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二、专家简历或组织简介（中、英文）
	（中文）
Yiping Shen (沈亦平)，博士，美国哈佛大学医学院神经学系，波士顿儿童医院遗传及基因组部助理教授，哈佛医学院医学遗传学培训课程共同主任，遗传诊断实验室医学顾问，麻省总院基因组医学中心研究员，美国医学遗传学专家委员会委员（FACMG）， 2005年获美国医学遗传学专科（ABMGG）资质认证,美洲华人遗传学会常委，国际生殖遗传学会（ISRG）常委。中国医师协会医学遗传分会常委，中国遗传学会遗传咨询分会委员，中国出生缺陷干预救助基金会儿童代谢病专家委员会委员，全国出生缺陷防治人才培训项目专家，中国健康管理协会妇女健康管理分会第一届常务委员，中国医师协会内分泌代谢学分会委员，广西妇幼保健协会临床精准诊断分会第一届委员会副主任委员，广西发展战略研究会专家，广西统一战线百名专家服务团成员，中华儿科杂志编委, Pediatric Investigation 编委。上海交通大学医学院客座教授，研究员，博士生导师，上海市教委“东方学者讲座教授”, 广西“八桂学者”，上海儿童医学中心特聘教授， 医学遗传科主任，广西区妇幼遗传代谢中心实验室特聘技术主任，浙江大学医学院妇产科学院客座教授。
Yiping Shen博士多年来从事罕见病、遗传病基因诊断研究和实践。他在与国内单位合作期间，突破国际芯片技术壁垒，自主设计高效经济的符合中国人群的遗传病变异谱系的诊断芯片。该芯片成为国内首款自主研发的产前+产后一体化检测芯片，实现针对地中海贫血等300 种遗传性出生缺陷的精准三级防控模式，获显著社会效益和经济效益。同时，他热衷于培养新一代临床和实验室的遗传学家和遗传咨询师，促进遗传诊断、遗传咨询相关的公共数据及知识库的平台建设。率先建立基于广西地区人群的遗传疾病数据库，突破国内人群与国外人群的遗传背景的种族差异，为中国人群的临床遗传疾病诊断和个体化用药提供理论数据支撑。同时，他通过设计制定符合国情的遗传检测策略及遗传咨询方法和内容，最终为中国民众提供高水平的、专业的遗传咨询服务。另外，Shen博士热衷于构建中美医学遗传学合作与交流的平台，架起中美遗传检测和遗传咨询领域的沟通桥梁。Shen博士在遗传学领域的学术产出硕果累累，发表论著200余篇（SCI论文150余篇），总影响因子>1000，共引用>8500次， 参与10余本著作编写。多次被邀在国际学术大会（ASHG，ACMG等）上做专题报告，曾获哈佛大学首届转化医学奖，ACMA临床医学奖及MGH临床研究奖，广西金绣球奖，中华医学会儿科分会内分泌遗传代谢学组30周年特别贡献奖，中国出生缺陷干预救助基金会科技成果奖（三等）。


	（英文）
Yiping Shen PhD, is an assistant professor at the Department of Neurology, Harvard Medical School. He is currently at the Department of Genetics and Genomics, Boston Children’s Hospital, Harvard Medical School, as a co-Director of Harvard Medical School Genetic Training Program course, researcher of Genomic Medicine Center Massachusetts General Hospital. He is a fellow of American College of Medical Genetics (ACMG), certified by American Board of Medical Genetics and Genomics (ABMGG) in 2005, a standing committee member of the American Chinese Society of Genetics, a standing committee member of  International Society of Reproductive Genetics (ISRG) a standing committee member of Chinese Medical Doctor’s Association Medical Genetics subcommittee, a standing committee member of Chinese Medical Genetics Society Genetic Counseling subcommittee, an expert committee member of the March of Dimes foundation China. He is a distinguished professor and director of Medical Genetics Department of Shanghai Children’s Medical Center, director of the Genetic diagnostic laboratory at Maternal and Child Healthcare Hospital of Guangxi Zhuang Autonomous Region and guest professor of School of Obstetrics and Gynecology, Zhejiang University School of Medicine. 

Over the years, Dr. Shen has devoted himself to the cooperation and exchanges with Chinese institutions and hospitals in the field of medical genetics, and has broke through many barriers of international chip technology of genetic testing by independently designing efficient and economic diagnosis chips for genetic mutation spectrum of the China’s population which was China's first self-developed test chip applied both in prenatal-postnatal period, and by establishing precise three-level prevention and control mode for 300 kinds of genetic birth defects such as the thalassemia, which obtained remarkable social and economic benefits. In addition, he has been keen on training a new generation of clinical and laboratory geneticists and genetic consultants, and promoting the construction of public data and knowledge base related to genetic diagnosis and genetic counseling. Dr. Shen has taken the lead in establishing a genetic disease database based on the population in Guangxi, breaking through the ethnic differences in the genetic background between Chinese population and foreign population, and providing theoretical data support for the clinical diagnosis of genetic diseases and personalized medicine in the Chinese population. Through the design and formulation of genetic testing strategies and methods and contents of genetic counseling in line with the national conditions, he has provided high level and professional genetic counseling services for the Chinese people. Dr. Shen has also been committed to building a platform for cooperation and exchange in medical genetics between China and the United States, building a bridge between China and the United States in the field of genetic testing and genetic counseling. At present, he has published more than 200 papers (more than 120 SCI papers), with a total impact factor of > 1000 and a total of > 8500 citations. He has been invited as the speaker in many international conferences, such as ASHG，ACMG. 

Dr. Shen won the First Prize of Translational Medicine Award of Harvard University, the Clinical Medicine Award of ACMA and the Clinical Research Award of MGH, the Golden Hyangeball Award of Guangxi, the Special Contribution Award for the 30th Anniversary of Endocrine Genetics and Metabolism Division of Pediatric Society of Chinese Medical Association, and the Third Prize of Science and Technology Achievement Award of China Birth Defect Intervention Foundation.




三、对中国发展医学科技的主要贡献（中、英文）
	（中文）
Yiping Shen博士是国内外罕见遗传病基因诊断及遗传咨询领域国际知名专家。Shen博士从遗传病基因诊断的研究和实践，医学遗传学概念和先进技术的推广，临床医学遗传医生及遗传咨询师的培养，遗传病的社会科普及遗传病患者社会保障的倡导等多方面积极促进中国的医学遗传学的发展，推动中国医学遗传学的向国际接轨，为中国基因组医学的发展、中美医学遗传的学术交流和人才培养做出了卓越贡献：
1、 Shen博士研究并实践严重遗传病及出生缺陷的防控技术和措施。特别在国内地中海贫血、智力落后、矮小发育迟缓等严重遗传病的精准防控方面贡献卓著。（1）2016年开始，他率领广西妇院保健院研究团队开发了中国首个染色体微阵列芯片，突破国际芯片技术壁垒，自主设计高效经济的符合中国人群特别是广西地区的遗传病变异谱系的诊断芯片（已获批国家专利）和基于二代测序的基因包，并开发相关的诊断试剂盒，以更低廉的价格和更普适的技术服务于临床医疗；这也是国内首款自主研发的产前+产后一体化检测芯片，实现了针对地中海贫血等300 种遗传性出生缺陷的精准三级防控模式。通过该技术平台避免重症地中海贫血患儿的出生，也为整个社会带来了巨大的间接经济效益。（2）开展覆盖孕前，产前，产后的遗传病筛查及基因诊断，深入开展对智力落后，矮小发育迟缓等出生缺陷疾病的遗传学基础研究。截止2021年3月，基因芯片检测54685例，单基因病诊断2110例，临床全外显子高通量测序检测近3000例，扩展性遗传病携带者筛查近1000例（包含科研及临床），胚胎植入前产前诊断153个家系调查和遗传咨询。各项检测数量及质量均全国领先，基因芯片及临床全外显子高通量测序阳性率高于国际水平，为广西等地区的出生缺陷预防与控制做出卓越贡献。
2、 Shen博士关注并建议中国开展遗传检测原则及政策，推动包括知识库、数据库及遗传病科普的公益性和基础性建设。（1）完善中国人群的遗传疾病数据库，首先建立基于广西地区人群的遗传疾病数据库，突破国内人群与国外人群的遗传背景的种族差异，为中国人群（特别是壮族人群） 的临床遗传疾病诊断和个体化用药提供理论数据支撑；（2）完善携带者筛查技术及全基因组测序技术的产前/产后临床测序流程及诊断标准，受国家卫生健康委员会妇幼司聘请为全国出生缺陷防治人才培训项目专家，专项推广全基因组测序技术的标准诊断分析流程的在全国的规范化应用及推广。（3）Shen博士积极投身遗传病科普宣传活动，在2020年罕见病阿里健康平台的科普演讲，听众达300万人。（4）Shen博士积极倡导社会为罕见病患者建立相应保障机制，通过各种平台让民众了解罕见病的基本情况，使民众能以平常、平等的心态接受罕见病患者，鼓励社会给患者更多的关怀，让他们和其家人能像普通人一样沐浴在温暖的阳光下。
3、 Shen博士通过了解中国遗传病患者及家庭实情，设计制定符合国情的遗传检测策略及遗传咨询方法和内容，最终为中国民众提供高水平的、专业的遗传咨询服务。（1）多次临床遗传咨询义诊和会诊，先后前往广西玉林、博白、灵山、那坡、河池、凭祥、钦州等，革命老区如江西百色、赣州等地的基层医院进行医疗指导；多次前往贫困户家中进行扶贫义诊，推动基因诊疗技术在各级医院的推广开展，在生育层面避免因病致贫，因病返贫的现象的出现，为更高效的利用公共卫生医疗资源提供技术支持。（2）在新疆，Shen博士每年免费为50余例患儿进行基因报告分析，为10余例经济困难儿童免费进行全外显子基因检测及原始数据重分析；（3）在浙江，多次多地免费义诊，为合并遗传病的不孕夫妇提高遗传咨询服务。获得国内医患一致好评。
4、 Shen博士致力于推动中国出生缺陷和遗传咨询领域的人才培养和基础平台建设。（1）Shen博士积极参加由国家卫生健康委妇幼司、中国出生缺陷救助基金会组织的国家出生缺陷防治人才培训项目，担任中国出生缺陷干预救助基金会出生缺陷防控咨询师专家委员会委员、全国出生缺陷防治人才培训项目专家，参与国家遗传咨询、基因诊断政策制定和考核培训，为培养中国遗传咨询专业优秀人才，为推进中国遗传咨询的标准化、职业化和规范化作出巨大贡献。（2）2015年始，Shen博士作为初创成员之一推动中国遗传学会遗传咨询分会成立及遗传咨询师培训班落地，目前已经培养了4000余名初级的遗传咨询人才。（3）Shen博士作为创始人及共同主任，开办中国-哈佛临床遗传学及遗传咨询培训班，在美国波士顿培养了超过200名各来自全国各地的临床医生和实验室专业人员。（4）推动广西妇幼医院重点实验室及科研基地的建设，率先引入无创产前筛查检测（NIPT），拷贝数变异基因芯片（CNV），全外显子高通量测序（WES），胚胎植入前产前诊断（PGD），扩展性遗传病携带者筛查等新技术新项目，培养了30余人的临床工作团队。（5）2017年开始，创建了上海儿童医学中心医学遗传科，同时开创了NF多学科门诊， 邀请了国际NF知名专家参与多学科门诊。（6）作为客座教授，多次参与国际多学科讨论和会诊，提高国内对罕见病的临床诊断和治疗水平。（7）作为导师和专家，为中国各地医院和学校培养博士生7名，硕士生1名。并多次参与研究生的科研讨论和论文撰写指导。
5、 Shen博士致力构建中美医学遗传学合作与交流的平台。（1）Shen博士协助上海、广西及浙江合作院校和医院举办的国际会议，多次组织《中美国际妇女儿童高峰论坛》等国际学术会议，极大推动当地妇儿专科发展；（2）多次代表合作单位在国内外学术会议上进行专题发言，为提升所在医院国内国际影响力做了大量努力。（3）Shen博士积极推动中美双方学者间的交流和互访，在提高国内对遗传病和罕见病的临床诊断和治疗水平的同时，架起中美遗传检测和遗传咨询领域的沟通桥梁。
6、 Shen博士在遗传学领域的学术产出硕果累累。（1）他先后承担多项国家重点研发计划、国家自然科学基金面上项目等基础研究工作。（2）与国内专家及学者合作发表专业论文100余篇；（3）参编《临床遗传咨询》、《今日遗传咨询》和《孕产前筛查与精准诊断》等10余本专著。
在与中国十多年的合作交流中，在提高国内对罕见病的临床诊断和治疗水平的同时，架起医学-基因检测和咨询-遗传机制研究的桥梁，让不同医院科室间产生联动，涉及儿科、妇产科、妇幼保健、生殖医学、医学分子诊断和分子遗传等学科；架起了临床医学、分子检测和遗传咨询以及遗传机制研究的桥梁；也架起遗传咨询师与病患以及公益组织和社会资源之间的桥梁。


	（英文）
Dr. Yiping Shen an international-renowned expert in the field of genetic diagnosis and genetic counseling for rare genetic diseases. He has made great breakthroughs for China’s medical genetics in aspects of research and practice of genetic disease gene diagnosis, the promotion of the concept and technology of medical genetics, the training of medical clinical genetic doctors and genetic consultants, the improvement of social awareness and social care for patients with genetic disorders, and has brought international standards of medical genetics to China, and has made outstanding contributions to the development of genomic medicine in China, academic exchange and talent training of medical genetics between China and the United States.
1. Dr. Shen has focused on the studies and practices of prevention and control technology and measures for severe birth defects and genetic diseases. In particular, he has made great progress in the precise prevention and control of severe genetic diseases such as thalassemia, mental retardation, short stature.
(1) Since 2016, he has led the research team of Maternal and Child Healthcare Hospital of Guangxi Zhuang Autonomous Region and developed China’s first chromosome microarray chip, breaking though the barrier of international chip technology. The research team has independently designed highly efficient and economical diagnostic chips which have been approved as the national patents and gene packs based on second-generation sequencing in line with the genetic disease variation spectrum of the Chinese population, especially the population in Guangxi, and developed related diagnostic kits to serve clinical medical treatment at a lower price and with more universal technology. It was also the first self-developed prenatal and postpartum integrated detection chip in China, which established a precise three-level prevention and control mode for 300 kinds of inherited birth defects such as thalassemia. The technology has also brought huge indirect economic benefits to the whole society by preventing the birth of children with severe thalassaemia.
(2) Dr. Shen has led the team to carry out genetic screening and genetic diagnosis covering pre-pregnancy, prenatal and postpartum, and has conducted in-depth genetic basic research on birth defects such as mental retardation and short stature. By March 2021, there had been 54,685 cases of gene chip detection, 2,110 cases of single-gene disease diagnosis, nearly 3,000 cases of clinical full-exon high-throughput sequencing, nearly 1,000 cases of extended genetic disease carrier screening (conducted both in scientific research and clinical settings). Dr. Shen’s team also provided preimplantation prenatal diagnosis and genetic counseling for 153 families. Under the guidance of Dr. Shen, the number and quality of various genetic testings gradually increased, those in Guangxi regions are leading in China. And the positive rate of gene chip and clinical total exon high-throughput sequencing now is higher than the international level. The results show that Dr Shen has made remarkable contributions to the prevention and control of birth defects in Guangxi and other regions.
2. Dr. Shen has devoted himself providing suggestions on principles and policies of genetic testing in China, and promoted and participated in the establishment of knowledge base, database of genetic diseases and the social mechanism for providing scientific knowledge on genetic disorders to the public as well as social welfare construction for patients with genetic disorders. 
(1) Dr. Shen has improved the genetic disease database of Chinese population. He established the first database of genetic diseases based on Guangxi population, breaking through the ethnic differences of genetic background between Chinese and foreign populations and providing theoretical data support for clinical diagnosis of genetic diseases and individualized medication for Chinese population especially the Zhuang ethnic group.
(2) Dr. Shen has improved carrier screening technology and prenatal and postpartum clinical sequencing process and diagnostic criteria of whole genome sequencing technology. He was appointed as the expert of talent training program of national birth defect prevention and control by Department of Women and Children of National Health Commission to promote standard diagnostic analysis process of the whole genome sequencing technology nationwide.
(3) Dr. Shen is actively engaged in providing scientific knowledge of genetic diseases for the public. In 2020, he delivered science popularization lectures on Ali Health, a rare disease platform, to an audience of 3 million people.
(4) Dr. Shen actively advocates that the society should establish a corresponding security mechanism for patients with rare diseases, and he provided sciece knowledge of genetic disease for the public through various platforms, so that to , encourages the society to give more care to patients.
3. Dr. Shen has designed and developed genetic testing strategies and genetic counseling methods, and provides high-level and professional genetic counseling services to the Chinese people by conducting the research on real conditions of Chinese genetic disease patients and their families.
(1)  He conducted many free clinical genetic counseling and consultation for patients. He visited basic-level hospitals and families of patients with rare genetic diseases in Yulin, Bobai, Lingshan, Napo, Hechi, Pingxiang, Qinzhou. He has promoted gene diagnosis and treatment technology in hospitals at all levels which could avoid the occurrence of poverty caused by genetic disease from the aspect of reproductive health, and provide technical support for more efficient use of public health and medical resources.
(2) In Xinjiang Province, he has carried out gene report analysis for more than 50 children every year for free, and conducted whole exon gene testing and reanalysis of original data for free for more than 10 children with poor economic condition. 
(3) In Zhejiang Province, he has provided free genetic counseling services for many patients with genetic disorders who were eager to have babies. 

4. Dr. Shen has been committed to promoting talent training and infrastructure building in the field of birth defects and genetic counseling in China.

(1) He has actively participated in the talent training programs of national birth defects prevention and control which were initiated by the Women’s and Children’s Department of National Health Committee of China, and China’s Birth Defects Intervention Foundation. He has served as a committee member of society of birth defects prevention consultant of China’s Birth Defects Intervention Foundation, expert of the national birth defects prevention training project, and participated in training programs of the national genetic counseling and genetic diagnosis policy formulation and evaluation, making great contributions to the cultivation of outstanding talents in genetic counseling in China as well as the standardization of genetic counseling in China.
(2) In 2015, as one of the founding members, Dr. Shen promoted the establishment of the Genetic Counseling Branch of the Chinese Society of Genetics and the implementation of the training class for genetic counselors. So far, more than 4,000 primary genetic consultants have participated in the training program.
(3) In addition, even in Boston, Dr. Shen has served as the founder and co-director of the China-Harvard Clinical Genetics and Genetic Counseling Training Program and has trained more than 200 clinicians and laboratory professionals from all over China.
(4) He has promoted the construction of the key laboratory and scientific research base of Maternal and Child Healthcare Hospital of Guangxi Zhuang Autonomous Region, and took the lead in introducing new technologies and projects such as noninvasive prenatal screening (NIPT), copy number variation gene chip (CNV), whole exon high-throughput sequencing (WES), preimplantation genetic diagnosis (PGD), and extended screening for carriers of genetic diseases, and cultivated a clinical team of more than 30 people.
(5) In 2017, he established the Department of Medical Genetics of Shanghai Children's Medical Center and initiated the NF multidisciplinary clinic, inviting renowned international NF experts to participate in the multidisciplinary clinic.
(6) As a visiting professor, he has participated in many international multidisciplinary discussions and consultations to improve the level of clinical diagnosis and treatment of rare diseases in China.
(7) As a tutor and expert, he has trained 7 doctoral students and 1 master student for hospitals and schools around China. In addition, he has participated in the research discussion and thesis writing of graduate students for many times.
5. Dr. Shen has been committed to building a platform for cooperation and exchange in medical genetics between China and the United States.
(1) He assisted to organized international conferences held by cooperative universities and hospitals in Shanghai, Guangxi and Zhejiang, which greatly promoted the specialty development of maternal and child healthcare.

(2) He has delivered speeches in academic conferences in China and abroad for many times on behalf of the cooperative institutions and hospitals and made great efforts to enhance the national and international influence of the cooperative institutions and hospitals.
(3) He has actively promotes academic exchanges and mutual visits between Chinese and American scholars to improve the level of clinical diagnosis and treatment of genetic diseases and rare diseases in China, and at the same time to build a bridge between China and the United States in the field of genetic testing and genetic counseling.
6. Dr. Shen has outstanding academic achievements in the field of basic or clinical genetics.
(1) He has been in charge of a number of projects of National Key R&D Program of China, the general projects of the National Natural Science Foundation of China and other basic research projects. 
(2) He has co-published more than 100 papers in cooperation with Chinese experts and scholars.

(3) He participated in editing 10 books such as Clinical Genetic Counseling, Genetic Counseling Today and Prenatal Screening and Accurate Diagnosis.
Over more than ten years of cooperation with China, Dr. Shen not only has improved the level of clinical diagnosis and treatment of rare diseases in China, but also has made great breakthroughs in medical genetic testing and counseling and genetic mechanism research which involves pediatrics, obstetrics and gynecology, maternal and child health care, reproductive medicine, medical molecular diagnosis and molecular genetics. In addition, Dr. Shen also has established the connection among genetic consultants, patients, social nonprofit organizations, greatly promoting the development of medical genetics in China.
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