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Genetik damgma, bir ailedeki genetik hastaliklarnin ortaya ¢ikmasi ya da ortaya ¢ikma risklerine iliskin sorunlar ele
alan bir iletigim siirecidir, Bu siireg, genetik danisma amaciyla egitilmig bir ya da birden fazla kisinin, aile ya da kigi-
lere yardimcer olmak amaciyla giristikleri gayretleri icermektedir. Genetik damigmada genel olarak su {i¢ ana hedef
amaglanmaktadir: 1) Hasta olgulara iligkin genetik danigma, 2) Ailelere iligkin genetik damsma ve 3) Toplum saglig-
na yonelik genetik danusma. Genetik danisma siiresi ise aile Oykiisiiniin alinmast ve pedigri ¢izimi, fizik muayene,
laboratuvar bulgular: ve tani, risklerin hesaplanmas: ve genetik 83t ile izleme ve destek asamalarim igermektedir.

Genetik danigma pek ¢ok yas grubundaki ve pek ¢oz dzel durumdaki kisi ya da ailelere uygulanmaktadir, fakat efer
bu kigiler ¢ocuk yapmay: diisiinecek olurlarsa, hamilelikten 8nce ve hamilelik sirasinda mutlaka genetik danigma al-
malari gerekir, Diger bir deyigle, prenatal tanu nygulanacak ailelere kesinlikle genetik damgma verilmesi gerekimekte-
dir. Onun i¢in genetik danigma verilen kisiler arasinda en dnemli grubu prenatal tam amaciyla genetik damigma yapi-
lan kigiler olugturmaktadir. Bu grupta genetik damigmaya paralel olarak prenata} tan endikasyonlart da saptanir ve bu
endikasyonlar a) gebelik tncesinde belirlenenler ve b) gebelik sirasinda ortaya gikanlar olmak iizere iki grug altinda
toplanirlar, Her iki endikasyon grubunda da kromdzom ditzensizlikleri temel rol oynamaktadir. Kromozom diizensiz-
liklerindeki genetik danigma, kullanian prenatal tam teknikleri ve endikasyonlar: kisi ya da ailedeki prognozu degigik
durumlara gore farkltiklar gstermektedir.
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Despite the fact that it has been known for decades that there is a correlation between maternal age and the incidence
of chromosome abnormalities such as Down syndrome, approximately 80 % of all babies with chromosome abnog-
malities are born to women under age 35. It has been approximately 10 years since the chance association of low ma~
ternal serum alpha-fetoprotein values with an increased risk of Down syndrome, was first noted by Merkatz et al. Us-
ing appropriate adjustments for gestational age, maternal age, race, diabetic status, and multiple pregnancy, it is
possible to detect between 40 % and 50 % of the Down syndrome cases in total, which comprises the 20 % over age
35 who will be offered invasive procedures on the basis of age alone, plus about 30 % of the remaining 80 % that oc-
cur to women under age 35. In an effort to further increase the detection frequency, other markers have been added,
the two most notable of which are B-HCG and unconjugated estriol (E3). It is uniformly agreed that of the three mar-
kers, AFP, 3-HCG and E3, that HCG is by far and away the most sensitive. AFP and E3 are comparable, but AFP is
already used for neural tube defects, so the question is what marginal effect does E3 add? Stadies have been conflict-
ing with approximately half suggesting a benefit and a half not. Altered forms of HCG, for example free beta and
nicked beta, have been suggested to confer higher sensitivity rates, but these parameters are somewhat labile. Other
markers such as PAPPP-A, SP1, and alkaline phosphatase are being investigated and may have specific advantages at
differing gestational ages, or under differing circumstances.

10




