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Congenital abmnormalities occur in 3-5% of live
birthe., A gresat proportion of these infants will die
in <hildbood or geffer chroeic meatal or phyeical
disabilites. In additicon, the birth of infants with
sguch monditions has & destractive affect  on the

family and = proefound impach n the community

ot
in
(i

whole {Hiroclaides & Bodeck, 15840,

FPrenstal diagnosis dis  the ability to  detect

cregnancy. Lt represents one of the mast esxciting
advances in wedicine, and is  rapidly hecomiog an
important  tool of  preventive medicine  {Gerhie &
Ellias, 1980),

It should e cliear that prenatal diasgnesis is
not  restrictad to genetic disorders. It 1s  the
diagnosis of congenital conditions rather than solely

cenetio dizsorders which are of interest. In
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fact, monitoring pregnanciag for acquired
{llpesses has been a common obagtetric practice for
many vears, and has been used in counselling couples
regarding early terwlination of pregnancy {Nadler,
19873 .

Prenatal diagnosis should be discussed early in
pregnancy; thiz allowz time for counselling and risk
egtimation so that couples can. carefully consider
associated risks, and their decisicn should a test
rrove poaitive. Dlagnosis of fetal defectas amenable
to surgery allowas optimal timing, place, and mode of
delivery. A normal tazt result does not guarantes a
normal Daby; many fetal defects are undiagnosable
with current techniques and the coupls should be
aware of th2 limitation of these tests (Donnal &
Gowland, 18831.

Bafore undergoing prenatal diaghoels, the
patient or, ideally, the ocouple should be informed

regarding:
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{1} The digorderis) for which they are at increas=d

risk,
{2y The orIrrence oF  recurrence rigks for  the

disorder{a}, and

{3) Methodzs of heterozyvgote detection (iF

aprplicable!, antenatal diagnoais, and alternative

reproductive options, if relevant (Lipprean-Hand %

Fraser, 1874).

Many approaches to prenatal diagnosis have  been

tried. Atftempts to vigsualizes the fetus radio-

graphicalily have, until recently, been disappointing

because of the incomplete mineralization of the fetal

boanes early in geatation and the geztational hazards

of ivonizing radiation for the developing orgatnism

{Johnaton & Forfar, 19787.

Sinece the late 15508, tremendeous advanecss have

o

oocured in the prepatal diagnosisz of fetal anomalies,
Initially, amniocenteziaz was the sole procedure

utilized. Suceazsaful ocultivation of the amniotic
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fluid <ella permitted the diagnesiz of chromosome
abnormalities and a variety of inbern errors of
metabolliam. This was rapidly followad by the use of
ultrazeoncography. and determination of amniotic flaid
alpha-fetoprotein faor detection of neural tube
defects. The later half of the 197ds witneszed the
development of fetal bLlood sampling, Ffetal biopsy amnd
the introduction of maternal zerun alpha-fetoprotein

screening (Slack, 1336},

The early 19808 withessed two major developments
that have had sighificant impacts on the utilization
cf antenatal diaghostic services:

(1) Chorionic villi sampling provided the opportunity
to extend intragterine diagnosia to the firet
trimester of praghancy. It has a numnber of
advantages ovar amnioccenteais, which are
primarily related to the esarlier time at which 1t
zan ke performed as well as te a more  rapid

laboratory diagnosia. The major drawback relates
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to a rizk factor which may be higher than that of

amnioecentesias,.  Almogt 311 diagnosss that couid

te made in the second trimeater can now be made
reliably in the firat trimesater through this new

diagnoatic procedurs {Brambati & 0ldrini, 1§886).
{2y The utilizatiop of the powerful techniques of

moedern molecular biology haa made it posgible to

ne  longsr  rely aolely on the =2xpresaion of gene
products, Threae approaches-namely LA
hybridization, restriction endonutcleasse analysis,
and linkage analvais - are rapidly expanding the
numbar of disorders detectables in uteros (Hodeck &

Morsman, 18837,

Increasingly sophiaticated ingtrumentation
permits the detection of many fetal anomaliea, and we
are baginning to underatand the natural history of
many of theza defects. The coming decade will see
evehn more impressive advances in the area of prenatal

diagnosis and treatment {(Hadler, 18537},
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It aima to  catalogue the pultiple, newly
developed scresning tests used for prenatal diagnosis
of fetal disorders and thelr value in the prevention,
zarly detection, better managemsent and decreasing the

incidence of a wide vari=sty of childhood disorders.
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