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A Case of Partial Long Arm Deletion in Chromosome 2
with Multiple Anomalies

Jong Uk Lee, M.D., Dong Hoon Lee, M.D., Chun Soo Kim, M.D.
Sang Lak Lee, M.D., Jun Sik Kim, M.D., Tae Chan Kwon, M.D.
Jung Sook Ha, M.D." and Hee Jung Lee, M.D."

Department of Pediatrics, Laboratory Medicine" and Diagnostic Radiologyf
College of Medicine, Keimyung University, Daegu, Korea

Partial long arm deletion in chromosome 2 is a rare disease in world-wide. The dis-
ease is characterized by multiple anomalies of craniofacial, extremities, cardiovascular
system, hypotonia and mental retardation. We report a premature infant with long arm
deletion of chromosome 2 who was diagnosed by clinical features and chromosomal
analysis [46, XX, del(2)(q36-ter)]. She had multiple anomalies including microcephaly,
frontal bossing, micropthalmia, low set ear, short webbed neck, horseshoe kidney, ventri-
culomegaly and cardiac anomalies of patent ductus arteriosus, atrial septal defect, ventri-
cular septal defect, and pulmonary hypertension. A brief review of literature is included.
(J Korean Soc Neonatol 2002;9:220-225)
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Fig. 1. Facial appearance of patient showing low set ear, epicanthus, in-

verted eye ridge, frontal bossing,
micrognathia.
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micrognathia, short webbed neck and

Fig. 2. Abdominal MRI in coronal plane showing
fused corresponding poles of both Kkidneys compa-
tible with horseshoe kidney (dots).
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Fig. 3. Brain MRI in coronal plane showing ventri-
culomegaly and periventricular leukomalacia (arrow).
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Fig. 4. Chromosomal analysis showing abnormal chromosome 2 (circle) which has
terminal deletion of long arm; 46, XX, del(2)(q36—ter).
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Table 1. Manifestations of Individuals with Terminal Deletion of Chromosome 2q

Sanchez" Youn, Gorslg Linm Wan, Wikt(l)lr) Present
(1983) et al. et al’ et al.”’ et al. et al. case
(1983) (1989) (1992) (1994) (2001)
Deleted segment a35-qter q36-qter  q37-qgter q37.2-qter aq37-qter a37-qter q36-qter
GA full term 37 wks full term 33 wks 36 wks full term 34 wks
Low BW B B B B B
(<5%ile) + +
Sex F F M M M F F
Microcephaly - - -
Frontal bossing + + - - + + +
. . high high
Clzitcl?erdh[l)i?ate hlggaﬁartcehEd pggge arched - - arched -
palate palate
Micrognathia + - + + - + +
Antimongoloid
palpebral + + - - - =+ +
fissure
Long eyelash — + + - -
Low set ear + + - - - + +
Short neck with B B B
redundant skin * + * *
Abnormal nipple - inverted inverted - accessory - -
Hand and syndactly syndactly - B partial
foot anomaly (finger& toe) (finger & syndactly syndactly -
toe) (toe)
Simian crease + + - - - + +
PDA, ASD,
. B B B Small VSD, VSD, MR.
Cardiac defect PDA PDA, ASD PFO, ASD pulmonary
hypertension
Renal anomaly — - - - horseshoe - horseshoe
kidney kidney
spina bifida abg(])\]rrbpal
microstomia occulta I h lasti b al CNS
thin lips seizure Smal cars ypoplastic acrocephaly abnort
. thin buttock (ventriculomegaly,
hypoplastic nasal  arachnod . p (coronal & .
. ) deeply upper lip prominent . white matter
Unique feature alae external actlycupid lambdoidal .
strabismus bow mouth set eye depressed heels short suture necrosis),
nasal palpebral . hyperbilirubinemia
maldeveloped genu varum brid £ synostosis) . halmi
antihelix flat nasal ridge 1s}slures micropthalmia
bridge short
sternum
Abnormal tone hypotonia - hypotonia hypotonia  hypertonia hypotonia hypotonia
Psychomotor + + + + NA + NA
retardation

GA, gestational age; BW, birth weight; M, male; F, female; PDA, patent ductus arteriosus; ASD, atrial septal defect; VSD,
ventricular septal defect; PFO, patent foramen ovale;, MR, mitral regurgitation; CNS, central nervous system; NA, not

applicable.
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