Prenatalni diagnostika
chromosomalnich aberaci —
aktualni data v CR

A. Sipek 12, V. Gregor 13

! Oddéleni 1ékai'ské genetiky, Fakultni Thomayerova nemocnice, Praha
23 Lékaiska fakulta Univerzity Karlovy, Praha
3 Institut postgradudlniho vzdélavani ve zdravotnictvi, Praha, Katedra 1ékai'ské genetiky

41.Vyroéni cytogeneticka konference
11.-12.9.2008

r;zené hitto:/www.viozene-vady.cz . . -
e Konvikt, Univerzitni 3, Olomouc



http://www.vrozene-vady.cz/
http://www.vrozene-vady.cz/
http://www.vrozene-vady.cz/

Zdroje dat:

prenatalni diagnostika:

« 21 cytogenetickych laboratori
+ 32 ambulanci klinické genetiky

vrozeneé vady u narozenych:

« Ustav zdravotnickych informaci a statistiky (UZIS)
Narodni registr vrozenych vad



Prenatalni diagnostika v CR, 1994 - 2007
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Prenatalni diagnostika v CR, 1994 - 2007

na 10 000 zivé narozenych

120

B ukoncené B neukoncené

100

80

60
40
0 - T T T T T T T T T T T T T

1994 1995 1996 1997 1998 1999 2000 2001 2002 2003 2004 2005 2006 2007

rok




Prenatalni diagnostika v CR, 1994 - 2007
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Metody prenataini diagnostiky
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Metody prenataini diagnostiky
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Srovnani invazivni prenatalni diagnostiky,
zachytu Downova syndromu a VCA

procento (rok 1990 = 100%)
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2007 2007 2007
Aberace ukoncené | neukoncéené celkem
Downilv syndrom 194 10 204
Edwardstv syndrom 41 1 42
Patautiv syndrom 18 2 20
jin¢é trisomie a derivované 6 5 11
chromosomy
marker chromosomy 4 4 8
triploidie a polyploidie 19 0 19
delece (Castecne 20 2 22
monosomie)
balancované translokace 4 24 o8
inverze chromosomi 0 26 26
Turneriv syndrom 29 7 36
syndrom XXX 4 11 15
Klinefelterliv syndrom 11 7 18
syndrom XYY 1 2 3
jiné gonosomalni aberace 1 4 5
Celkem 352 135 487




Prenatalni diagnostika
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Prenatalni diagnostika
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Prenatalni diagnostika
chromosomalnich aberaci v roce 2007
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dence Downova syndromu
v CR 1961 - 2007
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Incidence Downova syndromu
v CR 1994 - 2007

na 10 000 zivé narozenvch B narozeni
B prenatalni diagnostika
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Incidence Downova syndromu u narozenych
- Udaje ICBDSR, 2004

Programme 1993 1994 1995 1996 1997 1998 1999 2000 2001 2002 2003 2004 P
Canada Alberta 114 11.1 | 13.2 85| 111 | 140 | 116 | 14.7 | 15.2 | 127 | 192 0.7 <0.01"
Czech Republic 7.5 ik 73 | ‘55 5.1 6.7 6.6 5.4 55| 54 64 55 | <0.05"
Finland 132 | 128 | 129 | 10.3 @ 10.1 13| 100 | 11.8 | 142 | 142 | 123 | 123 ns
France Central East 11.0 104 89 95 9.0 6.8 49 5.8 59| &5 49 59 <0.0001*
France Paris 10.6 9.2 7.1 9.7 7.8 | 105 52 7.9 7.8 6.2 4.7 53 | «0.01"
France Strasbourg 168 179 240 174 28.0 2.2 4.3 5.6 22 3.0 52 | 82 | <«0.01™
Germany Saxony Anhalt 5.8 6.3 74 | 7.9 8.3 137 6.1 6.4 83 91 53 | 9.2 ns
Israel IBDSP 51 5.0 6.3 4.9 9.1 3.3 6.0 5.7 6.2 438 65 | 6.7 ns
ltaly BDRCam 19.9 76 | 10.0 9.2 6.7 8.7 6.3 3.0 6.8 54 52 48 <0.005""
ltaly IMER 9.0 9.3 102 8.0 7.3 9.4 9.6 6.5 6.3 6.2 8.1 5.7 <0.05"
ltaly Tuscany 11.8 98 114 6.9 7.3 6.3 6.1 4.9 57 38 40 4.1 <0.0001*
Northern Netherlands 9.9 &7 94 138.7 | 11.9 | 100 8.4 6.4 9.3 133 60 94 ns
Sweden 123 | 1563 | 123 | 13.7 | 124 | 119 | 140 | 11.0 | 146 | 133 | 155 | 10.6 ns

USA Atlanta 120 | 138 | 109 (120 | 105 | 115 | 120 | 11.1 | 1833 | 05 | 130 | 13.0 ns



Prenatalni diagnostika Downova syndromu v CR:
1994 - 2007
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Incidence Downova syndromu u narozenych
v CR 1998 - 2007 podle véku matky

rok
2007
2006 W 40-44
Shee W 35-39
H30-34
2004
25-29
2003 —-
H20-24
2002
H-20
2001
2000
1999
|
1998
0 10 20 30 40 50 60 70 80 90

na 10 000 zZivé narozenych



Incidence Downova syndromu
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Incidence Downova syndromu
v CR 1974 - 2007 podle véku matky

na 10 000 zivé narozenvc
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Rozlozeni podle véku a pouzité metody invazivni
diagnostiky Downova syndromu - udaje ICBDSR, 2004

Monitoring Program <35 35-39 >39 Tot
'CVS AC | CC | UK CVS| AC cC UK CVS AC CC | UK cvs| AC cC UK

Australia: Victoria 10 | 10 0 1 26 19| O 0 30 17 0 2 66 @ 46 0 3
Canada: Alberta 0 5 0 0 0 5| 0 0 O| 3 0 1 0 13 0 1
Czech Republic 2 64 0 0 1 36 0 0 1 18 0 0 4 118 O 0
England and Wales 52 | 70 | nr nr | 77 79 | nr nr 53 @ 39 nr nr 182 188 30 | 19
Finland i2 | 20 0 0 16 | 17 0 1 16 | 10 0 0 44 47 0 1
France: CentralEast 5 40 0 8 15 | 58 0 4 6 32 0 7 26 134 0 20
France: Paris 14 | 35 0 0 11 29 0 0 13 | 38 0 1 38 102 O 1
France: Strasbourg 5 4 0 0 6 7 0 0 2 2 0 0 13 13 0 0
Germany: Saxony-Anhalt 0 5 0 0 0 4 0 0 0 5 0 0 0 14 0 0
Israel: IBDSP 0 8 0 0 0 5 0 0 0 1 0 0 0 14 0 0
Italy: BDRCam 0 15 0 0 0 26 0 0 0 18 0 0 2* 59 0 0
italy: IMER 1 9 0 0 6 15 0 0 3 6 0 1 10 30 0 1
Italy: North-East 1 4 0 1 3 9 0 4 3 4 0 7 7 17 0 12
Italy: Tuscany 3 3 0 0 1 21 0 0 4 12 0 0 8 36 0 0
Northern Netherlands. 1 2 0 0 2 1 0 1 1 3 0 0 4 6 0 1
Sweden 6 30 0 1 12 | 80 0 2 5 32 0 0 23 (112 | O 3
USA: Atlanta 1 3 0 0 2 7 0 0 1 2 0 0 4 12 0 0
USA: Utah UBDN 0 1 0 0 0 2 0 0 0 2 0 0 0 5 0 0
Wales: CARIS 1 12 0 0 4 9 0 0 3 v 4 0 0 8 28 0 0
Total 104 340 O 11 182 399 O 12 141 251 0 19 439 994 30 62



Tyden tehotenstvi pfi diagnéze a UUT
v pfipadé Downova syndromu

= B diagnostika B UUT
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Tyden téhotenstvi pfi diagnéze

tyden téhotenstvi

Downova syndromu
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Tyden téhotenstvi pfi prenatalni diagnostice
Downova syndromu — udaje ICBDSR, 2004

Monitoring Program <=34 >=35
Cvs AC Total CvVs AC Total

Australia: Victoria 13.2+0.8 17.3+1.3 15.4+2.4 13.3+1.7 16.9+1.7 14.9+2.5
Canada: Alberta - 17.8+£3.4 - 18.6+2.3

Czech Republic 15.5+0.7 19.3+2.1 19.1£2.1 14.5+2 1 19.4+1.9 19.2+2.0
Finland 15.1+1.8 18.0+2.3 16.9+2.3 14.6+1.3 18.0+1.3 16.1£2.2
France: Central East 14.4+0.9 22.0+5.1 20.8+5.5 14.5+1.8 19.7+3.0 18.6+3.5
France: Paris 13.520.7 21.0+4.7 18.9+5.6 14.4+1.8 21.3+4.8 19.5+5.2
France: Strasbourg 16.2+3.4 23.2+2.5 19.324.7 14.6x1.7 22.7+5.4 18.9+5.7
Germany: Saxony-Anhalt - 20.2+3.7 - 17.9+2.2

Israel: IBDSP - 22.8+1.3 - 21.5+#1 4

ltaly: BDRCam - 21.1£21 - 20.4+2.3

ltaly: IMER 13.0£0.0 20.7+1.0 19.6+3.1 14.0+0.9 21.44 .3 19.2+3.7
ltaly: North-East 15.0+0.0 18.8+1.5 18.0+2.1 14.5 +1.4 19.341 .6 17.8+2.7
ltaly: Tuscany 13.0+1.4 16.0+2.7 14.8+2.6 13.8+4.6 18.9+1 .1 18.2+2.6
Northern Netherlands 15.0£0.0 18.0+1.4 17.0£2.0 14.0£2.0 18.3 1.0 16.4+2.6
Sweden 14.7+1.5 17.4x2.1 17.1x2.2 13.8+1.3 17.241.5 17.0£1.7
USA: Atlanta 21.0+0.0 23.0+0.0 22.0+1.4 19.745.5 20.0+3.6 19.8+4.2
USA: Utah UBDN - 22.0+0.0 - 18.8+1.0

Wales: CARIS 13.0+0 18.7+3.1 18.2+3.1 14.0+1.3 18.5+2.2 17.1+2.9



Incidence Edwardsova syndromu
v CR 1994 - 2007

na 10 000 zive narozenvch B narozeni
B prenatalni diagnostika
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Prenatalni diagnostika Edwardsova syndromu v CR:
1996 - 2007
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Incidence Patauova syndromu
v CR 1994 - 2007

na 10 000 zivé narozenvch B narozeni

B prenatalni diagnostika
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Prenatalni diagnostika Patauova syndromu v CR:
1996 - 2007
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Podékovani autoru vsem
spolupracovnikum za poskytnuti dat
o vrozenych vadach a jejich
prenatalni diagnostice.
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