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The Preface of The Third Edition

The first and second edition of this catalogue (A CATALOGUE OF HUMAN CHROMO-
SOMAL ANOMALIES IN CHINA} was published as special editions of Bulletin of Hunan Medi-
cal University. The contents were reprinted in {Repository of Human Chromosomal Variants
and Anomalies — An International Registl:y of Abnormal Karyotypes). Now, we compiled
oll the data of first reported abnormal karyotypes in the world we collected and verified
which were provided by 658 cytogenetists of 257 laboratories in China and published it by
Hunan Science and Technology Press. We hope this work can enhance the communication
between Chinese and foreign medical geneticist.

Chairman of Academic Committee of
National Lab of Medical Genetics
Advisor of Doctor, First Chief Editor
Xia Jiahui
July, 1996
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The Preface of The Second Edition

The 1st edition of “A Catalogue of Human Chromosomal Anomalies in China” was pub-
liched in 1985. It was not only supported and evaluated highly by the coileagues in China,
but also was reprinted in ¢{Repository of Human chromosomal Variants and Anomalies — An
international Registry of Abnomal Karyotype), the 12th edition in 1987, which was edited by
D. S. Borgaonkar in USA, showing that the 1st edition had achieved the goal of communicat-
ing with colleagues both in China and abroad.

Recent years, new approaches of the work had made in our country till the end of Dec.
1990. We had received 547 karyotypes which were not recorded by “ Repository of Human
Chromosomal Variants and Anomalies”. Total kinds of karyotypes were 732 that were from
470 cytogenetists of 189 labs. We have compiled the 2nd edition of the catalogue ond have
established “The Data Bank of Human Chromosomal Anomalies in China” for storing and
exchanging. It will faciliate the communicating wider.in the future.

Xia Jiahui

Li Luyun

The State Key Lab of Me
dical Genetics of China
Hunan Medical University
Changsha, Hunan, China
Dec. 1990
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The Preface of The First Edition

Chromosome is the carrier of genes. Since the 1950s the research on human chromo-
some has been making a series of progress with the tremendous advances in cell culture,
chromosome preparation and banding techniques. In China, the research on human chro-
mosomes using tissue culture and peripheral blood cultrue was fisrt developed by Wu Min,
Xiang Wei,Liu Zudong.et al in the early 1960s. It is the beginning of the research on human
and medical cytogenetics in our country. In the early 1970s, the banding techniques of hu-
man chromosomes were frist introduced by Xia Jiahui, Wu Min, et al. Meanwhile, the amni-
otic fluid cell culture was first introduced by Zhou Xianting et al. The reguiar genetic coun-
seling clinic was first set up in Hunan Medical College by Li Luyun and Xia Jiahui in 1979.
Since then the ranks of genetic counsellors composed of clinicians and cytogenetist have
been all over Chind. They developed the research on medical cytogenetics and carry out a
lot of work in clinical cytogenetics. At the meeting of *The Second Representatives Assem-
bly and Scientific Conference of the Chinese Genetic Association”, Jan. 1983, 203 articles
of 980 (20. 7%) on clinical cytogenetics were received . It illustrated that medical cytoge-
netics had been used widely in china. In recent years High-Resolution technique of human
chromosomes has been researched by Xia Jiahui, Li Luyun, Zhang Sizhong, Zhou Huan-
geng, Wu Min, et al. It showed that medical cytogenetics in China has been in a higher
stage and come up to the advanced level of the world. In order to collect the data of abnor-
mal karyotypes which were first discovered by Chinese cytogenetist in the world and pro-
mote the international acadmic exchanges in our line. “the First National Training Center
Conference on Medical Cytogenetics” was held in Changsha in Sept. 1985. Based on the i-
dentificationa of subgroups and groups one by one, a special group which consisted of Pro-
fessor. S. Borgaonkar. the chief compiler of “Repository of, Chromosomal Variants and
Anomalies in Man . An International Registry of Abnormal Karyotype”, Professor Xia Jiainui .
the Director of the Training Center and the member of the Scientific Advisory Committee to
the Repository-Registry , and Associate Professor Li Luyun, the Vice Director of the Training
Center, verified the abmornal karyotypes which were submitted by the participants. They
affirmed that there were 185 types of abnormal karyotypes which were first reported in the
world. It indicates that there are plenty and various types of abnormal karyotypes in Chi-
nese population which accounts for one-fourth of the world population. The cytogenetic da-
ta are of great value to the Chinese nation and possible to affect the research of human ge-
netics, tumour genetics, and the relevant clinic and basic medicine Because of this, the
participants requested that Xia Jiahui and Li Luyun be in charge of compiling “A Catalogue
of Human Chromosomal Anomalies in China”, as the formal records of human chromosomal
anomalies in China. After the approval of the leader of Hunan Medical College the first col-
lection was published in the name of the Editorial Board of the Bulletin of Hunan Medical
college. The book is composed of two secitions. The first section covers the numbers of
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registered chromosomal analyses and the numbers of abnormal karyotypes which were pro-
vided by 84 laboratories in China up to the end of August, 1985. The Second section lists 185
types of abnormal karyotypes which were first reported in the world and verified by Profes-
sor Borgaonkar, Xia Jiahui and Li Luyun. The editors deem it necessary to state that only
the data received from the participants of “The First National Training Center Conference
on Medical Cytogenetics” have been include in the frist collection. In other words, this col-
lection does not include the data given by those who did not participate in the conference.
The abnormal karyotypes included in the Catalogue were verified during the conference.
After the conference, many authors sent us some new data which have not been included in
this collection, because they have not been verified. But these data will be included in the
revised collection. For the sake of summarizing the achievements in cytogenetics research
in China, the Book will be supplemented with new materials every two or three years. The
collection has been compiled in haste and the editors’ knowledge in the field is limited, so
it’s bound to have some faults and omissions. We sincerely hope that the readers will
oblige us with their valuable comments and criticisms. We also would like to express our
thanks to the leaders of Hunan Medical University, the Editorial Board of the Bulletin of Hu-
nan Medical College and the participants of the conference for their energetic support to
this collection,

Complier 1985. 10
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47, XY, fra (X)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is; 47, XY, fra (X).

Clinic Data A 13-year-old boy, fat. He had mental retardation.

Source  Xia Jiahui, Li Luyun, Dai Heping. Long Zhigao

National Lab of Medical Genetics, Hunan Medical University, Changsha, Hunan 410078
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45, XY, —21/46, XY/47, XY, +14

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is; 45, XY, —21/46, XY/47, XY. +14.

Clinic Data A 6-year-old with mental retardation. G1 P1, weight of birth: 2. 95kg. He couldn’ raise his
head at 1-year-old, and could not walk and speak at 2 1/2-year-old. Physical examination: height
98. 5cm, weight 15. 5kg. head circumference 52. 8cm. He had developmental retardation, dry skin with
brown macula, frontal slanting, prominent occiput, hypertelorism, broad base of nose, wide mouth, yel-
low teeth which in bad order. micrognathia and retrognathia, large and lowset ears, short neck and pi-
geon breast, 1Q 54.

Source Song Xiaomin

Genetic Lab of Hunan Children’s Hospital, Changsha, Hunan 420031

R B |
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47, XY, +21/94, XXYY, +21, +21

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 47, XY, +21/9%4, XXYY., +21, +21.

Clinic Data A 8-month-old boy with mental retardation and underdeveloped, Height 63cm, Weight 6kg,
short neck, flat forehead, microphthalmia, hypertelorism, external canthus was pulled downward, flat
nasal bridge , small mouth and thick lips, tongue extends out, simian crease on left hand.

Source Wang Zhaocai, Huang Feifei

Eugenics Laboratory, Henan Provincial People’s Hospital , Zhengzhou, Henan 450003

EkA HLK

FEERNTY, AEEARERRENRE  MHEMNSD: 450003

46, XX/46, XY/47, XXX/47, XXY.

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX/46, XY/47, XXX/47, XXY.

Clinic Data A 36-year-old female, carrier. She had 2 spontaneous abortions which occurred in the 2nd to
4th months of pregnancy-

Source Wang Yingtai, i Congmin, Peng Suwen

Genetics l.ab, Henan Institute of Family Planning+ Zhengzhou, Henan 450003
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45, X/46, XX/47, XX, +9

Karyotype The G-banded chromosomes of peripheral blood lymphoeytes analysis show that the kary-
otype is: 45, X/46, XX/47, XX, +9.

Clinic Data A 26-year-old female, carrier. She had given birth to 2 babies with malformations, and all
died at the 4th day after birth. i
Source Wang Yingtai, Wang Zhaocai, Yang Yanli,» Hao Gefang. Eugenics Lab, The People’s Hospital,
Henan, Scientific Research Institute of Family Planning of Henan 450003

ERK EA HEm  RXE
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“+mar

45, X/46, XX/46. X, +mar

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 45, X/46, XX/46, X, +mar.

Clinic Data The patient is an 18-year-old female. She has short stature, mental retardation, underdevel-
opment of breasts, primary amenorrhea and malformations primarily including cubitus and webbing of the
neck. Her parents are first cousins. Her parents and sibs are all normal.

Source Gu mingmin, Shen Ruocui, Zhang Lijun, Su Yubin

Department of Medical Genetics, the 2nd Shanghai Medical University, Shanghai 200025

PR BEE kWE  RFE
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Olcen

46, XY, t (1; 9) (1p9%p;: 1q9q)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XY, t (1; 9) (lpter—+cen—9pter; 9qter—>cen—Ilqter).

Clinic Data A 32-year-old male, carrier. His wife had 2 spontaneous abortions which occurred in 1st
trimester of pregnancy.

Source Zheng Jun, Zeng Fen, Yang Liu, Wei Caiyue

Medical Genetics Lab, The Women and Children’s Health Hospital of Shéanxi Prov, Xian, Shaanxi
710003

B E B F B WM FEA

BRAEAEET . REEOMRERERERELRE  EEHNB: 710003

46, XX, t (1; 10> (1q10p; 10q1p)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 10) (lqter—1lcen—~10pter; 10Oqter—=10cen—=Ipter).

Clinic Data The 30-year-old female, She had primary infertility and masculinization.

Source Du Jing, Li Xiulin, Li Lt
« Qe



Medical Cytogenetics Lab, Department of Pediatrics, the 1st Affiliated Hospital, Chinese Medical Univer-
sity, Shenyang, Liaoning 110000

HO&  Z=BHK F OH
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01p11

46, XXt (1; 12; 22; 15; 11; 8) (pi1l; gll; pl1; ql15; q21; p23)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (15 12; 22; 15; 11 8) (Iqter—~1p11::8p23—>8pter; 12pter—12ql1¢t1pl1—>1pter;
22qter—22pl1::12911—12qter; 15pter—=15q15::22p11—22pter; ]lpter—»lqul*=15q.15—'15qtet; 8qter
—+8p23::11g21—1iqter).

Clinic Data A 28-year-old female, carrier. She had 3 spontaneous abortions which all occurred in the
2nd month of pregnancy.

Source  Wu Subin

Cytogenetics Lab, Department of Gynecology and Obstetrics, the 1st Affiliated Hospital of Zhongshan
Medical University, Guangzhou, Guangdong 510080

REHK

FHRETHT, PIIEMKER —BRASHARBEE  IREMBE. 510080

46, XX, t (1; 19 (pl1; p13)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 19) (lgter—~1pl1::19p13—=19pter; 19qter—19p13::1pll—=Ipter).

Clinic Data A 28-year-old female, carrier. She had a baby with encephalocele and died after birth.
Source Ding Yan, Wang Xigin, Li Jinhua, Guo Zhanying

Family Planning Lab, the 1st Affiliated Hospital of Shanxi Medical College, Taiyuan, Shanxi 030000

T B EHET FEE MR .

IWAAKRT, IWEELREM B W EFRRE  IRE %S 030000 '

01p12

46, XX, t (1; 6 (p12; q15)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 6) (lqter—~1pl2::16q15—~=6qter; 6pter—~6q15::1p12—Ipter).

Clinic Data A 28-year-old female, carrier. She had 1 spontaneous abortion.

Source Ruan Yiping, Zhu Kunyi, Li Dinghua

Genetic [.ab, Women and Children’s Health Hospital, Jiangmen, Guangdong 529020

B —F AL FEE

FRELITHESREBGRIEE  ESEHRE. 529020

46, XY, t (1; 9 (p12; q13)
Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XY, t (1; 9) (lgter—~1pl12::9q13—+9qter; 9pter—9q13::1pl2—1pter).

[ ] 3 L ]



Clinic Data A 33-year-old male. His wife had 2 spontaneous abortions.
Source Xu Yimin
Genetics Lab, Fuxing Hospital, Beijing 100038

HHRE
HETEMEREREE BB EC TS . 100038

46, XXt (1; 19) (p12; p13)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 19) (lqter—~1pl2::19p13—19pter; 19qter—+19p13::1p12—1pter).

Clinic Data A 2-year-old girl with physical and mental retardations.

Source Wang Xinghan, Zhang Qiliang

Medical Genetic Lab, People’s hospital of Weifang, Weifang., Shandong 261041

EMW OKER

hRgwHT, A\RERRIEE PR ARS . 261041

01p13

46, XY, t '(1; 7) (p13.1; pl11.2)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XY, t (15 7) (lqter—~1pl13.1::7pll. 2-—>7pter; 7qter—~7pll.2::1pl13. 1—>1pter).

Clinic Data A 4-year-old boy with mental and growth retardation.

Source Tang Yingjie

Test department of Longquanshan Hospital, Guangxi 530000
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46, XX, t (1; 7O (p13; q36)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 7) (lgter—~>1pl3::7q36—7qter; 7pter—7q36::1p13—1pter).

Clinic Data A 30-year-old female, carrier. She had 2 spontaneous abortions which occurred in the 2nd
month of pregnancy. ’

Source Xu Yimin

Genetics Lab, Fuxing Hospital, Beijing 100038

R

AT ENERREE  ERBRWS: 100038

46, XX, t (1; 16) (p13; q13)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is; 46, XX, t (1; 16) (lgter—~1pl3::16q13-—+16qter; 16pter—~16ql3::1pl3—1pter).

Clinic Data Female, carrier.

Source Liu Linwei

Medical Genetic Lab, Women and Children’s Hospital, Nanning, Guangxi 530003
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46, XYt (1; 200 (p13; ql3) pat
Karyotype The G-banded chromosomes of peripheral blood lymphocytes. :' analysis show that the kary-

otype is: 46, XY, t (1; 20) (lqter—~1p13::20q13—~20gter; 20pter—~20q13::1p13—I1pter) pat.

Clinic Data A 30-year-old male, carrier. His wife had a full term abnormal baby and 2 spontaneous
abortions in the 1st trimester of pregnancy. Then his wife delivered a child whose phenotype was normal,
but Karyotype wa\'s the same as his father.

Source Shen Ruduan, Gao Hua, Zhang Lan

Cytogenetic Lab, Department of Obstetrics and Gynecology. the 1st Affiliated Hospital of Kunming Medi-
cal College, Kunming, Yunnan 650032 :

hkwm ®m K Kk =

ZHEERWN, BUVE¥REM ARG EE BB 650032

01p22

46, XX, inv (1) (p22p36), inv (9) (p13q13) .
Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, inv (1) (pter—p22::p36—=p22:1:p36-—>qter), inv (9) (pter—~pl3::ql3—~pl3::ql3—
gter).

Clinic Data A 21-year-old female. She had mental retardation, and orbital hypertelorism. webbing of
the neck, simian arease, short small fingers. X-ray: Her heart is on right. Her father karyotype’s is; 46,
XY, inv (1) (p22; p36), her mother’s karyotype is: 46, XX, inv (9) (pl3; ql3).

Source Li Wendian, Gong Wuxing, Zhang Xuhua

Women and Children’s Health Hospital of Zhuhai, Guandong 519000

#Fxxsu EHEER  Kag

J"RE, BTN REGIMEAD. 519000

46, XY, t (1; 2) (p22; q37) ‘

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XY, t (1; 2) (lqter—~1p22::2q37—~2qter; 2pter—=2q37::1p22—>1lpter).

Clinic Data A 32-year-old male with primary sterility.

Source Zhang Baozhen

Genetics Lab, Fuzhou General Hospital of Nanjing Military Region, Fuzhou, Fujian 350001

¥ER

BENEREXBEMNORBREE BN 350001

46, XX, t (1; 3) (p22; p1l)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is; 46, XX, t (1; 3) (lqter—=1p22::3pl1—>3pter; 3qter—=3pll::1p22—»1pter).

Clinic Data A 24-year-old female. She had a secondary amenorrhea.

Source Wang Qin, Chen Zhangyu

Medical Cytogenetic Lab, Number 202 Hospital, Shenyang, Liaoning 110000
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46, XY, t (1; 3) (p22; p25)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, X.Y. t (1; 3) (lqter-»1p22::3p25->3pter; 3qter—>3p25t:1p22-=1pter).

Clinic Data A 28-year-old male. His wife had 1 abortion history occurred in the 3rd month of pregnancy.
Source Xu Yimin

Genetics Lab, Fuxing Hospital , Beijing 100038

wER

EHEAE N ERREE  BRE %S 100038

46, XY, t (1; 3) (p22; q21) .

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XY, t (1; 3) (lqter—~1p22::3q21—=3qter; 3pter—~3q21: :1p22—~1pter).

Clinic Data A 31-year-old male, carrier. His wife had 2 spontaneous abortions which occurred in the 1st
trimester of pregnancy-

Source Wang Aiqin, He Chunna, Zhang Haiduan

Genetics Lab, The Air Force Hospital of Nanjing, Nanjing, Jiangsu 210002

FEE (TEH KER

Eﬁﬁﬁ%ﬁyﬁﬁﬁﬁﬁ%ﬁﬁi BREC4%ES: 210002

46, XX, t (1; 4; 3) (p22; pl6; q2D

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 45 3) (igter—~1p22::3q21—>3qter; 4qter—>4pl6::1p22—>1pter; 3pter—>3q2l:
14pl6—=4dpter).

Clinic Data A 9 year-old girl was born at full term and was the lst child, with mental retardation,
height 115cm.

Source Ma Renyi

Leshan People’s Hospital, Leshan, Sichuan 614000

{ZX

PORIITH AR BB HREX 485 614000

46, XX, t (1; 4) (p22; q21)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 4) (lqter—~1p22::4q21—=4qter; 4pter—~4q21::1p22—=1pter).

Clinic Data  The female aged 39, with normal phenotype, had three pregnancies, two of which ended in
spontaneous abortions at about 3 months of gestation. The single child alive is a healthy girl. His
husband’s karyotype was normal.

Source Li Yongquan

Lab of Medical Genetics, Guangdong Medical College 524023
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46, XX, t (1; 4) (p22; d27) mat
Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-

otype is: 46, XX, t (1; 4) (lgter—~1p22::4q27—>4qter; 4pter—>4q27::1p22—>1pter) mat.

Clinic Data A new-born with congenital wryneck.

Source Xie Zhimin

Department of Obstetrics and Gynecology, Maternal Children Health Hospital, Western City District.
Beijing 100044
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46, XX, t (1; 4) (p22; g31) mat

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 4) (lgter—>1p22::4q31—>4qgter; 4pter—~4q31:+1p22—=1pter) mat.

Clinic Data A 3-month-old girl. She had an oncoides in her left labia. Her mother, aunt and her uncle
had the history of spontaneous abortions and the same translocation chromosomes as the proband.
Source Zhu Junzhen, Hao Yubin, Li Hongyun, Yu Xiaoping

Medical Genetic Lab, Hebei Provincial Hospital , Shijiazhuang, Heibei 050071
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46, XX, t (1; 7) (p2205; q3600)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XX, t (1; 7) (iqter—~1p2205::7q3600—T7qter; 7pter—>7q3600::1p2205—1pter).

Clinic Data A 26-year-old female, carrier. She had 4 spontanecus abortions which occurred in the 1st
trimester of pregnancy. .

Source Li Luyun, Xia Jiahui, Dai Heping, Xu Faming., He Xiaoxuan, Xu Jia

Medical Genetics L.ab, Hunan Medical University, Changsha, Hunan 410078

Reference: Chinese Medical Journal 1986; 99 (7); 527~534,
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BB 4 JJCAR 19865 99 (7). 527~534

46, XY, t (1; 8 (p22; ql1309)

Karyotype The G-banded chromosomes of peripheral blood lymphocytes analysis show that the kary-
otype is: 46, XY, t (1; 8) (lqter—~1p22::8q1309—8qter, 8pter—~8q1309::1p22—1pter).

Clinic Data A 32-year-old male, carrier. His wife had 2 dead infants.

Source  Xia Jiahui, Li Luyun, Dai Heping, Long Zhigao

National L.2b of Medical Genetics, Hunan Mediéal University, Changsha, Hunan 410078
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46, XX, —1, —11, +der (1) t (1; 11) (1qter—1q21::1p22—cen::11p13—11pter),
+der (11) t (1; 11) (11gter—>cen::1q11->1q21::1p22—~>1pter)
L ] 7.



