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Turner syndrome(TS) is one of the most common chrombsomal abnormal-

ity syndromes, affecting 1in 2,500 live born fem‘a'fes in Uzb'ekista
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Goal: ldentification of latent mosaicism and deter-

mination of a parental origin of an X chromosome mcmcmccmm%gc R N =
ln TS patlents In UZbek pOPU|at'on t {7 CeGGCCCCAGGCACCCAGAGGCCGLGAGCGCAGCACCT CCCGGCGCCAGTTTGCTGCTG

Materials & Methods:
Molecular genetic studies are carried out in 35 patients ™=
with TS (26 with monosomy, 9 with mosaicism) at the age_
of 7 to 16 and their parents with a set of DIATOMTMDNA
prep 200reagents. DNA amplification was performed In
Applied Biosystemsthermocyclers. PCR products were
subjected to electrophoresis on 12% acrylamide bis- '8
acrylamidegel (29:1) with subsequent DNA staining with "%
ethidium bromide and visualization by a BloDocAnaIyze
(Biometra) system. .. Z

TGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAG
AGCAGCAGCAAGAGACTAGCCCCAGGCAGCAGCAGCAGCAGCAGGGTGAGGATGGTTCT
CCCAAGCCCATCGTAGAGGCCCCACAGGCTACCTGGTCCTGGATGAGGAACAGCAACCT \

CACAGCCGCAGTCGGCCCTGGAGTGCCACCCCGAGAGAGEGTTGCGTCCCAGAGCCTGGA
CGCCGTGGCCGCCAGCAAGGGGCTGC
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DMD 49 AR and 280y Were studied

\eterc A ~‘§-‘\ arying from 88.6

_ , "w»- akklocalization both on 3,

10EEANCFION Iromosome armrgsrie | sults obtained c "

tthe ; .‘ e primefS (DD 49, AR and DX1283E)™ -

, |ll al low enl ancmg a orobAItysof obtaining an | e—- e marke
l etX- noSaICism. MonozygosSt _y

Results:

gg ectlon of

9 markers i |n iIca tes the presenceorc nly one X

chromosome that in female pat r..., will _corresp sond to true moRosomy (XO0).

Heter zygosis of one mackersuggests o _ nchhro-
~ ,7,“ | -

mosome or a part of an X'ck ~<~,_s 10S me which is observed both in4 C:AX karyotype

(healthy) andini ‘..salc variants @ mosomalanomalles (45X0-46.

Conclusion

A comparative analysns of polym rphlc markersin TS patients and their parents enable
us to establish the origin of an X chromosome and determine In gametogenesns of
which parents meiotic impairment occurred Ide ntlflcatlon of mosaicism in Turner syn-
drome is very important from the viewpoint of ;-: ttlng correlations between a phenotype
and karyotype.
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