
REDISCOVERING
THE PHYSICAL EXAM
Listen to Your Patients: A Diagnostic Clue
A
newborn female child was delivered by cesarean after
37 weeks of gestation, complicated by intrauterine
growth retardation. Her weight was 1610 g (<3rd

percentile), length 42 cm (<3rd percentile), and occipito-
frontal circumference 29 cm (<3rd percentile). She was noted
to have micrognathia and mild hypotonia. An echocardio-
gram showed multiple, small ventricular septal defects; no
abnormalities were detected by cerebral and abdominal ultra-
sound examinations. In the first days of life, she was noted to
have a high-pitched, monochromatic cry, resembling the
sound of a cat [Audio File; available at www.jpeds.com].
Cri-du-chat syndrome (OMIM #123450) was suspected
and a karyotype with banding confirmed the terminal
deletion of a portion of the short arm of chromosome 5
(Figure).

Cri-du-chat syndrome, also known as 5p deletion
syndrome, or 5p- syndrome, was first described in
1963 by Lejeune et al1 and is among the most common
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Figure. Partial chromosome analysis of the presented case
showing a terminal deletion of a portion of the short arm of
chromosome 5.
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chromosomal abnormalities with an incidence ranging
from 1 in 15 000 to 50 000 live births.2,3 Clinical fea-
tures are variable and often include microcephaly,
round face, hypertelorism, epicanthal folds, microgna-
thia, low-set ears, hypotonia, developmental delay, in-
tellectual disability, and malformations of brain, heart,
and genitourinary system. Although many affected indi-
viduals have similar overlapping deletions, there is no
common recurring breakpoint. The high pitched cry
has been attributed to multiple regions within the short
arm of chromosome 5 and likely depends on congenital
anomalies of a narrow and diamond-shaped larynx
along with a floppy and small epiglottis.2,4

Physicians have always used their bodies as an instrument
to make a diagnosis: inspection, palpation, percussion, and
auscultation, and even smell and hearing. Even with highly
technological diagnostic advances, a doctor’s senses have
not been yet replaced by instruments and tests, as illustrated
by this case.-

Data Statement

Data sharing statement available at www.jpeds.com.

Fiorentino Grasso, MD
Department of Translational Medicine

Rita Genesio, PhD
Department of Molecular Medicine and Medical
Biotechnologies

Nicola Brunetti-Pierri, MD
Department of Translational Medicine
University of Naples Federico II
Napoli, Italy

References

1. Lejeune J, Lafourcade J, Berger R, Vialatta J, Boeswillwald M, Seringe P,

et al. Trois ca de deletion partielle du bras court d’un chromosome 5.

C R Hebd Seances Acad Sci 1963;257:3098.

2. Niebuhr E. The cri du chat syndrome: epidemiology, cytogenetics, and

clinical features. Hum Genet 1978;44:227-75.

3. Cerruti Mainardi P. Cri du Chat syndrome. Orphanet J Rare Dis

2006;1:33.

4. Nguyen JM, Qualmann KJ, Okashah R, Reilly A, Alexeyev MF,

Campbell DJ. 5p deletions: current knowledge and future

directions. Am J Med Genet C Semin Med Genet 2015;169:

224-38.
171

http://www.jpeds.com
http://www.jpeds.com
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref1
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref1
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref1
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref2
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref2
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref3
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref3
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref4
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref4
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref4
http://refhub.elsevier.com/S0022-3476(20)30601-6/sref4
http://crossmark.crossref.org/dialog/?doi=10.1016/j.jpeds.2020.05.015&domain=pdf

	Listen to Your Patients: A Diagnostic Clue
	Data Statement
	References


