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e Rubinstein-Taybi sendromu: OD

TABLE 13-5. Some Disorders That Can Involve Imprinting
Chromosomal Parental

Disorder Region Origi
Angelman 15911.2-q13 Maternal
Beckwith-Wiedemann 11p15.5 Paternal
Myocionus-dystonia /q21 Maternal
Prader-Willi 15g11.2-g13 Paternal
Pseudohypoparathyroidism  20g13.2 Variable
Russell-Silver syndrome /p11.2 Maternal

Data from Online Mendelian Inheritance in Man (Johns
Hopkins University, 2017.)
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e Osafagus Atrezisi

« Type A: no fistula (7% of cases);

« Type B: EA with proximal TEF (2%);

« Type C: EA with distal TEF (86%);

* Type D: EA with proximal and distal TEF (1%);

« Type E: TEF without concomitant EA (4%).

e Multiple malformasyon %30 (en sik Diger GIS)
e Anoploidi %10:T18 ve T21
 EN SIK kromozamal anomali iliskisi: tip A
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e iImmun Hidrops Fetalis: MCA-PSV Altin standart: MR ne ise yarar

Fetal MRI

Kalp harig, fetal anatominin degerlendirilmesi olgularin %99’unda miimkiin

Kardiak anatominin degerlendirilmesi cok zor, en zor Pulmoner ve arta degerlendirmesi.
Beyin anomalilerinde %50 ek bulgu veya taninin degismesine katkisi oluyor

Beyin anomalisi olan olgularinda %20 sinde yénetimi degistiriyor

Kafa-yiiz- boyun

Toraks- Abdomen-pelvis

Monokoryonik ikiz komplikasyonlari

Fetal cerrahi yapilacak veya yapilmis fetus

Plasenta - PAS
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Kistik Higroma

e Venolenfatik malformasyona bagli olarak ense bolgesinde genis ve cok sayida septali kistler
(juguler lenfatik keseler)

e intrauterin fetal kayip orani sik

e >%70 fazla anoploid
e |lk trimester KH: kalin NT’ye gore 5X fazla anoploid riski
e Birinci trimester KH: en Sik T21 (daha az olarak 45,X0 ve T18)
e |kinci trimester KH:%75 45,X0

e Karyotip normal olsa da yapisal anomali riski yuksek
e Birinci trimester KH %33 yapisal anomali
e En sik kardiyak anomali (hipoplastik sol kalp, AoCo)

e Buylk KH hidrops fetalise ilerler prognoz kotu
e Kucuk KH spontan gerileme olabilir

o fetal karyotip + fetal eko normal ise prognoz iyi
e KH %1-3 Noonan sendromunun bir parcasi
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TABLE 17-7. First- and Second-Trimester
Ultrasound Markers Associated with Fetal
Trisomy 21

TABLE 17-8. Likelihood Ratios and False-Positive Rates
for Isolated Second-Trimester Markers
Used in Trisomy 21 Screening Protocols

Prevalence in

Likelihood Unaffected

Sonographic Marker Ratio Fetuses (%)
Nuchal skinfold thickening 11-17 05
Renal pelvis dilation 1.5-19 20-22
Echogenic intracardiac 14-28 3.8-3.9°
focus
Echogenic bowel 6.1-6.7 0.5-0.7
Short femur 1.2-27 3.7-39
Short humerus 51-75 0.4
Any one marker 1.9-20 100-11.3
Two markers 62-9.7 1.6-2.0
Three or more 80-115 0.1-0.3

*Higher in Asian individuals.
Data from Bromley, 2002; Nyberg, 2001; Smith-Bindman,
2001.

First trimester

Ductus venosus with A-wave absence or flow reversal
Nasal bone absence or hypoplasia

Nuchal translucency enlargement

Tricuspid valve regurgitation

Second trimester

Brachycephaly or shortened frontal lobes
Clinodactyly (hypoplastic middle phalanx of fifth digit)
Echogenic bowel

Flat-appearing facies

Echogenic intracardiac focus

Nasal bone absence or hypoplasia

Nuchal fold thickening

Renal pelvis dilatation

"Sandal gap” between first and second toes
Short ear length

Single transverse palmar crease

Single umbilical artery

Short femur

Short humerus

Subclavian artery aberrant (right side)
Widened iliac angle

Markers listed alphabetically.
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e Multifaktoriel kalitim: Organ anomalileri: NTD, Kalp anomalisi

-~

i

o

Autosomal Recessive X-Linked

o,-Antitrypsin deficiency Androgen insensitivity syndrome
Congenital adrenal hyperplasia Chronic granulomatous disease

Cystic fibrosis Color blindness

Gaucher disease |_Fabry disease

Hemochromatosis Fragile X syndrome

Homocystinuria Glucose-6-phosphate deficiency
Phenylketonuria Hemophilia A and B

Sickle-cell anemia Hypophosphatemic rickets

lay-Sachs disease Muscular aystrophy—Dgchenne and Becker
Thalassemia syndromes cular aloinism type 1 and 2

Wilson disease

Genetik 78
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e Yalanci pozitif test (FPR) nedenleri

e Plasentaya sinirli Mozaisizm: %87
e CVSolgularinda %1-2

e Olii ikiz esi — Vanishing twin

e Maternal Mozaisizm (Test maternal karyotipin normal oldugu varsayilarak

analiz yapar)

e Ozellikle anne mozaik Turner ise
* Anne mozaik olmayan seks kromozomu andploisi olabilir, 47 XXX

e Maternal Kanser (Ozellikle birden fazla anéploidi tanisi konuluyorsa )
e Losemi, Lenfoma, Kolorektal ve anal

e Transplant hastalari
* Gebe eger erkek hastadan organ almissa




TABLE 16-7. Selected Etiologies Creating Inaccurate
Cell-free DNA Results

Abnormality not detected—false negative

Low fetal fraction
Fetal chromosomal abnormality
Multifetal gestation
Maternal obesity
Low-molecular-weight heparin

Confined placental mosaicism (normal placents,
aneuploid fetus)

Normal fetus but abnormal screen—false positive

Confined placental mosaicism (normal fetus, aneuploid

placenta)
Multifetal gestation with loss of aneuploid fetus
Maternal aneuploidy (e.g. 47 XXX)

Maternal mosaicism (e.g. 46,XX/45,X) or fetal mosaicism

Maternal cancer (lymphoma, breast, colon, leukemia,
others)
Vitamin B,, deficiency

Data from Bianchi, 2018.
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* Fetal farmakoterapi, anneye verilen ilaclarin fetusa tp gecisi ile
1. Fetal aritmi tedavisi: Digoksin, flekainid, satolol
2. KAH tedavisi : dexametazon
3. CCAM tedavisi: dexametazon-prednol
4. Fetal Tiroid Hastaliklari tedavisi: L tiroksin
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e Lateral ventrikul genisligi normal degeri >15 hf terme kadar <10 mm
e 10-12 mm: hafif-mild VM
e 13-15: moderate VM
e >15 mm: Siddetli VM: Koroid pleksuslar LV icinde yuzer

* VM tanisinda
e Fetal anatomik degerlendirme
* Fetal karyotipleme %5- Marray:%10-15
e Konjenital enfeksiyon (CMV, toxoplazma) %1-2
* intrakraniyel kanama stiphesi var ise anti-HPA antikorlari bakilmali

* Mild Ventrikulomegali izole ve stabil ise ndrolojik gelisim en az %90 normal

 Moderate Ventrikulomegali izole ve stabil ise ndrolojik gelisim en az %75
normal
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Fetal Eko Endikasyonlari

e Ekstrakardiyak anomali

e Kromozomal anomali

e Fetal aritmi

e Hidrops

e NT artisi (3.5 mm)

e IVF

 Monokoryonik ikiz gebelik

e Birinci derece akrabada konjenital kalp hastalig

 First- or second-degree relative to the Fetus with a Mendelian syndrome and childhood cardiac
manifestation;

e Onceki fetusta kalp blogu +Maternal anti-Ro ve anti-La Antikorlari
e Kalp anomalisi ile iliskili ilaclar (Retinoid)
e Kalp anomalisi ile iliskili maternal metabolik hastaliklar (Pregestasyonel DM ve Fenilketonri)
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Yiksek MSAFP

TABLE 17-5. Conditions Associated with MSAFP Level
Elevation

Underestimated gestational age
Multifetal gestation
Fetaldeath
Neural-tube defect —_—
Gastroschisis
Omphalocele
Cystic hygroma
Esophageal or intestinal obstruction
Liver necrosis
Renal anomalies—polycystic kidneys, renal agenesis,
congenital nephrosis, urinary tract obstruction
Cloacal exstrophy
Osteogenesis imperfecta
Sacrococcygeal teratoma
Congenital skin abnormality
Pilonidal cyst
Choriogngioma of placenta
Sacenta intervillous thrombosis>
Placental abruption
Oligohydramnios
Preeclampsia
Fetal-growth restriction
Maternal hepatoma or teratoma

MSAFP = maternal serum alpha-fetoprotein.

AZALTAN DURUMLAR

- T21 ve 18

+ Gestasyonel trofoblastik hastalik
+> Fetal 6lim

* PreGDM ->1,5 MoM

« Obezite—> (dillisyon)

» Gebelik yasinin biyik hesaplanmasi

Yiksek MSAFP

» Detayli USG-fetal muayene
SART-ONERILIR

» Amniocentesis amnionic AFP and
acetylcholinesterase levels
TANIYA yardimci olabilir

» Cogunda anomali yok

Prenatal Tarama ve tani testleri 22
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* Frajil X Sendromu
e Kalitsal MR’nin en sik nedeni
e 1/3600 erkek
e 1/4000-6000 kadin etkilenir
e Xg27 bolgesindeki tekrarlayan Ucli nikleotid bolgesinin (CGG) artisindan kaynakli
e CGG tekrar sayisi kritik seviyeye gelince [tam mutasyon] Frajil X Mental Retardasyon (FMR)-1

geni metillenir, Metilasyon ile gen inative olur ve FMR1 proteini Uretilemez

e X’e bagli gecis gosterse de bireyin etkilenip etkilenmeyecegi ve tablonun agirligini belirleyen
bireyin cinsiyeti ve CGG tekrar sayisidir

* MR genellikle erkeklerde daha agir
e Ortalama 1Q 35-45
e Frajil X bilinen en sik otizm nedeni
e Klinik 4 grup

e Tam mutasyon >200 tekrar

* Premutasyon 55-200 arasi tekrar

e QOrta derece 45-54 arasli tekrar
e Etkilenmemis <45 tekrar
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e Transtalamik plan: CSP
e BPD ve HC 6lcimu
e Falks cerebri, kavum septum pellisidum (CSP) ve talamus-insula
e CSP izlenmesi (17-37w)

e Korpus kallozum ageneazisi

e Lobar holoprosensefali

» Septo-optik displazi
(Morsier sendromu)

e Anormal genis CSP: TRIiZOMI 18
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