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Registry Update 
European Platform on Rare Disease Registration (EU RD Platform)  

Fatal Fetal Anomalies—Interim Clinical Guidance 

The (EU RD Platform) aims to provide a one-stop-shop location for Rare Disease  
registries across Europe. This will make Rare Disease registries' data  
searchable, increase the visibility of registries and enable greater use of data through 
standardisation of data collection. 
 
Currently a data repository composed of the European RD Registry Data Warehouse is 
under preparation comprising of the JRC-EUROCAT Central Registry and the JRC-
SCPE Central Registry and this platform will provide a portal location for researchers, 
patients and policymakers towards greater health improvements in the diagnosis and 
treatment of rare diseases in Europe. 
 
                        Further details https://eu-rd-platform.jrc.ec.europa.eu/  
 
 

“Around 2-3% of pregnancies are complicated by congenital anomalies, of 
which around 15% are life-limiting or potentially life-limiting. In the United 
Kingdom, MBRRACE-UK report the perinatal mortality rate as 5.92 per 
1,000 births (2016); while in Ireland, the Irish National Perinatal 
Epidemiology Centre reported a perinatal mortality rate of 5.8 per 1,000 births 
for 2016 (NPEC, 2018). 
The leading cause of early neonatal death in Ireland is reported as congenital 
malformations (68/124; 54.8%) with chromosomal disorders the most com-
mon type of major anomaly reported (NPEC, 2018). Major congenital anoma-
ly was the primary cause of death in over one in four (n=78, 
31.2%) of the 250 Stillbirths that occurred in Ireland in 2016 (NPEC, 2018).” 
https://www.rcpi.ie/news/releases/institute-of-obstetricians-and-
gynaecologists-issues-interim-clinical-guidance-on-termination-of-pregnancy-
under-12-weeks/  
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Do you register those kind of birth abnormali es?  

Yes, upper limb reduc on defects are registered in the EUROCAT Central Database. 

If so, in what way? And where can I found these sta s cs? 

Cases of all congenital anomalies are reported by the EUROCAT member registries using the same 

standardised classifica on and coding, and the Central Database is updated twice a year.  These data 

enable to perform the epidemiological surveillance of congenital anomalies. For surveillance purposes 

the anomalies which share e ologic or clinical characteris cs are classified into subgroups.  

For the general informa on on EUROCAT anomaly subgroups please see: 

h p://www.eurocat‐network.eu/content/Sec on%203.3‐%2027_Oct2016.pdf 
For the full list of subgroups please refer to: 

 h p://www.eurocat‐network.eu/content/Sec on%203.6‐%2027_Oct2016.pdf 

The prevalences of congenital anomaly subgroups are published on the EUROCAT website and updated 

twice a year:  

h p://www.eurocat‐network.eu/accessprevalencedata/prevalencetables 

The prenatal detec on rates for 18 selected anomalies are published for the preceding 5 years: 

h p://www.eurocat‐network.eu/prenatalscreeninganddiagnosis/prenataldetec on(pd)rates 

Please note that since 2014 the upper and lower limb reduc on defects are grouped together in one 

subgroup in EUROCAT, thus prevalence data for only upper limb defects are presently not available on 

the website.  

Had EUROCAT seen such trend for e.g. because of the Remera-Data?  

EUROCAT is producing an annual report on sta s cal monitoring of congenital anomalies, including the 

analysis of temporal clusters (unusual aggrega on of cases of congenital anomalies in a period of 5 

years reported by the registry) and 10‐years trends (i.e. increases or decreases in the prevalence of con‐

genital anomalies over the period of 10 years). The analysis presented in the recent EUROCAT sta s cal 

monitoring reports did not reveal increasing pan‐European trends in the prevalence of upper limb re‐

duc on defects Europe. 

All the sta s cal monitoring reports published over the years by EUROCAT can be found: h p://

www.eurocat‐network.eu/clustersandtrends/sta s calmonitoring.  

Regarding the data from the French registry of the Rhône‐Alpes region (REMERA), we have to clarify 

that although officially REMERA is a member of EUROCAT, for local reasons the registry did not sign an 

agreement with the JRC to provide data to the Central Registry. REMERA is also an associate EUROCAT 

member meaning that the registry has never been providing to EUROCAT individual cases but just  

aggregated data (for birth years 2006‐2012). Therefore, EUROCAT cannot perform the analysis of  

clusters and cannot comment on cases of congenital anomalies in this region. 
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And, in general: do you observe a higher abundance of abnormali es in some regions of Europe? 

EUROCAT has observed variations in the prevalence of many different congenital anomalies across  

Europe. These differences are often due to differences in diagnostic methods, different prenatal screening 

programs, differences in surveillance and reporting of anomalies and do not necessarily reflect true un-

derlying differences in prevalence. These differences are identified and discussed in the annual statistical 

monitoring reports published by EUROCAT.  

The analysis presented in the recent EUROCAT statistical monitoring reports covering birth years 2001-

2015 did not reveal any temporal clusters or increasing pan-European trends in the prevalence of upper 

limb reduction defects Europe.  

 

The French ministry Agnès Buzyn said those abnormali es could be linked to what these mothers 

"have eaten" or "breathed in". What do you think about this assump on?  

The precise ae ology of most congenital anomalies is uncertain and there are many causes that can in‐

crease the risk of having a child with an anomaly, such as maternal exposure during pregnancy, family 

history and gene c causes. 

The JRC‐EUROCAT Central Registry does not have sufficient informa on to perform a detailed inquiry of 

the cases. For this, inves ga ons have to be performed locally by the registries.  Moreover, it needs to 

be stressed that the impact of the diet and air pollu on is very difficult to assess, as there are thousands 

of chemical substances in our diet and air. Also, exposure is very individual due to personal choices.  

 

Will EUROCAT now be doing some research?  

Due to the concerns in France on geographical small‐area clusters of upper limb reduc on defects, an 

addi onal analysis was conducted specifically focusing on these anomalies, to provide an overview of 

the situa on in Europe based on EUROCAT data. Publica on of this addi onal analysis is due shortly for 

public release in the next JRC‐EUROCAT Sta s cal Monitoring Report covering birth years 2007‐2016.  

However it would appear that there has been no Pan‐European trend detected. 
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EPIDEMIOLOGY: CORK & KERRY CONGENITAL ANOMALY REGISTER 2015-2017 DATA  

 

 

 

 

 

 

 

 

 

 

 

There were a total of 26,440 live births (13,537 Males and 12,903 Females) in Cork & Kerry between the years 2015-2017. 
There were 21 stillbirths in 2015, 20 in 2016 and 2017 stillbirth data was not available at time of publication. The number of 
babies born with a birth defect was 687 (2.6%), 656 singleton and 31 twin deliveries. Of these, there were 255 male, 386 
female and 46 babies where the sex was indeterminate. 
Mother’s age at delivery where the child had a congenital anomaly between 2015 and 2017 is shown in Table 1. The  
prevalence of delivering a baby with a congenital anomaly increases with maternal age from age 35+.  

TABLE 1: BIRTHS BY MATERNAL AGE 2015-2017 IN CORK & KERRY  
 

In 22 (36%)^ of the stillbirths registered in Cork & 
Kerry during 2015-2017, a congenital anomaly was 
present. Stillbirths accounted for 0.23% of total births 
in Cork & Kerry in 2015, 0.22% in 2016 and data on 
stillbirths for 2017 was not available at time of  
publication.  
There were 53 terminations of pregnancy following 
prenatal diagnosis.** There were 612 live births of 
babies with a congenital anomaly in the Cork & Kerry 
region between 2015 and 2017. See Table 2. 

 
The diagnosis of a congenital anomaly in a child can be 
identified at birth but in many instances it can be a  
delayed diagnosis. See Table 3 when a congenital  
anomaly diagnosis was discovered in Cork and Kerry 
babies in 2015-2017. 
 
TABLE 3: WHEN DIAGNOSIS WAS DISCOVERED 2015-
2017 IN CORK & KERRY 
 

Between the years 2015-2017, the gestational age range for babies born with a congenital anomaly ranged between 12 to 
42 weeks. A baby born with a congenital anomaly is more likely to be born prematurely and to have a low birth weight. 
See Tables 4 and 5. 

TABLE 4 GESTATIONAL AGE OF INFANTS ON CORK & KERRY REGISTER 2015-2017 
 
 

^ This is an estimation based on the stillbirth figures for 2017 remaining the same as those in 2015 and 2016.Stillbirth figures for 2017 were unavailable at time of publication  
~ See Table 6 for breakdown by anomaly. Note number of anomalies of the Limb (n=241). This data includes congenital dysplasia of the hip. 

** Termina on of Pregnancy for Fetal Anomaly: Abor on has been illegal in Ireland up un l 1st Jan 2019.  However, women in Ireland have the op on to travel outside of Ireland for termina on of 
pregnancy following prenatal diagnosis.  Where informa on is available to the registry about these cases, they are included. 
¬ CSO Annual Report on Vital Statistics 2015 and 2016. The 2017 Vital Statistics Annual Report was not available at time of publication. 

 

* 2015 (263) cases, 2016 (241) cases and 2017 (183) cases. 2017 data is by year 
of registration and provisional. Data extracted from Registry 28th March 2019 

 
Age 
Group 

 
All Live 
Births 
2015-
2017 

Births 
with Con-
genital 
anoma-
lies* 

 
Rate/1000  
Livebirths 

15-19 342 4 11.70 
20-24 1875 31 16.53 
25-29 4284 88 20.54 
30-34 9805 248 25.29 
35-39 8279 242 29.23 
40-44 1782 70 39.28 
45+ 73 4 54.79 
Total 26440 687 25.98 

 Type of Birth Number 
of  

Cases 

% 

Live birth 612 89.08% 
Stillbirth or fetal death 
>=20 weeks gestation 

22 3.20% 

Termination of Pregnancy 53 7.71% 
Total number of infants 687 100% 

When Discovered Cases % 
Prenatal diagnosis 191 27.8% 
At birth 231 33.6% 
Less than 1 week 27 3.9% 
1-4 weeks 22 3.2% 
1-12 months 213 31.0% 
Over 12 months 3 0.4% 
Total 687 100% 

Length of 
Gestation 
2015-2017 

No (%) of infants regis-
tered on Cork & Kerry 
Register 2015-2017 

No (%) of infants 
nationally 2015¬ 

No (%) of infants 
nationally 2016¬ 

Under 35 100 (15%) 2642 (4%) 2628 (4%) 

36 & over 559 (81%) 61639 (94%) 60483 (95%) 
Not Stated 28 (4%) 1255 (2%) 730 (1%) 
Total 687 (100%) 65536 (100%) 63841 (100%) 
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TABLE 5 INFANT BIRTH WEIGHT CORK & KERRY REGISTER 2015-2017 
 
 

See tables 6 and 7 for prevalence and aetiology of congenital anomalies registered in 2015-2017 in our region.  

TABLE 6 CASES AND PREVALENCE PER 10,000 BIRTHS FROM CORK & KERRY REGISTRY DATA COMPARED TO EUROCAT FULL MEM-

BER REGISTRY DATA, 2015-2016 
 
(INCLUDES LIVE BIRTHS, GENETIC CONDITIONS, FETAL DEATHS, AND TERMINATIONS OF PREGNANCY FOR FETAL ANOMALY FOLLOWING PRENATAL DIAGNOSIS WHERE 
DATA IS AVAILABLE) 

 

*NOTE: Table extracted from the EUROCAT website data prevalence reports on April 1st 2019. The total number of cases on the Cork 
& Kerry Congenital Anomaly Register are for the years 2015 (n=263) and 2016 (n=241) combined. This table has not yet been updat-
ed with the 2017 (n=183) cases for the region. Please also note that the prevalence rate for Congenital Anomalies in Cork & Kerry is 
significantly higher than that of EUROCAT due to the registration of Developmental Dysplasia of the hip in our region (number of 
anomalies of the Limb (n=241) which exceeds the rate in EUROCAT during this period by a factor of 3.35. 
 
EUROCAT 2014 Data is unavailable for the following Austria Styria (2015, 2016) Belgium Antwerp (2016) France Auvergne (2015, 2016) French West Indies 
(2016) Germany Mainz (2015, 2016) Ireland Dublin (2015, 2016) SE Ireland (2015, 2016) and Spain Basque Country (2016) 
 
   

TABLE 7 AETIOLOGY OF CONGENITAL ANOMALY 2015-2017 CORK & KERRY 
 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

 
 
 

A word of thanks to the staff 
of Cork & Kerry Hospitals 
who facilitate our Research 
Nurse in assis ng with case 
ascertainment and accessing 
medical charts to update the 
registry. 
For further informa on on 
Congenital Anomaly  
Registers in Ireland go to our 
website at 

http://www.hse.ie/congenitalanomalyregistersireland 
 
http://www.eurocat-network.eu/  

 
Birthweight 2015-2017 

No (%) Singleton infants in 
Cork & Kerry Register 2015-
2017 

No (%) of infants 
nationally 2015¬ 

Under 2499g 100 (15%) 2642 (4%) 
2500g & over 559 (81%) 61639 (94%) 
Not stated 28 (4%) 1255 (2%) 
Total 687 (100%) 65536 (100%) 

No (%) of infants 
nationally 2016¬ 

2628 (4%) 
60483 (95%) 

730 (1%) 
63841 (100%) 

Aetiology No. 
Cases 

% 

Isolated cardiac 79 11.05% 
Genetic syndrome, skeletal 
dysplasia and monogenic  
disorder 

25 3.60% 

Chromosomal 134 19.50% 
Isolated other 351 51.10% 
Multiple anomalies 54 7.90% 
NTD isolated 16 2.30% 
Isolated renal 26 3.80% 
Teratogenic syndromes (CMV) 2 0.30% 
Total 687 100% 

Congenital Anomaly 

Cork & 
Kerry 
Cases 

Cork & Kerry  
Prevalence (95% CI) 

EUROCAT 
Cases 

EUROCAT  
Prevalence (95% CI) 

ALL CASES 504 279.33 (255.49 - 304.81)  30967 244.98 (242.26 - 247.72)  
Anomaly     
Nervous system 28 15.52 (10.31 - 22.43)  3131 24.77 (23.91 - 25.65)  
Eye 3 1.66 (0.32 - 4.89)  449 3.55 (3.23 - 3.90)  
Ear, face and neck 5 2.77 (0.88 - 6.49)  254 2.01 (1.77 - 2.27)  
Congenital heart defects 103 57.09 (46.60 - 69.23)  9665 76.46 (74.94 - 78.00)  
Respiratory 3 1.66 (0.32 - 4.89)  503 3.98 (3.64 - 4.34)  
Oro-facial clefts 18 9.98 (5.91 - 15.77)  1736 13.73 (13.10 - 14.39)  
Digestive system 13 7.21 (3.83 - 12.33)  2175 17.21 (16.49 - 17.94)  
Abdominal wall defects 8 4.43 (1.90 - 8.75)  820 6.49 (6.05 - 6.95)  
Urinary 31 17.18 (11.67 - 24.39)  4205 33.27 (32.27 - 34.29)  
Genital 11 6.10 (3.03 - 10.92)  2472 19.56 (18.79 - 20.34)  
Limb 241 133.57 (117.25 - 151.53)  5033 39.82 (38.72 - 40.93)  
Chromosomal 103 57.09 (46.60 - 69.23)  5508 43.57 (42.43 - 44.74)  

¬ CSO Annual Report on Vital Statistics 2015 and 2016. The 2017 Vital Statistics Annual Report was not available at time of publication. 


