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} X-mactivation center {XIST )

B Genes located on the Y chromosome

Genes Location
SRY gene Yp
{pseudoauto:
- HGPRT region)
—— Hemopniia B Colony-stunulating factor 2 receptor a-chain Yp
- GBPD MiC2 gens Yp
- Pseudoautosomal region Z':;Cog’;s)e'; :,o?ee::\esex determination) Yp
Ribosomal prolein S4 gene Yp
Histocompatibity-Y antigen gene (H-Y gene) Yqt1”
Major gene lor stature Yqii*
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Gonadoblastoma gens Yqii1®

“Tentative assignment

C Model for the initiation of X inactivation

2 2 2
Transcription from Destabilization of XIST Silencing by methytation
both X chromosomes RNA on active X of X/STgensa on active X
of XIST ANA chromosome by chromosome; Cis-acling
timiting lactors and stable XIST RNA binds lo
RNA turnover inactive X chromosoma
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A Numerical chromosomal abnormalities

B Origin of triploid conceptions
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Condition Notation (Pf": f-'nar Frequency
" e
Normal Mechanism Maternal) (%)
Normal femate 46 XX Dispermy fertdization of a normal
Normal mate 46, XY haplond egg by two individual sperm 21 40
Numerical abnormalities Drandry | terthzaton of a normal
Tnploidy 69, XXX, 69 XXY, 63 XYY haploid egg by 2 diploid sperm
Tatraotondy 92 XXAXX bacause of 2 meosIs | error 23 15
Monosomy for 13 45.%XX.-13 Diandry Il tertlization of a normal
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Maosarc tor 21 A7 XN +21/46 XX
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ferthzing a ciplowd egg because
of a meiosis | error 12 75
Digyny B a single haplod sperm
terizing a diptoid 8gy because
ol a rmetsis il erior 12 125
Non.nlormative k4 25

C Nondisjunction during meiosis

Note N/A = not apphcable

Nondisjunction
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/N

/N
® @
N/
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@\O/O

9..
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Trsomy Monosomy

Nondisjunction
at Meiosis 1!
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Monosomy

in

Tnsomy

Parent

Melosis |

Meiosis 1}

cerm

D Mechanism for unlparental disomy

o

Nondisjunclion
» “ Maternal meiosis | error

i

Maternal UPD 35
Prader-Willi syndrome

./‘%

i

Trisormc
rescue Normal
Trnsomy 15 ﬁg
Spontaneaus Normal
abortion
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A Symbols used in cytogenic nomenclature

Symbol Description

P Short arm of chromosome

q Long arm of chromosome

ace Acentnc

cen Centromere

del Deletion B G-banded human chromosomes

der Daerivative chromosome rerY

dic Oicantric chromosome 3 ‘ ’. i

amin Double minule cnromosome g P 7 '

dug Dugiication “ b x ¢ t (

fra Fragile site

hst Homogeneously staining regon s “ ’ ‘) \

1 Isochromosome :“ »_': : ¢ 3

ns Insertion ’ P ' x , ‘ ‘

nv inversion ( i ‘ ' {

1G] Loss of genetic matenat ‘ ‘ * ‘ ! <

{+) Gain of genalic matenal .l 2 s ! 7

' Ring chromosome ‘ | t l ! ‘ L l ) 1

cp Raciprocal [ ] ' ‘

b Robensoman transiocation 1 24 " e 8

() Semicoion, separates chromosome )| ! i s} ‘
and chromosome regtons when ‘w0 ” » x|
siructural rearrangemenis involve

more than one chromosome
t Transiocation

ter Terminal
pter End of the short aim
qler End of the long arm

C Standard human karyotype

— 2p16

D Nomenclature for banded
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