Bt & % B N B C

2 X E &
Treacher Collins FERAFAFS 8 FEFIZBIT 5
TCOFI #ARF#HT

[#5] Treacher Collins JEHEEE (TCS, OMIM 154500) IIMEAMOE—, S _#HIOR

FEEFCI>TALISEROBERELIERLETIEXREERR TH D, FERIT
BEEOEREE T, RREAT, ABEER, TRBROBSXHE, THRHEEK HFAER
RE, ABERAS, GEMER, FERE, 0XEHLLTHS, HEIKRKBONREETH
50, BEOLHIC _RODEMREBH 2 X-THRD D, BEREIISTFARCLAL
ELh T8, ARICKBITIRERERILZBEVLO L EEANS, BREFRIEE
AREMEREEREZ LY, REE2HETHEMAIT 0% T, BY 60%IIHEEARALTRICE
53LDTH5B,

1993 4, HEEMHTIZL Y 5q32-5q33. 1 TR FHENRE SN, 1996 FRat s
a—= 72XV TCOFl (Treacher Collins-Franceschetti Syndrome 1) BT NEHEL
BEFE LUTHBINE, TCOFI BIETFiE exonl~25 kW22, 1,411 HO7 I BMD
725 nucleolar phosphoprotein T3 3% treacle 22— K43, treacle Xfhod> & > 2
BLEALTEHLARERMZEEL TWALEEX LN TEY, TCOFI BFOERIZLY
4 U treacle X, BUVMENICBETETHIBEICBIET A2 ¢ B3mbN T3,

TCOF]1 BT DERIL, BREZT T ICS 68 FRIZBWT 51 ENRBEINLTWS, BiE
B L LT, HRAREEKO—FOTUVANRER, RETHZLICLY, BETFELADN
YR LURRENER TN o REREZZLNTWVWS, ARIZBWTE, ThFETTCS I
BT 2 AMERIERTF TOOF1 DT 21T o L BE LR, 2T, KRBT S TCS & TCOF1
BEFOBRELFDBHT, TCS BH 8H D TCOFI Iz TR 21T 7=,

[x& & Hik] X ZFEFBHBREEEARB I CHERPRERE V¥ — %%
ZL, TCs L 2ihraini- 8EMEZNRE L, NRIIBHEBRE 441, EBFI4HT, W
ThOFEREZFESLWERHATHE, AV 74—bLRKaryty FMESEEALVLEK
HEORB2A/LE, BROZTOREOLARMIBEI D DNA ZHiH L7, PCR-SSCP o#iic
EBARZ Y == T EIT, BEADKBINRY — 2 LBNE2RDT-REE DN >—2x
VAR T o, K&, BMAZROBRDLWET LADS L, HEKNORSENEE
EGNZR L, TA 7 u—=r 7 2470, HERANEZHEER L,

[# 3R] TCOF1 BT, exonl~25 ¢ SSCP M 21TV VKB RF — DBV ELD S —r
A BT o RR, KBOFRRE Z5LERN8HIP THTREShE, hbi¥~T,
EETVNVEERTVADAT ok ThHote, EROEEIX, KEERMN 3 #l, BAE
B2 f, Rk -HABHATENR1H, exon fHlf ' FKEO—HEE®R B1HATH-T-,
K&, MAERFATEE2FA7V—LY 7 MLV BEEIEa U2 b 2 BT
Ehic, THP 6 FIOERBZINETCIBEORVEEOLDTh -, £k, BFEBN
~OEROEPIIBD ORI o7, BEROBRHEINR -7 1 I TiX exonl ~25 3T
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X IZBWTSSCPRITB LY — 7 2 AT 21T o722, exon23 IZ C3938T (A1313V) D—3H
EBERBIBHEIN 0L T, Zo—HEERIIEF ACBOTHRHEShE, LENRST,
Thiz—HESER (Single Nucleotide Polymorphism; SNP) Tih - T, AEBOKEL
RABERTIIVWEEZ,

[Z8) B TREZTLICHRESILTWS TCOF1 BEEFOERIT, REERMN 32 &
B, BALEN 10#E, IXREVRAEEN 1R, T2 AERBSEE, XA 794
SUVERBIFEET, RRERBLED6ETFEPE2 LHTNE, ZHLOFERIIKBEDOT
fI~DRY B2 BEFEBIZDE S THEELTW 308K TH D, XK, HAERIT
ZL—AY7 M) BHkEa FUREMND, SEIOXRBESF CRIESNT- 7 BED
FROBERAOLREERNEL, ThETOHREME—HL, K&, BAERBR7LV—LY
Z Mok B R~ BEL TV, £, exon FHIKD 3 KRBT H—HEE
BRIIINET I EFAOBRERHY, Al BRTSTALREINTREEKIEa FUAH
BY3Z ERRBEINTWS, SEIOEFIZBNTH, exon DIAIZEVIZH D LEDOD,
Y RRCBI D HEBRICIVERRZEBELTWD LEER SIS,

TCOF1 BIZFOERIY, SEORFEEDFERTERRER>TVH Z EREVHE, BT
ERBBEHBOERTEDLOLNTWEHO LD D, TOPFTH —EHEICRONDIDNE, 1
FIT LRI ENT exon24 O 5 HWEREKOER (nt4135delGAAAA) TH D, ZHITZHhET
WEOHILEREED 16% (13/69 FHR) IKHYT D, TOMMOEERSIX, A OEE
BH L AAG OV IELEFINA BN, ZORD)IT replication slippage BE & TRKAS
HEUEbLOLHEMENS, £, HO—EEBIVCHEORE, BMAZRIZELTHLE
BEBOEERSIOEM LY replication slippage REETERBAE L EE X shd,
— 5, REFBABESERTH D BHEEXRE, SIEERBRAHFIZ OV T, REDRITHEIZ CTGCCE
& CCCCAG @ 6 MM ERINHEET D, Z D 6K palindromic site ERVFEH/L, €D
m®%ﬁmw~7ﬁgérmbkﬁLtaﬁﬁéhw%mk%%mme3ﬁ§ﬁﬁlu
ERE2F BRI NBTE LB L#ERIND,

ThOEDERIY, mmuﬁ%%@*ﬁw7va££mTE¢6k é<&%%ﬁb
LWBEGEFEDREON, ZOZENRTCSDFERILR2DEZEZLND,

(&3] SEOBERIARCBTI MO TOLOTHD LA, RIBEh 7TEET 6
BEOERI-NECRKTHEINRTWS 51 BELBNRFTERCHo, F,
AT BT S TCS ORFEICIIH K AREE, TCOF] Bi=-FREELTWA I ENAINRE,
A%, TCOF1 BIEFDa— F$ 35 treacle OEEEDARB, TCOF1 BIZTFICEHD DM
OBREFEOHEBEREZHALNCT A &M, TCS BREDKEARLERE OBV K & fFR
THEDRMLERHERETH S,
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E H B B K ¥ #
E #H B MK R E
X H# B = B W B

2R E 4
Treacher Collins FEBREARTIS 8 FEBIIZ BT 5
TCOF1 &1 TBAT

Treacher Collins fE#E¥ (TCS) IXBAEMDOE—, B OBEREICL->-TELDY
BEEOBBRFELTER L T2ARXRRERHETHY, ERIIBRBEST, BHEBR, T
RO KB, THRIEER, BEAERRE, AHERY EE5EER FERS, nEf
RETHD, BREBMEISFTAILLALEDLN TV, KHICBT 3 RBEREIXE HICE
WHO LR IND, BREERITERAKEIEREHERE LY, KKBELH T SEMT 40%
T, BY 60%ITHFAERRERICLDZbOTHSD, TS OEIERIZFTH S TOOF1 BEFOE
Fi%, REET ICS 68 FRIZBWT 51 MERBEILTWS, BESEE LTIE, AR
éﬁ@—ﬁ®7v»ﬁ§£,kkfé:&mkb,ﬁﬁ%&i&ﬁ¥ﬁbﬁﬁ&ﬂ%ﬁ:f
NTaAREREZLNTNWS, FRIZBNTIE, ThET TCS KB 3 BERET TOOF1 @
AT 24T o e M1 22 <, AFRITRNT B TCS & TOOFI METFOBIEAR~5BMT, TCS BE
8 B> TCOF1 MRFAMT 1T ole, FITICHTZD, A7 —A Fa ey MeESEEAAR
WLREEOREL AL, MRe L 8 SHONRIZBMEEYE 4 ¢, LitBE 4 i<, WIh
YREBEEZHERDBRATH ok, FTOKER, KBOFREL 258N 8 (i 7 fIChk
HEh, BEROBEL, REERVIH, BAERN 26, Kk - BABAERN 1M, exon
R SAMO—EERY 25 1 FThok, K&, WAERFTIHT L—Ls 7 MTLY
BI#IED Ui o BB Z e FEhT, ¥, 7 fi 6 MOBERIZ-hE TICHED
RUVEHFD LD Thote, ERORMTE M o7 1 HITiE exonl~25 $_TITIVT SSCP
TR IV —r o R 1T 7288, exon23 I C3938T(A1313V) D—HEERMBRH S
TeDOHT, TO—REBBIIRBEACBNTOREERE, LERST, Zhiz—HEER
(Single Nucleotide Polymorphism; SNP) TdhoT, AKBOKEL RZERCRANLE
ZTc. TOOF1 BETFOEREL, SEIOMITEZEDFRILIRRoTNDHIENFVN, AL
ERVBEROZRTROONTVELOLH D, TOFTHE—EEEICAONZ DR, 7 #f
1 BlCRIHE T exon2d @ 5 BERKDER (114135delGAMA) TH Y, = hit= Lk il
DHIEREED 16% (13/69 FR) ([THYY B, T OMOEERSIIL, A OHEBERIFI L AAG
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. ORDIELEFIBRA DN, ZOLDITAY v 7HEMBBEE TRENRELTZ LD LIS,
¥k, Mo—HEBICTHEEOKSK, MAZRICEL THLEREHFOHERFNOKEELY
RY y SEMNNFRCERRELLEEIDND, —FH, Xk -HABSERTHS 25 HE
R&%, 3 WEBASNCOVTIE, KROWMHRIZ CTGECE & OOCCAG D 6 EAFINIFHET D, T
D 6 HWEA palindromic site ERVESL, TOMOEABN—TBEETR LAKLI-L
BESh, TOXREHIZ TIC @ 3 HENMFAL, ERERKIEERFINTE L7 L #E
BEhs, ThoDERLY, TOOFI MEFO—FDOT VVCERNEET S L, £ Miex
ALV TESIMESN, 0 LTS DREIC/es L& bhi,

NEBRIZHY, BESBRABER LY, 1) TOOFlI RIETFOERIT variation MKV
B, 2) EROEE3FRA, 3) HAOBMKNERICOVTRESDHY, K\ T, BIZE/IFA
ZERLD, 1) BEBRETCORGTEMORIML, 2) EREZLoHEAETO oRNA OFHR
OFHE, 3) ERBBRHTE LD oEMITIIT B OMOMTFE, 4 TOOFI BEFIZEW
LEDIh TS SNPs OFH, 5) EF I A L ZOBETFEOBRIZOVTRIAR LU= X
Y IRBHot, WICTELFREMERL Y, 1) KBORBER L BRETFEROBEEEIZIOWVT,
2) BEICRETFERBROPoEBIEAEROBETRENHHT L5 —ROFESVTH
Bddh o, WIRORMICHLTY, BHEIZIALOHARRLXRMESIAL, 3= PN
B Lk, BB, BREFHFRREOBGILERHRL Y, SEIXTRTOEHFASBRENLS
DTH o7, 5%, FERFEZMTL T ZERIVEBORRU L BIET L OB,
BIUBREFZ2HMOBRLREVBEHLNIRS TV EAL I EDaX  iboTz,

Z ORI, RIS TCS O TOOF! BSTRATEAID TIT, AR TCS ORETK
KAFHE TOOFI MEFREELTVWAZ 2B LM LERTHFESH, 4%, T 0%
SEFRERR® TCOF] Bi=THREDOMBIT D723 D Z L BT SN D,

HEHXE—F, chOORBELELFMEL, KEGERBIIBT ATHRCHRARMR EbiFE
BIEAEL (B3 ORIPSTI0RKIRREEETELOLHELE,
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