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NN R - Ek=e > , lus , testi:
y / / 7 WO) ;E\ (A >G) % I_Jﬂi [/7':_.0 @ 2;2k‘::‘1gclal muscle }gtlelilnis 21, T cell Zé’zgzzzumlz‘;ﬁc
AT 120 A ITIFERITRBD o T, A 9 o foatbain e ey

10, trachea 20, fetal liver 24, Wilms’ tumor

GIWr ST K 0 ) 60kb—400kb 7 &2 2 7 A
o, FFZUREOBEMEIGFTh D DLXS,
DLX6, DSS1 @ImTAFEL, ReBaifini 5 7021 Y AICEET HHBARET
2RV 2N b DFEHZEL L TV D ATEEME SHFMIRT O#EEERE LE-ZE (L), #EF
N T ——— OHFEI— KiERL (F). ZOMERE (T)
&t B Hila CORBEELRFTTLT-E A,

DLX6 [ZRBAMD TR HETEX o728, DLX5 & DSSI W5 155U,
)\&ttf\“f%ﬂﬁﬁiﬁi))o 72 IBIZ, &7 727 1A CGHfEHTTH, Lo —
BOEAD & 2 f5IKILRE D 72 5o 7= (Affymetrix £ GeneChip Human Mappmg 250K
Nsp Array 53 XN CNAG3.0 12 L5 a v —5fi#tT), LibEL v, REFICB T HRFA
ROJFREK E LT, SHRMIR] RO FREMER @y (RFEEK) ., SHFMIRI i m%i U=t
dT 77 A4 ~—Z% 72 RT-PCR THRIEADBHER I D T &, exon 9T poly (A)fHm 75



NARGFHETHZELD, mRNA & LCHIREIND Z EidETHD, LL, HEESN
DI ® ORF 728 exon 6,7 49 exon D—ETHY, T, HESNDEMIT 96 7 2
JlEE 100 LFTH D Z &5, mRNA £ non—coding RNA TH D Z L HHETE 720,
SHEMIRI D¥$HE L L Tld, BESN mRNA-like ncRNA & [AIBEIZ UT6E O W s T F6 81 % 4 L
TWHAREMENEZ BN D, %@K\K@% (&L VK 300kb > b A TRNZAFET D
SLC25A13 FBAn1-1%, HENBROK B Mla TRE ARSI T LTS Z & %
MR L7,

QBON-HEBRRDOKRERVSEHHFINLIDRE

AWFGE T TR G TG Tl o D WIREER 7 & TIERTEHETE LTV 7R\, B4
HOBFLUIMIERIERT OBE 2 4 12 b A RIFBLE I NN, EFA 120 £4I21EHAD
N2NbDD, LVEZL DEFHRE TCORFNRFE->TWD, ZOBKEFHHHHOLD
ThHY, BEORKES OO/ REMENH 0 | T OMRERIT N 7D & 2 AT
» 5,

4.13. W IHFETHI=ABEEZEREEETECTFHEEOHA

(1) EEOAR

SABHZFITATEES O RIHES I LV BB RBEEVEL &3 2 8BS g 50
WAIED—> T, BEOBMLBEE T OHFENRBRIN TS, Ytk 9 FERET / V3
— (OMIM #158171) X =MAUAZEZ 2T 5720, 9p23 NEEEE T OEMEK D —>T
b5, FHHERE £(259) (936:p23) 2 & 0F3 5 —AIHEBEDEH D 9923 GIWr R CTHIA L
WA IEMEG TR RFE L, =

A 9p222-p23REGION B 2p25.1 BREAKPOINT

ﬁﬁﬁ&%%%@*ﬁ%%%

MCTHZEx2ANE LT, Gene BiC Peterts oo Cone Gene

FEMRZe FISH FEAT Ok 5 | K - o
9p22. 2-p23 FEIELIZ 6.6 Mb (Z7E 5:_ e g_ RP11-T45E24
HRENRE ST, XKD S [ RP11-142C14
9 F/ V3 —IEBRHED 7 L c-E EE ﬁ%fg‘ e - m RP11-1020K20  OACTZ
ERT 2> & [RIE 6 B 0 35T Ak Jﬁw ‘
1% D9S286-D9S285 FER®D 8.0 1 L F*;ﬁf;w1
Mo DRI Tl > T, ABE g T R § |
CRE SRR B k |
LbHE b LTH &@W% T DDEF2
4.7 Mb IZETHD D Z ENT NEHE
&7z (M6), ZD4.7Mb D ':E:: :;;:Aﬂ . Bp21.3p22.2 _
i V2 VX [RE e 1 D SE AR TE kI e | I RP11-244L14
B 592 ATREME ZE 2 B D "-ﬁggl'ééﬁ’ﬁé RPit1zca)
B D BIsT (TYRP1, ZDHHC21, JoEkn e 5]
CER1 72 &) EET S, ZD ] i *

55 CERI AR 0 Wi 53 & -
6 VT B D AR HT T Ak % =] 5
EEZ LN CAEEL OBEN DN S, 2p25. 1 OIS TEMES IIFEE LR
nolz, ZOFERIE An J Med Genet, 2006 TZAF L7z,
QFEON-HAERROKARVSERAFINLINE

X6 9p23 KU 2p25.1 D47/ LEEHTOIER
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AWFZE Dt BRI IR 53 5 8a 1 CERI O =fAiHZ%E L O A2 RIER$T 5D T,
Lt ZABAZE DS D INIEE T D CERI 2 afli & LT- B BME N EEN S,

4.1.4. REZHSEEAREEOYIMN RGN
(1) EEOAE

ERLE IR O BB T D F AR t(7;15)(q215q15) & £ O ZURNE B E DT 21T -
7o BIMr R BICIEBE I EE LR o720, SHEMI #5710 Eiif 40kb 12 7q21
I 2P L= (¥ 7,8), Genechip mapping 250K & W\ 7=4/4 /7 L2 v —%fi
BrC 7921 UIrm L0 T m A7 _
NG R e 2 e L7, ke 7421.3 breakpoint
AT 4 SOBIBETRHY . SHEM1

i
BifE, WFHTIERE 20 4T P '4"'
& BARHT 2 AT o T2 N RITR / m
ETCHD: : —t——t—t—
B kb EV EH BE H EV

7T AOREBEEICEITS Ta21 YR &
SHFMT & DAL E A&

O 000 Y O N [LNRR TR R e I T L TR LI TENTEY TN L LI LU DR TR T LT

B8 T7a21 Rk (H—U )

QBFONE-HREREORRIRVSEHAFSINLIHE
AIFGERERITB PR TH Y | BEHERICIZL V2 OBECOMFT 2 LEL T 5,
R ORFAEABIETEEHREENRBNLEZZ N TWNDINETH D,

4.1.5. HERHAMTALAETERD LBERIERE TR SO
(1) EREOAR

BrAEVEREPEC A A, FIR IR IIFE C A AMERE(EIEE) S R I 427 1
=—IENDH VY . WL Y suprression-burst & FEIZI D RN B 2 R34, =
NHOTRBIZITERERZEEL L, RIEEE 22 OREINLTWD, L LKREHD
BEICEFERRAONT, MOBRFOBEENREBIND, ARUFFETIL, Hrids)E

19321 I

Bac 1 | ?
2 3 - ) | BAC 2
UCSC Known Genes Based on Uniprot, RefSeq, and GenBank mRNA
N LR
RefSeqGenes
Gene A | I H— b1 R e e S o
Gene A | 1 ] bl TN ] e J bl

B9 1032 YIM M TR L1=BET A
t(1;9)(q32:q13) & & D [AIE B OERFE LW s D[R E 4T > 72 fE . 9q13 Bl i3
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[RAIEIR o T D, 1932 I RIS, BB A CRBEROTZOERF4FIE) BT
L7 (K9), #EiET Al i?‘?xﬂuf%\éfﬁb % 72 Genechip mapping 250K % F\ 7=
BT ) KA =R CIE, a RO RE 2RO R o To, HARIEE OB A R EEE
TANNVEEOERMBH 2D TND CRIER) .,
QD BONT-HAEBRROKERVSERHFINLIHDR

AR RLEFRBETHY  ABROEBBEZHFERIIRL VWA, —HREETE
X, ZOMEZFH LEHHAOIIT OVNAIORBIZL OB NS EHfFEND,
AR DB T, T AR IT WA D 1 > TH D KW FEREOJRIK & s 12 B X 4T
WT, RIEET AP ADRRBAR FRKITHR y M RPREETSH 2,

4.1 6. ZBIKEREE t(8;18) (22;021) £ &6 L I-INFBILAEIREE (KMS) HBE DM
(1) EEOAR

KMS (3FZEARFEHI25 1981 4RI
ST LT RFIETH Y | JFRIEAH
DAY ¥ —BD 15T, K%
BIIIEs] (BLAER 400 1) T, Yen
REE 2 O BF IR E 13 FlicEE
RN ALERHEEEOR D L L CHE
ThD, L75>L%§5w>lﬁf F DB
Hb 6T, BEE S ELEE T
bLRETH D, X 10 8a22.3 tIEFmEEDHY 5. bMb Rk
g ERE TR EZM L EF DS
OV IT, ZIMESE TR & BRI 72 AE
A LB B t(8518) (9225921)
EHLOREANBEEZFL L, £ OEY)
W sUEAT 24T o T2, WIS m—
RP11-1145L19 (8¢22.3) & RP11-186B13
(18q21. 2) Z[FIE L. [FIKFIZ 8922. 3 YT
FLE DK 13Mb AT EXTL & s 1 Rk %
B L7z, nwe, BE 2. 1K 25 7 A BT 18021, 2 41HTAD 1. SMo RX
BAC ~A 7 a7 LA LT CGH Z4T - 7= fit 5. — ’
8q22. 3 GIWr LD 8Mb 1EALIZHY 5. 5Mb K 2K (]
10), 18q21. 2 HIMr A1z 1.5Mb K& (X 11)
. X5 ITHEEE BAC 2 L 7= FISH fi#fTic
0. 8g22.3 U2 5 8Mb ALAAIIZKY
1. IMb DR, 8 X OFEXR K AEI %k A 723
AN 4. 3Mb REDFELETHR L (K
12), F 72 18q21 CIWr R DR KILHK 1. 5Mb D
YA XTHY, é%&bfisﬁk1&§%
Bk B2 7T oUW R A b OE MR

27, 12 8q22. 3 YIHF A 8llb IR L
IR G BRI T O BAG T RE A R RS T R 1 b &k E 0. TNb IR 5k 5El
LA L. ERE O B A KNS B 30 4 EBATEERIZERE L4 4. 3 DR %

Ratio of Means (cy5/cy3)

Ratio of Means (cy5/cy3)

der®) -
1.1Mb
der(18) |
4.3Mb
der(18)

deletion

3
S
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(et 14 NEBPE16 N) I2BWT, BEfEY—F7 v ZiIck o CHmd 2 A R4 RR
L7z, MBI TIX, 18921.2 128 5 RKRFEILAN D 7O BIE T (MBD2, RAB27B,
STARD6, CCDC68, POLI, Cl8orf26, DCC) . XN 8q23.3-q24. 12 D RIFEIEKANH 5 v
VLB REI D 19 FED A5+ (EIF3S3, RAD21, SLC30A8, EXTI, TNFRSFI1B, COLEC10, MALZ,
NOV, ENPP2, TAF2, SAMD12, THRAP6, DCC1, DEPDC6, C8orf53, L0C441376, TRPSI, CSMD3,
COLI4AI) T D, LMUIENR 335 =7 YV AT LTI b 00 53, B S 20w
ERIIME SN2 o72, B SNP T — X R—= R ZBEE DN A AE R L
72 3in (CSMD3, SLC30A8, COL14A1) (2O TlX TagMan 7' 10— % f\ /= & & PCR
WD a =B E2BRRB LD TR ER a2 —8Th o7,

Q) BONT-HAEBRROKERVSEHFINLIHR

AWFTE TILER G S PIZIRIA & 72 D X9 7B B TIRIRE S uZe - 7203 AFZEi&
T, KENGARIER] & [F U 8q22.3 ICKRKLE b OBEFH (Fam X TIXloEHE & LT
L0, O DICHBIEFERETH D) ORENH Y | WBIEEEO BB RENEL R
B2 & oo, IEEUEGRRE, D7 & 2 OOREBENRH Y | 1 21% 8922.3,
HIUEDIT 132K TH U FIFIIMS DB THRED KRB E HODLEZEZHND,

4.1.7. BEABFEAL inv(17) (a21.31023. 1) &6t L = MRAEBEEIZ & 1T 5 U1 BT = AEAT
(1) EEOAR
Fritgagn, s H
B, RIRE
. A FLIIRIE AL,
V&Y NIIK =4 E =Y IN
KR 2 & DB
DAL [inv (17)
(q21.31q23.1)] 4
W s % FE AT L7
ek, H YR
D Je R4 TUR

e N -
HHAEZN 1Tl 25H 13 SEATUIERR 170921, 2 (235115 RP11-205M10 & RP11-45K5, SEGI MR = 17023. 2
W2 TR TR R B 23 < IZ& 1+ % RP11-436E5 & RP11-289K16 @ FISH &4 (LB} . B L UREEESE (TE)

v T IINTWED, RIEFOEIW m17q21. 21XF N E B2 D,

B OSBRI T D Z & MR L, i & AL O ML B SBACY v — 2 % [F]
E LT, BEOEAEIK 17921, 21%, BACZ 17— ORP11-205M10J4 & RP11-45K5 8% D
BIERICFE L, TOMEILy 7 F v B\in 7 7 A% —0O—H (KRTAP9-2, KRTAP9-3,
KRTAP9-8, KRTAP9—4, KRTAP17-1, KRTHA3A) % & 7». 1m{LUIWrs17923. 21XRP11-436E5
L RP11-289K16 D EAfEI (BCASSBAR 1D —H & TBX4BAR D —) Z&Te 2 & 3
L7 (K13), BEOIERARRIL., WLV 7 7F U BEERIETO 1 ORIR SR
T EDRRRTEEEZEZ LD, ETBEMICEHRBLT DB K 1 TBX48 R 1 D W& 13 41
KA ORK TH L WREERHDH (CRER) .

(2) 15 BN ORI NS B S LD R

AFERIT T 7 F VBB T OINERA~OEEZ R LD THDL, A% EDTr T FUiE
5B ET 2 O ERET DIAT & ORRERRNT 3K > T\ D, ¥ 7 F Vs T1i%
FHEIZE < OT, RFEOERBHFIND,
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4.1.8. Kippel-Feil fEIZEE (KFS) 23 DERRELIMT S ARAT
(1) EEOAR

KFS # 27 % 3 HRF RIZHB W\ T, HE & BT 2 B iR E t(5:8)(q35.1;p21.1)
DU SRS 24T o 72 (K 14), KFS T8RRI EREMZ R IERTEIED, WAk
B KFS BT Z OEJERI DT — 2 LA LIV TW R, flix OF — & X— A 217
W, IO OO RIC IV IE SN EHE 2 — N T 2R BB FIERO 6o
7273, hyporetical protein 78 1 DR 5 i17-, BIFE. RNA T4 %4 U 5 siRNA OfFfE%
GO THFT 2729512, DNA O L~ L CREGIE S OB E &2 HED TV S,
(2) 5 Bhf—ﬁﬁnﬁkﬁd)ﬁ,ﬂ&lﬁﬁ?ﬁﬁﬂﬁéh%»d]%

AW L IBRPRIETH Y | 5% OHER] _ot%ﬁb EIN D BB FITEE TR
THEZZONDLDT, MOERGEEEDHEIZOHEGT L REERS D,

Chromosome 5 (q35.1)
Chromosome 8 (p21.2)

BHRETF BORET
EBEF BORET RBET
cen ol BEARET BARET
Probe A o Probe B BARET BARET BAORET
2K tel cen

Probe C

Probe D wems Probe E

o
n

Breakpoint defining probe

14 Kippel-Fei | SEI&E¥EE D 5935 & & U 8p21 LIk AR

4.1.9. BFREEZMHES der(X), t(X;15) (p21.1;911. 2) DEEHT
(1) EEOARE

@EI ESY 15
/‘/\ (/\E/) . X ST nRNA . QCA2 nRNA
21.2 21.2
%4#93% % S04 S04
T o Y
59‘%%0) 15 % £° §°
o & X e & &

@ 1 o 5 IR B15 BEOREZEK (). HEUXIST (k) & 0CA2RNA (7)
el ik (15p S
KRR E Xq BEHE) AT LTz, Ak, 16p REKITEIER TH Y . Xq WEERS D RETH
WCARTEAEE CHUXEERDOIZ T TH Y . S o IZUIWLSEITED 156 q fEikic~ v 7S
5 OCAZ Bn I3 E FERFEIRERIEL A U D Z & FfEkO PWS EiX7 /) A
RBAAZ 5T 5705 OCA2 1 IRIAB =D 2 & 23 %ﬂfb\éf:&') BEICBT 5%
EEREEX, X RIS ENUIR S 2R B Z 15 q kDR B HEERIFLTWVD G
0)&%7_\ M 24T > T,

FENT ORGSR, BFIL2 a8 —0 OCA2 % H 208, 15q T X YR R IE H B2
SN D, FE - BEZOBRBEDNALND DL, IREYREK EDO OCA2 f8IK
DM DS &2 2 T B IE FRIDIKE T2 72 Lz L Ebitsd, mRNA B L~ /LT
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HHE O XIST ORBUILME (B) ERLVLTH Y, F72 OCA2-mRNA FH i 23
eRsniz (K15), £72. IRAERAA ED XIST M Ytk 2 545 R g LT
5 EFEZTAF IMUMENT 24T\, — 88 XIST 2 £ 5 15q EOBIG T D A F AL & FERA L
7o CRIER),

QFON-HAERROKARUVSERAFINLINE

0CA2 13K JE DRI T, &R PoRIMCHLBEET 28+ THY ., &iT
XX T T IVH—IL ND 0CA2 DFFHT HHEA TV D, ARAFZEIL X Yefa ik & OREIC L 5
B AF AL EN LB FRBIE T 2R LEZ L O T, Bl R RIS OBFIC X 558
BB E OMTF A ~OERB K EZ W,

4.1.10. HEREE t (79, 10p) Z 3 DR RME TR IEDENEREEE OLEY M R AR
(1) REORE

SRR FEER . B R & O RS t(Tq510p) & b 2 B3 O Gl AU
WradT -7, FERIT 2 7 FTORRPEGIE R EFIC 3 OIS T & 350D mRNA M {E(E
L7ed, BRI Ko T L 72 BB AR 1378 0o 7o, Tq BT ROEEE O 2 OB As
DEEREN B MLEZNRIC & 5 BRI RIEOHERE & OREN TR E T CREL),
QRBZONE-HREREORIRVSERFINLIHE

ABFFERERITNDD DR T T 4 7 TH DB, MIRBIZE DB H D X 512, BD[FE
BROIEFN 3 D AUTNEEDR PR TRREN D TH S 9,

4.1.11. ERELG12) 2S5 RXMESE
L IE A P D BRI t(3512) (q13. 2;
pll. 2)JEF D FISH ~ A 7 0 7 L A fif#fr %247
o7, BRJEITERCIE 72 < | 3qll. 2 BIHS
(219 Mb OXRENFE SNz (K 16), DIk : 5
FRREAAIEED 1 5 Th s EE A, MO | . &

RIEW A ZEBLCRY ) A~v A ra7T |

VAT B LOXREND 2 2085 1
(COL8AL and CPOX) \ZBT % 28 BfRHT % % J
fTofee LU, ABNCERKER S, G G0 & 0 nr L S @i £ 5 101 &
SEBOBEMEBEE FEZTHLARBERITE xoRE

Do tz, FEFIE Am J Med Gene, 2007 {235

L7,

QBONEHERROKRRRVSEHFINIHNE

FERILEMETH - 7223, ke, BEJE DR AP M ICHFE L TE 2 bmnizn,

chromosome 3

4.2, WHEBARREZHSELTFRORRBEENLDEEETFOERH
4.2.1. BRHEUTA 07 LA CGHEBEHTEDRS & MR E

(1) EEOAR

715,057 7 m— 2@ FISH fiffT 247\, E SN DHMEICIEREIC~Y v TS, £
TFNDIpNT v— 4,235 H AR L, HElE - %A 7 Y2y hFRTAR Y b
ATV 42K 7 LA N5ERL LT2, 7 LA CGH TYLRHI K 2 « BN b 2 fEik %
NBRELEET DL AT AL LTHRD FISHERH L0, a1y NRKRETHY |
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PR AR O BN S THLIEE . MAET R E LTUIF DR RE WD, ZHUCRE
L 9 DEhERN - RRFER 72 Tkt 3 < MLPA ¥ « MCC ¥ « & PCR 5438 A UMGE
L72o MLPA 35 : THIRF » MIBIER IS KRERORENAEETH 72, BH THiT 5
VAT ATIR, BERI RN REBRIC L > TZELRWEARHD ., hoEWnWAY o
DNA D=2 A M REES ThHo72, MCCVE @ RS/ LA DNA 28 & LTI R AT
4> N PCR I XV Qe & ER = ©—EH D 2 @& T 5 2 & TR = &
— DB E RN A[RETH D (Molecular Copy—number Counting #), JRERIZHH T
DD BT ) LIRE 2155 7o DRI E KR CLHD PCR BUSZAT 9 =2 A 3R
Thd, TEPRR VAT L b2l >R E TLE L ENG SNz, £7- FISH
BIZHWS 7 v —7 X0 /NS RFIEOE(L B RET 2 FD A EETH D FFIZ FISH 2
THMGEE &Y 9 5 Z ENRES Tz,
QFON-HAERROKARVSERAFINLINE

JEB] 2 45T 5 1 TRIBRIRB D —-> T o 7= CRCIEMEREN KRAS & BRAF O A= 5
RHNE R CRIET HENMEM BT T e —F THLNE o= (BALKS - RIFE—
#ife L ORISR, Nature Genet, 2006), A 7 a7 LA OHEHRITE L, AW
N—RE T H A HFR IOV B BE TIE BT —F AIHEH LT, BAZERRIZ
Ble ) U DOERIT, TOBROAZFHI AV T T LA ORRESCHIRT 7 v b7 4 —
L ORI RUVNCENL > T 5,

4.2.2. PMHBRREIZST2LBHKBMEEEDRS
(1) EEOAR

WH OO 1/ 8 IXHRIKHEICED
ZOFFUT PR R E NRE TH 5, iR
B 3WICARIEICEY | @H D65
Yk CITRE 28070 20 ERIEZ
2.1K 7 L—& HWT#EST L, 12 flC 958
WoOEME, 2HIIREKERE LT, RED
1 1% 3p26.2 1 1.4 Mb OBGHR I, 1 15
1% 13932. 3—qter @ 13.7 Mb DRI TH -

7= (®17) . BIZED 1.4 Mb OREE 3p P Vimngﬁ
RIEMERED 4.5 Mb @ critical region = \ /
EEML ONING (RS TR S D o N

LIREN S NETE R EL D) M OEE ¢ ses
RBETEER L, HINTHD BTSN Zék;ﬂazuﬁ&1“”3'“”(T)w
72o D 13. 7 Mb DR LI RHA N % IR

AN XD EFEMEE REMEOEYA 7 Tholz, ZOFEEIL An J Med Genet, 2006
TRAE LT,

QFON-HAERROKARVSERAFINLINE

AWFFERERIEL, 7 LA CGH IEDFREY DN, ko L0 @O Th s 2 &
B, EEERIEEOBRIRED 9 H 10% THRAKOHH 2 BE 2 FREARETH - -
Z LMo E LIFERETHY | KB EDHRREDORRKDIRK TH D Z & &R
L. HRBEREOBMEEOEBICESTHIHLOTHD,
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4.2.3. WOLGREEHMREZEL D Angelman EIREE (AS) D&M
(1) EEOAR

FERSVEXG AR 30 B> 2. 1K 7 L A CGH f#MT CIRIE S =4 /7 Ao 5 il
HFEZ E 2 B LviE O 22 W F AR AT K 5 Angelman JEMERE (AS) JEfH] % %
R L7,

1.5 Mb OFSHER KN B & R NS /ST
HARIZFR D 7205, 6:1E%Ti‘%fﬁﬁ”f‘éb )
Prader-Willi JEfERE (PWS) 1% &< B D7

Mot, Z0 1.5 Mb DRENPFHER TS S e

HESIUD L AS AEE S AR B CRER AR T Y
_— ~

L7 2 B id, ARKREN AS B85 T OB % T -

P3 P10 P8 02 03

p/""\:ij

G2 PWS EHEE {m"—fzaim\* L EIRT, 1
B O KR Wrm A& FISH, &&= PCR, PCR & N
THEL L THIE LT (X 18), KEIL 1, 487 °

kb DREZSThotz, FEKIC~Yy TS5 . o
HBII-52, HBII-438, UBE 3 A, ATP10A, GABARB3
% PWS BEEMLEFTIEARWZI EIXHATHD chi5: 293518 244254%

AR %& HBIT-52 11 PVS & Bgléfﬁ_ SIEA —é—/\ AGGGCATAGTTTGTAAACAAAGACAGTACACAGCT

& snoRNA &AL SV ST, AT o 0" 2 peR 1ck s w v B

BEnSEEE 2 BEEEE O HEICET U ERE L= R
L7me ZO#HEIT Am J Med Genet, 2007 TA
LT,

QFON-HAERROKARUVSERAFINLINE
RKTFR % 3 1993 FFICHE Lo BAR GE#HT) DRI DS 2B OO R Wik & [F
—ThV, BETERDPoTEDRMEDAREMENE W b [FIHIT OFHENE AS D4y
ZWOBRIZIZ, 2O 1.5Mb RKRIFIMLTBET LXEHFERTHDH EE XD,

4.2.4. FHENBEBZEBESEZET S del (15) (q15021. 3) R&ED AT
(1) EmROAR
Yt R 15q15 FEHIRICHFET D L EZ DN IHEEE RSB FE2RET S H T, Al

:\ * fz\ ) : f(‘é/ﬁ\z})%j{j\ qu% 151 152153 212 221

BH - ik - FoR e KRN R EX

ERAERMEIELTT D peabelE gstesiind
) 8 QRSTNERN @ SIVKITLISES

15q15. 2-q22. 1 K KHE Bl D K K . . SaDooss e

IR DOFEM LT ) DRENTZAT > cen —

T T T T T T T tel
42 44 46 48 50 52 54 56 58 60 62Mb

720 ZORIIT1T. T-Mb OH A X © | > o
TERD 15q15 & RME = e
Bl & O EBIRED S HE RS ' prT——
JE B 5 3 5 H AL E I & Patient L (Pramparo et al) §
15q15. 2 \ZfF/ET % 734-kb fEIK — 734 Kb

CRRELT (X19), 256i0 19 BEATAECET 2 EERS

JEB DR ICFEIRIC~ V7 7 VIE
BEHETELE T THD FBNI DNEENTEBY ., 2ONT o ReNEETHAIC 5
THRREMEN S D, AfEEIT Am J Med Genet, 2008 THEFE LT,
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Q) FF B NT-WHFERR DRI L A I S D50 R
Lo X DI, EFOKREEEIZ FBNI A EENTEY . £ONT 0 RENHEEE
BN —HELG T 2B PR EHBRDIE-TH A I,

4.2.5. Williams-Beuren fE{ZEE (WBS) & West fE{ZEE(WS) Z&6F L 1= Tall R&EEHT
(1) EEOAR

WBS THEMBAESNAVIS S Jasd & o 8lwah &

. = - AP Y  SROVIITRSR W
DHEFI D Tql1. 23 KR ZFEMIZ~ 6 70 T2 14 16 78‘1\:11)1
T AHZ L f%ﬁ LWWS féz'fjt_ﬁafﬂﬁ GBS B LCRs

— WBS common deletion
%7770'§45:k75§ﬂ‘ﬁ=§'@?§)5& ; This study
DTLLLRTTELL Mizugishi et al., 1998
% %—\ gjé?‘%lﬂ 73? BAC_FISH ﬁﬁ*ﬁ‘ %ff—?o Illlllllll_lllllil:lll Tercero et al., 2005
Too WBS [XIEH A 2 Mb 0 HURY 72 — I
5. 6Mb @ﬁ—\'%%\?ﬁ L(U\fC(ZO)O WBS common deletion
~ef f— N
WS @ﬁfiﬁ{ﬁ%7ﬁ 5. 6Mb @kﬁ%’ﬁﬁ 20 AFEHID 5. 6Mb REER
Wl D Z LR RIS i
(RFEE)

Q) BONT-MERREDORREVSEHFINIDR
West SEMBEREIT/NEARF OB TITEEARKEBRTH Y 5. 6Mb KL 2Mb KEAZFE L
FlIW- I CEET A RIREME DN - T, A B OREBNHFEIN S,

4.2.6. MEBECEEBRIZBITET /L7414 FOIE—HELDRR
(1) EEOAR
WRDWIFETT ) 2T A
Nt CliImHREEToH -
725 10kb D 2 ¥ — & %
RIT << AT oMbz |
1 -7,
IEFZRO AN KNS #
TN GFBT, &) B
VB3 4oBEOWMB L ED
. AF 20 LKL,
I1lumina HumanHap 370K
BeadChip 2 X v fi##r L 7=,
ER /%%A 18 A (% 9. ﬁ‘ i
9) XL Affymetrix Lo
Human Mapping 250K Nsp
Array. & DU X Genome—wide Human SNP Array 5. 0 Z {8 L . 55 % CNAG B L Y Partek
Genomic Suites Y7 hU = TIZX VN L7z, S OHICHBUCER LT TE/NMNEH DN
ITEFRIEZ SO 34 D KMS B 2 FERICH#ENT L7, 40 B> CEPH i & H~ T,
3 BN Im S 55 100Kb LA ED 7 ) KRR TRFE T An F-FEIIT & RIK & I & D727 >
e, A —EOENT, 7' e 77 AOFRMIC LY | BEEKR ISR DT (M
21) . N0 L, T N=2 L Ta bt —REMOBREN R, D OBEBOBEIC

21 Genome-wide Human SNP Array 5.0 f&#r(Z & % Indel
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Mgl U TH SN D EALEALIZ DUV T SYBR green (& L 5 & & PCR Z2 W CHMGER fifT
FCThHLH (REE) .

F72. 2007 4EIZ, 20p12. 1 \ICTEET D C200rf133 JED 250kb K EHIZ KMS - AE Tk
DFREMEDN D D LG SNz, BARNEE 43 L OB E HWTBREZIT o 72,
TagMan 7’7 —7 Z W2 & PCR TIEWT N OBEHEITHB W T b Y RL D R KT
ST, FREEY VT TY C200rf133 B XN FLRT3  (C200rf133 WNENZAF
FET58IET) OERITFRDT, ZANKIS D ELZIEEELEFTHD LiFE IS W
LW U7, FESLIE T Med Genet, 2008 TAFE INT-,

Q) BONT-HAEBRROKERVSEHFINLIHDE

PEAIEGRE ORI R TH D23, ek, 7/ Lo 3 ©—5Z BN JRIK 72 & HER
SNTWER, BIEETOMAEZRET D ENRVBEENTHY . HHBIETORER
NELEDRERTHAS EEZEZDHICEST,

4.2.7, 6p25 k% %+ D Axenfeld-Rieger SEIZEE (ARS) DRIREIT v E LY
(1) EEOAR

ARS 1% Axenfeld-Rieger #77% (BilR&ZE
B R, EREISER. PR o
WA e T IIEBRECTH D,
AIERFOFRKRE LT, 2 DORER
+ (PITX2: 4q25; FOXCI: 6p25) Di&ix
TFERPMSN TS, 6p25 fEIICH)
WriSZ &> ARS @ 2 JEB] [l fir
inv(6) (p25ql4) & ARA Z&BF+T 2 BIE "
L. 6p25 RIEKKZA L, ARA, IRM]  moo 6p2s siavimsms 5/ 5—v 3 BAC R0 5EsES:
BABE. & 025, (o i MEEERE, ASD, AN

KA BRI 2 9 2 RSO W TR IR & KRR O~ v B 7 %1757 (K
22-23), S BTSN BIZ DOV TlX, GeneChip Human Mapping 250K Nsp 7 L A 12 X
L7 7 ha v —HEr 2B L, M
AR I DA HE 2 G~ T, WALEF] T
X FOXCI 2343 LTy, IS
P 2 B — BRI o 7D T,
FOXC1 O ~Ta ReENRE &b
Do RIJEFITIX Foxcl L4z 34
HOBBLRFBRIELTEY, D&
O3, BEMEEE, MR RHE, B SMb deletion
Eiﬁﬁf*foﬁgéifﬁﬁﬁﬁo)ﬁ{ﬁ%ﬁtﬁﬂlﬁ & 23 6p25 KfEE
KIydLEZLND (REE),
QFON-HAERROKARVSERAFINLINE

ARG FATBFE D ARS LIS DIEAR DFEMT I A 20> b AL 720,

chré:

4.2.8. 10p12 Rk %=&HF9 % Schinzel-Giedion fEIEEE (SGS) DUMTm<TvELY

(1) XEORE
SGS (MIM%269150) [F4FFREFL, FA&RE, KB, HERKMERNZ T8 T 55KRE
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Thd, HHROAELEHEBEBLBHEZSZONTWDEN, KEES L OFRKERE & BICARAT
H D, AR AL der(10)(pter — pl13::q22.1 — p12.2::q22.1 — qter) IZ A K9~ 5
12p12.2—pl13 R%&% b2 SGS JEFNC IR T 2 UM i~ v B2 7 d6 L ORI el o [F] E &
1T o7z, A 10 F e (R Hi B FISH fig

HrC. DB EAIROIRECHF AL & 10.5 Mb

deletion
DOAREME A T E L 72 % . GeneChip
Human Mapping 250K Nsp 7 L A :: "
W& D av—Hgtr 21T o7, £ D a ‘-} ‘
9. 10p11.23—p12.33 kI 105 | L - —
g 5 | M BN 0 BN Wy om
Mb ORKEFELE (K24, FE e L

PN ICIE 42 EOEE T FE L T
W5HD T, SGS ODELBLRF1NE E 24 GeneChip 250K 7 L A TRIZE L 1= 10p FRAZIR %
NTWDAREMENH D (RFER) .,

QD BONT-HAEBRROKERVSEHFINLIDE

Ltk SCSIEBI AR L, 7 LA fBNT 21T 5 2 &1 X WIERIMIC Him 3 2 KRR % [FE
L CEEEEFORIEICEIT 20,

4.2.11. Aicardi SEIZEED <A o O7F L A g4

(1) EEOAR

ASE VIR KRR, REETAD A, MARFSIEIE , ZoMED 2 DIIE & R & D IEEREC
HY . Xp22.3 NEBFEL LTHEE SN TWS, HEEEMENTICH L7 Alcardi JEMEREF R
BNIFEE T, MBEFOLOZ LD, v~ 7 a7 LA CCHIEIZ LV Fuis ORI Y
EAEMEERE 2O NICT 5 2 EREBBETHEEOMWK & 20 5 5, 18 JEF 2 HEH
L. 4.2K BAC ~A 7 a7 LA ZHW, &7 ) L5%&H 0.75Mb OffBE ATy L, 3
SEBNZ 30U TRONIAE IS B 2 Bt L7z (211, 19q13.43, Xq24) (X25), Zhbid=v
— BT — X RXR—= R TRJED VR E Tholz, TDH B, 19q13.43 ORKITAH
KTHY | WERZRN Lo, 2q11 HEB LU Xq24 RRIZHOWTH AL BINE D
wPThsd,

XA o 2EABH
: () JE—%3a
I e - -:,'5_- oV e vis ' -y, :.‘ b." % ...g'. % u tu D
FRETIRR R R
RE - ) ;L

25 42KBACTA Y O7LATRELRE2EFOIE—HELL

QBZONE-HREREORRIRVSEAFINLIHE
Aicardi JEGEE O JERER TR TH Y . AHTERER CEAEMOHEE 25 —BeitE A
TEEZD,

4.2.12.  1p36. 3 D7/ L E—HIKFMHEERTES (ZAESE) BEEEGTF
(1) REORE
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R DY HAERE £ (15Y) (p36. 35q12)

1S AR U 7 R SRR FE U2 & o C el v iicE s
A UT 1p36 R U Y 2 — (5L) & 1p36 \i (/ | i
T/ VI (R ZRRLZ, LOY ’Ji“ﬂ 12 o
TN Y TIEETS L IRNGY 2 ESE: |\~ | o

11 der(y 1 der(1) 1 der(1) der(Y)||_1 der(1) Y der(Y)

EhETRWT | I FRTERA O R
1p36 R U Y I —JERFITH D, AIEH]

BT 5 2 & T 1p36 FEIRICIFAED K §F 5 S8

q $ & TE ddad
. o % M 55 2 & ¢ & &¢ core
BMESNTWVD =2 E—BIRKAAMEIHE _——

FRAIEEEEML T (3 2 B —THRY 0 1 2 3 4 5 6 Mb
e, 12 —7TI1p36 £/ VI —D
JERE LTHRONDHEEBRATRIL) o

~OFLWVHRA LD S B aThE —
Critical Region for

‘|‘$75§E§) 5 ° K%%{ﬁj@gﬁ;ﬂﬂ 7’; FISH G: Craniosynostos

X7 hA~vy T EITo (K 26 BE1 (). BFE2 (). RO

26), 1p36 kU ¥ I —HERIE, ThE BRERLBRION VS —RA

THWM SN TV D EEHE 250D DT E SR> T2 oYk o &L R 2%
PFTEAEEL R LTS Z L0, 1p36 ([CHM T o B — kA ICHEE TR AIEE 5] &
2T ELBRETRFET H2E LM KT 200 TH D, ZOREFIL An J Med Genet
(2006) TAFE LT,

QFON-HAERROKARUVSERAFINLINE

KIFFERERIZI AT 4 T Th o=, EiLd L 912, 1p36 (@B E42 O
EERAIEBGINFET DI ZEA2RB L, SBOREENFGINS,

4.2.13. ESFEEIAQT7LAIZED N T—FR—XDERMK

(1) EEOAR

HANZ® G E L, Affymetrix £ Genome-Wide Human SNP Array 6.0 (x5 60 44) .
GeneChip Human Mapping 250K 7 L A (k5 50 4) &fi#hT Y 7 b Genotyping Console
(GTC) ZHWT CNV h & u /) F—Z_R— 22 ERT Th 5, %x1,992 (¥ 33/4)
L 2,186 (SF¥J 44/f]) @ CNV Z#KitH L 7=, Database of Genomic Variant & DOREEG®D
FE S, SNP6.0 7 LA TR L7295 6, 383 Ff (85.5%) Z3BEENT, 65 FEAHHLCNV TH
77, 250K 7 LA TiX, 331 F (43.8%) MEEE, 424 FERHHL CNV ThH o7, 5%,
AREHE A ML X0 EEEOEmWT — 2 X—ZADEREIT 9,

(2) BONMERRDOKAERVSERHFINDIHDR

BB~ A 7T LA TR AR TH o 7272 ONV &2 SR E ISR T N
TATIE CH DN, ERBLETORIEZ BE LT O L & Fillo ONV O HIZES
LT, ZRNFEIERDOHWEHIIRS Tld/ed, EFHFSZHELTON T—F =2 %
WS D MR IR D TE,

4.3 RERBWICLHEREBELFDORERE
4.3.1. EBIRERTEELF ABCCIT DEFE
(1) XEORE
b hEERITRA L B oy S, R A AR E B O RT U7 NCEBEIC S
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. ZOMDOLZ L ORFITEA BN CTH 5, WANIRER EBE L, LN ADRAEIC
BT 57 — 20" D, KFEIIAR Y v a s a—=0 7k K-> CTHEMNRERR
FEHEELIZbDTH D126 LDHEANTBITDLSN XA T AT,
S DIHES AR AT 21T o TR, 14 2R 2B O BHERIT, ABCCI] Bz O
cSNP [c. 538G>A (Gly180Arg) ] A RE L Tz (X 27),

ABCC12 ABCC11 LONP SIAH1 N4BP1
—— e —
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(ABCC11/GAPDH

@
S
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3

el

5

GHP wansport (pmoling protein)

RNA expression (ABCC 11/

MRPS (Arg-
-11.0 3 100 .
i i Mock
-12.0 756500380 £
130 (IVS12+7508A>G) , .
-14.0 . LLC-PK1-G LLC-PKT-A 0 100 200 300 400 500

r$17822031 - 5549784070 CGMP (uM)
15.0 (c.538G>A) hd (IVS14+320A>G)

1094 ® CA-repeat marker ~ ® SNP marker

271 D1653093 & D16S3080F@#y 600 Kb fEIZD SNP, EIEF&H S UBIEMMICE S p
fiE (£) & LCC-PK1 #ERaIZ& 1+ 5543k ABCCTT EImF DRI (FhR) & ABCC11 EEDHiAE
N-oN~DEZHHEE (B)

X AN R EHEAIR, BT 66 REHESEREIT A ~T a#EERKThHoTo, &6
(CEHIR LB RIS R JE N A BT 1 4 O (GA ~T o #EAK) T, 6 7 LD
THEIZ 27Tbp DRI (A27) ZRIE Lz, ZOMEETIEA2T 12X > T, 67 LV iIHRE
ERT LW Lz, T7bb, 126 A 2BIZEWT, ABCCI M Bl % k& L
TWAHZ ERB BN ToTo, ABCCII IZZAIMMEER - Th D, ERGHIRZ V7238
Bl - BEREfEAT ORGSR, AR (MRP8-Arg) 1XEFAEAY (MRP8-Gly) ZEE~T, AfLN—
SO EEEPEHRESE T LTz (M 27), IRWTHER o 33 RIEIZBITS A 7 Lv
(Re) OBnFHEE AR RR, /b7 o7 ice—7 2 b ot L OV b i PRAY
AEBH SN E oo Tz, KRR THI- B ZRET H ABCCI] 258X, BEYM o s
LI REyIug NOBE) - ILBE R L, 727 AOIEAMmM: (BIWER) Z20E L T
D AHEMER EV, AWFEAE R 1X Nature Genet (2006) (248 < 4172,
QFON-HAERROKARVSERAFINLINE

HHANI AR 2 BYR7Z7210 CT<, 4.3.2. THRRD X H 12, x D7 R ) VRIS
DORBUCHEET 5, £, REBESCAARKOERE2HET r~v— T —L b0 2 20
WHLHBETEMTHD (4.3.3. 20), MAT, MRP8 D 7 LV AR—4%— L LTOk
HRILH DDA ERN G T OBEIZE G L TWnWD 2 &b BHRRZR & SRAmE
L ORBRBRMH LA BRI INLIIRTH D,

4.3.2. 7RI VIREEEGERE~NDERIREELGTF ABCCIT DE S
(1) REORE
LR 91 £12361) D BRI 13— dE M & =03 2 < . B & O B 38 TE )

21



ThoT,

794 O HARANRER (KR SEBFHR 54D 66 REHESRIK, 7340 GA ~T n#HiEs
R, 140 M FEEEERTHSTZDICXI LT, 12TADOXBAARANTIT44, 37T 4.
BILOST B2 DBETHETHY | HERE LB EY R OBEEIIHEThH -7 (p<2.5
X107%) (BMC Genet, in press),

225 44 DE
h (155 44 D3 WL
70 4 D3
A Tk,
FETS 24—36 B
Bl SRR
FLAT WA D 720
PE B D B I . o
w7 PE I 140 120 100 80 G0 43 20 O 0 20 40 60 B0 100 120 140
WPEm X0 b K28 $RMEERICHTIUAE
HEIC% L
(p<0. 0002) . Z3IAFIFLO & FRIER DA BT Do 72 (p<0.0341), it~ T, A
HYA & WISl BN O BLEN A 523 TH - 7= (X 28), AfEFIE Hum Genet (2007) T3
F LT,

QFON-HAERROKARUVSERAFINLINE

AHFGE TITELA AGF5 L BB H YR & ORMRIIE BRI R RE KT o 7203, "leetEidsk -
TWTAZOBETH S, F12, AARCEANFTEEETRXRTEBER 2012, @y
REREFHNEED AR WD OIMEMBE FNFEET LD EEL NS, 20O
it & FEAE L, Bl 28T 572010, ¥ 7 KRFEZE o LFEFIE TR
BrOWE B Uiz, ITIEKTLTWRWR, 5% er ) s~ 77 LA %[
W BT 2 T E L TV b,

No. of women with wet type (n=70) No. of women with dry type (n=155)

volume of colostrum (ml)
L i
L e L A L AL L ML ML
(=R =L )

‘ sls - A
A
da pds bl dods

4.3.3 BERVEEGTFZEOLESH

(1) EEOAR

BEDOARA—IR—HP A = AN, A
77— (SSH) =Y —v T A2k D
FREOTAL A T VOVEEE O 2FE
B % VRS 2 LR E &2 B ifr i &
i) - XL,

FERIE. HASIE O 5 LR X
VILICBIT D AT LAVBEEIZE L
ORI SEWVEmEZRL, AT L
JVBEE O B X AL LN 2> & BN DU
[ AL RS AR BEVE T A s ¢
SR Dl B E T2 5D 7z Hikik

THETH T, W, AT LIV 7 :
OARAE L, IR, JUMNER S, P E K29 A7LILEELERABRRTRBOLE

5, HALH G R ALz (K veXiii
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29), ZOZ LiF, WBESTHEOREEOF T, HAYE TIIARZEA TR 2 4 S%EH
ERME YR A & OB & ORZMENRE—{L L T2 & &R L, N T AR A s
TANVARBRIFFR ANV A ET-MODNA~— I —72 EOBEOWZRE R L —H L
7eo B 29 OIRAERHUNE &SGR NE OFIESG T & FRASMITER > TV T, Bift
BT D AT LIVEEE D O Hidek & | PRAR R D KB CRIRAE N D NB O oA —E
T HHILN B D T LT BRE N,

QFON-HAERROKARUVSERAFINLINE

HE M R RGBS 7 O A E MK X, KEED & OESR RV NS BEYAEE T 2R D,
LTI DD A~ EFFROMTN EIRIMEZ S VD Z LN BIAN - TiT- 722 & ZHAF
JAEERERE Y mRADOREREFRFEICEEEIND Z LA MHFT S,

4.3.4. ARESEUMERROEHERREEGTER

(1) EEOAR

Bty x 9 2 IVEIGFRELE 4 A8 7 4 OB (B130) FEIZH W T, FH06E D~
A 7aYT T4 h~v—H—IT X DB 21T\, 7q36DDT7S3070 & D7S559[# 17 cMAE Ik
(2 EEHE B9 B O LODAE S (1,613, 0 =0.00, p=1, 00) Z45C, AL % [~ — b — FEEEIT I

X330 4BEHEENRRE () LAHEE (B)

~ v 7 Uiz, AFEFRILT Hum Genet (2007) THF L7z, Ta36lZfF ET 5 3 F OGBS
- (LMBR1, SHH, ZRS) WOFEMT TIXERIIA LN o123, Z Dtk OfiF AT CSHHE AR
T D1 Mb_EiRIC & 5 SHHO FERfEIC FRR R R OBEICDNAEENFE Sz (An J
Med Genet, 2009, in press).

QFON-HAERROKARVSERAFINLINE

V= NV I B R SHHOBSEEIL A v b 7o AFZEREIE T 0 | AAIFZE O §E 1T SHH
RSOz oML TH D,

4.3.5. MarfanfEfz® (MS) DEEFE - RIVEAEHT LBeal siEIREE (BS) DEEEIR
TR

F % 1Z20044FECRESTAFZEIZ 36\ TMar fandE R 2 T D FAL B AR 7 23 TCF-B 2 Bz 25K
Za— R4 BIGFBR2CTHH Z E #WH LM Lz, ZOMRAEEE 2. TGFBRZE RO & s
W% 5 & TGFBR2ZE R DGR A7 b7 L& Uiz, BARNGEF496]H 275112 FBNI
ERAEFBD (55%, 9 B2 FRITHHIARL) . 26T TeFBR2ZE ¥ (4%, Fr#lA ), 14
TGFBRIZE % (2%, FrBIZH) % [FE Uiz, TGFBRIFS X ONTGFBR2Z H7% 38 60 7o [ D i
RIZ. GhentBWr kU2l 7= S 72 o 72, FBNIZE R Z R IWEE . TGFBRI, TGFBRIZ
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REZBETRETHY, 20 OBE 1 E CUFSE & 5 B OKIS-10%23 3 FEE T H
%o AAEFIFZAn J Med Genet (2006) THFE L7z,

BSIIMFS DFEMZER Th 5, FBNI & @ \WFEFINE 2 7~ 3 FBN2ASBS O B LB Th 5,
BSHIZF:\NT. FBN2, FBNI. TGFBR2. TGFBRIZ% MBFEMIZIEMT L. HERDOEHE Z2HE
T 5 HMTIT o 72, 155 R22EHF 4 FHZIRAOFBN2E RA R Lz, 2055 2 F B
A, 1T HENFIRMEARTHY | AR RBSOIERZ R L2 2 L b BSEEEIG T
VL EBNZBEAG - LIS D FTREVEDME W & fda L7z, fE S I13Am J Med Genet (2007) TH#E L
776
QFON-HAERROKARVSERAFINLINE

~ T 7 SRR BRI A 72 L b SHIZT O AN, BRG b T R D Z
EAVHIBA L, BT EEFIRRICL > TEREFOTRIEEICHE S TE EEbn b,

4.3.6. Ta7A4 S oRBERRERFDIER
(1) EEOAR

T a7l A N7V
(Dupytren) FfEIEIL,
WE, PELIRERIC, F
i [ 0 J JEE e fisE D
HEEMMME L F DR 0.1000
T D FaE - R EE

B D F AL 2 & 7= T e to. .. [o %1
(GRS RN = Y . °

DOFHE (OMIM 126900)  °7' ) :

THDH, 2005 FiT,
5Hfichbied Ay

1.0000
50000000

I_?VODj(%;’%@ 0.0010 - ..-v--——
ST I o TR 31 16q11. g-022 5815 SNP & Dupuytren HfEE DA EFZTHER

73 16q11. g—q22 D 6cM

FEIRICvy 7SN RIL—VHRETHER L TNDL T Enb, AR E MG LT,
NI —VER RISV BT 65 BBk RFE 55 0B FHV T el ek oD B
T EAT ST, LB DA T+ —L K arvky hafiztg, I VA7 HEFEOR
JEHE 50 4 & IEFXRE 50 4 & EFE L, HapMap 71y =7 FORE (F—%X—X)
ZHL T, 16 FYOR EOBMERICH D 524 D SNP 2R L, 2 b LREBD
RN 2 A v R—F —{ETIT - 72,

ZOFER, pEA0.01 L FA25RT 550D SNP 24572 (M 31), 2DHH, 250D SNP
1L+ FTO HIUZRIE L., p fEIZ4 %, 0.0055 & 0.0014 T > 72, 4% SNP & teilEls
T DTl Ay I BAEHTAT ST N FI T RSz da o7, RISEIEJE L O SNP 12X 5B
RN 21T >722%, p<0.01 2R3 H B BE TR0~ T2,

Feu T, B 49 BB xRS 50 50K T Affymetrix £1:0) GeneChip® Human Mapping
50K Xba Array (28547 I CO BEEENT 21T 572, p<0.0006 @ SNP {2\ T, B3 77 3
Bh& s B 66 U CREE p EZ B M L7oRE 3. 3 ff > SNP @ p Y 0.001 LA R &7 o7z (5
/NE 0.0000722) CRFEH) , BUE, SHIZELDBE R ZINET THD, BIn 13T R b—
VABHEBEEZ L OV UV ABIE O PARERSTHY  BETERELOY T ADA
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TaEAERITRIEOE S EREE R T LD TH D, LA > T, FTO X Dupuytren #i#i
SiE R KB AR - DM D 1 D> Th D,

Q) BON-HAEBRROKERVSEHFINLIHR
AMZITHABDIAEANTHDLEEI bbb o T, MREOERIH LI RIRLEEFT
D, ANEITIEERIZZ < ERBARNITITH E SN TE N, RITIEHARTHIEFPRE
L BED 20%ICRIET DL INLHDT, —HEMEEFRHREESNZ L, HEEN
HEITHETHD Z L EMHE - T, BIn FHEBEZRI LIZIGRIERB ORI & 5,

4.3.7. BREHEDFHEEILATT IR

(1) EEOAR

AIEITAMRERIC L > THERINLERMOREEEINRIEL FHERE T 5FERE
FHOBEHEMBRERTH L, BE, AR V— 712K 5 2 B OEEEH T
16pll. 2-ql2. 1 T~ > 7L, BEMER I 21T o 72), BEER FIIRFEETH D,
GERIREI AN O 157 BI5 T (31500 =27 Y V) ZMB LN ERIZFEE SN enro7z (J
Hum Genet, 2007), 3 X OE D& HITEM L 72 5 F R 03 1E 2k O 5 #ff 585 8 S 7]
D16S3131—D16S503 72 L HIB] L7 DT, FIFIKD 66 Bin &l & L CE RN 21T
S T2 REBE FIXRE TE RN oo, BUE~ » THIROIMIZ S G ICiT Th 5,
QBOENEHAERROKRRERVSEHFINIHNE

AR, KIEBROIBIT 21T > TWAHN, REICELEE FOREIIRED TH 5, 7tk
D~y TIZFRY D3 5 02 b F e\ T BRI & BB LK U TR - 158
ATV, EEEE T2 MEE L2\, AIEIZEG RSB S8IE T, 2R 7235 LR H T
T LN, TORIEMFEZ SN LT, H LWEFIOBRIZ SR ITF 20,

4.3.8. EXRMIRE T EIE

(1) EEOAR

BARME D P RYEIR B T EIE D 1 KR O@BRT - A T 7 A TN 21T o 70, £ DS
H8q21.11-q22. 1, 12q24. 32-q24. 33, 33 L TN 14q21. 1-q23. 2. ® 3 & T E W o
v RG R Z25Z, WEROBERIEOHIFENS, 2D 955 8q21. 11-q22. 1 AMEAifERZ & &
Z bbb, FIFEEE T OGBS T ZFH4 DWW CE RGN 21T > 7208 JRBZE(LIZER O
S o T, WFFERERIE J Hum Genet (2008) TR L7z,
QFON-HAERROKARVSRAFINLINE
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