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A Case of Chromosome 1q44 Deletion with Microcephaly
and Multiple Congenital Anomalies

Jeong Eun Lee, M.D., Jong Sik Jung, M.D., Ga Won Jeon, M.D., and Jong Beom Sin, M.D.

Department of Pediatrics, Busan Paik Hospital, Inje University College of Medicine, Busan, Korea

The 1q terminal deletion syndrome is a rare chromosomal disorder which was first reported by Mankinen et
al. in 1976. This disorder has shown to have broad and diverse clinical phenotypes. Specific phenotypes of
1q terminal deletion syndrome include microcephaly, seizures, psychomotor retardation, growth retardation,
abnormalities of extremities, corpus callosum, heart and genitalia. Although this disorder has diverse clinical
manifestations, almost all cases of 1q44 deletion syndrome have growth, psychomotor, and mental retardation
and progressive microcephaly. The first diagnosis of 1q44 deletion syndrome in Korea was made by fluorescent
in situ hybridization analysis in a 4-month-old girl with craniofacial anomalies, multiple congenital anomalies,
and growth and psychomotor retardation. We report the second domestic case of 1q44 deletion syndrome with
cleft palate, facial dysmorphism, single umbilical artery, foot abnormality, progressive microcephaly, growth

and psychomotor retardation which was confirmed by microarray for comparative genomic hybridization. We
also compare this case with previously reported cases of 1g44 deletion syndrome.
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Fig. 1. Clinical features of the patient. (A) Upslanting palpabral fissure, periorbital
fullness, telecathus, short and broad nose, flat nasal bridge, thin upper lip, downturned
corners of the mouth. (B) Prominent coronal suture, sparse, fine hair, low set ear,
micrognathia, retrognathia. (C) Cleft palate. (D) Rocker-bottom feet.
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Fig. 2. Cytogenetic microarray reveals chromosome 1g44 deletion.

A5 W 7} JA7IRE L Sl B Fok Folo)
B2 AT PRoIT ARE 99 ort Bl A 47)
A2 AF, AV, 9 BF 3 MR vRke 2 uheiid]
#7o] A o] F0]A)7] e AAA|RA0] glov] 53]
9= 7] Aeb) eobd] QY AL Fo] 270 1.
o)1 ek, we) 7Hr 17k 514 Shat e A vk
Q= A A Boln] Zobalgstel B 9 2]
AgA 7 Folr

!
2

1g44%= 6 Mbell aid== 149 ¢
9)® 1g44 AH TS 1 94
] o}y T shtolct 14
d Mankinen 5°] 215
a1 9lom! sfjell A% 2013 A %Eﬂﬂ Eleazb
7)) Ao} whko] A A7) ol q 753
Faick 19 A gk
O 7= A AA|, HER Ao
SFAEAL) A3 713, A, Z=2E g
Ho &5, A7 1%, vl *E*—mﬁmﬁé EL
ATk -2l AE7HA) Bae 1A
Al 1q442] AL 1Rl 7”594 gAke]
Sl o} v Wkt (Table 1). 22wz
0] A1 7h=r}sh )7t ok

7ML FHAET, WAL B 5 A2 H S o

o I

=
2

o
g
rﬂﬁrf
w2
1w o
=2
Y
(o]

rr

my g T
o

o2
ox
rlo

i —(ﬂ
olN
_V‘_L

o,
)
2

o
J
<

g
>
=
~
o

[‘[-)' ot
SLoon

J:’
Mo

ug
:

ruR 91N no, Y
o
b

e
et

1o fulﬂ
1o,
oy

i}
&

52
311_, offt

O

X &
it

U B2 2 | 0] gt A= Holx

Table 1. Comparison of Our Case with Previously Reported

12,13

1g44 Deletion Syndrome

Previously reported

Clinicalfeatures dzlcgi)nnts(rf?;), pc?ﬂL:e rn i
M/F=6:11
Growthretardation 15/16 +
Psychomotorretardation 1717 NA
CNS anomalies 13/16 -
CCA, thin corpus callosum 5/15 -
Seizure 15/17 -
Craniofacial
Microcephaly 15/17 +
Prominent metopic suture 2/3 +
Sparse, fine hair 2/3 +
Hypertelorism 6/12 +
Upslant palpebral fissure 3/4 +
Short, broad nose, flat nasal 10/15 +
bridge
Low set/dysplastic ear 9/15 +
Abnormal palate 1/3 +
Downfurned corners of the 2/3 +
mouth
Micro/ retrognathia 2/3 +
Extremities
Abnormal hands 5/15 -
Abnormal feet 6/16 +
Others
Cardiac anomaly 3/3 +
Genitalanomaly 4/13 -
Kidney, urine pathway 2/2 +

anomalies

Number of patients having the feature/number of patients

examined asto the feature

Abbreviations : NA, not available; CNS, central nervous
system; CCAs, corpus callosal abnormalities
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