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Screening of EXT Gene Mutation in A Pedigree with Hereditary Multiple Exostoses

JIANG Mei,QIAO Fa-min ,HE Zhan-hua,YANG Xiao-qing
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o OE.[HM] Xe 2 & B I (hereditary multiple exostoses , EXT) W #K i {& 14 £ & 1% &
BB (HME) X R 1) EXTI A EXT2 H 5 4 % 7 91 AT 2 A8k, F-4R 581X K R EXT 1

ORI %L,

[J7:] FIHS EXTI EXT2 % &80 58 BT Z 751 (short tandem re-

peat, STR) XF1Z 5K Z2 EA T 3 B o0 A1, B0 A 3k i DR, SR J5 oAk 32 35k I 1) 2 % (X B A0 B 5 N
TSR HEAT PCR-I TR HEAT 58 A48 408, (4558 ] DNA P /0 br & B, S iie 3 Bom 3
EXT2 25 =AM FH —H 19 637G>A Jo SLZAE  BUM g 55 192 i 1 & 5L 8 19 2% 1 1, $2
P RS S R R 191 DE RS RE L, R SEmEI e A
SN TARKEIERAE , RAEPE RN, ZRAD K A TIUEH LR, SCUEH EXTI 3 H K & A
5o (4518 ] EXT2 357 637G>A R FHEIZR R KL L EVEBIEM 0 FHLH

F R AL LM EXT 3 34 450 #r
FE %S R738 Xk FRiIRES . B
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A6 1 2 K PE A E 5 I (hereditary multiple ex-
ostoses , EXT) /& —F R M NFCEtbd , EH RGN
2 R ARSI E B PR REAE 1 B PR e £ A g M st
e AN R 100%, EXT B JR 26 B 7E A [A] (1 5%
R K F— R AN B Z WA R 20, Bk
A KA TR E s AR T v A IR i b e L
AT R0 B R 48 0T I A A 28 1 5 | Ak AR AR T g
BB A R R B G e G g g T
K AR 2 K MM P 5 AR NS
BT 1Y AR RN 15%~20% A5, A 95 ) b Je il
AT LAY X 2 UAE S 22 M A A B IR A A
W F G, fFE a2 R EAME T2
Wi, UTHRFSE R EXT & Al 685 40 00 T A2
e ik 8q24.11~24.13 11p12~pl1 il 19p Ay EXTI
EXT2 F EXT3 A 3¢, Horh EXTI #l EXT2 € 8%
sefE, I H 90% 8 TR S X AN Sk R 8 AR
0, WA = Fh EXT 285 (EXTL) 8% & 21 0] A
5 EXT A%, WK E EXTI EXT2 3 P B9 AR 3 7 5
BEEE T, 2 A EERBHT A, THEEETE AR
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X3, BHITTEUET X H 2 5 DA 8 S 1) A6 TN 7k A7 A
BRI 98 SR Z R, AR T — A EXT
HERBIER AL 38 5 b AR R AT B A,
PCR 44 f¢ 2 BE (]| fe J5 X6 7= ) i A i i ek 6 1) 43
FrACEAT e 38, BB T KRB E PR EXT2
LN G AL it AR T B B EXT A 5 P9 4 55 3 Y
Z IR NTERR 22, BT 1% 28 00 AR K S Ak
R R AR R IE

1 #EBEFE

11 #MRIZR

EXT &k A FBAERPY, C 5l 7, K&
WEFE B X & SR A T2 R
ZRVESMETYE . AR R PEIEH AR AR R4S
i, RN EA e, AR 421 N REXFR
FEAS 15 1, Forp 83 11 6, 53 40% 8 i, 2otk 3 il O3
HMBAE 15 44 f UG 5 AR AV Ay T8 X B L iy
N GUTE 222 A TR R 2 A R AE AN I, K &R L
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Figure 1 Pedigrees of hereditary multiple exostoses

Table 1 Primers and sequence of EXT1 and EXT2 genes

Gene  Primer Sequence

1.2 /5 %
1.2.1 A E 48 DNA 21

JIF A AR Y 3 o H e R AR SN 1L 2~3ml, fi
I Chelex 72 #2BUK EL 41 A DNA |
122 #4HoH

S BLS EXTI EXT2 "% % % 8119 STR {7
5 :D8S1694 \D8S522 D11S986 . D11S1355, 5l ¥ %
112 i NCBI- UniSTS, MR4E EXT1 2K 541 (Gen-
Bank 5 NC0O00008), HI7E4k Primer3 # 4 (http./
frodo.wi.mit.edu/cgi-bin/primer3/primer3-www.cgi)
TS ZEER 11 A g ah W7 K H A F P 51 5]
P12 X (o EXTI R HE—4N g T By
). MR EXT2 2K ¥ 5] (GenBank 5 NC0000-
1), A R 78 26 1 JE R 2~14 s oh BT
KA 30 (5 938 13 X, PCR 938 52 17 Y B
RFCR 251, dNTP ZH 2 R 0.2wmol/L, 51 # 2¢ i
JEH 0.5mmol/L Mg 2 ¥k iy 2.5mmol/L, DNA %
AW (Taq B )1U (L7 promega A F]) it & H
100ng & K 41 DNA, PCR JZ I 4% 14 . 94°C 1 78
Smin;94°C7E 1 40s,57°CE 1 40s,72°CHEfH 1min,
33 MBS ;72°CFE 4 ZEAH Smin, PCR =¥ 6%11)
A7 M 3R T M B G HL UK 43 T, F R 500V, B[]
90min, {5 ML e o #4 2 IAR BRI BEAT B0 T . 514
JE 4 W, Table 1,
1.2.3 i A B PCR ¥ 3%

PCR ¥ ¥4 ¥ 34 f %6 3L [ EXT1 J¢ EXT2,PCR
S W Z& TR | PCR 454 :95°CHIZE # 15min;95°C
A5 P 1min, 62°C & P 45s,72°C 4E i 1min, 10 1/
I 595°C A8 P 40s,55°C & 1 40s,72°C 4E fift 90s,25
AEIR ;72°CFE 53 HE M 10 min;4°CAEAF . PCR 7=
25 6% A A5 TR TR A 5k I FL Dk RS
1.2.4 PCR /= # 464 B DNA 0l 5 5 7

PCR /=¥ 2 DNA 2l bl & alifb, R H

Mg 2% 2019 4255 25 5% 2

EXTI EXTIEOIF1 5'-GGAAAGGCATCCAGAGAAGGT-3'
EXTIEOIR1 5'-GCACATACTGAGGTGACAACTGG-3’
EXTIEOIF2 5'-ATCGAGGGCTCCAGGTTCTAC-3’
EXTIEOIR2 S'-ATTTGCTCAGTTCCAGGCTCA-3'
EXTIEO2F  5'-ACTGGGCAAACCAAATTGTTG-3'
EXTIEO2R 5'-TAGGCCAAGCTGGCAATTAGA-3’
EXTIEO3F 5'-CAAGGCCAGTCGTCTCTATGG-3'
EXTIEO3R  5'-GCTCCCATTCTTTACCTGCAA-3'
EXTIEO4F  5'-GGTTGTTCATGTGCAAGGTCA-3’
EXTIEO4R  5'-CCATGGCAAAGCAGGTAAAAG-3'
EXTIEOSF  5'-TTTTGGAATGAGCATGGACTC-3’
EXTIEOSR  5'-TGCAATGCTCTGCTCTGTTTT-3'
EXTIEO6F  5'-GGCAAAGGATGTCAAAGCAAG-3’
EXTIEO6R 5'-AACGAGGCAGGATGAATGAAA-3'
EXTIEO7F  5'-CCGGACACAGTTGGTTTTGTT-3’
EXTIEO7R  5'-TCAAGACCCAGATTTCCCTGA-3'
EXTIEO8F  5'-GTTGCTCCATCCTGTGGTCTC-3’
EXTIEO8R 5'-GCAAGGTGCTAACAGGAATCC-3'
EXTIEO9F  5'-TTATGGGGCAAAATGTCAAGC-3'
EXTIEOOR  5'-TGCCAAGAGGTTTCACTGGTT-3'
EXTIE1IOF  5'-CCTGCCTTGTAGGCTCCTTATG-3'
EXTIEI0R 5'-TGGGTGGAACAGCTAGAGGAA-3'
EXTIELIF  5'-CTTGGTCCCAAGTGCAAAGAG-3'
EXTIETIR 5'-CACAATCTGGCTCTGCTGATG-3'

EXT2 EXT2E02F 5'-TTCAAGTGTCATTTGCCATCC-3'
EXT2E02R  5'-CCCTTCCCTTTAGTTCCCTGA-3’
EXT2E03F  5'-GCAGGTCTGTATGGGACAAGC-3’
EXT2EO03R  5'-GCACAATCCAGAGTGGGAAAA-3'
EXT2E04F  5'-GGGAGGTAGCAGAGAGGCTGT-3'
EXT2E04R  5'-CTCAGTGCCTCAAGGACCCTA-3’
EXT2EOSF  5'-CATGCGCTCTCAGCTTAGCAT-3’
EXT2EO5R  5'-TTCGCTGGGCTCAATTTTAAC-3'
EXT2E06F  5'-TTTCAGAAGGCCAACAGTGGT-3'
EXT2E06R  5'-GCCTTGGTTTGTGAACTGCTC-3'
EXT2E07F  5'-TGGAGGCAGGGTGAAAGATTA-3’
EXT2E07R  5'-CATTCAGCTCCTGTCCCTCTG-3'
EXT2E08F 5'-CACCCCCATCCCTACAACTTT-3’
EXT2E08R  5'-AAGTCACCGGGATGTCTTTGA-3’
EXT2E09F  5'-GCAAATTTTGAGGAGGGGAAG-3’
EXT2E09R  5'-GAGAAAAATGGAGGCATGCTG-3'
EXT2E10F  5'-AGAGCCGTGGATACAAGCTGA-3'
EXT2E10R  5'-GCACAGTTGCCATTTTGGAAT-3'
EXT2E11F  5'-GGAACATCTCCAGAATCCCATT-3’
EXT2EIIR  5'-GCAAGCTGGAAATAGCACCTG-3'
EXT2E12F  5'-GGTCACTTGACCAAAAGCATTC-3’
EXT2E12R  5'-CAATGTGACCGCATCAATCAT-3'
EXT2E13F  5'-TCGCCCTTATGGCTACAAGAA-3’
EXT2E13R  5'-TGCACATGGAGGTGACTATGG-3'
EXT2E14F  5'-AGAACCTGGGAGCAGACTGTG-3'
EXT2E14R  5'-CTTCCACTTGGCATTTTCGAG-3’
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ABI3130XL %4 3 K 43 H1A%F Fr 5 PCR F Bk — &
T3, T A R B 1E 6 B 2y g 4 X0 ) 10 )

2 & R

21 EHISH

R 4l D8S1694 .D8S522 . D11S986 . D11S1355 4
RIGE R RR F D Z A 0 OC R A s R A 5] i 4y
IR B SR SRR B LA TR — 5K R R B v, 45 3]
ARG AR SR A FE D11S986 .D11S1355 14
AR PRI iR A R AR R [R] — AR i A AR
FHVA W AE D8S1694 . D8S522 ¥4 # Y AR KU vp | i
A A S [m] () B AR A
22 BREEEMY

XF EXTI Ml EXT2 Z:[H #47 PCR 973 ir & v B
PIA5 B30 1 38, 6% 3F A5 1 5 T Ik ¥ Jie v ik Rz
KKK Fr Bk
2.3 MESH

FER P25 5 . JelEE EXTI JE R 3 43 B ok
RIMPE R,

X} EXT2 3£ H Fr A PCR R Brab Ay, & 9 —
A 637G>A 5 7% (Figure 2) . MIZK R A B4

Fe 6 O IE 0 MR BEAT R Y, R % R ABAEAE T
A B R AN AE T IR R R R RS IE
ORI 15 NHEAT IR IRR KBRS AL . HoAR S
TP R & B AE K 2 351k

3o #

WAL M 2 & M B 98 (hereditary multiple os-
teochondromas , HEM) M FRis (&1 £ & VAN B9 |
WA TESNA B B . BRI R R B
WA WL R M B R R RO R — P R R
SR s A B 7 A e R IR 3 J 8 LRz .
T B e IR R MR IR R A
AR VL B9, L T A R B e B ey L
e SN P IN PR T VPRI PS
W H AR AR LR R, S SOk AR — 3
ABSEUEH LA 35 %, FIES I, X 6K A
KB HRE KUK 55 2 b 4 CE R I A A T e
B, I R W12 K HME

HME HA7 4% 5 o, HAT sl h 200 5
3B BN EXTI EXT2 EXT3 A 5 {5 M I R 22 31
Tk X5y, KZH HME 3% 5 EXTI fl EXT2 A

Figure 2 EXT2 gene sequencing map
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% HME B # R &8 EXTI 8% EXT2 %78 # b
#1<15% , Clement 55 Ay 8 3 jE 32 T 13X — WL A5
EXTI1 EXT2 #) 5 ERH )iz 3Rk EXTI 2 F A
AR T, gt 746 DEFERR  EXT2 3N 4
T4 NN T 2~14 B FIE L — A TFF & R i
HE G fith & 718 AN FER D, HL WA Jk R 7 2 BE R 7K -
R EEAR AR, R0 R R v X 3, EXTIEXT2 &
Yty — i 11 B AR 1, X SE AR 0 5 R RR & R
&K i H Z B (heparan sulfate proteoglycans , HSPG ) %
YIAHIG, 1 HSPG 23 Y 2H )88 oy, EXT1 \EXT2
SR 578 B HSPG & B A, 200 Jf 3 08 | s 28 ) 1
SR (o SR 240 Lot B0 A (o 408 a0 DXl 1Y) -
AR SR NG 2 & A P e B 28R 5
B (15 53 5 S S S 0 R PR A 0 A
A RE R A1 L, ik 26 515 4 A I E Dk il HE S i 2 DA
5HERMBIE 2 900/ 2 £ Az K I 18 W8 iU s
T ARSI T A A A B HTR Z K RN
FOWR R E S EXT2, it —25 % EXT2 il Bl
JP R 637TG>A Tt L 57AE . A SCERIEGY EXT2
6 PN & T F1 1 Fpob g F2848 ] WLoEAREE 7 Py
B B SR K 2 A8 Rl 2R D5 A TR G I 2 A8 6 T
W& T ZEK RN T EXT2 FHAMNEF =X,
W R g v A1 192 0 1Y %5 B F T L% AR 2 A Al
GRS EE R R 191 AN 2 SR e ) AR B AR, A
W AU 25 1 B AR E , TR M N S TR B A, IR
A RAE EXT K& H 98 742 $ 48 e A6 2% 31 HL I AH O¢ SCik
il KEZ T &4 B IR KA M B Pels &R Ar X
A B R U AR S A TE B3 B B A
Horp R AR T A R, L & B LR s B
G ARE AT At e v 2 MBI IZ T, o
WA R RME R ZRAER A THRIUEHRWAE,
H1 T HME H A 848 5 bk, I R JC ik X 47,
EXTI1 F1 EXT2 JER 4 i X R B K, B FE R 58748
ALY K Gt X, A 2 —EB 2L T 5 H2 07 a5 5 22 9]
FEIX, BRI 2 5 ) AMERE RIS
EXTI, EXT2 5& M 'S % #8100 STR o 55 17 3% 8157
Br, FriE PO~ STR 56 i 35 [N 9 388 4% IR 25 1 /N T
lem, EADR/NT 1%, ARG K G 2880, HNi
% R o A 0 A R L TR . SR R o 5 R
AT BRI AR T B I AR
ARG SE EXT2 3 637G>A Jo L5748 | Ji
FHEZK FR HME W53 FHLH B2  HME 95 [ K &

Mg 2% 2019 4255 25 5% 2

AL H AR U — g, AV 2 5 i R
TR fife R LG 91 6 3 SR R W 5 BB B, O 4 I 9 b
JA M AEA SR I DNA K& PCR §73f, S HIZHKF
O R F 5 E  HAb RE ICEA EEE , ES
JEBIBTFEH 3 AT LIRS 55 i PR 3 B B I 2 R
K8, DT TR B EXCT 14 i PR 2R B ¢ B8 22 1) ) 1N A
WEZ BT B A A AR I B e A i 3R A
B LD 2 BT, (A o o i — 20 B 58 HME & 1 73
TR A

SE k.
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