


widety adopted, particularly during 15-18 weeks. DS can
be readily diagnosed by ammniocentesis and karyotyping
of the fetal cells in amniotic flutd.  Unfortunatley this
procedure carries a risk 0.5-5% of procedure related
abortion. The cytogenetic analysis is also costly. Even
employed as a usual policy of doing amniocentesis to all
women at or above certain age, the identification of DS
will at best be 309 and in practice only 14% ; the majority
sull occur in women of younger age group (Chard, and
Macmtosh 1995).

[nteresting observations were noted in comparitive study
of serum B hCG, AFP with maternal age in DS screening
in Asian population. High tree B hCG and low AFP levels
were found in 47 Asian DS Programmes. At a 5% false
positive rate free B hCG alone would identify 46.8% of
DS. age alone would detect 34.5% while AFP alone
would detect 17% . Free B hCG. AFP MOM ratio detected
48.9% ot DS. When combined with maternal age specific
risk. tree B hCG could achieve a 59.6% detection rate
and AFP alone 42.6% . The detection rate for free BhCG
/ AFP MOM ( Multiples of the normal median) ratio was
61.7% and that of free B hCG - AFP 63.8%. The false

positive rate i all these instances was 59

Cardift workers have suggested that DS screening is
currently carried out using a combination of markers
measured m maternal serum samples: these include
maternal Seram alla fetoprotetn (MSAFP), total hCG,
uk3 and free  hCG. Number of papers have compared
the efficacy of different combinations of these markers.
Some recommend MSAFP, total hCG & uE3 (Triple test)
while others advocate MSAFP and free 3 hCG ( double
test). Ttis also shown that in such studies the accuracy of
estimating, detection rate and false positive rate depend
not onty upon the method of calculation but also on age
distribution of the affected mothers and the parameters
used for calculating the patient’s specific risk. They have
shown that these effects can result in estimate errors of
such magnitude that many observed differences in
detection rate could be of significance - the same

conclusion reached by Wright.

DS sereening at an carty gestational age (less than 18

weeks)y could achieve a 684% detection rate with a false

positive rate of 5% compared with a 59% detecuion rate
for a 5.2% false positive rate when screened at a later
gestation. Taiwan study show that the use of free f hCG
in DS screening programmes can yield an improved
efficacy in the detection of DS in an Asian population
(Hsu, et al, 1997).

It has been found that maternal serum Inhibin A. arecently
discovered marker for DS is significantly clevated in
pregnant IDDM mothers when corrected for maternal

weight.

Ultrasonogram (USG)

Several papers describe morphological abnormalities in
the DS fetus which can be detected by USG during the
second trimester.

USG features:

I.Thickened nuchal skin fold,
3.Duodenal stenosis, 4. Non immunc hydre s,

2. Cystic hygrome |

5. Shortened long bones, 6. Sandal gap, 7. Macroglossia.
8.Increased Sandal gap. 9. Congenital heart discase.

A normal USG, however, does not rule out the presence
of DS.

By observing subtle markers such as nuchal cdemu.
suspicion as to the possibility of DS should be aroused.
This is the observation of soft tissue thickening at the
back of the neck: thickness of more than 5 mm may bhe
the basis for a first trimester screening test with o
detection rate of 80%. USG may become a uscful
complimentary investigation to biochemical tests with
further refinements in the technology and access to well
versed staft with reliable equipment (Chard,1995)

On the contrary USG in prenatal diagnostis of DS based
on nuchal skin thickness may not be completely usetul
since this may occur 1s normal fetuses, it may vary with
the attitude of the fetal head and can be produced
artificially by the angle of the transducer. However, short
femur (using increased BPD: femur length ratio as index)

may be useful as ancillary screening method at 16 weeks.

THEJOURNAL OFOBSTETRICS AND GYNAECOLOGY OF INDIA

)



Detatled  USG requires great interpretative skill from
the operator if unaceeptable levels of false positive and

False negative diagnosis are o be avoided ( Stirrat, 1997).

Morcover, measurements of fetal nuchal translucency
vary considerably between centers and could not be
rehiably mcorporated ito programmers ( Haddow et al.
[O9N).

Durmg the last decade. it was thought that chorion villus
samphng (CVS)y at 10-12

amuiocentests at 15 weeks or later for cytogenetic

weeks may replace

However the procedure related risk of CVS
Hence the CVS

may be contined to the diagnosis of single gene defect

analvsis,

are more than those of amniocentests.

rather than chromosome detect.

Signthicant decrease in AFP values occur in DS due to
decreased production. Lower levels of AFP can also be
seen

I Asian women 2. Vesieular mole, 3. Fetal death,

4. Increased Maternal werght, 5. Post maturity.
£ y

Prenatal diagnosis is indicated in the following

F.Pregnancy atorabove 33 vears. 2. Previous pregnancy
with Trisomy 21 or other chromosomal lesion. 3.DS in
a close refatve. 4. Known translocation in either parent,
S0 lamily history suggestive of familial tendency to
fLow AFP levels in MSAFP
Screening.. 7. Lowered AFPR. lowered uE3, increased hCG

i maternal serum marker screening.

nondysjunction., 6.

L. Down deseribed Down’s syndrome (Mongolism) in

IXO0. Durmg more than a contury many attempts were

made for the antenatal diagnosis of this dreaded discase.
Screening performance varies according to the choice of
markers, viz, the double test AFP and hCG. the triple
test-AFP. hCg and uE3 and the quadruple test  ABP.
hCG, uE3, Inhibin A, all in combination with maternal

age.

The study of urinary markers and fetal cells in maternal
blood is currently the subject’of active research. The
feasibility of diagnosing the major fetal
chromosomopathies by culturing fetal cells fater from

maternal blood 1s also being tried.

Even though most of the cases go in for termination after
confirmation. there are a few who survive and go i fora
variety of corrective therapy. Improved soctal acceptance.,
better result with corrective cardiac surgery. seratonergic
therapy for aggressive behaviour and Alzheimers discase.
orofacial regulation therapy all emphasise the need for
carly diagnosis of DS patients and initiation of therapy
at the appropriate time.
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