AR
CLINICAL CASES

https://doi.org/10.17816/PTORS16047

LOEYS-DIETZZR A E (SCHRERIR R R B #38 )

LOEYS-DIETZ SYNDROME
(literature review and case description)

© O.E. Agranovich', S.Yu. Semenov?, E.F. Mikiashvili', S.V. Sarantseva®

"' H. Turner National Medical Research Center for Children’s Orthopedics and Trauma Surgery,
Saint Petersburg, Russia;

2 Children’s City Hospital No. 22, Saint Petersburg, Russia;

3 Petersburg Nuclear Physics Institute named by B.P. Konstantinov of National Research Centre
“Kurchatov Institute”, Saint Petersburg, Russia

m For cifation: Agranovich OE, Semenov SYu, Mikiashvili EF, Sarantseva SV. Loeys-Dietz syndrome (literature review and case description).
Pediatric Traumatology, Orthopaedics and Reconsfructive Surgery. 2020;8(1):83-94. https://doi.org/10.17816/PTORS16047

Received: 14.09.2019 Revised: 15.11.2019 Accepted: 10.03.2020

Wik: Loeys—DietzZi &Mk & —Fh 5 WL & YL oK W MR AL i S 4 2 2, LLOILE RS FEA
FHE, fEEZMIAES ARG T T . EIRSCERT, &A T ZIWBRAESRFI R, R A XL
B B ARG B FR 7 B AT R

BRMRER . A A —17% Loeys—Dietz i S iE B E IR MEL, HiSWrgh B IR HIFSE .

8. A T ISR IZE I SCER, HE T w ek, LRz LIGREI . Loeys—Dietz4g
BAER) T EREAR A S K SR (B LA 2 F AR ) « Bk A #h (EEEIEME) .« Rt
HRETEE L. RN, XL RIS RAEAE T T E B I IX 0 .

S, MZWHEATBAERAE, UAKAZ R ERITRIT, FHORRER. MAE¥E. B8
B, UBHEASE L FKIATEEESIZASWEE, AT RER R A, HiEKLoeys—DietzZE &1k R
H I FEA o

KB LoeysDietzZiB1iE; B ESNKI)ZE; EGshlikE i, HEiAEKET-B.

Background. The Loeys-Dietz syndrome is a rare autosomal dominant connective tissue disorder characterized by the
pathology of the cardiovascular system in combination with various anomalies of the musculoskeletal system. In modern
literature, there is neither any information about the frequency of pathology nor any algorithm of examination and
treatment for patients with this syndrome.

Clinical case. The article presents a clinical observation of a 7-year-old patient with Loeys-Dietz syndrome with
a genetically confirmed diagnosis.

Discussion. This article provided a literature review, examined diagnosis issues and differential diagnosis, and presented
the clinical picture of the syndrome. The main symptoms of Loeys-Dietz syndrome are artery aneurysms (most often
in the aortic root), arterial tortuosity (mainly the vessels of the neck), hypertelorism, and bifid (split) or broad uvula.
However, the combination of these symptoms is not found in all patients with this disease.

Conclusions. The article emphasized the importance of a genetic verification of the disease, as well as a multidisciplinary
approach to treatment with mandatory dynamic monitoring by specialists such as a cardiologist, neurologist, orthopedist, and
pediatrician, which help prevent the development of complications and increase the life expectancy of this group of patients.

Keywords: Loeys-Dietz syndrome; aneurysm and dissection of the aorta; generalized tortuosity of the artery;
transforming growth factor-p.
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