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Madelung deformity of the forearm

(A, B) Clinical photographs of a patient with Madelung deformity. Note the seemingly prominent ulnar head and apparent
volar subluxation of the wrist on the forearm.

Reproduced with permission from: Waters PM, Bae DS. Pediatric Hand and Upper Limb Surgery. Lippincott Williams & Wilkins,
Philadelphia 2012. Copyright © 2012 Lippincott Williams & Wilkins. www.lww.com.
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Karyotype-phenotype association in patients

with Turner Syndrome

in University Children Hospital

Abstract

Background: Turner syndrome (TS) is a common genetic disorder caused by
abnormalities on the X chromosome.

Objective of the research : Study the extent of the association between the
karyotype and the phenotype in a sample of Syrian children with Turner
syndrome at the University Children's Hospital in Damascus.

Methods: We studied females diagnosed with TS at University Children
Hospital in Damascus between 2013 and 2020. Patients were classified based
upon karyotype into females with classical monosomy 45,X (group A) and
females with other X chromosome abnormalities (mosaic 45,X/46,XX,
Xgisochromosomes, Xp or Xq deletion) (group B). Clinical features of the
two groups were analyzed .

Results: The study included 23 patients, 14 patients (60.8%) were diagnosed
with 45 monosomy, X abnormalities and the rest with other X abnormalities.
Only 5 patients (35,7%) were diagnosed in infancy and the remainder during
or after childhood. Short stature was overall in Group B versus 71.4% in
Group A. He suffered from difficulty in school performance 3 (37.5%) in
group A compared with (55.5%) in group B (P = 0.45). Cardiovascular
abnormalities were higher in group A (p = 0.73). Renal defects were
(21.43%) in group A compared to (11.11%), while neurological, auditory and
visual abnormalities were absent in both groups.

Conclusion: This study suggests that karyotype differences may affect the
phenotype of TS. Therefore, chromosomal analysis of all suspected cases of
Turner syndrome should be performed immediately in childhood in order to
design an appropriate management plan early in life .

Keywords: Turner Syndrome, phenotype, genotype.
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