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Methodology of Human Chromosome Studies
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Table 1. The syndrome due to ancuploidy of the autosomes

Syndrome

Down’s

Patau’s

Edward’s

”
(double trisomics)

anti-mongolism (aut-
osomal monosomy)

Triploidy

The 5p(Cat-cry)

The 4 p(Woli-
Hirschhorn)

The Dq
The 18p

The 18q

Ring autosome

Reciprocal transloca-
tion (Robertsonian
translocation)

Mosaic mongol

Characteristics and incidence

Karyotype

Authors and yvears

V4

V4

n

14

14

7"
4

/4

14

abnormal phenotypes, mental def-
iciency, 1. 5/1000

17
7?

7

abnormal phenotypes, mental def-
iciency, 0.06-0.20/1000

n 0.12/1000

Very severe congenital anomalies,
0. 15/1000

”
high incidence(2-10%)

”
high incidence(2-10%)
rather opposite of Down’s
syndrome, mental retardation

chromatin negative, mental defect,
intersexuality, very rare

7
n

multiple anomalies, so rare

male formed boy, so rare

mewing cry of affected babis,
mental defect, 1/50, 000~
17100, 000

no cat-cry, more profound defets
theninthe 5p. 1/165, 000

Patau-like features, very rare

mental deficiency, ocular anomal-
ies, sporadic and rare

mental defect and other abnorma-
lities, sporadic and rare

various phenotypic abnormaii_tic}s
ranging from those characteristic
of deletions to those of trisomies

abnormal phenotypes, 0. 5%

down-like features, much rare

47 XX or 47 XY,
G*(95%)

46 XX or XY, D-,
t(DqGq) (less than 2%)

46 XX or XY, G-,
t(GqGq) (1%)

mosaic of 46 XX or
XY/47 XX or XY,
G* (2.5%)

47 XX or XY, D(13)*

mosaic of 46 XX or
XY /47 XX or XY,
D3y

47 XX(or XY), E(18)*
48 XXX, E(18)*
48 XXY, E(18)*

45 XX or XY with a
deletion o. a G(21)

69 XXY

69 XXX
69 XYY
mosaic of 46(21n)/69

(3n)
48 XXYY )71 XXXYY

deletion of the short
arm of chromosome

No. 5

deletion of the short
arm of chromosome
No. 4

46 XX or XY with
deleticn of the long arm
of D

46 XX or XY with del-
etion of the short arm
of chromosome No. 18
46 XX or with one-qua-
rter to one-third of the
lodg arm of chromosome
No. 18

ring D, E,and G

two chromosome exch-
ange acentric fragments

46 XX/47 XX, 177 or 18%

Lejeune et al. 1959
Collmann & Stoller 1962

Richards 1867
Soudek et al. 1968

Richards 1967

Patau et al. 1960

Zellweger & Abbo 1967
France et al. 1967
Green et al. 1968

Yu et al. 1970

Edward et al. 1960
Taylor 1969

Taylor 1970

14

Lejeune et al. 1964
Polani 1969

”
"
Schindler & Mikamo 1970

Schmid & Vischer 1967

Lejeune et al. 1963
German et al. 1964
Warburton et al. 1969
Polani 1969

Sidbury et al. 1964
Wolf et al. 1965
Taylor 1969

Laurent et al. 1967
Taylor 1969

Grouchy et al. 1963
De Grouchy 1969
Fischer et al. 1970

Grouchy et al. 1964
De Grouchy 1969

Polani 1969
Turpin et al. 1959

Court Brown 1967

La Marche et al. 1967




Table 2. The syndromes of sex chromosome aneuploidy

Syndrome Characteristics and incidence Koryotype Authors and years
Klinefelter's(XXY) male, seminiferous tubule dysgen- 47, XXY Jacobs & Strong 1959
) esis, mental retardation, 1/1000 Court Brown 1967

XXX female, sexual abnormalities, 47, XXX Jacobs et 2. 1956
mental deficiency, 1.2/1000 Maclean et al. 1964
Turner’s(X0) female, overian dysenesis short 45 X Ford et al. 1959
stature under 5 ft. mental retard- Maclean et al. 1964
ation, 0, 4/1000
XYYy male, tall stature, mental defect, 47, XYY Casey 1966
antisosial behaviour, 1.7/1000 Ratcliffe 1970
Poly X female, almost normal physically, 48, XXXX Telfer 1970
mentally defective, so rare
" female, mentally defective, exces- 49, XXXXX Keseree & Woolley 1963
sive rare
Poly X, Y male, feature of Klinefelter’s 48, XXXY Alonsson et al. 1966
syndrome, mental defective
7 male, feature of Klinefeter's 49, XXXXY Alonsson et al. 1966
syndrome, severe mental defect
” combined features of 47 XXY, 48, XXYY Casey et al. 1966
47 XYY, so rare
XY Female testicular feminization with female 46, XY Mckusick 1966
external genitalia, 1/65.000 Hamerton 1969
XX Male Klinefelter’s phenotype, very rare 46, XX no Ychromosome Boczkowski et al. 1969
Structural abnormal- Turner’s phenotype, rare 45, X abnormal! X Ford 1969
ities of the X
chromosome
Duplication of the Y symptoms of XYY syndrome, 47, XYY (a long Y El-Alf 1970
chromosome chromosome)
Deletion of the Y symptoms of the Turner’s 46, XY (deleted small Jacobs 1969
chromosome syndrome, Y fragmen)
Y Isochromosome immature female, normal testicular 46, XY(a short metac- Klevit 1963
development ‘entric Y) Ross 1966
Dicentric phenotypic female, overian dygenesis 46, XY (dicentric Y)  Yunic 1965
Angell et al. a970
Translocated gonadal dysgenesis, very rare mosaic of 45, X and Federman et al. 1967

Y chromosome

46 including D/Y

1. BEHSt:E(Autoradiography)
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2. BYeetaE(Quinacrine fluorescence stain-
ing method)
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# (quinacrine) X ¥)1}=.4 - vh4 el = (quinacrine mu-
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3. #&v*(Heating giemsa staining method)
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