHTIRE ASHEEEIWAERLIBREBREIN TV IEREOHBEITL, 4
HEOREIFA—OERBEBNATRESNTVA I ENHIA LK, ZOREICHZEM EH~ OEFICITIRBR
CEOHH D, BEFE, ZRMOWSHHEHEBRSShELEBbARE, UL L, splicing ZRBMICER%E
5352 A0BZICHL Titbo BH I U TREBEORFGEPBESEVW L CRIETH s @MRSA 6N, TOZ L
&b spli‘cing SREMOEMICB VO TIZ—EIE L splicing 3f7bh. EELBANERIN T S gekkH
Zzoht,
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HAA AGS BE4SDOBINIEY /87 23— FF3HBOAIIH L TIT - e RROER ST i -7 2 Al
LTRFET—- FREBOERS 2V RHNOBEFOERICELD AGS 2REL T B AHERME X Shic, 4 EIOFENT
IR 2HORBRREFANESEN TV ASERORES N 1HILBVLTRRERE LR—0XR A ZFRIEYE T BEM
T2l hotc, COFERMRBEMELELONTVE Y —RITOREFANAENZZ &0, HN%THS &
EhT3 AGSORERNERIIVEVTEERRSE I EETELTE D, SBREMOEFORITIIIERITEE
REROMIL, BERBECH ULV ERTBEHRDITLARIILZDIIBEL SO L LTRVICHFELS,

WMXBEORROEE

T 5 V- VERBIIFNEEERA2C L 2 BEFNEHBE. BRAY. RBRER. OHE. THERE. BR
ERLEBTIRETHY, BEERARIELOEEETH 2, BHECLVERARBRLVEHRREOL 22T FRIE
s, FBHEA*ET 28D TFRABLHAE CEERICIIENS 5, ZAEBOFRIZINTEDO 2O 7 V—Thd
0F Sk EBICHFET 3 JAG 1 BIZF D haploinsufficiency TH 5 Z & st s h iz,

EHRIIEERAT 5V - NVERHBE S AL SDVLTIAG I BEFOEERIT 2TV, TOEBEFRELEZEOM
BAERD I EEBHELILbDTHS, TORESAPEALDOVTEREMAETIBICRI LTS, Zh50E
R7UMDOSERISNBE Y VN7 30ThOEEB R A VERL I ENTFHREh, By V37 L LTOERTHEE
BHEEBOLNEZEDTH >z, —FHIODWTREBAICTHREDH - HEREFA—Th -1, TOBEICHIEMED
REBHBOBENDS, TV NVERBRICEIT 3 JAGl BETOBEZEFHEEFR UL OBMITEHASHEHEBIRZL
ZEERLI, S5IHRMREPIABBRLA—FREMI DL TREESRELCBEEAXRTH S B LUERAR
FICREENFELLOCEEHOMI L, SO ERTIV-NVERBOEDOEBEREMBIHIZ, THBER
BRICH U TERIZEREIT ) L DICR JAG 1 BEFORTBERTH S LEARLTHS,

JAGl BEFHHEAZBO TS TSV —VEBRBHOEFRRATH ., BEFHLEEFMOBES M IHEBIRTNS
EL —FKEFITH U TRBELRBO FRICKEENRFT 2 0EMEN EEZBESMT UEERRRIE MBS .,
ARHROUTFAALRILTIET B,
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