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F—m ARERRN 1 SHRAHE

1 SRAERABRAEDBAN, AT R SUHAIREFER. BERHRNR
R T ETEARENABREEEAR IR T E AR ARERAARE. 15
Rfafk A BEBENESE L. B 350 MARRRSXAREEFIINFERER, Xk
PR ETRAE . SN, FBtRRURIFZRERMN, T EfIX RS ZES
WARE. | SROKEAERENEYFREL, ERALARRAEFRDH 21 5.
22 5 Y FealEK 6 £, FMEX THRARBEE S5 2 R0 UM E s Z 607
ABEFER., FEERTAR ] SRAKPERRNFI], MROEERE, ERRT
PP S RIS ASBR I R R BB R TR . A XM IR
ZHBREEMAYFHTRER.

F—17 DNA FF5HIA Y F5RE
—. $EEEIER DNA 34T

3k B 3% [E Wellcome Trust Sanger 24P (the Wellcome Trust Sanger Institute) LA
KR EH T RFE AR FE P O EH ARV PR A RTE 2006 4£ 5 A # Nature 875 L
BREAH T AREHEASE 1 SRaEFPF, TRTARRFARCEKERKURREE—1
Wrp. WFTEHBE T -HRER 1 SRERYRARMY 2220 M/NEETENTF,
XAFI S 223 875 858 MRFENT, MEBIEE KT 99.99%; Hirb, 120 405 438bpfyF
EE (p) M 4 ANESTER L, 103 470 420bp I FKE (1) W 13/ ESEER
E. XTFFIEMHE T RAKPHE KRN EERF (TTAGGG), MEHIEN (1pcen)
KRB LB o« TRIFS]. AN T 1g MEE LB B R 65 XK 18Mb MR %
BrE. B 1-1 88 1 SYREARSTHRAERS E, BT 58— DX I A 40 A A 3 £ 7T 38
1f Vega Human MapView YW 28M FiB A H (http: //vega. sanger. ac. uk/Homo _
sapiens/mapview? chr=1),

X T 90 MEE Y R ERH WA E B R W R EHITERNMES R
AR 26 MO, H, 8 ARETF 1p36, HH 8 NMRET 19211, XERBER
GCMHEFARENESR, HAXEEASH T XEXBH TR, BRAKEERN
FAZ BRI R B DNA T/ R B 17 Mk O p S IS8R 0. 8Mb, Eaf# A
REEHSR. RMEENEFEFILHITRX, AiRaRK 9 M0 831 0.53Mb,
I 1 S Ak A RIRKE R 225. 2Mb, HH 99. 4% R EEBM T

MFr THe @A 3 ML ORI R FIM e R, 85, BT 1 S§alk
7 2580 N B HEHE (Refseq) H1, BT 1 MLUSL, HERSWHEETFIIF, BrRpE
B RAB7B 1£ GB4 MU 2232 1% EE L T 1932, X—frEM A THO 23 5 24 k.
AEWNEN IPP M1 PHACTR4A RARAAFETHREN TP, HEEESHZEm

e 1.



=1 A B GCEE 5 SNP 15 4e ik
B A YN

2.3

@ q25.2
q25.3
331.1
q31.3
q32.1
]32.2

a41

B q42.2
943
944

- R

B 11 1 SRR RS MR

(3] A http: //www. ensembl. org/Homo _ sapiens/mapview? chr=1)

FPo HIR, XTEE 467 @R bnic e O S BUF S A1 deCODE 4% B EIBUT , KA AR
. BT, WIS 32 984 XY FkL v BE AR i ST SN B SR BUF S BRI B, KRB
T 11 A8 Hf, 34RM THRENERE FENMHERER, HEPERIE. HRK
ARERCERFFIT R, BREHARKERESEMFE. film, GSTML ERE
SHMIANPEREA, XAEEESE T hE URE, ERFR TR P ARE .

1 SRl GC &, EEFFIM CpG BEEE il 4126, 4851 8.9 &/Mb)
HRAERAWTFHEMY., §& GHCX, EEBE, HHFEREX, HBmicH
(SINE) FKHACIF (LINE) EEKEREZEHMKE. | SROEKEREERN
14. 2 MEHE/Mb—— L A ERAFHE (7.8 MEE/Mb) 02 £, Hik 1 SHRER
HARFEEOPREMARZ . AT 1p36. 33 B 1p KNP 2Mb FI kR ALK B30
PRACSRF S KB EUR R (G+C BE/R A 4P L& i 58. 426, 98 AHUMA CpG & A

104 MEERD
o 0w




=, BRE#

AT EE W RS AR FE IR AR HE 9 DNA MIE BRI, NFETIEH
JCHAME T 3141 N5, BEURE TE RS NAEEEIEAES [Vertebrate Genome An-
notation database (VEGA) (http: //vega. sanger. ac. uk/Homo _ sapiens/index. html) ],

HERTIGE 2153 MEMERH. 85 MHEASHBFH. 720 N EEER TR 420 4
PSR T. 1189 NMEEH (39%) ERNHELHES, 655 MiH (21%) ERIUEE
AHmBXESE, HIAERFIH 114 MEEEHE. F 56X WE IR 40% M H HEFEFH
5 CpG MR GR1-D.,

F1-1 1SHAaFEHERTS
K 247 249 719 bp

EAEOHBER 2153bp
FEHRELE : 85bp
BEE 114bp
miRNA K 68bp
rRNA EH 44bp
snRNA #[H 167bp
snoRNA #H K 63bp
Misc RNA ZH 104bp
SNP 1 059 468bp

WK 1 SREEMTFII SR, . 35D 0B KR YRR E E T
KR BIHARF X, (evolutionarily conserved region, ECR), #:&BIIEFTA 6 fi:E
HLRSFH 10 971 A ECR 4 10 669 NS E MK B TES, RN BEFHEEEZR
T 97.2%, FARH 302 4~ ECR Al RER MR L FHERE IS B T L BB R T AERE
.

12 Rfam $HEE MG RNA Hoxt, W T 459 N HE4 S RNA EFEEEEHE,
I X W5k A miRNA Registry (http: //www. sanger. ac. uk/Software/Rfam/mirna/
index. shtml) #) 1345 4~ miRNA # 4T BLAST 4%, H A5 H T 22 o miRNA,
miRNAR—H K2 22 MEHRAERMIERID RNA, S0 RUE S8R5 mELE
W EERE,

=, FIESE. ERMABHEARREEYERNX

FIER B WBREY R4, FEMASEFTRIIEE, B4 K E>=10kb,
—HHE=0NMELEMFIFHTEESE, R 3. 9K KB EEMA 1. 64% Yt
KEIMER. 1921. 1 Y 5SMb XK &H M REANBEENERER, 281, — 1/
1921. 1 RTAEM MR A TR EIRTIRET 7 1p36. 13 Ml 1p12 + B75 FISH 2238158, 3#H
7 1921, 1 BRI . FIIGHER T - PNEEFIBTTELETF 19211 Fi 11
ML 1p36. 13 ) 3AMAEEA 1pl2 M 1 MR . B NEGE —8H 1.5kb BEER

FIHBHIARIKA (K75kb) BEREEFFF, R EE T3 i A 5] 49 #2140 7 7 2
« 3



KR EF (NBPE) M4 BFEHEMMER, %ERKKMEAZ — NBPFL Uk 3
16— p R0 O BB 3 P R RS T A AR TS, R R B AR e e TR . 2R R fE] EY
FIEE R N RS AT B B B4 3 NBPF R H .

1921. 1 NBPF % & X 3 89 3£ M| 2 NOTCH2NL # [N, iE il 5 FCGRIC 1
FCGRIA . T8 F E£E NOTCH2 il FCGRIB 4 F#& #6155 — i) 1p12,
SR A R AE R4 58 )5 i 2 R B ) B) 8 BT 8, NOTCH2NL j& NOTCH2 #y#R
Brseik, 4T NOTCH2 #£H 58215 4 W& TR 8kb KWK B, ERBT 15+
PR 0 M B TR S A EVE PR T BE R A, WA 55 3845 i v P o 0 B DR 2 E A K
NOTCH2NL 548 )L NOTCH2 Fi#REAKETFES, b HKSd ik
S B B TR RO A ELVE PG 25 MEERR A U R R IR . MR C WK S e
T4 5HE T4 RSB 4.

T R DR X e B R ) K B R B B e R A AR, 1 Sk BRI 56
A EEER AR B EE R ER.

EFXHMFXETRERRHILE (Ko/Ks) AJUEHERENEEXM K. B
Bl Ka/Ks % (1.8) 7£ SPRR2A FI SPRR2F [a] (o iAk(a]F-#4{E K4 0. 4), SPRR %
HELE S RERN/ M FEER, AR NE £ EWH RS —RIKEH
T, ARSI RSB RETER. LSRR RIS HA R E S R W
1g21. 3 #) SPRR & H & mtS 1, HEIM R ERTESY (epidermal differentiation
complex, EDC), i, 7EAZSHBEREMNT KRB EDC it B B %

BN LEME (copy number polymorphism, CNP) R H FRBEENMME.
BRICHE T 1 SREEKFTIH CNP, HEXERIEEN T —HEREKE, & CNP K
HHA BRI EA TS S BERR N 5 EE. fian, GSTMI EEKNEEEATEES
TERE R R E MG, FCGR3 2AMREFIAN ALK/ NRER S BHEX.

A FEBERFE I 1 059 468 > SNP B 8 B4 1 S RAKFFIFRAE. 7917
ANFEE PR X, Hh, 4471 R 3ER XA, BN ol sk B, sk
AR 90 4~ SNP B AALEFRIRATR L, XERTT FH 88 N ERRBHEA
sk A, Hb, 15 PEBAEERKRHX, 1145 COL11AL 72 [ # Marshall 7 Stick-
ler £2454E [OMIM.: 120280]. FY/DARC 7EJE4 5 Bt [OMIM: 110700] # UROD
1EIR & R kb mkiE [OMIM.: 1761007 HEfEH. F% 1 55 EE P SNP HAIR
HIWRE T RN, BEXTAFREAIENEENER.

1 B AR R R B AR . RRELARNTEEILE LXK (.
0.04cM/Mb, Z# 0. 77cM/Mb) FIK B F LR AKX (B 0.04cM/Mb, Ltk
0.31cM/Mb), 1 2 ki B L FHEHRE 1.13cM/Mb, SEFHHEH LAY,
B 1ptel il 1qtel 4b, BHELEPRETFHEME (1.43: 0. 82cM/Mb),

Y&} HapMAP 81984y, EFiE 269 MMER 15§k 60 000 4~ SNP
HFLEE L, AR SNP 25437 3 [N 8] (4 &5 B SRR RANBOK P B, RZIRR. #Ertn]
LIREE 5] — A EEAERENLIN B4 A, 80 TR 4L R AEAE 150 BT A, RREE T s ke
HAKME., KoM ERREEFEEARNFANRS (<2kb WARIKED, 8w T 5
BIPE SRR . fE—SB X (AN7E 107. 5Mb A 156. 5SMb), SAEH BT E AN

o 4 .




HEENRSTE, WX —8X8 (7 11. 5Mb 1 151Mb) R & iy F /0 B0k B 75 BR
MRS . BEHARRESERFEENGHCERESLWSEHRmMAL. Bit—58/p
RESMESRERBEARS LR TRESE, WEERAE, LBRHEXESTN
e RO FEAREN DN NE LML ZERE, HLAEN KERLSTSHNR
DNAEHAEMEE. i, BEHRSERNBEKENGCGHCEREALERZMA L
B, HHPFERWE, REHARANGHCERAA IR SEANEKEREEE.

12 /il HapMAP HRIE R, XPEERAHLER. AT (JPT+CHB), #FEA (YRD
HIALSER 1 5 R a ki ABERR R PR SNP S0 2 AR R #1747, B8R 68 4 SNP 2
BET MR R E SR . X SNP UfF =3RRI U RE, Hih, BELNE
Duffy 22 [OMIM: 110700] i FYa 2878, WJLUMEI ARYE HERRBE. LR
LR, HARR 67 4SNP B/RT 5 FYa S B ABENSMER Mo, HiummEs
EF X ER &S HIFET ACOTI W (RBFHIFHMEEEE, RATIRIAS, 58
FEREAESS) #1 OROHIR (WRBERZAAR, WRENMREDD). %t ACOTL1 W A ¥ sk
S BARTEIEANAB MR G IR R E E (near-fixation) (= SNP f25%,
HER-XLER-FHREAR), RMATLABAFERHLSEE. XTEEHETFIEWAR
IR —MEEFEM TN ARSI, HMRESEEN SNP G RESHE
NOTCH2. ATP1A1 F1 SLC35F3 %53k [KI# oo 1 & B A R Bt sk e AR 450 SNP,  tnfiER
BEZ A CHRMS3 Fl—Su I3 3% (R B0 EY

BTA ORI 5 A KB

—. BREXEE

(XEEREYERBFBREF L (NCB) £ FH F 5 BHEFE Chtp: //
www. ncbi. nlm. nih. gov) WCRKA T 1 S HEE 8B 2980 4, Hi, 300 %
MEFECHIUERRP S ERR M ARERERX. £1-2 88T ABLCONEREN
1 Sqak EHME., RERE . SRURSZ XN ARER.

F1-2 1S6FEORFHEXER

B RE HEZHK b3
1pter-p36. 13 CcCcvV cataract, congenital, Volkmann type cataract, congenital, Volkmann type
lpter-p36. 13 ENO1 enolase 1 (alpha) Enolase deficiency
eruloplasmin (ferroxidase) pseudo-
1pter-p36. 1 CPP cerwioplasmun Llerroxicase) ps cataract, posterior polar
gene
Ipter-p36. 1 CTPP cataract, posterior polar Cataract, posterior polar
1pter-p33 HMGCL  3-hydroxymethyl-3-methylglutaryl- ~ HMG-CoA lyase deficiency

coenzyme A lyase (hydroxymethyl-

glutaricaciduria)

1pter-p22. 3 SDC3 syndecan 3 Obesity, association with [MIM. 601665




