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A Case of Partial Monosomy 10q with Partial Trisomy 22q due to
Maternal Balanced Translocation

Seung Ho Yang, M.D., Eok Soo Suh. M.D." and Woo Taek Kim, M.D.

Department of Pediatrics, School of Medicine, Catholic University of Daegu,
Daegu Veterans Hospital, Daegu, Korea.

Partial monosomy of chromosome 10q is a rare chromosomal anomaly. Most cases of
partial deletion 10g have chromosome breakpoints in the 10925 or 10g26 region. Recently
about 30 cases with breakpoint in the 10g26 region have been reported. Partial trisomy
of chromosome 22q is also a rare chromosomal anomaly. Most cases of partial duplica-
tion 22q are 22q proximal segment duplications known as Cat-eye syndrome. The other
cases, 22qll.2 microduplications and 22q distal long arm (22qter) duplications, are also
reported but exceedingly rare. We experienced a male neonate who had facial dysmor-
phisms, congenital heart defect and cryptorchidism. His chromosomal analysis revealed an
deletion of chromosome 10q26.1qgter and duplication of chromosome 22qll.2—xqter caus-
ed by maternal balanced translocation e.g. partial monosomy 10q and partial trisomy 22q.
Although some cases of partial monosomy 10g were accompanied by other chromosomal
abnormalities, this combination of chromosomal abnormalities has not been reported in
the literature. (J Korean Soc Neonatol 2006;13:288-293)

Key Words : Partial monosomy, Trisomy, 10q, 22q, Balanced translocation

o Fyel = 18w Ras
SIS

yO— 208 AAA g BE AN ER SR QAR

oo r AFF, v FE, 7D T <t 7l

B3 AHA A L A AR Fus, 22q ¥

109 QA gere] RE AAPe =8 Gy o] B TR @ fYom B F IO 29 P N

gow oFotATFol FukE AFZ AAE IF & A 291% F52A Cat-eye syndrome (CES)©]

AL A G okl A A A% 2 e P Wl ®auEglen, 22q112 vIAIF S (micro-
A7) A3ke Sukstml gile] A9 10925 =& duplications)¥ 22q ¥91H-(22qter) THE LHEHIL

1026914 83 (breakpoint) & 7RI, 19786l Pok wlg =BTt AxEe ohwy s)@at A3

Aa 71sd oYl AAA FejolM= F4 o B 4 AR, RG-S 743 Holel Al A HAE

AYAA: A OFRAA G 4% 3056-6WA) Agatel Al 10MF} 228 FAA kel FHAY

Qe ey 9 ol o 2J3t 10g26.1—yterd] F-& A3} 22q11.2—yter

Tel : 053)650-4250 Fax : 053)622-4240 o] BE xRe 31746_]_913“1, 108 AAMA Agbe] B

E-mail : wootykim@ cu.ac.kr

- 288 -



— 109 A e P GA 220 A Feke] B8 AAY —

ol Pl F9- 108 AMA gkl R AL}
€ o @A olgel mad wk gley? ¥ 10
A 22wl G AA kel
F7HA AAA
2 wEd wph dch

01

2l

o
-
ul

L 100 oM, 19, ol

oo ¥ i

=

w P
r O
g
e
o,
oftt
of\

T
0=
u
g
o
ay
™
ol
£
-z
td
frt

o
Ru)
2

T
2
Eu
‘2,
)
&
X
=~
e
S
Eu)
o
(]
e
of\
o
fu

o © o2 & rlg &

(TR -3
S ™ o
> T
ro
R
4 =2
&
B oo T
o(l)leLlo
}mé
e
o 3
-
(e}
P
o?l:r
op S
Ei&
EG]

O
I
&

»
]
tlo
52
e
>0 OE
8
= rlo
o
32
o %2
£ T e
oft r%
o
2
Lo = oaN

T
o
-

= 1

o
ox
o Borr
A
rlo
fz
o,
B
52
2
&
&
0
=
&
Q
a

O om Rfo o X oo
fol o i
o

ool ML

i
e

| 23 7N 2Ed
Pzt 71 ol 7]EE Sold HH2 gt
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A7 41 cm (<10 HE997), 79 29 cm (<10 W&
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TEF 583/E, WukE 1163)/%0lAtk AN AT
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A Hwx " HARE AL
147 g/dL, HETF &3 434%, WIETSF 12,000/
mm’, 2% 178,000/mm’e1 %1, A5+ AAME Na/
K/Cl 147/5.4/110 mEq/L, Ca 9.7 mg/dL, BUN/ Cr
80/1.6 mg/dL, AST/ALT 41/11 IU/L, % 93 mg/
dLZ Z#olede] =A FRlEJAo F2 AV
B44AS 29 43U ESR, CRP 2 &2¥UAR:=
Adeldeon, g AW g agHiE BT &
ol WY HAlelA TORCH IgM HAR:=
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Fig. 1. General appearance of the patient showed hypertelorism and
flattened nasal bridge and micrognathia (A), short neck and low placed

nipple (B).
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AL JeERR o ti(Fig. 2), obHAe] gL A
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Fig. 2. GTG-banded partial karyotype of chromo-
some 10 and 22 pairs from mother showed a karyo-
type of 46, XX, t(10:22)(q26.1;q11.2) (A). The pa-
tient’s chromosome was identified as 46, XY, der(10)
t(10:22)(q26.1;q11.2)mat caused by maternal balanced
translocation (B).
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Table 1. Comparison of Clinical Manifestation of Partial Monosomy 10q, Cat-eye syndrome, Microduplication
22q11.2, Distal Trisomy 22q and Our Proband

Characteristic Partial MOI’IOSAO%l%) Our Cat—Eye]é) Microduplligallg)ion Distal ’I;rgomy
10q (dell0g26)™ ™ Proband  syndrome 22q11.2° 22q”
Number of patients 21 90 13 17
Low birth weight 5/18 + 7/8
Postnatal growth retardation 15/19 7/12 6/8
Psychomotor retardation 20/20 6/6
Cognitive deficits/ 56% 11/11
behavior problems
Craniofacial
Microcephaly 8/18 + 2/13 11/13
Long narrow face 10/19 - 6/13
Hypertelorism 10/16 + 70% 9/13 11/13
Ocular coloboma - 61% 0/13
Strabismus 13/13 - Not Indicated
Epicanthic folds + 65% 2/12 7/13
Microphthalmia + 39%
Palpebral fissures
Upslanting 1/14 2/12 6/10
Downslanting 5/14 + 68% 9/12 2/3
Horizontal 8/14
Malformed/low—-set ears 17/18 + 69% 5/12 15/16
Preauricular anomalies - 86% 1/12 2/2
Flattened nasal bridge 16/20 + 4/13 8/12
Cleft lip/Cleft palate or
absent uvula - 31% 5/13 9/15
Micro/retrognathia 3/19 + 56% 6/12 5/5
Short neck 9/13 + 9/13
Abnormal nipples 4/5 + 3/8
Limbs
Hypotonia 11/15 - 6/12
Skeletal anomalies 7/21 + 73% 3/8
Fingers/toes anomalies 3/16 + 5/12 8/13
Others
Congenital heart defects 8/21 + 63% 2/12 9/12
Hernia 3/21 +
Anorectal anomalies - 81% 0/13
Urogenital malformation 11/21 + 71% 5/11 7/13
Hearing loss - 16% 5/12 2/2
3, AEFAAE BAY, AEARAG 2o AWY A GRS PR AN A9 2 2 BB @
A% Aol oF /3004 mold, FEnY, 2T FPoR FENEL 4AA AKe Fol we wa
e Mgy Agw Z Fubhgt ol g ohgeA dEE”, 22 R FES
229 GAA AL AAFAre] ZEH = GAA Cat-eye syndrome (CES), 22ql1.2 "AlFE, 22q
oo AFE FASE A9t v =R doew & A9y FHOR Wrojxdd?. CESS 22q 9N F
A glon Ay marelay 9w FE AAAY EOR 22q Hi TEH FolA 7PF @ol RiHUS
FoR 3HE Udo®, B Fde 22 28 44 ¢ 3Ankd 9E, xAAED, FRANTS, R4
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