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Vrt;z;né Zd rOie dat
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Data o chromozomovych aberacich v Ceské republice v obdobi 1994 — 2014 (21 let).

Data o narozenych - zdroj: UZIS
Data o prenatalné diagnostikovanych pfipadech: SLG

Diagnézy: Downuv syndrom
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v,;,;,,é Indikace k invazivni prenatalni diagnostice
vady u plodu s diagnostikovanym DS, CR 1992 - 2014
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v,;z;,,é Vyvoj prenatalni diagnostiky vrozenych vad v Ceské republice,

1998 - 2014
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e Downuv syndrom v Ceské republice, 1994 - 2014

vady

na 10 000 zive narozenych B narozeni B prenatalni diagnostika
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Downuv syndrom v Ceské republice, 1994 — 2014, procento prenatalné
diagnostikovanych a ukonéenych pfipadu z celku
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Prenatalni dlagnostlka chromozomovych aberaci v CR, 2014:

® Downuv syndrom

® Edwardsuv syndrom
Patauuv syndrom

W jiné autozomové aberace

® gonozomové aberace




Ukonéené pripady po pozitivni prenatalni diagnostice
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Prenatalni diagnostika chromozomovych aberaci v CR, 2014:

® Downuv syndrom

m Edwardsuv syndrom

Pataulv syndrom

® jiné autozomové aberace

m gonozomoveé aberace




Neukonéené pripa 0 pozitivni prenatalni diagnostice
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Prenatalni diagnostika chromozomovych aberaci v CR, 2014:

1

y

® Downulv syndrom

m EdwardsUiv syndrom

Pataulv syndrom

™ jiné autozomoveé aberace

B gonozomoveé aberace



¢ Downuv syndrom v Ceské republice 2014:

Vrozené

vady Ukonéené vs. neukonéené pripady po pozitivni prenatalni diagnostice
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Downuv syndrom (% UUT)
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VL. Sdichng : The first- and second-timester
peensatal lesd for - Background: Non-invasive prenatal testing (MIPT) for Down's syndrome (DS) using cell free fetal DNA in maternal blood has
mztnmm sereening for trisoory 21 (121) are reimbursed for 3 w The major strength of the moded is the avakibil- the potential to dramatically alter the way prenatal screening and diagnosis s delivered. Before NIPT can be implemented
s pregrant women in Belgium. Using a cut-off risk of 'l and inte routine practice, information is requined on its costs and benefits. We i iy the costs and of NIPT for
anabysks. M) Open 20144 1-300 for 121, about 5% of all pregrant women are e ablity to refiect the current screening D5 a5 eantingent testing and as first-line testing companed with the curment DS screening programme in the UK National
S0T5822. dot 10,1136/ mmtémmmm;-;«;u; by calbeaing the model 1o the pumber pED L
b s m":s:‘mo‘::(m)impm of women scroened, the epected and observed Methods: We used a pre-existing model to evaluate the costs and outcomes assocated with MIPT compared with the
{ost (NIFT) are over 99% but come 2 a cost o 6460 numder of childrest bom with Down syndroene current DS screening programme. The analysis was based on a hypothetical screening population of 10,000 pregnant
» Preputicaticn histeey and { and te number of ivasive tests performed in women, Model inputs were taken from published sources. The main outcome measures were number of DS cases detected,
208ticod materal is (E373) pes test. The objective ks to estimate the Besgium. This calration assures Siat the initial number of procedure related miscarriages and total cost.
avalatin. To view phaase visk  COnsequences of introducing NIPT for the detoction of screening model meflects the curent Bolgian
e journad 1. screening situztion as well as possible. Results: At a screening risk cut-off of 1:150 NIPT as contingent testing detects slightly fewer DS cases, has fewer procedure-
10.1136Mmjogen 2014 Methods: A cost-consaquences andysis was = The mest important mitation of our analysts is related miscarr and costs the DS screening (around UKE280,000) at a cost of £500 per NIPT. As first-line
s e et s Wit owing 10 2 fack of refiable daka. we were nam:lgﬁnpefﬂlﬂnalm H:‘upﬂepme;:ﬁl?ﬁhm maone I;Sndr;mﬂl a small increase in procedure-
and costs. Conted-specific real- word information was unable to apply a Song-term harizon and translate e i =
W’y._mlln" avatable o set up a modol relecting the csment | 0 b tal 3ot refated miscariages and costs.
mzomw'mn screening situation in Belgium. This modsl was used aios  mpressing  resulls D euros  per Condlusions: NIPT is currently available in the private sector in the UK at a price of £400-£900. If the NHS cost was at the
1 construct the second and st line NIPT screening (quality-adiusted) lifeyuat ganed. However, by lower end of this range then at a screening risk cut-off of 1:150 NIPT as contingent testing would be cost neutral or cost
sconarios applying inforrmation from the Secture on presentng the consequences of scresnmg in 3 saving compared with cument DS soreening. As first-ine testing NIPT is likely to produce more favourable cutcomes but at
NIPT's fest accuracy. transparent way (which includes the detection of greater cost. Further research is needed to evaluate NIPT under real world conditions.
Resulls: Introducing NIPT in the first or second Bne Wisomy 21, the number of Down births whether
reduces harm by decreasing the number of procedure- or not after a Bisenegative scresning test, and Citation: Mosris 5, Karsen 5 Chung N, Hil M, Chitty LS (2014) Maded Based s of Cots and Dutcomes of Non lwasee Prenatal Testing for Dovwen's
relafed miscarrages atter invasive testing, In contrast nmﬂmm'" Syrdrame Using Cell Free Fetal DNA in the UK National Health Serdce. PLot ONE S04 290555, dot 1901571 foumal pone (91559
with NIFT in the second line, offering NIFT in the first 10 inform policymakers In 2 transparent way Editor: Hieimes A Vesla, Institut Lacques Monod, France
Ine addiionally will miss fewer cases of 121 due to about the possite coosequences of introducing Received October 4, 2013; Accepted March 6, 2014; Published Apdl & 2014
tess Bilsa-negative test results. The introduction of NIPT in difforent settings. © 2014 Moris e al, This is an open-access wtick: teibubed under the s of the Croative Commors Atiation License, which pemils
NIPT in the second ine results in cost savings, which = In order to avold a ‘black box' and to prowide unrestricted use, distrbution, and repeoduction n any medum, provided the osigiral authar and source are credhed.
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Introducing the non-invasive prenatal
test for trisomy 21 in Belgium:
a cost-consequences analysis

Mattias Neyt,' Frank Hulstaert,' Wilfried Gyselaers™®

reduces telated
‘without increasing the short-ferin screening costs.
Ottering and reimbursing NIFT in the first line to all
pregeant women is preferred in e loog ferm, as 2t
would, in addition, miss fewer cases of T21. However,

taking into accourt the govemment's limited resources
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Multiple prenatal trisomy 21 (T21, Down syn-
drome) /ancuploidy screening  srategies in
the first and second trimesters have been

oreua ACCESS Freely avallable online

G PLOS |ows

Model-Based Analysis of Costs and Outcomes of Non-
Invasive Prenatal Testing for Down’s Syndrome Using
Cell Free Fetal DNA in the UK National Health Service

Stephen Morris'*, Saffron Karlsen', Nancy Chung?®, Melissa Hill>*, Lyn S. Chitty™*

of Appied Health b, Unitversity College Londan,

ZNHS Fetal Ancenaly Earter, Excter,

Witend Kingebam, 3 Chical and Mobeculas Genetics Unit, UCL Inatitute of Chilkd Faalth aned Gieat Drevand Strvet Haspital for Ohikleen NHS Fourdation Trait, London,
Wited Kingesomn, & Fetal Medicine Unit, University College London Hospitals NHS Foundation Trust, Loncon, Usited Kingdom

Introduction

In the UK the Natinal Screcning Committee (NSC) sets the
stanclards for antenatal sercening and  recommends et all
pregnant women are offered Down's syndrome (18] screening,

Current mvasive diagnostic tests bave a risk of miscarrage of
05-1% [2]. The discovery of ooll free fetal DINA (dfIINA) in
maternal bood [3] has lod o safer non-invasive approaches o
prenatal testing where aneuploidies are detected via 2 maternal

e blood test from 10 weeks gestation [#]. Several large-scale validit
e mcx),  Tor universal rembursemest, e peice of NPT shoutd "‘“l‘":l'l e L ey e sl i the combined srcning 04 prrmed DESnen 1 i . b oot to il ot i
Hrussas, Bsighm first be lowered substantially before s can be zmn?m. .lm the llm.wsmr screening in and l.l. un_Juy_mznnn. In.|:urn:l|l N.mona] Health Service [h.lllh] testing (NIFT) for I8 hased on next generation sequencing [5
0y o 0t reaised Belgium & the combination of the nuchal practice this has a d:‘ll‘fll'ﬂ rate of )I'lnl!!d l.l‘ﬁf- and a screen 12]. Detection rates for DS are typically greater than 99%. with a
and . Hospital tanshucency (NT) ultrasound  measure at pustive "“S:"-'““d 2.5% |l||_- "“""":;" ‘;'“' * ""‘f""dl"-“"-' O false positve rawe of 00-1%. NIFT can als detect other
Qost-L lmdurg, Gank, Hedgam week 12 (weeks  11-14), the level of greater of the baby having DS are offered an imvasive dagnostic  ancuploidies inchuding trisamy 18 (85% accurate) and trisomy
Hlaszselt Univeesty, Hoessell, freefhuman  chorionic  gonadotrophin test [charionic vills sampling [CVS) or amniocentesis), providing 13 fup 10 90% accurate) [9-12]. The amall False positive rate for
Helgm IR fatd ki definitive diagnosis as to whether or not the baby has DS, W fill 15 means NIFT should be confirmesd by imvasive: testing [13-15].
. Iy e ¥ karyoeypang; or microarray analysis is performed other chrOmo.  NIPT for 195 s well as irisomy 1 and 13 is now olfered through
Comespeadonee ts INTRODUCTION ProteinA,. i - comiinaton with age and somal abnormealitics may be detccted. cnmmmercial providers in several comutries fnckofing the LUEA,
Dr Mattias Neyt, Prenatal diagnosis of Down syndrome allows  medical history. The T21 screening in

i noyNSCe oo be for informed decision-making with regard to  Belgium is fully reimbursed for all pregnant
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« Podle dostupnych udaju bylo v roce 2014 prenatalné
diagnostikovano 94 % pfipadu M. Down, naprosta vétSina
pfipadu (92 %) byla prenatalné ukoncena.

* | v mezinarodnim srovnani jde o extremné vysokeé procento
prenatalni zachytnosti M. Down.

» Prostor k rozSifovani prenatalni zachytnosti M. Down (stran
kvantitativnich ukazatelu) je tak jiz celkoveé velmi maly.

 Ekonomicka otazka plosného zavedeni NIPT jako hlavni
screeningove metody je slozita.

* V ramci invazivni prenatalni diagnostiky jsou zachycovany i
jiné aberace autozomu, které jsou moznou indikaci UUT a
které nejsou v zakladni variante NIPT detekovatelné.
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Zaverem by autori radi podékovali vSem

osobam, ktere se podilely, podileji nebo

budou v budoucnosti podilet na procesu

reqgistrace vrozenych vyvojovych vad na
tzemi Ceské republiky.

Bez jejich peclivé a trpelivé prace by
vybudovani registru na svetove urovni
nebylo nikdy moznée.
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