AL b ERRds 2R N

AR EEPFRAE RER, BEtT kR
WAL R T RE s (B e 7 5
BHRIDBRENER. AT RakiirtEid
L, EEE Rk DUET AR, Bk
", AR L—HEREEH e RamnER
E AN,  F—kERRa AN E T 1960
4 AEZERFHLSMNAFHEIT 2T, 431
BdkilE TR R ERGANEARN,
REKIELL (am rato), FH# SR (Ce
ntromeric index) s A EEE (relative length) (F
1) BUEE DR, I8 R afRiniE, K
LEHERI 225, G478, =Ry IATSH,
1963 4F 8 FEHE&OAN, EREHBETH
‘:'_3, AY L e e B A B B e e B R 1R
T R E R AR AEVE DR B (AR AR o
ZIWERE H A—G A EFFERIAKE (Patau)

1961 LRHUE 7 Ho i, BEEERGREE
T HATR AR, URSEZ T (1966
F9 A)BE (1971 F o A)AMKYFRTET
U, WFHHS R E R R RIE T -
PHET, A4METHESVECDRINA
Foax B, MG kA EIEM L E B il S
TREEEN,

PHEZ BB SN & AT 8 #
&L E AR, (U Ein e &I Fn B 5
VWA B R FEEEH,

—, XRTREAEKGAEMCSNET

1. ZE 2

SRR DRI AR B B ENRIEARIR
PIBLEIRROFIRE, BRET THIET: + SHRE
ER-REZOHERE; SSHEERFNE
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1 AZFEFORIBLEORESEEDELABY

o kK ¥ H OB it EEEY g
(A} (B> (C) | (B/Cxi0D)
1 4.72 4.36 5.08 18.0
2 5.15 3.30 §.45 39.1
3 3.82 3.24 7.06 45.9
4 4.74 1.81 6.55 27.6
5 4,45 1.68 6.13 27.4
6 3.64 2.20 5.84 37.7
7 3.31 1.97 5.28 37.3
H] 3.18 1.78 1.96 35.9
9 3.22 1.61 4.83 33.3
0 3.22 1.46 1.68 31.2
11 2.98 1.65 4,63 35.6
12 3.08 1.38 4,46 30.9
13 3.1¢ 0.54 3.64 14.8
14 3.00 0.55 3.55 15.5
15 2,86 0.50 3.36 14.9
16 1.92 1.31 3.23 40.6
17 2.16 0.99 3.15 31.4
18 2.04 0.72 2.76 26.1
19 1.44 1.08 2.52 42.9
20 1.29 1.04 2.33 14.6
pal 1.36 0.47 1.83 23.7
22 1.26 0.42 1.68 25.0
i 65.94 34.06 100.00 —
X 3.66 2.14 5.80 36.9
Y 1.64 .32 1.96 16.3

(Report of Chicage Conference 1966, Birth Defects,
Orig, Art, Ser. 11-2)

BT, PG 4 SIS EIEHERN. 13 5/
KBLTEREG, 14 SHE LA

%2 ZTh#2NEEANRERKTS

A~G BBk

1~21  RBpREES
(FFEH=D

X, ¥ Rk

/ ERGlEN:RE 1
Bt iR (ol B it ) B I8 s el A

? ek REEREEAREE

* EXRAEFRRER RSSO R
ace it edod L ity

cen L#k :
dic WE R (RARASELB TR AE)
end ZEWNEE (endoreduplication)

h R ER AR

i g tuia ik (isochromosome)

inv BE (inversion)
mar FERAE(EATENRE Radk)
mat BEE¥

P 2N S
pat FETAL 77 9

9 JuE g
gk (rig chromosome)

2 Btk (satellite)
t Hfit (translocation)}
tri =EANRAR

IRBEAHEEER LD EREREENNER.

i

46, XY; Brfafhi 46, B,

46, X¥/46, XX; fivEfkE 46 B MM RS 16
B2 i BT i S L R 2R R R R o

16, XY, D—, t(DaGq)+: etk 46, P, DEZE
AR, DR GEKBERE MR Ak,

46, XX, w(Ba—;Cp-+); Bkl 46, &bk, BHIKE
M CHEERS M.

46, XX, inv(Zp+aq—): HEM 46,085 2 etk
B g e Bl AL

97, AXY: B 47, HEEERERN KXY,

49, XXXXY: SEikE 19, HikefRl XXXXY 93
o

48, XXY, G Hefsfh¥l 48, Hhfefathy XXY, #£G
g A E2RHAE (G =)

46, XY, 1844, 21— HeEGRH 40, HPREK XY, £

1B Bk, h— A 21 BE .

45, XX, 7C—: HemikBr 45, ek XX wEET
CHAY— PRk E B RREE.

45X /46, KX /47, XXX: [ 45,
X X X 3 $hombe 7 ek iR

Ipt: 2 EHEEMMNER).

Gq—: G HM—TYEEHEE %,

37+4: I EREHRE—FHNEHEE,

inv(Dp+4q—): D HeaikEREH.

46, X, t(Xq-+:16p—): Hefalkiy 46 (L), — P XHE
$h, BAAIX B 16 SEEEER .

43, XX, D—, G—, «(DqGg): Heffksr 15, 2 X%
g, DEMGASRE L —PRak, BITKERILEEER
DG S s,

46, XY, Bp—Pat: Hefafkik 46, ik XY (), h
ST A B RO T B B %R

46, XY, 18ps; Zefafkdl 46, HEBK XY (), 185
Kokl R

46, X, i(Xaq): He@fhk 46, fafpk XX (&)HLE—1
XBEARTREBRANE,

46, XY,c(B): RmhE 46, ek XY (H), Bl
A —A-RIE (ring) REHE.

X 46, XX K 47,
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BEHIE, 15 S2RINERIE, SVREE, 17
Sl 18 SE MR, y etk 5 cHEM GG
EHEREHERR, ARATHFSERE
e e R B RO R DL B Sl e s R AR (R
2)o MR, HAXEREW EXHARAKRGERE
g 22l R EUR R T H 2,

2. BRA

1970 FE8 /G, EATEFHRAER SR
(DHERONE R, 6 A RaERadEEgam
o EREEA RN, BB B e iR
HERE T TT ZRk. T 233t
WS IR RS T THRIR b Ar R ¥, H
Rt mE e bR e dr A R, gua
RAIC S #T T I

(=) SRENER

(1) B+ —FFR—Getn i Hm
HR. Flin, 47, XY, +GC EEHAERK
A 47, HEAKREXYWEBE, ME TG
AR, THG =4 (trisomy); 47, XY, -+14P*
= EERAREN 47, B, XY ik, 14

#3 ERsNEHFRANLEHIES

del G g2 {deletion}
der Fiddua{k {derivative chromosome)
dup HE (duplication)
ins # A, (insertion)
i friE A (inverted insertion)
rcp fHH Efr (reciprecal translocation)
rec HHA{A{f (recombinant chromosome)
fob F{am S h(E # N E & Robertsonian tra-
nslocation}
tan HEH R MBS (tandem translocation)
ter i (terminal, p ter==iF%ENH,
q ter=1-F B
tar BB A CREHE-ATIIT; break)
ter WrztniES (break and join)
: WSS CA P A B A B35 5 break)

inv ins

H4 raFniES (break and join)
- Mo—F (from—to), 41 p ter-—>cen FLASTE
WEE Lk,

Sk T4 (14 =28, m AR ekl
HET K.

(2) WERA bR, RAKIERERRE
BRI+, —Fe i, 46, XY, 13Ph— %

TEREY 46, MK XY B, A
13 S5 fa PR 8 R BB S B

(3) FHHRERakERAE:  #n,
46, XX, r(18) Rk 46, gk
2 XX L&, 18 SR a KRR, 46,X,di,
Y, BEE 6 MRk B, HyY oMk
WE LI,

(4) BEELEAFT: SRR T AR b TR A i g
o R fir 2k 1 25 FIZENY B8 (quinacrine) %%
JeEwd X MR Y INRESEEIE b B € R T R
€, BRIl X gude i (X chromatin) 1Y He
B (Y chromatin) Z#R,

() BERESMEFRANEARIZS
# 34

e * CReoR7. N0 s by =

Hefm 4y (chromosome banding te chni-
ques) HRAEEIT E LR, ARkl
HfnH R, ERalk DR &M
gkgr (band), FIMXAESIRBRESMHREE
R AT, Bz R AR s,

AZNY B EG RIS QM (quinacrine
band), FBE IR HATEGTERAY G- (Gie-
msa band), FAC Z a3k B B B RR 20 C-HF (co-
nstitutive heterochromatin band), 5 G- FI1 Q-
AR BT I8 R-1F (reverse bend), FLEik
FIFER S TEFR T-% (teminal band) %o 18 Q-
G-, R-Z i T A LB, XEHE—
HUARILME , B AR E R REMEE R R RS —3 LA
EMEREAN. RO BlivEti g
B, A GERmEE, HQEENASR
tr, AGHERNEEE. BAREZHENEN
%40, AekBay (R-THN G-HHEE), A
Qi BILAYHE R 4 24 o) LEAE s b) HL
EHERIRToRBAET; o EEXM RAK
N R A . b, MOQRE
HIE B S SR, R A TR S B P BB
BB 2 57

B ERAWAENE, ReKRNERA
PR A QW RE AR S, S D

« 45 =






EBEEENTS, BENSAG-FHEM
BT R EIE %, B aHGlE
SEHIRTT F R Bk RO B RHR B 5 R A S
fir " SHAMHETIRG 23 0 e E kL& H R A
A L3, 3T BRI B 58
TEGEBRE—TF&HE0iRRE, 3
B AEFLR, ERIEN b, KB e EE
EESLA S G Sl B
fE BRRIES B AR (band mark), H53
BRIES BRI B, 1| 5 RERI
B SHIRFRE (G1 /121, BE
BEPREARAXEHE Do Fela kKR

PR R SRR ST, A EE BRI E , SN

2 L R R AR IT IR 1, 24 34 B B FEHET,
T &R RN, BENELR IR
PN, PRI AR A R
WAL E, B3 E1,2.3 2 RaFNG-MQ-
W RN AR E N AR ED

A O

FR T
RRR

E2 bl SiakmEB . SRAERGeEEN

HHHAE SEBELUAAS RS IR BREE S

H.15 2, 3 =24 R e B 2R IR S HFH
BIREA I B ORE 1) :

oH g RIS TR @ Haks
¥ @BINIDD; ORRSY; @ERX AW
FIERUh EREMES S, Bl 155Re
hE R L 1031 FRL 18 1 SHEK
S 3K L WL, E— AV 1p21 'R, $B 1L

31,2, 3 SHAEN G- Q- B REME MR ERNGENE)(REE 83)
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SHROREE 2R 1W, XTSRRI,
HER TE AP Be i b DUBE e B 1 3B 2e ki fiE
AR, RIS FARNKEREE S NILME
B (region) i AL 2RISR L 1, 2,
3, ereees SES, BIMEE MR B AT
WEFANN ESD, B EXAMSENER
B (O SEE (p) bffim, TEROKES
MRS R ESINREINGE, XHdR
HWMRERNTH AN RGEHEEF . il
it AN, e R R R IR S BN

TESATZLAEHARERS R, B
FFRRGRITR ek s - ayds.

[ X qufk] 46, X, i(Xq), HE 46,
X, i(X) (qter—>cen— q ter)®

46 FRea R b, HdaiE—%&
ERHXAERTBRIKER KNS B RE
W, ERE 2T ENRE.

LRk 46, XX, del(1)(q21), BFHE

46, XX, del(1) (p ter — q21:)

BES () #RELSLREERREELEHT
1921 L E AW SR — A Ao 3, &
THRREREHR L SREGTEEEBMNAET
1q21 [E]EYIC B H 5 R

[l Eek] 46, XX, del(1) (q21q31), B
# 46, XX, del(1)(p ter — q21::q31 — q ter)

MBS (:) BRELSRAKRREENR
W, FEW 1921 5 1931 S, BB
=

LB HEAL] 46, XY, inw(2) (p21q31), &
# 46, XY, inv (2) (pter—>p2liig3l—p2l::
q3l —q ter)

B MES REE 2 SRaHRE BN p2t
OB 2931 Wik s HmIpg Fr BB E,

[RGB tafk] 46, XY, c(2)(p21q31), B
& 46, XY, r(2) (p21 — q31)

W ZEE 2 SHRakE S 221 WK
B 2931, AR EE, WiBREETERIRIR S
ok, XHEHERTHEESG: ).

[W& smigetatk] 46, X, dic (Y) (q12),
2 46,X,dic(Y)(p ter — ql2::ql2 — p ter)

. 48 -

WA R R R ARG Y q21
TR — R NELRNNY Bk,

[#HEBfr] 46, XY, t(2;5) (q215¢31),
B 46, XY, t(2;5) (2p ter — 2q21::5q31—
3q tt:r;sp ter — 5q 31::2q21 — 2q ter)

WG EREL2 S5 SHRAERREN
2q21 15931 AF 4k, BFTTE 2 iR iREINET
St |

[F{ARE (Robertson) I EH4frd 45, XX,
t(13;14) (plisqll), =HF 45, XX, (135 14)
(13q ter = 13pll::14qll — 14q ter)

W BRI & 4 BIR A TE 13 B ete (95 48
13p11 %0 14 Btk K8 14ql1 #, 14qil
A 13q11 45 fir, .

[Fea kN ERA] 46, XY, ins (2)
(p13q2lq3l), HELE 46, XY, ins (2) (p ter—
pi3::q31 = q21::pl3 —>q21::q31 — g ter)

WML RERE 2 FRAKEEN2p13
TR A 2921 M} 2931 Aff o hr T 2921 0 2q31
Z MBI B 2 727 2p13 LB AR EE,

[BEE N EREAL 46, XY, inv ins(2)
(pl2q 31q21), =(F 46, XY, iav ins (2) (p
ter—>pl3::q21->q31::pl3—>q2i::q3l—>qter)

WA L EERRIRERNE L, BA
M Bt —#, RRAB AR B AL T .

[2 b ZRERE Al 46, XY, ins
(5:;2) (pl4:q922q32), 7 46, XY, ins (5;2)
(5pter —> 5pl4::2q32 —» 2q22::5pl4 — Sqter;

Zpler

mp 232 |4 )5q31
¥
Sqler

221

Zq2]4

|
1
Na. 2 No.5 s

4 ETHOE 2S5 HEHEF I ARRE 1l
t(2;5) (q2l; a31) (JHHE 862

1y FfE (RadAR) WERNRTRE, ATHRILR
£ '



2p ter — 2g22::12q32 — 2q ter)

B AES ORRERE S SR EEN
Spl4 f12 B R K B/ 2922 & 2932 He
222 F N 2q32 ZRIMW R ESpl4EA S5 3
B REE

A2/ g ik 2 RIRYEIREA ] 46, XY, invins
(55 2) (pl4; q32q22), TWH 46, XY, inv ins
(5;2) (5prer— 5pl4::2q22 — 2q32::5pl4—
5q ter; 2p ter — 2q22::2q32 — 2q ter)

W A A A EEWHIER L, AR
COEb—FE, REHANREESS, B2q922H
232 Bl h g akE 25,

[3 &gtk ha] 46, XX, «(2;5;7)
(p21; q23; q22), B3 46, XX,1(255;7) (2q
ter —» 2p21::7q22 — 7q ter; Spier — 5g23::2p
21 — 2pter;7p ter — 7q22::5q23 — 5q ter)

WIS & o BIR BT 2 SR aRREN
2p31 %, SSRAERKEBMN S35 B
BERRE 7q32 4, 2p21 Dliy B 5 fir B
5q23 &b; 5923 LAiEHT Fr Bt Z A B 7922 &b 5 7922
Rl g Be B3] 2p21 &,

[4 P 4B AE] 46, XX, t(153) (35 9)
{pl2;pl3:;q25; q22), EEFE 46, XX, (1;3)
(3;9)Y(3pter — 3p13::1pi2 — lqter; lp ter—>
1pl12::3pi3 ~> 3q 25::9q22 — 9q texs 9p ter—>
9q22::3q25 — 3q ter)

WRAESDIIALERE 1pI127, 3p13f
3q25 B 99223,  1pl2 W1 3pl3 LITEy B ik
15 TH #: 3925 Ml 9q22 Pl e Bt iibdT 748
o

[ 4% 5601 46, XY, 1(2,3)(2p3p;s2q3q),
B 46, XY, t{2; 3) (2p ter = cen — 3p ter,
2qgter — cen — 3q ter) ’

2EM3SREaREMI B (EEEBE MR
B R LR,

CIARIE (marker) Hef ik ] RIRBARRROZ2
ik, RidS mer TR, MBZBA KT
RS HEREARRBLMA? +.,—iE S %R,

hn 46, XX, t(1259) (ql1552), HE 46,
XX, t(12q+; 2) (q15; 2)

LRidHEES, ANPREFRTET IR
$E, BRERAREFSIERETITENER,

=, KT ERSTHN RS

— L EAEN BBV HERRAEETT
335, HoE A B 23T (Birth Defects, Orig.
Art. Ser. Suppl., X1—9, 1975), HEXKNZE
T

e iR IR E S (mosaic and chimera)
4 B TL S URTTE IE_L mos A1 chi B9 ko
#ildm. mos 45, X/46, XY; chi 46, XX/46,
XY, BHRAMIIEAR T ERARGRSE, 1
ABE 45 FRak,X; B—MEE 46 £RaE
e, XY; J53& 20 XX/XY B EREARNRER
Bk

RS BEARRA FTENICS:
ter rear 2 NEuE A RIGEBRELA (B,
dir dup: EEEEFRFE,
inv dup: BRIER R,

ER RS TR, R ARG ENRA
a] F TR A S F AR B, R B R OREE A

Q- = 0O-i,

QF = (O-bhands by fluorescence, I ME
HERQ, '

QFQ = AZEMN B (quinacrine) 7= 4 P Q
Wo

QFH = F} Hoechest BB ER Qi

G =G o ‘

GT — BlEEEB~LN G-F.

GTG = MR O -H B FEHEG LR,

GTL = BB & -Leishman 2t OFBED
o

GAG = JRESIEREE IR RLEN G o

C- = C-¥,

CB- — FESEAMSER C-o

© CBG = FSEAM-ERFERATERC
e

R = R_;!'%o
RF- = W REPEAR R,
RFA = FI#JERVBERS A R i,
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- =SS ER R-7,
RHG = S 40 EWREE 4 & 7 E A R~

o
RB- — [ BudR e R-#5,
RBG = [ BudR- HEFEHHRE,
RBA = Jf| BudR-IY BE4S =22 i R-"5,
T- = T-#,
TH- = Z3HMAEA T-7,
THG = RA#-HEE BIFRakEmT

THA = A MER RN T o

FeEmids:

SR A EE S R TT M
o BRI (1971) ERXEEMER:

PL BRI 5y RAOHI
MI S — R i 3 B
Al SE—RE RIS
MIT 58— R oy 3 B

ATl B REE Y RIGH
1975 F 215, XIEINT THHE S

Spm  fF IR A 3 R
oom  SREHN ;B b A
Lep #H4EHH (Leptotene Stage)

e SN (zysotene stage)

pac  FHERHH (pachytene stage)

dip W4kHH (diplotenc stage)

div IR

dia & H (diaknesis)

xma 3% . (chiasma) (&3 xia)

Bilhm, MI,23,xy,(xla = 52): — KRR
B, 3BT R BA (EE XY), R XH
SREUR 52,

KT Rakaaill 5N L8R,
MEEABERNE AR GRS T E 36 fiEh
ED A Y FRRIE L 3% 4 FUE TR,

I ARENRECEER. REE, BIEN
EEAETIRE, BRENZAFEESE—EH

¥4 TTEHEADPRHREHILS

oz woE o8
:}'\ Homo sapiens R HSA

B R E Pen trogledyies PTR
& 12 18 |Pen poniscus rA
oK E 38 |Gerilla gorddlc GGa
FEAIEE |Gorille gorillz gorille GGG
B FIEBIE |Gorilly gorilla berenget GGR
b4 3 |Pomgo pygmacus PPy
¥ # f% |Hylobates lar HLA
B W IMaecaca mialstia MMI.
B B [Cercopithecus cethiops CAFR
. & Wik |Ateles paniscus APA
i E A B Crz’ce.mlmlj griseus CGR
& B M El  (Mésocricetus curatus MAU
v B R [Mas musenlus MMU
1 Bl [Mus poschiavinus MPO
WM /s Bl |Mus molossinus MMO
B i H 5 IMicrotus agrestis MAG
X B |Restus rarins RRA
bl W - |Rettus norvegicus “RNO
e B |Cevia cobaya CCO
& F |Oryetologus cuniculus ocu
R e (Mumticcus muntjock MMN
iz Muntidcus recvsei MRY

L Bos tanras BT A

12 Equts caballus ECA

g Eguns asinué EAS

T F- {Penthere leo PLE
B Pinthera tigris PTG

¥# 3 |Adcinonyx jubatus AJU
i Felis cattns ['CA

B 3 |Pelis comcolor FCO
iy Canis familivris CFA

B, R ERT R, Fm, EER
75 Getn AR A 49 10 S e O, BB E A
PPY7 (HSA 10), Rﬁﬂﬁﬁﬁﬁ3ﬁ§é@.ﬁ£’%}\
g 4 2 gt , S B q15, KB p21 KU
R EE S A AERE £ T, IR 4 PPY3
[HSA inv (4) (pl5 q21)1,

ST H RN, BENMA/RERR
K RME E iy (ISCN 1978),

(5 R ET R e B U T 0 e f R —
AfHoMmiaE e p. 145—154)



