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Y chromosome in Turner's syndrome

Most pregnancies with a 45,X fetus end in spontaneous abor-
tion. This fact has led to the suggestion that strict 45,X is lethal
and apparent 45,X babies born alive are almost invariably
mosaics.1 Using conventional cytogenetic techniques and
analysing two tissues about 75% of liveborn babies with
Turner's syndrome can be shown to exhibit mosaicism.
By using the polymerase chain reaction and Southern blot

analysis it is now possible to detect minute amounts of Y
chromosomal material ofthe order of 1 in 100 000 cells. A report
in the Lancet from Pittsburgh, Pennsylvania (Mirjana Kocova
and colleagues, Lancet 1993; 342: 140-3) describes the use of
these techniques on blood from 18 patients with Turner's
syndrome and no detectable Y chromosome on conventional
cytogenetic analysis. They were able to detect small amounts of
Y chromosome material in six of the 18 when testing for part of
the sex determining region (SRY gene) located on the distal part
of the short arm. Testing for material near the centromere
(DY23) gave negative results.
The presence of Y chromosome genetic material may have

important clinical implications since it may determine suscepti-
bility to gonadal tumours especially in patients treated with
growth hormone. 1 Long term follow up studies of these patients
are advocated.

ARCHMST

1 Held KR. Turner's syndrome and chromosome Y (commentary). Lancet 1993;
342:128-9.

654

 on M
ay 19, 2023 by guest. P

rotected by copyright.
http://adc.bm

j.com
/

A
rch D

is C
hild: first published as 10.1136/adc.69.6.654 on 1 D

ecem
ber 1993. D

ow
nloaded from

 

http://adc.bmj.com/

