UL diagnostik af syndromer og
monogene sygdomme.
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UL misdannelser og
aneuploidisyndromerne

En misdannelse

ca. 8-10 % vil have kromosomfejl

To eller flere misdannelser

ca. 20% vil have kromosomfejl

Stor overveegt af af_trisomisyndromerne +
Turner syndrom samt Triploidi
ogsa efter 1. trimester screeningen ?2??




Down syndrom — cytogenetisk fordeling

959% fri trisomi dvs. tre kromsomer nr. 21

3-49% er ubalancerede rearrangements
g
langt flest Robertsoniske translokationer

ca. 50% nyopstaede = de novo translokationer

1-2% er mosaikker — normal og trisomi 21 cellelinie

Natural loss of trisomy 21

30% are lost from 12 weeks to 40 weeks

20% are lost from 16 weeks to 40 weeks

‘Snijders, Sundberg, Holzgreve, Henty, Nicolaides
Ultr. Obstet.Gynecol. Vol 13, 199:




Down syndrom 1. trimester

Almen viden :
* Manglende eller hypoplastisk neeseben

» Jget nakkefold

Men hvordan males og vurderes det korrekt !

Nyere markgrer

Ductus venosus flowet negativ A-wave 3%

Tricuspidal insufficiens — Tl — ca 6-7%
EME angle — &ben frontomaxillar vinkel




Nuchal translucency
a subcutaneous collection of fluid

Pajkert,E., Amsterdam

Increased NT 2.9 mm - 11% weeks
Transabdominal route




Billedstarrelsen




Placering af krydser ved
NF maling

Neaeseben

Nasal Bone Present. Normal CVS

Example courtesy of Simona Cicero, Fetal Medicinerféiation, UK




Neeseben

Gestationsalderafhaengiqt:
CRL 45mm - 54mm LR 17

CRL 75mm - 84mm LR 44
Race afhaengigt:

Afro-Caribeans

Caucasisk

NT afhaengighed: NT<95%
NT> 5,5mm










Increased NT - Normal t

Craniosynostosis
Iniencephaly
Agnathia/micrognathia.
Cardiac defects
Diaphragmatic hernia
Exomphalos
Megacystis
Renal agenesis
Polycystic kidneys
Multicystic kidneys
Nephrotic syndrome
Body stalk anomaly:
Congenital lymphedema

Akinesia deformation sequence
Myotonic dystrophy
Spinal muscular atrophy

tal. A J Ob Gyn 2004

Beckwith-Wiedemman
syndrome GM1-gangliosidosis
Mucopolysaccharidosis type VII
Smith-Lemli-Opitz syndrome
Vitamin D resistant rickets
Zellweger syndrome

Brachmann-de Lange syndrome
Charge association
di George syndrome
EEC syndrome
Fryn syndrome
Noonan syndrome
Perlman syndrome
Stickler syndrome
Treacher-Collins syndrome
Trigonocephaly C syndrome
VACTER association

Achondrogenesis
Achondroplasia
Asphyxiating thoracic dystrophy:
Blomstrand
osteochondrodysplasia
Campomelic dysplasia
Hypophosphatasia
Jarcho-Levin syndrome
Nance-Sweeney syndrome
Osteogenesis imperfecta
Roberts syndrome
Short-rib-polydactily syndrome
Sirenomelia
Thanatophoric dysplasia

Blackfan Diamond anaemia
Dyserythropoietic anaemia
Thalassaemia-a
Parvovirus B19 infection

Efter normal 20 uger skanning og
normal 22 ugers fosterekkocadiografi
er der over 90% chance for rask barn
uafhaengigt af NT's initiale starrelse.

Hvis der heller ikke er misdannelser
efter fgdslen er niveauet som efter
normale NF




Down syndrom ultralyd markgrer
2. trimester

Definition af UL markgar:

Normal variation som kan optreede hos

helt normale individer, men som findes

med gget hyppighed hos en med en
given sygdom

Inddeling:
Steerke Svage

Down syndrom ultralyd markarer
2. trimester

Svage markgarer:
Ekkogent focus i hjertet

Sma pyelectasier mm
Plexus choroideus cyster — piger!
Kort humerus og femur
Brachycephali
Sandal gap
Brachydactyli (clinodactyli)
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Down syndrom ultralyd markarer
2. trimester

Steerke markgrer:

@get nakkegdem >6mm
Ekkogen tarm
Hydrothorax

Asymetrisk 4-kammerbillede

Down syndrom ultralyd markarer
2. trimester

Misdannelser som kan ses med UL

med hgj hyppighed hos Down
syndrom fostre:

Hjertemisdannelser

Tarmatresier - Double bubble

Borderline ventrikulomegali
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