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PCR detection of the Bglll RFLP at Banl polymorphism at the XBP1
the RBP3 locus locus
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Source/Description: A 2184 bp cDNA fragment designated
H-4IRBP was previously reported to detect a polymorphism at
the RBP3 locus (1). We have amplified the first intervening
sequence (IVSl) of the RBP3 gene using exon to exon
amplification and PCR (2). We have used this product as a
hybridization probe to enhance detection of the polymorphism
(see Fig. 1). Using this probe we have been able to map the
polymorphism to IVS2 (see fig. 2).
Polymorphism: BgmH (AGATCT) identifies a two allele
polymorphism with bands at 6.3 kb and 4.3 kb. No invariant
bands are detected by this method.

Chromosomal Location: lOql1.2.
Mendelian Inheritance: Demonstrated in a large multi-generation
family (3).
Probe Availability: Not needed for PCR amplification. Contact
G.Liou for H-4IRBP probe.
Other Comments: Oligonucleotides used for amplification are
.5'-CATTCCTGGAATTGTGCCCA-3' and 5'-CAAATACTT-
CAGGGGAAGGG-3'. These sequences are situated at the 3' end
of exon 1 and the 5' end of exon 2 respectively. The amplification
is done using Taq polymerase under the conditions recommended
by the manufacturer (Perkin Elmer-Cetus). For 25 cycles at 94°C
1 min, 57°C 50 sec and 72°C for 1.5 min. An aliquot of the
amplification product is electrophoresed on a low-melt agarose
gel. The resulting 1.8 kb band is excised from the gel, labeled
using the hexamer labeling method, and used as a hybridization
probe (4).
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Source/Description: A 0.9 kb EcoRI-fragment of the human X-
box binding protein cDNA subcloned in pUC18 (1).
Polymorphism: Banl identifies a two allele-polymorphism (allele
1: 8.5 kb, allele 2: 7.5 kb).
Frequency: Estimated from 16 chromosomes of unrelated
individuals:
1: 0.70
2: 0.30
Not Polymorphic For: XmnI, BstXI, TaqI, HincId, Pstl, KpnI,
EcoRV, BclI, HindH, BglI, BanIl, BamHI, Apal, Sacd, MspI,
BglIl, Hinfl, Sau96I, Scal, StuI, RsaI, SauHIIa, Pvull, Bcf[.
Chromosome Location: The BanI polymorphism has been
assigned to chromosome 5 using somatic cell hybrids.
Mendelian Inheritance: Co-dominant segregation of the BanI
polymorphism was observed in 10 two generation families of the
Venezuela Reference Pedigrees (2).

Probe Availability: Contact Dr L.H.Glimcher.
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