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Chromosemal moesaicismiin.  prenatal diagnosis
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What Is the problem?
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Prenatal Diagnesis
Mosaic kany/elype

What is the true fetal karyot ype ?
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Cytogenetic analysis: nemal kan/eLype
Fetall ultrasenegraphy: nereaseaiiskaeirarclhrenesemal anomaly

100

Cytogenetic analysis: paelegIcalkay/eLype
Fetall ultrasonoegrapiy: ReHmnalesuii

Cytogenetic analysis: MBSEICKEINGL/PE

Question : Whalt IS the: tiue! fetall kan/ot ype: ?
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Ref.: Kalousek , 1983
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Choroenic Vil
Amnietic: it cells
EetaiNympReEYIES

or other tissues ?
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39-yeal-eldf patents, 5. Gliavidar, Pala 25 102
13+6 gw: NIFS, 9 mm
Femur & Tikiar <5 %ile

Nasal bene aplasié
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Chorionic villirsamphng (CVS)
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CVS-STC
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CVS-STC CVS-LTC

46,XX B 47 XX,+21
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CVS-STC(1) CVS-LTC CVS-STC(2)

46,XX B 47 XX,+21
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37-year-eldi pauent
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10+6 gw’ EetalfuliEsenegcphy nemrmeal
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Choerienic: villiFsampling  (CVS)
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(GAVAS!

45,XY,rob(13;14) m 46,XY,+rob,+rob
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(GAVAS! AC

45,XY,rob(13;14) m 46,XY,+rob,+rob
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(GAVAS! AC FBS

45,XY,rob(13;14) m 46,XY,+rob,+rob
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25-year-eld pauent 1. Gravida

1244 gz INIE 2,7 mim
Denial e invasive diagnostic
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215 gWESH EaRsanemElyENERSIEIn anenmaly.

Amniecentesis:  (AC)
Eetalfbloed sampling (EBS)
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Cells (%)
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Ch Fetal blood Amniotic fluid

46,XY m 47 XY,+6
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Cells (%)
100-

90+ Trisomy 6 cells
80- extraembryonic?

o -
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oS Report ?
50
40
308
208

10+

o8 Fetal blood Amniotic fluid

46,XY m 47 XY,+6
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Albig . Be

Cells (%)

1008 23+6 gw:
90+ Fetal bladder puncture
80- Result: 3 ml Urine

704
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60 -
S0k
40+
S0k
20+
10+

O} Fetal blood Amniotic fluid

46,XY m 47 XY,+6
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Cells (%)
100-
90-
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80
704
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60 -
S0k
40+
S0k
20+
10+

O EEETETEY AmnioncTuid Fetal Urine

46,XY m 47 XY,+6
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Birth at termi: 401 gw.
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Normall develepmeni duRnar te st Vear
(Sitting, standings; wWalkingh)

100

Retardatien el moienerskilisianeianglage development  at the
age of 5 years

Prenatal Diagnosis of Trisomy 6 mosaicism and phenotyp e of the
affected newborn

Wegner RD, Entezami M, Knoll U, Horn D, Sohl D, Bec ker R
Am J Med Genet 2004; 124A: 85-88

=
=
5
©)
=
L
=
Ty
)
)
(=
@)
=
i
o
4+
©
=
295)
L
ok
1S
B
Y
=
=
=]
c
@
N

Durham 4.4.2011 20




Albig . Becker . Birger . Entezami . Fuchs . Hagen . Knoll . Lange . Stumm .

WA KUCERRN=LYYEe

Miegacystis
Abnormal ultrasetnd

: > [Fetal urine
W/0 megacy/stis

100

Hydrothoerax

sSuccess 13
Failure 1
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Miegacystis
Abnormal ultrasetnd

: > [Fetal urine
W/0 megacy/stis

100

sSuccess 13
Failure 1
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Miegacystis
Abnormal ultraseuRd
W/0 megacy/stis
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> [Fetal urine
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sSuccess 13
Failure 1
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Interpretatien eff chremoesemal moesalcism IS enRe 6fi the most
ambitious tepICS eI preiessienals i (prenatal) cyieg enetic
diagnostics
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Cytogenetic resultsishpuidNennierpreedinrtae ligh t of
ultrasenographiceziz

100

Fetal bloed cllitEsimayiieVererconsiderasle peientia | of
false negativeresulis

In SPECIic CASES alfial/ analy/SISHnay e Gt el P

In Specific Cases the Investigatien: e cells denved from
uncommen seurces should he takeninte consideration

Lastly, mesaicismi can never he excludead with certain Ly
Independent ofi the number ofi analyzead cells

=
=
©
©)
=
-4
=
4+
)
©
(=
@)
=
i
)
4
©
=
209
L
ok
1S
B
Y
=
=
=]
=
@
N

Durham 4.4.2011 25




Albig . Becker . Birger . Entezami . Fuchs . Hagen . Knoll . Lange . Stumm .

Thank you for your attention
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