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Introduction:
Following the 2010 CAH consensus, the need for genetic confirmation of
diagnosis remains uncertain and variation in practice is unclear. ’ \ ( )
. . « g . . . . . ' W 2008-2013 W 2014-2016
Objective: To assess the variation in practice for reaching a diagnosis of CAH N 14 - L-CAH 28 Centres adding
using I-CAH Registr Rt bs :—167eg;r:iaasesmg ) *16 new centres
& siStry \ J - n=437 Cases
Methods: _
* This variation was assessed by using the International CAH(I-CAH) Registry 'Y s - L __ -%_,j;__
which was developed using the same platform as the I-DSD Registry. N R L, AT Ry | ﬁ’ii 57 7 e
* The cases in whom the diagnosis was based on genetic confirmation were I N G A Ve s TR 5 MO,
compared to those who had solely biochemical confirmation considering | | R D,
different variables: median year of birth, age at first presentation, date of - S <
addition in the |_DSD/|_CAH Registry, and the centres addmg these cases Figurel: Comparison between the number and distribution of centres adding CAH cases before and after the creation of
the |-CAH Registry
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Results and Conclusions: I National
* After the development of the I-CAH Registry in October 2014: . o
o The number of centres adding CAH cases has doubled (Figurel) T 143
500
o The rate of addition of CAH cases increased byl0 fold from 200 |
2/month to 21/month. 2 ol
o The number of cases added per year and shared internationally — =
has increased by 200 | o I
6 fold (Figure2&3) . ool so | I 24
By May 2016, of 2095 cases, there were 604 CAH cases (28%). o J O E® _B
* The median year of birth of CAH cases was 2003 (1937,2016) and B T R S SR R i G
* * N C
231(38%) were over 16yrs old. ol > W |
* The median age at first presentation was 1month(1 m,48yrs) and the s
: . : . i : r dditi ryear i : : : :
aet|0|0gy Of CAH was 21_hyd roxylase defICIenCy in 556(92%) zogr:;zre;rli ter]\teeéisof;Ejl;zoo:gfg:f;;e;cz(ze:ea Figure3: The evolution of the level of sharing of data in CAH cases
e Of the 604 cases, 376(62%) were 46,XX and 9(2.5%) of these cases
were raised as boys. The median age at presentation of these 9 = Biochemistry and
Genetics
cases was 9Imonths(1m,18yrs). e Cenotice alone
* Of the 604 cases in the I|-CAH Registry, 447(74%) cases were N
. . . . . . 39 | istry alone
displayed in our consent level and information concerning the basis
of diagnosis were available in 215 (50%)cases. The majority of these
cases were confirmed genetically 109(65%) and only half of this \/
number was confirmed solely by biochemistry.(Figure5). 1%|
* The cases confirmed genetically were younger than those with | o |
. . . . Flgure4.: The c?llstrlbtftlon of CAH cases depending on
biochemical confirmation (Table). the basis of Diagnosis
* The majority of cases confirmed genetically were added by Basis of Genetic and Biochemistry
European centres whereas the non-European centres added mainly Diagnosis for Biochemistry alone p value
. . . CAH cases n= 109 n=53
cases confirmed by biochemistry alone (Table). Median year of
« The temporal shift in practice toward molecular confirmation was birth 2006 (1964-2015)  2001(1967-2014)  p=0.0015
also demonstrated by the earlier upload date of cases without Age at first 1m(1m-48yrs) 3m(1Im-18yrs)  p=0.0054
genetic confirmation compared to those with genetic confirmation presentation  >2yrs:n=14 (13%)  >2yrs: n=12(22%)
in whom the annual rate of addition has significantly increased MEdi?,:a“rP'Oad 2014(2009-2016)  2011(2009-2016)  p=0.0013
recently.
. . _ . n=18 -13
* This study shows that the creation of the I|-CAH Registry has Centres adding 15 (85% o o
increased the number of CAH cases shared internationally and CAH cases NE=3(15%) NE=6 (46%)
strengthen the potential of international research.
* The I-CAH Registry has also improved the quality of data in CAH | able: characteristics of cases confirmed genetically compered to
. . . ey . . cases confirmed by biochemistry only —
patients with availability of more cases confirmed genetically who E,S—F—)E
are eligible for studies assessing the outcome in relation to  Acknowledgements: Compeen Socety or _
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phenotype. This study was performed during ESPE Clinical Fellowship
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