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Terminal Deletion of the Chromosome 4q
with Hemivertebra: Case Report

The terminal deletion of the long arm of chromosome 4 is a very rare autosomal abnormality with an
approximate incidence of 1in 100,000 and overall mortality of 28%. This syndrome is characterized
by craniofacial and digital anomalies, developmental delay, growth retardation, skeletal and cardiac
anomalies, and autism spectrum disorder. We experienced a case of the terminal deletion of the long
arm of chromosome 4 in a 2 day-old female neonate who showed developmental delay, craniofacial
anomalies, skeletal and extremity defects, and cardiovascular defects. Here, we first report hemiver-
tebra in an infant with terminal deletion of chromosome 4q and discussion previous case with a brief
review of the literature.
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Fig. 1. In this case, female infant had clitomegaly.

Fig. 2. The infantogram showed semisegmented hemivertebrae on
L1-L2 (arrow).
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Fig. 3. Both tibia length discrepancy was shown on both lower leg X-
ray.

2020 March;31(1):44-49

m

o] BAF o™, 7175] 60-703/% JEe] WEF D
T ol mglth AR QRel A A 7]

=)

= -1

(ot do

ol
=04 2 W (generalized flaccid muscle tone), B3 4t
(traction response), A A WFA}(suspension reflex)i= 2k}
L A BRALE 0 Hhg-S Bl o Wz} Fo] S Kol
AT}

AAL 27 Y A 22N AAPS A4 17.5 g/dlL, §l
PRSP E 49.8%, WET 17,200/mm’ (EFT 73%, W=
9%, T8 15%), D23 5= 226,000/mm’ ST} B2 N 435}
g} ke dald HARY @9 71 mg/dL, sodium 137 mEq/L,
potassium 5.1 mEq/L, chloride 106 mEq/L, blood urea nitro-
gen 13.1 mg/dL, creatinine 0.89 mg/dL3it}.

7hs A 2go] APl A H 5 L1-1L2 levelol A ¥H 53
o] FH UHFig. 2). th =4 VG &= 7w o] Zo] &
A7} 1= A o™ (Fig. 3), ¥5 5HA &71ehe] dw 55

H
[0 oo o o

al < Yol BEE ] L T AAR
Asto] A7 Ao AdstgSE AN = 5ol 24L ]

https://doi.org/10.14734/PN.2020.31.1.44 45



Ko SH, et al. The deletion of the 4q PeﬂllﬂtOlOgV

ZLauy
& mmHg

Fig. 4. Echocardiography on day 12 of life showed a (A)
& small-to-moderate atrial septal defect and (B, C) mode-
rate-to-severe pulmonary arterial hypertension.
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Fig. 5. Microarray-based comparative genomic hybridization (Cytoscan
750K array, Genome build: Hg19; Affymetrix, Santa Clara, CA, USA)
refined the breakpoints to del(4)(q31.3). The full result read as 46,XX.arr
4931.3935.2(155102072_190957460)x1. del, deletion; arr, array.
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Table 1. Comparison of the Clinical Characteristics Found in this Case
with Those of the 101 Patients Reviewed by Strehle and Bantock®

Characteristic Our case Review (n=101)

Male:female ratio Female 091 (48:53)

Abnormal parental chromosome 14% (13/53)

Unknown (
Prematurity - 14% (12/85)
(

Developmental delay + 94% (77/82)
Craniofacial anomalies +

Micrognathia, high-arched palate 99% (100/101)

Ocular defect - 44% (44/101)
Hearing defect +* 37% (16/43)
Digital anomalies +

Clinodactyly 88% (89/101)

Skeletal and extremity defects +

Semisegmented hemivertebra 54% (54/101)

Muscular defect +

Hypotonia, weak traction response 45% (45/101)

Cardiovascular defect +, ASD, PAH 50% (50/101)
Respiratory tract +, Laryngomalacia 32% (32/101)
Gastrointestinal tract +, GERD 40% (40/101)
Hepatobiliary system and pancreas  No known abnormalities  17% (17/101)

No known abnormalities 8% (8/101)
6% (6/101)

Lymphatic system and spleen (
(

No known abnormalities  19% (19/101)
(
(

Endocrine system No known abnormalities
Renal and urinary tract
28% (28/101)

43% (43/101)

Genitalia +, Clitomegaly

Skin/hair -

Abbreviations: ASD, atrial septal defect; PAH, pulmonary arterial hypertension;
GERD, gastroesophageal reflux disease.
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