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FHEEM.HZ L. H LA SR, 5T AR TSG04 0
57 BRIGRAER FERFREERTHETER AP FHREFELE TR
AN (BAHA,Ponto) B F#HiA FHHEAR, BHKA TILERRAHA
IHWMBAAFABEURBAUAALITBEATFR, & TFTEHEBRIE2G D
MEHELP TR AL TAR W FERARTERZARAGE SR EF
FHHEAEENNTS, AESABRARLAELTA B F L AL SCl# X
¥+%. AmEARTZc A"ERLBRREAEPEFTEHRAAERE LR

%7 AT H

1 #k
1.1 {4

Treacher Collins %% & fiF ( Treacher Collins
syndrome, TCS), ¥ #k Treacher Collins-Frances-
chetti ¢ & fiF . Franceschetti-Zwahlen-XKlein #£ &
fE & N 28R 8 & B A 21 (mandibulofacial
dysostosis disorder) 1 & WL By —Fp . HAT K
ZREF N AEILT AR EL N 1/
500007 WA F 4> F FHIN I H KW RN T 1/
25000~1/50000,1/40000~1/70000 =% 1/10000~
1/50000, H e PE 5 22 70, TCS & —Fh 4 K Pk
PR KA TG 5~8 il . — . 5 KE A
nlk, FE RS T 2/3 MEHET,

1.2 Jjy s [n] g

HA TCS Ifi IK % #4995 1 i Thompson

(1846) il Toynbee(1847) T Je4RiE ™ . 1900 4%, ¥

*

271053) ;3 B £ JLym R B (No: 2016 YFC0901501)
'"PEEFHFZRE A EMAEFR LE A ERF RG]
(% ,100730)

WBAEAE & Rk 42 . E-mail: chenxw_pumch@163. com
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e E, i & Treacher Collins ZAMEEF F L BWYHKIETF LB EERE

E IR B} EE 4 Treacher Collins #RiE T 2 ¥R H) . I
XTH Berry T+ 1889 AR 18 1Y 2 /> AHBL 1] L 4 H: 3
[) If5 PR R A1 6 245 Ay 50 IR P A I G 4 388 %o R 1
BRI EEE A B A2, R G IELL Treacher Col-
lins fY 45 iy 24 » il % 3 1 PR 2% 30 09 5 38 0 Bk oy
= TCS W B AR IET, “THEHEREAL”
(mandibulofacial dysostosis) — 44 M) {1 #ij + HR £} B2
H: Franceschetti fil Zwahlen F 1944 4F £ H,
Franceschetti 55 7£ #F 58 K & 2 57 s R 5 ) f5 T
1949 4E4R T TCS 3 21 R 2 3L A 3 40 7 25 8
g,
1.3 ImKRER
TCSTERXRMME RN EKHAAR RHEA—,
TR RR AR R A A R R B AR e RPE RE T
TCS M FZ G RFHIE L IE B A A iE LA EF A4,
Rl N TG Sl 17 = N N N N B R S
ANELE IR R BRBG St AT R BE Bk . IR EERRAE
AL 45 AP H B A 28 s 8 T BT NE R BN ALk
MERERTHEEEFTAEE R WLEFEE
(40 %0 ~50%0) , P H- 25 1 3 8 6 5 5 L 71 8 O
S R S R R IS 2L HoAT 52 K 7R R S AR
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2.1 jmfer
2.1.1 FmEHES2WmER2k  TCS 2t
PEBIR » K2 B 1) 5 g 0k PR st A% W) ) A
I 2% 5 MU 58 4 40 8 19 93 1) i 3 /DN 38 43 9 461
SR ORISR . BETCUESE M TCS Bk
WAL G TCOFI \POLRIC 1 POLRID (£ 1), 7
FER R SR AH R M GE, H 3 NS TCS 4wy
HoAth g FAIIEA T,

TCOF1 .POLRID #l POLRIC )1 i 80 ¥
Fe 5 FHo At 2 55 3R 78 14 T O M A 35 PRLAS I B S TCS
WSR2 W B ) T B, TCS ZAE B &
Hh A IR A i R R 12 Bl LU AR 2 0y 12
R . FEEREWEH T 20 BA 2 A R 2GR
fESL 3 AN WK B RR AR By R R I )E GE R A
TCOFI . POLRID (R # I 3] TCOF1 % %),
POLRIC (TCOFI ., POLRID ¥y Kk % W 3] %
o TCS AIAEARBR N Al & & A 42 4h I At i 72l
¥4FE 5 Toriello & & . Bauru % & fF . Hedera-
TorielloPetty Z&4 fiF 1 Guion-Almeida % T & 17
R E AAEARLE T 5 1105 i R 2% HAH LAY Nager
22 A E Miller 25 4F .Goldenhar %% 4 fiF 25 (14 % 51|
12 W7 ) B BB e I DR R AIE e AR R B A e
Nager i & fF Fl Miller £ & 1F [F] )8 5 & & A 42
fiF Cacrofacial dysostosis) , EHIfi FRFE MRS TCS #H
ABL A /51 T RE IR A0 3 A 45 AR W JE < Horh Nager 2545
fIE 38 H 52 R b BSCR A , 2 BR Sk 448 FN e B 8 43 1) e
¥ H SF3B4 F:[H 20 s Miller £8 G 1E W # R & |
JBfE M JF AT g B &R . i DHODH X [ %
5 . Goldenhar 454 1F X R 2F 1 45 /ME Chemifa-
cial microsomia) ., iR H- & # & & A R (oculoau-
riculovertebral dysplasia) , 5 JK £ 5 TCS #H 11,
{FL 38 5 Ay A s A X AR P LN W R L O 5 R A T
Qi ik 14932, HATH A .
2.1.2 BURHKH SR EM  TCOFI &5 h
M. J. Dixon %% F 1991 4F 3@ ot %t & 2 1 41 i 33t
2z i e Z A0 s T AL T 5 kK
W 5931-34 X B, 1% M BAFE Ja 22 i 58 b R A
B T 51 (STRO 4 /3l Bl & 5q32-33. 1 X BX

g ) (1,63

1996 4F J. Dixon 45 F| H] & 7 58 B £ AR B K T X
BEN 43 8 1 306 B ) T COFL , 3 F1) A R 53 745
AR R AL 3 AT 98 0FE T i 3 5 TCS (1 4 %
PECY . POLRID F1 POLRIC %78 5 TCS {441 %
PEH Dauwerse 2897 T 2010 sF W IR 2 . % BA
H 4 L DA 20 $5 DU B fe R K 8 T COFT 28 7%
B RS R T &I T POLRID KA (13q12. 2)
&I TE 252 Bl A TP IR TE T HB0wR M. i A AR
RBP4 5 POLRID ILfm] 456 RNA R & 111 o
WA POLRIC (6p21. DL EA TCS B, 3 il
B3 POLRIC B3GR MK HEIE T X —5
A8

/N o

TCS BA 8 05t 4% 7 o 1 4 45 55 07 HE P 5=
BT PE RO B OEE R M. © kb 9 TCOFI
POLRID il POLRIC K80k 2278 ¥ 15 £ 14
T NG T BTN, AR A AL 4 B X
HOAE A VBRR B H 4E , R ITIZ LR A AE BLA 5 AF A
S R PEC . 2011 4F, Cesaretti 2578 X — % H
MR TCS 32 8L M 4H o6 4T T 4% 8 1K 4 B Fl
TCOFI ,POLRID , POLRIC J& PR, oK ¥ ) %)
B o RO Bk 2k . X3 3 A E R EBUR
LR B AR A ) R A B s TCS w] g HA7 5
JZ ) R S R
2.1.3 BURKRZEH S FEWFENH  —BIA
1, TCS 8ty TCOFI o POLRID % 2% 4 %%
EUp S R R N TR B (L
H POLRIC kA& H &% G RAER. RN H
PR & . 2014 4F Schaefer 7 il i
XF 2 A~z TCS K& 8 A~k POLRID %: A
B kB, 4 ) B )L POLRID 3R ¥ % 4 [A]
Fpali & 5278, IR AE K & LU G iR Ba vk O =Xt
52015 4F R AV FER A BA R HF R 45 &
FE P T AR G AR e 2300 B A AS [ g A% T 5 W
BE AT B A, OF Bk & 8L TCOFI 4l & %=
B LA BEIE R R OBIE W TCS & A
R, x#% TCOFI 1 POLRID 1, 7] % 4 4fi
B R ARBUN LLE G R e Oy s . 7R G
ok M 3 A% 09 B A R P, 40 %0 R T A R
HSEAE AL BUR L 60 V0 XUE il FE L AR AR 28 E B
W, R AL R RE

®1 TCSHmER

HH FAFHUR AR A7 TCS B3 L) FE A A
TCOF1(OMIM 606847) 71%~93% 5q32-q33. 1
POLR1D(OMIM 613715) 13ql12.2

8% s A | TCOF1 %78

POLR1C(OMIM 610060)

6p21.1
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2.1.3.1 TCOFI TCOFI1 B treacle #% B K4 K
K+ 1(treacle ribosome biogenesis factor 1, NCBI
Gene ID: 6949), i1 29 AN T AL, Hd 1 43
% 3UTR X E. HAEN SN F 6A16A F1 19 1E
RNA By EzRf R A s gy,

Hal &M TCOFI % 58 48 M i 250 F,
i BB A X, KA X Z R, DB R AR
F, AR 3 X /N B B /B 1 R (57 000 . HoAh
AR I AL HE TG LR AR (23%0) L BY 4 A5 R A
(16%0) il LA (4%0) . BUWAE 57 48 [ 35 Y o K
TR 2 AR B BE B2k . 2016 4 Hao 25Xt 3 451 b [
TCS B # KA H TCOFI 3K A L i 1200 4% HF
BRIy ) HEAT I 7, A B 4 B iy S oAy, Hodp 1 4>
AT TCOFT Fe W )3 3h 7 X 88, 38 iE T T COF1
Ja B F X3 58 AE v B TCSH#2

Splendore %% F 2000 4= H1 2002 4 46 M 3] 2
WS AETESN B F 10,15.16,23 Hl 24 R4, 1 H
A A R & A T ANE F 24 1 5 A0 3T Bk c.
4369 _4373delAAGAA (p. Lys1457Glufs) # H %
W, 2016 4 Vincent £ XF 92 4~ TCOFI1 % 7% 3%
B TCS MR AT ¥, # & 74 ¥ 24 4
TCOF1 AR E 2 —(17/92) ,WIHE T c. 4369 _
4373del AAGAA B WA (7/92)202 . H A 58
7 PR BRI A T 2 SR K R SR A B

TCOFT B&[H 5878 3238 i 2 (- % 1 7 42 1 th
P4k & mRNA B L treacle 8 55 2 A
JE 5 RS A] F 3L treacle 85 F N-vig 5 G- (1
W AR5 B IR 52 treacle 2 HF A 40 MIAZ
i Treacle & 1A B ¥ S 50 rRNA L B2 B K Y
AN
2.1.3.2 POLRID & POLRIC POLRID X%
RNA B4 I3 D(RNA polymerase 1 subunit
D,NCBI Gene ID: 51082), f1 & 6 4~ 4h & F; ifi
POLRIC X Fx RNA % & H 1 W4 C(POLRIC
RNA polymerase 1 subunit C, NCBI Gene ID.
9533) 1% 12 MAh . ¥, POLRID,POLRIC %
A3 A TCS 50 5 UL PR ke % 5 B0 58 742 1Y B
FEMNAM., POLRID () AR Xk X
AR VR LG BT AR AR SR i AR I A R A
XA A R AR R 0 A R AR R R R R B Bt
B 2K () 4138 s POLRIC W43 46 TC LA iy LG8 |
B R A 9% R R R R B SR R X R e
FeOnal

Dauwerse 2857 7F 2011 4F {52 56 T A& 0 21 20
MATE ) POLRID 5878 43 g s Hovp 19 AN T4 i
F 3K B ) POLRIC 227484 6 4>, A T A i
AL HP 3 AN TFANE T 8. Vincent 25V fE 2016

Ry SEg b X 9 ) POLRID %728 3 1) TCS &
HHEATI T, o 7 B R AL T AN 3 T R
S Kl SR R0 KL X Rl L, A 2 Bl
TCOFI BB i G 04 K i Bl 25 3 . DU 45 1
/8 POLRID §y4h %+ 3 Al POLRIC K4 F 8
ALRE 5 Ry 2 BRI S8 A R

POLRID 1y 3 A4t 4h . F 1 POLRIC 1 9
At Hh 7 2 W 4 i RNA KA B 1L Y o
HEIOFHEES5RAE LI WA S5 rRNA K
B 1. POLRID %75 3 8™ W) iy B A% 5] &= A8 2
POLRIC 1275 38 Re 1 F= Py Bk , — 35 ¥4 5%
M 2R A i TLIOD (9 76 4 30 rRNA B R &2 L 52
JIL NG AA 1) K0T
2.2 YRR A 2E B

TCS B 1y 3 B2 R 22 B0 Fii 1 K o B JE
SRR B e 5w L FEHL, BB LR
WhREZANHE R THERESHEHEN T W R
ZMILHEFEM G FHEMHETR, X —d /&
MK G 25 0 40 ifL (neural crest cell, NCO) BT %
R JG % B HU0 L 28 b R R R b 22 U5 A B AT B &
B — RS I 5 v R 2 ok VR A [E) 7S 5 40 i K
SN AR R S5 KA B A SRR R Ok e 2
TR BB VIR VLIR8540, 1 A 1 S
FANEZ54 . TCS B3 MG & & W14 Fh i I 5 3%
i THT A2 AR ) ol 45 U 20 R 4 O R ) 0 6 A
TEN B T S &K F . N IE S — & 1 i
PRAE AR ) A2
2.2.1 EHESMHEEaf TCOF1 ,POLRID
M POLRIC 275 0] 550 rRNA i % 55 F1 R B K 1)
B 2B TCS, AR & O #f 28 | e 2
JHL A 25 U AL M AR TR SR EEAE .
WU G B T B T 75 9 2 #2821 Bz A RN S AR i
ot 25 U 240 Jf0 A7 195 B 0 SR B ) e SR 1 G A K T
TR, 3L p53 I BN L KT AR e PR R
AT 5 A 2R T R A0 MR AT AL A 2 I A e
ngl.Trp53inpl.Pmaipl.Perp., Wigl 254 it J& ] 74
i B AR PR T DR e S KO L T 412 3 24 e 30 B v
AL T X5 TCS /Jn BLUF BE S £ 3500 15 A (1 i
FERW, RASA R4 2 I A B B b 5%
ot P 5 0E R iR — B0, {H b2 s AH 20 B RN G A% T R
BN B TR, B R S R
A B E W E— S REAS, S
A KB MR MRS R T R X
POLRIC 2R 3% B T A5 AU (1) 5 R P 38 0% DU e 408 1K
52 NCC 7K fiff R P 10 W5 9% o XoF 3l 4 5 280 1 AF 5%
G5 RS T B TCS M B R i NCC A 2, 5%
95 A 51 Ry A% AR A 95 95 (ribosomopathy) o A2 M K %%
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i B AR R AL IR S TCS i | 4 B W B
YRR AR A 0202020

2.2.2 Treacle EH 5 AWM X TCOFI1/
Treacle W W55 2 W, B rRNA 19 5% 5% 5 & 1fi 4.
treacle FEAH L S 5 HAb A LT F2 . 76 A & 4 40 g
ez, treacle A T o E £
Fi, 5 Polo FEWLRE 1 VEH] 76 G 60 14 43 2 o 72 4%
il 25 Hik 22 3z 2y, B B X P 25 AH 40 I Y 3 A R 45 AR
. [RE, treacle & 125 DNA #4519 18 &2 1F
o W RE WA 2 b R 40 B AN p 22 U 248 Jf vh oy
PRI TR 4 (ROS) 5 5 850w » 40 4R A 7 3800 9 {62
I X A1 IR M PR AR UG (B 58 5 1 DNA B R 45
REWS PR UE 40 A 08 T A K- AN B & . 7 TCOFT i
R /N BB A o S treacle 25 AN /2 W DNA & &Z AL
SR, 2 TR e K 3 P AR B R o S B A
W% T 1 DNA #5477 40 ML 28 p53 38 BK R R T pl
2l A0 LR D R R B SR . X — 4
AR TCS n] 2 A A0 R #0380 =,
2.2.3 TCSHMIAITMIRER  HBIIRT IR E R
81 2508 AL 0 BIF 5T, X SO AL AT — R iR AR
M. bprik, Hur kB TCS U Ll 3 224
ARG A 2, [F i treacle 8 A & 7] 1
B 3075 5 1) DNA 845, — & ¥ 530 p53 il B
1 NCC $i AR S M & 8 55 . Bt
TCS B a6 7 (A 5% 22 &1 % p53 38 #0141k N
K-

TE/IN BRI BE 5 4 ) TCS #8#1 rh, p53 410 #6 5)
Pifithrin-o {18 HI A1 p53 K& PA] 4 Rl Bk 25 RE 410 1) 40 i
JEL I R s R AL L A T R B SR T L el 2D p53
A5 B 20 L0 T AT AR Y R 00 A0 i A A DR
B IME—ERBELBEmnLES®E. HLERMW
Tt 7 125 5 AN BRI S 4 B v AR A 1 5 KT L Xl
P75 T B TCS fil I & F 55 1 B35 2 p53 4Kk
M ) P 2 b R A A R R 2 s A Y R T T A A
WEAR G LA . (HXT p53 J (K i 310 ] 7] Be A7
g e A U e hn A5 B AE R DR Ot S e AE A
TCS WA BURYT k7,

T E PR 22 /0N B ST 3 9 e Ak 7 N-2 i 2
bt 24 R Be 8 1 ) e G & B A0/ BB DNA i
5 BH I p53 AR R A 40 B T, AE — R B LK
S DR o A AN BRI BB K B . H R
P A AR Y A R B 23 3 B ROS 7K P 3t i, = 3
WA o 0 S5 B AE A e M A A R E . W
I TR IT B P A R = VR SE Rsn i AT)
A REUESE A HE BR TR #b 78 0 S AL R Y AT RE T AL .
T30 BRI G B R 2 T R g0 ML 8 7 A ROS
B ST IR YT L T BB R (AT T aE — 25 S IR

S, [EIB Al 2E W L 58 A R T ORG R AN B IR
AR R WA S8 ROS B4, MR & iy
P A ALY W AT g X ROS A7 40 46178 Xt 428 45
A~ Treacher Collins K & 0] i) = #1 22 5 0l 58 5 T i
$0 1) 27 4 T 42 ik 1) A TR) BB DR 3R AH 26

3 m=fEEA

1512 5 AR ) R S N B 5K R o) T AR
A% 7 2L R R LA DY o B X AR A R T R
RAE G SR EENIE FERY . T
BRI R I R 28 56 55 % S UE R R 1 4 Tt
2R MAREE A . AHAE IR TR R F AT
XEBRERITROR L B E B,

WET ST & . H AT E %189 TCS B 3 N A 45
TCOF1 (71% ~93%) . POLRID , POLRIC (8% %
K g TCOFI W& AW B2 # ik
PR AL L TCS B3 K240, 1M POLRIC £% 2k
YRR AL 2 438 TCS i 1%, [A
A BFFE R W TCOFL 1 POLRID W] L)% 4t (5
A Btk it 1% 7 SN0 .

3.1 BOE R BE RO B KU

FFZ A JE Uk I A 82 B 51 R 5 XU 1

o B TFRAEZR KA BIE, L
UE 5 50 r] RE R IR [ L B R & v i A A8
WA . GEEE B a5 A AU VT Al A TR Y
O3 s AL 2R I By R R AR,
30101 ORI R AR s
WL 2 40 %0 SCRERE TR A BB, 60 00 BT AR R AR B
I o TEXT R AR 98 A8 SO I S E 5 A BE E AT KU
il B o HEBR W 5% 45 R 2R A G B0 )5 . 38 R U AL
B JE KA AT 4 st AR 2 R, ok R B B0 R AR
T AT R AR AR A DU A AR B A R
W EEARKET AL,

SEAE A R MR8 g XU B Pk T AL B Y 5t 4% 1Y
o A SCBETA AR TN SRR YL AR AL IR A 504
AT A6 T B . (H L A 3% IR W 7 o R R G Tk
N 5 227 A BE 4 AN 32 B PR RE R, DU 5% UE 2 D o 4 ik
FE DRI AR JHL rp A2 R B PR 20 P oA A T 1) 3500 2%
AR, 2 RS UE O T RE Hh A A AR R A OB AR 6
75 56

SE ik o 5K EE B 5 AR XU 7R B A R
BB BALIS . ABUEHE BT TCS %
RN A TCS B 58748 H K B i 51 Uik R
o
3.1.2 W EIRBREEE AR R L Y
AR R 2 T W g A A 5 K] 5 3 )
ANFRBUG R R . JeiF 5 S A bk ¥ A 25 % n] B
PR .50 Y0 1] RE Tk S B0 SE R 4 A L 25 %0 1T BB
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PEIE R . SEUE& 1Y T I R 2 3 00 2 4H ok O SO B
K45 5 R 2/3 ., Se Uk 5 A0 B % LAt YL 55 41
IR 50 760 il BEME S BUR SL I E
3.2 JHRIEF 57 A
X TCS 835 Bl % i XURS > 14 09 358 1% 15 160 1
FEFLUUE A & R AT DLW L L i st AR XURS
PRAT 7= 1 0 A v] At S AR F O . W g R
WAL H A 50 %0 ] RE TR BUR BG4S F &, H A
MCRE AR ™ R B T vk T 5 IR Y € R B Pk AT
B F A R AL A M E# I TCS &
o A RS 1 5 A [ 3 A% 9 S ol 6 A1 G T 46 i)
FER AR AT 05 BT, 00 C 05 e M 22 0 AR
HEAT P IO A . 7 O A A 4 43 3 4% S A DU RN
PR A R, AR AR A B A N A B R
By LRl b AT AR LR UR 15~ 18 J& B 3E 47 26 K 2 ) L 5%
TEGE R 10 ~ 12 J& i i 47 g% B BOAE, DL 3R JUG L
DNA #4773 F 5t 4% 27 K W, {5 fiy T % PR 280 Fn % 7Y
TG WY B A DG, TG S80I It PR RE R AN AR, G
HAF AR 30 J&] J5 AT Bl S 0 i L R A5 A .
H AT By = 4 RS AR B R e % UL I 3 48 Tk ) T
FROE LLFERIILE B AR TR THA T AL,
AL B s B wiE MRS K 24, (HEAR
MWIC X ER B B B IL#E T2, H Xk 5
Goldenhar Z8 &1k . Nager Z5451iF 55 #F 47 4 51, 4 it
W45 B Tt R 45 R T2 W, R A X
A BE T A H B BOMS 2748 1Y K E L B DR VR Jig 35t 1%
WK (PGD) Al BEXF 8T 4= LI TCS i2 W A —
EWE., BEERIN PGD 45 Rk g & LIk, W
IR AT PGD A6 I 78 43 25 AR A A L
4 B4
TCS I RF B N7 7E A 5K &R 2 A
— KR BB AR 2% 5 x5 H AR
S R 22 5 AR 2SN A, X TCS
R B R B I DI 352 A% 5 3 3 AR DK I R 22 0
507 F 1A% 2 R AR 25 6 o R 0TI PR 5 980 K A R
DU 87 A= DL RIS DAk R 3 3 R A 2 E
5% 30k
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