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HK Screening Programme for newborn 

• Since 1984 

• Free-of-
charge 
service 

• Specimen - 
cord blood 

 

 

 



Workgroup 
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• In 2013 
• To review the information and relevant 

evidence for the expansion of newborn 
screening programme to cover Inborn Errors 
Metabolism (IEM) 

• Finally decided to recommend to include IEM 



Policy Address 2015 

• 191. 

  

“The DH and the HA have set up a working group 
to study the feasibility of trying out in the public 
healthcare system a screening programme for 
newborn babies for inborn errors of metabolism.  
The working group will study the types of disease 
to be screened, scientific evidence on the 
effectiveness of screening, actual arrangements 
and related recommendations.” 
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Task Force 
• To plan and prepare for the implementation of a pilot 

study of newborn screening for IEM 
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Transdisciplinary 
Collaboration 

Communication 
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Systematic workflow of NBS 
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Protocol - Standardisation 



Criteria for Inclusion of IEM 

• Based on Wilson and Jungner screening criteria, four criteria 
(from clinical perspective) are proposed to consider the 
inclusion of IEM conditions 

Criteria Elaboration 

1 Screening capability  • availability of accurate and reliable screening 
and diagnostic testing; and of laboratory 
capability 

2 Clinical significance  • Seriousness and number of cases encountered 
in our locality 

3 Availability of treatment • efficacy and/or effectiveness of the treatment 

4 Favourable outcome 
after early treatment  

• adequacy of the understanding of the natural 
history of the condition and its long-term 
outcome with early treatment 
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Inclusion of IEM 
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Target Population (Screening Policy) 
• Babies born in QEH or QMH 

– free of charge 
– voluntary 
– consent signed by a parent 

Phase I:   1 October 2015 - 31 March 2016 
 
          All babies born at the two aforesaid hospitals are eligible unless: 

1. They are born before 34 weeks of gestation,  
2. Their birth weight is less than 2000 grams,  
3. They are admitted to Neonatal Intensive Care Unit (NICU) 

Phase II:   1 April 2016 - 31 March 2017 
 
All babies born at the two aforesaid hospital are eligible.  
           
Notes: 
Starting from 1 April 2016, three separate blood specimens will be 
collected under following conditions: 
1. premature (less than 34 weeks of gestation),  
2. low birth weight (less than 2000g), and babies  
3. admitted into NICU. 
 
The first specimen is to be collected on admission to NICU, the second 
specimen during 48 – 72 hours of life, and the third specimen upon 
discharge or on day 28 of life, whichever earlier.  10 



Flow 
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Education to enrich 
 Parental Knowledge 
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Education to enrich 
 Parental Knowledge 



Informed consent 
Ref no: NBSIEM/1-60-3/Eng/v1.0 

 

 

Pilot Study of Newborn Screening for Inborn Errors of Metabolism (IEM) 

Consent Form 

 

1. I have read and understood the information provided in the pamphlet (Ref no: NBSIEM/1-60-

2/Eng/v1.0).  

2. I understand that the participation of this Pilot Study is voluntary. 

3. I understand that this Pilot Study is specific only to the IEM as specified in Appendix 1 to the 

pamphlet (Ref no: NBSIEM/1-60-2/Eng/v1.0). 

4. I understand that my baby’s personal data would be made available to the Department of Health 

for data analysis of this Pilot Study. 

5. I will let my baby participate in this Pilot Study. 

 

 

 

_____________________________            ___________________________ 

Signature of mother/ father      Contact phone No. 

 

 

 

_____________________________             _____________________________  

Name of mother/ father                       Date 

 

 

 

 
 

 

 

Department of Health 

Hong Kong SAR 
Government 

 

Fix a newborn gum label 
Please write down your contact phone 
numbers so that abnormal result can be 
notified once available.   
Thanks foryour co-operation! 

文件編號：NBSIEM/1-60-3/Chi/v1.0 

 

 

 

初生嬰兒代謝病篩查先導計劃 

同意書 

 

1. 我已閱讀並理解小冊子內所提供的資料（文件編號：NBSIEM/1-60-

2/Chi/v1.0）。 

2. 我明白參與這個先導計劃是自願的。 

3. 我明白這個先導計劃所涵蓋的先天性代謝病僅限於小冊子內附錄一所列（文件編

號：NBSIEM/1-60-2/Chi/v1.0）。 

4. 我明白我的嬰兒的個人資料會提供予衞生署，以為先導計劃進行數據分析。 

5. 我會讓我的嬰兒參加這個先導計劃。 

 

 

   

父/母親簽名  聯絡電話號碼 

   

父/母親姓名  日期 

                                                    

 
 

 

貼上嬰兒標貼 
請寫下您的聯絡電話號碼，以方便通知

不正常或不確定之結果。              

謝謝您的合作! 

衞生署 

香港特別行政區政府 
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Workflow - Specimen Collection 
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Workflow - Dispatch of Specimens 

16 

Drying (3 hours) 

Dispatch of specimen 



Workflow - Laboratory 
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Workflow - Reporting 

     Screening Results Follow-up Action 

Normal Risk of suffering from the 
screened metabolic 
diseases is very low. 

Parents will not receive 
any notification. 

Abnormal Risk of suffering from the 
screened metabolic 
disease is high. 

Hospital staff will notify 
parents by telephone 
within 7 working days. 
Babies will be referred to 
paediatricians for further 
diagnostic testing and 
management. 

Uncertain About 1% of the screened 
specimens will have 
uncertain results. 
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Education of enhance Healthcare 

Professionals Knowledge 

• Four lectures held at QEH 
and QMH 
– in June 2015 

– before launching 1st phase 

• Six lectures held at QEH 
and QMH 
– in March & April 2016 

– before launching 2nd 
phase 

– esp. for Paediatrics 
frontline staff 
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Education of enhance Healthcare 

Professionals Knowledge 



Evaluation - Logistics  
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• Parents being 
informed 

• Encouraging parental 
consent rate 

• Smooth operation 

• Effective and efficient 
communication 
among involved 
parties 



Challenges 
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• Enhancement of public education 
• Reinforcement of healthcare professional 

capacity 
• Rapid pace of scientific advancement in the 

detection, diagnosis, and treatment 
 review of included IEM conditions 
 optimisation of mass spectrometry MS/MS-

based screening 
 lifelong treatment with specialty and 

interdisciplinary care 

• Resources implication 
• Incidental findings 
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• Retention of residual 
dry blood spots (DBS) 

 
 
 
 

 quality assurance 
 test validation 
 development of new 

screening methods 
 additional/repeat testing 

(esp for sudden death) 
 forensic purposes 
 future research 

Challenges 
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The End 
Thank you 


