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KROMOZOM ANOMALILERI
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ANNE YASI VE

KROMOZOM ANOMALILERI ILISKISI
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ANNE YASI VE
KROMOZOM ANOMALILERT ILISKIST

Yas Down Sendromu  Kromozom Anomalileri

20  1/1429-1/2000 1/526
25 1/1111-1/1429 1/476
30 1/833-1/1111 1/385
35 1/256-1/400 1/179
40 1/73-1/118 1763
45 1/19-1/35 1/18

Ernest Hook. Age and chromosome abnormalities.
Obstetrics and Gynecology, September 1981



TARAMA TESTLERI

DS SAPTAMA ORANLARTI

(%5 Yalanci Pozitiflik)

* Anne yasi

« 1. TMBT

« 1. TM NT

* 1.TM Kombine Test

* 1. TM Kombine Test+USG

« 2.TMBT (lg¢lu-dartlu)

« Entegre/Serum Entegre Test
« sfDNA (<%1 yalanci pozitiflik)

%30
%60
%75
%85
>%90
7%60-80
9/090
%99



I. TM ARTMIS ENSE SAYDAMLIGI
(Nuchal Translucency-NT)

11-13+6 hf / CRL 45-84 mm

Zum (fetal bas ve toraks)
Sagital kesit- bas notr
Kaliperler gizgilerin ustinde ve

ic Tarafta olmali - maksimum
olcim alinmali

Artmis NT: septali/septasiz,
ense arkasinda/yaygin olabilir




I. TRIMESTER ENSE SAYDAMLIGI

Artmis NT
>15 MoM / > 95. Persantil

Kromozom anomalileri (T21,T18,T13,Turner S,vb)
Genetik Sendromlar (Noonan S,vb)

Fetal yapisal anomaliler (Kardiyak anomaliler,
konjenital diafragma hernisi,iskelet displazileri,vb)

Fetal lenfatik sistem gelisiminde problemler
Fetal noro-miskiler problemler

Fetal anemi

Konjenital enfeksiyonlar

IITS




IL.TM USG - Nazal Kemik Yoklugu

»NK yoklugu

- DS:O/oéO-7O
T 1830/050
T 1330/030
Normal fetuslarda: %2
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I. TMUSG - DVD

Plasenta
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Hepatik venler

Vena kava infer'ior"



I. TMUSG - DVD

MM M
« S: ventrikller sistol

 D: Ventrikiler diastol :
e a: Atrial sistol ters a dalgas!




N
I.TM USG - Duktus Venozus Doppleri

»>Anormal DVD - DS:%80
Normal fetuslarda: %5




IL.TM USG - Trikispid Regiirjidasyon

» Trikispid Regurjidasyon > DS:7%55
Normal fetuslarda:%!1
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LR=0.38
LR=8

Faiola et al, 2005



I.TM USG - Frontomaksiller Fasiyal Agi

-

>Normal fetuslarda 82,9°+4,1°
»>Down Sendromunda 92,3°+5,2°
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Genis

LR=0.33
LR=14

Sonek et al, 2007



I.TM USG - Fetal Kalp Atim Hiz:

10 =214 hf

. 170 > 155/dk

iiﬁ\ »T13, Turner Sendromu

P Taslkar'dl

»>T18, Triploidi
Bmdikardi
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I.TM USG - Trizomi 18

»Artmis NT

»NK yoklugu

»Erken biylme kisitlihgr*

»Bradikardi

»Omfalosel %60 (N:1/1000)

> TUA %80 (N:o/o3)

»Megasistis (0zellikle 7-15mm) %20 (N:1/1500)
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I. TM USG - Trizomi 13

»Artmis NT

»NK yoklugu

»Erken biylme kisitlihg
> Tasikardi

»Megasistis
»Holoprozensefali
»Omfalosel

— -~




I. TM USG - Turner Sendromu

»Artmis NT
»Erken blyume kisithligi
> Tasikardi

I. TM USG - Tmploudl

»Asimetrik erken blyime kisitlihgr™
»Bradikardi

»Holoprozensefali

»Omfalosel

»Posterior fossa kisti

»Plasentada molar degisiklikler
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I. TRIMESTER ANOPLOIDI TARAMASI

Anne yasi + NT+ 1. TM BK
+ Nazal kemik + DV Doppleri + TR

DS saptama orani >%90 (%5 yalanci pozitiflik)

Kombine riski 1/50-1/1000 arasinda olan olgularda
CVS kararinda onemli ***
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