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Brain MRI Findings of the
Cri-Du-Chat Syndrome:
A Case Report and Summary
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Department of Diagnostic Radiology, Presbyterian Medical Center, Jeonju, Korea

Cri-du-chat syndrome is a rare genetic disorder in which the patient presents with a character-
istic high-pitched monotonous cry and recurrent aspiration pneumonia, attributed to abnor-
malities in the larynx, epiglottis, and nervous system. The most prominent brain MRI findings
are the presence of pontine and cerebellar hypoplasia, which primarily involve posterior cranial
fossa structures. Although atrophy of supratentorial structures were also a common radiologi-
cal finding, it was considered to be a secondary change due to pontine hypoplasia. Here, we
present the case of a three-month-old patient presenting with cri-du-chat at our institution.
The patient also showed the presence of prominent pontine hypoplasia similar to previously
reported cases; however, contrary to other cases, there was a general delayed myelination of
brain instead of decreased myelination of anterior limb of internal capsule. Since the larynx,
pons, and cerebellum all originated from similar notochord level, which suggests anomaly in
early stage of development, laryngeal, and brain anomaly characteristically observed in the cri-
du-chat syndrome.

Index terms Cri-Du-Chat Syndrome; Pons; Abnormalities; Magnetic Resonance Imaging

ME

ST g dei gaixt Ae S350 2 ol oF 1:15000~1:500002] HI&2
Eflofutar QIek(1). 8, thfsla B Qe o4 A7 SHIsl| who] 5429l 34
a71e ZAANE| A A dokort, HT BAFEE Fotel FollA H 27|13 YA
474 1 AFAo] BlwA FeeiA|A PREh B 1EIH2.9). ojo] $-2lE 2o

Copyrights © 2020 The Korean Society of Radiology

Received May 9, 2019
Revised October 8,2019
Accepted October 18,2019

*Corresponding author

Eun Ae Yoo, MD

Department of Diagnostic
Radiology, Presbyterian Medical
Center, 365 Seowon-ro,
Wansan-gu, Jeonju 54987, Korea.

Tel 82-63-230-8388
Fax 82-63-230-8387
E-mail silver-824@hanmail.net

This is an Open Access article
distributed under the terms of
the Creative Commons Attribu-
tion Non-Commercial License
(https://creativecommons.org/
licenses/by-nc/4.0) which permits
unrestricted non-commercial
use, distribution, and reproduc-
tion in any medium, provided the
original work is properly cited.

ORCID iDs

Jin Sol Choi

https://
orcid.org/0000-0002-7034-8243
Eun Ae Yoo

https://
orcid.org/0000-0001-7903-354X
Jin Ok Choi

https://
orcid.org/0000-0002-6691-6877
Soo Jung Kim

https://
orcid.org/0000-0001-7861-6217

979


http://crossmark.crossref.org/dialog/?doi=10.3348/jksr.2020.81.4.979&domain=pdf&date_stamp=2020-07-30

} chr_I-oéIAoI-glﬁ_ll-ilxI

BEES RO & X7 |SEEY

Fig. 1. Athree-month-old boy with cri-du-chat syndrome.

A, B. Transcranial ultrasonography of the patient. Sagittal scan (A) shows brain stem hypoplasia, especially
prominent in pons (arrow), and thinning of the corpus callosum (arrowheads). Coronal scan (B) shows both
frontal horn dilatation, suggesting the atrophy of both cerebral hemispheres, which is a secondary change
due to pontine hypopla5|a
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Fig. 1. Athree-month-old boy with cri-du-chat syndrome.

C. Axial T1-weighted images show brain stem hypoplasia, most prominent in pons, with a normal cerebel-
lum. Mild atrophy of both frontal and temporal lobes and dilatation of both frontal horn (asterisks) are also
observed, which are secondary changes due to brain stem hypoplasia. Both posterior limbs of internal cap-
sule (arrows) are myelinated with high T1 signal intensity, but both anterior limbs of internal capsule, ven-
tral brain stem, and corpus callosum splenium are not myelinated and show low T1 signal intensity. This
suggests general delayed myelination for his age.

D. Sagittal T1-weighted image shows brain stem hypoplasia, especially prominent in pons and thinning of
corpus callosum. No cerebellar hypoplasia or mega cisterna magna are observed.

https://doi.org/10.3348/jksr.2020.81.4.979 981
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Table 1. Brain MRI Findings of Cri-Du-Chat Syndrome in Reported Cases

Findings n (%) References
Pontine hypoplasia 8(66.7) (2-6), (9)
Cerebellar hypoplasia 6 (50.0) (4), (5), (7)
Mega cisterna magna 6 (50.0) (2), (4),(8)
Corpus callosal thinning 6 (50.0) (), (4), (5), (8)
Microcephaly 4(33.3) (4), (6), (1), (9)
Lateral ventricle dilatation 3(25.0) (4), (5)
Decreased myelination 1(8.3) (2)
Dandy-Walker syndrome 1(8.3) (8)

Above results from review of published case reports from 1993-2018 (2-9).

AR o] AL BATTaol Rt BEE = SRS A2 ofUT wkAk AP
(pontocerebellar hypoplasia), 41714 &2} %ol (congenital disorders of glycosylation), 4%
g T 0]9 LS (congenital muscular dystrophy), B]<0te] Ak]5-31 (cerebellar disruptions) &
ol BEardE Bi7E QIek(7). whEbA o] 2 AR 2 BASEe] Wdolls IA kol HA|
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