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Referral, diagnostics, follow-up and treatment
• PKU + other metabolic diseases: 8 academic metabolic 

centres
• CH: every paediatrician (around 200)
• CAH: 8 academic endocrine centres plus larger regional 

centres
• SCD: 8 academic hematologic centres



Registration of clinical data
• Each paediatrician reports to TNO all referred children plus 

clinical findings and follow-up
• TNO assembles annual reports
• Metabolic, endocrine and hematologic paediatricians have 

formed advisory committees to set up and discuss 
treatment protocols



TestTest-- andand program sensitivityprogram sensitivity
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Validity of screening program in 2005

 PKU CH CAH 

sensitivity 100% 100% 100% 

specificity 99,9% 99,8% 99,9% 

positive 
predictive 
value 

55% 22% 19% 

 

 



ChangesChanges in in CHCH--screening procedurescreening procedure

•• 1982: 1982: prematures only TSHprematures only TSH

•• 19931993: : TSHTSH--cut off valuecut off value fromfrom 1414 mIU/lmIU/l bloodblood toto 1010 mIU/lmIU/l bloodblood

•• 1995: 1995: TBG added TBG added 

•• 1996: procedure for older (1996: procedure for older (>> 60 days) children60 days) children

•• 2005: 2005: TSHTSH-- cut off valuecut off value fromfrom 1010 mIU/lmIU/l bloodblood toto 99 mIU/lmIU/l bloodblood

Remark: by these modifications both sensitivity and specificity have 
increased



DetectedDetected CHCH patientspatients
19811981--20052005: n=82: n=82
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Infants referred to paediatricianInfants referred to paediatrician

for CHfor CH--diagnosticsdiagnostics
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Mean ageMean age at first specimenat first specimen
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IntervalInterval between report to GPbetween report to GP and referral to peadiatrician forand referral to peadiatrician for CHCH--
screening programscreening program
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Mean age at referral for CH, 1981Mean age at referral for CH, 1981--20052005
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ConclusionsConclusions
•• Virtually allVirtually all patients are detected.patients are detected.

•• Virtually allVirtually all patientspatients are treated early.are treated early.

•• Long term followLong term follow--up is essential for monitoring the quality of up is essential for monitoring the quality of 
the entire program.the entire program.
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