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Pseudoisodicentric X chromosome in a female with primary amenorrhea

Sang-Hee Park', Sung Han Shim', Mi-Uk Chin', Su Jin Kang', Sung-Mi Bae'
Soo-Min Sohn', Dong-Hyun Cha' 2, Tae Ki Yoon?, and Jung-Hyun Cho?

'Genetic Laboratory, Fertility Center of CHA General Hospital,
2Department of Obstetrics and Gynecology, Pochon CHA University, Seoul, Korea

A 24-year-old female with primary amenorrhea was referred for a chromosome study. The karyotype
of the patient was 46,X,der(X) under initial GTG-banding analysis. Fluorescence in situ hybridization
(FISH) analysis with an LSI Kallmann (KAL) region probe [probes for Xp22.3(KAL) and CEP(X) for
control] was carried out. The abnormal chromosome was KAL- and CEP(X)x2. In addition, interphase
FISH analysis revealed the patient to be mosaic for two different cell lines: 90% of cells had three signals
and 109 of the cells had only one signal for CEP(X). Based on these results, the karyotype of the patient
was 45,X/46,X psu idic(X)(p22.1), which is partial trisomy for Xqter—Xp22.1 and partial monosomy for
Xpter—Xp22.1. This karyotype was considered a variant of Turner syndrome. In summary, Idic(X) and
low-level mosaicism was successfully characterized by FISH analysis with a CEP(X) probe.

Key Words : Pseudoisodicentric X chromosome, Variant Turner syndrome, Interphse FISH, low level

mosaicism
M B oAt Aol BARA FerP . o5 GMA F Hlad
) Aol el dicentrice 7152 22 monocentric 2 F
Eil"] %DFZ.E-% 45,X9] ﬂﬁéoﬂ Q]-H —‘_51—7?)1;]0]7( = ’Pl‘%jza]'éj_’ 7H94 50474](centromere) '6‘ o]-L]—U]— 7]\_‘ o 7]_7_" 541’4-8)_
) B == s A © 15 O L
.{O_i Al AR S TSk Al F1AA-AS 52 YERAY Saffery 5 =90 H] 214 3H(inactive) § EA Aol =94 7%
U, Aol gl A aAle] s ol ejaA of #ojal= WAl Kinetochore—associated proteino] 2
= HY 2899 Y¥ T ARt YehlE s’ B Ee) 9l e-e pastg o), ojw 2o ofs] EAH 7} 7]
=4 = 5 = N &) O
Kim 570l g=el Hv g3 fhae] sife ZA el o mas) B oy weA4 b Arelol T Dicen
Eq—E‘?i, 45,X7]' 5080/0, EX}‘O]}‘]E‘O] 28.1%, del(Xq)7P 4.4%, tIlC Xv/] U ],x__]' l_z'__;g‘(z E%xqvq _AXL %_ J+ E./Ke]oﬂ ?J_’o%é]'
((XQ7HI6726S] EEE AT @, 5 S8 84 o e, X gaael mBH3E %4 nactivation
]}‘1 dicentric X ‘j}\ ﬂ‘: E%ﬂ] L]—E]—L]—U:]’ O] E% :[L}_Z'q] o] pattern) ] O]E_H O‘C]:% }?:]_7” Qq_l 2)
A 717 QAR ATe BARE Fejoln <zt ) Wl pHe TAAS Faw qele o Aol A AlES Qs
DA QA A2A BT AAE 6065 2 kel FISH W3-8 &3l pseudoisodicentric X &A1&
7“)“?} o 01“-4"“’17“\ %%3]'01_’ o H)& O] 45, cell lined} RAolA| &S &l

E*mail : medicho@hotmaﬂ‘com



A

o
DA L MUY P 1P wE olge] Ag
(157 cm)# #1563 kg)= AL, At Wuk A2, SFFE
golgieh. olshe A7 &, ok R Fpe] ko] A
Z39th S1gRE Sue o] Axslglont, 94l
ol 27 ol A itk AT L fgel wR AP
Ne 98 zEE Rgow 4

7
s
N
©
£
I
S
£
g
&
N
I
£
£
$

Pseudoisodicentric X chromosome

normal X
=z
—= ! 221
=
! B

psu idic(X)(qter->p22.1::p22.1->qter)

Fig. 1. A partial ideogram of the proband’'s X chromosomes.
Normal (left) and structurally aberrant X chromosome (right)
identified by GTG-banding. The rearranged X chromosome shows
one primary constriction and no indication of the second
centromeric region. Arrows indicate each breakpoint of the
chromosomes.
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Fig. 2. Fluorescence in situ hybridization (FISH) of the meta-
phase chromosomes of the proband with a LSI Kallmann (KAL)
region probe - KAL(Xp22.3) spectrum orange/CEP(X)(DXZ1) spec-
trum green. Hybridization with KAL(Xp22.3) spectrum orange
showed a single signal (arrowhead) on the normal X chromosome
and no signal on the aberrant X chromosome. Hybridization with
CEP(X)(DXZ1) spectrum green showed a single signal on the
normal X chromosome and two signals on the aberrant X
chromosome. Split signals (arrow) on the aberrant X chromosome
indicate a functionally inactive centromere.
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Fig. 3. Fluorescence in situ hybridization (FISH) on interphase nuclei. Hybridization
with an X chromosome-specific centomeric probe revealed a mosaic condition with
one cell line showing three signals (A) and the other showing a single signal (B).
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