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Abstract A polymorphic CA repc<'l-t (locus nsme OXSI178) 
was isolated from a l-megabase YAC (Oree) conlllining 
the OTe gene, !ocaled 31 Xp21.1. However, amplification 
in human-rodent hybrid cells and segregation analysis in 
!hree CEPH families milppe-d !he DXS1/78 locus at Xq 13, 
The mapping ambiguily is apparemly caused by the 
chimeric nature of the OTCC YAC clone. 

Sowcddesrrip!ion A l-mcgabasc YAC, OTCC, was iSQ

[a!eo by screening 1he Washinglon University yeast artifi
cial chromosome (YAC} library (Brownstein e\ aL J939) 
with prime, sequcnces derived from the GTe gene 
(Fuji!a c( aL 199:1), The OTCC YAC was localiz.c,d to 

Xl' 11.3-1'21,! by fluorescen;;;; in "itu hybridization; how
ever. analysis of deriva1ive dones indicated that OTCC 
was a chimeric done, A 450-kb ""filii fragrr..<nt adj!lcem 
10 (he OTe gene W:lS purified. digcsted Wilh Hi!1dIH and 
subcloncd j"IO pBluescripl KSll plasmid (S:ffltagcncl 
Hybndization of about 200 i:;dcpcndcnl plasmid clones 
wi1h.a poly (dC-dA) probe (Phartl1ada) identified ;a O.8~ 

kb subdonc, ocpm. The sequence of OePIB (locus 

DXSI! 73: GenBank. no. U07360} revealed a segment 
(CA)zTA(Ct\J I • TACA(CT)s' 'The primers flanl.;ing the re
pc111 amplified a J67·bp fragment in OCPIB and reveal.ed 
a dinucleotide polymorphism in 65 unrelated indivjtlua!s. 

Polymera.1e chain TMclion (peR) ccndincns. Sequences 
CSI3 (5 GTIGGAATCAGTIGGAGAGTCGTG 3-) and 
----~.-.~.----.--
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CS 14 (5 -TGCAOTTCCAGGAGCAOCAACAG 3,), flaok· 
ing the microsa/emlt! sequence, were used \0 design peR 
primers. AmpUficalion was carried out in 50 p.l reaction 
containing 50 ng of DNA, 10 og of each primer {one of 
these labeled with y-~lp AT? and polynucleotide kinase), 
200;lM each dNTl', 10 mM Tri,·CI (PH 8.l), 50 roM KCI, 
1 mM MgCl2 and 0.25 units of AmpliTaq (Perkin-E!mer 
CeTUS), Reaclion was performed fOT JO cycles of 45 s at 
94<>C. 45 $" at 65"'C. and 45 sat n"'c. A 2~1l1 aliquot of 
the reaction was loaded on an 8% polyacryJamide·S00L 
urea denaturing gel, pre. 11m for 30 min, 

Chromosomal localiza!iof1. DXSl J78 was amplified only in 
rodent-human hybrid cells conlaining: the long arm of the 
X chromosome. Segregation ;;n<llysi$ in Cenlrc d'Ervde. 
dll Po)ymorphisme Humain (CEPH) families 8-84, 133 L 
and 1333 revealed hnkage of DX-Sl178 to the PGKl locus 
with tt maximum lad score of 6 al q .:::: 0 (lad-1 support 
inlctval 0.0--0.1 J" The loc;ahz:;uict! of PGK; it! Xq 13 
agrees with the amplifkation in roden!~humttn hybrid 
cells. No significant score was obtained with markers: 10
e,lIed on Ihe shorl arm of (he X chromosome. TIlls rcsu!! 
conltmled rru( the OTee YAC 1$ a chimeric clone. 

Inheritance. X-linked segregation was ohserved in two 
large lhree-gcneratlon families with Xwhnked retinitis pig. 
mentos;; and in CEPH families 3M, 1331, and 1333" Al
leles in mo!he!S from CEPH familie,,~ are; 884~2 (A3, A4); 

Table 1 Allele sites and fre
quencl.~s of the PCR-ampHfl>:d 
(CAlf! polymorphi"m at (he 
DXSJ1781oc1,ls from 46 un
rt:l;t;ed females (92 chromo
somc&). Obsctvcd hc(ero
zygQSlty is 0.56 

AUele 

Al 
A2 
A3 
A4 

Si;ro 
(be) 

IS, 
IS;

I"
179 

rrc.quency 

om 
0.09 
OAJ. 
0.09 

AS m 0.02 
A6 '" 0.01 
A7 

A' 
169 
167 

0.25 
0(14 
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1331-2 (AI, Al); 1333-2 (A3, A4); and 1335-2 (A3, Al)_ 
The local ion of DXSI/78 on the X chromosome was con
finned by the heterozygosity observed only in females in 
a sample of 46 females (Table I) and 19 males. 
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