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A polymorphic DNA probe
from chromosome 7 (7922)
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Source/Description: p6a-1 is a 0.9 kb HindI1l/BamHI genomic
fragment subclone of cosmid eNX.6a in pUCI3. cNX.6a wus
isoluted from a non-methylated enriched library from the CMGT
cell line CIT (1, 2).

Polymorphism: Mspl (CCGQG) identifies a three allele
polymorphism with bands at 2.4 kb (Al), 1.8 kb (A2) and 1.35
kb (A3).

Frequency: Studied in 88 European Caucasiuns:

Al: 0.02

A2: 041

A3: 0.57

Not Polymorphic For: BamHL, HindIl, Pstl, Pvoll, Xbal, EcoRl,
Tagl, HincH.

Chromosomal Localisadion: Vo chromosome 7422 using a pancl
of somatic human/rodent cell hybrids (3).

Mendelian  Inheritance: Co-dominant segregation was
demonstrated in 24 families.

Probe Availubility: Contact X.Estivill.

Other Comments: The original cosmid clone recognizes u non-
methylited CpG island.
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Probe 218EP6 (D165246)
detects RFLP’s close to the
locus affecting adult
polycystic kidney disease
(PKD1) on chromosome 16
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Source/Description: Probe 218EPG (D168246) contains two Pul

fragments subcloned in pKUNT after Pstl digestion of a cosmid

(218) from a random Mbol librury. The 1.7 kb insert is a

fragment detecting the RFLP.

Polymorphism: The probe detects i two-allele insertion/deletion

polymorphism of 0.3 kb with a number of restriction enzymes.
Allele 1 (Ha) Allele 2 (Hb)

EcoR{ 7.1 kb 6.8 kb
BamH{ 3.7 kb 3.3 kb
Pvull 2.8 kb 2.5 kb
Raud 2.0 Kb 2.3 kb
Pstl 1.5 kb 1.2 kb
Tagl 1.2 kb 0.9 kb

The probe also detects a two-atlele polymorphism for Byl
with frugment sizes 9.6 kb (allele 1) und 6.4 kb (ullele 2) and
for Mspl with fragment sizes 2.0 kb (uliele 1) and 1.3 kb (allcle
2). .

Minor variations were detected in the fragment sizes indicating
that the probe may be located close to g VNTR. These variations,
especially in Fib, ke the probe even more informative in
number of families.

Frequency: The allele frequencies were studied in 41 unrelated
individuals. Fragment 1 (Ha) 0.36 and fragment 2 (Hb) 0.64.

Not Polymorphic For: HindlIL and Sucl.

Chromosomal Localization: The probe is localized proximal to
CMM65 (D16S84) and distal to breakpoint GM2324 1(16;22)
(p13.3;421) (3).

Mendelian Inheritance: The polymorphismt segregates in
Mendelian fashion in a large number ol fumilies with PKD1.
Other Comments: The probe is scrumbled with mouse DNA.
Probe Availability: The probe is available for diagnostic purposes.
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