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PREFACE 

 

 

 

PREFACE 

 

 

In August 2004, I came to the Netherlands for an interview for the position of PhD candidate. 

That interview brought me a wonderful chance to attend an international research project, the 

Socio-genetic Marginalization in Asia Programme (SMAP), and an opportunity to do research 

work in Amsterdam University from 2005. This was just like opening a door for me into the 

social-genomic research field. Such a research field is an interdisciplinary frontier research area. 

From a social science perspective, to understand the social implications of genetic testing is 

very attractive and challenging for me. And using English as working language, and writing 

academic papers in English, is also a big challenge. I had put in a lot of hard work for my 

research. In fact, as time has passed, I have loved my work more and more, and feel my 

research more and more meaningful. I have gradually come to understand the application of 

genetic testing in China, and the difficulties faced by families affected by genetic disorder in 

Chinese socio-ecoFnomic, culture and political contexts. During my research, I interviewed 

many families. I appreciated it greatly that my interviewees shared their sad stories with me, 

revealing to me their sorrows and bringing out grievances that lay buried deep in their heart. I 

know it is beyond my power to change their situations. However, my understanding and kind 

consolation might relieve some of their psychological pain. And I also feel gratified that my 

research has contributed to a better understanding of the social and ethical issues in regard to 

the application of genetic testing and to the situation of the vulnerable population.  

The last four years have been hard but very valuable for me. Now, when I look back on it, I 

feel it is more precious. During this period I made progress inch by inch. I published several 

academic papers in international journals and gave presentations at international conferences. I 

know that I could not have reached such achievement without support and help from the people 
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around me. Here, I would like to express my earnest appreciation to my supervisors, Doctor 

Margaret Sleeboom-Faulkner and Professor Anita Hardon. Margaret is also SMAP Programme 

director. My supervisors have evaluated my research work progress on every stage, provided me 

with valuable advice on my study and comments on paper writing. They have been extremely 

helpful in their comments. Whenever I have been stuck and needed instruction, I have always 

received quick feedback and comments from them. And also, when I felt depressed, they 

encouraged me in a timely way and gave me confidence. I feel so lucky to have them as my 

supervisors. This is especially true of Margaret Sleeboom-Faulkner, who gave me very valuable 

advice on the research framework, design and thesis writing. For all of my articles, she gave 

instructive direction and many very valuable and constructive comments. My articles reflect her 

hard work and assistance. I owe much of my progress and achievement to her strong and helpful 

support. There is no words can fully express my appreciation.  

I would like to express my special thanks to many people who kindly helped me to build 

connections to carry out my fieldwork. They are: Professor Qiu Renzong, Professor Zhai 

Xiaomei, Professor Shi Huifang, Professor Huang Shangzhi, Professor Zhang Xinhua and 

Doctor Meng Yan who helped me in China; Professor Nikolas Rose, Professor Angus Clarke 

and Dr Ayo Wahlberg who helped me in the UK; and Dr Stephen T.S. Lam and Dr Mary Tang 

who helped me in Hong Kong. There are simply so many persons that I do cannot list all of their 

names here, but I appreciate all their help. Many thanks to all the hospitals, institutions and 

organisations I visited in China, the UK and Hong Kong, and all my interviewees, including 

geneticists, genetic counsellors and patients. Their stories and personal experiences are the 

first-hand data of my research.  

Amsterdam School of Social Science Study (ASSR) and International Institution for Asia 

Study (IIAS) provide a great environment for my study and research. Lots of thanks to Manon 

Osseweije, Jose Komen, Michiel Baas, Hermance Mettrop, Anneke Dammers, Mrriam May, 

Teun Bijvoet, and all other staff in ASSR and IIAS, they make the working environment 

pleasing. Many thanks to all my PhD candidate colleagues in ASSR, during my study in 

Netherlands, I got many help and learned lots from you. I have good memory of the days I was 

in ASSR and IIAS. Thank you so much!   

The research was financially supported by the Netherlands Organization for Scientific 
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Research (NWO). The generous financial support from NWO for SMAP is the precondition for 

my research, which is subproject of SMAP. Also, I would like to express my sincerely thanks to 

my colleagues of the SMAP working group, director Margaret Sleeboom-Faulkner and team 

members Jyotsna Gupta, Prasanna Patra, Masae Kato and Jan-Eerik Leppanen. Their discussion, 

advice and comments on my work were helpful for my study. Working with them has given me 

so many beautiful memories. I will remember all the happy time we spent together. I also 

appreciate the London School of Economics and Politics (LSE). Its BIONET stipend supported 

my short-term study at the LSE and my fieldwork in the UK. 

I would like to give my sincere thanks to Professor Stuart Blume. During my Phd study, he 

advised and help me a lots. He is also an excellent mentor of me. And many thanks to Professor 

Sjaak van der Geest. The knowledge of medical anthropology and culture anthropology I 

learned from his course was very helpful for my research. He encouraged me in my study of 

anthropology when I felt discouraged. I also thank Lee Brown and Zoe Goldstein for the English 

copy-editing, and thank Chip Huisman and Daan Keiman for the Dutch translation of my thesis’ 

summary. And warm thanks to my friends in the Netherlands, Hu Hai, Paul Guo, Zhang Benzi, 

Wang Yanjing, Hu Huile, Fang Yue, Lei Ray, Xia Xin, Le Yang, Margaret, Benjamin Kwansa, 

Jonathan Dapaah, Pride Linda and many others. Because of you, my life and study in a foreign 

land were more pleasant.  

Additionally, here I would like to give the most heartfelt thanks to my husband Shan 

Guojun, my daughter Shan Yangyang, my parents and my elder sister’s family. I feel so lucky to 

have them and to have received their support and encouragement. My family’s support and love 

has been a source of my strength to continue my research. As for Yangyang, my dear little girl, I 

feel so sorry to have always been separated from her during her childhood from the age of 4 to 8, 

an age when a girl needs her mother. I am so moved that she is such an understanding girl. 

Special thanks to my sister’s family for helping us to take care of my daughter when I have been 

away in the Netherlands or on fieldwork trips. Their generous help made me concentrate on my 

work and my thesis. All of them have given me the support and courage to overcome all the 

difficulties and challenges to complete this thesis.  

Finally, I would like to point out that any mistakes and shortcomings in this thesis are my 

own responsibility.  
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CHAPTER ONE Introduction 

 

 

 

CHAPTER ONE 

 

 

INTRUDUCTION 

 

 

This research is a subproject of the international research project, the Socio-genetic 

Marginalization in Asia Programme (SMAP), a comparative approach to the relationship 

between genomics, governance, and social identity. SMAP explores the cultural, social, and 

economic aspects of the role which genetic technologies have played in the area of state 

organisation, population policies, healthcare systems, and research regulation in China, India, 

and Japan. It sheds light on the applications of modern genetic technologies generated in 

different social contexts (Sleeboom-Faulkner 2005). As a part of this international project, 

this research takes the application of genetic testing and involved vulnerable populations in 

China as its point of departure, and explores links with social economics, national population 

policy, the national healthcare system, and traditional/local culture in China.  

 

RATIONALE OF THE RESEARCH   

 

The development and current achievements of genetics technology enable its application in a 

growing number of contexts. In fact, the application of genetic testing not only reflects the 

development of genetics technology but also incorporates socio-political, socio-economic, 

and cultural characteristics. Ethical codes and notions of professional responsibility in 

medical activities are perhaps differently understood in various countries because of different 
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social factors. In order to understand well the current practice of genetic testing and how the 

practice evolves, one must consider the socio-political, socio-economic, and cultural factors 

of the societies where they emerge and exist.  

In China, good or superior birth has been highly encouraged and the one child policy 

represents an extraordinary attempt to engineer national wealth, power, and global standing by 

drastically slowing population growth, with profound effects on virtually every aspect of 

Chinese life (Greenhalgh 2003). At the same time, China’s socio-economic and healthcare 

systems are undergoing fundamental change. As China changes from a planned to a market 

economy, health policy makers are grappling with pressing issues of cost containment, structural 

reorganisation, and market regulation (Meng 2004). During economic development, social 

issues related to healthcare are becoming more problematic. There is a nationwide shortage of 

medical resources and an imbalance of medical resource allocation between urban and rural 

areas. The high cost of medical care makes it difficult for people with health problems to gain 

access to satisfactory medical help, especially for low income families and those in 

comparatively remote and poor areas. Meanwhile, under the circumstances of a market 

economy, the potential commercial value of applications of genetic technology is coveted by 

pharmaceutical and biotechnology companies. Commercialised genetic testing is emerging, 

accompanied by various social and ethical issues that deserve greater attention.  

New genetic testing technologies provide diagnostic and predictive genetic information. 

But this in itself also raises questions about consent, confidentiality, and the use of information 

by family members and other third parties (Konrad 2005). Psychological harm can also result 

within a family as a result of genetic information being acquired about individual members. This 

can create tension and become a source of resentment, hostility, and discrimination. Information 

about an individual’s genetic status can have much wider adverse implications for a person’s 

financial security, employment, lifestyle, the welfare of his/her family, and psychological 

wellbeing (Marteau & Richards 1996). Additionally, the application of advanced genetic 

technologies is playing an important role in the ‘new eugenics’ of improving the quality of the 

population within the context of the one child birth policy (Mao 1998; Wang 2004; Nie 2005). It 

is therefore of great significance to use a social science approach to understand the practice of 

genetic testing, the issues involved in this field, and its implications in the Chinese context. 
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OBJECTIVES OF THE RESEARCH 

 

Genetic testing is available nowadays to identify many genetic disorders and is becoming 

popular in China, especially in the field of reproductive technology such as prenatal genetic 

testing. It may benefit many different interest groups, such as individuals and families with a 

history of genetic disorder, pregnant women, employers, and health or life insurance 

companies. At the same time, as an application of new genetic technology, the growing 

availability and accessibility of genetic testing in China has had an impact on Chinese society. 

Some issues have not attracted the attention they deserve, such as genetic privacy, individual 

autonomy, and reproductive decision-making; and some problems are emerging along with 

the development of genetic technology and its application, such as genetic discrimination and 

stigma, and the use of pre-implantation genetic diagnosis or prenatal genetic testing to create 

‘perfect’ donor matches for stem cell transplantation. In order to better understand the 

situation of genetic testing in the Chinese context and the interest groups involved, a study of 

the social, ethical, political, and legal issues related to genetic testing is required. Based on field 

research, this study explores these issues. The main objectives of this research are:  

 

First, to map and understand the practical application of genetic technology in the Chinese 

context;  

 

Second, to analyse the role and actual effect which laws and regulations, ethical guidelines, and 

national/local health policies play in the practice of genetic testing and its combined 

service;  

 

Third, the core research aim is to understand the views and practices of various interest groups 

involved in genetic testing and to delineate the vulnerability of social groups in the 

Chinese context from socio-economic, political, and cultural perspectives.  
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MAIN RESEARCH QUESTIONS 

 

This research focuses on the practice of genetic testing in China. From a social science 

perspective, the research mainly attempts to analyse: how the Chinese social economy, 

national policies, and culture are embodied in the practice of genetic testing; how social 

factors impact on the form and application of genetic testing in Chinese contexts; how social 

factors shape views and actions regarding the reproductive decision-making of involved 

populations; whether genetic testing  sharpens reproductive pressure, especially on females; 

how the practice of genetic testing reflects systems of medical governance, the distribution of 

medical resources, the doctor–patient relationship, the vulnerability of populations, and 

population policies in Chinese socio-economic and socio-political contexts. Additionally, the 

research shows how medical genetic services play a role in the prevention of birth defects 

and in the implementation of Chinese eugenic policy.  

This research divides genetic testing into commercial genetic testing and clinical genetic 

testing. Commercial genetic testing is offered by biotechnology companies. The research 

shows how commercial genetic testing is operated as a business, analyses the advantages and 

disadvantages involved, and looks at the social and ethical issues that cause – or will be 

caused by – the commercialisation of genetic testing. Clinical genetic testing is, however, the 

main emphasis of this research. Through a comparative approach, the differences in the 

clinical practice of genetic counselling between China and the UK are accounted for. 

Through the case studies on thalassaemia and Duchenne muscular dystrophy (DMD), the 

research discusses the vulnerabilities of patients/carriers and their families affected by 

genetic disorders through the following questions: how clinical genetic testing influences 

reproductive decision-making and reproductive choices; what difficulties and burdens they 

encounter in their daily life; and whether social welfare and help are available to them. 

Additionally, the research raises and analyses the question of how genetic services play a role 

in the prevention of birth defects and take on the duty to improve population quality under 

Chinese eugenic policies. Based on these research questions, this study attempts to explore 

the identity and vulnerability of populations regarding the practice of genetic services in 
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China, and it delineates the socio-economic and socio-political factors that influence, shape, 

and sharpen their vulnerability.  

 

DEFINITION AND DELINEATION OF MAIN RESEARCH ISSUES  

 

This research mainly concerns carrier genetic testing and predictive genetic testing. Carrier 

testing is a method used to identify individuals who carry a genetic abnormality that does not 

affect the health of the person in question but increases the risk of producing offspring with a 

serious genetic disorder. Identified carriers can harbour continuing regrets and worries, while 

others may fail to recall the significance of their test result over time. More constructively, 

the information may be useful in making reproductive plans (Prainsack 2006; Brandt-Rauf et 

al. 2006). In practice, in areas of high occurrence for certain genetic disorders, such as 

thalassaemia in southern China, when considering the prevention of birth defects carrier 

testing is encouraged in premarital or progestational check-ups. Genetic counselling is 

recommended before and after the test to prevent confusion over the difference between being 

an asymptomatic carrier, and therefore not developing any signs of the disease, and being 

affected by it. Although genetic counselling aims to minimise adverse psychological reactions, 

it does not prevent carrier screening from creating opportunities for genetic discrimination, as 

happened with sickle cell screening in the United States in the 1970s (Lemmens 2000; Mc 

Carrick 1993).  

Predictive testing identifies individuals who have inherited a gene for a late onset disease, 

but who currently appear healthy. A distinction can be made between presymptomatic testing 

and susceptibility testing. Presymptomatic tests identify healthy individuals who have 

inherited a defect in a specific gene for a late onset disease, with an almost one hundred 

percent risk of developing the disease. These tests do not inform about the severity or the 

time of onset of the disease. Examples of such conditions are Huntington’s disease (HD) and 

cystic fibrosis, which are monogenetic disorders (single gene disorders). Susceptibility (or 

predisposition) tests identify individuals who have inherited a genetic variant or variants 

which may increase their risk of developing a multi-factorial disease (such as bowel cancer, 

breast cancer, heart disease, diabetes, hypertension, and dementia), due to the interaction of 
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genes and the environment. Susceptibility tests are mainly offered by commercial 

biotechnology companies in China. 

One problem is that with the current available knowledge, technology can identify those 

at risk of disease but cannot prevent it or improve their treatment. The benefits of the 

commercial tests may be limited, given also the risk of the genetic information for people 

found to be susceptible. 

Information about a person’s genetic make-up may be of interest not only to the 

individual but also to other members of their family, to their employer, their health or life 

insurance companies, and other possible agencies, including the state (Clarke 1994). 

Confidentiality and privacy of genetic information is an issue that, if not regulated, could 

lead to new forms of discrimination (Billings et al. 1992). The identification of those at 

increased risk for common diseases has the potential to cause distress, denial, and 

inappropriate feelings of fatalism, and opens up the possibility of discrimination. In fact, 

discriminatory practices directed against ‘abnormal’ people are greatly feared, and not only 

‘abnormal’ persons but also persons with ‘abnormal’ family members may experience 

problems finding a spouse, amongst other social stigmas. For these and other reasons, the 

genetic information produced through predictive and carrier tests can potentially harm entire 

families. Keeping information about familial ‘abnormalities’ secret is thus an important 

aspect of the maintenance of privacy. Additionally, there is a widely held notion that in 

Chinese tradition it is not uncommon to withhold the truth about disease from a patient. This 

raises the question of how this notion is practised in the case of genetic test results. 

Prenatal genetic testing generally is done in China during pregnancy either to screen 

for or diagnose a birth defect. Theoretically speaking, the main goal of prenatal genetic 

testing is to provide families with information to make informed choices about pregnancy 

and reproduction, and to assist the woman’s physician in providing the best care and 

management for her pregnancy (Jorde et al. 1999). Prenatal tests provide valuable genetic 

information about the health of the foetus. However, the tests involve ethical considerations 

and social implications, such as informed choice, reproductive decision-making, Chinese 

population policy, prevention of birth defects, and the cultural values attached to offspring. 

This research involves case studies of the clinical prenatal diagnosis for a birth defect with 
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thalassaemia and DMD.  

Thalassaemia is widely prevalent in the south of China. Blood transfusion, which is a 

common treatment for thalassaemia, can control but cannot cure the disorder. A special 

treatment exists which uses donor umbilical cord blood, however this involves the parents of 

an affected child having another unaffected child who is genetically matched to provide the 

life saving cord blood, which can be transplanted into a sick brother or sister. Such a child is 

called a ‘saviour sibling’. The intentional creation of a ‘saviour sibling’ may lead us to 

consider further the social and ethical implications involved.  

DMD was chosen as a research target for other reasons. DMD is an X-linked genetic 

disorder, thus it is passed down from the mother, who is a DMD carrier, to her son. This may 

have an impact on the position of the woman within the family; women are already to a 

certain extent weak and vulnerable, and this may be enhanced by the traditional Chinese 

preference for boys that may sharpen the social stigma for and discrimination against 

families with a son with DMD. DMD is a chronic, serious, and lethal disorder. Children 

affected by DMD slowly lose the abilities of walking, standing, and turning over because of 

muscle atrophy. Currently, around the world there is still no medical cure. The life condition 

for children with DMD and their families may not only reflect the vulnerable situation of 

those with a genetic disease but also that of the disabled.  

Birth defects are structural or functional abnormalities present at birth that cause 

physical or mental disability. A birth defect is a problem that happens while a baby is 

developing in the mother’s body. In fact, birth defects are a major cause of infant mortality in 

many parts of the world (WHO 2006). Birth defects and the disability resulting from them 

have been considered among the problems that affect population quality and cause heavy 

financial burdens for families and society (Luo 2005). With the gradual increase in the 

application of clinical genetic testing, prenatal genetic testing may play an important role in 

the prevention of birth defects. Meanwhile, some social implications, such as population 

quality, ideas of ‘good birth’ and ‘bad birth’, reproductive pressure, and the eugenic approach 

of avoiding ‘inferior birth’ deserve more consideration.  
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METHODS ADOPTED IN THE RESEARCH  

 

This research was conducted as part of the larger international research project SMAP, 

which was funded by the Netherlands’ Organisation of Science (NWO). SMAP aimed to 

identify the socio-cultural domains relevant to socio-genetic marginalisation through 

empirical research. As a subproject of SMAP, this research adopted empirical fieldwork as 

its research basis. To develop this research, during a three year period from 2006 to 2009 

several empirical field studies were carried out. The details of the study context – fieldwork 

sites, interviewee selection, and data collection – are presented in Chapter Two. 

The methodology of this research was eclectic, and was chosen based on suitability for 

the research problem under study. A variety of methods was utilised to collect a range of 

information, used to understand the social context and to analyse research problems.  

Archival research was conducted into existing national rules and regulations and 

international guidelines for the application of genetic technology, the practice of birth control, 

and the cultural and religious background of the bioethical and social questions related to 

genetic testing. The written information resources and materials referenced in this research 

include books, academic papers, newspaper articles and reports, government department 

documents, codes of conduct and regulations of institutions/organisations, official guidelines 

and reports, leaflets or propaganda sheets, informed consent forms, written court verdicts of 

lawsuit cases, and so on. Most of these reference resources were collected from the Internet, 

libraries, and book stores, and some materials were collected from the fieldwork sites or from 

interviewees. A literature review of written materials was valuable not only as a learning 

process to gain theoretical cognition and rational knowledge and understanding of the 

research domain, but also as a means by which to gather information for the field study to be 

used to understand the basic situation of genetic tests and the background social context.  

In order to get a better insight into the relationship between genomics and society, it is 

required to understand how genomics affects socio-economic development and religious and 
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cultural experiences. To gain firsthand information and experience, field research was carried 

out over three years. Firsthand information was collected by conducting in-depth interviews 

with genetic counsellors, clinical geneticists, pregnant women, thalassaemia carriers, DMD 

carriers, the mothers and/or fathers of children affected by thalassaemia, the mothers and/or 

fathers and family members of children suffering from DMD, the executive coordinator of 

patient organisations, agents of biotechnology companies, and agents of insurance 

companies.  

Some basic research issues were designed into questionnaires. The questionnaires were 

semi-structured, and sometimes questions from the questionnaires were also used in the 

interviews. The questionnaires were used to obtain opinions and attitudes towards genetic 

testing, the reasons to take or not to take genetic tests, privacy and truth telling, attitudes 

towards genetic information and pregnancy termination, and so on. These opinions were 

elicited from various interest groups.  

Additionally, the personal experiences of clients were acquired through participant 

observation in the clinic, for instance by sitting in on clinical genetic sessions, and 

accompanying patients to observe the procedure of testing and consultations. This also 

included observing the medical facilities, propaganda posters in the hospital and laboratories, 

and collecting informed consent forms in the clinics. Participation and observation of target 

families in case studies helped to understand their daily life context, and the feelings and 

problems they have in daily life.  

 

STRUCTURE OF THE DISSERTATION 

 

In this thesis the objectives, methods and results of the research are presented in eight 

chapters: 

 

Chapter One is the introduction to the research. This chapter presents the rationale and the 

objective of the research. It defines and delineates the research problems, the fields and 

issues involved in the research, and it provides a general overview of the research project, the 

methodology, and the content of the following chapters. 
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Chapter Two presents the research context. This chapter looks back at the development of 

medical genetics in China. It briefly introduces the research domain and gives the details of 

fieldwork sites, interviewee selection, and data collection.  

 

Chapter Three provides an empirical account of the application of genetic counselling in 

China and makes comparisons with the situation in the United Kingdom. It demonstrates how 

Chinese practitioners understand and relate to various ethical issues such as 

non-directiveness and informed choice and decision-making, and explores the extent to 

which this reflects the administrative, political, and socio-economic environments in Chinese 

society. It offers insight into the current situation of genetic counselling in China, elucidating 

the practice of non-professional genetic counselling, the economic conditions which affect 

genetic counselling, and the lack of full healthcare coverage. 

 

Chapter Four focuses on the situation of predictive genetic testing offered by biotechnology 

companies in China. As predictive genetic testing is not formally regulated in China, its 

commercialisation has caused, and will continue to cause, social and ethical problems. 

Examples include the exaggerated advertisements that mislead customers, discrimination as a 

consequence of the misuse of genetic information, and the reliability and usefulness of test 

results and advice. Additionally, the system of business operation and agent recruitment of 

some biotechnology companies are problematic. This chapter argues that these issues require 

for more attention to be paid to them by the public, including the involvement of ministerial 

departments.  

 

Chapter Five delineates the current application of prenatal genetic testing for thalassaemia, 

and the reproductive decision-making of thalassaemia carriers. It makes observations about 

the difficulties faced by prospective parents who have a high chance of conceiving a child 

affected by thalassaemia, and the social dilemmas they encounter. The chapter also analyses 

some factors affecting  the decision to produce a ‘saviour sibling’, including financial 

implications, the state family planning policy, influential images and information conveyed 
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through the media and propaganda, the advice and counselling from doctors, psychological 

pressure from the community, and social discrimination.  

 

Chapter Six presents the application of genetic testing and genetic counselling on Duchenne 

muscular dystrophy and analyses the vulnerability of families with DMD in China. Genetic 

counselling and testing for DMD has important implications for reproductive and life 

planning decisions. This chapter offers a better understanding of the economic difficulties, 

psychological distress, self-contempt, and family stigma that Chinese families with DMD 

must confront. The chapter also rethinks some related social issues such as genetic 

discrimination, the distribution of health resources, the impact of genetic technology on 

reproductive decision-making, and the limited social support and help for vulnerable groups. 

 

Chapter Seven analyses the important roles that genetic services play in the prevention of 

birth defects and in the improvement of population quality in China. It introduces 

understandings of eugenics, or Chinese yousheng, and its relationship to genetic services and 

the prevention of birth defects. It also discusses issues involved in China, such as public 

awareness of primary prevention of birth defects, and reproductive responsibility and choice. 

It points out that due to the national desire to reduce birth defects, issues concerning some 

individual rights and choices involving personal genetic information and decision-making do 

not receive the attention they deserve. 

 

Chapter Eight presents a discussion of the research findings and offers an analysis   of the 

general issues that have led this research. This chapter provides a theoretical discussion of 

the research findings and serves as the conclusion of this study.  
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THE DEVELOPMENT OF MEDICAL GENETICS IN CHINA  

 

This study is based on the application of medical genetic knowledge and the techniques 

which have been developed to this end during the past decades in China. I open this chapter 

by looking back at the development of medical genetics in China.  

The study of genetics in China started at the beginning of the twentieth century when 

Chinese scholars began their work on human genetics by surveying the frequency of the 

ABO blood group among the national population. The results were published in 1918, and 

this was the first study of gene frequency among the Chinese. In 1922, Chen Zhen, one of 

China’s genetics pioneers, opened genetics courses in the National Southeast University. In 

1937, reports on inherited diseases among the Chinese, such as on the frequency of colour 

blindness, were published. In 1948, Li Chingchun, a famous geneticist, wrote the 

Introduction to Population Genetics, which became a well known textbook in the field of 

genetics and from which a whole generation of geneticists benefited (Huang & Gao 2006).  

However, the development of genetics in China was not always plain sailing. It fell into 

difficulties in the 1950s and during the ‘Cultural Revolution’. Chinese geneticists faced the 

suppression that came from the Lysenkoism, which was spread from the Soviet Union to 

China in the early 1950s. Those Chinese scientists who believed in Mendelism-Morganism 

were suppressed by heavy political pressure, and their teaching and research on genetics 

came to a total halt. Some geneticists were forced to give up their research projects or to 

leave China.  

The situation began to change with the introduction of the policy entitled ‘let a hundred 

flowers blossom and a hundred schools of thought contend’(baihua qifang, baijia 

zhengming), which commenced in 1956. In August of that year, the Chinese Academy of 

Sciences (CAS) and the Department of Higher Education of Ministry of Education (MOE) 

co-convened a symposium on genetics in Qingdao, Shandong province. The symposium was 

a significant and historic turning point in the development of Chinese genetics (Tan & Zhao 

2002), considered both a very successful academic meeting and also as a meeting of 
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‘rehabilitating’ 1  for those geneticists who believe in Morganism. After this genetics 

symposium, courses on genetics were reopened in colleges, the genetics scientists returned to 

their positions, and their research work restarted. For example, the Beijing Agricultural 

University founded two genetics teaching and research groups, one of which is for research 

on Morganian genetics, and another on Michurinian genetics (Tan & Zhao 2002).  

However, before ten years had passed, the ‘Cultural Revolution’ started in 1966. This 

blocked scientific development again. Genetic research was suspended until 1978, when the 

central government decided to carry out democratic reforms, and genetics was resuscitated 

and received comprehensive development. Several associations or societies have been 

established since 1978 to match the development of medical genetics, such as the Chinese 

Society of Genetics and the Association of Medical Genetics. With the leadership of these 

organisations, genetic research, education, and clinical services developed rapidly. In 1978, 

departments of medical genetics were established in medical colleges such as Sun Yat-sen 

Medical University, Hunan Medical University, and Peking Union Medical College. In the 

same year, prenatal genetic diagnosis was carried out for the first time. Following this, the 

Peking Xiehe Hospital started offering prenatal genetic diagnosis for thalassaemia by 

karyotyping foetal cells cultured from amniotic fluid with technical support from the Chinese 

Academy of Sciences.  

Genetic counselling clinics, where paediatricians or obstetricians offered counselling, 

were opened in the early 1980s. In 1981, prenatal diagnosis could be done in the first 

trimester to detect the X chromatin of the foetus through testing chorionic villi collected at 

the seventh or eighth week of gestation. During the 1980s, genetic technology began to 

develop rapidly, and in the 1990s genetic diagnosis could be performed on both amniotic 

fluid cells and chorionic villi. Genetic analyses of phenylketonuria (PKU), haemophilia, 

Duchenne muscular dystrophy (DMD), glucose-6-phosphate dehydrogenase (G6PD) 

deficiency, fragile X syndrome, and Huntington’s disease, amongst others, were performed, 

and such prenatal diagnosis became available in some of the larger hospitals (Huang & Gao 

2006). At the present time, on the national level some officially qualified hospitals are 

                                                        
1 In Chinese, ‘rehabilitating’ is visually expressed as zhai maozi, which means ‘removing hat’, and literally means removing 
an incorrect rating. 
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offering chromosome analysis on foetal cells, and more than twenty genetic disorders can be 

diagnosed. 

 

RESEARCH DOMAIN  

 

With the development of genetic technology, the interplay between its practical application 

and the relevant political, economical, and cultural characteristics in a given society is 

becoming more and more noteworthy. Much research has been done in the socio-genomics 

field. For example, Kaushik Sunder Rajan, in his book Biocapital published in 2006, 

illuminates how the contemporary world is shaped by the marriage of biotechnology and 

market forces. Nikolas Rose also points to how a new kind of citizenship, which he terms 

‘biological citizenship’, is taking shape in the age of biomedicine, biotechnology, and 

genomics. Rose’s book, The Politics of Life Itself published in 2007, offers an examination of 

recent developments in the life sciences and biomedicine that have led to the politicisation of 

medicine, human life, and biotechnology. Reyna Rapp’s book, Testing Women Testing the 

Fetus published in 2000, illuminates the social impact of amniocentesis in the United States. 

Her work provides an incisive account of the realities of stratified reproduction by describing 

the scientific and the social practices of amniocentesis. Rapp’s study shows how people 

weave genetic knowledge together with their concepts of parenthood, childhood, family, and 

work, and documents the complexity of the social, cultural, and technological circumstances 

surrounding genetic testing. Further, Sarah Franklin and Celia Roberts’ book, Born and Made 

published in 2006, examines the case of pre-implantation genetic diagnosis (PGD), the 

procedure used to prevent serious genetic disease by embryo selection and result in the so 

called ‘designer baby’. Born and Made provides a deep sociological examination of the 

ethical challenges and competing moral obligations that define the experience of PGD.  

These studies are significant in the research filed of genomics from a social science 

perspective. The studies indicate the issues emerging under the impact of the application of 

genetic technology. In fact, genomics can only be understood well in relation to the social 

contexts where it emerges. Such studies are most often based, however, on developed western 

countries such as America or the United Kingdom, countries which have a leading scientific 
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role in genetic technology. By now few studies, in English or in Chinese, exist which 

examine the repercussions of developments in genomics from a social science perspective for 

Chinese society, and no social science studies focus on genetic testing in China.  

My research is empirical and interdisciplinary. It is based on empirical fieldwork 

conducted in China and focuses on the practical application of genetic testing. The research 

questions all arise from Chinese socio-economic, political, and cultural contexts. My research 

aims to describe the developments in a society which is more stratified, from the perspective 

of people who are vulnerable in terms of poverty and human rights. My research offers a 

special perspective in studying the social aspect of genomics for Chinese society. 

According to the provider and the purpose of genetic testing, my research presents the 

practice of genetic testing in China from three angles: 

  One: Genetic testing offered by biotechnology companies. In China, biotechnology 

companies offer predictive genetic testing that aims to detect susceptibility for developing 

certain multi-genetic diseases. In my research, I name this kind of genetic testing commercial 

genetic testing. The commercialisation of predictive genetic testing and the involved social 

and bioethical problems are presented in Chapter Four.  

Two: Genetic testing offered by hospitals. The testing to diagnose genetic disorders in 

children or foetuses and to detect carriers, combined with the service of genetic counselling, 

is performed in hospital obstetrics and/or paediatric clinics, which is mostly referred to as 

clinical genetic services in this research. In qualified hospitals which have received special 

permission to offer prenatal diagnosis, specialist doctors who have been educated in genetics 

but not specially trained in counselling perform genetic counselling and tests. Such clinical 

genetic testing practice is medical and the counselling is not non-directive as is the norm in 

the western – and global – guidelines. The practice of genetic counselling and analysis and 

the issues concerned are described in Chapter Three, by way of a comparison with 

professional genetic counselling in the UK. The testing done in hospital clinics and the 

vulnerable condition of individuals are described in Chapters Five and Six, based on the case 

study on Thalassemia and DMD.  

   Three: Testing as part of a preventive eugenics policy. Under the population policy that 

aims to reduce quantity and improve quality, testing offered for premarital examination, 

 29



VULNERABLE POPULATIONS AND GENETIC DISORDERS 

prenatal diagnosis, and newborn screening play an important role in the prevention of birth 

defects. The general situation of genetic services, their effect on national eugenics policy, and 

the social implications in the Chinese context are presented in Chapter Seven.  

 

FIELDWORK SITES, INTERVIEWEE SELECTION, AND DATA 

COLLECTION 

 

Fieldwork for my research was conduct mainly in mainland China from 2006 to 2009. In total, 

four phases of fieldwork were carried out: from July to September 2006, from February to 

May 2007, from September 2007 to March 2008, and from September 2008 to February 2009 

(September to November 2008 in China, December 2008 to February 2009 in the UK). 

Considering the diversity of the natural and cultural environment, social and economic 

conditions, health resource distribution, and regional prevalence of thalassaemia, different 

places were chosen for field research. Among the fieldwork sites were hospitals, maternity 

clinics, patient organisations, biotechnology companies that offer genetic tests, and research 

institutions and universities that are researching genetic technology. Each period of fieldwork 

had as the main task data collection for one part of the above-mentioned three parts of the 

research, but at same time also allowing for information collection for the other parts of the 

research and updating previously collected information.  

In the first phases of fieldwork that were carried out from July to September 2006 in 

Beijing and Shanghai, the main task was to understand commercial genetic testing in China. 

Interviews were the main method of data collection. The task was to understand the 

commercialisation of predictive genetic testing offered by biotechnology companies in China, 

and its social and ethical problems. During fieldwork, I interviewed agents of biotechnology 

companies, a geneticist, insurance agents, clinical doctors, and medical students, amongst 

others. I found, however, that it was not easy to make fruitful interviews with company 

agents, and sometimes I needed to develop strategies for creating opportunities to talk in 

more detail with agents; for example, by contacting them as if I was a common customer 

planning to take the test. In this way I contacted about ten companies and interviewed three 

agents.  
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 The second fieldwork period was conducted in Beijing, Guangxi, and Sichuan from 

February to May 2007. During this period, through the participant observation in genetics 

clinics and interviews with clinical geneticists, I became acquainted with the application of 

prenatal genetic testing in China. The questionnaires and interviews conducted helped me to 

understand public opinion on prenatal genetic testing. Through previously established 

connections I had the chance to conduct observations in the ‘Home of Thalassemia’2 in 303 

Hospital in Nanning, Guangxi province, where I met many children with thalassemia and 

talked with them and their parents. I also made contact with some children with thalassemia 

through the media, such as newspaper or Internet reports.  

Here I would like to give one example of how I sought and recruited interviewees. I read 

a court case report about genetic testing for thalassemia, in which was mentioned the name of 

a lawyers’ office that offered legal aid to the family in question. By contacting this office I 

located the lawyer who acted as the attorney for the family. Through this lawyer I obtained 

the contact details of the family and spoke with the parent. Later, this family introduced me to 

several families with thalassemia affected children. In this fieldwork, from around thirty 

children that I met or contacted, I chose eight families to interview in-depth and to follow up. 

Through the in-depth interviews with families that have children with thalassaemia, I gained 

firsthand information which helped me to understand the reproductive decision-making of 

thalassaemia carriers, their decision to produce a ‘saviour sibling’, and the social factors 

affecting their decision-making. 

 On the basis of the findings from the second fieldwork period, further fieldwork was 

conducted from September 2007 to March 2008 where I continued to participate in clinical 

genetic counselling sessions to understand the practice of genetic counselling, this time 

focused on counselling related to Duchenne muscular dystrophy (DMD). I was mainly 

situated in the genetic counselling clinic of Xiehe hospital. I attended nearly every session, 

two sessions one week, for two months, and through clinical participation I found many 

families from all over the country with boys affected by DMD. Finally, I chose three families 

                                                        
2 The Home of Thalassemia in Chinese is di pin zhi jia. It is an outpatient department of 303 Hospital that specialises in 

offering blood transfusion treatment for children with thalassemia. 303 is the name of the hospital, which is a military 
facility.  
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as my primary respondents for the case study on DMD. By using in-depth interviews and 

observations of the families, their vulnerability and the difficulties they faced were well 

understood. This fieldwork period was the empirical basis for my case study on DMD, and it 

also offered basic information about the practice of genetic counselling in China. 

 From September 2008 to February 2009, international fieldwork was carried out in 

China, Hong Kong, and the UK. In-depth interviews were the main method used in this 

period, and clinical observation was conducted when possible. The aim of this fieldwork was 

to better understand the current application of genetic counselling in China by comparison 

with the UK. Before this period, the research conducted in China had collected information 

about the general situation of genetic counselling. During this fourth fieldwork period, 

through in-depth interviews with genetic counsellors and clinical geneticists, I acquired 

detailed information about how genetic counselling is carried out in practice, how the related 

social and ethical issues are handled, and the respondents’ opinions on such issues. 

Meanwhile, during the fieldwork conducted in the UK, following an introduction from the 

Bios research centre of the London School of Economic and Political Science (LSE), I visited 

four hospitals’ genetics departments and interviewed one clinical geneticist and eight genetic 

counsellors. I visited the United Kingdom Thalassaemia Society (UKTS), a charity institution 

for thalassaemia patients, and conducted an in-depth interview with its coordinator. Further, I 

conducted an interview with an executive member of Duchenne Action, an institution for 

patients with DMD. The latter interviewee was also the father of a boy affected by DMD. 

Such interviews helped me to understand more the difficulties of families affected by 

thalassaemia and DMD in the Chinese context, which was helpful for my related case studies. 

The time frame and the main research methods used in each fieldwork period are 

presented in the introductory sections of Chapters Three to Seven. The selection of specific 

sites of fieldwork and participants for in-depth interviews was based on the consideration of 

the demand and objectives of each part of the research. It also depended on the information 

acquired through Internet searching or archival research as to what kind or which institutions 

might be suitable research targets. Usually, this was also the way I found potential 

interviewees, such as agents of biotechnology companies, agents of insurance companies, and 

the executive coordinator of patient organisations. Most often I gained access to interview 
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genetic counsellors, clinical geneticists, genetic researchers, and a haematologist through 

introductions from previous interviewees (the snowball effect). For example, sometimes my 

interviewees recommended other persons whom they thought might be suitable for me to talk 

with. My five years’ experience as a teacher in a well known medical university in Beijing 

also enabled me to build on some contacts with medical researchers and clinical doctors, 

which helped me to gain access to conduct participant observation in the clinics. Additionally, 

clinical observation and participation facilitated access to the pregnant women, patients, and 

their families for questionnaires and interviews, and the recommendation of other patients 

was also a way to recruit new patient interviewees.  

Most of my interviewees in China were Chinese and did not speak English, with the 

exception of some doctors and clinical geneticists who had published academic papers in 

English. Therefore, Mandarin (putong hua, the officially normative Chinese) was the 

language used in most interviews. The interviews with genetic counsellors and clinical 

geneticists in Hong Kong were conducted in Chinese and/or English. For the interviews in 

the UK – eight interviews with genetic counsellors, one with a clinical geneticist, and three 

with the people from patient organisations – English was the language used.  

The semi-structured interview was the main method of my field research. The outlines 

and interview questions varied according to the different target groups and informants. 

In-depth interviews were conducted by appointment. Each in-depth interview was unique, 

and the outline for an appointed interviewee was also specially designed. Some interviews 

with patients took their own course, as the respondent preferred to talk more about his/her 

views rather than to simply give answers to multiple choice questions; thus, the questionnaire 

would turn into an informal interview. In this way, some questions in the questionnaire were 

also used as interview questions.  

Through such informal interviews with patients, gradually the cases for the case study 

took shape, and were selected for further exploration. Then the contacts were built up and the 

follow-up interviews and visits conducted. Telephone interviews were also conducted when 

an on-site interview was not possible. In my experience, an arranged telephone interview 

with good preparation could sometimes work very well. Usually, in order to encourage 

interviewees to talk more, the interview questions were open ended. Before the start of each 
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interview, usually I simply introduced myself and explained my research to the interviewee. 

The interviewees were informed that the interviews were just for this research, they agreed to 

voluntarily talk with me and answer my questions, they understood that the interview might 

be used in academic papers which possibly would be published, that their privacy and 

confidentiality were guaranteed, and that the interview content would be anonymous and 

their names and any identifying details would not be disclosed in any subsequent papers. The 

interviewees were also informed that they could feel free not to answer some questions, not 

talk about certain topics, or stop the conversion at any time. The interviews were 

semi-structured and started with easygoing questions. Regarding the research themes, there 

was seldom a limit placed on the discussion. During interviews, the conversation sometimes 

explored random topics and unexpected or unplanned themes, which offered more 

background regarding the social contexts. For the in-depth interviews, I asked permission 

from the interviewees to record the conversions. Under the terms of this permission, the 

interviews were recorded by digital recorder or MP3. Some phone interviews were also 

recorded, with the permission of the interviewees. Notes were taken during all the interviews 

at the same time as the conversation. All the audio files of interviews were saved on 

computer and/or USB disk, and other original data collected during the fieldwork were also 

kept by me. These data have been used solely for this research.    

 

 

 



CHAPTER THREE 
The Practice of Genetic Counselling – a Comparative Approach to Genetic Counselling in China 

 

 

 

CHAPTER THREE 

 

 

THE PRACTICE OF GENETIC COUNSELLING – A COMPARATIVE 

APPROACH TO GENETIC COUNSELLING IN CHINA3 

 

 

(A couple is waiting in the reception of genetics clinic in a hospital in London) 

 

 

                                                        
3  This chapter is based on the paper published as: Sui Suli, 2009. The Practice of Genetic Counselling – a Comparing 

Approach to Understand Genetic Counselling in China. BioSocieties.4: 391–405.  
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（Pregnant women are waiting in line for clinical session in a hospital in Beijing ） 

 

 

（A baby with his mother and grandmother are waiting for a genetic clinical session in a 

hospital in Beijing） 
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（One of the pictures on the wall in the reception of genetics clinic in a hospital in London） 

 

 

Genetic counselling is an important part of genetic services. This chapter provides an 

empirical account of the application of genetic counselling in China based on interviews, 

clinical observation and literature research during field study from September 2008 to 

February 2009, which was carried out mainly in China and partly in the United Kingdom. 

Taking comparison with the situation in the UK, and from a social science perspective, this 

chapter narrates the situation of genetic counselling in China, like the qualification for genetic 

counselling providers, the model of genetic clinical services, and its governance and 

supervision in Chinese social contexts; and it demonstrates the comprehensions and practical 
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applications of some ethical issues, such as non-directiveness, informed choice and 

decision-making, and reflects the administrative, political and socioe-conomic environments 

in a certain society. This chapter argues that the current situation and existing issues of 

genetic counselling in China are mainly due to its executive governance, non-professional 

genetic counselling provision, economic conditions and lack of full healthcare coverage. 

 

 

INTRODUCTION  

 

The twentieth century saw the emergence of genetic practices that defined individuals in 

relation to their genetic constitution (Rose 2007). Among those practices, genetic counselling 

is an important one, and the rapid development and application of genetic testing 

technologies make the provision of genetic counselling increasingly important. The American 

Society of Human Genetics defines genetic counselling as ‘a communication process that 

deals with the human problems associated with the occurrence or risk of a genetic disorder in 

a family’ (Ad Hoc Committee on Genetic Counselling 1975). Harper defines genetic 

counselling as ‘the process by which patients or relatives at risk of a disorder that may be 

hereditary are advised of the consequences of the disorder, the probability of developing and 

transmitting it and of the ways in which this may be prevented or ameliorated’ (Harper 1988; 

Harper 2004). According to these definitions, the process of genetic counselling involves an 

attempt to help the individual or family to comprehend the medical facts including the 

diagnosis, the probable course of the disorder and the available management strategies, to 

appreciate the way heredity contributes to the disorder and the risk of recurrence in specified 

relatives, to understand the alternatives for dealing with the risk of recurrence and to choose a 

course of action which seems to them appropriate in view of their risk and their family goals, 

and to act in accordance with that decision, and to make the best possible adjustment to the 

disorder in an affected family member and/or to the risk of recurrence of that disorder 

(Tibben & Duivebvoorden 1994). These concepts have been generally recognized and 

accepted. Accompanied by the application of genetic counselling in a particular society, its 

governance also has been formed under the social network. The traditional model of 
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technology governance leans heavily on the principle of scientific authority, and it is being 

replaced by the view that non-scientists can make decisions relevant to sophisticated 

technological applications based on their own life expertise, experience and social existence 

(Mavis & Brian 2003). In fact, technology is an integral part of the creation of stable 

socio-technical networks, and the practice of emerging technology is socially shaped to 

reflect the activities and interests of the groups involved in the formative process. And the 

process in the formation of such networks is the creation of particular expectations for how 

the technology might be used in practice (Martin 2001). In practice, within a certain society 

and under the social contexts, the governance and the issues concerning genetic counselling 

and the understanding of such issues have their own specialities. Aiming to better understand 

genetic counselling in different contexts, a field study was carried out mainly in China, partly 

in Hong Kong and the United Kingdom (UK) from September 2008 to February 2009. 

During field research, I interviewed genetic counsellors, clinical geneticists, nurses, 

coordinators of patient groups, the chairman and members of professional institutions, 

patients and their families. Clinical observation was also undertaken. This chapter is based on 

the findings of this fieldwork. It narrates the current situations of the practice of genetic 

counselling in China, including the requirements and qualifications for genetic counselling 

providers, the type of clinical genetic services and its governance and supervision. 

Additionally, this chapter offers an insight of the comprehension and practical application of 

some ethical issues in genetic counselling, such as non-directiveness, informed choice and 

decision-making. Such issues reflect the administrative, political and socio-economic 

environment in current Chinese social contexts.  

 

THE CURRENT PRACTICE OF GENETIC COUNSELLING IN CHINA 

 

In China, there are no professional genetic counsellors and, in practice, genetic counselling 

services are offered by clinicians. The government has been trying to regulate the clinical 

application of genetic counselling. The Chinese Ministry of Health (MOH) promulgated 

Guidelines for Genetic Counselling in 2003. The guidelines are official government rules 

that regulate the application of genetic counselling, particularly as related to prenatal 
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diagnosis. According to the guidelines, genetic counselling should be offered by clinicians 

who have a background in genetics, have a certificate of qualification in maternal and infant 

healthcare, and whose work concerns prenatal diagnosis. The guidelines also state the 

common procedures and requirements for genetic counselling. For example, it states that in 

the genetic counselling session, the clinician who works as genetic counsellor should: collect 

information, draw a family pedigree, provide information of the measures for prenatal 

genetic diagnosis, diagnose genetic disorders and confirm the inheritance mode, estimate 

recurrence risk and offer advice to patients. In practice, these are the content of the genetic 

counselling clinic session and are all done by clinical geneticist. This basic situation of 

genetic counselling in China is different from that in the UK where there are professional 

genetic counsellors. In the UK, the clinical genetic counselling teams consist of medical 

geneticists and genetic counsellors. In practice, genetic counsellors and clinical geneticists 

work in close partnership, and parts of the counselling services they offer are joint or 

combined. As is shown in the figure below, ellipse A represents the practice of genetic 

counselling and ellipse B the practice of clinical genetics. Generally, genetic diagnosis and 

the determination of hereditary characteristics are done by clinical geneticist, as shown in B1; 

the clinical procedure of genetic testing, the explanation of the implications of the diagnosis 

and the help/support for the patient for decision-making, are done by genetic counsellor, as 

shown A1. Prenatal diagnostic counselling and pre-test and post-test counselling for 

predictive/carrier genetic testing, the estimation of recurrence risk, and the explanation of 

genetic testing results could be done by the genetic counsellor or clinical geneticist, as shown 

in A2/B2. Increasingly, a proportion of counselling work is counsellor led.  
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Practice of Clinical 

Genetics              

  

A2/B2 

B1 A1 

A  

 

Practice of Genetic  

Counselling                  

  

 Currently in China, only hospitals or healthcare providers with authorization from the 

Provincial Health Department to practise prenatal genetic diagnosis can develop a clinic genetic 

counselling service. Usually, the genetic counselling service is combined with the genetic testing 

and the main task of the clinic is to offer testing to diagnose. As the prenatal genetic testing and 

diagnosis need advanced technology and equipment, not many hospitals get permission. Some 

big and well-known hospitals get such permission; for example, in Beijing in 2007 five hospitals 

got permission to offer prenatal genetic diagnosis: Xiehe Hospital, Beida Hospital, Beiyi No.1 

Hospital, Beiyi No.3 Hospital and Beijing Maternity Hospital (Liu 2007). Usually, these hospitals 

have the genetic counselling clinic in the paediatric department and/or in the gynaecology 

department, which have regular sessions one or two times a week. In practice, the clinics have 

similar working procedures, as the flow diagram shows below.  
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Genetic counselling procedure 

  

Patient visit clinic session 

 

   

             Ini t ia l  vis i t        Second vis i t     

↓  

Inquire  disease his tory & establ ish pat ient  record 

↓  

Physical  examinat ion,  other  appropriate  checks i f  needed 

↓  

Pr imary cl inic  diagnosis  

↓  

Offer  avai lable  tes t ing (chromosome or  genet ic  tes t )  

↓  

Based on tes t  resul t ,  confirm diagnosis ,  

es t imate  r isk,  offer  prenatal  diagnosis  

i f  needed,  discuss  with pat ients  

↓  

Analyse resul t ,  offer  informat ion 

and advices  for  pat ient  to  refer  

↓  

Sort  out  and f i le  pat ient  record 

 

(In general, the genetic counselling procedure is as the flow diagram shows. The reference 

information, which is in Chinese, comes from the website of Medical Genetics of Hunan 

Xiangya Medical College: www.cnlmg.com/cn/Item_Page [Accessed date October 2009]). 
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 In China, there is no national medical health coverage system (guojia gongfei yiliao tixi). 

The costs for medical care are paid by patients.4  There is no organized referral system 

among the hospitals, and every hospital charges the medical care fee itself. The hospitals 

establish a new patient record at the first clinical visit, and only take responsibility for what 

they do for patients in their own hospital. It is same for the genetic counselling clinics. The 

patient can choose in which city and which hospital to visit clinics, depending on their own 

choice and the financial capability to afford all the costs, including the possibly incidental 

expenses such as the costs for transportation and accommodation. However, in practice, the 

choices for genetic counselling clinic are limited because of the limited availability of genetic 

counselling clinics across the whole of the country. Such a situation is different from some 

counties/area where there are referral system and national medical health coverage system, as 

in the UK, with the National Health Service, all the medical services for patients are free. For 

the genetic services, patients do not visit genetic counselling clinics directly, but must be 

referred by medical professionals in a certain hospital or local healthcare provider. The 

referral document for a patient is sent to the local Regional Genetics Service when the 

doctor/family doctor considers the patient needs to attend a genetic counselling clinic. 

Genetic counselling is provided by professional teams in regional genetic centres/services 

within the medical care system of the National Health Service (NHS).  

 

QUALIFICATIONS FOR PROVIDERS OF GENETIC COUNSELLING  

 

The education of counselling providers plays an important role in genetic counselling. The 

understanding of the significance of genetic counselling, the required standards of genetic 

counselling, the professional skills and codes needed, can only be well appreciated by relevant 

education and training. Suitable qualifications and accessibility of education/training for 
                                                        
4  Government officials and employees in state-owned units can get a proportion of their medical care expenditure 

reimbursed from the units they work for. The healthcare insurance system is underdeveloped and the inherited diseases are 
excluded from insurance. Although in some parts patients share cost with the insurance companies, the majority of the 
population pay medical costs themselves. Presently, new healthcare reform is being tried in China, so hopefully the 
situation will change to some extent.  
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counselling providers are the prerequisites for the practice of counselling.  

In China, the Guidelines for Genetic Counselling regulates the requirements for counsellors. 

Firstly, counsellors must be a clinician with a licence. In addition, they must also have either: (1) 

a bachelor’s degree of medical education, at least five years’ clinical experience working in an 

obstetric department as an obstetrician or other interrelated clinical departments, and have 

specific training in clinical genetics; or (2) at least ten years’ working experience in prenatal 

diagnosis with special knowledge of clinical genetics and technology skills. They are also 

required to be well educated in genetics, have ample genetics knowledge and the ability to 

accurately diagnose conditions, accurately analyze test results, and appropriately estimate the 

inherited risk and recurrence risk. At present, there is no official degree programme in genetic 

counselling in China. In practice, genetic counselling providers are clinicians trained as 

paediatricians or obstetricians. Training programmes for prenatal diagnosis are sometimes 

available, for example at the national prenatal diagnosis training programme hosted six times 

by Hunan Xiangya Hospital prenatal diagnosis centre. Usually these training sessions have a 

lecture for genetic counselling given by a senior geneticist (Xiangya Hospital 2008).   

In fact, the professional education or/and training is necessarily required for working as a 

genetic counsellor in some counties/areas. For example, in the UK, clinical genetic counsellors 

are required to have either a background in nursing with appropriate training, or have 

completed a master’s degree in genetic counselling. Two master programmes in genetic 

counselling were developed in Manchester in 1992 and in Cardiff in 2000 in the UK, which are 

designed to educate students for clinical genetic counselling.    

The students in such programmes are educated to be the clinical genetic counsellor. In the 

UK, there are two routes to enter into the genetic counsellor profession: a minimum of six years 

of usual training and work experience prior to entry to the profession, for the professional route, 

or five years for the MSc in the genetic counselling route. Registration for a professional 

genetic counsellor can only be undertaken after a training period of two years following entry 

into the profession by either of these routes. The requirement is the submission of a 

master’s-level portfolio of evidence of professional competencies. By registration, therefore, all 

prospective genetic counsellors will have completed seven to eight years of training, with many 

more having considerably longer.  
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MAIN ISSUES CONCERNED GENETIC COUNSELLING  

 

As what described above, the basic situation of clinical counselling and counsellors, the 

requirements and qualifications of counsellors and the education/training of counsellors in 

China have its speciality. This part of this paper will focus on the understanding of the issues 

concerning genetic counselling in the Chinese social contexts. Here, a comparing approach is 

taken to shed light on such issues.  

 

Goals of practical genetic counselling 

In the beginning, the essence of genetic counselling was stated as informative: its aim was to 

convey relevant genetic facts and reproductive options in order to enable families to plan 

reproductive decisions and to adjust realistically to, or cope better with, their genetic problems 

(Hsia 1977). Accompanying the development of genetic counselling, the goals of genetic 

counselling have differed over the past three decades. American researchers from the National 

Human Genome Research Institute of the USA pointed out that there are two prominent 

viewpoints of the goal of genetic counselling. One view upholds the goal of preventing birth 

defects and genetic disorders; the other view promotes the goal of improved psychological 

well-being in client adaptation to a genetic condition or risk. Both goals emphasize that clients 

should make their own reproductive decisions; however, the former relies on clients making 

decisions that will reduce the impact of genetic disorders (Biesecker 2001).  In fact, the goal 

of genetic counselling virtually directs and dictates its practice, and hereby the counselling 

practices demonstrate different goals. Meanwhile, the accepted professional code of ethics, 

government guidelines and the genetic counselling providers’ awareness of their role and duty 

also express or reflect the goal of genetic counselling.   

In China, according to regulations enacted by the MOH, genetic counselling is treated 

as one item of prenatal diagnosis technology (MOH 2003a: Article 2). The MOH states that the 

main purposes of enacting a guideline of prenatal diagnosis technology are ‘in order to 

safeguard the mother and infant health, improve the quality [su zhi] of the newborn population, 

to ensure the safety of the prenatal diagnosis technology’ (MOH 2003a: Article 1). The 
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Guidelines of Genetic Counselling is an attached document of the Measures for the 

Administration of Prenatal Diagnosis Technology enacted by the MOH in 2003. According to 

this guideline for genetic counselling, genetic counselling is for patients inquiring about a 

genetic disorder, birth defect and reproductive decision-making (MOH 2003a: Foreword). 

Some well-known genetic experts working as clinical geneticists hold the opinion that genetic 

counselling is a type of medical guidance [yixue zhidao], and consequently the application of 

genetic counselling will reduce birth defects, thereby improving family welfare and social 

harmony [cujin jiating xingfu he shehui anding] and enhancing the population quality of the 

nation [tigao minzu sushi] (Xia & Wu 2003). Currently in China, clinical genetic counselling is 

combined with genetic testing. The main reason patients resort to the genetic counselling clinic 

is to undertake a genetic test. For pregnant women who know they are at high risk, the purpose 

of counselling is to avoid giving birth to an affected baby. One of my interviewees, a pregnant 

woman who has a son with Duchenne muscular dystrophy (DMD), expressed her view: 

   

I heard from the doctor in local hospital in my hometown that this hospital 

has a genetic counselling clinic and can offer prenatal genetic testing. Then I 

come here to take the test. I hope I will have an unaffected child. Otherwise, 

why would I to spend so much money coming here and to pay for the test. 

[Trans: S. Sui] 

 

Another interviewee has a nine-year-old son with DMD and a daughter who is 21 and 

has reached the legal age to marry. She described how the doctor in the clinical genetic 

counselling session told her that the test result of the boy, confirming DMD, would enable her 

daughter to be aware of the high risk. The doctor explained to her that when her daughter got 

pregnant she could resort to a genetic counselling clinic to take a test, to avoid giving birth of a 

child affected by DMD. The doctor emphasized this would be an important and significant 

action to prevent a ‘tragedy’ happening again [beiju chongyan] to her daughter, and she also 

agreed.  

In the UK, the Association of Genetic Nurses and Counsellors (AGNC), founded in 

1980, is the professional organization which represents genetic counsellors and genetic nurses 
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in the United Kingdom. The AGNC approbates the definition of genetic counselling defined by 

the American Society of Human Genetics in 1975. As the professional organization of the 

genetic counsellor, the AGNC represents the view of the profession and prescribes standards of 

clinical practice in genetic counselling. Also, the AGNC attempts to clarify and guide the 

conduct of genetic counsellors. It states that all genetic counsellors must be aware of the ethical 

implications of their professional role, and adhere to the principles and guidelines in the code 

developed by the AGNC (AGNC 2008a).  The AGNC also states the aims of genetic 

counselling are to help the individual or family understand the information about the genetic 

condition, appreciate the inheritance pattern and risk of recurrence, understand the options 

available, make decisions appropriate to their personal and family situation, and make the best 

possible adjustment to the disorder or risk (AGNC 2008b). A counsellor interviewed in the UK 

also expressed such a view as below: 

    

We understand that the patients are under pressure. They are full of worries 

when they encounter genetic problems. It is not very difficult for the patient to 

understand the genetic information and available options when we explain them 

in a proper way, but it is difficult for them to make a decision. We help our 

patients to reduce their psychological distress, reduce self-blame and relieve 

their worries. That is what we are here for.  

 

This statement shows that genetic counselling in the UK not only offers information about 

the genetic problems but also considers the psychological issues that counselees face in such 

conditions.  

 

Non-directiveness and decision-making in practical genetic counselling  

Genetic counselling is one practice in which individuals are encouraged to reflect upon their 

inherited constitution, with the explicit aim of affecting their conduct (Rose 2007: 113). Thus, 

the directive or non-directive way in which counselling attempts to affect the individuals’ 

conduct, especially for reproductive decisions, is significant. Non-directiveness, also known as 

client-centred therapy, which was established by Carl Rogers in 1940s and 1950s (Rogers 1951: 
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29 ), means that the counsellor leaves all decisions about future reproduction up to the family, 

and does not provide any recommendation for treatment or intervention. Non-directiveness is 

one of the guiding principles of genetic counselling. For the individual genetic counsellor, it has 

provided practical and ethical guidance in the complex tasks of presenting technical 

information, giving emotional support, and assisting in the process of decision-making. At the 

professional level, it has served as a basis for developing ethical standards, counselling 

techniques, and professional identity (Weil 2003). Non-directiveness is based on the desire to 

uphold the personal nature of reproductive decision-making and a reluctance to pass judgement 

on the worthiness of the life of a person affected with a genetic condition (Murray 1996). This 

concept has been influential in the way of working with counselees. In practice, the 

understanding of non-directiveness and of how to achieve non-directiveness is very important. 

In China, offering advice is one of the duties of clinician working as a genetic counsellor. 

According to the Guideline of Genetic Counselling, clinicians working as genetic counsellors 

should offer advice on marriage, reproduction, or some general consultation. It regulates that 

clinicians should try best to avoid expressing their own opinion during counselling. A medical 

expert I interviewed pointed out that currently few clinicians pay more attention to 

psychological aspects when they offer genetic counselling. In fact, for most patients, the 

feasible options are limited because of their economic situation, the healthcare system and 

family-plan policy. One genetic counsellor’s words demonstrate this:  

 

In most conditions, I need not say more and the patients know clearly what 

they can choose. They resort to the genetic counselling clinic with the clear 

wish to have a healthy, unaffected baby. I think I need not or cannot say 

keeping an affected fetus is an option. The patients already thought this is not 

option for them. Imagine, when I say she also had the option to keep the 

affected fetus, that the patients asked me where they can get money to treat 

their baby. I would be dumbfounded [sha yan] and could not say anything. 

[Trans: S. Sui] 
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One clinical geneticist also expressed a personal opinion of non-directiveness: 

 

I think nowadays we are trying to be non-directive in counselling. We require 

the patients to sign an informed consent form before they take a genetic test, 

which is a necessary procedure now. We cannot promise the test results are 

always 100 per cent accurate. We need to make sure that the patients 

voluntarily take the test and voluntarily take the risk. This is also a way to 

avoid potential dissension. We do not write ‘clinician suggestion’ on the test 

report and we do not advise patients to terminate or keep a pregnancy. We 

explain the test result to patients. Usually the patients have already thought 

over their choices, which depend on the test result. In fact, when the patients 

understand the test result, they know what they will do. [Trans: S. Sui] 

 

One genetic counsellor shared her experience and her opinion about non-directiveness and 

informed decision: 

 

Usually, if the pregnant women already know the fetus is affected, they will 

terminate the pregnancy. For this, they hardly need any advice. They regard 

the test as a way to avoid having an affected baby and understand well it is so 

hard to have an affected child. Actually, I have only come across one case that 

a pregnant mother still kept her pregnancy when she knew the test result was 

‘bad’, which was years ago. She already had one affected child and I 

explained to her that her fetus would have the same condition as the affected 

one. She did not believe it, because she resorted to the fortune teller, and the 

fortune teller told her this fetus was perfect and would bring amazing good 

luck to her family. I think I had told her what I should have done. After the 

fetus was born with a disorder, she came to the clinic again for diagnosis with 

great regret. But it was too late for regret [houhui moji]. Judging on the basis 

of this case, I think sometimes we still need to ‘direct’ the patient. [Trans: S. 

Sui] 
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In the UK, non-directiveness is treated significantly in counselling concerned with 

reproductive decision-making. In my fieldwork, all the genetic counsellors I interviewed in the 

UK insisted strongly that the genetic counselling should be non-directive, and they considered 

their clinical practice of genetic counselling to be non-directive. Such opinions are shown by 

their own words:  

       

During the counselling session, we tell the clients their genetic condition. As 

for the decision-making, especially for the reproductive decision-making, we 

do not tell the patient what they should do. We offer options to patients but no 

suggestions. We help and support any decision the patient make without our 

judgement. Certainly, I have my own opinion. But, I try to avoid my opinion 

influencing my patient’s decision-making. We do not lead or hint to our patients 

to make their decision. Actually, I think it is patients who ‘lead’ us. During our 

counselling, from what the patients tell us, we can feel their worries then help 

their relief. Sometimes we can feel they have already made their decision but 

they are hesitant because they need support psychologically, then we support 

them.  

 

I think we are always trying to help our patients reach the ‘good’ decision from 

their personal view. We let the patients understand there is no right or wrong, 

only a suitable decision. The important thing is they understand well their 

choice and what will happen if they take this choice. We do not guide them to 

any decision, as to test or not to test, to terminate a pregnancy or to keep it. We 

never say ‘maybe it is better to do …’ 

 

If a patient asks me what I would do if I were him, I will tell him everyone is 

different. We are different and something I think what is good for me may not be 

good for you. I do not regard non-directive counselling as irresponsible. I will do 

my best to help a patient to make their personal decision, but not lead or direct.  
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In practice, non-directiveness and informed decision-making in genetic counselling are 

commonly known as ethical principles. The counselling providers interviewed in this study all 

regard their counselling a non-directive, or believe they are doing their best to keep it 

non-directive, but their understanding of non-directiveness and the extent of its application are 

different. Comparatively to say, non-directiveness has gained more virtual currency in the UK 

than in China. One Chinese geneticist I interviewed regarded current ‘non-directiveness’ in 

China as a ‘skin deep’ [biaomian shang de] non-directiveness. 

 

DISCUSSION 

 

Based on the introduction and comparing of the different situations of genetic counselling in 

China and UK, this section will examine and analyse factors that have contributed to genetic 

counselling in China. 

 

Non-professional counsellor in China  

Usually, in medical treatment for the patient’s welfare, to some extent, a doctor’s job is more 

likely inclined to be directive. In China, for the clinician working as genetic counsellor, they 

were educated as a clinician but not a professional genetic counsellor. Currently, there is no 

institution to certificate counsellors and specifically govern the group of counsellors. A 

geneticist I interviewed said the counsellors have no ‘niang jia’ (‘niang jia’ literally translates 

as mother’s home of a married woman, which metaphorically means a union for a special 

group). Also, he expressed his own view on the clinician geneticist working as a genetic 

counsellor:  

 

I think there is no problem that the doctors can offer genetic information to 

patients, but to some extent this situation is wasting the ‘resource of the 

doctor’ [yisheng ziyuan], where supply already falls short of demand. In 

practice, with many patients waiting outside the door, doctors do not have 

enough time and energy to consider more about psychological issues. Maybe 
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they are also not aware of such issues. Without special and suitable training, I 

do not think a genetic clinician, even an expert, can make a good genetic 

counsellor. In practice, because ‘genetic counsellor’ is not a formally official 

profession, so there is no professional title for ‘genetic counsellor’. You know, 

a professional title is so important in a person’s professional career. I think that 

‘Genetic Counselling’ has not been paid more attention by authorities. This is 

also a reason that many young genetic clinicians do not have enough passion 

or impetus to learn genetic counselling themselves and would not like working 

as a genetic counsellor.  [Trans: S. Sui]  

 

In fact, the qualifications for the genetic clinician who offers genetic counselling in China 

emphasize medical knowledge and technology. The essential professional responsibility of 

clinicians is to heal the wounded and rescue the dying [jiu si fu shang]. In practice, doctors try 

to reduce illness and eliminate human suffering from illness. For example, in the condition of 

prenatal diagnosis, the clinical obstetrician’s initial motive in performing prenatal genetic 

testing may be to detect and then reduce abnormalities. As for genetic counselling, this is seen 

more as psychological support for patients’ decision-making, and even this is opposite to the 

clinician’s initial motive. As a communication process with the patients, counselling providers 

need to adopt better communication skills than common clinicians, such as promoting shared 

language and using silence and listening skills (Baker et al. 1998: 65–70), to help counselees to 

overcome their emotional problems, and counsellors should avoid using scientific terminology 

and jargon in their explanations. Practising these communication skills requires proper 

education/training, which is at present lacking in China.  

 

A model of genetic counselling  

Since the concept ‘genetic counselling’ was coined in 1955 (Reed 1955), there have been four 

models proposed:  the eugenic model, the medical preventive model, the decision-making 

model, and the psychotherapeutic model (Baker et al. 1998: 2–4).  

The eugenic model aims at counselling families with a history of ‘defective’ offspring not 

to reproduce. The medical preventive model and decision-making model emerged from the 
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1950s to the early 1970s. They attempt to give families information and offer the option to 

avoid recurrence of a particular genetic disorder. Their aim is the optimization of population 

health, mostly through the prevention of birth defects (Fine 1993). The decision-making model 

allowed a more interactive type of counselling so that individuals were not only educated about 

the risks but also were helped with decision-making on further testing and reproductive 

concerns. And the counselling provider believed that those who were at risk of having defective 

children, once given accurate knowledge, would make ‘responsible’ use of that knowledge and 

make their own prudent decisions concerning reproduction (Rose 2007: 115). In the 

psychotherapeutic model, which became dominant during the 1970s, the genetic counsellor not 

only provides the individual with the necessary information but also helps the individual 

through any psychological and emotional difficulties. And increasingly they were addressed as 

autonomous individuals making informed and responsible choices for their own futures (Dice 

1952; Herndon 1955; Rose 2007: 115).  This research shows that current genetic counselling 

in the UK has adopted this model. In China, current genetic counselling is more like the 

medical preventive model or the decision-making model. In the latter, clinical counselling 

offers mainly genetic diagnosis, the determination of hereditary characteristics, the estimation 

of recurrence risk, the explanation of genetic testing results, availability of treatment, content of 

treatment and feasible measures to prevent the condition. This model emphasizes the genetic 

disorder itself and the associated medical problems. The psychological and emotional aspects 

are left to the clients and to an extent are even ignored. In fact, currently, the patients who resort 

to genetic counselling clinics do not expect more psychological therapy or consolation, 

although they hope the clinician will understand they are in difficulty. One of my interviewees, 

who has a son affected with DMD, explained her view, and many clients interviewed in China 

have a similar opinion:    

I do not come here for psychological therapy. The doctor here is not 

psychologist. Certainly, I hope the doctor is kind, patient, warm-heart and 

understanding. For the psychological and emotional pain, I think I try to, and 

have, overcome it. If needed, possibly I will turn to my family or friend. 

[Trans: S. Sui] 
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All clinical geneticists and counsellors interviewed in this research prefer the psychotherapeutic 

model and agree this model cares more about the patient’s psychological difficulties and it is 

better for the patient’s well-being. The counsellors interviewed in the UK consider the current 

model in the UK very good. The Chinese geneticists interviewed think it is much more difficult 

for clinical geneticists to carry out such model in the current Chinese context and considering 

that the current genetic counselling in China is realistic.  

 

Limited choice and decision-making  

In China, illness has a close correlation with poverty, especially in rural areas. The cost of 

medical services has not only been shown to be a major factor influencing hospital utilization 

by the poor, but also medical costs contribute to families falling into poverty (Kaufman & Fang 

2002). Nowadays, Chinese parents have greater expectations for their offspring under the 

one-child population policy, and at least a healthy baby is the wish for prospective parents. For 

the absolute majority of Chinese families, the ensuing financial burden of medical treatment for 

a child born with a serious genetic disorder, for example thalassaemia, is so oppressive that it is 

hard to afford. Additionally, the deficient public welfare, shortage of social support/help for the 

disabled, and the potential social stigma and discrimination make prospective parents worry 

more. These limit the feasible options concerning reproductive decision-making. Genetic 

counselling, which is combined with genetic testing, plays a major role in preventing birth 

defects. In practice, for patients/families who resort to the genetic counselling clinic, the main 

purpose is to take a genetic test in order to avoid having an affected child. For them, the 

financial stress outweighs psychological pressure, which also might be caused or sharpened by 

financial stress. Compared with China, the UK and Hong Kong are wealthy and have public 

healthcare systems and comparatively better public welfare. For the parents in the United 

Kingdom, to a certain extent, the cost of abortion in terms of remorse and guilt may outweigh 

the financial burden of rearing a handicapped child (Clarke 1991). Additionally, the inference 

of culture or/and the religious opinion of the moral position of embryo and the status of fetus 

also plays a certain role in the reproductive decision-making. Anyway, without worrying about 

medical treatment expenses, it might be the more feasible options for reproductive decisions, 

although, to some extent, balancing the possible options sometimes is hard.   

 54 



CHAPTER THREE 
The Practice of Genetic Counselling – a Comparative Approach to Genetic Counselling in China 

 

Non-directiveness and non-judgement 

The counsellors I interviewed insist that genetically at-risk individuals must govern 

themselves and their lives, and the counsellors regard what they are doing in practice as 

non-directive, but non-directive counselling is difficult to attain. For non-directiveness, it is 

essential that the counsellor/clinician be non-judgmental. In practice, the counsellor’s motives, 

conscious or unconscious, are relevant during counselling, and it is the counsellors who 

decide what kind of information should be given to the patients, which involves a value 

judgement. In fact, it is not easy for counsellors to avoid their personal value judgements. It 

had been suggested that ‘non-directive’ counselling is an abdication of professional 

responsibility and that it is impossible to maintain a sincerely non-directive approach to 

counselling about a genetic disorder while simultaneously aiming to prevent that disorder 

(Clarke 1991). The counsellors I interviewed consider that there is still scope for 

improvement for the ideal non-directiveness, even though some of them regard their current 

counselling mode as very good or perfect. However, most of them do not agree that 

non-directiveness is irresponsible. As the same time, they do not deny that sometimes, to a 

certain extent, directive counselling is supportive and understanding for the patient. In China, 

one of the main aims of current genetic counselling is prevention of genetic disorders, and the 

guidelines/regulations require clinicians to offer advice to patients. Also, from the 

aforementioned Chinese interviewee’s words, current genetic counselling in China can be 

said to differ from non-directive counselling, although the clinical geneticists consider it to be 

non-directive. Nowadays, with the development of medical ethics in China, the recognized 

principle of non-directiveness is becoming well known. It is understandable that counsellors 

wish their work to be in accordance with the ethical principles. Also, in practice, claims that 

counselling is non-directive, and that no directive advice is offered to aid patients’ 

decision-making, perhaps helps the counsellors to avoid potential dispute or litigation. 

Frankly, in practice, ideal non-directiveness and non-judgement in genetic counselling is hard 

to achieve. Although non-directiveness connects with free autonomy of decision-making, in 

fact, more understanding and psychological support for patients are needed. Sometimes, in 

certain conditions, even for a very personal decision such as reproductive decision-making, 
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directive and feasible advice from experienced clinicians/counsellors is also very helpful.   

 

CONCLUSION 

 

This chapter aimed to show the practices of genetic counselling in China and different practices 

of genetic counselling in the UK. In China, genetic counselling service is offered by clinical 

geneticists, and the clinical genetic counselling related to prenatal diagnosis is under 

governance of official guidelines with the goal of reducing birth defects. These are the features 

of practice of genetic counselling in China. In the UK, there are professional counselling 

services of the psycho-therapeutic model counselling and non-directive counselling style. In 

fact, the social contexts make genetic counselling distinctive in individual societies. Generally, 

this chapter argues that the economic conditions, the non-professional status of the genetic 

counselling provider, lack of full coverage of the healthcare system and national population 

policy are the formative factors of the current version of Chinese genetic counselling. 

Compared with in the UK, where individual well-being and autonomous reproductive choice 

are more respected, patients in China have fewer feasible options concerning reproductive 

decisions. Such situations contribute to the practice of genetic counselling and its governance in 

China, and, to some extent, limit proper communication and applicability of non-directiveness 

in genetic counselling in China. Considering the clinical genetic testing and counselling are 

combined in China, from what is described and discussed in this chapter, we can basically 

understand the situation and the main issues concerned in clinic genetic service. Chapters Five 

and Six respectively of this thesis take thalassemia and Duchenne muscular dystrophy as case 

study targets to discuss the genetic testing practice and involved issues in Chinese contexts. The 

case studies will offer an insight to well understand the problems and the impacts that the 

families with a genetic disorder may encounter in the application of genetic technology under 

the Chinese social factors.   
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SOCIAL, FINANCIAL AND ETHICAL ISSUES IN COMMERCIAL 

GENETIC TESTING5 

 

(Top line of Beijing Technology Daily: The price of genetic fortune-telling in Beijing is 

lower than abroad) 

                                                        
5 This chapter is based on the published paper: Suli Sui & Margaret Sleeboom-Faulkner. Commercial Genetic Testing in 

Mainland China: Social, financial and ethical issues. Journal of Bioethical Inquiry. 2007; Volume 4, No.3; 229–237.  
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This chapter focuses on commercial predictive testing in China, based on interviews with 

company mangers, regulators and clients, and literature research during fieldwork in China 

mainly from July to September 2006 and some data updated till 2010 March. The 

commercialization of genetic testing and the lack of proper formal regulation have led to 

bioethical problems related to dubious advertising practices, and misleading and 

unprofessional medical advice, of which the consequences for the users of tests are barely 

known. It concludes with a discussion on the social and ethical issues in the practical 

application of genetic testing in China. 

 

 

INTRODUCTION 

 

Genetic knowledge has now reached the point at which it can be used to predict future 

disease in individuals. These predictions can be made in the complete absence of disease 

symptoms (Duncan 2004). Predictive genetic testing, one of the practical applications of 

genetic knowledge, refers to the examination of a sample of genetic material to predict the 

future risk of a person to develop certain diseases. It enables the identification of individuals 

who are either pre-symptomatic of late-onset disease or those with an increased genetic 

susceptibility, conferring a predisposition to future disease symptoms (Marteau & Richards 

1996).  

In China the application of predictive genetic testing is becoming increasingly popular. 

Some hospitals and biotech companies offer genetic testing as part of their services. At 

present, several large hospitals, such as Beijing BeiDa Hospital, Beijing Xiehe Hospital, 

Nanjing Jiangshu Traditional Chinese Medicinal Hospital, and Guangzhou No1 Renmin 

hospital, offer predictive genetic tests as health services. These hospitals possess the 

qualifications authorized by the Department of Health, and usually offer prenatal genetic 

testing as a form of prenatal diagnosis. In addition, some biotech companies provide services 

for predictive genetic testing such as Shanghai GeneCore Bio-Technologies Co., Ltd, 
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Shanghai Fudan Bio-Technologies Co., Ltd, Beijing Anmanli health technology Co., Ltd, 

Nanjing Nanbo Bio-Technologies Co., Ltd, Wenzhou Huada Bio-Technologies Co., Ltd, 

Hangzhou Yamin Technology and Taizhou Union Center of Genetic testing. Actually, such 

biotech companies have been growing fast and the accurate number of such companies 

throughout the country is not known. This chapter focuses on predictive genetic testing 

offered by biotech companies and analyzes these ethical and social issues based on the 

introduction of the practical application of predictive genetic testing in China.  

In the context of the commercialization of genetic testing in China, companies pursue 

commercial profits. As predictive genetic testing is not formally regulated in China, its 

commercialization has caused and will continue to cause social and ethical problems. 

Examples include the exaggerated advertisements that mislead customers and discrimination 

as a consequence of the misuse of genetic information. We suggest that these issues need to 

be addressed by the public and involve ministerial departments because genetic testing is not 

simply a common commercial enterprise but concerns the genetic information of individuals.  

 

PREDICTIVE GENETIC TESTING OFFERED BY BIOTECH COMPANIES  

 

Currently, predictive genetic testing in China is not formally regulated, legally or informally. 

Biotech companies planning to set up a genetic testing business have only to apply for a 

business license from the local Industrial and Commercial Bureau. They do not need any 

special medical qualification or permission from the Ministry of Health or the Ministry of 

Science and Technology to provide predictive genetic testing to the public; the staff who 

work in these companies do not need any medical qualification either. 

The companies established according to ‘corporation law’ receive a business license 

from the Industrial and Commercial Bureau. Within the limits of the law they can freely 

apply for a license to commercially offer testing services. They are not limited in the way 

they market their testing products. Although there is no law to regulate predictive genetic 

testing, there is no law that prohibits such service either. So under the Chinese market 

economy system established in 1997, companies have the right to do as they please, as long 

as it is not illegal.  
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As a new industry, making use of advanced technologies, predictive genetic testing has 

the potential to yield high profits. A marketing agent of one company related that the selling 

price of one set of their tests services was introduced for 3,650 RMB, which is a substantial 

sum in a country with an average monthly income of about 1,100 RMB (in 2006).6  The cost 

price that the company declared to the Price Bureau was 1,799 RMB (Huang 2006). Such 

high profit margins are not unusual. 

On the websites of biotech companies7 or in newspapers such as Beijing Daily and 

Beijing Keji Daily, we can easily find commercial advertisements and advertisements 

disguised as academic articles introducing genetic tests, in which they also explain the merits 

of their products. Some biotech companies declare in their advertisements that they cooperate 

with a state-supported university or a research institution. But, in fact, some forms of 

so-called cooperation are uncommonly indirect. The company usually has only one or two 

technical advisers who are also researchers/professors in an academic research institute. For 

example, in its advertisement, Shanghai Fuda Genetic Testing Distribution Co. Limited 

[Shanghai Fuda Jiyin Jiance Xiaoshou Youxian Gongsi, for short: Fuda Company] advertises 

that it cooperates with and receives strong technological support from Fudan University. In 

fact, information obtained from Shanghai Industrial and Commercial Bureau by a reporter of 

Shanghai-Dongfang Daily shows that Fuda Company was founded on the 17 August 2005. 

Its registered capital was 5 million RMB, which includes 3 million RMB of investment 

capital from Shanghai Fudan Bio-tech Co., Ltd. Fudan Bio-tech Co., Ltd is a main company 

of Union Gene Technology Group [Lianhe Jiyin Keji Jituan]. The foundational registration 

capital of Union Gene Technology Group of 80 million RMB includes 9.55 million RMB of 

investment from Fudan University. The information above shows that Fuda Company does 

not have a direct relationship with Fudan University. Despite the complexity and the indirect 

nature of their relationship, Fuda Company asserts that it works in collaboration with Fudan 

University on ‘advertisement articles’. The proclamation of cooperation with state-supported 

research institutions aims to obtain the trust of the public, because people trust 

                                                        
6 Information from government bulletin of National Statistic Bureau on 16th August 2006. Available at: 

http://finance.people.com.cn/GB/1037/4710759.html [Accessed date March 2001]. 
7 For instance: http://www.genecore.com/; http://www.fudanjm.com/; http://www.rjgnne.com/; http://www.newkang.com/; 

http//:www.zkjmh.com/; http://www.sangon.com/ [Accessed date March 2010].  
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state-supported research institutions and universities more than they do commercial 

enterprises. In their advertisements, the companies also publicize their genetic testing 

services for a wide range of multifactorial diseases. For example, Shanghai Fudan Biotech 

Company offers genetic tests for susceptible genes, which identify possible predispositions 

for diseases, or pathogenic genes for about forty-seven diseases, including of tuberculosis, 

allergic rhinitis, psoriasis, Graves’ disease, senile dementia, leucocythemia, kidney cancer, 

oesophageal cancer, rectal cancer and breast cancer. The company only requires several drops 

of blood or a few mucous membrane cells from the client to test the carrier of genes and 

his/her predisposition status (Lu 2005). In fact, the majority of these inherited diseases are 

complex and multifactorial. They are caused by a combination of multiple-gene variations 

and environmental factors (Frosst & Wattendore 2006). That is, they are generated by the 

interaction of several genes whose expression is influenced by environmental factors. For the 

single-gene inherited diseases, such as Huntington’s disease and thalassaemia, companies do 

not even offer tests.  

Some biotech companies have agents in other big cities. For instance, one biotech 

company in Shanghai has an office in Beijing with a special agent, who needs to remain 

anonymous. Potential customers in Beijing can contact the agent and need not go to the 

company in Shanghai. The agent arranges for her/him to be sampled in a hospital and mails 

the sample to the company. If she/he wishes, she/he can even receive ‘door to door’ service 

and be sampled at home. Seven to fifteen days later, the client receives a report with the 

testing results on her or his predisposition status. The results are stratified into three kinds of 

risk as ‘high’, ‘medium’, and ‘low’ – there is no accurate percentage available. The 

probability of onset is explained in terms of chance in comparison with the ‘average’ 

individual without predisposition. If the results show a medium-level risk of developing 

senile dementia, it means that the client has an increase probability of developing senile 

dementia of five times compared to an ‘average’ person. Additionally, the report usually 

provides advice on a healthy diet and lifestyle, allegedly to prevent and avoid the disease in 

question. 

In practice, biotech companies in their advertisements and in their public relations (PR) 

leaflets manipulate the public, using attractive and striking concepts, such as ‘decode the 
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mystery of life, predict your future health’,8 ‘genetic testing – the most fashionable healthy 

lifestyle in the twenty-first century’,9 ‘personal treatment, decode health’,10 and ‘create a 

healthy life based on genetic technology’.11 These sensationalist headings lead people to 

believe that genetic testing can provide predictable health and a healthy future. These images 

have a great power to attract the public, increasing the popularity of genetic testing in China, 

especially in big cities. More and more biotech companies are emerging, and the 

commercialization of genetic biotechnology is evident. In their attempts to attract customers, 

biotech companies focus on asymptomatically healthy individuals and target a comparative 

wealthy part of society. Some companies point out that genetic tests are suitable for anyone, 

and encourage healthy people to purchase tests for themselves, their partner, their children, 

and their parents. They also encourage employers to purchase tests for theirs employees. To 

combat commercial competition, some of the companies offer sets of services at discount 

prices. In spite of the high price (500–875 Yuan for one disease, 2680 Yuan for a set, 8040 

Yuan for forty-seven diseases; prices vary per company) (Lu 2005), the comparatively rich 

constitute a potentially huge market for genetic testing, which for the testing business 

translates into potentially high profits. 

However, biotech companies do not offer prenatal genetic tests for pregnant women, an 

enormous number of potential customers. The main reason for this may be the availability of 

official regulation for prenatal diagnosis. The guideline entitled Measures for the 

Administration of Prenatal Diagnosis Technology was promulgated by the Ministry of Public 

Health in 2003. 12  The regulation prescribes the qualifications, procedures and other 

stipulations for offering prenatal diagnosis, such as genetic counselling, informed consent and 

the duties and responsibilities of medical doctors. And according to the regulation, only 

qualified medical personnel and officially recognized healthcare institutions can offer 

prenatal genetic testing, and only in cases of medical treatment (MOH 2003).  

 

                                                        
8 Available at: http://www.qiji.cn/scinews/detailed/2330.html[Accessed date October 2007]. 
9 Available at the website of Fudan Biotechnologies Co, Ltd. http://www.fudan.com.[Accessed date October 2007.] 
10 From leaflet of Shanghai Gene Core Biotechnologies Co, Ltd. 
11 From name card of an agent of one Bio-tech company. 
12 Available on the website of Ministry of Public Health of People Republic of 

China: www.ahzw.gov.cn/upload/20054301013170.doc. [Accessed date March 2010]. 
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THE VALUE OF PREDICTIVE GENETIC TESTING  

 

Genetic testing is usually advertised as a powerful technological tool that enables the prediction 

of future health status. The basic principle of genetic testing is that it facilitates the diagnosis of a 

disorder in the absence of disease symptoms and can therefore be predictive. Early identification 

of susceptibility to such diseases would permit the detection of symptoms through regular 

medical check-ups and the close monitoring of the progress of the disease at an early stage. 

Optimal, permanent healthcare is expected to benefit the individual not only by increasing the 

effectiveness of therapeutic intervention but also by providing reassurance and emotional support. 

In this day and age, many people perceive the pace of life as fast, especially in big cities. By 

pointing out to people that they are always busy working and do not pay enough attention to a 

healthy lifestyle, testing companies play on the conscience and uncertainty of people who have 

little knowledge about genetics. This, of course, is not to deny the very existence of lifestyle 

related diseases. Through predictive genetic testing, the identification of the susceptibility status 

of individuals, previously unaware of their high susceptibility status, will present them with 

opportunities for preventive measures, related to diet, lifestyle, employment or geographical 

location. These are hoped to be effective, to varying degrees, and, depending on the disease in 

question, in delaying the time of onset and/or reducing the severity of disease symptoms 

(Marteau & Richards 1996). The test would alert individuals about their health condition, and 

also place greater responsibility on individuals for their health (Rose & Novas 2003). 

Nevertheless, only a minority can afford to purchase these tests. 

At the same time, predictive genetic testing is hoped to benefit the quality of social 

healthcare. Some multigenic diseases such as heart disease and some forms of cancer have a 

higher incidence among certain population groups. Through predictive genetic testing, it is hoped 

that the predisposition to some hereditary diseases can be identified early and perhaps prevented 

by making people more aware of their health and lifestyle. Looking further into the future, once 

the genetic basis of multigenetic diseases has been identified, early diagnosis of predisposition to 

certain disorders will become increasingly important in an effort to increase the effectiveness of 

preventive health policies. Examples are heart disease and cancers, which have a high incidence 
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in the population and are especially burdensome on society in terms of depletion of health 

resources, loss of working days and cost of sick benefits (Marteau & Richards 1996). 

 

OPINIONS FROM MEDICAL EXPERTS AND THE CHINESE MINISTRY OF 

HEALTH 

 

Some medical experts and officials in the Chinese Ministry of Health, such as Profession Zhu 

Ping, director of the Clinical Gene Center, Beijing University No.1 Hospital, Liang Qianjin, 

professor of Beijing Normal University, and Wu Chaoqiu, professor of Fudan University’s 

Bioscience and Genetics Institute, recommend the public use predictive genetic tests with 

caution. Professor Wu reasons that the genetic tests the companies provide all belong to the 

realm of clinical diagnosis, and should not be performed by commercial companies (Zhou 

2006). According to Professor Zhu, predictive genetic testing has some value but not as much 

as companies claim them to have in their ‘advertisements’. Professor Zhu Ping considers the 

pathogenesis of many kinds of diseases as too complex to predict (Beijing Daily 2006). Many 

other, environmental, factors can also affect the development of disease, while test results 

cannot resolve health problems. Even if an individual is genetically susceptible to a certain 

multifactorial disease, it does not mean with certainty that the person will suffer from such a 

disease. Besides, an unwelcome result may cause heavy psychological pressure. For example, 

if a girl is identified as a carrier of a susceptible gene for breast cancer, she may become very 

nervous about the probability of developing cancer in the future, and may live under great 

pressure. However, if she is identified as having no susceptible gene for breast cancer, it is 

not guaranteed that she will never develop breast cancer. It may even cause her to delay or 

ignore other chances to have health check-ups and timely treatment.  

According to the Chinese Ministry of Health (MOH), the technology used for genetic 

testing in many cases is still in a research stage, and it is too early to put it into clinical 

practice. The MOH has authorized some scientific research institutions to do genetic research 

with experimental genetic tests, but these are not part of the public services (Lu 2005). 

Because services offered by the biotech companies are not authorized by the MOH, and 

because there are no special laws or statutes to regulate them, these services are not intended 
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as medical care or treatment, but in general function only as commercial businesses. Over the 

last decade, more and more biotech companies have emerged. We can find advertisements on 

the Internet in which biotech companies try to recruit new agents and to attract investors in 

predictive genetic tests for susceptible genes.13  In short, biotech companies pay more 

attention to their own financial profits than to public health and the benefits for the 

individual. 

 

SYSTEM OF BUSINESS OPERATION AND AGENT RECRUITMENT 

 

In order to boost business volume, some biotech companies try to recruit sales agents. As a 

commercial business, a company has the right to organize its business operations as it sees fit 

within the boundaries of the law. In general, then, agent recruitment is a legal commercial 

method. However, the system of agent recruitment used by several biotech companies has 

been proven dubious and problematic. For example, Shanghai Fuda Genetic Testing 

Distribution Co., Limited (Fuda Company) recruits agents throughout the country and, 

according to the investigation by a reporter of the Shanghai Dongfang-Zaobao (Eastern 

Morning Post), is suspected of the practice of so-called multilevel marketing [chuan xiao], 

which is illegal in China. It works as follows. Firstly, a primary-level agent of Fuda is 

required to pay a company 35,200 RMB to become qualified as an agent. The money is used 

to run fourteen units [14 bi ye wu] for selling of genetic tests where the agent should take on 

three units herself/himself. Secondly, the agent has to recruit three other agents as his/her 

daughter agents [xia xian]. And each of these three newly recruited agents also pays 35,200 

RMB to the company for her/his agent qualification and takes on three units, which result in 

nine units. Finally, two units will be left for the agent to sell to customers. The income of the 

agent constitutes a percentage of the company’s profit, which increases with the number of 

agents they recruit. According to the new revision of ‘Corporation Law’, which was enacted 

on 1 January 2006, ordinary persons can apply for a ‘One-Person Company’. 14  Fuda 

Company now requires its agents to register as a company. Therefore, Fuda Company 

                                                        
13 Available at: http://www. cinet.cn. [Accessed date October 2007]. 
14 Article 59, 60 of Chinese Corporation Law (Gongsi Fa 59, 60 tiao, 公司法第 59，60 条). 
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declares that its agents are not natural persons (‘nature person’ is a legal terminology, which 

is ziran ren in Chinese) but corporations, and that the relationship between agents is a 

business relationship between companies. However, in fact, these so-called companies are 

only ‘bag companies’ [pibao gongsi]. Pibao Gongsi means a company runs its business with 

only a company name, an official business stamp and only one or a few members of 

personnel without an office and business staff. They are called ‘bag companies’ because 

everything of the company can be easily gathered and moved to an unknown place at any 

time. The practice resembles ‘post-box number companies’ in English. At the same time, the 

agents are mainly interested in how to develop new agencies, encouraging their friends and 

relatives to take part in the business and induce them to become their new agents (Zhou 

2006). 

 

POTENTIAL SOCIAL AND ETHICAL ISSUES OF COMMERCIAL PREDICTIVE 

TESTING  

 

Predictive genetic testing involves many ethical and social issues. Examples are informed 

consent, confidentiality of personal genetic information, genetic discrimination, personal 

autonomy, the legal relationship between parties, and the relationship between interested 

parties and society. As a commercial business, predictive genetic practices in China may be 

comparatively problematic for various social and economic reasons. 

 

a. Social issues of commercial predictive testing 

Minimizing business risk  

In order to minimize their business risk, biotech companies only offer tests for multiple-gene 

inherited diseases and not for single-gene inherited diseases. After all, the test result for the 

latter should be defined as either positive or negative. The companies therefore have to 

concentrate on tests whose outcome are usually indefinite and open to interpretation, for 

obvious mistakes could easily lead to conflict and could be followed by a lawsuit and demand 

for compensation. If companies only offer tests for multifactorial inherited diseases, then no 

matter whether the person who took the test develops the disease or not, the company is never 

 66 



CHAPTER FOUR 
Social, Financial and Ethical Issues in Commercial Genetic Testing 

entirely wrong. After all, there are also other factors, such as lifestyle and the environment, 

involved in the onset of the disease.  

 

Exaggerated advertisements  

Advertising on the Internet is very difficult to regulate. In the USA, advertising for genetic 

tests is regulated by the Federal Trade Commission (FTC). The FTC may take formal actions 

against the creators of fraudulent advertisements. However, the enormity of the Internet 

makes advertisements difficult to regulate (Frosst & Wattendore 2006). The situation is 

similar in China, where the Internet is also widely used. Usually, biotech companies have 

their own websites and publish their advertisements there. For them, it is an efficient way of 

spreading information, but for the state it is difficult to regulate, especially as there is no 

formal regulatory mechanism for advertising in the area of healthcare. The messages in 

advertisements are very tempting and often greatly exaggerated. Many advertisements are 

misleading, as their appearance looks reliable. For instance, they appear as scholarly articles, 

small essays, news reports, interview reports, introductions of genetic knowledge and surveys. 

According to a technical newspaper Beijing Technology, genetic testing was called ‘genetic 

fortune-telling’ (Tong 2005). In this parlance, the scientific technology is treated as divination 

(Lock 2005; Konrad 2003). Some companies encourage people to take a test in order to 

attract more customers by unethical means. For instance, in an article, ‘Genetic testing – 

precaution of serious diseases’, a biotech company advises parents to buy predictive genetic 

tests for their newborn baby and to design a healthy lifestyle for their baby according to the 

test result. They also advise young people to obtain genetic information of their boyfriend (or 

girlfriend) before deciding to get married. These kinds of advice may create problems and 

increase existing social and ethical tensions.  

In China, as elsewhere in the world, many people do not understand what genetic testing 

is about. When faced with the advice from so-called genetic experts, senior physicians and 

other professionals, many people are tempted by the promises of advanced scientific 

technologies and are easily led to believe them. People with little critical reserve and 

education may be especially vulnerable to the promises of misleading advertisements for 

predictive genetic testing.  
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Public need or ‘luxury’ for the wealthy  

The price of genetic tests is high for most people with an average income living in cities, not 

to mention the average inhabitants of small cites and the countryside – the average monthly 

income of people in cities is about 1,533 RMB.15 Although predictive genetic testing is not 

only developed for people with a family history of a genetic disorder, it will be especially 

significant for them rather than for others. Often, the people with a family history of a genetic 

disorder are among the financially disadvantaged and cannot afford to undergo testing. Those 

with a higher income, however, may be attracted by the advertisements and take the tests for 

fun. An agent of a biotech company said that the company targets white-collar workers, 

whose higher-than-average income makes them potential customers. The application of 

genetic testing technology in China to some extent therefore does not benefit the people who 

really need it and tends to become a luxury for a wealthy minority. However, such luxury 

does not always bring benefit for the wealthy either, as unwelcome test results may form an 

unnecessary psychological burden for them. 

 

Reliability of test result and advice  

In the test report, the test results are expressed as a ‘high’, ‘medium’, and ‘low’ susceptibility, 

indicating the chances of developing a certain genetic disorder. Several samples of the test 

reports available on websites and on PR leaflets in most cases are similarly vague. Because 

predictive genetic testing is not formally regulated, there is still no universal standard for 

describing genetic risk. It is said that the test report criteria are based on the recent 

publication of academic papers in the fields of medicine, genetics, biology and 

epidemiology.16 But it is not clear at all whether the standards used by these companies are 

reliable. For as yet regulatory bodies have not decided which institution should have the 

authority to approve such criteria. It is not surprising then that individuals who take the tests 

do not understand the criteria and risk evaluations. And, as indicated above, the indication of 

the probability in the test results may be subject to bias due to environmental and lifestyle 

factors, for there are many factors that are taken into account in the tests results, such as 
                                                        
15 Information form government bulletin of National Statistic Bureau on 27 March 2006. Available at: 

http://www.xuelang.net/webInfo/xuelang/work/Netmemhot/09242452372.htm. [Accessed date October 2007]. 
16 Available at: http://www. rjgene.com. [Accessed date October 2007]. 
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radiation, drugs use, and chemical pollution. In fact, the positive result of a test may have a 

negative effect on the behaviour of the person concerned. For instance, Mr Chen, a Beijing 

citizen in his forties, now feels free to smoke after taking a predictive test that did not detect 

any gene that predisposes him to developing lung cancer (Zhou 2006).  

In fact, several biotech companies ask their clients to answer a questionnaire about their 

everyday lifestyle. For instance, Shanghai Rongjian Bio-Technologies Co., Ltd tell their 

clients that precision and honesty in answering such questionnaires will help the company to 

confirm the relationship between the client’s genetic heredity and his/her lifestyle. It would 

also help the company to check whether his/her habits and lifestyle are in accordance with 

regular public health. The company also asks for reports on recent check-ups and declares 

that these would facilitate the company in providing the client with a suitable health report on 

health advice.17  

The advice in the reports of genetic test results contain both a section on the actual 

predictive result of the test and a section on prophylactic measures, a feeble attempt to 

enhance the significance of the outcome. The advice usually concerns the lifestyle, diet, and 

intake of vitamins and minerals. For example, to prevent senile dementia the Beijing Huada 

Gene Research Center, in a sample report of the genetic test result, gives the following 

lifestyle advice: ‘take physical exercise for half an hour each day; do mental exercises at least 

for two hours a day, by for instance playing chess, playing cards and reading; do not smoke; 

eat five pieces of fresh fruit and vegetables every day; drink eight cups of water a day; take 

enough rest and sleep’.18 These pieces of advice belong to the realm of general knowledge of 

health, though they are certainly helpful for leading a healthy lifestyle. However, one need 

not take a genetic test to obtain such knowledge and, as one geneticist pointed out, there are 

insufficient experimental data to prove the efficacy of the intake of vitamins and mineral 

substances as a prophylactic measure for developing senile dementia.  

 

No genetic counselling available  

According to Article 11 of the International Declaration of Human Genetic Data, it is 
                                                        
17 Available at: http://www. rjgene.com. [Accessed date October 2007].  
18 Template downloaded from: http://south.genomics.org.cn/genetest/template.doc[Accessed date March 2010]. 
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ethically imperative that when genetic testing that may have significant implications for a 

person’s health is being considered, genetic counselling should be made available in an 

appropriate manner. Genetic counselling should be non-directive, culturally adapted and 

consistent with the interest of the person (UNESCO 2003). Once a genetic disorder is 

discovered, the question arises who should counsel the patient and/or family, and how the 

patient and/or family should be counselled (Fulda 2006). Although biotech companies in 

China offer predictive genetic testing, they do not provide professional genetic counselling. 

Some companies claim in their advertisements that they offer counselling and welcome 

people for consultations. By phoning several companies, the author discovered that the 

so-called counselling session is actually used to introduce the price of the test, the test 

procedure and the benefits of the tests they offer, and also to encourage people to buy the 

tests. In fact, as the prevalence of genetic testing increases, a growing number of 

primary-care physicians serve as genetic counsellors (Fulda 2006). However, even though the 

primary-care physicians are generally knowledgeable about healthcare matters, they are not 

trained as genetic counsellors. Furthermore, there are no control mechanisms available to 

check on their behaviour as professional counsellors. In a survey among physicians about 

attitudes toward genetic testing in Britain, most of the physicians who responded felt that it 

was the physician’s responsibility to counsel patients. However, the results of the survey 

showed that their knowledge of genetics and genetic testing was either average or poor (Kent 

et al. 2000). The situation is similar in China. The perceived risk of developing a hereditary 

disease, especially those for which there are no cures or for those that are severe, is usually 

accompanied by considerable psychological distress (Friedrich 2002). Without support from 

professional genetic counsellors, dodgy test results remain undetected and no responsible 

provisions can be made for the potential patient.   

 

b. Ethical issues involved in predictive genetic testing 

It is clear from the above that genetic testing companies strive to minimize the business risk 

of dispute, conflict, and dissension. The diseases that they offer tests for are all multigenic 

diseases, and the test results they provide are indefinite, while most of the advice they give 

comes down to general knowledge about health. It is a common business practice, in which 
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the company earns money and the individual obtains some genetic information. Looking 

further into the future, we cannot ignore the potential ethical issues related to these tests.   

 

Personal autonomy  

Personal autonomy is regarded by many as a basic ethical principle, and refers to the 

individual's capacity for self-determination. For instance, in relation to the decision whether 

to take a genetic test, people would have a right to make the decision themselves, 

independent from the views of others. The situation in relation to children is more complex. 

To some extent, the parents’ opinion cannot fully replace that of a child, and sometimes the 

decision parents make for the child does not entirely benefit the child. If a child’s adverse test 

result is received at a very early age, the child may have to live for a long period with the 

prospect of a later onset of the disease in question. In some cases, they regret knowing about 

the diagnosis, the consequences of which continually worry them. To some, not knowing may 

mean a less worrisome life.  

It is necessary to take into consideration cultural factors that influence the relationship 

between children and parents, and men and women, for a similar situation will occur when 

adult children buy tests for their parents and when a husband buys a test for his wife or visa 

verse. These issues must be taken into account and should be part of any attempt to regulate 

genetic testing, especially because it is in the nature of genetic test companies to attract 

potential buyers. For example, one company offers a special set of tests for elderly people, 

named ‘filial piety’ [xiao xian].19 It encourages people to buy their set of tests as a gift to 

express their filial piety to their parents.  

Although predictive genetic testing is rapidly becoming more popular, it is still a 

relatively new field, and thus problems in relation to autonomous decision-making have not 

occurred on a large scale. Nevertheless, the main concern for the biotech companies is to 

attract more customers. Some young people take seriously the advice they receive about 

obtaining genetic information about their partner before formal marriage, and some 

employers and insurance companies consider arranging genetic tests for their employees 

                                                        
19 Information from leaflet of Shanghai Gene Core Biotechnologies Co, Ltd. 
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when the tests become more reliable. In the long run, if more and more employers and 

insurance companies ask for genetic information, or when they turn to genetic tests as a 

requirement for employment and insurance, the problem of how to protect personal autonomy 

will become more important, and very discrimination will probably occur as a consequence. 

In countries like China, with a large labour market of labour resource, weak public healthcare 

and a high demand for employees, these are issues with far-reaching implications.  

 

Genetic discrimination  

Genetic discrimination has moral and ethical implications (Fulda 2006). A potential drawback 

of genetic testing is the perception that individuals with predisposition to syndromes can be 

unjustly discriminated against in employment and in applications for health and life insurance 

(Harris et al. 2005). Genetic discrimination arises when individuals with no symptoms or 

signs receive less favourable or adverse treatment because of their genotype (Knoppers & 

Godard 2003). Here, I would like to give an example of a case of genetic discrimination 

which happened very recently and was called ‘the first genetic discrimination lawsuit case in 

China’ [zhongguo jiyin qishi diyi an]. Mr Xie, 22 years old, participated in civil service 

examinations in April 2009 in Foshan city, Guangdong Province. He passed the written 

examination and job interview against very stiff competition, and prepared to work in an 

official department of Foshan government that he applied for. In June, in the required routine 

medical examination, he was told that he needed to be checked by genetic testing on blood. 

The genetic testing result showed him to be a thalassaemia gene carrier.20 Subsequently, he 

was refused the job because of this reason. He said that he is perfectly healthy, he had 

donated blood before and there should be a positive acceptance of his blood. Even the 

physical check for entrance to the army did not require thalassaemia carrier genetic testing. 

Why could he not have a job for civil service? He felt he was unfairly treated simply because 

of his genes. There were several other people who had much the same experience. Three of 

them, including Mr Xie, brought a lawsuit on genetic discrimination on 29 November 2009. 

                                                        
20 Thalassaemia is a blood genetic disorder. The carriers of thalassaemia have 20% possibility of having a child with 

thalassaemia, but they are physical and mental as healthy as unaffected persons. More information of inherited character 
of thalassaemia and its distribution in China can be found in Chapter Five.  
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In China, this is the first lawsuit case with genetic discrimination as the cause of action. On 2 

January 2010, the court session for this case was held in local People’s Court of Chancheng 

District in Fushan city. This case was reported by media, and was called ‘the first genetic 

discrimination case in China’, and many experts in law, ethics and sociology also appealed 

for non-discrimination on genetic information.21 Although this case was called ‘the first’, in 

fact, before this case received social attention and became known to the public, there already 

existed some similar situations in the south of China, where there is a high incidence of 

thalassaemia. Because this case received public attention, the stories of other people who 

encountered similar experiences also became known to public. From this case, we can see 

that accompanying indiscriminate application of genetic testing, genetic discrimination had 

emerged but it did not get the attention it deserved.  

In China, the development of genetic testing has the potential to lead to genetic 

discrimination because the genetic information could be used in a way that harms the 

individual’s privacy, especially that offered by biotech companies, which have not been 

officially regulated. In this case, the genetic testing on carrier state and the disclosed of their 

carrier state resulted in the people, who are carriers, missing a chance to get the job that they 

actually qualified for. In practice, if employers organize predictive genetic testing for 

employees (referred to as jiyin tijian in Chinese advertising), they will obtain information on 

the genetic make-up of their employees. For instance, individuals with a genetic 

predisposition for developing cancer will most probably lose the chance to find employment. 

This possibility is especially important in China where there is a huge labour market. 

Additionally, there are no laws that protect individuals against genetic discrimination.  

 

Privacy and confidentiality 

Privacy refers to the right of the individual to maintain control over personal information. 

Privacy also implies that an individual has control over the access of others to his/her 

                                                        
21 Relevant report can find on papers and online. For example: fazhi daily (3 Febuary,2010);  

Legal Weekend (4 Febuary, 2010); 
http://news.sina.com.cn/o/2010-02-03/065417037724s.shtml.[Accessed date March 2010]; 
http://zqb.cyol.com/content/2010-01/13/content_3036671.htm[Accessed date March 2010]; Chinese Youth News (13 
January, 2010 ); and so on. 
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personal information, or is able to control their use of it (Marteau & Richards 1996). Genetic 

information is different from other personal information because it concerns the privacy of 

family members who usually share the same or similar genetic information. In this context, 

the confidentiality of genetic information is of great importance. Both the rights of the 

individual who undertake tests and the rights of those affected by the information of the test 

results deserve to be respected. The failure to protect privacy and confidentiality could, in 

practice, lead to genetic discrimination. As biotech companies have access to the genetic 

information on their clients and their families, it should be their duty to protect it and not sell 

it on. Such information also affects the interest of others, such as employers, insurance, and 

even national agencies, including those of the government. Apart from the most exceptional 

circumstances, the privacy of the individual should be regarded as more important than the 

interests of third parties and those of the public. 

 

As an application of genetic technology, the service of predictive genetic testing offered 

by biotech companies has emerged and developed rapidly in China. As a commercial 

business, the main purpose of companies is to pursue profit. Partly because predictive genetic 

testing is not regulated, there are some potential social and ethical issues involved in genetic 

testing in China. This study of predictive genetic testing companies in China indicated 

problems related to misleading advertisement practices, the suitability of the groups targeted 

for potential customers, the reliability of test results and the usefulness of their advice, the 

lack of medical qualifications and the unavailability of genetic counselling to client. It also 

disclosed that the wide application of genetic testing brought about many ethical issues, such 

as genetic discrimination and the confidentiality of genetic information. But, as the following 

chapters will make clear, these problems do not exist only in commercial genetic testing. 



CHAPTER FIVE 
Case Study: Prenatal Genetic Testing for Thalassaemia and the Reproduction of a ‘Saviour Sibling’ in China 
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22 Beta-thalassaemia is a genetic blood disorder. It is inherited in an autosomal recessive pattern. In beta-thalassaemia major 

(BTM) haemoglobin production is reduced such that normal growth, development and quality of life can only be achieved 

by regular red cell transfusions from infancy onward. Death at an early age is inevitable if no blood transfusions are given. 

Where the term ‘thalassaemia’ is used without qualification, it usually refers to thalassaemia major. A person who carries 

the beta-thalassaemia gene can appear perfectly healthy. Person’s whose parents both carry the gene have a 1 in 4 chance 

of inheriting both their genes and develop beta-thalassaemia major (UKTS 2008). The term ‘thalasseamia’ used in this 

paper refers to beta-thalassaemia.  

23 Thalasseamia is a lifelong condition. Blood transfusion can control but cannot cure the disorder. In order to cure their 

affected children, some families decide to use a treatment that involves having another unaffected child. The child is 

genetically matched to provide life-saving cord blood, which can be transplanted into a sick brother or sister. Such child 

is called a ‘saviour sibling’.  
24 This chapter is based on the published article: Sui Suli, Margaret Sleeboom-Faulkner. 2010. Choosing offspring: prenatal 

genetic testing for thalassaemia and the production of a ‘saviour sibling’ in China. Culture, Health & Sexuality. 12: 2: 

167–175.  
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（The children with thalassaemia are taking blood transfusion） 

 

 

This chapter focuses on the current application of prenatal genetic testing and reproductive 

decision-making regarding thalassemia carriers in China. The study is based on fieldwork 

conducted in hospitals and research institutions, interviews with families with children 

affected by thalassaemia, geneticists, genetic researchers and literature research during 

fieldwork in China from September to November 2007 and following updated collections. 

The chapter aims to provide insight into the ways in which thalassaemia carriers decide to 

have a test for thalassaemia and the choices available to prospective parents. It analyzes some 

factors affecting reproductive choices, and the decision to produce a ‘saviour sibling’, 

including financial implications, the state family planning policy, influential images and 

information conveyed through the media and propaganda, the advice and counselling from 

doctors, psychological pressure from the community, and social discrimination. And finally, 

this chapter also discusses the issues involved in the creation of ‘saviour siblings’, some of 

which are particular to China.  
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INTRODUCTION 

 

The development of genetic research over the late decades has rapidly broadened the range of 

inherited disorders that can be identified. Prenatal genetic testing can provide prospective 

parents with information about their chances of having a child with a specific genetic disorder 

or characteristic in a current pregnancy. Genetic testing combines the newest advances in 

genetics with intimate matters such as the reproduction of the family. In fact, prenatal genetic 

testing has created opportunities for parents to acquire information on the disorder they are at 

risk of, and make preparations for the kind of child they expect. The information includes the 

risk of parents passing a genetic mutation to their children and data on the genome of the 

fetus in the mother’s womb. Such information can provide reassurance to prospective parents, 

or provide the basis for making important decisions: to attempt a pregnancy or not; or to 

continue a pregnancy or not (GPPC 2004). To some extent, reproduction here is not treated as 

a natural matter. The reproductive technology and prenatal genetic testing play an 

increasingly significant role in reproduction and influence the notion of reproduction and 

reproductive decision-making. In China, as one of the consequences of the application of the 

one-child policy, launched in 1979, Chinese parents have higher expectations for their 

offspring than in previous generations. People who have a family history of a genetic disorder 

or live in an area with a high prevalence of a certain hereditary diseases, such as thalassaemia 

in the south of China, have often been made aware, through campaigns, testing centres, 

education or the newspapers, of the availability of tests and the possibility of preventing 

‘inferior offspring’. People who make use of prenatal genetic testing have a high expectancy 

of giving birth to an unaffected child.  

Thalassaemia is widely prevalent in the south of China, especially in the provinces of 

Guangxi, Guangdong and Hainan. According to the Family Planning Committee of Nanning, 

Guangxi Province has a ratio of thalassaemia gene carrier of approximately 20 per cent (Li 

2006). This article is concerned with the ways in which people in the south of China decide to 
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have a test for thalassaemia and the choices available to prospective parents. Such decisions 

are related to the institutional facilities available to people, but also to government policies on 

healthcare, family planning, and to the right to procreation. However, Chinese individuals 

also make decisions that are not informed and preconditioned by state policies, taking matters 

of life and death into their own hands. Individuals, it is shown, do not simply do what 

policymakers tell them to do with the means available to them, but also create new paths 

induced by their own desires, situations and will. As will become clear, the parents of a 

‘saviour sibling’ are a case in point. On the one hand, they are affected by the media 

propaganda directed toward good mothers loving their children and the great feat of modern 

technology, which they want to hear about; on the other hand, they do not take seriously 

informed consent procedures, and try to ignore the cases of blood transfusion that went awry. 

This study aims to give insight into the situation of thalassaemia carriers and their 

expectation for offspring in the south of China, and is based on studies of genetic testing 

regarding reproductive decision-making concerning thalassaemia in Nanning of Guangxi 

Province and Chengdu, the provincial capital of Sichuan. Apart from conducting fieldwork in 

hospitals and research institutions, the author intensely interviewed ten families with 

thalassaemia-affected children (where both parents are thalassaemia carriers), four geneticists, 

two genetic researchers, two haematologists and two agents of insurance companies. Based 

on data from archives and from the interviews, this paper focuses on the current application 

of prenatal genetic testing and the reproductive decision-making of thalassaemia carriers, and 

analyzes factors affecting choice in the reproduction of offspring, and the decision to produce 

a ‘saviour sibling’. 

 

CURRENT PROVISION FOR PRENATAL GENETIC TESTING IN CHINA 

 

At present, the practice of prenatal genetic diagnosis is formally regulated by the Chinese 

Ministry of Health (MOH). The Measures for the Administration of Prenatal Diagnosis 

Technology, which is a document promulgated by the MOH in 2003, lists the special 

qualifications for prenatal genetic diagnosis, and only qualified hospitals or healthcare 

providers can offer prenatal genetic diagnosis services (MOH 2003b). The health departments 
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and bureaus of some provinces and municipalities directly under the central government also 

have promulgated detailed rules for carrying out The Measures for the Administration of 

Prenatal Diagnosis Technology. According to this regulation, hospitals must have the 

necessary qualifications and get permission from the provincial health department to practise 

prenatal genetic diagnosis. As mentioned in the section ‘The current practice of genetic 

counselling in China’ in Chapter Three, only five hospitals in Beijing had permission to offer 

prenatal genetic testing as a measure of prenatal genetic diagnosis in 2007. Another example 

is Hubei Province, where in 2007 eight hospitals had permission to offer prenatal diagnosis 

(Li & Zhou 2005). Thus, presently in China there are only a limited number of advanced 

hospitals and healthcare providers in comparatively large cities that can offer prenatal genetic 

diagnosis. The range of hereditary diseases on offer for testing also varies, depending on the 

technology each hospital has mastered in its laboratory or can access. 

Broadly speaking, a distinction can be made between groups of women who use prenatal 

genetic testing service: those who have already had an affected child or who have a known 

family history of a genetic disorder and therefore know that they are at high risk of producing 

another child with the same condition; and those with no family history but who are at higher 

than average risk of having a child with a specific condition for a particular reason, such as 

being of a maternal age over 35 years, getting doubtable result from the routine check-up 

during the pregnant period and having been exposed to noxious or radiant materials. In such 

cases, gynaecologists advise them to go to a genetic counselling clinic. In this study, all the 

interviewees would choose to undergo prenatal genetic testing for thalassaemia if they knew 

that they were thalassaemia carriers. Thalassaemia carriers have no symptoms, as it is a 

recessive condition, and they are usually not aware that they are thalassaemia carriers without 

taking a carrier test. Carrier testing for thalassaemia is available mainly in large cities, usually 

in provinces in the south of China. Some cities such as Nanning and Guangzhou had listed 

thalassaemia carrier screening as a necessary item for premarital check-up when premarital 

check-ups were still compulsory. But in 2003 coercive premarital check-ups were made 

voluntary according to the Rules for Marriage Registration. After this liberalisation, the 

number of couples taking premarital check-ups has sharply dropped. To encourage people to 
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take a premarital check-up, the government of Guangzhou has offered free check-ups, and the 

Nanning government, in 2006, launched a project of free carrier testing for thalassaemia for a 

hundred thousand newly married couples in the rural area (Li 2006).   

Usually, the hospitals that offer prenatal genetic testing have a genetic counselling clinic 

in a paediatric clinic and/or a gynaecologic clinic. The substance of genetic counselling in 

China, however, is generally limited, has different connotations, and is not performed by 

professional counsellors. In the introduction of Chapter Three, I introduced the commonly 

accepted definitions of genetic counselling defined by the American Society of Human 

Genetics in 1975, Peter Harper in 1988, and Aad Tibben. But in China, at present, the 

situation of genetic counselling is different from some wealthy, modern countries, such as the 

USA and the UK. In the United States, professionals who carry out genetic counselling must 

have had professional training and have a certificate from the American Board of Genetic 

Counselling (ABGC; www.abgc.net). In Chapter Three the practice of genetic counselling in 

China was described in comparison with practices and guidelines in the UK. In 2003, the 

MOH promulgated the Guidelines for Genetic Counselling to regulate the application for 

genetic counselling, and its principles and procedures (MOH 2003a). In practice, when 

pregnant women who have previously given birth to an affected child visit the counselling 

clinic, the genetic counsellor advises the parents to take a genetic test for thalassaemia 

carriership and to check the condition of the child. According to China’s family planning 

policy, parents of a seriously handicapped child are allowed to have a second child. With a 

certificate offered by the doctor to prove the condition of the child, and the availability of the 

prenatal genetic testing, the couple can apply for permission from the local government to 

have another child. Usually, during the counselling, the doctor will explain basic genetic 

knowledge about thalassaemia, and introduce the procedure of prenatal genetic testing. One 

of the interviewees, Ms C25, a mother of a child with thalassaemia, explained that the doctor 

in the counselling clinic drew a simple picture to explain the heritability of thalassaemia. 

Although she has only a primary school education, she understood the information well and 

drew on it during the interview. In fact, it is the doctor in the genetic counselling clinic who 

                                                        
25 To protect their privacy, the interviewees in this study have been anonymized. 
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prescribes genetic testing for patients, and it is also the doctor in the counselling clinic who 

explains the test results to the patient. Ms C stated that the doctor had especially explained to 

her that her son’s illness was unrelated to punishment for sins committed, or for evil, before 

he told her the result of test, trying to prevent the mother from blaming herself and feeling 

guilty. In this study, all interviewees said they would go to a genetic counselling clinic and 

apply for a prenatal genetic test if they were in the position to have another child. Almost all 

of the interviewees believed and trusted that genetic testing would help them to give birth to a 

healthy baby. Had no genetic testing been available, none of the interviewees would want to 

take a risk, and some of them expressed the desire to adopt a healthy child instead. For 

instance, Mrs Y said:  

 

I would have decided not to have children if I had known I am a thalassaemia 

carrier and if the doctor could not help me. I do not want to take the risk and 

depend on fate [qu maoxian he peng yunqi]. I already have one affected child. 

That is an expensive and bitter lesson! [Transl. S. Sui] 

 

In other words, the availability of genetic testing is crucial for couples in their decision to 

give birth to a child. Without the tests, the only alternative is to have no children of their own, 

though some would opt for the adoption of a healthy child. Others, however, use abortion to 

terminate the thalassaemia-affected fetus. This would also be in line with the family-planning 

policy, which advises doctors to suggest that the pregnant mother have an abortion in these 

cases. According to the Chinese Population and Family Planning Law, controlling the 

quantity and improving the quality of the population is the purpose of family planning; the 

national government established the premarital and pregnancy healthcare system to prevent 

and reduce birth defects [chusheng quexian] (SCNPC 2002). The National Population and 

Family Planning Commission launched a national project entitled ‘Intervention with Birth 

Defects’ in 2001, which encourages the application of prenatal diagnosis and consequential 

selective abortion to prevent birth defects (NPFPC 2001). Additionally, The Measures for the 

Administration of Prenatal Diagnosis Technology also requires doctors to inform patients 
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about the result of continuing the pregnancy and to give patients his/her opinion if the next 

fetus is found abnormal as well. In fact, in such cases these laws and regulations instruct 

doctors to counsel pregnant mothers to terminate the pregnancy. The doctor’s advice or 

implication is very important for patients, although the final decision of keeping or 

terminating the pregnancy is made by patients themselves. In this respect, genetic counselling 

can be said to differ fundamentally from the ideal of non-directive counselling.  

 

REPRODUCTIVE DECISION-MAKING AND THE ‘SAVIOUR SIBLING’  

 

The usual medical treatment for thalassaemia patients is blood transfusion. If the affected 

children receive blood transfusion regularly, usually twice per month, the disorder can be 

controlled. To a great extent, the life of an affected child depends on the blood transfusion, 

but for many families the costs of blood transfusion is very high, approximately two times 

Renminbi26 2,000 (c. US$290) in one month.  It is such a great economic burden for the 

majority of families in China, not to mention for the families in the comparatively poor rural 

areas which are far away from hospitals that can offer blood transfusion treatment for 

thalassaemia patients. In fact, there are many families that discontinue treatment because they 

cannot afford the high costs, although they know the child will die at an early age without the 

treatment of blood transfusion. Blood transfusion cannot cure the disorder and the prospects 

and life expectancy of children with thalassaemia is not very clear.  

In order to cure their affected children, some families decide to use a treatment that 

involves having another, unaffected, child. The child that results from this attempt to create 

unaffected offspring with a tissue match with the affected child is called a ‘saviour sibling’. 

The umbilical cord blood of the ‘saviour sibling’ is utilized to save her or his 

thalassaemia-affected sibling. Although the ideas of creating a child for the purpose of saving 

another did not receive much attention among the interviewees, the high cost of umbilical 

cord blood transplantation, approximately RMB 200,000 (c. US$29,000), did. Ms S, the 

                                                        
26 Renminbi (RMB) is the name of the Chinese currency. According to the current exchange rate, 2,000 RMB is about 

US$290 (the currency exchange rate of Chinese Yuan convert into US dollar is 0.1452 on 4 December 2008). The price 
information of blood transfusion came from the Haematology Department of 303 Hospital 2007. 303 Hospital is located in 
Nanning city, Guangxi province and it is well known for its blood transfusion treatment for thalassaemia. 
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mother of a child with thalassaemia, explained:  

 

I cannot watch my child die. If there is a way, I would like to do anything to 

save my child. I worry about the fee for the transplantation, which is huge like 

an astronomical number [tianwen shuzi] to us. But it is better than to worry 

about the death of my child, and the fee for blood transfusion is also high and 

cannot cure the illness. It is a bottomless hole [wudi dong], and we cannot see 

any hopes at the end. Anyway, I hope my child will be cured. [Transl. S. Sui] 

 

To save her son, Ms S decided to give birth to a ‘saviour sibling’. However, her family could 

not afford the fee for the transplantation. Ms S was so desperate to raise money that she took 

to begging in front of the hospital. The forcefulness of the belief with which Ms S collected 

money to pay for the operation requires explanation. It is well known by the doctors that 

there are substantial risks involved: first, it is not easy to produce an unaffected sibling; 

second, the child is not automatically the right match; and, third, transplantation has certain 

risk and the operation does not always succeed. And this does not even take into account the 

financial, psychological and social burdens associated with either success or failure of the 

treatment. 

The next case of a thalassaemia ‘saviour sibling’ illustrates some of these problems. The 

first child of Ms Y and her husband Mr Z was a girl affected by thalassaemia, who died at the 

age of six. Their second child was intended to be a ‘saviour sibling’ for his sister. However, 

he also suffers from thalassaemia. Because the prenatal genetic test failed to offer an accurate 

test result, then the ‘saviour’ attempt failed. This time, to save the boy’s life, the couple 

decided to try again to give birth to another ‘saviour sibling’. Ms Y terminated the third 

pregnancy after prenatal genetic testing showed that the fetus had a positive result for 

thalassaemia. Attempting to create a ‘saviour sibling’ for their son, Ms Y decided to become 

pregnant for a fourth time. On 13 March 2007, the couple gave birth to their fourth baby as a 

‘saviour sibling’ for their son. When Ms Y was asked how she felt after the three births, she 

said, ‘I had tried to give a chance to my daughter, so I should also give a chance to my son’. 
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(Yang & Xie 2007) She added:   

 

My son came to this world as a saviour sibling, and now he should be saved as 

well. Otherwise it is unfair to him. As a mother, I would like to suffer instead 

of my child. God blessed me in giving me a healthy and blood-matching baby. 

The second son is not only saviour for his brother, but also the life saviour of 

the whole family. We will love him more.27 [Transl. S. Sui] 

 

In fact, there are some cases of thalassaemia ‘saviour siblings’ that were reported by 

newspapers and TV programmes. Usually, the purpose of the reports is to praise the mother’s 

love, arouse sympathy to the difficult condition of the families and appeal to the public for 

donations. The hospitals that can offer umbilical cord blood transplantation also offer the 

treatment to the public on their websites. In the case of procreating a ‘saviour sibling’, there 

are concerns about the welfare of a child that is born to be a ‘saviour sibling’. Concerns exist 

that once conceived as a ‘saviour’, it is difficult to place limits on the extent to which it is 

reasonable for the child to be used to benefit another person. With regards to such a situation, 

the US Human Genetics Commission considers that it is difficult to justify preventing parents 

who have a child with a life-threatening disorder that may be cured by a stem cell or bone 

marrow transplant from attempting to create a ‘saviour sibling’ (GPPC 2004). Although there 

are ethical discussions about this in China, interviewees regarded giving birth to a child for 

the purpose of saving his/her sibling as meritorious and respectable, finding it worthy and 

understandable for the parents to create a ‘saviour sibling’. 

In practice, pre-implantation genetic diagnosis (PGD) is also a possibility to reproduce 

thalassaemia-free children, even a ‘saviour sibling’.  In China, in 2003, the first 

thalassaemia-free child was born after PGD, and some studies have confirmed the 

                                                        
27  The younger brother not only donated umbilical cord blood but also bone marrow to his older brother. On 19 August 2008, 

the operation of drawing bone marrow from the young brother, about one and half years old, took place in Nanfang 
Hospital at Guangzhou, the capital city of Guangdong province. On the same day, the elder brother had the umbilical cord 
blood transplantation and the bone marrow transplantation. The total cost for the transplantation was approximately 
300,000 RMB. Although this family was lucky to have a donor, nearly half of the expenditure was borrowed. The 
mother said that the family would be in debt during the rest of her life. The condition of the brothers is fine (23 November 
2008).  
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technologically success of PGD in China (Jiao et al. 2004, Deng et al. 2006). At present, in 

China there are eighteen hospitals/reproductive research centres that have official permission 

to clinically apply assisted reproductive technology (ART). Among them, only seven have 

permission to apply PGD (MOH 2006). The average price of PGD (excluding a tissue 

matching test) is around fifty thousands Renminbi (c. US$7,260)28, which the majority of 

thalassaemia carriers cannot afford. Although it is possible in China to use PGD to avoid 

having a child with thalassaemia, and although the reduced need for an abortion of an 

affected fetus is welcomed, thalassaemia carriers seldom chose it. In this study, no 

interviewee could afford to try PGD and the doctors in genetic counselling clinics do not 

advise PGD. For example, Doctor Shi, a geneticist working in a genetic counselling clinic, 

advised thalassaemia carriers that if they were fertile, it is better to get pregnant naturally 

[ziran huaiyun]. A main consideration, however, for thalassaemia families, is the 

forbiddingly high cost of PGD. Other considerations are that PGD combined with IVF 

(in-vitro fertilization), a technology for the treatment of infertility, has a successful pregnancy 

rate of approximately 25 to 30 per cent in clinic practice. This rate is not considered 

sufficiently high compared to the fortune spent on the treatment in light of the possibility of 

abortion. Moreover, doctors and informed patients are aware that PGD still requires prenatal 

genetic testing to confirm the thalassaemia-free nature of the pregnancy.    

 

CASE OF FAILURE PRENATAL GENETIC TESTS 

  

The clinical application of prenatal genetic testing on thalassaemia gives thalassaemia 

carriers a chance to avoid giving birth to an affected child and also provides them with the 

option to give birth to a ‘saviour sibling’.  But in practice, tests results cannot guarantee 100 

per cent accuracy.  Here I would like to share some cases in which the test failed. This 

allows us to think about the function of informed consent in the contexts of prenatal genetic 

testing.  

                                                        
28 The information on the costs of PGD came from the Reproductive Technology Centre of Beiyi No3 Hospital, Beijing. The 

currency exchange rate of Chinese Yuan convert into US dollar is 0.1452 on 4 December 2008.  
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One of my interviewees, a father of a 4-year-old boy with thalassaemia told me about his 

experience. He and his wife already knew they were both thalassaemia carriers. During the 

pregnancy, his wife took a prenatal genetic test in a hospital to ensure the fetus would not be 

affected. Before taking the test, they were required to sign the consent form. The form is 

simple, consisting of only several sentences, among which the most important one is about 

the accuracy of test result: about 95 per cent. When the test result came, it showed the fetus 

was unaffected. However, several months after his birth, the boy was diagnosed as having 

thalassaemia. The hospital and the doctor explained that the family signed the form and 

already knew the test accuracy for thalassaemia to be about 95 per cent. The boy’s case 

belonged to the unlucky 5 per cent. The family accepted the bad fate. Now the boy lives on 

blood transfusion, and the cost of such treatment is a big economic burden for the family.  

Another case illustrating the difficulties surrounding thalassaemia testing occurred in 

Sichuan province. A couple applied for prenatal genetic testing for thalassaemia in a 

well-known hospital. The doctor prescribed the test and told them the test would be done in 

a research institution. Under the doctor’s direction, the couple went to that institution to pay 

the test fee and took test there. When the test result came, the doctor explained that the 

result showed the fetus to be a carrier and advised them to complete the pregnancy. 

Considering that a carrier is asymptomatic and normally healthy, like themselves, the 

couple decided to give birth. However, the fact was that the baby was born with 

thalassaemia. Later, the couple found out that the prenatal genetic test for thalassaemia they 

took was part of a research project in that research institution, and its technology was still in 

an experimental phase. The research needed samples, and rewarded the doctor for offering 

patients to collect samples. There are no data available about how many families in Sichuan 

had the same experience. However, it was reported that four families had such an 

experience, including Ms Y, whose failure to reproduce a ‘saviour sibling’ for her 

thalassaemia-affected daughter mentioned earlier in this chapter. These four families sued 

the hospital and the research institution in court.29   

                                                        
29  Four families sued the hospital and research institution. The court adjudicated rejection of the claims, which means that 

the patient party lost the lawsuits. The case had been judged by first instance and second instance of court. The court 
verdicts are: (2006) wuhou min chu zi 768; (2007) Cheng min zhong zi 1516. [(2006) 武侯民初字 768; (2007)成民中字
1516]. 
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The cases show that although the failure of prenatal genetic test is infrequent, when it 

does occur, it has severe consequences. And although the clinical practice of prenatal genetic 

testing is regulated by official regulation, in practice violation occurs, and the appropriate 

understanding of the medical ethics, such as the intended aim of informed consent, 

sometimes is not always carried out well. The original intention of informed consent is to 

protect patients’ rights, but in practice it sometimes makes the patients more vulnerable.  

 

SOCIAL ISSUES INVOLVED  

 

This section discusses some of the issues involved in the creation of ‘saviour siblings’, some 

of which are particular to China. These issues involve community pressure, the media, the 

policy of family planning, views on abortion and motherhood, and discrimination. A 

combination of choice-constraining factors, it is shown, does not necessarily suppress the 

initiative and agency of prospective parents. 

 

The termination of possible ‘saviour siblings’ 

The primary purpose of prenatal genetic testing for thalassaemia is to avoid having an 

affected child. The harsh social conditions and poor facilities make it undesirable for parents 

to carry a handicapped fetus to full term (Yang 2002). If the result of the prenatal genetic test 

is positive, terminating the pregnancy is the usual choice. One pregnant woman said before 

undertaking a prenatal genetic test: 

 

Of course, I will have an abortion in such a condition. I would prefer to have 

no baby rather than an affected one. If not, why would I pay money to take the 

prenatal genetic test? If I still continue with the pregnancy knowing that this 

fetus is affected with thalassaemia, everyone will think I am crazy. [Transl. S. 

Sui] 

 

In fact, it is socially acceptable and advisable to abort a fetus with a life-threatening 

disorder such as thalassaemia. But in the case of using prenatal genetic testing to find out 
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whether a fetus will be a good match to donate blood or tissue, namely be born as a ‘saviour 

sibling’, the pregnancy will be terminated if the test result shows that the fetus is not a good 

match. This fact is also related to the one-child policy, which only allows the birth of one 

more child if the first one is disabled. Allowing the birth of a child that is not a blood match 

for the diseased child means there will be no other chance to create a ‘saviour sibling’. In 

practice, prenatal diagnosis requires amniocentesis, a procedure associated with risk for the 

pregnancy, which often takes place at the beginning of mid-term of pregnancy. Currently, the 

earliest amniocentesis can be done at 15 weeks of pregnancy, and in clinical practice 

sometimes occurs at around 20 weeks.  Thus, a healthy 15-week or older fetus is terminated 

only because the expected baby is not a good match for the sibling. This poses questions 

about the meaning of human life in relation to the expectations harboured about the value of 

offspring. It is not easy for the mother to make the painful decision to abort a healthy fetus. 

Although abortion is accepted in China as a way to stop an unwanted/unplanned pregnancy, it 

is a grievous experience for the mother; it frequently results not only in physical but also in 

psychological suffering. One interviewee expressed her feelings of ambivalence:  

  

I decided to conceive again in order to save the life of my poor son. As a mother I try 

to give a chance to my child to live… A nearly five-month-old fetus already has a 

‘person shape’ [renxing].… To my son, I am a kind mother, but I feel I am also like a 

murderer. I cannot try to save a person and at the same time kill the other one. [Transl. 

S. Sui]   

 

In some hospitals in Guangxi and Guangdong, chorionic villus sampling (CVS) is 

performed together with genetic screening to determine chromosomal or genetic disorders in 

the fetus. This can be done during early pregnancy, usually from days 25 to 65 of the 

pregnancy. To make sure that the fetus is thalassaemia free, some doctors suggest pregnant 

women take both CVS and amniocentesis. Currently, there is hope that the number of 

‘saviour siblings’ created could be decreased by using cord blood from the Umbilical Cord 

Blood Banks that have recently been set up in China. In China, the MOH enacted The 

Measures for the Management of Umbilical Cord Blood Banking in 1995, which was the 
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original impetus for the creation of Umbilical Cord Blood Banks. Presently, six Umbilical 

Cord Blood Banks in China have permission from MOH to establish facilities (He & Xiao 

2008). According to statistics released by the MOH, the number of blood samples in stock is 

approximately twenty-five thousand, and among them 400 samples have been used in the 

clinical transplantation for leukaemia patients (Wei 2008). However, there is still no 

successful case of matching samples in the Umbilical Cord Blood Banks for the use in 

transplantation for thalassaemia patients. This situation continues the situation in which 

prospective parents try to give birth to another child as a ‘saviour sibling’. 

 

Potential harm possibly caused by the test and the exaggerated expectation of creating a 

‘saviour sibling’ 

Amniocentesis is commonly used as a means to collect samples for prenatal diagnosis. In 

prenatal genetic testing, fetal cells obtained through amniocentesis are genetically tested. 

Amniocentesis is performed at approximate 15 to 20 weeks’ gestation in current clinical 

applications in China. Although the exact risk associated with amniocentesis is controversial, 

it is not a completely innocuous procedure and can result in a spontaneous abortion. 

Amniocentesis can also result in future reproductive complications (Wapner 2005). 

Nevertheless, most patients put great trust in the technology and believe the technology could 

help and benefit them. Also, they trust their doctor and are inclined to obey the doctor’s 

advice. Before taking a test, the patient usually signs the informed consent form to confirm 

that they understand the medical procedure and the potential risk associated with it. But, in 

fact, not many patients take the informed consent form very seriously, because they know 

they have to sign the forms to obtain the test. In such conditions, the potential harm of the test 

does not receive as much attention as it deserves. At the same time, exaggerated expectations 

of umbilical cord blood stem cell transplantation can lead to disappointment, with the 

realization by the parents that they are worse off than before the procedure. 

The high expectations of the treatment of a child with thalassaemia involves extraordinary 

risks in the case of Chinese parents, who feel they have to abort the ‘saviour sibling’ when it 

turns out not to be a good match. Both the motivation and feelings of the parents are formed 
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under strong social pressures which limit their choice. To some extent, the reports and 

presentations about the cases of ‘saviour siblings’ in the media, with their high praise of the 

love of the mother for the affected child, strongly influence the thalassaemia-carrier parents’ 

decision to create a ‘saviour sibling’. These pressures easily lead the parents to ignore the 

mental and financial costs, the medical risks of the procedure and the risk of cord blood 

transplantation and the bone marrow transplantation. According to Professor Z, a 

haematologist, in addition to the high price of the transplantation and the difficulty of 

obtaining a blood match, the stem cell research involved is a comparatively new field. In fact, 

there is still much room for improvement regarding the curative effect of umbilical cord 

blood stem cell transplantation.  

 

Social discrimination and financial pressure  

People with a family history of genetic disorders, as in the case of thalassaemia, may not have 

to deal with just the heavy financial burden, but also with feelings of social inaptitude and 

psychological pressure of their fate. Currently, in China, insurance companies do not offer 

medical insurance for serious genetic diseases such as thalassaemia. This narrows the options 

for even those families that are relatively well off. Only some can afford to pay for cord 

blood transplantation, but most families have to take recourse to the two-monthly blood 

transfusion and pay a high bill. The families that cannot afford the treatment cost and that 

have no access to help have to forego treatment for the affected children, which means that 

such children die before the age of five. 

But even if the family can afford to pay for umbilical cord blood transplantation, it is not 

always easy to find a match and there is no guarantee that the transplantation will succeed. 

Furthermore, genetic technology cannot guarantee that the testing results are always 100 per 

cent correct. Thus, some children are born with thalassaemia because the test failed to 

provide accurate results. Their birth is usually regarded as an ‘unlucky birth’ and the 

beginning of a tragedy. In a newspaper report, these children were called ‘thalassaemia 

children that should not have been born’ (Zhu 2006). Sometimes the purpose of such reports 

is to pay attention to the abominable situation of the affected child, but such a pronouncement 
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also implies that the children are not welcome in society. In some cases publicity arouses 

sympathy. Ms Y’s case, for instance, was reported in the newspapers and on TV programmes, 

after which she received donations meant for cord blood transplantation. This family is luck, 

but in practice such instances are very rare. Not many families are as luck as Ms Y’s family.  

In China, the current government encourages thalassaemia carriers to undertake prenatal 

genetic testing, which is treated as a measure to control and prevent birth defects and improve 

the quality of the population. In fact, the widespread use of selective abortion to reduce the 

number of people born with disabilities sends a message to children and adults with 

disabilities, especially people who have genetic or prenatal disabilities, that ‘we do not want 

any more like you’ (Shakespeare 1995). Most of the families interviewed for this study try to 

keep secret the fact that their children are affected by thalassaemia. The information is 

disclosed only to a very limited circle such as relatives and very close friends. They even 

keep the information secret from the children’s teacher in kindergarten or in school. They 

really hope that their children will be treated the same as other children.  

 

CONCLUSION  

 

Although the research population in this study was not large enough to make generalizations 

about the reproductive behaviour of prospective parents who have a high chance of 

conceiving a child with thalassaemia, this study made observations about the difficulties 

faced by such parents and the social dilemmas they encounter. The use of prenatal genetic 

testing for thalassaemia in China shares similar difficulties with those of other developing 

countries where limited access to healthcare and restrained financial resources apply. But 

Chinese parents also encounter problems that are particular to China, occurring as a result of 

its family planning policies and the cultural values attached to healthy offspring.  

The current application of prenatal genetic testing for thalassaemia not only offers a way 

to prevent the birth of affected children, but it also makes it possible for prospective parents 

to create a ‘saviour sibling’ by providing a tissue typing test during the middle of pregnancy. 

Many factors constrain and limit the choices of prospective parents, including financial 
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difficulties, the family planning policy, the media and propaganda, the advice and counselling 

from doctors, psychological pressure from the community, and social discrimination. The 

restriction of choice in some cases leads parents to take initiatives that may have far-reaching 

consequences, such as when they decide to have a ‘saviour sibling’.  In the cases observed 

in this study, such initiatives were accompanied by ignoring the potential risk of failing 

technology and failing to take seriously the process of informed consent when undergoing 

invasive procedures during pregnancy. Undoubtedly, with the development of advanced 

genetic technology such as pre-implantation genetic diagnosis (PGD) and the progress of its 

reliability, there will be more choices for people suffering genetic disorders, though at present 

the majority of the population is not in a position to access such advanced treatment. 
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30 This chapter was published as a book chapter as: Suli Sui and Margaret Sleeboom-Faulkner. 2009. Genetic Testing on 

Duchenne Muscular Dystrophy and the Vulnerability of Families with Duchenne Muscular Dystrophy in China: A Case 
Study of such Families in the Chinese Context. In: Margaret Sleeboom-Faulkner (ed.) The Frameworks of Choice, 
predictive and genetic testing in Asia. 2010. Amsterdam. Amsterdam University Press. 
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（A woman and her son with DMD in genetic counselling clinic session）

 

his chapter concerns the consequences of the application of genetic counselling and testing 

 

 

 

T

for Duchenne muscular dystrophy (DMD), which is a sex-linked genetic disorder. The 

chapter aims to provide a better understanding of the economic difficulties, psychological 

distress, self-contempt and family stigma that families are confronted with in Chinese 

contexts. In present-day China, DMD-affected families are not only undergoing economic 

hardships but also face heavy psychological pressure as a result of family stigma. Meanwhile, 

Chinese values attached to healthy offspring and traditional boy-preference increase the 

psychological burden, especially of the mothers of children with DMD. Families affected by 

DMD are vulnerable, and the existing social discrimination aggravates their vulnerability. 

This chapter shows that there is room for social welfare and support to play a greater role in 

reducing the vulnerability of these families.  
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INTRODUCTION   

 

In China about 650,000 affected boys suffer from Duchenne muscular dystrophy31 (CRCF 

2005). Duchenne muscular dystrophy (DMD), the most common childhood muscular 

dystrophy, is a lethal X-linked genetic disorder, which affects approximately 1 in 4500 live 

male births (Garner-Medwin & Sharples 1989). DMD carriers pass it on to one-half of their 

sons, which means 50 per cent of male offspring will be affected, and to one-half of their 

daughters who become carriers (Harper 2004:100). This chapter concerns the consequences 

of the application of genetic testing and genetic counselling for this sex-linked genetic 

disorder. Genetic counselling and testing for DMD has important implications for 

reproductive decisions and life planning decisions, which are also affected in China by 

economic conditions, access to the healthcare system, the Chinese family-planning policy, 

Chinese reproductive views and Chinese culture. This case study of DMD aims to acquire a 

better understanding of economic difficulties, psychological distress, self-contempt and 

family stigma that families are confronting with in Chinese contexts. Based on the 

complexity of conditions of families with DMD, this study rethinks some related social issues 

such as genetic discrimination, the distribution of health resources, the reliability of medical 

information, the access to basic knowledge and of medical treatment of prevailing genetic 

disorders, the impact of genetic technology on reproductive decision-making, social support 

and help for vulnerable groups.  

This chapter is based on the research results of an empirical survey conducted from 

September 2007 to February 2008 in China. During the survey, basic information about 

genetic testing for DMD was collected in China through archival study and Internet research. 

The original data are obtained from interviews and participant observation. During fieldwork 

                                                        
31  Duchenne muscular dystrophy is a recessive disease. The female is the carrier and transmits the disease genetically to 

offspring, but does not develop it. DMD is caused by the lack of dystrophin, which is a protein found in the cell 
membrane of muscles. Boys are normal at birth and only begin to show signs of the muscle wasting disease when they 
are 3 or 4 years old. They experience increasing difficulty walking because of progressive weakness, with loss of 
ambulation, and are often wheelchair bound by 11–12 years old. The muscle deterioration is continuous and they usually 
die in their late teens, or early twenties, because no effective treatment is yet available (Parsons et al. 2000). 
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the author interviewed five geneticists and six doctors working in genetic counselling clinic 

as genetic counsellors, and sat in at two sessions of genetic counselling in both the paediatric 

department and maternity department of a hospital in Beijing. The sessions target genetic 

disorders in general, not just DMD, but one session usually includes two or three 

consultations with families with DMD from all of the country. As a ‘noviciate doctor’ (jianxi 

yisheng),32 I collected first-hand information of the practice of genetic counselling for DMD. 

Such experience provided access to boys with DMD and their families. The method of deep 

interview was used with ten families with DMD, and four families with DMD were selected 

as case studies, with which regular contact was maintained. The research method of 

participant observation yielded a better understanding of the daily routine and the problems 

that families with DMD experience in daily life. 

 

THE PRACTICE OF GENETIC COUNSELLING AND TESTING FOR DUCHENNE 

MUSCULAR DYSTROPHY IN CHINA  

 

Although there is no cure or effective treatment available for DMD, an early diagnosis is 

ideally made, primarily to offer genetic counselling, and, where possible, prenatal diagnosis. 

When diagnosis of DMD takes place, the family is warned that DMD is an inherited disorder 

and that the sisters and cousins of the affected boy have a high risk of being carriers. 

Improving the identification of carriers is aimed at reducing the number of boys with DMD 

being born in affected families, as is the case in Europe (Emery 1991). In China, it is the 

genetic counselling clinic, usually in the paediatric department or/and maternity department 

of the hospital, that offers genetic testing for diagnosis. For the prenatal genetic counselling 

and testing, it is usually in the genetic clinic of the maternity department because the test 

sample and the amniotic fluid are collected by amniocentesis, an operation usually performed 

by a maternity doctor in the maternity clinic. Guidelines for Genetic Counselling 

promulgated by the Chinese Ministry of Health (MOH) in 2003 regulate the basic requests, 

                                                        
32   Noviciate doctors in China usually are medical students who are in the last year of university education. Clinical 

experience of noviciate doctors is compulsory before graduation. Thanks to the introduction of one respected professor 
and consent from the doctors and patients, I had the chance to carry out my survey as a ‘noviciate doctor’ in the clinic. 
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principles and procedures of genetic counselling in China. According to these guidelines, 

genetic counselling should be offered by clinicians who have a genetics knowledge 

background. In practice, the counsellors in the genetic counselling clinic usually are 

clinicians such as paediatricians and obstetricians with a background in genetics. More details 

about the qualifications for counsellor could be found in the section ‘The current practice of 

genetic counselling in China’ of Chapter Three in this thesis. In China, genetic counselling is 

combined with testing, and it is the doctor who works as a counsellor, prescribing the testing 

for clients/patients. Because of the advanced nature of the technology of genetic testing for 

DMD and the qualification should be authorized by the Provincial Health Department.33 

There are only some hospitals that are well known for their genetics departments and are 

authorized to offer DMD genetic testing, such as Beijing Xiehe Hospital, Hunan Xiangya 

Hospital and Shenyang Medical University No.2 Hospital. Most of the families that come to 

the counselling clinic obtain information on access to genetic counselling/diagnosis from 

doctors in their local hospitals. 

In the genetic counselling clinic, collecting genetic information is the first important 

step. In counselling practice in the UK, general strategy demands that at least basic details of 

both sides of the family are taken, even in a dominantly inherited disorder clearly originating 

from one side. Taking details about both sides may help to avoid feelings of guilt or blame 

resting exclusively on one member of a couple. This may always be an important factor, but it 

is particularly important in some cultures and social situations (Harper 2004:7–8). This view 

is also accepted by Chinese genetic counsellors and is applied to genetic counselling, in 

particular for X-linked inherited disorders such as DMD. In the counselling clinic for DMD, 

doctors make efforts to avoid spreading feelings of guilt and blame among husband and wife. 

Usually during the first consultation at the counselling clinic, symptoms of the boy who is 

under suspicion of DMD are checked, the disease history of both partners’ families is taken, 

and the doctor provides an initial diagnosis. This initial step is complemented with genetic 

testing for confirmation. During the consultation, the doctor will explain some basic 

                                                        
33  According to The Measures for the administration of prenatal diagnosis technology, which is a document promulgated 

by the MOH in 2003, only hospitals and healthcare providers that are qualified by Provincial Health Department can 
practice prenatal genetic diagnosis. 
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knowledge of DMD in simple terms, though the doctor usually does not mention the X-linked 

inherited character to the couples directly. Usually, in practice, the doctor emphasizes that 

spontaneous mutations also can result in the birth of boys affected with DMD, avoiding the 

issues of ‘responsibility’ for the boy’s affliction. During counselling sessions for DMD, the 

doctor working as genetic counsellor in the clinic also takes into account the position of 

women and the stability of the couple’s marriage and their family. The survey among 

geneticists also showed that genetic counselling for X-link disorders should try to play down 

[danhua, a literal translation to English is ‘de-salt’] the issue of ‘individual responsibility’ for 

the genetic disorder.  

Doctor S, a geneticist cum doctor working in the genetic counselling clinic, 

exemplifies genetic counsellors in China:  

 

In the counselling of a family with DMD, I usually do not choose to directly tell the 

couple, especially the husband, the inherited character of DMD. Before, there have 

already been some examples where after the husbands know their boy’s disease is 

because of the wife’s gene, blame the wife very much and divorce. Usually the wife 

feels guilty and self-condemned in such a condition; if the husband requires divorce, 

she has no choice. You know, it is very miserable for a single mother with an 

affected child. Considering these, I think sometimes a ‘fog bomb’ is better (yanwu 

dan, meaning something is not clear or to make the clear thing hazy), especially for 

the families that come from the rural areas, where the Chinese traditional 

‘boy-preference’ reproductive opinion is prevalent, compared with urban places. If 

the family does not ask, I don’t tell them, but if they ask I give them a ‘fog bomb’, 

such as that they can both be the ‘cause’ or that there could have been a mutation. In 

fact, there is a possibility of genetic mutation, and it is difficult to give a definite 

answer. I hope the couple have more psychological preparation, and understand that 

the most important thing is to face the fact instead of guiltiness or blaming. [Transl. 

S. Sui] 

 

In practice, the first consultation in the genetic counselling clinic usually ends with 
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the prescription of genetic testing, and the blood sample will be collected from the affected 

boy and both parents. The doctor suggests that the couple come to the genetic counselling 

clinic for a second consultation, usually two months later, and at that time the genetic testing 

result is ready. For the second consultation, if the resulting diagnosis is DMD, the doctor will 

give directions on how to take care of a boy with DMD. Stretching, massage and low-impact 

sports are usually recommended by doctor to the parent of such a boy. According to the 

family pedigree, the doctor gives advice that the female members of the family, who have a 

high risk of being carriers, ought to take the test. The doctor also advises the couple to make 

sure prenatal genetic testing is available before they plan a next pregnancy and take a prenatal 

genetic test during the next pregnancy. 

 

CASES SELECTED FOR UNDERSTANDING THE COMPLEX CONDITION OF 

FAMILIES WITH DUCHENNE MUSCULAR DYSTROPHY  

 

This study is based upon conversations with approximately thirty DMD consultancy clients, 

including affected boys, carrier women, and their families. From these, three cases were 

chosen as case studies and one, based on Internet research, was added. The four cases were 

selected to offer insight into the variety of the circumstances in which families of boys with 

DMD have to make decisions, the complexity of conditions in which such families live their 

daily lives, and the vulnerability of these families in China. The four case studies are 

analysed in the following sections. 

 

Case 1: Ms S wants a genetic test 

This case concerns the decision-making regarding the termination of pregnancy and the 

expectations of this family about genetic technology. The case shows that family history did 

not get the attention deserved in this family. 

Mrs S, a woman seven month’s pregnant from Qingyang, a small city in Gansu 

province, applied for prenatal genetic testing for DMD. Her application was rejected because 

it was too late to take amniocentesis at seven months’ gestation, which is very dangerous for 

both mother and fetus. In practice, amniocentesis is commonly used as a measure to collect 
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samples for prenatal genetic testing. Amniocentesis is performed at 10 to 20 weeks’ gestation 

in current clinical application in China. Mrs S and her husband made the decision to take a 

carrier test and decided to terminate the pregnancy if the test indicated her to be a carrier of 

DMD. Although one of her old brothers, two cousins and one nephew died as a result of 

DMD, she is not aware of her family history regarding DMD. She ascribes her little 

knowledge about DMD in her family history to the large size of her family and to having 

almost no memory of her deceased elder brother. When the son of one of her cousin, a 

four-year-old boy, started to show the symptoms of DMD and was diagnosed with DMD after 

taking a genetic test, she paniced and went to the genetic counselling clinic to ask for a test. 

The boy, from Quzi town, Huan County in Gansu province, is the only affected live male in 

this big family. His father and mother work as ‘farmer workers’ in Guangzhou. ‘Farmer 

workers’ [nongmin gong] are farmers who have temporary jobs in the city. His parent left him 

with his grandparent. Now, Mr S, an old brother of Mrs S, who is a surgeon in a hospital in 

Beijing, hopes that the genetic testing can help to eliminate this disorder from his big family 

by preventing the birth of affected boys and new carriers. (Interview with Ms S, her husband 

and her brother on 16 and 20 November 2007)  

 

Case 2: Ms L and her husband want to have a daughter 

This case illustrates ‘gender preference’ in reproduction, the social isolation of boys with 

DMD, the psychological pressure and the difficulties the families of such boys in China.  

Mrs L is from Gaozuo Town, Suining County, in Jiangsu Province. Mrs L is the 

mother of a 9-year-old boy with DMD. Two years ago, this family took a genetic test in a 

hospital in Beijing, and the boy was diagnosed with DMD. Now the boy can no longer walk 

well. His situation gets worse when he wears thick clothes in the cold winter. Every day his 

father or mother carry him to school and get him home using a manual tricycle [renli sanlun 

che]. On this occasion, Mrs L came to the genetic counselling clinic when she was twelve 

weeks pregnant. She and her husband fervently hoped for a girl and decided to take a prenatal 

genetic test in Beijing. One month after the test sample was collected through 
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amniocentesis,34 they received the test result that showed the fetus to be female. The couple 

was very happy when they heard the result and they did not care greatly whether their future 

daughter was a carrier or not. Mrs L and her husband know about the inherited character of 

DMD. Mrs L has told her sisters and cousins about the inheritability of DMD and the 

possibility of their being a carrier, but they do not believe her and do not take it seriously. 

(Interviews with Mrs L and her husband on 27 November 2007 in a hospital in Beijing, on 6 

December 2007 when Mrs L underwent amniocentesis in Beijing and on 16 December 2007 

in their home) 

 

Case 3: F and his family feel stigmatised 

This case shows how DMD is intimately linked with the family-planning policy and the daily 

lives of families that carry DMD. 

A boy with DMD named F, an 8-year-old primary school student, lives in Hongni 

village, Wulian County, Shandong Province. His mother, Mrs Y, is 45 years of age. F, who 

was diagnosed with DMD after taking a genetic test, clearly has problems moving and 

standing steadily. F has an old sister named X who is 23 and temporarily works in Rizhao city. 

The doctor advised her to undertake a carrier test. She has already reached the legal age, 

which is 20, for women to get married in China. F’s father, grandfather and grandmother all 

did not know clearly about the hereditary character of DMD. Mrs Y had another son who was 

younger than the daughter. After she gave birth to this boy, she had to undergo sterilization by 

joining the oviducts [jieza], in agreement with the family-planning policy. Unfortunately, this 

boy drowned when he was 3 years old. It was a severe shock for the family. After undergoing 

an operation to ‘unjoint the oviduct’ [shu luan guan fu tong] the mother conceived again and 

gave birth of F. Now the mother is too old to have another pregnancy. The economic situation 

of this family that has a boy with DMD in a small village is difficult. Apart from their 

financial hardships, the mother suffers severely due to self-condemnation and feelings of 

guilt. Moreover, the family also experience discrimination in the village and feel stigmatized 

                                                        
32 Amniocentesis is a procedure in which a small sample of amniotic fluid is drawn out of the uterus through a needle 

inserted into the abdomen. The fluid is then analyzed to detect genetic abnormalities in the fetus or to determine the sex of 
the fetus. 
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as a family with a disabled boy. (Interviews with the mother and sister on 9 December 2007 

and subsequently) 

 

Case 4: Ms X and her sons persevere 

This case study draws on information from the Internet and a film, which is based on the true 

story of a family from Sian, the capital city of Shanxi province. Ms X, a single mother, has 

twins with DMD named Gold Bean and Silver Bean [Jindou and Yingdou: ‘Bean’ is used as 

name in Chinese denoting ‘baby’ or ‘sonny’]. Now the boys are adolescents. Ms X divorced 

when she was 31 and the boys were 6. After her divorce, she brought up and looked after the 

two affected boys. In order to dedicate herself entirely to the boys and to avoid hurting the 

boys, she decided not to remarry. Ms Xue strictly asks the boys to take exercise every day, 

such as a five-kilometre walk. She gives massage to the boys and helps them to do sit-ups 

every day by pushing their back because they cannot play by themselves. She tried to seek 

alternative treatment for DMD, which actually was little effective. The boys easily catch flu 

due to their low resistance, so that she spends much energy and time on caring for the boys. 

Ms X, who works in a textile mill, therefore cannot afford to work full time. The family lives 

on her small income and often faces financial difficulties. The experience of the family has 

attracted public attention, after which their story was written down as a play and was filmed 

as a television drama named Love You Using My Life (yong wo de shengming qu ai ni). 

 

These four cross-sectional cases offer insight into the circumstances and experiences 

of families with DMD in China. The next sections will address and analyze social issues 

linked to DMD and DMD genetic knowledge. 

 

THE SOCIAL AND POLITICAL FRAMEWORK OF CHOICE OF FAMILIES WITH 

DMD IN CHINA 

 

Based on the case studies, this section will analyse the vulnerability of families with DMD 

and related issues such as the social stigma attached to boys with DMD and their families, the 

lack of welfare support and social help for the families of boys with DMD, and the impacts of 
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living with boys with DMD on reproductive decision-making and reproductive views.  

 

Lack of effective treatment  

Twenty years after the discovery of the DMD gene in 1988, an effective medical treatment is 

still not available (Urtizberea et al. 2003). Although DMD is present from conception, boys 

with this disorder appear normal at birth. It is when they begin to walk that discrepancies are 

often noted. In most cases, the child walks with a ‘waddling gait’, tends to tiptoe, and has 

overdeveloped calves. Later, climbing stairs becomes challenging (Cwik & Brooke 1996). 

When the symptoms appear, parents initially do not think it is a serious problem and think 

that the child is just a late developer. Ms L in Case 2 said when she found her son walked 

slowly she thought it was common that a boy learns to walk later than a girl, or maybe that 

her son did not take enough calcium and vitamins. She became worried about the ‘walking 

problem’ after she found her son could not climb stairs like the other boys of the same age. In 

fact, most families with an affected boy share a similar experience. They come to hospital 

hoping to get treatment. When parents find out that this is a lethal disorder and that no 

effective treatment is available, they usually react with feelings of disbelief, denial, anger, 

anguish and anxiety (DMD Forum 2001). Ms X, the mother of the twins in Case 4, 

remembers the way she felt: 

 

 I felt like the sky was falling down on me [tian ta le], I nearly lost my 

consciousness at that moment, like a huge thunderbolt hit my head. The diagnosis 

result was like a death sentence. I cannot believe my sons will die.… Why am I so 

unlucky? Why are my sons so unlucky? Why? [Transl. S. Sui] 

  

Ms Y, in Case 3, had a similar reaction:  

 

I felt so cold. Just like I dropped into an ice cave [bing kulong]. My mind became 

blank [yipian kongbai]. If this disease can be cured, I will try to collect money to 

treat him, even sell the last thing in my home [zaguo maitie]. [Transl. S. Sui] 
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Many families try to find an alternative treatment although the doctors have told them 

clearly that no medical treatment can cure DMD at this time. They believe what the doctor 

said but they fervently hope that maybe something else would work. In the clinic, some 

parents begged the doctor to allow their son to become a human subject in clinical 

experiments as soon as new therapy for DMD might be developed. Some families turned to 

traditional Chinese medicine. In fact, according to a pilot study carried out in Beijing on ten 

boys with DMD treated with traditional Chinese medicine at various stages of their disease 

course, it is not possible to draw any definitive conclusions regarding the beneficial effect of 

Chinese traditional herbal medicine in patients with DMD. It seems as if the benefit, if any, is 

minimal (Urtizberea et al. 2003). Also, parents of boys affected by DMD who are tempted to 

get access to these drugs often are not informed of their effects and potential hazards, 

although the potential toxicity of some of these Chinese traditional medicines has clearly 

been demonstrated elsewhere in other conditions (Chan & Critchley 1996; Critchley et al. 

2000).  In fact, there are some, usually little known, hospitals that boast in exaggerated 

advertisements of special treatments for incurable diseases such as DMD (Chen 2005). The 

advertisements attract people, including those from remote rural areas, whose family member 

suffers from incurable diseases, such as cancer and DMD. The strong desire for treatment 

easily misleads DMD-affected families into spending money, worsening their financial 

conditions. One interviewee in such a situation expressed her feeling of helplessness: 

   

 If I do not try, I will feel guilty towards my son. The advertisement said that the 

treatment will be effective. Maybe there is a possibility. Maybe it will be helpful. I 

am not rich, but at least I will try once. Anyway, I think that the treatment will not 

make things worse. I only want to make every possible effort [si ma dang zuo huo 

ma yi, a literal translation to English is ‘to treat a dead horse like an alive one’]. 

[Transl. S. Sui]. 
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Psychological distress and heavy burden for the parents and family 

Parents of boys with DMD say they experience depression and emotional anguish. Because 

some parents view their child as an extension of themselves, they are apt to feel that such a 

disorder reflects upon them. They feel grief, and a feeling of guilt is a common response to 

grief. Particularly, mothers with a defective X chromosome have the added burden of 

knowing that they are most likely the unwitting carriers of the gene responsible for the 

disorder (Rubin 1987). As the disease progresses, mothers may develop an attitude of 

self-blame and struggle with guilt regarding the child’s condition. Also, the long-term and 

escalating nature of DMD creates an increasing burden on families as the disease progresses. 

Caring for a family member with a severe chronic illness has been associated with increased 

family stress, diminished health for caretakers and an increased financial burden (Wang & 

Barnard 2004). Family members must provide increasing assistance with activities of daily 

life, eventually having to carry them out completely for the affected child. Long-term care 

needs may increase the financial burden on the family, particularly if one of the parents needs 

to forego employment to care for the child (Chen & Clark 2007). As a single mother with two 

sons who need her care, Ms X in Case 4 has a heavy financial burden and psychological 

stress:  

 

When I was short of money, I only had 20 Yuan (about 2 Euro). I did not know what 

I could do. At that time I even planned to sell my kidney for money, although I 

knew it is illegal to sell human organs. Often, I want to cry, shout or sing loudly. I 

even considered committing suicide with my sons, so as to finish it all [yi liao bai 

liao]. Sometimes I cannot sleep at night and stand in the dark, smoking cigarette 

after cigarette. In that year, when my sons were 12 years old, I started to lose my 

hair. I shed a lot every day. In addition, every day I accompanied my sons for 

five-kilometre walks and I engaged in massage and stretching exercises for my sons. 

I often feel my body and soul are all exhausted [xinli jiaocui]. [Transl. S. Sui]. 
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Ms Y, in Case 3, also feels she is under the pressure from guilt, depression and anxiety:  

 

I feel life is black and colourless. Watching my son walking in that way, thinking 

he will be unable to walk and that he will die, my heart hurts so much, like it is 

being pricked by a sharp needle [xin ru zhen za]. If I could, I would like to suffer 

instead of my son [she said crying]. It is my fault, and I feel so bad and feel so 

sorry [dui bu zhu] for my son and my husband. If my husband wants to divorce 

me, I have nothing to say. My son is still young and he does not understand his 

disease, and I do not want him to know more. I only hope he can be happy.  

[Transl. S. Sui]. 

 

From Ms X’s and Ms Y’s narratives we can understand the heavy psychological burden of the 

mothers.   

 

Stigma and discrimination against families with Duchenne muscular dystrophy 

Ervin Goffman, a well-known sociologist, defined the concept of stigma as denoting an 

attribute that is deeply discrediting that reduces the possessor in our minds from a whole and 

usual person to a tainted, discounted one (Latz 1981). The attribute that stigmatizes one type 

of possessor can confirm the usualness of another, and therefore is neither creditable nor 

discreditable as a thing in itself (Goffman 1986:3). The ‘abomination of the body’ is a type of 

stigma, consisting of various physical deformities, disabilities and chronic diseases. People 

use specific stigma terms such as cripple and moron in daily discourse as a source of 

metaphor and imagery (Goffman 1986:5). In practice, persons suffering from a severe illness 

and their close family are often socially stigmatized (Sartorius 1997). A popular view in 

China considers severe illness, to a certain extent, to be punishment for an ancestor’s 

misbehaviour or for the family’s current misconduct, which is called ‘religious punishment’ 

[zongjiao chengfa] or ‘pre-existence retribution’ [qianshi baoying] (Lin & Lin 1980; Wang & 

Zhang 2002; Liu 2006). This view, which is a popular explanation of pathogenesis based on 

religion and superstition, sometimes is used to stigmatize families with severe handicaps, 

causing conflict and dissatisfaction. Such stigma and discrimination make the disabled feel 
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distressed. In fact, it is very difficult for the disabled to lead a ‘normal’ life, so that it is 

challenging for the disabled to get married, and the disability sets them apart from their 

friends and neighbours (Kohrman 1999). As a lethal inherited disorder, DMD instils fear into 

people. The long process of progressive weakening of the patient, and the late-onset genetic 

nature of the disease resulting in early death, intensifies the stigmatization of the family. 

Stigma and discrimination teach family members self-contempt and guilt, isolating them from 

the community. The DMD-affected family members interviewed all felt that their family was 

suffering from stigma and discrimination. Mr S, the elder brother of Ms S in Case1, said his 

childhood was full of painful memories of having an affected young brother:  

 

Sometimes several boys in the neighbourhood followed him, simulating his 

walking style, mocking him, and calling him ‘cripple’ [que zi]. This illness is 

monstrous and strange. One of my uncles died from it. My family was the target 

of gossip in the community, which enjoyed chatting about my family. Some 

words, like ‘misconduct’, ‘sin’, ‘retribution’ and so on [zuo nie, zui guo, bao ying] 

would eventually reach the ears of my family. My family could not to stop it and 

dared not to do anything because we were afraid that the gossip would worsen.  

I am so lucky to be the one who is unaffected. Now, I have drawn a pedigree 

and found those who are at risk of being a carrier and developing the disease. I 

will try to contact them and offer them money for them to take a test. I hope no 

newly affected boys and no new carriers will be born to my family. Let this 

damned illness disappear from my family.  [Transl. S. Sui]. 

       

Ms L, in Case 2, and her husband are also afraid of stigma and discrimination:  

 

The symptoms of my son are getting obvious and we cannot keep it secret, but we 

do not say more about this illness to others except to our very close relatives. We are 

afraid of gossip. We are very cautious and scrupulous to avoid offending anyone. In 

school, several classmates laughed at my son and he feels bad. The only thing we 

can do is to implore the teacher to pay more attention.  [Transl. S. Sui]. 
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Ms Y also feels that she and her family are severely stigmatized: 

 

We cannot hold our heads high in the village. We lost one son, and we will lose 

this one. A family without a son is despised in this village. Some people think 

our family is cursed by a devil. In our village, usually, a matchmaker will come 

to a girl’s home to propose a candidate for marriage [ti qin] when she approaches 

the age of 20. My daughter is 23, and no matchmaker came for her. [Transl. S. 

Sui]. 

 

The girl, the daughter of Ms Y, expressed her feeling about this:  

 

I feel pity for [kelian] my little brother and my mother. I do not want others to 

know about the situation of my little brother and my carrier state. I keep it secret 

in the place where I work. I have no boyfriend at present. If I have a boyfriend, I 

do not know whether I will tell him my carrier state or not. Maybe I will tell him. 

I think I should not cheat and it cannot be kept secret for ever. Many of my 

classmates are already married. You know, in our small place early marriage is 

common. Now I do not think more about this. What will be will be [shun qi 

ziran]. [Transl. S. Sui]. 

 

One interviewee in this study, a carrier of DMD, also narrated her experience. She said that 

the parents of her boyfriend strongly set themselves against the relationship between her and 

their son when they found out about her carrier status, and finally her boyfriend separated 

from her. This case showed the severe stigmatization of the DMD-affected family, worsened 

by popular superstition.   

 

Implication for reproductive decision-making 

Gender preference in Chinese views on reproduction is not unusual, and expresses a strong 

male bias (Zheng 2004). This preference is expressed in the burning of incense for ancestors, 
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a revived tradition increasingly prevalent in China. In Chinese traditional reproductive views, 

only the male is treated as family offspring, which is called ‘burning incense’ [xiang huo: in 

Chinese it means the son/sons in a family] (Liu 2005), for traditional custom prescribes that 

only a son can hold a memorial ceremony for the ancestors. So, ‘burning incense’ used in 

Chinese especially means the male offspring of a family. However, because boys are 

symptomatic for DMD, the DMD-affected families have strong preference to have a girl 

rather than a boy. Ms S’s words in Case 1 illustrate this: 

 

If only this fetus were female, I could unburden my mind and relax. But I 

already know he is a boy. If I am a carrier, there is a 50 per cent risk that he will 

be affected. I cannot or dare not take such a high risk. You know I hurt a lot. My 

baby is already a little person now. I can feel him moving every day. It is so great 

to feel his action. I am such a cruel mama. I really hope that my baby is a girl; if 

it were, nobody could persuade me to give her up. [Transl. S. Sui]. 

 

And Ms X, mother of the twins with DMD:  

 

My family was very proud of the birth of my twin sons before the boys 

developed symptoms. When the boys were 1 month old [man yue], their 

grandmother boiled two hundred eggs and coloured them red after which they 

offered two to every family in the community. Our neighbours and friends all 

admired me very much. But now, they all feel sorry for me. Sometimes I 

speculate about what if my twin sons were twin girls, or even just one girl.… But 

life cannot be changed. [Transl. S. Sui]. 

 

Ms L expressed her joy when she found out that her fetus was a girl:  

 

When I had just conceived this time, I always prayed. I hoped that God would 

give me a girl. I also had a strong feeling this fetus was a girl. I am really happy 

to know she is a girl. I do not care if she is a carrier or not. [Transl. S. Sui]. 
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It is no doubt that boy-preference is the major factor influencing the Chinese couple’s 

expectation and action for reproduction. In some rural areas, sex-selective abortion is also the 

main reason for the skewed sex ratio in China, particularly in rural areas (Chen 2004). In 

China, one of the main issues in birth policy-making is that many second children were 

allowed as exceptions to the one-child ideal. The upshot was that about half of the rural 

couples whose first child was a daughter were allowed to try again for a son. This birth policy 

in rural areas remains in effect in the early twenty-first century, subject to informal debate, 

but is evidently not yet time for formal reconsideration (Greenhalgh & Winckler 2005). The 

exceptions in the one-child policy imply and represent the son-preference in China. But, in 

the context of DMD, sex selection is reversed. 

 

Social isolation of the affected boys  

Children with disabilities are limited in their activities in society. According to research on 

issues of the disabled in China there are an estimated 2.15 million children with a disability 

who are not receiving schooling. However, 76 per cent would be physically able to attend 

school, but have no opportunity to do so. Furthermore, only 5 per cent of young people with a 

disability live in the cities, where they might attend special schools for the disabled, which 

are scarce services in China. This leaves the majority, who live in the countryside, uncatered 

for (Stratford & Ng 2000). Similarly, children with DMD in this study have little opportunity 

to join their peer group in school, because of walking difficulties, which make them more 

likely to be socially isolated.  

This research on DMD-affected families suggests that they also experience great 

social isolation from the community. For instance, parents report that their boy does not like 

going to school and wants to stay at home to watch TV instead. Ms Y complained:  

 

My son spends much more time watching TV. Sometimes he sits before the TV 

set for a long time, even though the programmes are not interesting. I think he is 

getting more sensitive as he is getting older. He is afraid to get hurt outside and 

tries to avoid it.   
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The father in Case 2 also reported that his son had become quiet:  

 

My son does not like to play with other children even when they invite him and 

are friendly to him. He likes watching TV, and sometimes draws pictures. I think 

that he feels inferior when he plays with other children. You know, he cannot run 

or even walk properly.  

 

Examples of the social isolation of boys with DMD show that such boys feel unsafe and feel 

they are not accepted by the community.  

 

Support from society  

In China, there are several Internet communities for the ‘muscle illness patient’ [ji ji huazhe]. 

These Internet communities, such as ‘Going with you’ [jingcai tongxing]35and ‘window for 

muscle atrophy’ [ji weisuo zhi chuang]36offer virtual space for patients and their family to 

communicate and share their experience. Also there are several websites that offer general 

genetic knowledge and answer questions online, which is called ‘counselling on-line’ 

[zaixian zixun], such as ‘muscle atrophy web’ [ji weisuo wang]37and ‘genetic question and 

answer web’ [yichuan wenda wang]38.  The resources provided through the Internet to some 

extent are helpful to patients with DMD and their families. But in China, most rural areas and 

small towns have no access to the Internet. And to most villagers the Internet is far away 

from their lives, as they do not know how to use a computer in the first place. 

In China, in December 2005, the Red Cross established the DMD Fund, called 

‘kindness from an angel’ [tianshi zhi en] (Zhang 2005). The purpose of the fund is to help 

boys affected by DMD. At its launch, the fund valued 100 thousand Renminbi (about 10 

thousand Euros). It had been donated by a video company and contributed to DMD-affected 

                                                        
35 Address of the website: http://www.jingcai.org. 
36 Address of the website: http://www.bbs.chinajws.com. 
37 Address of the website: http://www.ci123.com. 
38 Address of the website: http:// www. gcnet.org. 
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twins Gold Bean and Silver Bean, on whose case the film Love You Using My Life [yong wo 

de shengming qu ai ni] was modelled. But afterwards, the fund was only able to help one boy 

with DMD in Beijing with a donation of ten thousand Renminbi (about 1,000 Euros) in 2007 

(CRCF, 2007). None of the DMD-affected families involved in this study had heard of the 

fund, and they did not regard applying to it as a viable option. 

 

CONCLUSION  

 

Based on the cases of the four of DMD-affected family and their narration of personal 

experience and feeling, this paper focuses on the socio-economic aspects of the 

DMD-affected family and analyzes related social issues in Chinese contexts, such as 

reproductive decision-making, family stigma and social discrimination, and the difficulties 

the family affected by DMD encountered in the Chinese contexts. In current China, 

DMD-affected families are not only undergoing economic hardships, which are caused by the 

cost of ineffective treatment and energy and time spent on the attentive assistance for children 

affected by DMD, but also facing heavy psychological pressure as a result of family stigma 

mainly coming from the view of ‘pre-existence retribution’ as a explanation of pathogenesis 

based on religion and superstition. Meanwhile, the Chinese cultural values attached to healthy 

offspring increase their psychological burden, especially for the mothers, who usually are 

strongly self-condemned and are blamed by family members. Families affected by DMD are 

vulnerable, and the existing social discrimination aggravates their vulnerability. Additionally, 

social welfare and support, due to the lack of accessibility and effect, do not play a full role in 

reducing the vulnerability of these families.  

Other issues that should be explored are the present non-professional modes of 

genetic counselling and its implications in Chinese contexts. Therefore, more social-scientific 

research is needed to understand the application of genetic technology and the social 

implications in this field. 
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GENETIC SERVICE, INTERVENTION RELATED TO BIRTH 

DEFECTS AND POPULATION QUALITY IN CHINA39 

 

 

 

 

(The course on family planning and good birth) 

 

                                                        
39 This chapter is under review with the international peer-reviewed journal: Journal of 

Contemporary China.  
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(A poster published by Commission of Population and Family Planning of Jiangsu province 

in 1980’s. The big Chinese characters are: ‘Control population quantity & improve 

population quality.’) 

 

 

This chapter introduces the understanding of eugenics and Chinese yousheng, and their 

relationship to genetic services and the prevention of birth defects in China. It analyzes the 

important roles played by the genetic services of premarital, pregestation and prenatal genetic 

screening, genetic counselling and testing in the prevention of birth defects and in the 

improvement of population quality in China. The chapter points out that, as a national 

population policy, in China eugenics is not only a genetic term, but also has a certain social 

and political sense. The chapter argues that avoiding having a baby with a birth defect allows 

families and individuals to have easier life and also reduces financial burdens. However, 

given the national desire to reduce birth defects, some individual rights and choices involving 

personal genetic information and decision-making do not get the attention deserved. An 

insufficiency of psychological support and humanistic care in genetic services still exists, and 

the increased financial burden for the family and society caused by people with birth defects 

puts increased pressure on women and may sharpen genetic discrimination. 
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INTRODUCTION    

 

In China, according to population policy and the Chinese Population and Family Planning 

Law, controlling population quantity and improving population quality is the purpose of 

family planning. With the effort to control the population quantity, improving quality of birth 

has attracted great importance (Ding & Hu 2000). Family planning policy has created a social 

environment in which parents themselves are keen to produce ‘superior’ offspring (Dikotter 

1998). Under such policy, having a healthy baby is the minimum expectation for the 

prospective parents. Ensuring that the only child born to a couple is healthy and intelligent 

has become a common concern. Spreading the knowledge of genetics, generalizing the 

genetic services and adopting practical measures to avoid birth defects [chusheng quexian] 

have assumed increased significance. In practice, the prevention of birth defects is becoming 

increasingly important to government, the public and individuals. In recent decades, genomic 

research quickly developed, and the clinical application of genetics has been seen to hold 

enormous promise in the quest to identify the bases for inherited disease and to develop 

effective means of prevention (Petersen 1999). For persons at higher risk of producing a child 

with a birth defect, such as a person with a family history of a genetic disorder, or the 

prospective parents with the maternal age over 35, prenatal diagnosis and subsequent 

selective abortion are available and practicable for avoiding the birth of an affected child. In 

China, during the implementation of national population policy, the term of eugenics 

[yousheng] has been very broadly used and has become very well known, and it has become 

popularized and accepted. At the same time, genetic services and technology have rapidly 

developed in China. For a better understanding of the condition of clinical genetic service and 

opinions about yousheng of individuals, I conducted a survey in China during 2007 to 2008. I 

visited different levels of maternity hospitals and genetic counselling clinics and sat in on 

counselling sessions. Information and data were collected through interviews and my 

personal experience during the survey, which offer a way to understand the status of genetic 

services and the prevention of birth defects in China. This chapter analyzes the roles that the 

practical genetic services such as genetic screening, genetic counselling and testing play in 
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the prevention of birth defects and in the improvement of population quality, and it analyzes 

the issues involved in a Chinese context.  

 

THE UNDERSTANDING OF ‘EUGENICS’ AND CHINESE YOUSHENG 

 

The term eugenics derives from the Greek word for ‘well born’. It was first used in 1883 

by Francis Galton, who described it as ‘the science of improving stock, not only by 

judicious mating, but by whatever tends to give the more suitable races or strains of 

blood a better chance of prevailing over the less suitable than they otherwise would have 

had’ (Galton 1883). His research, enhanced by statistical methods developed as he 

needed them, convinced him that society’s stock of talent could be greatly enlarged if 

members of favoured families were to increase their rate of childbearing, which is called 

positive eugenics. The balance should be further improved, he believed, by discouraging 

from reproducing those who had less to offer, which is called negative eugenics (Wikler 

1999). Galton himself held that ‘the possibility of improving the race of a nation depends 

on the power of increasing the productivity of the best stock. This is far more important 

than that of repressing the productivity of the worst’ (Galton 1909). He launched a 

eugenics movement to improve the human race, or at least to halt its perceived decline, 

through selective breeding. His ideas were spread quickly, and by the 1920s eugenics 

movements existed in many countries. The lowest point in the history of eugenics was 

reached in Nazi Germany in 1933, where compulsory sterilization of those with mental 

illness or impairment, along with people suffering from various disorders, was followed 

by the killing of those individuals, together with those with congenital malformations. 

Eugenics was embraced by Hitler and his Nazi followers, tarnishing its name. Thus, 

eugenic ideas lost their cachet, becoming a largely discredited field and the term 

‘eugenic’ now is used as a pejorative epithet (Wikler 1999). In China in 1920s, eugenics 

was introduced from Britain. Ting Wen-chiang [Ding Wenjiang], the well-known 

geologist, sociologist and anthropologist, translated eugenics as ze si (in Chinese, ze 

means wise and si means offspring) and used the term zesixue. In zesixue, Galton’s 

eugenic theory was introduced. Later, during the 1930s, the pre-eminent sociologist, 
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educationalist and eugenicist Pan Guangdan published several works on eugenics to 

disseminate Galton’s eugenics and claims about birth control, limitation of population 

quantity and prohibition of intermarriage, and pointed out the disadvantage of 

consanguineous marriages (Zhang 2001). From the foundation of the People’s Republic 

of China (PRC) until 1979, eugenics was treated as a ‘pseudoscience’ [wei kexue] and 

was simply linked to the sin of fascist racial slaughter, and was considered a forbidden 

area [jin qu] (Ruan 2002). In 1979, eugenics was advocated again. It was argued that not 

all the eugenicists were racists and that eugenics had its rationality with respect to 

improving population quality (Ruan 1980). 

In recent decades, accompanying the enforcement of population policy and the 

development of genetics, eugenics has been popularized in China. And the progress in 

reproductive technologies and genetic engineering is also seen as a helpful step towards 

implementation of positive eugenics in order to improve the genetic quality of mankind and 

to produce ‘ideal’ babies. Calls for positive eugenics, designed to make ‘superior’ people 

breed ‘superior’ offspring, occasionally appear in the literature. Some scholars uphold such a 

view: ‘there is a clause allowing the parents of a first child who is handicapped to bear a 

second child: this should be replaced by a clause forbidding parents of a first child who has a 

hereditary handicap to bear a second child. At the same time, some people distantly related by 

blood with high intelligence quotients, such as outstanding scientists, mathematicians, writers, 

musicians, top sportsmen and others, should be encourage to have a second child within the 

family plan’ ( Zhu 1990). 

In 1993, the Minister of Health enacted the Chinese Maternal and Infant Health Law, 

which primarily was titled Yousheng Law, and was translated into English as Eugenic Law. 

The law mandates a premarital physical check-up for serious genetic diseases, some 

infectious diseases and certain mental disorders, which are considered to be inappropriate for 

childbearing, and requires physicians to give advice on marriage and reproduction. It also 

requires doctors to advise a couple to terminate a pregnancy if a hereditary disease is liable to 

result in a birth of a seriously sick or disabled baby.40 The enactment of the law was regarded 

                                                        
40 The article concerned is Article 10. The official English version of it says: After premarital medical examination, 

physicians shall, in respect of the male or female who has been diagnosed with certain genetic disease of a serious nature 
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in the Western media as a kind of re-emergence of eugenics and attracted considerable 

criticism. It received a great deal of adverse publicity in the Western press. Article 19 of the 

law states that only under this legislation with the agreement of the pregnant woman or her 

guardian abortion can be carried out. Despite the inclusion of this article, some scientists 

considered that, because of China’s record in coercive birth control measures, it is hard to 

accept the assurance intended by the article (Pearson 1995). Chinese scientists claimed that 

the law was not motivated by racism but by a desire to reduce birth defects. This law 

embodies policy orientation and aims to prevent new births of inferior quality. 

It has been considered that much of the confusion revolved around the Chinese word 

yousheng, which is a tricky word with dual meaning. In today’s Chinese language, yousheng 

routinely means ‘healthy birth’, and is always used with ‘youyu’, which means ‘rearing 

healthy children’. Yousheng can also be used to describe eugenic programmes that were 

practiced by the Nazis. ‘Eugenics’ also translates into Chinese as ‘yousheng’. In Chinese 

documents and the media it is more often used to refer to healthy birth. English translations 

of Chinese yousheng tend to reflect this latter meaning (Qiu 1999). The Chinese–English 

dictionaries give the explanation of Chinese word you as ‘excellent; superior [as opposed to 

inferior]’, and yousheng as ‘give birth to healthy babies’ (Hui 2004; Wu & Cheng 2005). It 

has same meaning as the Greek word ‘eugenic’ which means ‘well birth’ or ‘good in birth’. It 

is also consistent with Galton’s core eugenics doctrine of improving the stock of humankind 

by application of the science of human heredity. In this sense, the Chinese word yousheng 

could be translated to ‘eugenics’. But it is different from the ‘eugenics’ movement of the 

1920s (Tang 2002; Wang 1999). The Chinese Encyclopedia of Medicine, which was edited in 

1994, defines eugenics as: ‘a science for the improvement of human heredity, prevention of 

birth defects and raising the quality of the population by research applying genetic theories 

and approaches’ (Encyclopedia of Chinese 1994). Some geneticists consider that Chinese 

                                                                                                                                                                            
which is considered to be inappropriate for child-bearing from a medical point of view, explain the situations and give 
medical advice to both the male and the female; those who, with the consent of both the male and the female, after taking 
long-term contraceptive measures of performance of ligation operations, are unable to bear children may get married. 
However, the circumstances under which marriage may not be contracted under the Marriage Law of the People’s 
Republic of China should be excepted. The official English version was authorized by the Law Committee of National 
People’s Congress, China’s legislature, printed by the Ministry of Public Health of the People’s Republic of China. 
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yousheng is ‘eugenics’ in name only, and that, in practice, it is ‘prevention of birth defect’ and 

it does not go as far as would be expected of a eugenics movement (Ruan 2002). It was also 

claimed that there was not even one instance of a mentally ill person being forbidden to 

marry and have children despite extensive experience of Chinese psychiatric hospitals 

(Pearson 1995). There has been no research into the area of forbidding the marriage and 

reproduction of mentally retarded people. But, as of the date of a survey done on the 

condition of the mentally retarded population in the urban district of Nanjing in 2005, among 

210 mentally retarded persons 71 reached legal marital age. Nine of these 71, one male and 

eight female, are married or have had a marriage history. It is quite difficult for mentally 

retarded individuals to become married, especially for males (Zhang 2006). Here, it is 

necessary to point out that Nanjing is a capital city, large and comparative wealthy. In rural 

areas, the situation could possibly be worse. In practice, after the coercive premarital medical 

check-ups were abolished in 2003, and the articles of Chinese Maternal and Infant Health 

Law on premarital medical examination are already virtually invalid. 

‘Eugenics’ is still sensitive in China. As a national population policy, eugenics in China 

is not only a genetic term, also has certain social and political sense. A Chinese scientist has 

pointed out that, with regards to eugenics, one should be very careful not to equate the term 

eugenics with yousheng in Chinese, which means ‘give birth to a healthy baby’ (Chen et al. 

1999).   

 

GENETIC SERVICES AND PREVENTION OF BIRTH DEFECTS  

 

An overview of the prevention of birth defects in China  

Birth defects are a major cause of infant mortality in many parts of the world. At least 3.3 

million children under 5 years of age die from serious genetic or partly genetic birth defects 

each year (WHO 2006). Most children who are born with major birth defects and survive 

infancy are affected physically, mentally or socially, and can be at increased risk for 

morbidity from various disorders. Birth defects have a substantial public health impact on 

mortality, morbidity, disability and healthcare costs (Rosano et al. 2000; Macleod 1993; 

Yoon et al. 1997). The birth of a child with congenital malformations may not only cause 
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suffering for the individual and the family, but also may increase the financial burden of an 

entire society. In China, according to the data of birth defects surveillance from the Ministry 

of Health (MOH), the rate of birth defects is about 11 per thousand. Every year, about 800 to 

1200 thousands of children are born with congenital defects, which is about 4 to 5 per cent of 

the national total of births in China. The expense of treatment for Down’s syndrome yearly is 

about two hundred million Chinese Yuan which is about US$29.3 million. The MOH pointed 

out that birth defects and the disability resulting from birth defects have been major problems 

that affect population quality, and cause heavy financial burden for family and society (Luo 

2005). In the Chinese context, under tension from a large population and the lack of adequate 

services for the care of affected infants, and under the population policy which aims to reduce 

quantity and improve quality of the population, the prevention of birth defect has become 

important. In 1989, the China Disabled Persons’ Federation (CDPF [zhongguo canlian]), in a 

letter suggesting the prompt adoption of measures to ensure healthy births and the prevention 

of the birth of handicapped infants, claimed that: ‘deformity brings about suffering to the 

handicapped, misery to the family, and a heavy burden to the country and society. In assisting 

the government and mobilizing the society, the CDPF devotes itself to the cause of 

handicapped, calls the whole society to act in the spirit of humanitarianism, and to understand, 

respect, care and help the handicapped, making them genuinely equal members in the society 

who enjoy rights of full participation. From the same principle of humanitarianism, CDPE 

insists that birth with deformity should be reduced. We call on the government and society to 

further strengthen the prevention of deformity, beginning with the prevention of congenital 

deformity and a reduction of the birth of unfortunate children. We maintain that the principle 

of humanitarianism is consistent with the improvement of the quality of our population’ 

(CDPF 1989). The Chinese government highlighted the prevention of birth defects, and the 

Ministry of Health and China Disabled Persons’ Federation collectively enacted the Action 

Plans of Improving Birth Quality and Reduce Birth Defect. The aim of this governmental 

plan is that the primary prevention measures coverage rate will reach at least 40 per cent by 

2010, and that the high occurrence of birth defects will be basically controlled (MOH & 

CDPF 2002). In 2007, National Population and Family Planning Commission [guojia 

jishengwei] issued a document entitled Guidance of primary prevention of birth defects. This 
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document contains a flow diagram as detailed direction for how to address the primary 

prevention of birth defects, which highlights the role of genetic counselling. The flow 

diagram is as below: 

Primary prevention of birth defects  
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Flow Diagram of Primary Prevention of Birth Defect (National Family Planning Commission Online: 

www.ahpfpc.gov.cn/downfile/kjc2008061301.doc [Accessed date March 2010]) Transl: S.Sui. 
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Genetic counselling and primary prevention of birth defects 

In 1947, genetic counselling was introduced to describe the relationship between clinical 

geneticists and those to whom they provide information about the aetiology, natural history 

and recurrence risks of hereditary disorders (Reed 1975). In 1975, the American Society of 

Human Genetics articulated its goal more broadly, defining genetic counselling as a 

communication process which deals with the human problems associated with the occurrence, 

or the risk of occurrence, of a genetic disorder in a family (Ad Hoc Committee 1975). 

Accompanying the development of genetic counselling, there have been four models 

proposed: the eugenic model, the medical-preventive model, the decision-making model and 

the psychotherapeutic model (Baker et al. 1998). The eugenic model aims at counselling 

families with a history of ‘defective’ offspring not to reproduce. The medical-preventive 

model attempts to give families information and offer the option to avoid recurrence of a 

particular genetic disorder. Its aim is the optimization of population health, mostly through 

the prevention of birth defects. The decision-making model allows a more interactive type of 

counselling so that individuals are not only educated about their risks but also helped with 

decision-making on further testing and reproductive concerns. In the psychotherapeutic 

model, which became dominant during 1970s in Western countries, the genetic counsellor not 

only provides the individual with the necessary information but also helps the individual 

through any psychological and emotional difficulties. Genetic counselling itself cannot avoid 

the risk or recurrence of the genetic disorder and congenital malformation, but it plays an 

important role to enhance a couple’s awareness of prevention of births with a defect. 

The MOH promulgated Guidelines for Genetic Counselling in 2003. The guidelines are 

official government rules, but they only regulate the genetic counselling related to prenatal 

diagnosis. The guidelines state that the main goal of genetic counselling is reduce birth 

defects. Clinical genetic counselling services are offered by clinical geneticists, such as 

obstetricians, gynaecologists or paediatricians with a genetic education background. 

According to the guidelines, the doctor/counsellor should give advice to the persons who are 

at high risk of giving birth to an affected child. Usually, such advice is concerned with the 

options of genetic tests and selective abortion. Although it is widely accepted in Europe that 
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genetic counselling does not aim to prevent couples from having children with genetic 

diseases and that the good clinical practice of counselling is more important (Harris 1998), in 

China, genetic counselling is treated as a general measure to prevent or reduce birth defects. 

In practice, besides the hospitals or healthcare providers with authorization from the 

Provincial Health Department to practise prenatal genetic diagnosis and to offer clinical 

genetic counselling,41 some local maternity and child care institutions [fuyou baojian yuan], 

also offer a kind of counselling services concerning genetics, productive health and good 

birth. These institutions are usually in the cities and the towns, such as the local maternity and 

healthcare stations [fuyou baojian zhan] and maternity hospitals. ‘Genetic counselling’ 

[yichuan zixun], in Chinese, does not only mean the clinical genetic counselling related to 

prenatal diagnosis and regulated by the governmental guidelines. It is widely used to mean all 

the counselling for prevention of birth defects and for healthy and good births. Sometimes it 

is also referred to as ‘eugenic counselling’ [yousheng zixun]. Actually, the counselling service 

offered by local Family Plan Commission and some low-level maternity and child care 

institutions is intended to generalize knowledge of heredity, offer healthcare in the perinatal 

period, and advise measures for primary prevention of birth defects before conception or at a 

very early stage of pregnancy, such as the intake of folic acid to reduce the risk of neural tube 

defects. From the report of a questionnaire survey on the 33 maternity and childcare stations 

in medium or small cities or counties, which was performed in 2002, 25 of 33 have 

counselling service (Ren & Wang 2002). Among these 25 institutions, 20 of them have a 

genetic counselling department or a similar department, but most of them have no practical 

guidelines or evaluation criteria. The counselling is offered by a premarital examination 

physician, obstetrician, paediatrician or healthcare doctor. In about one-third of the stations, 

the counselling physicians have not had any training in genetic counselling and do not or 

cannot offer a risk recurrence estimate. For the cases that cannot be dealt with in primary 

institutions, such as those counselees who have a family history of genetic disorder or who 

already have an affected child, the doctors will advise them to visit a genetic counselling 

clinic in a high-level hospital in a large city. In fact, the availability of counselling service in 

                                                        
41 In my paper The Practice of Genetic Counselling—a Comparing Approach to Understand Genetic Counselling in China, 

I describe the situation of genetic counselling offered by authorized hospitals or healthcare providers. 
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medium-sized or small cities is not widely known. Many pregnant women think it is not 

necessary to resort to genetic counselling if there is no family history of a genetic disorder.  

Some have never heard of genetic counselling. As for recessive heredity disorders, such as 

thalassaemia in the high-incidence area in south of China, many carriers do not realize they 

are carriers till they have an affected child.   

 

Genetic screening, testing and birth defect intervention 

The cost of caring for a severely disabled child is high, and the fate of the child after the 

parents are no longer able to provide care is a source of great anxiety, even in systems with 

national health insurance (Kerr & Shakespeare 2002). In China, there is no national medical 

health coverage system [guojia gongfei yiliao tixi]. The existent healthcare insurance system is 

under developed and usually the inherited diseases are excluded. In fact, the majority of the 

population pays medical costs themselves, except for government officials and employees in 

state-owned units. Illness has a close correlation with poverty, especially in rural areas in 

China. It has been shown that the costs of medical services are a major factor influencing 

hospital utilization by the poor, and also that medical costs contribute to families falling into 

poverty (Kaufman & Fang 2002). For the absolute majority of Chinese families, the financial 

burden of medical treatment for a child born with a serious genetic disorder is so oppressive 

that it can hardly be afforded, such as with thalassaemia, which requires lifelong treatment. It 

requires considerable time and energy to care for an affected child. Sometime one of parent has 

to stop working, and the costs of caring becomes a considerable economic burden. Additionally, 

deficient public welfare and the potential social stigma for the families with inherited diseases 

make prospective parents worry and suffer more. To some extent, having a child with serious 

hereditary handicap is miserable for a family. The former minister of Public Health, Chen 

Minzhang, pointed out that ‘the cost of looking after those with hereditary handicaps was 

enormous, imposing a heavy burden both on the state and on millions of families’ (Wang 

1999). Under the one child per couple population policy, Chinese parents have more 

expectations for their offspring. Having a healthy baby is the minimum wish for prospective 

parents.  

The National Population and Family Planning Commission launched a national project 
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entitled Project of Intervention with Birth Defects in 2001. The project aims to place increased 

stress upon the prevention of and intervention in six genetic disorders, such as neural tube 

defects, congenital rubella syndrome, Down’s syndrome, Duchenne muscular dystrophy 

(DMD) and thalassaemia. All the selected disease have a high occurrence in various part of 

China, and technically can have effective prevention measures. The project encourages the 

application of primary screening, prenatal diagnosis and subsequent selective abortion to 

prevent birth defects. This is treated as a major project that benefits both nation and individual 

[liguo limin]. Based on the respective actual situations, the local governments and health 

authorities have feasibility plans and the local hospitals and healthcare institutions identify 

the specific measures to prevent and reduce birth defects. Recently, Shanghai started a plan 

offering free prenatal screening on Down’s syndrome for ten thousand pregnant women. The 

Shanghai municipal government hoped that this plan might help to reduce birth defects due to 

Down’s syndrome (Qiu & Xu 2009). In practice, premarital screening, which can be 

combined with the carrier test, is often selected as the preferred approach in the 

high-occurrence area of a certain genetic disorder, because it allows carriers the widest range 

of choice, including using information of carrier status when choosing a partner. In the 

thalassaemia high-occurrence area, some cities such as Nanning and Guangzhou had listed 

thalassaemia carrier screening as a necessary item for premarital check-ups. After the lift of 

compulsory premarital check-ups according to the new Rules for Marriage Registration in 

2003, the number of couples taking premarital check-ups has dropped. Some local 

governments have taken measures to encourage people to take a premarital check-up. For 

example, the government of Guangzhou has offered free premarital check-ups, and the 

Nanning government, in 2006, launched a project of free carrier testing for thalassaemia for a 

hundred thousand newly married couples in the rural area (Li 2006). 

In practice, the licensed hospitals also develop prenatal screening and use prenatal 

diagnosis to reduce birth defects. Gradually, public awareness of the prevention of birth 

defects has been enhanced, and the number of people attended prenatal screening is 

increasing. For example, the Provincial Maternity and Child Care Hospitals of Hubei 

province declared their 12-year statistical data of prenatal screening. From 1997 to 2008, 
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these hospitals conducted 167,171 screening cases. Among them 4,937 congenital defect 

cases were diagnosed, and the rate of the birth defects was 2.9 per cent. However, during the 

year of 2008, these hospitals conducted 15,047 screening cases, diagnosed 1,294 congenital 

defect cases, with a rate of birth defects of 8.6 per cent (Fang &Wen 2009). The number of 

cases screened and the rate of birth defects in 2008 were doubled comparing to 2007. One 

clinical geneticist in these hospitals considered that such changes show that the prevention 

consciousness of pregnant women had increased and the diagnosis technology had been 

improved. Another example is the intervention in birth defects with thalassaemia in 

Guangdong. Guangdong province is a high-prevalence area for thalassaemia, where the 

thalassaemia gene frequency is 2.5 per cent. More than 160 neonates with thalassaemia major 

would be expected to be born each year, considering an annual birth rate of one million in 

this province (Xu et al. 2004). Qualified large hospitals that can offer prenatal genetic testing 

for thalassaemia play an important role in the reduction of births of children with 

thalassaemia. One such example is the prenatal screening programme for thalassaemia in the 

Prenatal Diagnostic Centre of Guangzhou Maternal and Neonatal Hospital. Since 1993, this 

centre has conducted a hospital-based prenatal screening programme for thalassaemia, which 

had an objective to control the birth of thalassaemia children in Southern China. Pregnant 

women are screened for a thalassaemia trait at their first presentation for prenatal care at the 

hospital, unless these investigations have already been performed elsewhere. The partners of 

women with a positive screening test are also required to take a screening testing. A 

pregnancy with both partners being carriers of the same type of thalassaemia is considered a 

risk, and genetic counselling services and prenatal diagnoses are offered. During the period 

January 1993 to May 2004, 545 fetuses of 540 mothers underwent prenatal genetic testing at 

this centre. These 540 pregnancies were at high risk for producing a child with thalassaemia 

or a thalassaemia carrier. The tests results shows that 154 were found to be normal, 257 were 

carrier, and 134 were affected. In total, 133 pregnancies with affected fetuses, except for one 

twin pregnancy with one affected and one unaffected fetus, were voluntarily terminated (Li et 

al. 2006). The clinical geneticists in this centre consider that the prenatal diagnosis developed 

in this centre has proved to be highly effective during the 11 years from 1993 to 2004. The 

centre managed to prevent 133 cases of birth defect with severe thalassaemia, which would 
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have led to expensive treatment if pregnancies had continued, and lead to a marked reduction 

of birth defect of thalassaemia in that region.  

Additionally, there is an example regarding the intervention in birth defects with Down’s 

syndrome by prenatal genetic screening in Kunming, Yunnan province. The natural incidence, 

without intervention, of Down’s syndrome is about 1 in 700 in the area (Cuekle 1995; Binkert 

et al. 2002). The Genetic Diagnosis Centre of Yunnan N0.1 People’s Hospital has performed 

a study on the incidence of Down’s syndrome and the intervention by prenatal screening. The 

study result shows that from 2000 to 2002 in this hospital the number of outpatient pregnant 

women was 7761. Among them, 1886 accepted prenatal screening for Down’s syndrome. 

The prenatal screening rate was 24.3 per cent (1886 of 7761). In the same period, 7063 live 

infants were delivered, and among them there were seven cases of Down’s syndrome. Total 

incidence of Down’s syndrome in this period was about 1 in 883. During 2003 and 2004, 

81.4 per cent (4725 of 5790) outpatient women in the first and second trimesters of 

pregnancy were accepted for the prenatal screening and three cases of Down’s syndrome 

among 5273 live births were delivered. The incidence of Down’s syndrome decreased to 

about 1 per 1,758. The geneticists who conducted this study view prenatal screening is an 

effective method to discover the high-risk cases during the first and second trimesters, and 

they believe the study shows that increasing the screening rate in the first and second 

trimesters of pregnancy could reduce the incidence of Down’s syndrome in live births (Zhu et 

al. 2005).  

 

DISCUSSION  

 

With the aim of improving population quality, primary prevention measures and genetic 

services play very important roles in preventing and reducing birth defects. However, there 

are some issues involved in this field that are worth considering.   

 

Access to and public awareness of primary prevention 

The economic development between different areas and between town and country is 
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imbalanced in China. The allocation of medical resources is also imbalanced. Genetic 

services and prevention measures are much better developed in cities than in rural areas. In 

some large cities, usually the local maternity and child care stations have a special course of 

‘well birth and well bear’ [yousheng youyu ketang] for married couples who plan to have a 

child or are already in early pregnancy. Usually, the course takes one day for a charge of 

40–50 Chinese Yuan (about US$6–7) (Shao 2007). Under the Chinese supervision of family 

planning and maternity and child care system, married couples should apply for a 

reproductive permission certificate [zhunsheng zheng, which authorizes a planned birth] 

before pregnancy or at an early stage of pregnancy. Taking such a yousheng course is 

required for application for reproductive permission. Through such a course, the prospective 

parent can get access to genetic knowledge and to common counselling for yousheng. 

As mentioned above, the coverage rate of primary prevention measures for birth defects 

is still low now and is expected to reach 40 per cent in 2010. Even if this rate is achieved, 

there still will be about 60 per cent by area under the primary prevention measures, and 

possibly most will be in the rural areas. In fact, however, births with congenital malformation 

and births with genetic disorders are relatively more common among the Revolutionary Old 

Base generation [geming laoqu]. The Chinese revolution originated in remote mountainous 

areas, which were called Revolutionary Old Bases, the frontier, and countryside in China 

(Dickson 1994). Because of comparative underdevelopment and geographical isolation, such 

areas are usually economically disadvantaged areas, and medical resources are comparatively 

deficient. In some economically poor places, healthcare needs are unmet, and, commonly, the 

public is largely uninformed about genetic risks and the possibilities of prevention. In one 

area, the Dabie Mountains (one of the Revolutionary Old Bases), inbreeding was estimated to 

be the source of approximately 37.5 per cent of severe mental retardation (Qiu 2004). 

According to the official sampling investigation data of the China Disabled Persons’ 

Federation, the average incidence of mental retardation in China is about 12.7 per cent. The 

incidence in cities is 6.6 per cent, in towns 11.1 per cent, and in the countryside 14.1 per cent 

(CDPF 2008). The incidence in the country is thus higher than in the city. People in 

comparatively remote areas have little knowledge of inheritance, and do not know the 

hereditary feature of a recessive inheritance. In practice, many people simply take for granted 
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that ‘inherited disease’ is transmitted to offspring by the parents who have ‘inherited disease’. 

For recessive genetic disorders, many people even in the high-occurrence areas have no idea 

about carriers of genetic disorders and the inherited risk of a person who is a carrier. One 

couple, who live in a village of Bobai in the county of Guangxi province and have a child 

affected by thalassaemia, explained their opinion:  

 

We never heard about thalassaemia before my son’s ‘anaemia’ symptom was 

diagnosed. We think that both of us are healthy and have no disease; even the 

relatives of our family have no disease. It is natural we should give birth to a healthy 

baby. Nobody told us and, you know, we have less schooling [mei duoshao wenhua]. 

We try to earn money to have a baby, to raise a family. We do not know many things 

that are far away from our life. If we know we are carriers, if we know we are at such 

risk, we think we will pay more attention. We think we will take a test, despite its 

expense.        

 

The mother of a boy with DMD, who comes from Suining county of Anhui province, told of 

her experience:  

 

After my son was diagnosed with DMD, I understood a few of the inherited 

characteristics of DMD. I told my female cousins that possibly they are at risk. But they 

do not take it seriously, and even do not believe me. They thought they are fine and 

without any disease, and there is no reason to give such a birth. They thought what 

happen to me was because of my bad fate [ming bu hao], and they believe that they may 

not have such bad luck.   

 

The National Population and Family Planning Commission [guojia jishengwei] lists some 

feasible methods of public education in basic genetics knowledge, such as the Internet, TV 

programmes, newspapers, leaflets, blackboard newspapers and other media. One geneticist 

working in the genetic counselling clinic of a famous hospital said she met a girl who applied 

for carrier testing for DMD in her clinic. The girl came from a village but worked in a city. 
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She had a cousin, the son of her mother’s sister, who had been suffering a walking problem 

like the symptom of DMD for years. The geneticist said she was very gratified the girl can 

find information about DMD on the Internet and resort to clinical genetic counselling before 

she gets married. However, the situation is that most of rural areas have no access to the 

Internet and, moreover, most of the people there are unable to use a computer.  

The popularization of genetics, which requires large amounts of human and material 

resources to support it, is difficult to implement in the comparatively poor areas of China. 

Additionally, although the population policy also calls for ‘well bear, well rear’[youhsheng 

youyu], the actual work of family planning at the local level pays much more attention to 

reducing the birth rate than to the primary prevention of birth defects, specially in the villages, 

which is the lowest official administrative unit of rural areas. In fact, there is a well-organized 

official network to administer population policy in rural China. The National Family Planning 

Commission implements both vertical control of policy from the top and horizontal 

integration of services at the local level, which has been described as follows:  

       

At the local level, the family planning cadres maintain intimate contact with village 

officials and continuously monitor the local birth planning official, usually the 

Women’s Leader, of the Village Council. The Women’s Leader is a full-time cadre 

who spends approximately half of her time doing a mixture of family planning work, 

which includes recording the number of married women by parity, and calculating 

how many couples are allowed to have first children and second children. She is 

expected to know which women are using contraceptives, what methods they use, and 

which women have become pregnant (Davin 1985).   

 

In practice, local level of the Family Planning Commission and the family planning cadres 

focus more on the control of approved birth and expend most of their effort to stop or reduce 

unapproved births in their prefecture. Many persons who take charge of family planning in 

small villages do not understand well the inherited features of the serious genetic disorders 

listed in the Project of Intervention with Birth Defects. Most of the propagandizing regarding 

population policy is about the advantage of having one child and the disadvantages, usually 
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the economic burden, of having more children. Easily available information on basic genetics 

and the prevention of birth defects is still uncommon in the countryside in China. One of my 

interviewees, a well-known geneticist in China, insisted that the genetic measures for 

diagnosis and prevention of genetic disorder should be accessible to everyone, regardless of 

the ability to pay, and especially for those most urgently in need.  

 

The individual’s right not to know personal genetic information  

Carrier testing is a method used to identify individuals who carry a genetic abnormality that 

does not affect the health of the individual in question but which increases the risk of 

producing offspring with a serious genetic disorder, such as thalassaemia or DMD. Although 

carriers are asymptomatic and do not develop any signs of the disease, they pass the genetic 

disorder to their offspring. Information regarding being a carrier may be useful in making 

reproductive plans. Thalassaemia and DMD are considered preventable if the carrier statue 

can be confirmed, and pregnant women are tested for these conditions, followed by selective 

termination of pregnancy if the fetus is affected. Thus, premarital carrier testing is treated as 

the first line of defence for primary prevention of birth defects. 

In order to reduce births affected by genetic disorder, carrier testing, especially prenatal 

carrier testing, is strongly encouraged. However, an important issue should not be ignored- 

the right of the individual not to know personal genetic information. Usually, genetic 

counselling is recommended before and after the test to prevent confusion over the difference 

between being an asymptomatic carrier and being affected by a disease. Although genetic 

counselling aims to minimize adverse psychological reactions, it does not prevent carrier 

screening from creating opportunities for racial discrimination, as happened with sickle cell 

screening in the USA in the 1970s (Prainsack & Siegal 2006). Identified carriers can harbour 

continuing regrets and worries. In the Chinese context, in which there is often no professional 

genetic counsellor and the genetic counselling is more like the medical-preventive model, the 

situation might be worse for identified carriers. The information of individuals with carrier 

status benefits the prevention and intervention related to birth defects, but at same time 

adverse impacts might be caused by the disclosure of carrier status. Take the premarital 

thalassaemia test as an example. When couples come for a test, the best expectation for them 
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both is to be thalassaemia free, but they should also be prepared to face the various possible 

‘bad’ or ‘not best’ results (e.g. either partner, or both, is identified as a carrier) and to consider 

the problems and decision-making related to each result. In fact, to the couple, each possible 

result may create a psychological burden and confusion, which may disturb the prospective 

bride or groom, and possibly also the parents of the couple. If no proper psychological 

support is available, such adverse outcomes may interfere with the prospective marriage and 

hurt both of the couple and even their parents. Additionally, the discrimination caused by the 

disclosure of carrier status may make it difficult for the indentified carrier to find a partner. 

Considering the adverse impact on the individuals, the right to know or not to know personal 

genetic information should also be respected, even though carrier testing is officially 

encouraged as a measure for the prevention of birth defects.    

 

Reproductive pressure, responsibility and choice     

In many parts of China, giving birth to children and carrying the family line for the husband’s 

family is treated as a woman’s duty. Since family planning has become a policy of national 

priority, especially since 1980 when the one-couple one-child policy began in China, the 

desire for healthy children has increased. Women are expected not just to give birth to a baby, 

but to give birth to a healthy and intelligent baby. Additionally, the national ‘well bear, well 

rear’ yousheng policy, with the aim of improving population quality, has raised ‘good’ births 

to a high level as the factor that determines the Chinese national quality [zhonghua minzh de 

sushi]. Healthy and intelligent babies are not only the expectation of individual and family 

but also the expectation of society and the nation. Additionally, China is a socialist country in 

which the mainstream ideology regards each individual as a component of the whole society 

or the nation, and advocates that individuals’ interests should properly be subordinated to the 

interests of the whole society or nation (Qiu 1993). In 1981, the People’s Health Press 

published a booklet entitled New Knowledge of Eugenics [you sheng xin zhi]. The booklet is 

the first book in mainland China that systematically relates the history of eugenic knowledge 

since 1949, the time the PRC was established. The first sentence of this booklet is: ‘parent, 

family, society and nation all hope the next generation healthy, intelligent and beautiful’. 

Later, this sentence was used as a propaganda slogan on huge billboards in Beijing and others 
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cities (Ruan 2002).   

Greater expectation adds much to the reproductive pressures placed on women. 

Additionally, the women are considered to be responsible for ‘bad births’ or ‘inferior births’, 

and ‘failure’ in the light of these high expectations may also cause self-condemnation and 

guilt.  

As the main measures for the prevention of birth defect, genetic services such as prenatal 

screening and prenatal testing have been developed in some qualified hospitals. As more 

genetic disorders become identifiable by genetic testing, and testing becomes more available 

in the clinical setting, participating in genetic screening and undertaking genetic testing are 

increasingly seen as what responsible and good parents should do. Usually, pregnant women 

would like to take tests as long as they will prevent birth defects and the doctor advises or 

recommends them to be taken. Even though the cost is high, women think that the money 

spent on prevention is worthwhile. Genetic testing followed by selective abortion has already 

been considered to be an effective way to reduce the occurrence of birth defects. It is reported 

by the Chinese Yousheng Association [zhongguo yousheng xiehui] that 248 pregnancies with 

defects, most of which are congenital heart disease, spina bifida and cleft lip and/or palate, 

were diagnosed through prenatal screening and prenatal testing in Beijing in 2006, and 248 

occurrences of birth defects were prevented by termination of the pregnancies. The 

association pointed out that this achievement was estimated to reduce approximately 59.6 

million Yuan (about US$8.52 million) of financial burden (Huang 2007). The Chinese 

Yousheng Association praised the fact that prenatal diagnosis lightened the burden on the 

families and state, and created a harmonious life for society. In fact, pregnant women are 

pressured by economic circumstances and social expectations. The high expectations of 

family and society, reproductive pressures and the responsibility for give a good birth, and the 

foreseeable financial burden that may be caused by a baby with a birth defect, limits their 

choices and decisions during the receipt of genetic services. Actually, in certain social 

contexts, their individual choices also reflect social expectations, and tend to correspond with 

the expectations of society.  
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Yousheng ideas and genetic discrimination  

Under social circumstances in which ‘good birth’ and ‘population quality’ are excessively 

emphasized, it is inevitable that such stress sharpens the problems of social stigma and 

discrimination. The opposite of good birth is ‘bad birth’ or ‘inferior birth’ [lie sheng]. The 

more ‘good birth’ is encouraged, the more ‘bad birth’ or ‘inferior birth’ is discouraged, and, at 

the same time, the limits of so-called ‘bad’ or ‘inferior birth’ become more extended. Thus, as 

mentioned, the Chinese Yousheng Association reported and praised prenatal diagnosis for 

reducing the occurrences of birth defects, including those of cleft lip and palate. In practice, 

persons suffering from a severe illness, and their close family, are often socially stigmatized 

(Sartorius 1997). In fact, it is very difficult for the disabled to lead a ‘normal’ life, and it is 

challenging for the disabled to get married, as the disability sets them apart from their friends 

and neighbours (Kohrman 1999). Excessive expression of yousheng ideas implies that what is 

not related to ‘good birth’ is a burden on the family and state and is unwelcome in Chinese 

society, and this may increase the stigma and discrimination against people with genetic 

disorders. 

As a national policy, yousheng can be understood as the hope to reduce defective births, 

and it is quite different from Nazi Germany’s eugenics, which is essentially racism. However, 

during its implementation, some local enforcement regulations take an approach similar to 

eugenics. One such approach is to focus on reducing the number of individuals within the 

population who suffer from physical deformities or mental retardation by limiting marriage 

and reproduction by compulsory means. An example of the regulatory approach is the 

regulation of Gansu province, called the Regulation on Prohibiting Reproduction of the 

Dull-witted, Idiots or Blockheads [chi, dai, sha ren], which was promulgated by the Fifth 

Session of the Standing Committee of People’s Congress of Gansu Province on 23 November 

1988 (Lei et al. 1991). According to this regulation, the definition of ‘dull-witted, idiots or 

blockheads [chi, dai, shan ren]’ is: congenitally caused by familial inheritance, inbreeding or 

parents under external influence; mental retardation at middle or severe degree with IQ below 

49; behavioural disorders in language, memory, orientation, thinking, etc. It prohibits the 

reproduction of the dull-witted, idiots or blockheads. The dull-witted, idiots or blockheads 
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may be married only after sterilization. If both partners are dull-witted, idiots or blockheads, 

only one has to be sterilized; if only one of the couple is dull-witted, idiot or blockhead, only 

he or she may be sterilized. Another example is the regulation of Shaanxi province called 

Measure on Limiting Reproduction of the Dull-witted, Idiots or Blockheads.42 This regulation 

was promulgated on 31 December 1991 and gave the similar definition of dull-witted, idiots 

or blockheads and similarly limited their marriage and reproduction. At the time of 

promulgation of this regulation, Shaanxi provincial government enacted a government 

document to enforce the regulation, in which it pointed out that limiting reproduction of the 

dull-witted, idiots or blockheads is a very important measure to actualize yousheng youyu and 

to prevent the reduction of population quality.43 Additionally, some opinion labelled physical 

deformity and mental retardation as ‘inferior birth’, and regarded parents with severe genetic 

diseases, severe schizophrenia and inbreeding as ‘parents without reproductive value’ (He & 

Shi 1989; Wu & Wen 1990; Zhang 1990; Chen et al 1992). These terms are prejudicial with 

regard to handicapped persons. To a larger extent, these regulations and opinions are eugenic 

in nature, although they are different from racial eugenics. These two regulations had been 

annulled retrospectively after being valid for 14 years and 17 years. Gansu’s regulation was 

annulled on 22 January 2002 and Shaanxi’s regulation was annulled on 2 September 2008.44 

In fact, although such regulations have been annulled, their influence and implications can 

not be changed in a short time, and they continue to aggravate discrimination against the 

mentally retarded and the handicapped.  

 

CONCLUSION 

 

In consideration of the serious situation regarding birth defects in China, the government has 

implemented an intervention project to prevent birth defects and improve of the quality of 

newborn babies, which is the purpose of eugenics in China. Some of the advanced genetic 

                                                        
42 The full text of this regulation can be found online:  http://www.pljsj.com/Article_Show.asp?ArticleID=2.[Accessed 

date March 2010].    
43 This government document can be found on line: http://www.51zy.cn/44717583.html. [Accessed date March 2010].   
44 The official document that annulled the regulations can be found online:  

http://www.gsfzb.gov.cn/law-1/news/view.asp?id=608 and http://www.xypop.gov.cn/read.aspx?aid=2463.[Accessed date 
March 2010].  
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and reproductive technologies have been used in clinical genetic services in some qualified 

hospitals. In practice, the genetic services such as premarital, pregestation and prenatal 

genetic screening, counselling and testing play important roles in the prevention of birth 

defects, and in some places the prevention programmes are regarded as successful through 

the use of selective abortion of pregnancies with identified defects. Prevention of birth 

defects has developed rapidly. Avoiding the birth of a baby with a birth defect benefits 

families and individuals by helping them to have an easier life, and also reduces the 

associated financial burden. However, in the national rush to reduce birth defects, some 

individual rights and choices involving personal genetic information and decision-making are 

being ignored. An insufficiency of psychological support and humanistic care in genetic 

services still exists widely in China. Overmuch stressing of the finical burden placed on the 

family and society by people with birth defects has increased reproduction-related pressures 

on women and may increase genetic discrimination. 

Actually, there are some concerns related to birth defects and population quality which 

require rethinking. For example, in a social environment in which there is a high expectation 

for the production of ‘superior’ offspring and the prevention and reduction ‘inferior birth’, an 

appropriate definition and understanding of a ‘normal birth’ deserves careful consideration. 

Additionally, the term ‘population quality’ needs clearer definition. For example, what is the 

meaning of ‘quality’ with regard to a so-called ‘normal’ person, or to a person who is affected 

by, or is a carrier of, a genetic disorder or congenital defect. And what is the meaning of 

‘quality’ for the nation and society? Such questions deserve serious thought. 

Finally, I would like to quote a Chinese scientist, one of the founders of Chinese eugenic 

science: 

Science cannot give a model of a good gene. Life is varied and the charm of life 

exists in its diversity. People with a ‘defect’ are also part of the diversity. It is 

impossible to create perfect population, and it is unnecessary (Ruan 2002). 



CHAPTER EIGHT  Discussion 
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DISCUSSION 

 

 

This study describes the situation of genetic services in China and discusses the governance 

of genetic medical services and involves social and ethical issues, and it analyzes the roles 

that the agency of interest groups, such as hospitals, clinical geneticists, biotech companies, 

policy-makers, pregnant women, genetic disorder carriers and affected individuals and their 

families, play in the application of genetic testing. The aim of this study is to offer a way to 

understand the application of genetic testing in Chinese social, economic, political and 

cultural contexts from a social science perspective.  

 

 

THE MAIN RESEARCH FINDINGS  

 

In China, clinical genetic testing and genetic counselling are combined. Genetic counselling 

clinic is in charge of both counselling and testing service. The services are offered by clinical 

geneticists and are under regulation of official guidelines with the goal of reducing birth defects. 

Through a comparative approach in Chapter Three, this study points out that it is different social 

contexts that make genetic counselling distinctive. It argues that the economic conditions, 

non-professional genetic counselling provider, lack of full coverage of the healthcare system and 

national population policy are formative factors of the current mode of Chinese genetic 

counselling. Compared to the UK, where individual well-being and autonomous reproductive 
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choice are more considered in the governance of genetic testing, patients in China have fewer 

feasible options concerning reproductive decisions. Such situations contribute to the practice of 

genetic counselling and its governance in China, and, to some extent, limit proper communication 

and applicability of non-directiveness in genetic counselling in China.  

Presently, prenatal genetic diagnosis is regulated by official regulations promulgated by 

the Ministry of Health, and qualifications are required to clinically develop prenatal genetic 

testing. However, there is no law or regulation specially regulating the application of 

predictive genetic testing, such as susceptibility (or predisposition) tests, and no permission 

from the Ministry of Health or the Ministry of Technology is needed. In Chapter Four this 

study shows that some biotech companies that had acquired business licenses have been 

carrying out predictive genetic testing as a technical business. In practice, there is no 

universal standard for describing genetic risk and no authoritatively approved criteria for test 

reports, which may cause the reliability of test reports to be in doubt. Chapter Four argues 

that, due to a lack of proper formal regulation, the commercialization of genetic testing has 

led to bioethical problems related to dubious advertising practices and misleading and 

unprofessional medical advice, of which the consequences for the users of tests are barely 

known. Biotech companies reap profits through predictive genetic testing, but test results 

only offer the level of potential risk probability, and no responsible provisions can be made 

for the potential patients.  

In practice, the situation exits that employers and insurance companies ask for genetic 

information, or turn to predictive genetic tests into a requirement for employment and 

insurance, such as was the case in ‘the first genetic discrimination lawsuit case’ described in 

Chapter Four. Such a situation illustrates that, to some extent, not only personal autonomy 

and genetic privacy are at risk of being violated, but also discrimination occurs as a 

consequence of genetic testing. This makes ‘potential patients’, who have a predisposition to 

genetic disease or are carriers, vulnerable to discrimination and stigma in society. But, 

compared to the ‘potential patients’, it is clear that the patients with a genetic disease and 

their families are more vulnerable.  

 Chapters Five and Six examined thalassaemia and Duchenne muscular dystrophy 

(DMD) as case studies. Based on the practice of genetic counselling and testing for 
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thalassaemia and DMD, the research set out to illustrate the socio-cultural and economic 

conditions of the families with children affected by thalassaemia or DMD, especially 

shedding light on the difficult position of the mothers. They discuss related ethical and social 

issues and explain the vulnerability of those families. There are shortages of social welfare, 

social care and support for the patients. Besides the financial pressure caused by medical 

treatment, the families are also under heavy psychological pressure as a result of social 

stigma, as in some cases shown in the Chapters Five and Six. Families with thalassaemia 

suffer the heavy economic burden for lifelong blood transfusion for the affected children. 

Pre-implantation genetic diagnosis (PGD) and prenatal genetic testing make it 

technologically possible for prospective parents to create a donor match known as a ‘saviour 

sibling’. Although such a motive is ethically controversial and initiatives may have 

far-reaching consequences, the restriction of choice in some cases leads parents to decide to 

have a ‘saviour sibling’ by ignoring the potential risk of failing technology and failing to take 

seriously the process of informed consent when undergoing invasive clinical interventions 

during pregnancy. In practice, the families having children affected by DMD undergo 

economic hardships caused by the cost of ineffective treatment and the energy and time 

consumed in seeking assistance for their children. Additionally, Chinese cultural values 

attached to healthy offspring and traditional boy-preference increase the psychological 

burden of these families, especially for the mothers, who usually experience strong 

self-condemnation and are blamed by family members. This research indicated that the 

families affected by DMD are vulnerable, and the existing social discrimination and shortage 

of social care for the disabled aggravate their vulnerability. 

Chapter Seven discusses of genetic services, eugenics and population quality. Research 

indicates that besides social, economic and cultural factors, political implications, such as the 

national population policy, social healthcare system and social welfare system, also play an 

important part in the formation of the practice of genetic testing and counselling and of the 

condition of the families affected by genetic disorders. Along with the implementation of the 

family planning policy, population quality and the notion of ‘well birth’ have been 

highlighted. The government has produced much propaganda related to improving population 

quality. In practice, prevention of and reducing the number of birth defects is the actual goal 
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of prenatal genetic diagnosis. With the eager wish to reduce birth defects, a eugenic approach 

was adopted as a legal means. These social and political contexts provided society with views 

that looked upon birth defects as a burden for both society and family, which may exacerbate 

genetic discrimination and social stigma and worsens the vulnerability of the individuals and 

families affected by genetic disorder.    

 

THE SITUATION OF GENETIC TESTING SERVICE IN CHINA 

 

Medical genetic service mainly includes genetic counselling, genetic diagnosis and prenatal 

genetic diagnosis and pre-implantation genetic diagnosis. Although clinical genetic 

counselling/testing started in China in the 1980s, a formal clinical genetic services system has 

not yet been established (Zhang 2008). Medical resources are insufficient and their 

nationwide distribution is unbalanced in China. Most of hospitals or healthcare providers, 

including many first-class hospitals,45 are not qualified to offer genetic counselling and 

testing. In some large hospitals, where a clinical genetic service is available, the test items are 

limited and comparatively costly, which is hard for most people to afford. It is fact that it is 

‘costly to see a doctor, and more costly to see a doctor for genetic disease (kan bing nan, kan 

yichuan bing geng nan)’. In fact, it common that families fall into poverty because of having 

a genetically affected child, especially in rural areas. The vulnerabilities of such families has 

been argued in Chapters Five and Six through discussing the difficulties encountered in daily 

life by families affected by thalassaemia or DMD.   

In China, genetics clinics and the clinical genetic services are few in number and lag 

behind demand. Hospitals or health providers do not have an independent genetic department, 

although some hospitals have a genetic counselling clinic and carry out clinical genetic 

services. As was described in Chapter Three, the genetic counselling clinics combined with 

genetic testing usually are organized under the department of paediatrics and/or department 

of obstetrics. Some well-known Chinese geneticists, believe that the reasons why there are 

fewer genetic clinics than needed is that the application of medical genetics such as genetic 

                                                        
45 In Chinese, upper-class hospital is called san ji jiadeng yiyuan. According to the administrative system for hospital, it is 

the top level of hospital.  
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testing based on advanced genetic technology requires investment to update equipment and to 

train the participants. Additionally, genetic testing is more challenging and has greater 

potential risks. Therefore, hospital administrators do not believe the clinics can be profitable 

and thus do not not provide deserved support for the development of clinical genetics (Huang 

& Gao 2006).  

In practice, although medical genetics have improved and have been contributing to the 

prevention of birth defects, as was shown in Chapter Seven, there is still no professional title 

for medical geneticists. The doctors working in medical genetics come from different fields. 

They have professional titles in those fields although they work in genetics. As the 

qualification of the medical practitioners is required and enforced, they have to take 

examinations on their original specialities, such as paediatrics, obstetrics, internal medicine 

and so on. It is difficult for them to keep up to date with advances in the fields they no longer 

practice. In order to pass their annual examinations, they have to spend time taking part in the 

clinic activities related to their original specialties rather than to medical genetics. This 

weakens their potential in medical genetics, and even turns them away from medical genetics. 

This also exacerbates the shortage of clinical genetic services. Additionally, regular 

professional training for clinical genetic service teams has not yet been shaped, which also 

adds to the shortage of qualified professional genetic personnel and the specialized skills of 

service teams. Furthermore, some hospitals suspend or stopped performing genetic testing, 

especially for prenatal genetic testing.  

In practice, the laboratory result of prenatal genetic testing is not always reliable. There 

have been cases in which incorrect test results from prenatal genetic tests have resulted in 

lawsuits, which may make some hospitals hesitant and unwilling to perform prenatal genetic 

testing. In fact, besides the large financial burden of testing, a shortage of medical genetic 

services also makes it more difficult for patients to get access to these services.  

However, contrasting with the shortage of prenatal genetic service, the commercial 

testing service offered by biotech companies is mushrooming. As demonstrated in Chapter 

Four, the emergence of commercialization of predictive genetic testing is stimulated by 

economic profits, and the fact is that it lacks adequate regulation. In return for a steep fee, the 

companies offer a report to the clients who undertake predictive genetic testing, with results 
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provided on the clients’ predisposition status and the offering of unprofessional medical 

advices. To some extent, enticed by tempting advertising practices, undertaking commercial 

genetic testing is a luxurious consumption by the wealthy members of society. For those 

people who are in dire need of genetic services, such as people who have a family history of 

genetic disorder or the pregnant women who are at high risk to have a affected fetus, 

commercial genetic testing does not offer a testing service for prenatal diagnosis. Thus, 

biotech companies cannot offer feasible and tangible services for those people who need it 

most. Additionally, this kind of genetic service involves many social and ethical issues, as 

was discussed in the Chapter Four.  

As mentioned above, my study offered a way to understand the current practice of 

genetic testing in China. It also reflected the fact that the availability of genetic medical 

assistance for the individuals who really need it is far from satisfactory.  

 

INFORMED CONSENT IN THEORY AND IN PRACTICE  

 

The Council of International Organizations of Medical Sciences (CIOMS) guidelines give a 

concise definition of informed consent: A decision to participate in research made by a 

competent individual who has received the necessary information, has adequately understood 

the information, and after considering the information, has arrived at a decision without 

having been subjected to coercion, undue influence, inducement or intimidation
 
(CIOMS 

2002). The concept of informed consent is spreading globally and is discussed and addressed 

by contemporary international and national bioethical guidelines. Informed consent is based 

on the notion of individual autonomy. Autonomy is a basic principle of ethics and requires 

that the individual’s right of self-determination be respected. Informed consent, it is believed, 

ensures that patients can decide autonomously whether to permit or refuse actions that affect 

them, and is treated as an essential part of any medical procedure. It has served as a 

cornerstone for the development of the discipline of bioethics. Based on the importance of 

autonomy in moral discourse, it has been argued that healthcare professionals are obligated to 

engage patients in discussions regarding the goals and that the patients are the final 

decision-makers regarding all therapeutic decisions. In the legal arena, informed consent has 

 144 



CHAPTER EIGHT  Discussion 

been used to develop standards for doctor–patient interactions and clinical decision-making. 

It is widely accepted that legal standards require the doctor to inform patients of the risks, 

benefits, and alternatives of all proposed treatments and then allow the patient to choose 

among acceptable therapeutic alternatives (Berg et al. 1987). 

In China, several laws, such as Law of Torts, Law on Licensed Doctors and the Measures 

for the Administration of Prenatal Diagnosis Technology, stipulate that patients have the right 

to know and, correspondingly, doctor have obligation to inform. Although such laws do not 

regulate what to inform and how to inform, theoretically doctor should inform the patient of 

whatever a reasonable physician would inform the patient under the circumstances. In fact, 

the stated intention of, and the importance attached to, informed consent is to protect the 

autonomy of patients by offering adequate information for patient to make voluntary 

decisions (Andanda 2005; Hansson 2005). However, my study found that in clinical practice 

medical geneticists understand the connotation of informed consent and implement the 

informed consent procedure in their own way.  

Although there has been some support for informed consent within academic fields, there 

seems to be little enthusiasm for it in medical practice. My study shows that in clinical 

genetic practice, informed consent, to some extent, is used in a way which is contrary to its 

original intention. Doctors typically would think of informed consent as a legal requirement 

for a signed piece of paper rather than seeing informed consent as a process that promotes 

good communication and patient autonomy. Many doctors hold the view that informed 

consent is a complex and legally prescribed recitation of risks and benefits, and that most 

patients find the possible risks listed on the informed consent form frightening or confusing. 

In practice, what to inform and how the informed consent procedure is carried out do not get 

the attention they deserve. Generally, most patients are unable to understand well the 

professional language, medical terms, and the complex medical information in the consent 

form.  

Chapter Three of this thesis shows that clinical geneticists complain that they do not have 

enough time or energy to develop a good communication with patients because of the large 

number of visitors to the clinic sessions. Under normal conditions, if the doctor requires 

patient to sign a consent form, patient will sign, or his/her proxy will sign instead, and 
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sometimes patients sign without carefully reading the form. The patients know it is required 

and they know they have to sign the consent forms because they cannot acquire medical 

treatment unless they do so. Chapters Five and Six, which take thalassaemia and DMD as 

case studies, examine the practice of genetic testing and informed consent in the clinical 

practice of genetic testing. As mentioned in Chapters Five and Six, without a signed informed 

consent form, clinical geneticists will not prescribe a test, especially for prenatal genetic 

testing. In clinical practice, doctors understand and implement the informed consent by 

standing on and defending their own position. On some occasions, informed consent is more 

likely to be used to avoid potential trouble and, to some extent, to shift responsibility of 

risks-taking onto the patient. The patient’s signature on a consent form can be treated as 

written evidence of a patients’ permission if a dispute should arise. Such a situation 

sometimes happens in the practice of genetic testing, as exemplified by the occurrence of 

failing prenatal genetic tests, as discussed in Chapter Five. This chapter discuss one case in 

which the prenatal genetic test failed to offer correct test results and another case in which the 

signed informed consent forms served as protections for unethical behaviour by test 

providers.  

Theoretically, informed consent is expected to benefit patients. Academia also pays much 

attention to informed consent: not only professional ethics, but also law and regulation, 

define informed consent as a patient right. However, in clinical practice, it becomes clear that 

doctors and patients sometimes have different understandings of informed consent. And to 

some extent, the original intention of informed consent, which proceeded from the patient’s 

right to make a voluntary and free decision on the basis of awareness of all available 

information on the medical treatment, is still a long way from being achieved. This reflects 

the vulnerability of patients in such contexts.  

 

GENETIC TESTING, GENETIC DISCRIMINATION AND STIGMA  

 

Genetic testing is often used as a form of genetic diagnosis to indicate the existence of a 

genetic disorder. The identification of a disorder does not necessarily lead to treatment 

options, because there is currently no effective intervention or treatment available for many 
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genetic conditions. Sometimes the identification of a serious genetic disease is the cause of 

social stigma. Such stigma may derive from the widespread view of religions retribution as 

an explanation of pathogenesis. These social conditions were discussed in Chapter Six. Often, 

genetic testing is used to identify carrier status. Carriers are persons who are themselves 

unaffected but who are at risk of having affected children. If carrier status is confirmed, the 

carriers can be aware of the risk to give birth of an affected child. Prenatal genetic testing and 

subsequent selective abortion of an affected fetus could be chosen. This study shows that in 

China this is a formally accepted way to prevent a genetic disorder, and it was also an 

encouraged method to reduce birth defects due to serious genetic disorders, and therefore to 

improve the population quality. Such conditions are discussed in Chapter Seven of this thesis. 

Additionally, my study also shows that the information of carrier status sometimes causes 

genetic discrimination. If predictive testing was inappropriately used and the information of 

carrier status or predisposition was disclosed, the test results might cause unjust genetic 

discrimination. My study also showed that in China there was growing concern that genetic 

information might be used in nonclinical contexts, which may harm the interests of the 

individual or his/her relatives. One example was the case study on genetic discrimination, in 

Chapter Four, described as ‘the first’ case of genetic discrimination in China. The 

discriminator in this case was a government institution, which officially spread the opinion 

that persons who carried a certain genetic disorder gene were unwelcome in society. In fact, 

there have already been similar cases in which thalassaemia carriers had experienced 

employment discrimination. People lost their chance to get a job simply because of their 

carrier status. In Chapter Five, this study also mentioned that the parents of children affected 

by thalassaemia would rather hide the condition of the child, treating it as a family secret. The 

families were afraid that they and their children would be discriminated against and 

ostracized.  

    The commercialization of genetic testing might have made it easier to gain access to 

genetic testing for people outside the public health sector. As shown in Chapter Four, 

commercial genetic testing is still unregulated, which may worsen forms of genetic 

discrimination. In United States during the 1970s, the genetic discrimination against the 

carriers of sickle-cell disease led several states to enact legislation that specially forbade the 
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use of sickle-cell testing to determine insurability and employability (Reilly 1975). In China, 

when the first case of genetic discrimination was reported, it caused debate, and some experts 

appealed for the legislation on genetic antidiscrimination. But, as my thesis discusses 

regarding the relationship between the ‘superior birth’ and genetic discrimination in the 

section entitled Younsheng idea and genetic discrimination in Chapter Seven, the ‘superior 

birth’ policy, especially the eugenic approach adopted to reduce birth defects in China, still 

has a strong influence on the people and society. Perhaps this was one of the original bases of 

genetic discrimination. Thus, we have to say that there might be a long way to go to 

achieving legislation on genetic antidiscrimination in Chinese contexts.   

At the same time, the identification of carriers causes psychological harm to the carriers, 

especially for the mothers/parents who passed down the disorder to their children. Usually 

persons suffering from a severe inherited disease and their close family are socially 

stigmatized, as shown in the cases study in Chapters Five and Six.  

For young unmarried carriers, the identification of carrier status perhaps stigmatized them 

and gave them an inferiority complex. In fact, it also made it difficult for them to find a 

partner and put them under a heavy psychological burden due to the dilemma of whether to 

disclose the carrier status to their likely partner. It was more difficult for the X-linked 

disorder carriers who are female. Additionally, the traditional Chinese gender preference and 

the cultural value attached to the male offspring in a family sharpened the stigma of the 

families with a boy with DMD, as shown in Chapter Six. However, under the circumstances 

in which improving population quality is the aim, doctors usually proceed from the idea of 

the prevention of genetic disease. They would consider the recommendation of an available 

test to be in the patient’s best interest. Some local governments launched campaigns for free 

carrier testing, as described in Chapter Five in the context of carrier testing for thalassaemia. 

In such a context, carrier testing is very much encouraged. But the discrimination and stigma 

that might be caused by status identification have not yet received the attention deserved.  

 

CHOICE AND DECISION-MAKING   

 

In practice, the choices of taking a prenatal genetic test concerns reproductive decisions, 
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which are highly personal, and the choice of being tested and the decision-making should be 

autonomous and based on the considerations of personal benefit and personal preference. In 

theory, before undertaking genetic test counselling, the counselee should know the possible 

disadvantages and advantages of undertaking the test. Theoretically, genetic counselling is 

considered traditionally non-directive – that is, counselling provides sufficient information to 

allow families or individual persons to determine their best course of action for themselves, 

and avoids making testing recommendations (Michie et al. 1999). Non-directiveness 

embodies autonomy, one of the recognized principles of medical ethics. But in practice, 

non-directiveness is difficult to achieve, even in those countries such as the United Kingdom, 

which has genetic counsellors with professional education. In practice, the counsellors and 

clinical geneticists usually regard their counselling as non-directiveness, and state that their 

counselling is non-directive (see Chapter Three). In fact, all doctors desire their medical 

activities to be regarded as ethical. There are good reasons why clinical geneticists and 

genetic counsellors might wish to claim that their work is non-directive. The declaration of 

non-directiveness is in keeping with the ethical requirement of autonomy.  

As some scholars point out, a stance is considered to protect the doctor from any 

confusion with, and moral contamination from, the eugenics movement, and this will be 

useful to genetic counsellors both in public debate and internally within themselves. It 

protects the counsellors from overinvolvement with clients and perhaps also from litigation 

(Clarke 1991; Clarke 1997; Schneider 1998). Although non-directive counselling more 

respect personal autonomy, in some instances directive recommendation is also needed. For 

example, if the information of genetic testing results is also in the interests of other family 

members, such information may need to be disclosed to help them to know about their risk of 

developing a genetic disorder or of having a child affected by a genetic disorder. In this 

situation, considering the interests of involved family members, perhaps the counsellor or 

doctor needs to attempt to persuade the client to disclose personal genetic information to 

other family members and give directive advice on disclosure, which in theory is call an 

ethical recommendation (Gray & Clarke 2000). Usually, non-directiveness in counselling has 

close connection with the autonomous decision-making. In the context of prenatal genetic 

testing, non-directive counselling meets the ethical requirement that the prospective parents 
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have a right to make autonomous choices and decisions regarding their reproductive action.  

However, my study found that in China the choices for prospective parents who are at 

risk to have an affected child were limited. Without socialized medicine, lack of social 

welfare and support for the disable and the sick, the guidance of Chinese population policy, 

potential social stigma and discrimination, all these social factors limit the options for the 

prospective parents to make reproductive decisions. In current clinical practice in China, 

non-directive genetic counselling, to some extent, cannot offer more effective and realizable 

‘freedom’ or ‘autonomy’ to help and support patients’ decision-making. In fact, under the 

social factors in the Chinese contexts, it is difficult or impossible to achieve ‘autonomy’ in 

reproductive decision-making. As I discuss in Chapter Three, with the goal of preventing 

genetic disorder through reducing birth defects, it is difficult to achieve non-directiveness in 

counselling or advice from clinical geneticists. In practice, ‘free’ reproductive 

decision-making is not free or autonomous because limited options, and in many occasions it 

is actually a choice of ‘only one option’ or a choice of ‘no choice’.  

 

EUGENICS AND BIRTH DEFECTS   

 

From the research on the current situation of genetic services, this thesis shows that in China, 

genetic services of premarital, pregestation and prenatal genetic screening, genetic 

counselling and testing, generally, have the same fundamental and ultimate goals, that is, to 

avoid the recurrence of a particular genetic disorder, and to prevent and reduce birth defects. 

It shows the roles played by the genetic services in the prevention of birth defects and in the 

improvement of population quality in China. As described in Chapter Seven, clinical genetic 

services, especial the application of genetic counselling and testing in China, have reached 

the outcomes in prevention of birth defects and in a reduction in the number of children 

affected with certain genetic disorders by the selective abortion of affected fetuses. In 

Chapter There and Chapter Seven, my study shows that the current practice of genetic 

counselling in China is a medical-preventive model that attempts to avoid the recurrence of a 

particular genetic disorder and with the aim of optimizing population health through the 

prevention of birth defects. Chapters Five and Chapter Six, through the case studies of 
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thalassaemia and DMD, also argue that genetic services in China has played an important 

role in enhancing couples’ awareness of the prevention of birth defects.  

This thesis has also argues that, in China, there are many factors, especially related to 

economical conditions, the national healthcare system and the population policy, that have 

limited the reproductive choices for parents. Hence, in Chinese social contexts such genetic 

services did not promote individual decision-making and autonomy, and in practice these are 

not regarded as successful outcomes of the genetic services. The thesis also analyzes the 

relationship between eugenics, Chinese eugenics [yousheng], genetic services and the 

prevention of birth defects in China. The term eugenics derives from the Greek word for 

‘well born’. The Chinese word ‘good birth’ [yousheng] has the same meaning as the Greek 

word ‘eugenic’. It is also consistent with Galton’s core eugenics doctrine of improving the 

stock of humankind by the application of the science of human heredity. In this sense, 

Chinese yousheng could be translated to ‘eugenics’. Chinese eugenics is different from the 

‘eugenics’ movement of the 1920s, but during the nationwide carrying out yousheng policy 

and efforts to prevent birth defects, the eugenics approach had been inappropriately accepted. 

Such an approach aimed to reduce birth defects through coercive prohibition or limitation of 

reproduction of people without ‘reproductive value’. Chinese scientists claimed that Chinese 

eugenics was not motivated by racism. Chinese yousheng is ‘eugenics’ in name only, and that, 

in practice, it is ‘prevention of birth defects’ and it does not go as far as would be expected of 

a eugenics movement (Ruan 2002). However, a eugenics approach that accepts the 

compulsory reduction of birth defects displays tendency to the eugenics movement. Chapter 

Seven discuss the eugenic approach, which has been abolished, and points out that although 

the ‘eugenics’ in local regulation have been annulled, its implications cannot be changed in a 

short time, and, to some extent, continues to aggravate genetic discrimination and stigma 

against the mentally retarded and the handicapped.  

 

VULNERABILITY 

 

With advances in genetic technology, its practical applications play an important role in 

prevention of genetic disease and the reduction of birth defects, and under the direction of 
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national population policy, to some extent, genetic services have been treated as an effective 

way to actualize improving national population quality. Chapter Seven of this thesis shows 

such conditions in China. Additionally, this thesis is concerned with the way in which genetic 

information may be abused for discrimination, particularly against the people who are 

affected by a certain genetic disorder, or at increased genetic risk of developing certain 

disorders. In fact, through describing the situation of genetic testing practice and discussion 

on the involved social and ethical issues, almost all the chapters of this thesis concern the 

vulnerable situation of the patients with genetic disease and their families. To some extent, 

this thesis offers an insight to understand the vulnerability of the individuals who are 

sufferers or carriers and their families in Chinese contexts.    

 

The vulnerable situation of the family at a social level 

Considering the situations of families with an affected child as shown in Chapters Five and 

Six, in China the families with genetically affected children were in a difficult situation in 

society. It is a fact that the families fall into poverty because of having a child with a genetic 

disease, or fall back into poverty even though they had already extricated themselves from 

poverty [tuo pin]. Poverty caused by disease is not unusual, particularly in the countryside of 

China, where many families cannot afford the expense of treatment and then have to give up 

treatment for their children. In fact, parents are under a heavy psychological strain when there 

is not enough money for medical treatment for their children. Chapter Five gives examples of 

families with children affected by thalassaemia. In fact, due to lack of organized and 

accessible social support and help, most of families face financial difficulty and take a long 

time to overcome such burdens. Besides the economic disadvantages, the affected individuals 

and their families also encountered social blame, stigma and discrimination. The application 

of prenatal genetic testing, together with the selective termination of affected pregnancies, has 

made society less tolerant towards serious congenital birth defects. In practice, this leads to 

social blaming of parents who do not undergo genetic tests and subsequently gave birth to a 

child with a disability, although sometimes they have no access at all to knowing their risk. At 

the same time, the disability and difference caused by genetic disorders results in 

discrimination in enrolment, employment and marriage. Also, the traditional social 
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interpretation of genetic disease seriously stigmatizes families. Chapter Six discusses such 

stigma by taking families with children affected by DMD as examples. Besides these, 

nationally social circumstances virtually impressed and transferred the negative messages that 

may engender stigma and discrimination on the carriers, the affected individuals and their 

families, such as the conducting of propaganda on ‘good or superior birth’, ‘improve 

population quality’, especially the continued influence of legal ‘eugenic approach’ adopted to 

reduce birth defects, although it had already been abolished.  

Additionally, the government’s or the authority’s estimation of the ‘social burden’ 

caused by birth defect with genetic disorders actually passes on the impression to the public 

that congenital physical disabilities and mental retardation are a ‘social burden’ to the country. 

Parents and families might be blamed by society for adding to the social burden. To some 

extent, such information virtually may cause negative views and may sharpen the stigma and 

discrimination against affected individuals and their families, and then aggravate their 

vulnerability.  

 

The vulnerable situation of the female at the family level  

In society, genetically affected individuals, genetic disorder carriers, person with a high risk 

of developing genetic disorders, and their families are in a vulnerable position. Beside the 

financial and psychological vulnerabilities caused by society, some individuals are also under 

heavy pressure within the family. Money difficulties, stigma and discrimination from society 

may make parents blame each other, which makes the family relationship tense and strained. 

Additionally, females are more vulnerable within a family. From the case studies in Chapters 

Five and Six, it can be seen that the mothers of affected children were all under the 

psychological burden of self-condemnation. In the Chinese traditional family culture, it has 

long been widely accepted that the taking of a wife is mainly to carry on the family line, so 

the wife in a family naturally has a reproductive duty and is expected to give birth to 

offspring, particularly of son. Having an abnormal child makes the wife feel guilty and 

herself to be inferior, and in some cases results in being blamed and abominated, and even 

divorced, by her husband, especially in X-linked disorders such as DMD. The blame of 

family member creates guilt and psychological pain. In Chapter Six, the study describes the 
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very vulnerable condition of the children with DMD and their mothers. Although, in practice, 

prenatal genetic testing offers a possible way for the parent to terminate an affected 

pregnancy to avoid an affected birth, it also brings heavy pain and suffering of mind and body 

for the mother. The study also discloses that such sufferings of a mother seem often to be 

ignored due to the eager desire for ‘good birth’ and strong wish to exterminate birth defects, 

which reflect the weaker and more vulnerable position of the mother in a family, and thus in 

society.  

 

 

From a social science perspective, this study describes the practice of genetic testing and 

analyzes the social roles of social factors, such as Chinese social economy, national policies 

and culture, played in its formation and application. Through discussion of such factors that 

shaped the views and actions regarding out reproductive decision-making of the involved 

population, and sharpened the reproductive pressure, especially on females, and through 

discussion of the involved social and ethical issues, the study identifies vulnerable populations 

with respect to the practice of genetic services in China, and it delineates the social factors that 

influence, shape and sharpen their vulnerability. Thus, the study achieves its research objective. 

It offers an authentic and a diaphanous insight to understand the situation of vulnerable 

populations in the genome era with the quick development of genetic technology in the 

Chinese socio-economic and socio-political contexts. 



SUMMARY 

 

 

 

SUMMARY 

 

 

This research is a subproject of an international research project, the Socio-genetic 

Marginalization in Asia Programme (SMAP). SMAP explores cultural, social and 

economic aspects of the role of genetic technologies played in the area of state 

organisation, population policies, healthcare systems and research regulation in China, 

India and Japan. The research is experiential and it sheds light on the applications of 

modern genetic technologies in China. It takes the application of genetic testing in 

China as the point of departure to explore links in relation to Chinese society, with 

consideration of social economics, national population policy, national healthcare 

system and traditional/local culture in China. To develop this study, fieldwork was 

mainly conducted in China during a three-year period from 2006 to 2009. Based on the 

fieldwork, the study discusses social and ethical issues involved in Chinese contexts. 

Through the discussion, the study explores the identity and vulnerability of populations 

with regard to the practice of genetic services in China and delineates the 

socio-economic and socio-political factors that influence, shape and sharpen their 

vulnerability.  

In China, genetic counselling services are offered by clinical geneticists, and the 

clinical genetic counselling related to prenatal diagnosis is under the governance of 

official guidelines, with the goal of reducing birth defects. In order to better understand 

the situation of genetic counselling and its related issues, the research compares with 

the similarities and differences in the practice of genetic counselling in China to that of 

the United Kingdom and Hong Kong. In the UK, there are professional counselling 

services following the psychotherapeutic model and non-directive style. In Hong Kong, 

 155



VULNERABLE POPULATIONS AND GENETIC DISORDERS 

the practice of genetic counselling is offered by non-professional counsellors with some 

professional training and a non-directive style. In practice, non-directiveness in genetic 

counselling is harder to achieve in China, and current genetic counselling is more like 

the medical preventive model. It is the social context that makes genetic counselling 

distinctive in individual societies. In China, the economic conditions, non-professional 

genetic counselling providers, lack of full coverage of the healthcare system, and the 

aim of counselling services and national population policy are the main factors that 

form the practice of genetic counselling and its governance, and, to some extent, limit 

proper communication and applicability of non-directiveness in genetic counselling in 

China.  

Accompanying the development of genetic technology is the economic benefit of 

its application. Currently, there is no law or regulation of the application of predictive 

genetic testing, such as susceptibility (or predisposition) tests. In the pursuit of profit, 

some biotech companies have acquired business licences and have been carrying out 

predictive genetic testing as a technical business. In practice, a lack of proper formal 

regulation and the commercialisation of genetic testing have led to bioethical problems 

related to dubious advertising practices and misleading and unprofessional medical 

advice. At the same time, the emergence and development of commercial genetic 

testing may have resulted in genetic discrimination in employment and in insurance for 

the ‘potential patients’. In fact, when considering the ‘potential patients’, there is no 

doubt that the patients with genetic disease and their families are more vulnerable. The 

research carried out a case study of the practice of genetic testing, mainly of prenatal 

genetic testing, to better understand the situation of those families with a genetically 

affected child. 

Prenatal genetic testing is an important part of clinical genetic services. At present, 

prenatal genetic testing is regulated by official regulations promulgated by the Ministry 

of Health, and qualifications are required to clinically develop a testing service. For the 

case study, the research chose thalassaemia, an autosomal recessive inheritance disorder, 

and Duchenne muscular dystrophy (DMD), an X-linked recessive inheritance disorder, 

as two research targets for case study. Through shedding light on special cases of the 
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clinical prenatal testing on thalassaemia and DMD, the research delineates the clinical 

practice of genetic testing, and discusses the finance difficult, heavy psychological 

pressure, social stigma and discrimination, and the limited reproductive choices of 

families with an affected child in Chinese contexts. The expense of treatment for a child 

with thalassaemia is so high that many families cannot afford it. In practice, some 

families try to intentionally procreate a child, a so-called ‘saviour sibling’, as a cord 

blood donor to ‘save’ the affected child. Such cases are not common but do exist. The 

intention of choosing to have an offspring as a ‘saviour sibling’ may lead us to consider 

more about the social and ethical implications of intending the birth and existence of a 

human being. For DMD, as a lethal disorder without effective treatment, the chronic 

muscular atrophy results in serious walking, then moving disability, and then death, and 

makes the boys with DMD and their families vulnerable in the society. The hereditary 

character of DMD, which is passed down to a son by a carrier mother, impacts the 

position of females, who are already are weak and vulnerable, in society and family. 

Meanwhile, explanations of pathogenesis based on religion and superstition sometimes 

are used to stigmatise families with severe handicaps. In Chinese contexts, such 

implications, and links with the traditional preference for a boy, sharpen the social 

stigma and discrimination against families with a son with DMD, and also sharpen their 

vulnerability. 

In practice, besides social, economic and cultural factors, political implications, 

such as the national population policy, the social healthcare system and the social 

welfare system, also play an important part in the forming of the practice of genetic 

testing/counselling and of the condition of the families affected by genetic disorders. 

Along with the implementation of the family planning policy, population quality and 

superior birth have been highlighted along with the effort to reduce population quantity. 

Prevention and reduction of birth defects is a definite goal of all levels of the official 

genetic service nationally, especially with regard to prenatal genetic diagnosis. A 

eugenic approach was once adopted as a legal way approach the highly desired goal of 

to reducing birth defects. These considerations led to the development of opinions that 

people born with birth defects are a burden to both society and family, and people with 
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mental retardation have no reproductive value. Such opinions, in fact, exacerbate 

genetic discrimination and social stigma and worsen the vulnerability of the individuals 

and families affected by genetic disorders. In the post-genome era, the rapid 

development of genetic technology and its application have strongly impacted society. 

During such times, the living conditions of vulnerable populations do not get the 

attention they deserve. This research offers an insight to understand the vulnerable 

population with genetic disorders in the Chinese social contexts and from a social 

science perspective.  
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Dit onderzoek is een subproject van een internationaal onderzoeksproject, het 

Socio-genetisch Marginalisatie in Azië Programma (SMAP). SMAP verkent de 

culturele, sociale en economische aspecten van de rol die gentechnologieën spelen in 

het gebied van staatsorganisatie, populatiebeleid, gezondheidszorg en 

onderzoeksregulatie in China, India en Japan. Dit onderzoek is empirisch van aard en 

werpt licht op de toepassing van moderne gentechnologieën in China. De toepassing 

van genetisch onderzoek in China vormt het vertrekpunt van waaruit verbanden in 

relatie tot de Chinese samenleving verder worden verkend. Daarbij beschouwt het 

onderzoek de sociale economie, het nationale populatiebeleid, het nationale 

gezondheidszorgsysteem en de traditionele/lokale cultuur van China. Voor de 

ontwikkeling van de studie is veldwerk verricht in China gedurende een driejarige 

periode, van 2006 tot 2009. Op basis van het veldwerk brengt deze studie sociale en 

ethische kwesties in beeld die betrekking hebben op de Chinese contexten. Door 

middel van deze bespreking verkent deze studie de identiteit en kwetsbaarheid van 

populaties in hun relatie tot de praktijk van genetische diensten in China. Het 

onderzoek bestudeert welke sociaaleconomische en sociaal-politieke factoren deze 

kwetsbaarheid verder vormen, verscherpen en beïnvloeden.  

 In China worden genetische counseling services aangeboden door klinisch 

genwetenschappers/genetici. De klinisch genetische counseling, gerelateerd aan 

prenatale diagnosis, is gebonden aan officiële richtlijnen met als doel 

geboorteafwijkingen te verminderen. Om tot een beter begrip te komen van de 

situatie waarbinnen zich de genetische counseling en gerelateerde kwesties afspelen, 
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vergelijkt het onderzoek de overeenkomsten en verschillen in uitoefening van 

genetische counseling in China met die in het Verenigd Koninkrijk en Hong Kong. In 

het Verenigd Koninkrijk bestaan er professionele counseling services die het 

psychotherapeutisch model volgen en een non-directieve stijl handhaven. In Hong 

Kong wordt de uitoefening van genetisch counselen aangeboden door 

non-professionele counselors die enige training hebben gehad en tevens een 

non-directieve stijl handhaven. In de praktijk lijkt een non-directieve benadering 

binnen de genetische counseling moeilijker te bewerkstelligen in China. De huidige 

genetische counseling toont meer overeenkomsten met het medische preventie model. 

Het is de sociale context welke differentiatie aanbrengt in de uitoefening van 

genetische counseling in individuele samenlevingen. In China zijn het de 

economische condities, het aanbod van non-professionele genetische counselors, het 

gebrek aan een volledige dekking door het gezondheidszorgsysteem en de doelen van 

zowel de counseling services als het nationale populatiebeleid, de hoofdfactoren die 

de vorming van de uitoefening van genetische counseling en het bestuur daarvan 

bepalen. Het zijn tevens deze factoren die tot op zekere hoogte, een adequate 

communicatie en toepassing van non-directiviteit binnen de genetische counseling 

beperken. 

Aan de ontwikkeling van genetische technologie en de toepassing daarvan zijn 

ook economische voordelen verbonden. Op dit moment bestaan er geen wetten of 

regulaties voor de toepassing van voorspellende genetische tests, zoals de 

vatbaarheids (of predispositie) test. In het najagen van winst hebben sommige 

‘biotech’ bedrijven ondernemingsvergunningen verkregen en hebben zij 

voorspellende genetische tests uitgevoerd als vorm van een handel in technologieën. 

In de praktijk hebben een gebrek aan adequate formele regulatie en de 

commercialisatie van genetisch tests geleid tot bioethische problematiek welke 

gerelateerd is aan dubieuze advertenties en aan misleidend en onprofessioneel 

medisch advies. Tegelijkertijd hebben de opkomst en ontwikkeling van het 

commerciële genetisch testen wellicht geleid tot genetische discriminatie in 

werkgelegenheid en bij het verzekeren van ‘potentiële patiënten’. In feite, met 
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betrekking tot deze ‘potentiële patiënten’, bestaat er geen twijfel dat de patiënten met 

genetische ziekten en hun families kwetsbaarder zijn. Een case study, die tijdens het 

onderzoek is uitgevoerd naar de uitvoering van genetische tests, hoofdzakelijk het 

prenataal genetisch testen, draagt bij aan een beter begrip van de situatie van die 

families met een kind met een genetische afwijking. 

Prenataal genetisch testen is een belangrijk onderdeel van de klinische 

genetische service. Momenteel is prenataal genetisch testen gereguleerd door officiële 

regelingen welke kenbaar worden gemaakt door het Ministerie van Gezondheid, en 

zijn kwalificaties vereist voor de klinische ontwikkeling van een test service. Voor de 

case study is gekozen voor thalassaemie, een autosomale recessieve overerfbare 

aandoening, en voor Duchenne musculaire dystrofie (DMD), een X-gebonden 

recessieve overerfbare aandoening, als onderzoeksobjecten. Door de speciale cases 

van het klinisch  prenatale testen op thalassaemie en DMD onder de loep te nemen, 

beschrijft het onderzoek de klinische uitvoering van genetische tests. Daarnaast 

bespreekt het de financiële moeilijkheden, de zware psychologische druk, de sociale 

stigma’s, de discriminatie en de beperkte reproductieve keuzes van families met een 

ziek/affected kind binnen de Chinese context. De kosten van de behandeling van een 

kind met thalassaemie zijn zo hoog dat veel families zich dit niet kunnen veroorloven. 

In de praktijk komt het voor dat sommige families intentioneel pogen een kind te 

krijgen, een zogehete ‘reddend broertje of zusje’, dat fungeert als een verwante 

bloeddonor om het zieke kind te ‘redden’. Dergelijke cases zijn niet gewoon maar 

komen weldegelijk voor. De intentie te kiezen voor het hebben van nageslacht als 

‘reddend broertje of zusje’ kan bijdragen aan meer overwegingen van de sociale en 

ethische implicaties van geboortevoornemens en het bestaan van menselijke wezens. 

Bij DMD, een dodelijk aandoening zonder effectieve behandeling, resulteert de 

chronische musculaire atrofie in een ernstige loopaandoening, dan in een 

bewegingshandicap en later in de dood. Dat maakt de jongens met DMD en hun 

families kwetsbaar in de samenleving. Het erfelijk overdraagbare karakter van DMD, 

een doorgave van ‘dragende’ moeder op zoon, heeft een impact op de positie van 

vrouwen, welke al een zwakke en kwetsbare positie hebben binnen de samenleving 
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en familie. Ondertussen worden verklaringen van pathogenese, gebaseerd op religie 

en bijgeloof, soms gebruikt om families met ernstige handicaps te stigmatiseren. 

Binnen de Chinese context verscherpen dergelijke implicaties, in combinatie met de 

traditionele voorkeur voor mannelijk nageslacht, sociale stigma’s en discriminatie 

tegen families met een zoon met DMD, evenals hun kwetsbaarheid.  

 In de praktijk spelen, naast sociale, economische en culturele factoren, politieke 

implicaties zoals het nationale populatiebeleid, het sociale zorgstelsel, en het sociale 

welvaartssysteem, een belangrijke rol in de vorming van genetisch testen/counselen 

en van de condities van de door genetische afwijkingen getroffen families. Naast de 

implementatie van het ‘familie planning beleid’, ligt de nadruk op populatie kwaliteit 

en superieure geboorte en wordt tevens getracht de populatie grootte terug te brengen. 

Preventie en afname van geboorteafwijkingen zijn nationaal de uiteindelijke 

doelen/goals op ieder niveau van de officiële genetische service/dienst, in het 

bijzonder met betrekking tot prenatale genetische diagnose. Een eugenetische 

benadering is in het verleden aangenomen als een wettelijke benadering van het 

gewenste doel om geboorteafwijkingen te reduceren. Dit heeft hebben geleid tot de 

ontwikkeling van opinies dat mensen die geboren zijn met een afwijking, een last zijn 

tot zowel gezin als samenleving, en dat mensen met mentale beperkingen geen 

reproductieve waarde zouden hebben. Dergelijke opinies verergeren, in feite, 

genetische discriminatie en sociale stigma’s en vergroten de kwetsbaarheid van de 

individuen en families met genetische afwijkigen/ziekten. In het post-genome tijdperk 

heeft de snelle ontwikkeling van genetische technologie en de toepasbaarheid daarvan 

een grote impact gehad op de samenleving. In deze tijden krijgen de 

leefomstandigheden van kwetsbare populaties niet de aandacht die zij verdienen. Dit 

onderzoek biedt, vanuit een sociaal-wetenschappelijk perspectief, een inzicht in de 

kwetsbare populatie van/met genetische afwijkingen/ziekten/zieken, binnen de 

Chinese sociale context.  
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调查问卷/面谈提纲 

Questionnaire /interview outline 46 

 

 

您好！我是睢素利，荷兰阿姆斯特丹大学社会科学研究院的博士研究生。这个问

卷涉及的是我目前的研究课题。我非常感谢您阅读和回答我这个问卷。您可以自

愿参与，自愿回答问题， 您可以随时放弃回答问题。所有的问题都列出了可选

择的项目。 答案没有对错之分，您可以根据自己的情况和自己的判断给出您自

己的答案。问题假设了一些不好的情况，希望您可以谅解，也希望不会给您带来

不悦。非常感谢您阅读和回答我的问卷！如果您觉得不便，您可以不回答那些您

不愿意回答或者您觉得不便回答的问题。 非常感谢您！ 

I am Suli Sui, PhD candidate of ASSR Amsterdam University. I would appreciate it 

very much that you read and answer my questions, which are for my current research. 

All the questions are optional. There are no wrong or right the answers. What I want 

is your own opinion based on your experiences and conditions. You can choose more 

than one answer and you can refuse to answer the question/questions if you do not 

want to answer. You can withdraw this questionnaire or end the interview at anytime 

you wish. In some questions, certain situations are supposed. I hope you do not mind 
                                                        
46 The questionnaire/interview outline was conducted in China using the Chinese 

version. The English version was translated by the author.   
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these supposed unpleasant situations. Thank you so much!    

 

时间 time：                  

地点 location：                                                          

 

 

访谈对象基本信息 interviewee personal information： 

 

*您的年龄 age              

*性别 gender           

*职业背景 professional background                                      

*教育背景 educational background                                      

*长期住处   大城市/小城市/县城/农村     live place of interviewee   big 

city/small city/county/ village   

*您是否生育过  是/否 birth experience  yes / no  如果有，您有    个孩子

（   男孩     女孩）  if yes, number and gender of your children，children          

boy          girl       

*您 /您妻子是否有过终止妊娠的经历?（your/your wife or partner) abortion 

experience  yes/no      几次?(if yes, the number of abortions)              

*如果您（或者您妻子）在孕期，第几次怀孕            怀孕多久了?              

If you/your wife are pregnant, this is the ___ week of my ___ pregnancy’?  

 

 

第一部分：遗传咨询和检测 

Part One: Genetic counselling and genetic testing  
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1. 您知道或者听说过遗传咨询吗?         

A 听说过, 知道一些 

B 只是听说过这个词, 具体是什么不是很清楚 

C 没有听说过 

1．Are you familiar with or have you heard of genetic counselling? 

 A. I know something about it. 

 B. I have heard this word, but do not understand it clearly.  

C. I have never heard of it. 

 

2. 如果您知道或者提说过遗传咨询，是从什么渠道得知的           

A. 听其他医生介绍 

B. 网络报纸媒体 

C. 亲戚朋友病友等介绍   

D. 其他介绍  

2. If you already knew of or have heard of genetic counselling, where did you get the 

information? 

A. From the local doctors.  

B. Website on Internet, newspaper, TV and other media.  

C. From friends, relatives and patients.  

D. Other.   

 

3.您觉得什么样的人应该进行遗传咨询：       

A.有家族遗传病史的   

B. 生育过有病的孩子的  
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C. 有过多次自发或者不明原因的流产的 

D. 大龄的准备怀孕的夫妇  

E 为了优生目的育龄夫妇都应该进行  

3. What kind of person do you think should apply for genetic counselling?  

A. Those with a family history of genetic disorder.  

B. Those who have had experience with an affected child/children.  

C. Those who have experience of spontaneous abortion.  

D. A couple prepared to have child at the age of more than 35. 

E. For the sake of eugenics, all couples who want to have a baby.    

 

4.您觉得遗传咨询是：           

A.为有遗传病的家庭提供咨询   

B.咨询关于遗传病的知识   

C.寻求医治遗传病的方法  

D. 确诊某种遗传病  

E. 为有遗传病的家庭提供生育指导 

F. 为有遗传病的家庭提供心理支持  

G .介绍和提供遗传检测  

4. What do you think genetic counselling is?  

A. Counselling for families with a history of genetic disorder. 

B. Consultation for genetic knowledge.  

C. Seeking a way to medical treatment.  

D. The diagnosis of a genetic disorder. 

E. Reproductive advice for a family with a history of genetic disorder.  

F. To offer Psychological support for a family with a history of genetic disorder.  

G. To introduce and offer genetic testing.  
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5.如果您曾经看过遗传咨询门诊， 您觉得您咨询给您的收获是            如

果您没有，您认为您期望得到             

A.知道了疾病的遗传特征   

B.知道了哪里可以确诊   

C.了解到一些关于治疗的信息   

D.得到为病人进行检测的建议   

E. 得到关于家族其他成员进行检测的建议  

5. If you have visited a genetic counselling clinic, what is the main result you think 

you have gained?            If you have no such experience, what do you expect 

from the genetic clinic? 

A. To understand the inherited character of the disorder. 

B. To know where to get access to the diagnosis. 

C. To gain information about its medical treatment.  

D. To get advice about undertaking testing for the patient.  

E. To get advice about undertaking testing for family members.   

 

 

6. 听说过基因检测吗?            

 A. 没有听说过  

B. 只是听说过这个词, 具体是什么不是很清楚  

C. 听说过, 大概知道是检测基因的   

D. 听说过, 知道是检测遗传病基因的 

6. What do you know about genetic testing? 

A. Nothing.  

B. I have only heard the word, but do not understand it clearly.    
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C. I have only heard a bit, but I think it tests genes.  

D. I know it tests for genetic disorders.  

 

7.如果知道基因检测，从什么渠道得知基因检测的信息呢          

A. 其他医生介绍（孕前咨询） 

B. 网络报纸媒 

C. 亲戚朋友介绍  

D. 其他病友介绍  

7. If you have heard of genetic testing, were did you get the information? 

A. Doctors (progestational consultation).  

B. Website, newspaper and other media. 

C. Relatives and friends.  

D. Friends who have been patients. 

 

 

8.你有没有想通过基因检测的方式知道自己患某种疾病的风险(疾病易感基因检

测)      

A.从来没有听说过这种检测   

B. 觉得可以尝试, 但没有试过   

C. 听说过, 但不是很清楚, 也不会去检测   

D.觉得意义不大,不会去检测   

8. Did you ever think to take a predictive genetic testing to know the risk for a certain 

illness (suspicious position testing)? 

A. I never heard of it.  

B. I think it is ok to have a try, but did not try it myself.  

C. I have heard of it, but I don’t know what it is.  
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D. I think it is not helpful and do want to take it.  

 

9. 如果您是孕妇，并且知道有产前诊断/产前基因检测的技术， 您会主动要求进

行检测吗？                A. 会    

B.不会    

C.不好说   

9. If you are a pregnant woman, and you know about the prenatal diagnosis/prenatal 

genetic testing, would you ask for the testing initiatively? 

A. Yes.  

B. No.    

C. Maybe yes, maybe no, do not know yet.  

     

10. 您觉得您会主动要求进行检测的主要原因是：            

 A. 自己有家族遗传病史，希望要一个健康的孩子  

B. 没有遗传病史, 但既然有技术, 感觉检测一下更放心  

C. 认为检测也不会有害处 

D. 万一生育了一个不健康的孩子，以后的负担太大了 

10. What are the reasons you asked to undertake the test? 

A. I have a family history of genetic disorder.  

B. To feel relieved.  

C. I think there is no harm and it may be good.  

D. It would be a heavy burden to have an affected child.  

 

11. 您觉得您不会或者不想主动要求进行检测的主要原因是：          

A．价格太贵  

B. 觉得技术不安全有风险   
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C. 觉得检测结果也不一定可靠，会增加心理压力   

D. 觉得生孩子还是顺其自然的好   

E. 自己也没有家族遗传病史，没有必要检测 

11. What are the reasons you do not ask to undertake the test?  

A. The price is so high.  

B. I feel the technology is not very reliable.  

C. I feel the result is not reliable and adds psychological burden.  

D. I feel it is better to follow ‘nature’.    

E. I do not need the test because I have no family history.  

 

12. 如果您自己不知道或者不会主动要求进行检测，您的医生给您介绍了产前诊

断/产前基因检测的技术（没有建议您做），您可以自由选择做或者不做，这种情

况下，您会怎样：           

 A. 自己决定选择做或者不做  

B. 和丈夫商议，听丈夫的意见  

C. 和父母商议，听父母的意见  

D. 问医生，听医生的意见  

E. 和家人商议，但觉得更信赖医生的意见  

F.了解其他就诊的孕妇有没有做，如果很多人都做了，那自己也就选择做， 如

果很多人都没有做，自己也就不做了  

G. 和家人商议, 共同做决定 

12. If you want to undertake genetic testing, how will you make the final decision? 

A. I will make the decision myself.  

B. I will consult with husband, and follow my husband’s opinion.  

C. I will consult with my parent, and follow my parent’s opinion. 
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D. I will ask the doctor, and follow the doctor’s advice.  

E. I will consult with the family, but feel the doctor’s opinion is more reliable.  

F. I will ask other pregnant women to see if many took it, and then follow the 

majority. 

G. I will consult with the family, and make the decision together.     

 

13.如果您决定做某种检测，您会不会主动询问或者要求医生给您解释检测存在

的风险和可能带来的不良后果：           

A. 会    

B. 可能会问问吧，不确定  

C. 如果医生不提，自己可能想不到去问  

D. 如果医生不提, 自己也就不问了  

E. 不问, 觉得如果需要解释医生就会解释了, 多问也没有用     

13. If you had decided to take test, will you or ask the doctor to explain the potential 

risk and that some unexpected results may brought by the test?  

A. Yes.  

B. Maybe, but not sure.   

C. If the doctor did not mention them, maybe I would not think to ask.   

D. If the doctor did not mention them, maybe I would not inquire.  

E. I would not ask. I feel the doctor will explain if there is something that should to be 

explained then. There is no point to ask for more.  

 

14. 假设您准备生育，下面的何种情况您会考虑进行产前基因检测            

A. 知道家族有遗传史 

B.知道自己是携带者（做过携带者测试） 

C. 已经有一个发病的孩子   

 193



VULNERABLE POPULATIONS AND GENETIC DISORDERS 

D. 医生建议（建议的原因                    ） 

E. 知道有检测技术，自己希望了解自己的遗传信息  

14. Suppose that you are preparing to conceive. What conditions might cause you to 

apply for the prenatal genetic testing? 

A. Having a family history of genetic disorder.  

B. Already knowing that I am a carrier (have taken the carrier test).  

C. I already have an affected child.   

D. Doctor’s advice (the reason for this advice              ).  

E. I hope to know more about my genetic information.    

 

15. 假设您准备生育，并且觉得自己是需要检测的情况   费用问题会使您不愿

意进行检测吗（DMD 确诊或者携带者检测，一份血样 150 元，一般至少需要父

母亲和孩子的血样；产前检测 2000-3000 元）：           

A.不会   

B. 觉得应该不会吧   

C. 需要考虑一下费用   

D. 觉得费用贵, 但可以负担   

E. 费用贵，但贵也愿意负担检测费用 

15. Suppose that you are preparing to conceive, and you consider that you should to 

take the test. Will the price then be an obstacle to the testing (for example, DMD 

prenatal genetic testing will cost about ￥2000 to ￥3000)?   

A. No.  

B. I feel it will not.  

C. I think the price will be considered.  

D. I feel the price is high, but can afford it.  

E. The price is so high, but I would like to afford.  
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16. 假设您准备生育，并且觉得自己是需要检测的情况， 检测技术问题会使您

不愿意检测吗  对检测担心吗?    

A. 对技术不是很担心, 期待好结果    

B. 有些害怕不好的结果   

C. 不知道检测的准确性, 还是有些担心, 害怕万一有误  

16. Suppose that you are preparing to conceive, and you consider that you should to 

take test. Will you then worry about the technology as an obstacle to testing? 

A. I do not very worry much about the technology and expect a good result.  

B. I worry about a bad result.  

C. I worry whether the result will be accurate, and am afraid of the risk of a mistake.  

 

17. 假设你是需要检测的情况， 丈夫怎样看待您要做的检测或者你觉得丈夫会

怎样看待您要做的检测               

A.强烈支持   

B. 支持   

C. 不反对  

17. Suppose that you think you should have the test. How might your partner respond? 

Or what do you think the response might be? 

A. I think I would be strongly supported.  

B. I think I would be supported.  

C. I think I would not be opposed.    

 

18. 假设你是需要检测的情况， 家人怎样看待您要做的检测或者你觉得家人会

怎样看待您要做的检测            
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A.强烈支持   

B. 支持   

C. 不反对 

18．Suppose that you think you should have the test. How might your family respond? 

Or what do you think their response might be? 

A. I think I would be strongly supported.  

B. I think I would be supported.  

C. I think I would not be opposed.    

 

19. 如果检测结果显示胎儿是某种遗传疾病的携带者（比如地中海贫血， DMD

严重性肌营养不良）， 不知道胎儿性别，您会选择：         

A 终止妊娠  

B 继续妊娠 

19. Suppose that the test result shows that the foetus is a carrier of a hereditary disease 

(for example: thalassaemia, Duchenne muscular dystrophy DMD), and you do not 

know the gender of the foetus. Would you: 

A. terminate the pregnancy?  

B. continue the pregnancy?  

 

20. 如果检测结果显示胎儿是某种遗传疾病的携带者（比如地中海贫血， DMD

严重性肌营养不良， 并且您知道胎儿是男胎， 您会选择：       

A 终止妊娠    

B 继续妊娠 

20. Suppose that the test result shows that the foetus is a carrier of a hereditary disease 

(for example: thalassaemia, Duchenne muscular dystrophy DMD), and you already 

know the foetus is male. Would you: 
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A. terminate the pregnancy?  

B. continue the pregnancy?  

 

21. 如果检测结果显示胎儿是某种遗传疾病的携带者（比如地中海贫血， DMD

严重性肌营养不良，并且您知道胎儿是女胎， 您会选择：       

A 终止妊娠    

B 继续妊娠 

21. Suppose that the test result shows that the foetus is a carrier of a hereditary disease 

(for example: thalassaemia, Duchenne muscular dystrophy DMD), and you already 

know the foetus is female. Would you: 

A. terminate the pregnancy?  

B. continue the pregnancy?  

 

22. 产前检测结果如果孩子有某种遗传  你一定会流产这个胎儿吗？      

  A. 一定会的, 有病的孩子为什么留， 做检测就是为了不要有病的孩子     

B．会的, 但心里难过, 希望这是个健康的孩子   

C．有些舍不得, 但没有办法  

22. If the result of prenatal genetic testing shows that the foetus is affected by DMD, 

are you sure you will abort the foetus? 

 A. I certainly will. The purpose of taking the test is to avoid having an affected child, 

so I would not keep an affected foetus.   

 B. I will, but will feel sad about it.  

C. I will feel very sad and reluctant to do it, but feel there would be no choice.  

 

23.（产前）检测结果如果是 DMD 携带者（女孩）  准备怎么办？        

A．流产，因为想要一个“健康”的孩子      
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B． 流产，为将来着想， 孩子要结婚生育,不希望孩子面临困境和压力   

C. 流产, 希望疾病在自己家族消失   

D. 保留, 携带者不会发病, 孩子是健康的 

E. 保留, 孩子是健康的, 将来可以通过检测要健康的孩子  

23. If the result of prenatal genetic testing shows that the foetus is a DMD carrier (in 

this condition, the foetus is female), what will you do? 

A. I would have an abortion, as I want to have a healthy child.  

B. I would have an abortion, as I do not want to the child face difficulties in the 

future.   

C. I would have an abortion, and hope that the disease disappears from the family.   

D. I would continue with the pregnancy, as the carrier is healthy.   

E. I would continue with the pregnancy, as the carrier is healthy and I could later have 

a healthy baby using the testing in the future.   

 

24.如果没有产前检测或者检测结果不能确定胎儿有没有遗传疾病，胎儿有 50%

的概率患有某种遗传疾病，您会选择：  

A. 终止妊娠      

B. 继续妊娠 

24. If there is no prenatal genetic test available or the prenatal genetic test cannot offer 

a definite result, and you are told that there is 50 per cent risk rate that the foetus is 

affected by a certain disease, what would you do? 

A. Terminate the pregnancy?  

B. Continue the pregnancy?  

 

25.如果没有产前检测或者检测结果不能确定胎儿有没有遗传疾病，胎儿有 25%

的概率患有某种遗传疾病，您会选择：  
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A. 终止妊娠      

B. 继续妊娠 

25. If there is no prenatal genetic test available or the prenatal genetic test cannot offer 

a definite result, and you are told that there is 50 per cent risk rate that the foetus is 

affected by a certain disease, what  would you do? 

 A. Terminate the pregnancy?  

B. Continue the pregnancy?  

 

26. 您觉得自己终止妊娠一个有患病概率的胎儿（即便概率很低） 大的原因是：       

 A. 担心巨额的医疗费用    

B. 孩子的生活质量和以后的前途     

C. 自己的巨大付出（时间 金钱 精力 心理压力）    

D. 社会的压力 可能或必然要面对的歧视    

E.其他                                                 

26. What would be the main reason that you might abort a foetus which has a certain 

probability/risk of being affected (even if the probability is low)?  

A. Worry about high fee for the medical treatment for an affected child.  

B. Worry about the life quality and future of the child.  

C. Possibly the huge  cost in time, money and energy, and the psychological 

pressure.  

D. Possibly the social pressure and potential discrimination in the future.  

E. Others, such as                                                     . 

    

27. 如果孩子的医疗费用和生活有良好的社会保障（比如，政府福利、社会医疗

保障体系），是否会影响您针对上述问题的回答：        

  A 会   
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B 不会  

C 或许会吧 

27. If there is good social security for medical treatment (such as social welfare, 

healthcare system), would it influence your answer to the above questions?         

 A. Yes. 

 B. No.  

C. Maybe.     

 

28. 您觉得自己终止妊娠一个有患病概率的胎儿（即便概率很低）内心会感觉：       

 A.当然感觉痛苦，是没有办法的选择   

B. 痛苦, 但觉得养一个有病的孩子更痛苦, 并且孩子也痛苦   

C.流产一个有病的孩子是 好的选择  对个人、家庭、社会都有利   

D.因为独生子女政策流产很普遍了, 很多“意外”的胎儿都做掉了,何况一个可能

有病的胎儿  

E. 当时内心会感觉不好, 但如果保留, 我想以后会后悔的 

F. 如果保留这样的孩子, 我觉得别人都会认为我是犯傻或者发疯了 

28. How would you feel about terminating a foetus that is possibly an affected one? 

A.I would certainly feel pain, but feel there is no other way  

B.I would feel pain, but it would be more painful to have an affected child and the 

child would also suffer. 

C. It is best to abort an affected foetus. It would benefit the individual, family and 

the society.   

D. Many ‘unexpected’ foetuses have been aborted, not mention affected ones.  

E. I would feel painful about aborting the foetus, but perhaps I would feel regret if I 

kept it.  

F. I would feel that people would think I was crazy if I keep it.  
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29. 如果怀了一个“可能有缺陷”孩子, 是否会觉得内心愧疚              

   A. 会的, 觉得对不起丈夫   

B. 觉得自己很不幸很倒霉    

C. 不会太愧疚, 但估计会考虑终止妊娠   

29. Suppose that you are pregnant and possibly the foetus is at risk one of being 

affected. Would you feel regret or shame? 

A. I will feel so sorry for my husband.  

B. I would feel so unlucky.  

C. I would not feel very sorry, and maybe will decide to terminate the pregnancy.  

 

30. 如果您生育过一个有遗传疾病的孩子，您会决定再生一个孩子吗？         

A. 会, 我希望至少有一个健康的孩子 

B.不会，我害怕再有一个患病的孩子 

C.不确定 

30. If you had an affected child, would you want to have more children? 

A. Yes, and I want to have at least one healthy child.  

B. No, and I would feel afraid to have another affected one.   

C. Not sure.  

 

31.如果您生育过一个有遗传疾病的孩子，您知道有产前检测或其他技术，可以

帮助您（利用产前检测发现并流产可能发病的胎儿），您会决定再生孩子吗？              

 A. 会   

B.不会  

31. If you had affected child, , and you knew that genetic testing could help you (for 

example, taking a test to find and abort a possibly affected foetus), would you 
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decide to have more children? 

A. I would.  

B. I would not.  

 

32. 如果您生育过一个有遗传疾病的孩子，您知道有技术（比如脐血、骨髓移植），

如果您再生一个健康的孩子，有救治患病孩子的可能， 您会决定再生孩子吗（药

罐孩子）？ 

        

A. 会   

B. 不会  

32. If you had an affected child, and you that technology such as umbilicus blood 

transplantation and bone marrow transplantation, which could possibly cure the 

affected one if there is a tissue matching sibling, would you decide to give birth to a 

child as a ‘saviour sibling’? 

A. I would.  

B. I would not.  

 

33. 在上一问的情况下,您决定再生孩子的主要原因是：           

 A.为了救患病的孩子    

B.为了给患病孩子救治的希望     

C.不管有没有救治孩子的可能, 再有一个健康的孩子    

33. Considering question 30, what would be the main reason that you might decide to 

give birth to a ‘saviour sibling’ ?  

A. To cure the affected child.   

B. To have a chance to cure the affected child.  

C. In the hope of having a healthy child, even if there is no chance of curing the 

affected one.  
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34. 假设家庭里有一个患病的孩子，您会觉得您面临的压力：                  

A. 经济上费用的支出  

B. 精力上时间的投入   

C. 精神上缺乏社会关怀和救济 

D 心理上不公平的对待和可能的歧视  

34. Suppose that you have an affected child. What would you consider to be the 

greatest difficulty?  

A. The economic burden.  

B. The cost in energy and time.   

C. The lack of support and help from society.  

D. The psychological burden, such as unfair treatment and potential discrimination.  

 

 

第二部分  DMD (Duchenne muscular dystrophy) 严重性肌营养不良 

 

肌营养不良症（MD）：属 X-连锁隐性遗传。Duchenne 型营养不良症（DMD）,

也称严重性假肥大型营养不良症，仅见于男孩，母亲若为基因携带者，50%男性

子代发病，常起病于 2-8 岁，初期感走路笨拙，易于跌倒，不能奔跑及登楼，站

立时脊髓前凸，腹部挺出，两足撇开，步行缓慢摇摆，呈特殊的“鸭步”步态，当

仰卧起立时非常困难，需要先翻身俯卧，再双手攀缘两膝，逐渐向上支撑起立。

目前对 MD 没有有效的药物和治疗方法。通常患病者在 20 岁左右死亡。  

 

Duchenne muscular dystrophy (DMD) is an X-linked recessive disease. The female 

is carrier and transmits the disease genetically to her offspring, but does not develop 

the disease. DMD is caused by the lack of dystrophin, which is a protein found in the 
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cell membrane of muscles. Boys are normal at birth and only begin to show signs of 

the muscle wasting disease when they are 3 or 4 years old. They experience increasing 

difficulty walking because of progressive weakness, with loss of ambulation, and are 

often wheelchair bound by 11–12 years of age. The muscle deterioration is continuous 

and affected children usually die in their late teens, or early twenties, because no 

effective treatment is yet available. 

 

1. 您听说过 DMD 吗？          

A．听说过  

B. 仅仅听说过名字  

C. 出来没听说过    

 1. Have you heard of Duchenne muscular dystrophy (DMD)? 

A. I have heard about it.  

B. I have heard about it, but do not know much about it. 

C. I have never heard of it. 

 

2. 如果知道或者听说过，从哪里，从什么渠道听说的           

A. 当地医生 

B. 网络，报纸，杂志，电视或者其他传媒  

C. 自己有家族遗传病史 

D. 从别人那里听说的 

2. If you already knew of or have heard of DMD, where did you get the information? 

A. From the local doctors.  

B. Website on Internet, newspaper, TV and other media.  

C. From friends, relatives and patients.  

D. Other.   
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3.如果您婚前知道自己是携带者， 您觉得是否会告诉你的男朋友（或者未来的

男友）       

          

A. 我想会的, 我觉得不应该隐瞒。应该在认识初期就告诉    

B. 先不告诉, 寻找合适机会再说   

C. 还是不让他知道的好   

D. 不知道该怎么办, 不告诉不道德,  告诉又顾虑多  

3. If you know you were a carrier of DMD, would you let your boyfriend know? 

A. Yes, I would tell him at the beginning. I would not ‘cheat’ on him.   

B. I would not tell him at the beginning, but maybe later I would choose the right time 

to tell him.   

C. I would not tell him. I would prefer that he did not know.  

D. I would not know how to do. It would be wrong not to tell him but I would feel 

afraid to tell him.  

 

4. 如果你女朋友是 DMD 携带者, 你觉得她是否应该告诉你?             

A. 是的, 这么重要的事情她应该告诉我  

B. 我宁愿不知道 

4. If your gir friend knows she is a carrier of DMD, do you think she should tell you? 

A. Yes. It is so important and she should let me know.  

B. I would prefer not to know.  

 

5、如果你知道你的女朋友是 DMD 的携带者， 你会有怎样的反映             

A. 继续恋爱    

B. 终止恋爱关系  
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C. 觉得需要慎重考虑    

D. 和父母商议, 参考父母的意见   

E. 和父母商议, 听从父母的意见  

F. 暂时不告诉父母  

5. Suppose that your girlfriend told you she is a carrier of DMD. What would be your 

response? 

A. I would continue the relationship with her. 

B. I would end the relationship with her.  

C. I would think about it very seriously. It is so difficult to say what I would do.  

D. I think that I should and would consult with my parents. 

E. It would be better not to tell my parent because I think they would want me to end 

the relationship with her.  

 

6、如何看待医生（咨询师）善意的想病人丈夫”隐瞒” 携带者的病史               

A. 医生应该告诉病人自己, 让别人选择是否和怎样告诉自己的亲人   

B. 有时善意的隐瞒比真实的告知更好，可以避免对女性 直接的伤害    

C. 医生应该告诉病人丈夫   

D. 您相信医生知道告知与否以及怎样告知是 好的 

6. What do you think about ‘truth telling’ in the counselling clinic? 

A. The doctor should tell the client/family the truth about the situation.  

B. The doctor should tell wife the truth.  

C. The doctor can choose what is best and how to tell it in certain situations. 

D. Sometimes, ‘well-intentioned’ truth-covering is better than truth-telling.    

 

7、假如你是丈夫，你生育了一个 DMD 的孩子。后来你知道你的妻子是 DMD

的携带者，并且你知道是因为妻子的基因问题。 您会觉得：          
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A．气愤自己的倒霉 

B. 责备妻子，都是她的错   

C. 心里责备妻子   

D. 没有办法，面对现实吧 

E. 考虑到后代问题，或许会考虑离婚   

F．估计会考虑离婚   

G. 和妻子共同面对一切，安慰妻子  

H. 不知道会怎么样，说不清楚未来   

7. Suppose you were the father of a child affectedby DMD, and you knew your wife 

to be a DMD carrier, and you knew that your child’s illness was due to your wife’s 

genes. What would you feel and do?  

A. I would feel angry and so unlucky. 

B. I would blame my wife and think it was her fault. 

C. I would blame my wife in mind but not say so.  

D.I would accept the fact, and think it was bad fate that could not be helped.  

E. Considering the health of offspring, perhaps I would decide to divorce 

F．Perhaps I would decide to divorce. 

G. I would face the fact with my wife and console her. 

H. I would not want to divorce now, but would not know what to do, or what will 

happen tomorrow.  

 

8、假如你是妻子， 生育了一个 DMD 的孩子，知道自己是 DMD 的携带者，并

且你知道是因为自己的基因问题，您会觉得              

A. 觉得自己很内疚   

B. 自责, 这都是自己的错   
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C. 没有办法, 自己也没有办法代替孩子受罪, 还是要面对现实 

D. 很害怕丈夫对自己的态度改变，害怕丈夫嫌弃自己 

E．不想拖累丈夫，或许会考虑离婚   

F．如果丈夫提出离婚, 我也没有办法只有同意 

G. 想再生一个健康的孩子 

H. 不知道会怎么样, 说不清楚未来, 但很害怕, 觉得无助   

I. 不管怎样, 要尽力为孩子看病, 希望孩子活得快乐些 

8. Suppose you were the mother of child with DMD and you knew you are a DMD 

carrier, and that you knew the disease of your child was due to your genes. What 

would you feel and do? 

A. I would feel so sorry and guilty.  

B. I would blame self and feel self-condemned.  

C. I would feel so sad and really wish I could suffer instead of the child.  

D. I would worry about the attitude of my husband, worry that he would dislike me 

E. I would consider the feelings of husband and the family and maybe decide to 

divorce. 

F. If my husband wants to divorce, I think I have no way but agree.  

G. I would hope to bear another healthy child for my husband. 

H. I would not know what to do and would feel frightened and helpless.  

I. Despite the situation, I would love the child and try my best to treat and care for the 

child and hope it would be happy.  

 

 




