Trivegany 0 T Ploscdds, D09 Vol 2K Nos, |-

CYTOGENETIC STUDY OF TURNER SYNDROME IN
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Albstract

Turner Syndrome s one of the bestknown clromosome anomalies in human
being, by an approximate incidence of 12300 female al barth, The cause is a
chromosomal aberration, manly with the karyolype 43 X, Ninety six patienis aged
6 o 26 years with short stalure were studied Tor chromosomal anomalies. Out of
these, 87 woere phenotypcally female and 14 phenotypically male. Twenty seven
showed abnormal karyotypes, 1S were pure Turnerwiilia chromosome complementol
43, X, Seven showed mosascim of 45, X040, X3 and 5 showed 45, X440, XY cell
fincs. Muost of the featwres of Turner's syndrome were manifested in the fifleen
45, X Turners while the 45, X460, XX did not show all the Features due 1o the
presence of a pormal cell line. Out of the live mosaics 45, X460 XY, lour had
female phenotypes with normal penitalia while one had a male phenotype with

poorly developed male genitalia,

Introluction

Turner Syndrome was fiest clinically  deseribed o 1938(5). It was
suggested that o chromosome constitution X0 {23, The main clhinical fealures of
Turner syndrome sre small stature, webbing of the neck, cubiius valgus, shield-
shaped  thorax, welely spaced oipples, rudimentary ovaries, ponadal steak,
prumary amenorthoea, and poor breast development, The majority of Turner's
syndrome palients show absence of one X chromosome, the karyolype being 45 X,
Vanalions such as sochoremosome XX chromosome mosaiciso, deletten of one arm
of X and nng X, have been also reported. These variations are most frequenily
{ound 10 the first inmesier abortions (1),
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Materials and methods

Mata Fream 26 pationts wore collectod and analysed for Turner's syndrome.
Clinien ] and cylogencie data lor each hvebarne patient was oblwmed Trom four
hospitals mm Tehran by a threugh myvestigation of the climcal and cylogenetic
history Trom 1989 100 1990,

The patients investigated belonpged 1o different parts of Tran, mostly

from the south-wesl regions.

Results and discussion

Clinical and eytogenetic analysis performed on the histonie data of 96
paticnls suspected for being involved wilth Turner's syndrome, baving short
statures and primary amenorrhoea showed et 82 were phenotypieally lemale and
14 male. Twenty seven showed abnormal karyolypes with the Tollowing categories:

Fafteen (55.53%) were pure Turners with short stature and a chromosome
complement of 45 3 All were phenotypically female and had primary amenarrhoea,
According o their ultrasonograpby reports, the uterus was hypoplastic and
ovaries ool well visualised, In imdividuals of puberial ape, breast development
wis seanly or absenl

Seven (25.9%) showed mosacisms of 43 X406, XX, who were phenotypically
female. OF these, five had primary amesorthoea with hypoplastic ulerns and
ovaries not well visualised and two had dregular menstrual periods. Ther
ultrasonography reports showed normal wicrus, The number of cells showing 45X
abnormal chromosome complement varied in all live patients. The number of cells
showing 45, X abnormal chormosome complement alse varied  in the two
45 K40, XX mosaics who had irregular periods,

Five [18.5%) showed mosaicism of 45 X046 XY, Four of these were
phenotypically lemale and had short stature, normal feamle external genitalia,
with poor breast development and primary amenorthoca, Their chromosome

complements were 4 52046 XY Onaverage.61% of the metaphases had chromosome
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complementof 45,5 and 399 had 46, XY . One patient was phenoiypically male, with

short stature and wade shield. He also had coyptorochidison with hyposapadias, The

genitals were poorly developed. Serotum with both festicles were nol palpable.

Buccal mucesa cells ol the four phenotypically female patients stained
with hioown showed that X chromatin was absent, while slaining with Quinacrine
revealed 3% ol cells had Y chromatin. Buccal mucosa cells of the phenotypically
male paticnt revealed that X chromatin was absent and on average 0% of the cells
had Y chromatin, The paticnt's chromosome composition was 45 X4 025 mosaiam,
LIRS witl 45 5 and 62% with 46,5 chromosome composition). Thuos, the number of 46,
XY cells s more than that of 45X cells i s patien!, while i the
phenetypically lemale paticnts the number of 46, XY cells are less.

Ciber somatic mallormations of Turmer syndrome were not observed.
Twrner's syndrome patents tend o bave o normal ble expectancy and have fairly
normal L0041, Wil betler medical facilitics, [or an infanct or young child
thagnosed as having Turner syndrome, some kind ol therapy like surgical
correclion of webhing of the neck s useful. Therapy with male hormone may cause
height merement o some extent. [ he diagnoss s made carly at 10-14 years of
agey hormones con be admmistered, s menstroabion will occcur, bul censes
ummechately upan wathdraw! (30, There 15 no known freatment o enhance the chance
of ovulation or fertility. In the present study, of ihe fotal of 906 patients, two
were A5 3040, mosaics who lad irregolar perieds. Pt whether they could lead

a normal reprodelive il or not is not knewn,
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