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Present situation of clinic genetics

� Birth Defects：4-6‰

� Tri-level network：1sto, 2ndo, 3rdo

� Large population

� Broad landscape 

� Imbalanced development

� Undeveloped translational medicine

� Coverage
� Most of the testing is carried out by academic 

laboratories

� Commercial testing is focusing on “risk assessment”



From: UNICEF 2000 Annual ReportFrom: UNICEF 2000 Annual Report
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Policy and Regulation

� 1994: 1994: 1994: 1994: National Law “对婴儿开展对婴儿开展对婴儿开展对婴儿开展预防接预防接预防接预防接

种种种种 ((((vaccinevaccinevaccinevaccine))))，，，，逐步开展逐步开展逐步开展逐步开展新生儿疾病筛查新生儿疾病筛查新生儿疾病筛查新生儿疾病筛查

((((neonatal screening)neonatal screening)neonatal screening)neonatal screening)”

� 2002: 2002: 2002: 2002: 卫生部、残联卫生部、残联卫生部、残联卫生部、残联《《《《中国提高出生人口中国提高出生人口中国提高出生人口中国提高出生人口

素质，减少出生缺陷和残疾行动计划素质，减少出生缺陷和残疾行动计划素质，减少出生缺陷和残疾行动计划素质，减少出生缺陷和残疾行动计划

(2002(2002(2002(2002----2010) 2010) 2010) 2010) 》》》》

� 2009:2009:2009:2009:卫生部卫生部卫生部卫生部《《《《新生儿疾病筛查管理办法新生儿疾病筛查管理办法新生儿疾病筛查管理办法新生儿疾病筛查管理办法》》》》



《《《《中华人民共和国母婴保健法中华人民共和国母婴保健法中华人民共和国母婴保健法中华人民共和国母婴保健法》》》》
National Law of Maternal and Child Healthcare

卫生部令卫生部令卫生部令卫生部令《《《《新生儿疾病筛查管理办法新生儿疾病筛查管理办法新生儿疾病筛查管理办法新生儿疾病筛查管理办法》》》》

MOH Regulation: Neonatal Screening 

卫生部令卫生部令卫生部令卫生部令《产前诊断管理办法》《产前诊断管理办法》《产前诊断管理办法》《产前诊断管理办法》

MOH Regulation: Prenatal Diagnosis

Policy and Regulation
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三级网络

三级网络

National “Triangle” Screening Model
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2007年全国ⳕ新生儿筛查率情况(%)2007年全国ⳕ新生儿筛查率情况(%)2007年全国ⳕ新生儿筛查率情况(%)2007年全国ⳕ新生儿筛查率情况(%)
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National Wide Newborn Screening (2007)



World Wide Newborn Screening (2007)
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Prevalence of National CH
(2006-2007)
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2007年全国各省新生儿甲低发生率情况2007年全国各省新生儿甲低发生率情况2007年全国各省新生儿甲低发生率情况2007年全国各省新生儿甲低发生率情况
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图37  2007年全国各省新生儿PKU发生率情况图37  2007年全国各省新生儿PKU发生率情况图37  2007年全国各省新生儿PKU发生率情况图37  2007年全国各省新生儿PKU发生率情况
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1:2188

1:100000
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Prevalence of Provincial PKU
(2007)



Translational Medicine

The majority of genetic research 
conducted in hospitals or in

medical schools 



Genetic Testing of Common Diseases



Intended Survey: Geographically

North-Eastern

Northern 
(Headquarter)

Eastern

Southern

Mid-Western

South-Western

North-Western



� Program Director

� Regional coordinators x4
� Headquarter x1

� North-Eastern/Western x1

� Eastern/Southern x1

� Mid-Western/Southern-Western x1

� Provincial coordinators x ?

Intended Survey: Personnel



� Personnel

� Travel

� Training

� Web-based database

Intended Survey: Budget





� i)         descriptive demographic and health care indicator data, epidemiological 
data including clinical and genetic epidemiology

� (ii)         descriptive data of the national health care system, funding and 
infrastructure

� (iii) an inventory of genetic testing service settings and given service structures 
(e.g. integration of services into private or public health care-settings, services 
provided by research), funding of services, cost effectiveness, prioritisation and 
rationing, sustainability of service initiatives, structure, process and outcome data, 
quality issues, workload, professional training and education

� (iv) data on networking and interaction of services including already existing 
transnational activities

� (v)  data on national/regional registries and biobanks

� (vi) description of legal and regulatory frameworks

� (vii)    overview of research priorities in genetics/genomics funded by 
governmental resources

� (viii)  role of patient organisations, public education and information

� (ix) bibliographic references


