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Autosomal-dominant hypoplastic form of amelogenesis
imperfecta caused by an enamelin gene mutation
at the exon-intron boundary

(LF A VBRIEFILI VY -4 ¥ O VERBTERVREE SN
Yt B PR B T A VBB RS

FA R LARTDEER

BEMETT A )l/EﬁZﬁEZ:QE (amelogenesis imperfecta: A) 1, EEARERIZEX
DR, AAME BT RTORICTF AVAOHBMER £ T HHEBTH S5, Al
LREAT 1/14,0000 A7z —F 2 tEERT 1/700 OREERELHREFINTND
. BETIZ Al OGERRBENL, ERAREREITHTHS. BN
5 ALV, BREEEENE. ¥RedsEeER IO X EHELRRERED IEPMSN
TW3, —F, BERFREMS Alld, TFANVEOBNMEERE, T AVEOAK
tRe% 2T HEARILEB LRI A)NEORBAEE S ERFARD 3 BT
ahs, LML, TORERBETEZOERORHBICEAL T, RoNZEFATLY
WEINTWRY, T TEAPFETIIREERED Al 2o e—RREMREL, 4
BEO Al BTERERETICN LEBGETEN 2170 T, TOREEET - RROKRL
2EME LR, BB, FHRICELLEZEREIMAR/GERZERORBBLUEET
RANBRENS A T r— b RO MREL.

AWM BRERNREMARZZZ L., ABEO LT AVEBRAEIRD 5
hi-RpETOmgE 74, 2> b0—)LE LT 100 £ZDEFEAZHFENRE L.
REHT, BRARBEERXBOAT. REDMBHEICLT AIVEDOERAEITHEIN
Bhol, TOEKEIE. BRRPBTIE, Wl - AAREOLW|ITHOIEDEBIET
CEEHT, SMEAVNE L, SRR I NZVERR - BELREO I AVED
BHRAEERDE, —H. XEOORENATRIGERE IR EICHRMAR SN BD O,
WFNIER & FF—B UERR - BFFEORRALNHES N, BT TTORK
BNRT - TNz,

BT, NS ED 5K scc RMAEFF\, ARMILLD DNA i L7z,
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KRIIRFTT E2MBRETEREL. TNTNOBGTOY ) LARIINSEIIY) V%
P & DI primer FREHETo . TLUTHEBRED DNA 288 - L TPCREEICLD
BRIOBEFOELIYV D E2FLT I A M EMIBL. PCR-SSCP #IC k2 &x
FERDODAV V=V TR =D T AN ET o TERORE #fro 7. BT
THREFELT, TFANEERICESTA2X/YEREELEOT AOD LD,
WREELOTAQTIAF Y, TFAY BEXURIFAY T EMRELR,
PCREWN TIX. ®BITBEFLTIA VO ERRBRBYA XD TSI AL NI
BEINRho, LHLRERAS, PCR-SSCP B XN — 7 T2 AT DR,
FAOQTSAF T2, YREELZAQZS 2 Z O T1IMP, TFAYTLH
. 72/ BOBEHEIEEBER/HBERBVNERINZ. TAQTIAF > TH
BEanN-HEEBEHR (Ala®—Val, Leu®™—Pro) 13i8%iIc—HELE (single nucleotide
polymorphism : SNP) O8ENH D, WREIEFBZ SN/, L. YRAEK
toF7 A0V, ABRBEKLEDOTFAY O THERINHEBER/HEREIR
SNP & UL TOENIRN o727z, AIREEOBBRERI Lz, YRAKLET AD
Pz TIEBHOC Mo—)V 84 B EDHBRRETE1T o7z, PCR-SSCP ##47 - kR
BRUE - > — VIR T, 84479 4 RICREE LFABOBEEBRR (Arg'"—
Glu) 2Z8H L. CORBEEBRIIFERTIIRLS, INETIBEDIZIWSNP TH 3
CEDHBALz, TFAY D THREINTZHEREIL., PCR-SSCP#EiF - >—7 T
SABHNG, TV ROY I DERBICHD T OOEBELEG (T
=) OFATO 1EEST Y RET, MURENRE - LB THERINE, RBE
LTW3 3 ADIF R VBEFOMOTA TIIIERE EORITENWIRD SHEho
o —%. BRERTHDMOREK. E#¥A 100 AT PCR-SSCP ##f « >— 2 L2 R
T ZERL 72, RURBIIBRE NNz, LEOEENS, FEFIIT T A
U OBETFOERRCIDREELZERAGELRERZME AL (ADAD L2Eahik.
KT TIIRIRORITIHIER R L =N AARBHTIIZERIZBD sz o 7=,
o Tw BREIRBOLRIVIZB W Tdenovo TRELEEZSN, BRERHEER
BORBEBDOBEWEDOEEN BRI N, REOEROHRIEHEE O &R0 —3F
RERMNELCZZEBEZOND, LML, ZHEINOINERICERZERNTONT
—HOMRBICTF A DBETFEENBE, REOEEIIINS ZH oMM, S #R
LT ZEdbHDR/D, TOHRE, COXBICEERT T A FHEEBRTRE
2ol T ANFEMBRMEEL., TAER & BEFEOBRGOEVIZHEET 5 A4
HNRH5, UL, MOERNEEGEL TWAHREREDEETERN - /-,
FEFGTERVERINEZIIY &1 O OERRMIZ. ERESITHTT
ZOMTODMAEENIBETHZN, J7—BEORKRBITIY >, 12O
COEBELELTREEINEINITELS>T. mRNA LRIVENBROEENRL>TL 5,
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A2bORDOT T ORREBBREINSEFE. AT 5142 TREBICEERE
> TWD GT-AG L=V BN, BRICHRMIZZYV > OAFy IHRRESE &
MNPEEIND, COBPBFRIVYVIREENS S4HEICHLTS 187 3 VBN
EERIFANV I INIDSERBTBIEICRD., EBICALER, HDWNITHEE
REDIFA) O FELERBRDUEEEND B, —H, TV ROT T2 DREER
BINAEBSL 195 BEOTI /BHSTL—L T REL, 276 BENZ by
TARERBIENFHREIND, EFEOIFTAY T 1142 BOT X B 5K
ENBN, RS FIIBPNSEBREORETI/VBEFITLADENDDERD,
EERBIFAY HTFOREZFED LIIBEDNRN, TFAY P ERBELTHWAHEH
ZRENSERTLOIENR#ETH S0, ERICES SORBOATREENEG WM E
Web £ @ intron-exon junction #:E % RFB TS5 0/ 5 LA TRt ENA =, 2070y
5A_I:b:ﬁ'i":‘/ﬁfdiﬁ%ﬁwibf:“/—ﬁ:t:_‘/x BANLIEEZA, ZOREKMBIY
VIR ERBENSEREMEACRR I Nz, DEOBWFICI D AREFNREEL - EER
N7z, : "

ERIRBNTINETICAICB I 2BETFHRNZToRRENEAHZ2DDOD,
FRREFREOHEI—MbER<, FEFARENTIIRREET & BRI
ENHDTOAVERTH D, FITFAY CEBLRTFERIZED ADAIELTHRE
KRR T2 HEHDEFTH S,
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Autosomal-dominant hypoplastic form of amelogenesis
imperfecta caused by an enamelin gene mutation
at the exon-intron boundary

(ZF AV VBIEFIIV AV O VR TERSHR SN
o fEERETE TS A VEREASE)

ZET, M. BN, BUBLINNOBEZEZTNTHEICEREL ., FAHFEH
Rt U THRHBTOAR EFNICEET 2R BICOWTOERMOBERICT XK > T
bz, BT, BERXDER EEEONEZIRNS,

FALHER T, BRERELD iﬁ{i'filﬁ“i}VEfF?EEKéﬁ (amelogenesis imperfecta:
Al EE-oF—FREMNHKEL., 4 BED Al BEEEHERCTICM UEEFHEIZTo
T, ZTOERLEETF TROBRE 2T 2. 2¥REHRMERR/NEEMAREZZ
L. ABEOIF ANVEBEEBRAENROSNERHEEZOMmMBE 74, 2> bo—)
EUTIEEA100 BZWERRELE. REFIL. BEAFEEDOAT, KHO
fMBEICTF ANBEOHRALEIHR I N> 72. TOBRKRKRIL. BERBTHE,
ERR - MEEROLF ANEOHRALE. —H. RBMERR - BFTEOREAE
BRI NHF TTOBRRGBNRIZ> TWiz,

FEEET, BN sE) S RLZ2TVW., AL D DNA 28t U7z, KIZH
W oSBEETE. LT ANERRICES TS X/YRREFELOT AT 22,
BRAK DT AT TIAF Y, TFAUYBIOIF AUV EREL, TNEN
DREF O primer et &#fTo /-, TUTPCREKIVBHNOBETOEIYY V%
EH TS AL NEHEIEL, PCR-SSCP B L2 BETFERDAY U—Z VTR,
V=) T AR ET > TERDRE 21T o Iz,

UEDOAFFEICE > THEONERERIIRDEBD THD, PCRENTIE, HFRITE
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EFETAY OV ERBBYAXDT IH A NIERINIZN o7z, LIALE
5. PCR-SSCP #EAf B L N —5 LA O#ER, 7 ATT I AF 2T 2 AL
Y@k 7 AT YT LD, TFAYCTLINFR 73/ BRORILENEDE
EER/EEREIERINE, TATOTIAF UBIVY REFLEOT AOYV S
S THRENFHEEBRIIRNORBE., —HELETHS I EMHALRRERTE
BN EMbhol. —H, TFAY S THRREINEERER, T2V 91>
MO 9 DERBIZHD T ODERLEG (F7=) ORLTO 1 BET T
RIET. FIURENRE - RETHEIN-, £, BERTHIMOKE. EXEA
100 ATIHFAUREIZRE S NN > 2. UEDRERN S, FEFIITITAY VBE
FOLERIZEVRE L ERAKEERENE Al (ADAD 2B/,
$%ﬁfﬁ%%@ﬁtm%ﬁéﬁmbtﬁﬁﬁﬁﬁﬁkﬁ%iﬁ%@%ﬂﬁﬂato
Li=iio T, BREREBOLRIICBWTdenovo TRELZEEZ SN, TUNK
HEBEDOERBOENICEET SHTREMENDH S,
$Eﬁfﬁiﬂ%%éntiﬁvyt4yhmywﬁﬁ%&m\E#Eﬂf%ﬁ7
UM TOUMATENETH DN, VT —HBEORRNRTIY >, 40
SOEL L ELTREINENICES T, mRNA LRIIVLBEORENRIL> T 5,
EP 1 &5 5 O (R 30D AT ASE LA & intron-exon junction & ERBIH T 0T D
AT@%EMXEO:@fuﬁiALKﬁT:yﬁ—ﬁ%R%Ltv~71>Xéx
ﬁbtazé‘:@R%ﬁlﬁvyﬂaﬁﬁéh‘E%Kxbvijywm%é%
L. EERIF AU YN OERMTOIZNENS TREIRBR I N, U
FOBFITIDFEFMNRELZ. ELTWD,

2ardEEEICH U THXAAKRBEET 2EMNThN . EHOERHEBETRD
EBDTHoT,

1) BEETF AVEERRREOREE T A1) S EROBRICONT

2) TFAYIFIUNRIDOIFANBARERHTBITBRENIONT

3) THANVEBRRICEET 25 N7 EXTORBEGTFERBEIIONT
TNSOEMICH L. SHEELEHN S ENTNEYREENE SNz, BRIZBN
TINETIRALCBI 2 BETRFZTo-RENKFAH 0D, FREETH
= DIMET—F B <, FEFARENTIRERETEBELTERMRHENZADT
DAVEFITH B, TTF AU VRETERICKD ADAL & UTHEFREHRT
QBB DEFITH D - EMTEXNZ, X5, AIREOREREZBERT H720, T
X7 L)L TOMEEE 2T D2 8, 35 IEHMBETOEHREZED TBD. RO
BEIZDOWTHEME N,

LiA8o T, SMHESIEL (E%) ORMRSTHELWE LBYONL.
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