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Preface

Chromosome is the carrier of genes. Since the 1950s the research on human chro-
mosomes 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 chromosomes using tissue culture and peripheral blood culture was first deve-
loped by Wu Min, Xiang Wei, Liu Zudong, et al in the early 1960s. It is the begin—
ning of the research on human and medical cytogenetics in our country. In the early
1970s, the banding techniques of human chromosomes were first introduced by Xia
Jiahui, Wu Min, et al. Meanwhile, the amniotic fluid cell culture was first introduced
by Zhou Xianting et al. The regular genetic counseling 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 cytogenetists have been all over
China. 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 cytogenetics 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 Huangen, 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 abnormal karyotypes which were first discovered
by Chinese cytogenetists in the world and promote the international academic ex—
changes in our line, ''the First National Training Center Conference on Medical Cyto—
genetics'' was held in Changsha in Sept. 1985. Based on the identification of sub-
groups and groups one by one, a special group which consisted of Professor D S Bor-
gaonkar, the chief compiler of '' Repository of Chromosomal Variants and Anomalies in
Man: An International Registry of Abnormal Karyotypes'' K Professor Xia Jiahui, the
Director of the Training Center and the member of the Scientific Advisory Commit—
tee to the Repository-Registry, and Associate Professor Li Luyun, the Vice Director
of the Training Center, verified the abnormal 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

e 3 o



types of abnormal karyotypes in Chinese population which accounts for one-fourth
of the world population. The cytogenetic data are of great value to the Chinese nation
and possible to affect the research of human genetics, tumour genetics, and the rele-
vant 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 Chromo-
somal 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 collection
was published in the name of the Editorial Board of the Bulletin of Hunan Medical
College.

The book is composed of two sections. The first section covers th: numbers of
registered chromosomal analyses and the numbers of abnormal karyotype:; which were
provided by 84 laboratories in China up to the end of August, 1985. The second sec-
tion lists 185 types of abnormal karyotypes which were first reported in the worid
and verified by Professor Borgaonkar, Xia Jiahui and Li Luyun.

The editors deem it necessary to state that only the data received from the partici—
pants of ''the First National Training Center Conference on Medical Cytogenetics''
have been included in the first collection. In other words, this collection does not include
the data given by those who did not participate in the conference. The abnormal karyo—
types included in the Catalogue were verified during the conference. After the confe-
rence, 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 cytogenetic 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 College,
the Editorial Board of the Bulletin of Hunan Medical College and the participants of

the conference tor their energetic suppert to this collection.

Compiler 1985.10
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Guide to the Use

I. Registry of Chromosomal Examination:

In the table the data are arranged in the order of the number of strokes of the
Chinese Character of the laboratory's names which afforded the information.
II. Catalogue of Chromosomal Anomalies:

1.In the Catalogue every entry consists of four parts:

(1) karyotype and the subject number in the laboratory

(2) clinical information

(3) authors

(4) reference

All of the karyotypes which were not indicated the references were reported and
identified at ''The First National Training Center Conference on Medical Cytogene—
tics''.
2.In the Catalog the entry number are arranged numerrically, the first two digits refer
to the chromosome numbers (01 to 22, OX and OY); the third digit to the chromo-
some arms (p and q); and the fourth and fifth digits to the region and band. When
a break point can be specified within a band, the band will be divided into 10 units
according to the suggestion of TSCN(1978), and the information will be entered in
the sixth and seventh digits on the basis of the relative distence of the break point
from the proximal margin of the band concerned. For examp’e, (06p2105 implies a
break halfway from the proximal edge of band (06p21.If a break point can be located
in a sub-band, it will be arranged according to the method for subdividing bands of
ISCN (1978; 1981). For example, 01p36.11, the two digits after the punctuation indi—
cate the sub-bands of (01p36. Whenever a karyotype has information on two or more
break points (or Abnormalities), an appropriate comment is at the second point of
entry. For example; the translocation t(6; 21)(p25; q11) will have its complete entry
at 06p250, and at 219110 its secondary entry will have the following notation: same
entry as in (06p250.
3.the entries are discribed using the Detailed System with the terms and abbreviations
recommended by ISCN (1978; 1981).
4.0n each page there are one or more pictures of the relevant chromosomes from
the ISCN (1981) ideogram. This will help in the understanding of the chromosome
regions and bands that are being discussed on that page.
III. Appendix at the end of the book is an Author Index.It includs the names and
addresses of the authors and is arranged in the order of the number of Chinese Pho-
netic Alphabet in the author’s surnames.

« 6 .
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I, REGISTRY OF CHROMOSOMAL EXAMINATION
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Registry of Chromosomal Examination

(up to the end of August, 1985)

Name of The Lab Total Anomalies
L] L ARLREN kR RN
ISUNE 4 A B
I"AREIAEFR R e E 150 11
Genet Lab

Guangdong Institute of Family Planning

Guangzhou, Guangdong, 777331

R RN RERE SRR E 410 24
Med Genet Lab

Guangxi People’s Hosp

Nanning, Guangxi, China

JUPEEE Ay BRI R E 467 30
Med Genet Lab

Guangxi Med Coll

Nanning, Guangxi, China. 31477

I B IR X 1A 4 PR 1 B g R 453 36
Med Genet Lab

Women and Children’s Hosp

Nanning, Guangxi, China 20693

e g L B B g BE i AR W T 341 53
Med Genet Lab

Shanghai Children’s Hosp

Shangtai, China 539696

R CERM R R R EOTE, MMGR R E 378 139
Cytogenet Lab

Dept of Med Genet

Shanghai 2nd Med Univ

Shanghai, China 260760
LA ANRER: E¥BENRTE 1606 180

Med Genet Lab
The gth People’s Hosp
Shanghai, China



Name of The Lab Total Anomalies

B L et A PakRE
BAK A K
FHHEANRERE-MBEMRAE 303 10

Obstet Patho Lab

The gth People’s Hosp

Shanghai, China

LR P OERE, 41 ME = 1519 141
Cytogenet Lab

Jingan District Central Hosp

Shanghai, China 530109

INRER A2, EYEPFA,. BEF¥RETRE 463 71
Med Genet Lab

Dept of Biology

Shandong Med Univ

Jinan, Shandong, China 26052

INRERKY MEER. /AJLFHH KGR E LR E 936
Cytogenet Lab, Dept of Pediatrics

The Affiliated Hosp, Shandong Med Univ

Jinan, Shandong

WARE MG, 0 4h PR 0 B 1% 2 0 % 630 15
Med Cytogenet Lab

Maternal & Children health Hosp

Zibo, Shandong, China 33991

INPEE K FT A = N RE Bt 2 112 11
Med Genet Lab

The 3rd People’s Hosp

Datong, Shanxi, China

I PEBE 2= Be 5 — MR BE Be e 7= R, HHRIAF R ZE 640 37
Family Planning Lab

Dept of Obstet & Gynec

The 1st Affiliated Hosp

Shanxi Med Coll

Taiyuan, Shanxi, China 22114

L P B 2 e 55— B R B B 1 7 Rhigt 4 & 560 28
Med Genet Lab

Dept of Gynec & Obstet

The 2nd Affiliated Hosp

Shanxi Med Coll

Taiyuan, Shanxi.

-~
(%2}
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Name of The Lab
;] 7172

PB4 R E FREE
Med Genet Lab

Shanxi Obstet & Gynec Hosp
Taiyun, Shanxi, China 28116
KB B R B B ia P AR B R E
Genet Lab

Dept of Obstet & Gynec

The 1st Affiliated Hosp

Dalian Med Coll

Dalian, Liaoning, China

KA T AEBE

KM PARERE. HREFEARBIH, #ELRE

Tianjin Worker’s Hosp

Med Genet Lab

Family Planning Guide Center

Tianjin Hedong Hosp

Tianjin, China

K HEH v 4 P R Bl

Med Genet Lab

Tianjin Central Hosp of Obstet & Gynec
Tianjin,

FINER K, B—HRERE™ M. MRR%EE
Cytogenet Lab

Dept of Gynemetrics

The 1st Affiliated Hosp

Zhong Shan Med Univ

Guangzhou, Guangdong

FINER R B _HBERE™M. REAEKERE
Cytogenet Lab

Dept of Gynemetrics

The 2nd Affiliated Hosp

Zhong shan Med Unijy

Guangzhou, Guangdong

Total

Anomalies

Refafhfet RAERE

iﬁk&
389

1128

364

987

958

737

AN
36

50

28

54

74

43
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Name of The Lab Total Anomalies

H fir Petafhid ReOhRE
YN 4 A
RN B A B B T P PSR I 295 20

Med Genet Lab

Dept of Obstet & Gynec

P L A General Hosp

Beijing

N AR B4 U T K2 5 — MRS B 7= BHE R R 1155 62
Genet Lab

Dept of Obstet & Gynec

The 1st Affiliated Hosp

The 4th Military Med Univ

Xian, Shanxi :

dE N R, H408EE BB F ittt LW E 211 12
Med Genet Lab

Hosp of the PLA No 408

Qinhuangdao Hebei

o R BE B OR 2 M TR — BE B L FPHE 5 SR 1388 122
Pediatrics Lab

The 1st Affiliated Hosp

China Med Univ

Shenyang, Liaoning, China

o [ B Ak 2 B TR B B/ JL P 4 g 1% 1323 284
Cytogenet Lab

Dept of Pediatrics

The 2nd Affiliated Hosp

China Med Univ

Shenyang, Liaoning, China

FEER KRR =S E R, BN ERnE 2258 102
Med Cytogenet Lab

Dept of Obstet & Gynec

The 3rd Affiliated Hosp

China Med Univ

Shenyang, Liaoning, China

ZBAS - ARERA™MERE 457 43
Cytogenet Lab

Dept of Obstet & Gynec

The 1st People’s Hosp of Yunnan Prov

Kunming, Yunnan, China

o 12



Name of The Lab
H (A

WEH BRRKERS. @7 FHE 2 e =
Med Cytogenet Lab

Dept of Obstet & Gynec

Inner Mongolian Autonomous Region Hosp
Huhehot, Inner Mongolia, China 43631
PSS, MOURES Be. 07 R i
Cytogenet Lab

Dept of Obstet & Gynec

The Affiliated Hosp

Inner Mongolia Med Coll

Huhehot, Inner Mongolia, China
MBS —MRER. B RE%REERE
Med Genet Lab

Dept of Obstet & Gynec

The 1st Affiliated Hosp

Lanzhou Med Coll

Lanzhou, Gansu, China

2 HNBE SE B oS R BE B id e AR E
Obstet & Gynec Lab

The 2nd Affiliated Hosp

Lanzhou Med Coll

Lanzhou, Gansu, China.

HR A E L R B

The Maternity & Children Health Hosp of Gansu
Lanzhou, Gansu, China.

VU I A SR i B 7 B EE B

The Obstet & Gynec Hosp

Chendu, Sichuan, China
FISRBERHRS2 S TR B, = Flstfe LB =E
Genet Lab

Dept of Obstet & Gynec

The 2nd Affiliated Hosp

N. Bethune Univ of Med Sciences
Changchun, Jilin, 64617

Total

Anomalies

RnkiE RAEERRE

B
351

535

450

856

556

515

296

A H
8

14

19

23

15

32

12
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