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Introduction

The first and most important step in all rare diseases projects is introducing an effective

surveillance system. Among rare diseases there are many malformation syndromes and

registries of congenital malformations can be used successfully in surveillance of this

group of rare diseases

The Polish Registry of Congenital Malformations (PRCM) was established by the Polish Ministry of Health

and the State Committee for the Scientific Research in 1997. The Registry became a part of the

Government Program for Monitoring and Primary Prophylaxis of Congenital Malformations in Poland. In

June 2001, PRCM joined the EUROCAT network. PRCM covers now the whole Poland, monitoring about

400,000 births per year in 16 provinces of the country. The Project is financed by the Polish Ministry of

Health. Detailed information on PRCM organizational structure, electronic reporting system, and recent

analyses are available at the PRCM website (www.rejestrwad.pl; see also J.Appl.Genet. 46, 341-348,

2005).
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Organization

A large geographic coverage and a sizable population require a double level organizational

structure of the Registry. PRCM consists of a single Central Working Group and 14 Provincial Working

Groups.

PRCM covers the whole Poland, 

monitoring about 400,000 births per year in 

16 provinces of the country

(14 Provincial Working Groups).

Objectives

epidemiological: determination of prevalence and

types of congenital malformations in the general

population including rare malformation syndromes;

monitoring: evaluation of the effect of the

undertaken prophylactic actions, including genetic

counselling, prenatal diagnosis and folic acid intake

on the prevalence of congenital malformations;

prophylactic: identification of families at genetic

risk; propagation of genetic counselling among

physicians and the general population; propagation

of prophylactic intake of folic acid; identification of

risk factors.

socioeconomic: providing health service officials

with data necessary to assess the need of medical

care (diagnosis, surgery, rehabilitation, nursing

homes) for children with congenital malformations;

scientific: collection of data for scientific purposes.

Sources of information

Polish Registry of Congenital Malformations offers an excellent opportunity to expand it into registry of some groups of 

rare diseases:

The Central Working Group 

(Department of Medical Genetics, University of Medical Sciences, Poznan)
responsible for:

reporting system,  registryôs database maintenance, diagnostic validation, data interpretation

14 Provincial Working Groups 

(The regional level)

responsible for:

supervision of data collection, active case-finding (including cases diagnosed later), the possibility to use 

the gathered data for scientific and other purposes

For each province a different colour of registration form has been

introduced. The registration forms are distributed in the Registry area. The

registration form is filled up by the physician diagnosing the anomaly. From

2005 notification via internet is available as well. To avoid unnecessary

multiple entries, each notification to the Registry is confirmed in the childôs

medical documentation and the childôshealth book, with the date of reporting

to the Registry. Each case-record (registration form) is sent directly to the

Central Working Group at the Department of Medical Genetics in Poznan.

The encoding of congenital malformations according to the ICD-10

(Anonymous 1996) is performed by two designated (always the same) clinical

geneticists from the Central Working Group.

The PRCM records data related to all births to mothers resident within

the area covered by the Registry .ñBirthsòinclude livebirths and stillbirths.

The PRCM collects information on structural defects recognized until the end

of the second year of life.

The main source of information is a double-sided registration form,

developed for the Registry by Poznan.

Till now in the PRCM  there are more than  

103,000 notificated children with at least one 

congenital malformation

- PRCM covers the whole Poland (more than 400,000 births/year) 

- PRCM collects information on structural defects diagnosed until the end of the 

second year of life

- For the entire Registry there is a single, uniform database, managed by the 

Central Working Group

- Staff of the Central Working Group consists among others of eight experienced 

clinical geneticists

- At the regional level, the PRCM Regional Working Groups have been organized. 

- Heads of these Regional Working Groups are leading pediatricians, 

neonatologists, clinical geneticists and obstetricians, heads of clinics and 

departments at the medical universities in Poland 

- The main source of information is a notification form filled up by the physician 

diagnosing the anomaly 

- Notification forms are distributed in university clinics, departments, hospital 

wards, out-patient clinics and family doctor clinics

- PRCM has contact with over 1,800 health service units in Poland

- Since 2005 also electronic notification has been possible

-Parentsô written consent is required for notification 

- All genetic clinics in Poland are involved in reporting the cases to the 

Registry

- PRCM is involved in identification of families at genetic risk and 

propagation of genetic counseling among physicians and general 

population

-Clinical geneticists from the PRCM Working Group can actively contact 

the families, if necessary (also for research)

- PRCM has been already used for identification of children with 

Nijmegen breakage syndrome (NBS), Smith-Lemli-Opitz syndrome, rare 

limb defects

- All neonatal and pediatric wards in the Registry area have been reached 

with instructions concerning diagnostic proceedings in the cases of 

children born with lethal malformations, if examination by a clinical 

geneticist is not available

- Clinical geneticists from the Central Working Group offer consultations 

by phone and on the Internet


