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1- Ethylene-Diamine- Tetra-Acetic Acid (EDTA)

2- Salting out

3- Polymerase Chain Reaction /Allele Refraction Mutation System
4- Direct Sequencing

5- Linkage Analysis




:@\Jwé?PY\.Yrjjijs&}) DFNAYY . 58 o) 4 el gilst
a3 (oo OL (K gy A3y oo I 5L o 2l y5l

45 45 ySlan 45 AL GOLVIAY (5 alSln (DFNAYY) e 5 ) o
oSl 2l g2 S 05 pbsdate sla g Adesls e 5
.(A).xﬂuwal;.._.lbqudw.x@xélﬂj

Ur&g,l«smg_,.coa.“M‘cj);PRo?Y\Thre.x.:&L»t,: L
o plo TS plsaatig pasdi pé S ol iU leds 5 )5S
L e 5o s Ltazaiit, Jl{\_;.dlrj.u.»rjwjkﬁ‘,:ﬁéww
S Tl (53550 sl 02l Gl ol 53 S5 05 5 i 0 g 4 a3
Wi g b el e S o530 4 s COLMAY 3 [t
.JJJ.?JA

1- Brunner, H.G.; Van eersun, S.E.C.; Warman, M.L.; B.R;
Ropers, H.-H.; Mariman, E.C.M.:

A Stickler syndrome gene is linked to chromosome 6 near the
COL11A2 gene. Hum. Molec. Genet. 3: 1561-1 564,1994.
PubMed ID: 7833911

2-Snead, M.; Yeast, LR W.:

Clinical and Molecular genetics of Stickler syndrome.
J.Med.Genet. 36:353-359, 1999.

PubMed ID: 10353778

3- Vikkula, M.; Mariman, E.C.M.; Lui, V.H.; Zhidkova, N.1.;
Tiller, GE.; Goldring, M.B.; Van Beersum, S.E.C.; de Waal
Malefijt, M.C.; Vanden Hoogen, F. H.J.; Ropers, H.-H.;
Maryne,R.;Cheah,K.S.E.;Olsen,B.R.;Warman,M.L.;Brunner,
H.G:

Autosomal dominantand recessive osteochondrodysplasiasas-
sociated withthe COL11A2 locus. Cell 80:431-437, 1995.
PubMed ID: 7859284

4- Law, M.L; Chan, S.D.H.; Berger, R.; Jones. C.; Kao, F.T.;
Solomon, E.; Cheah,K.S.E.:

Thegene forthealpha-2 chainofthehuman fibrillarcollagentype
XI(COL11A2)assignedtothe shortarmofchromosome6. Ann.
Hum. Genet.54:23-29,1990.

1-Whole genome Scan

33 oot 8 Gl Sla ol BU e 133 5 50 IG5l
Y?MGﬁjﬁgsﬁﬁJ}Md(DFNB\w}i}l)GJBYC_:LZQj
(CoxY)Y's e SOUS a5 12 03,5 AS J y2ens LS GIBS 05 5(CoxY%)
22l ol gibodas Ue 5l g3 a 55 g 4S(DFNB) 358D
N ole a3 paaomtiaS ol 31 851 3 s 3 pmeiadl oy
uiz“)ﬁ}.ju&u]’j"r}EJSLP\/““Jﬁ&*OSﬁ@‘&‘ﬁU;R;E
o) 88 el 2l 5l el 1 e it oSl 38k
48 82 g 5 g o820 53 0S8 5 Sl 55 6 Kma Ll o
el aresl Sl S 33 31 aLaDNA &6 g St g LT 1 (e
O._;I45.>|;QL:.JJ<L,.}:_;}:JUU“\,JQ.»:QA?L::J.Jg;;Jb)Iij
C:L'.a
5- Law, M.L; Chan, S.D.H; Berger. R.; Jones, C.A.; Kao,F.T.;
Solomon, E.; Cheah, S.E.:
ThegeneforthealphaZchainofthehumanﬁbrillarcollagen,type
XI(COL11A2)isontheshortarmof chromosome 6. (Abstract)
Cytogenet. Cell Genet. 51:1029-1030, 1989.
6-Lui, V.C.H.;Ng.L.J.; Sat, EEW.Y.: Cheah,K.S.E:
Thehumanalpha-2(XI)collagen gene (COL11A2): completion
ofcoding information, identification of the promoter sequence,
andprecise localization withinthe majorhistocompatibility com-
plex reveal overlap with the KES gene. Genomics 32:401-412,
1996.
7-Meada,S.;Koga,H.; Matsunaga,S.; Numasawa, T.; Ikari,K_;
Furushima, K.; Harata, S.; Takeda, J.; Sakou, T; Komiya, S.;
Inoue, I:
Gender-specific haplotype association of collage alpha-2(XI)
gene inossification of the posterior longitudinal ligament of the
spine. J.Hum. Genet. 46: 1-4,2001.
8-Mayne, R.; Brewton, R.G.; Mayne, P.M.; Baker, J.R.:
Isolation and characterization of the chains of type V/type XI
collagen present in bovine vitreous. J. Biol. Chem. 268:9381-
9386, 1993.

Lo s . il




