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Klinick á genetika

•• zabývzabýv áá se diagnostikou (i terapise diagnostikou (i terapi íí) d) děědidiččných chorob a ných chorob a 
starstar áá se i o jejich klinickse i o jejich klinick éé, soci, soci áálnln íí a psychologicka psychologick éé
aspektyaspekty
•• zzáásadnsadn íí je stanovenje stanoven íí sprspr áávnvn éé diagndiagn óózy a poskytnutzy a poskytnut íí
vhodnvhodn éé ppééčče, ktere, kter áá musmus íí zahrnovat takzahrnovat tak éé informaci informaci 
pacientovi podanou tak, aby porozumpacientovi podanou tak, aby porozum ěěl povaze a l povaze a 
ddůůsledksledk ůům onemocnm onemocn ěěnníí
•• v pv p řříípadpaděě dděědidiččnnéé choroby je vchoroby je v ěěttššinou nutninou nutn éé informovat informovat 
i ni něěkterkter éé ostatnostatn íí ččleny rodiny (dle rodokmenu a typu leny rodiny (dle rodokmenu a typu 
dděědidiččnosti) o riziku choroby a o monosti) o riziku choroby a o mo žžnostech, jak toto nostech, jak toto 
riziko modifikovatriziko modifikovat
•• specifickým znakem genetickspecifickým znakem genetick éého poradenstvho poradenstv íí je jeho je jeho 
zamzaměřěřeneníí nejen na pnejen na p ůůvodnvodn íího pacienta, ale takho pacienta, ale tak éé na dalna dal šíší
ččleny pacientovy rodiny, a to souleny pacientovy rodiny, a to sou ččasnasn éé i budouci budouc íí..
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dděědidiččnýný

xx

vrozenývrozený
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Indikace ke genetick é konzultaci

•• ppřředchozedchoz íí ddííttěě ss vrozenou vadou,  mentvrozenou vadou,  ment áálnln íí retardacretardac íí
nebo nebo jiným typem djiným typem d ěědidiččnnéého onemocnho onemocn ěěnníí

•• pacient se zvýpacient se zvý ššenou zenou z ááttěžěžíí dděědidiččnnéého nebo nho nebo n áádorovdorov éého ho 
onemocnonemocn ěěnníí vv rodinnrodinn éé anamnanamn éézeze

•• konsanguinita partnerkonsanguinita partner ůů

•• opakovanopakovan éé reprodukreproduk ččnníí neneúúspspěěchychy
•• ddáárci gametrci gamet
•• chronickchronick éé onemocnonemocn ěěnníí žženy pleny pl áánujnuj ííccíí graviditu graviditu 
•• kontakt skontakt s teratogeny a mutageny (chemickými lteratogeny a mutageny (chemickými l áátkami, tkami, 

ionizujionizuj ííccíím  zm  záářřeneníím, viry apod.) m, viry apod.) 
• daldal šíší
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Průběh genetick é konzultace

•• klinickklinick éé vyvy ššetetřřeneníí

•• genealogickgenealogick áá (rodokmenov(rodokmenov áá) analýza) analýza

•• syndromologicksyndromologick áá analýzaanalýza

•• laboratornlaboratorn íí vyvy ššetetřřeneníí

•• shrnutshrnut íí, synt, synt ééza, zza, záávvěěrereččnnáá zprzpr ááva a doporuva a doporu ččeneníí
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Příčiny vzniku vrozených vad a poruch 

•• vnitvnit řřnníí (genetick(genetick éé a epigeneticka epigenetick éé))

•• vnvněějjšíší (prost(prost řřededíí, , žživotnivotn íí styl, výstyl, vý žživa, mutageny, infekce)iva, mutageny, infekce)
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Prevence vrozených vad a poruch 

•• primprim áárnrn íí (p(přředchedch áázzíí vzniku vady vzniku vady čči poruchy)i poruchy)

•• sekundsekund áárnrn íí (p(přředchedch áázzíí manifestaci vady manifestaci vady čči poruchy, i poruchy, 
v  tradiv  tradi ččnníím chm ch ááppáánníí prenatprenat áálnln íí screening, prenatscreening, prenat áálnln íí čči i 
preimplantapreimplanta ččnníí diagnostika)diagnostika)
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Prim ární prevence vrozených vad a poruch 

•• dděědidiččnnéé faktoryfaktory

•• faktory vnfaktory vn ěějjšíší
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Sekund ární prevence vrozených vad a 
poruch 

•• screeningscreening

•• diagnostikadiagnostika
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Prenatáln í screeningov á vyšetření
v klinick é genetice

CCíílem prenatlem prenat áálnln íího screeningu je identifikace tho screeningu je identifikace t ěěhotenstvhotenstv íí
ss vyvy ššíšší m rizikem vrozenm rizikem vrozen éé vady a poskytnutvady a poskytnut íí ccíílenlen éé
prenatprenat áálnln íí diagnostiky. diagnostiky. 

ScreeningovScreeningov áá vyvy ššetetřřeneníí nedoknedok áážžíí s jistotou urs jistotou ur ččit, zda je it, zda je 
plod postiplod posti žžen, ale pomohou identifikovat ten, ale pomohou identifikovat t ěěhotenstvhotenstv íí se se 
zvýzvý ššeným rizikem.eným rizikem.

VVěěttššinou jde o kombinaci (integraci) výsledkinou jde o kombinaci (integraci) výsledk ůů

biochemickbiochemick éého a ultrazvukovho a ultrazvukov éého prenatho prenat áálnln íího ho 
screeningu.screeningu.
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Prenatáln í diagnostika v klinick é genetice

Metody invazivnMetody invazivn íí

amniocentamniocent éézaza

odbodb ěěr choriových klkr choriových klk ůů

kordocentkordocent éézaza
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Prenatáln í diagnostika v klinick é genetice

Metody neinvazivnMetody neinvazivn íí (ultrazvukov(ultrazvukov áá diagnostika)diagnostika)
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Laboratorn í diagnostika v klinick é genetice

Metody cytogenetickMetody cytogenetick éé
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Laboratorn í diagnostika v klinick é genetice

Metody molekulMetody molekul áárnrněě--cytogenetickcytogenetick éé
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Laboratorn í diagnostika v klinick é genetice

Metody DNA diagnostikyMetody DNA diagnostiky
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Role genetiky v programu

Výchova ke zdraví, prevence vrozených 
vývojových vad a reprodukční zdraví

•• pro npro n ěěkterkter éé jedince naprosto kljedince naprosto kl ííččovov áá

•• pro vpro v ěěttššinu populace dinu populace d ůůleležžitit áá, ale nikoliv , ale nikoliv úústst řřednedn íí
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Recommendations
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Considering that: 

� Most  new progress in perinatal outcomes will be 
observed if we focus on preconception health.
� The first cause of perinatal death or morbidity is 
birth abnormalities.
� Birth defects (congenital anomalies) occur in very 
early pregnancy before most women know they are 
pregnant.
.          Preconception health is not limited to the few 
months before conception, but concerns all the 
reproductive life of women 
• Health is foundation of social progress
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Taking into account:

• Epidemiological data on birth defects

• EBM researches on efficient actions to make 
during preconception period

• The fact that many actions to promote 
preconception health are outside the fields of 
care providers but must be done before 
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The participants of the 

1st European Congress on preconception care
and preconception health

recommend :
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General recommendations

To favour the realization of tools to inform providers of the 
importance of preconception health from a point of view of 
sustained development and to give them guidelines on PCC

To favour the realization of tools for population in reproductive 
age to be aware of preconception care

To introduce PCC in the missions of Family Planning Centres.

To favour all political actions which could reduce social 
inequalities, one of the most important issues of health

To facilitate access to PCC services (for example by increasing the 

insurance coverage) to all people, as an universal health service
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Specific recommendations
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Are there constraints to implement preconception care ?

Folic Acid

To have a consensus between the different 
governments of Europe concerning flour 
fortification (Addition of folic acid in the flour)

Because Flour fortification as been proved to be the most 
efficient action to reduce NTD
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Are there constraints to implement preconception care ?

Chronic and endocrine diseases

To sensitize endocrinologists and neurologists who 
are prescribing potentially dangerous drugs 

• to the importance of preconcepton care and that all 
women in reproductive age could become pregnant 
at any time 

• and to the importance of a good management of 
therapy in women with diabetes or thyroid 
dysfunction.
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Are there constraints to implement preconception care ?

Immunization

To favour immunization in adolescents (scholar 
medicine, for example for Pertussis

To promote any strategy which implements 
preconception immunisation of women where 
infrastructure exists
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Are there constraints to implement preconception care ?

Fundamentals, Research, EBM

To conduct more researches & surveillance on PCC.

To identify lead/appointed responsible persons to lead 
national efforts
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Are there constraints to implement preconception care ?

Nutrition

To favour actions which can reduce the weight gain

• balanced nutrition

• physical activities, sports, …

To increase surveillance of alimentary chain

To improve nutritional education (at school, in the 

medias, ….) 
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Are there constraints to implement preconception care ?

Psychosocial Issues

To sensitize GPs to the importance of psychosocial 
problems screening during the preconception visit.

To help the providers to recognize vulnerable populations 
in the purpose to support them in future parenthood.
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Are there constraints to implement preconception care ?

Genetics

For each country,

To ensure access to high quality clinical genetic services

To facilitate preconceptional carrier screening within the 
health care system

To adopt the WHO resolution on birth defects
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Are there constraints to implement preconception care ?

Addictions

To favour campaigns against tobacco and alcohol,
principaly in periconceptional period :

To implement centres for Tobacco Addiction in hospitals 
or outside

To facilitate any action focused on adolescents to be aware 
of the risks of drug addiction

To be aware of and to avoid any lobbying of tobacco 
industries on political decision-makers
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Are there constraints to implement preconception care ?

Environment

To facilitate any action for safe environment and products 
(Hazards: chemical, physical, biological)

To propose edicts, laws to improve environment quality in 
working conditions and public space

To Establish independent committees which should inform 
government about environmental hazards in relation to 
reproductive health (after assessment of the validity of 
information)

To facilitate free access to information or treatment of 
environmental and occupational hazards


