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Abstract A polymarphic TA repeat (ocus name DX3/778)
was isoiated from a $-megabase YAC (OTC0) comizining
the OTC gene, located at Xp21 1. However, amplification
in human-rodent hybrid cells and segregation analysis in
three CEPH familics mapped e DXS8//78 locus a1t Xgid,
The mapping ambiguity is apparently csesed by the
chimene sateee of the OTCOL YA clone.

Sewepoidesoription. A V-mepabase YAQ, OTCC, was 180~
fated by screening the Washinglon University vesst artifi-
cial chromosame (YACY library (Brownsttin o al, 1089
with primer seguences derived from the OTC gene
{Fujita o al, 1993), The QTCU YAL was logalized o
Xl p2i ] by Nuorescence in situ hybridization; how-
ever, analysis of duorivative dlones indicated thad OTCC
was d chimorie clope. A 450-kb Mint frapment adjagem
0 the OFTC gene was punfied, digested with Hingill and
subcioned intoe pBlucsaript K51 plasmid (Sirstagenel.
Hybhrdization of about 200 independent plasmid clones
with & poly ((HU-dA) probe (Pharmacia) kentified 2 0.8
kb subclone, QCPIR, The sequence 2f QCPIE (locus
DESII7E GenBank no. U260} reveaied a sopment
{CALTACA L TACALCT),. The primers Banking the re-
peai amplified g 167-bp fragment in OCP1E aad rovasled
z Sinucleatide polymorphism in 65 unmlated ndividuals.

Patymernse chain reatiion {PUR} vondirlpns, Sequences
CHI3 (5" QTTCOAATCAGTIGOAGAGTCGTG 37) and
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C514 (3TPGCAGTTCCAGGAGCAGCAACAL 37, Nank-
ing the microsatellite sequence, were used 1o dosign PCR
primers, Amplification was carried eut in 50 pi reacrion
containing 50 ng of DNA, 10 ag of sach prumer {one of
these labeled with w28 ATP and polynucleotide kinase},
200 uM each dNTE, 10 mM Tris-Cl{pH 8.3}, 30 mM X4,
I mdf Mg, and 0.25 units of AmpliTaq (Perkin-Elmer
Ceius). Resction was performed for 30 cycles of 45 s at
B4TC, 45 5 at B5°0, and 45 5 ar 727C. A 2-ul aliquot of
the reaction was loaded on an 8% polyacryiamide-S04%
ured denaturing gel, pre-run for 30 min,

Chromeasamat lovalization, DXS1178 was amplified only in
rodent-human hybrid cells containing the long amm of the
X chromosome. Segregation analysis i Cenire ¢'Eiude
du Polymaorphisme Hurmais (CEPH) familics 884, 1331,
and 1333 rovested fitkage of DESH 78 w0 the POK! tocus
with & maximum lod score of § &t ¢ = U (lod-1 supporn
imterval (0-0.1)% The lecatizaton of PGKY in Xgi3
agress with the smplifieation Iy rodeat-human hybrid
cels. No significant score was obiained with mankers fo-
cated on the short anm of the X chromasoms. This resull
cenfirmed that the DTCC YAC (s a chimeric ¢lone,

fnheritance. X-linked segregation was observed in two
large three-generaton families with X-finked refinits pig-
mentosa and jn CEPH families 884, 1331, and 1333, AL
leles inn mothers from CEPH families are: 884.2 {AJ, Ad);

Table 1 Allele gizes and fre- : o N
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1331-2 (Al, A3); 1333-2 (A3, A4d); and 1335-2 (A3, A3).
The location of DXS7178 on the X chromosome was con-
firmed by the heterozygosity observed only in females in
a sample of 46 females (Table 1) and 19 males.
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