ISSN 1560-4071 (print)
ISSN 2618-7620 (online)

POCCHUUCKNI )
KAPAUOAOTUYECKMU XKYPHAA

Russian Journal of Cardiology

HAYYHO-TTPAKTUYECKMIA PELIEH3MPYEMbIA MEAMLIMHCKI XKYPHAA

POCCUNCKOE KAPAMOAOTUYECKOE OBLLLECTBO

B HOMEPE:

BoAe3Hb AaHOHa Y >KEHLWH: COBPEMEHHbIN B3rASA Ha NPoOAeMy:
cepmsi KAMHMYECKMX CAYyYaeB

DeHoTHN ceMeNHOM reTepo3nroTHOM rMNepPXoAeCcTEPUHEMMH,
00yCAOBAEHHOM AeAeumen 3k30HOB 2-10 reHoB LDLR: KAMHUYECKUI CAYyYai

OCTpblii KOPOHAPHbIN CMHAPOM C MoAbeMoM cermeHTa ST y pebeHka
C MbllleYyHon AnCTpoduren AloleHHa: KAMHUYEeCKMIA CAyYan

CemeiiHas bopma rmneptTporyeckor KapAmoMmMonaTmm
CO CPEeAMHHO-KEAYAOUYKOBOM 0OCTpyKLMen Ha (hoHe BapnaHTOB
B reHax MYH7, FHOD3 v BAG 3: KAMHMYECKUIA CAyYaM

TakeAblrt MHOEKUMOHHbIA SHAOKAPAMT Y NauMeHTa
C 0OCTPYKTMBHOM rvnepTporyeckon KapAmomMmonaTmei:
12 AeT nocAe coueTaHHOM onepaumm. KAMHUMYECKn CAyYan

CoueTaHHas aAbTepHauus komnaekca QRS mn 3ybua T —
HOBbIN SAEKTpOoKapanorpadmyeckmnii heHomeH
NPy CUHAPOME YAAMHEHHOTro MHTepBaAa QT: KAMHMYecKoe HabAIoAeHWe

B ®OKYCE:
KAMHMYeckne cayyam

2024;29(10S), AONOAHUTEAbHbIX BbIMYCK







POCCMMCKOE
KAPAMOAOTUYECKOE
OBLLECTBO

HayuyHo-npakTuyeckuit peLeH3upyemMbii
MeAMLUHCKUIA XXypHan

3apeructpupobad Komurerom P®D 1o nmeuatu
06.04.1998 r. CBunerenbctBo Ne 017388

IlepnonuynocTb: 12 HOMEPOB B rof
YcranoBounblii Tupaxk — 7 000 3K3.

2Kypnan BkiioueH B [lepeuens Bexymux
HAYYHBIX KYpPHAJI0B 1 u3nanuii BAK

ZKypnan BkioueH B Scopus, DOAJ
PUHII (aapo), RSCI

ITonHOTEKCTOBBIE BEPCHU

BCEX HOMEPOB pa3MeleHbI Ha caiiTe
HayuHoii DnekTpoHHoit bubianoreku:
www.elibrary.ru

ApxuB HOMepPOB: www.roscardio.ru,
cardio.medi.ru/66.htm

IIpaBunia ny0IMKAINKE ABTOPCKUX MATEPHAJIOB:
https.//russjcardiol.elpub.ru/jour/about/

submissions#authorGuidelines

IIpuem crareii B KypHaJ:
www.russjcardiol.elpub.ru

HUndopmanus o noanucke:
www.roscardio.ru/ru/subscription.html

OTKpBITHI TOCTYN K apXuBaM
U TEKYIIUM HOMEPaM

ITepeneyaTka cTaTeii BO3MOXKHA TOJIBKO
C MMCBMEHHOTO Pa3pelleHnst H31aTelIbCTBA

OTBETCTBEHHOCTD 32 JOCTOBEPHOCTD
PEKJIAMHBIX MyOJIMKALMIA HeCeT peKJIaMoIaTelb

Orneyarano: Tunorpadus "OneBook",

000 "Cawm IMonurpacuct”,

129090, Mocksa, ITIporomnomnoBckuii iep., 6.
www.onebook.ru

© Poccuiickuii KapaymoaoruuecKuii XKypHall
JInuensus Ha mpudter Ne 180397 ot 21.03.2018

IMonmnucano B meuats: 03.12.2024

Llena cBoOomHAasT

POCCUUCKUU
KAPOUOJIOTMYECKUN
YXYPHAJ

N2 29 (10S) 2024
n3paercsc 1996 r.

IJIABHBIN PEJAKTOP
Ilnsixmo E. B. (Cankr-IletepOypr) n.M.H., mpodeccop, akagemuk PAH

PEJAKIITMOHHASA KOJJIETHUA

Anexsan b. I (Mocksa) 1.M.H., ipodeccop, akanemuk PAH
Apymionos I II. (MockBa) 1.M.H., ipodeccop, wi.-Kopp. PAH
bapoapaw O. JI. (KemepoBo) 1.M.H., Tipodeccop, akagemMuk PAH
benenxos 0. H. (Mocksa) n.M.H., ipodeccop, akagemMuk PAH
boiiyos C. A. (MockBa) 1.M.H., mpodeccop, akanemuk PAH
Bacwk 10. A. (Mocksa) 1.M.H., ipodeccop

Bunnesanvoe C. B. (Cankr-IletepOypr) I.M.H., mpodeccop
Tanseuu A. C. (KazaHp) A.M.H., mpodeccop

ynaakoe /. B. (Camapa) n.M.H., mpodeccop

HUpmrwea O. b. (Cankr-IletepOypr) K.M.H., TOLECHT

Kapnoe P. C. (ToMcK) n.M.H., ipodeccop, akagemuk PAH
Kapnoe 10. A. (MockBa) I.M.H., mpodeccop

Kobskosa O. C. (MockBa) 0.M.H., ipodeccop

Kosuonosa H. A. (Ilepmb) 0.M.H., Ipodeccop

Konpaou A. O. (Cankr-IletepOypr) a.M.H., ipodeccop, akanemuk PAH
Jlebeoes /I. C. (Cankr-IleTepOypr) o.M.H., mpodeccop

Jlonamun 0. M. (Bonrorpan) a.M.H., ipoceccop

Mapees B. IO. (MockBa) I.M.H., Tipodeccop

Mouceesa O. M. (Cankrt-IlerepOypr) a.M.H., mpodeccop
Hedoecooa C. B. (Boarorpan) n.M.H., mpogdeccop

Heodowusun A. O. (Cankr-IletepOypr) n.Mm.H., npodeccop
Huxyauna C. IO. (KpacHosipck) A.M.H., mpodeccop

Pesuweuau A. IlI. (MockBa) n1.M.H., npodeccop, akaneMuk PAH
Cmapooybos B. . (MockBa) I.M.H., mpodeccop, akageMnk PAH
Tapamyxun E. O. (MockBa) K.M.H., TOLIEHT

Yazoea U. E. (MockBa) n.M.H., Tipodeccop, akageMuk PAH
Yymaxoea I. A. (bapHayn) n.M.H., mpodeccop

Hlanvnosa C. A. (MockBa) 1.M.H., mpodeccop

Axywun C. C. (Pg3anb) 1.M.H., mpodeccop

OTBETCTBEHHbBI CEKPETAPH
Pamoesa JI. I (Cankr-IletepOypr)

N3narenscTBo:
000 "Cumuues-ITomurpad"
e-mail: cardio.nauka@yandex.ru

Anpec Penakuyn:

119049, Mockaa,

yi. IllabonoBka, 23-254

e-mail: cardiojournal@yandex.ru
Ten. +7 (985) 768 43 18




PEJAKIITMOHHBIN COBET
Ab0ynnaes A. A. (Maxaukaina)
Amowkos O. FO. (Mocksa)

Tabunckui 4. JI. (EkatrepuHOypT)
Toayxoea E. 3. (MockBa)

Tomve C. B. (MockBa)

Kawmanan B. B. (KemepoBo)
Konyesas A. B. (Mocksa)
Kocmauesa E. JI. (KpacHomap)
Jubuc P. A. (OpeHOYpr)
Mauykenauweuau C. T. (MockBa)
Muxaiinos E. H. (Caukr-IletepOypr)
Heobaiikun A. M. (BpstHCK)
Osuunnukoe JI. A. (Cankr-IletepOypr)

Oneiinuxos B. 9. (IleH3a)

MEXIYHAPOJIHBIN PEJAKIIMOHHBIN COBET
Kapaen Aoamsan (ApMeHUs)

Cmedgpan Anxep (I'epmaHusI)

Canum bepxunobaes (KazaxcraH)
Puxapo Yewra (Yemickas pecnyodanka)
®@parnuecko Kocenmurno (Utamust)
Pobepmo Deppapu (Utanust)

Kan Hllapas @pywap (PpaHiims)
Baadumup Tabunckuii (CILIA)
Baadumup Kosanenko (YKkpanHa)
Muwenv Komancoa (PpaHiiys)
Paswanbex Kypoanos (Y30eKuUCTaH)
Cmueen Jleny (CILIA)

PEJAKIIUA
IIled-penakrop Poduonosa I0. B.

Cekpetapb pexakuun Kyinaxos I1. A.
e-mail: cardiodrug@yandex.ru

Boinyckatomue penaktopbl Poiorcos E. A., Poiocosa E. B.

Hayunsie penakropsi Joopuinuna E. FO., Tapamyxun E. O.

OTtBeTcTBeHHBIIT TepeBOTINK Kiewernozos A. C.

Ilanees @. H. (Mocksa)
Ilepuiyxos U. B. (BopoHex)
Ilokpoeckuii C. H. (Mocksa)
Ilonog C. B. (Tomck)
IIpomacos K. B. (MpKyTCK)
Paeuno 0. U. (HoBocnbmpck)
Ckubuyxuii B. B. (KpacHonap)

Tiopuna T. B. (JleHuHrpaackas o00;1acTh)

Xauwesa JI. A. (PoctoB-Ha-J/loHY)
Xnydeesa E. A. (BnaaguBocTok)
Yeprnosa A. A. (KpacHosipcK)
Yepuaeckuii A. M. (HoBocubupck)
IHlyroman B. A. (KpacHosipcK)
SAeenos U. C. (MockBa)

Kunvoep Maccap (Dpanims)
Mapkky Huemunen (OUHISIHIMS)
Ilumep Hunvcon (LLIBerius)
Icangppanko Iapamu (Mtanus)
Muxaun Ilonosuu (MongoBa)
Daycmo Mc. ITunmo (ITopryranms)
Adam Topouyku (ITonpia)

Apae Baace (Hopserus)
Ianaeuomuc Bapoac (I'peuust)
Mapeyc Buueumaa (DCTOHUS)

Xoce-Jlyuc 3amopano (Vicrianust)

Hayunsrii cekperapb 3amamun K. A.
e-mail: kazamyatin@yandex.ru

JIuzaiin, Bepctka Joopeinuna E. 10., 36é30kuna B. 10., Kopakun B. IO.

Otaen pacnpocrpanenus [ycesa A. E.
e-mail: guseva.silicea@yandex.ru

Otaen pekiambl, pa3MelieHne OO THATEIbHBIX MATePHAIOB Abpocumosa Anuna,
Menemkep mo padboTe ¢ mapTHepaMu PoccuiicKoro KaparoIoTniecKoro ooIecTBa

Ten.: 8 (812) 702-37-49 no6. 005543
e-mail: partners@scardio.ru




POCCHMNCKOE

OBLLECTBO

Russian Society of Cardiology

Scientific peer-reviewed medical journal

Mass media registration certificate Ne 017388
dated 06.04.1998

Periodicity — 12 issues per year
Circulation — 7 000 copies

The Journal is in the List of the leading
scientific journals and publications
of the Supreme Examination Board (VAK)

The Journal is included in Scopus,
DOAJ, Russian Science Citation Index

Complete versions of all issues are published:
www.elibrary.ru

Instructions for authors:
https.//russjcardiol.elpub.ru/jour/about/
submissions#authorGuidelines

Submit a manuscript:
www.russjcardiol.elpub.ru

Subscription:
www.roscardio.ru/ru/subscription.html

Open Access

For information on how to request permissions
to reproduce articles/information from
this journal, please contact with publisher

The mention of trade names, commercial
products or organizations, and the inclusion
of advertisements in the journal do not imply
endorsement by editors, editorial board

or publisher

Printed: OneBook, Sam Poligraphist, Ltd.
129090, Moscow, Protopopovsky per., 6.
www.onebook.ru

© Russian Journal of Cardiology

Font's license Ne 180397 ot 21.03.2018

KAPAMOAOINYECKOE

RUSSIAN
JOURNAL OF
CARDIOLOGY

N2 29 (10S) 2024
founded in 1996

EDITOR-IN-CHIEF
Evgeny V. Shlyakhto (St. Petersburg) Professor, Academician RAS

ASSOCIATE EDITORS

Bagrat G. Alekyan (Moscow) Professor, Academician RAS
Grigory P. Arutyunov (Moscow) Professor, Academician RAS
Olga L. Barbarash (Kemerovo) Professor, Academician RAS
Yury N. Belenkov (Moscow) Professor, Academician RAS
Sergey A. Boytsov (Moscow) Professor, Academician RAS
Yury A. Vasyuk (Moscow) Professor

Svetlana V. Villevalde (St. Petersburg) Professor

Albert S. Galyavich (Kazan) Professor

Dmitry V. Duplyakov (Samara) Professor

Olga B. Irtyuga (St. Petersburg) Docent

Rostislav S. Karpov (Tomsk) Professor, Academician RAS
Yury A. Karpov (Moscow) Professor

Olga S. Kobyakova (Moscow) Professor

Natalya A. Koziolova (Perm) Professor

Aleksandra O. Konradi (St. Petersburg) Professor, Academician RAS
Dmitry S. Lebedev (St. Petersburg) Professor

Yury M. Lopatin (Volgograd) Professor

Viacheslav Yu. Mareev (Moscow) Professor

Olga M. Moiseeva (St. Petersburg) Professor

Sergey V. Nedogoda (Volgograd) Professor

Alexandr O. Nedoshivin (St. Petersburg) Professor

Svetlana Yu. Nikulina (Krasnoyarsk) Professor

Amiran Sh. Revishvili (Moscow) Professor, Academician RAS
Viadimir 1. Starodubov (Moscow) Professor, Academician RAS
Evgeny O. Taratukhin (Moscow) Associate Professor

Irina E. Chazova (Moscow) Professor, Academician RAS
Galina A. Chumakova (Barnaul) Professor

Svetlana A. Shalnova (Moscow) Professor

Sergey S. Yakushin (Ryazan) Professor

EXECUTIVE SECRETARY
Ludmila G. Ratova (St. Petersburg)

Publisher:
Silicea-Poligraf
e-mail: cardio.nauka@yandex.ru

Editorial office:

119049, Moscow,

ul. Shabolovka, 23-254

e-mail: cardiojournal@yandex.ru
Tel. +7 (985) 768 43 18




ADVISORY BOARD

Aligadzhi A. Abdullaev (Makhachkala)
Oleg Yu. Atkov (Moscow)

Yan L. Gabinsky (Ekaterinburg)
Elena Z. Goluhova (Moscow)

Sergey V. Gauthier (Moscow)

Vasily V. Kashtalap (Kemerovo)

Anna V. Kontsevaya (Moscow)

FElena D. Kosmachova (Krasnodar)
Roman A. Libis (Orenburg)

Simon T. Matskeplishvili (Moscow)
FEvgeny N. Mikhaylov (St. Petersburg)
Andrei M. Nedbaikin (Bryansk)
Dmitry A. Ovchinnikov (St. Petersburg)
Valentin E. Oleynikov (Penza)

INTERNATIONAL ADVISORY BOARD

Karlen Adamyan (Armenia)
Stefan Anker (Germany)

Salim Berkinbayev (Kazahstan)
Richard Ceska (Czech Republic)
Francesco Cosentino (Italy)
Roberto Ferrari (Italy)

Jean Charles Fruchart (France)
Viadimir Gabinsky (USA)
Viadimir Kovalenko (Ukraine)
Michel Komajda (France)
Ravshanbek Kurbanov (Uzbekistan)
Steven Lentz (USA)

EDITORIAL OFFICE
Managing Editor Yulia V. Rodionova

Secretary Petr A. Kulakov
e-mail: cardiodrug@yandex.ru

Philip N. Paleev (Moscow)

Igor V. Pershukov (Voronezh)
Sergey N. Pokrovskiy (Moscow)
Sergey V. Popov (Tomsk)
Konstantin V. Protasov (Irkutsk)
Yulia I. Ragino (Novosibirsk)
Vitalii V. Skibitskiy (Krasnodar)

Tatiana V. Tyurina (Leningradskaya oblast)

Larisa A. Haisheva (Rostov-on-Don)
Elena A. Khludeeva (Vladivostok)
Anna A. Chernova (Krasnoyarsk)
Alexandr M. Chernyavsky (Novosibirsk)
Viadimir A. Shulman (Krasnoyarsk)
Igor S. Yavelov (Moscow)

Gilbert Massard (France)
Markku Nieminen (Finland)
Peter Nilsson (Sweden)
Gianfranco Parati (Italy)
Mihail Popovici (Moldova)
Fausto J. Pinto (Portugal)
Adam Torbicki (Poland)
Jarle Vaage (Norway)
Panagiotis Vardas (Greece)
Margus Viigimaa (Estonia)

Jose-Luis Zamorano (Spain)

Scientific secretary Kirill A. Zamiatin
e-mail: kazamyatin@yandex.ru

Assistant Managing Editors Evgeny A. Ryzhov, Elena V. Ryzhova

Scientific Editors Elena Yu. Dobrynina, Evgeny O. Taratukhin

Senior translator Anton S. Kleschenogov

Design, desktop publishing Elena Yu. Dobrynina, Viadislava Yu. Zvezdkina, Valentin Yu. Korjakin

Distribution department Anna Guseva
e-mail: guseva.silicea@yandex.ru

Advertising department Alina Abrosimova

Tel.: 8 (812) 702-37-49 ext. 005543
e-mail: partners@scardio.ru




COLOEP>XAHUE

KJIMHUYECKUE CJTY4YAU

MscHukoB P.T1., Hepegosa 4. A., KyauHa H. H.,
Kymukosa O. B., larapuHa E. B., MeplunHa E. A.,
ApankuHa O. M.

BonesHb [laHoHa Y XEHLWH: COBPEMEHHbIN B3rNsg,
Ha NpobnemMy: cepus KNMHUYECKMX Cly4aeB &

Mowuceesa A. M., MisarHoBa O. H., EmenbsiH4mk B. C.,
EmenbsiHavik E. KO., Mapunosuesa O. B., HukynuHa C. 1O.,
lpotononos A. B.

DeHOTVN CEMENHO reTepO3nroTHON rMMNepxonecTepUHeMum,
obycnoBneHHoi geneuneit akaoHos 2-10 reqa LDLR:
KIMHNYECKUIA ciyqain @

TarapuHuesa 3.T., babuyesa O. B., bapbyxattu K. O.
OCTpbIi KOPOHAPHbIA CUHAPOM C NOALEMOM CErMEHTA
STy pebeHka ¢ MblLLeyHO ancTpoduel [ioweHHa:
KIMHNYECKUIA ciyyai

AHpapeesa C. E., MapycoBa M. O., bopuosa M. A.,
KocTtapesa A. A.

CewmeitHaa dopma runepTpopuyeckor kapanommonaTmm
CO CpefHEeXeNyL04KOBOIM 06CTPyKLMEN Ha pOHE BapuaHTOB
B reHax MYH7, FHOD3 n BAGS3: KNMHWUYECKWiA Ciyyan

JlytoxuHa 0. A., Ocanyas B. A., Mopososa H. B.,

YnukoBa H. B., laHneBa H. A., lMurannupiHa M. A.,
J1zemetukesmy C. J1.

Tsokenblii MHPEKLMOHHbIV SHO0KAPAMT Yy NaLneHTa

C 00OCTPYKTMBHOW rMnepTpoPUIecKoit kapamoMmonaTueii:
12 neT nocne coyeTaHHO onepauuu.

KnuHunyeckunin cnyyan

KJINHWYECKOE HABJIIOAEHUE

Makapos J1. M., AkonsH A. ., KomonsToBa B. H.,
becropToyHnbiii /. A.
CoueTaHHasi anbTepHaumsa komnnekca QRS n 3ybua T —

HOBBbIV aneKTpokapamorpaduyecknii GeHoMeH npu CUHOPoOMe

yIMHeHHoro uHTepeana QT: KnHuYeckoe HabnoaeHne

15

21

27

34

40

CONTENTS

OPINION ON A PROBLEM

Myasnikov R. P., Nefedova D. A., Kuzina N. N.,
Kulikova O. V., Gagarina E. V., Mershina E. A.,
Drapkina O. M.

Danon disease in women: a modern view

of the problem: a case series @

Moiseeva A. M., Ivanova O. N., Emelyanchik V. S.,
Emelyanchik E. Yu., Marilovtseva O. V., Nikulina S. Yu.,
Protopopov A. V.

Phenotype of heterozygous familial hypercholesterolemia
caused by deletion of LDLR gene exons 2-10: a case
report @

Tatarintseva Z. G., Babicheva O. V., Barbukhatti K. O.
ST-segment elevation acute coronary syndrome

in a child with Duchenne muscular dystrophy:

a case report

Andreeva S. E., Marusova M. O., Bortsova M. A.,

Kostareva A. A.

Familial hypertrophic cardiomyopathy with midventricular
obstruction associated with MYH7, FHOD3 and BAG3 gene
variants: a case report &

Lutokhina Yu. A., Osadchaya V. A., Morozova N. V.,
Chichkova N. V., Ganieva N.A., Pigalitsyna M. A.,
Dzemeshkevich S. L.

Severe infective endocarditis in a patient

with hypertrophic obstructive cardiomyopathy:

12 years after combined surgery.

A case report

CLINICAL OBSERVATION

Makarov L. M., Akopyan A. G., Komolyatova V. N.,
Besportochny D. A.

Combined QRS complex and T wave alternans —
a new electrocardiographic phenomenon

in long QT syndrome: a clinical observation &

OTBETCTBEHHbIE CeKpeTapu A0NOJIHUTEJNIbHOro Bbinycka:

Kepuesa M. A. (Tomck), KpyunHosa C. B. (KpacHopap), JlanuHa U. H. (Kemepogo), CkopoaoymoBa E. A. (CaHkT-TNeTepbypr)

Responsible secretaries for the additional issue:

Kercheva M. A. (Tomsk), Kruchinova S. V. (Krasnodar), Lyapina I. N. (Kemerovo), Skorodumova E. A. (St. Petersburg)

TEKCT JTOCTYIEH B 3JIEKTPOHHOU BEpCUU
text is available in electronic version

IMPABUJIA TYBJIMKAL MK ABTOPCKMX MATEPUAJIOB (2024):
http://russjcardiol.elpub.ru/jour/about/submissions#authorGuidelines




Poccuiickuii kapamonornyeckuii xypHan 2024; 29 (10S)

YBaxxaemble KOnieru,

Ilepen BaMu IOITOTHUTEILHBINM BHITYCK Poccuiickoro
KapIuoJIOrHYecKoro XKypHajia, B KOTOPOM COOpaHBI CTaThbU
no tuny "KinnAanyeckuii ciydait”. DTo 0COOEHHDIN XaHp
HAy4YHOI CTaTbU.

OTYeTHl 0 KIMHUYCCKUX CITyJasX OMUCHIBAIOT MEIH-
LIMHCKME TIPOOJIEMBI TTAIIMCHTA U KIIMHUIECKOE BeACHUE
B HayJIHBIX WM 0Opa3oBaTebHBIX Ielsax. McTopmuecku
CJIOXWITOCH TaK, YTO OTYETHI O CIYJastX BaKHBI ST (1) BBI-
SIBJIEHUST HOBBIX WJTN PEAKMX 3a00ieBaHMi, (2) OLIEHKH TTO-
JIE3HBIX U BPETHBIX TTOCIICACTBIIT BMEIIATEIIHCTBA,/JICUCHIIS
" (3) MEIUIIMHCKOTO 00pa30BaHMSL.

OTUeT 0 KIMHUYECKOM CJydae OINMMCHIBACT MCTO-
pHIO B MMOBECTBOBATEIbHON (hopMe, BKIIOYACT B ceOs
IIpencTaBIeHHBIC TIPOOJIEMbI, KIMHUICCKHIE pe3ysIbra-
THI, TMATHO3bI, BMEIIATEeIbCTBA, UCXOMObI (BKJIIOUast He-
OJarONPUSITHBIC COOBITUS) M TOCIIEAYIoIIee HaOIIome-
Hue. IToBecTBOBaHMe BKJIIOYAeT B ceOS 0OCYyXKICHUE
000CHOBaHUS JIIOOBIX BBIBOIAOB.

Eme B 20211 XypHau BBeJI B oOpallleH1ue peKOMeH 1a-
WU TI0 TIPEACTABICHUIO KIIMHUYECKNUX CIIydaeB IS IIy-
OMMKamuii, B KOTOPBHIX OIMMCAHBI BUOBI PYKOITHCEH: "KIIH-
HUYECKMit cirydail”, "cepysl KIIMHUIYECKUX CITydaeB”, "KM~
HUYeCKOoe HabmoneHne (KpaTKUii KIMMHUIeCKUIA CTydaii)”,
"ciygaii u coBet 3KcnepToB” (https://russjcardiol.elpub.ru/
jour/about/editorial Policies#custom-16).

bbun pazpabotaHbl (MM MEpeBEeIEHBl HAa PYCCKUMA
SI3BIK) PEKOMEHIAIINH TT0 TIOATOTOBKE PYKOIIMCEl, comep-
Xammx onucanne kanmHndeckux ciaydaeB CARE YEK-
JINCT https://disk.yandex.ru/i/AmjOndRnTJg5xg; mma-
010H 0(hOPMIICHMST PYKOIIMCH, COmepKallleil OIMcaHue
KIMHIIecKoro ciaydas https://disk.yandex.ru/i/sjkmNL-
-HCAb_w.

XKypHanm paccMaTpuBaeT pyKOIHCH O KJIMHHYECKHX
CJIydasx, B KOTOPBIX IIPEICTABIICHB HOBBIC BHIBOIBI MU
HOBBIE€ CTpaTerny BENCHUS MNalUeHTOB. Takxke MHTepec-
HBI XOPOIIIO HAITMCAHHBIC W WJUTIOCTPUPOBAHHBIC OTYC-
THI O PEOKUX MM KJIACCUMUICCKUX COCTOSTHMSX. Pykommcu
0 KIIMHUYECKUX CIIydasiX, IpeIcTaBICcHHbBIC K ITyOIMKa-
LN, DOJDKHBI OBITh COCPENOTOYEHBI HA LIEHHOM KJIM-
HUYECKOM YPOKE WM O0ydYarolieM MoMeHTe. PyTuHHbIE
CJIy9au TIPUBETCTBYIOTCS, €CIM B HUX ITOAPOOHO OIMMcaHa
KOHKpETHas Ipo0JieMa MJIM HOBU3HA B TMATHOCTUKE WU
nedyeHnu. [Ipy HEOOXOMMMOCTH CIIEAYET CChLIAThCS Ha
COOTBETCTBYIOIINE PYKOBOMSIINE MPUHIINITE KIMHIIC-
CKOM TIpaKTUKU, TIpUHATEIE B Poccuiickoit Menepaum
Ha OCHOBE JACHCTBYIOIINX KIMHUYECKNX PEKOMCHIAIIMIA.

KypHan mpenocTaBisieT BO3MOXHOCTD ITyOJIMKOBATH
cepud AHAJIOTMYHBIX CIy4aeB MM CIydaeB, M3 KOTOPBIX
MOTYT OBITBH CIeTaHbl aHAJIOTUYHBIC BRIBOABI. Cepus CiIy-
yaeB JOJDKHA COIepsKaTh OIMMCAaHME KaxKIOTro CIydJasi B ce-
pun. KpyrHbIe cepuu ciydaeB He pacCMaTpPUBAIOTCS IS
yOIuKaLuU.

C yBaxeHHUeM,
Penmaxkius "Poccniickoro Kapamoaorn4eckoro xXypHaia"

KypHan nmy0JIMKyeT cTaTbi, B KOTOPBIX OOCYKIAIOTCSI
Npo0JIeMbl, ¢ KOTOPHIMH CTAJIKMBAETCS OTIEIbHbII BPAY HIIH
He0OoJbIIAs TPYNIa KIMHAIKCTOB. DTO HE CIyJYaW, OpUCH-
TUPOBaHHBIC Ha maieHTa. OHU JOJKHEI OCBEIIATh IIPO-
0JeMy, C KOTOpO#l CTaJIKMBAaeTCsS Bpad, pabOTarOIIMit
B 00J1aCTH KapIMOJIOTU1,/CepAeYHO-COCYAUCTO XUPYPruu
(MM TeCHO CBSI3aHHBIX CTIEIIMAIbHOCTEI). B 3THX cTaThsx
ciemyeT TToIpOOHO OMMCATh BO3HUKIIIYIO IIPOOIeMy, yKa-
3aTh, TIOYEMY 3TO MOXET IIPEACTABISITh MHTEPEC IS IPY-
TUX KIIMHAIIMCTOB, W TIOTBITATHCS PEIINTh IIPOOJIEMY.

KmmHmaeckuii mpuMep 1 0030p JIMTepaTyphl HE TIPEI-
CTaBJISIET UHTEPEC TS MyONIMKALIUU.

KypHait moorpsieT ImpeacTaBiIcHNe CIy4aeB ¢ MHOTOIMC-
IUIUTHHAPHOM oneHKoi. CoOOIIeHNS JODKHBI OBITH TIPEI-
CTaBJICHBI B BUIE KPYIIBIX CTOJIOB 3KCIIEPTOB WJIM KOHCH-
JIMYMOB U OCBEIIATh CEPACIHO-COCYANCTYIO TTaTOJIOTHIO,
KoTopast TpeOyeT MEeKIMCIUILIMHAPHOTO TTOIXoaa K aua-
THOCTHKE W/WIU JedeHnio. bobe Keiichl coBelanumii
9KCIIEPTOB TAKKE MOTYT COIPOBOXKIATHCS MOTIOTHUTEITh-
HBIM TpadUIeCKUM pe3ioMe, CXeMAaTHUECKUM PHUCYHKOM,
0000IIAIOIIM KITFOYEBBIC BHIBOIBI CTAThH. DTO M300pake-
HHE TTOSIBUTCS B aHHOTALIMKM 1 MOXKET OBITh MCITOIB30BAHO
IUTSI TIPUBJICUCHUS YUTATEIICH 1 TIPONBIDKCHUST CTATHI.

"KnmHW4YecKuii caydait" Kak XXaHp HaydHOU ITyO-
KallMi UMeeT IIEHHOCTD, XOTSI B HACTOSIIIEE BPEMS TaKMe
nyOJMKAINM JIOXKHO WHTEPIPETUPYIOTCS KaK "Te3UCH”
¥ pa3MeIIaTcs B MaTepHalaX K KaKoi-HUOymb KoHpe-
PEHIIMU M KOHTPECCY, XOTS 00A3aTeJIbHO JIOJDKHBI ITPOX0-
IUTb TIPOLIEYPY CEPbE3HON HAYYHOW OLIEHKU 3KCIEPTOM
(pEIICH3eHTOM) C TIPWIOXKEeHWEM O(hOPMICHHOTO 3KC-
IEPTHOIO 3aKIIIOYEHNS (PELIEH3NN).

C 20251 IOITOTHUTEITBHBIC BBIITYCKH C KITMHIYECKUMK
CayJ9asiMi OyIOyT BBIXOMWTH PEryjIsipHO (ITOKa YCTaHOBJICH
BPEMEHHOM ITPOMEXYTOK 6 MECSLIEB), 110 MEpE MOCTYILIe-
HUS OTPEICH3UPOBAHHBIX MAaTEPUAJIOB TSI TIOATOTOBKU
K ITyOJIMKALMK, B 3JICKTPOHHOM BuIe. [IprHSTEIM B TIe-
YaTh CTaThsIM OYIYT IIPUCBAMBATHCS BBIXOMHEIC TaHHBIC
¥, TIOKAa UIET MOATOTOBKA BHITyCKa K ITyOIMKAIINHI, TEKC-
THI OYIOYyT pa3MemIaTbCs B OTKPBITOM JOCTYIle B pasfeiie
"[IpuHgaTo B TedaTh". TakxKe OIMyOJIMKOBAHHBIE MaTe-
puanbl pasMmemaloTcd Ha caiite PKJK. O6pa3oBaHue:
https://journal.scardio.ru/. Takue 3JIeMEHTH IIPEIO-
CTaBJICHUSI MaTepHaia Ui KIMHUIECKOTO clTydasi, Kak
"CrpykTypupoBaHHoe pe3tome (Beemenme, Kpatkoe orm-
canue, Jnckyccust (O6cyxknmenue), KimoueBbie cioBa)”,
"KirroueBble MOMeHTHI", "BpeMenHas mkana" n opopM-
nmenHas1 "[Ipe3eHTanmsT" — SBJISIOTCS 003aTeJIbHBIMHA TP
OTIIPaBKE PYKOMHCH B PENAKITUIO XypHAaIa.

B sTOM BBINycKe cOOpaHbI ITyOJINKALIY, KOTOPhIC ObLIN
TeMaTHYEeCKU TIOATOTOBJICHBI IUIT HOMepOB: | eHeTHKa B Kap-
Juoniornd v KapmmoMuonaTiu u BU3yaM3upyionye MeToau-
KH, T00aBJICHO KIIMHNYECKOE HAOIIONCHIE, TIOCBSIIIICHHOE
HOBOMY 3JIEKTpOKaparorpadmaeckoMy heHOMEHY.
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BonesHb [laHOHA Yy XXEHLUMH: COBPEMEHHbIV B3rngg Ha npobnemy: cepusi KIMHUYECKUX CIly4yaes

Mschukos P.T1.', Hedpeposa . A.", Kyauna H.H.", Kynukosa O.B.", larapuna E.B."2, Mepwuna E. A2, ipankuHa O. M.

BeepeHue. bonesnb JaHoHa — pegkas kapanomuonatus (KMM) ¢ mynstmucu-
CTEMHbIM NMOopaXxeHneM, KoTopasi CBsi3daHa ¢ nonumopduamamu rea LAMP2, kogm-
PYIOLLIEr0 IM30COM-aCCOLMMPOBAHHbIA MeMOpaHHbIi npoTenH 2 (LAMP2). lanHblit
6enoK SBNSETCS BKHENLWUM PerynsTopom ayrodarum n npoayLmpyercs npemmy-
LWECTBEHHO B MM1OKApAe, CKENETHbIX MbILULIAX U FOIOBHOM MO3re, YTO HaxoauT
OTpaXxeHue B knaccuyeckoii Tprane 3abonesanus: runeptpoduyeckas KM, cke-
NleTHas MMONAaTUS U KOTHUTWBHBIE HapyLLeHnsi. BonesHb [laHoHa xapakTepuayeTcs
MaKCMMaJIbHON NEHETPAHTHOCTBLIO HE3AaBUCUMO OT NOAa, TOrAa kak aKCNpeccys-
HOCTb 3HAYWNTENBHO MEHee NPencKasyema y XeHLUMH, yunTbiBas X-CLenneHHbIn
[LOMVIHAHTHBIV TUN HACNeA0BaHMS U MO3auLM3M KIIETOYHON NPOAyKLMM NpoTenHa
LAMP2 B pesynbrate Cny4aiHOM MHAKTVBALMN OGHON U3 X-XPOMOCOM.

Kpatkoe onucanme. B ctatbe npeacTaBneHbl ABa KAMHUYECKUX Cy4as, EMOH-
CTPVPYIOLLLME PA3NINYHbIE BapUaHTbl TeYEHUS 3a00N1EBaHNS Y XEHLLMH C 60Ne3HbI0
[LaHoHa. MpoBeaeHbl aHaNU3 AaHHbIX UCTOPUIA BONE3HM, OLEHKA KIMHUYECKON
KapTWHbI, Pe3yNnbTaToB TAGOPATOPHOTO N UHCTPYMEHTAIbHOrO 06CNef0BaHNS.
Buckyccus. B nocnenHue roapl WMPOKoe pasBuTUE MONEKYNSPHO-TEHETUHECKON
[MarHOCTVKM N METOA0B BM3yanm3auun NPUBENO K HakomnneHuio nHdopmauum
0 eCTeCTBEHHOM TeueHW 1 nporHo3e 6onesnn [JaHoHa. CTano NoHATHO, 4TO Y na-
LIMEHTOB XeHCKOoro nona ¢ 6onesHbto [laHoHa, Npexae paccMaTpyBaeMblX, B OC-
HOBHOM, KaK HOCUTENen MyTaLum, KIMHUYECKMe MPOSIBNIEHNS MOTYT BapbMpOBaTh
OT MaNOCUMNTOMHbIX PEHOTUMOB C N30IMPOBaHHLIM pa3dsuTnem KMI go Taxe-
nbix Gopm 3a60NEBaAHNS C MYNBTUCUCTEMHBIM MOPAXEHWEM W PAHHUM LEBIOTOM.
TMoBbILLEHNE OCBELOMIEHHOCTY NPAKTUKYIOLLMX Bpayeli 06 0COBEHHOCTSX TEYEHMS!
60ne3Hn [laHoHa Y XEHLLWH, MynbTUANCLMNAHApHOE 06cneoBaHne, a Takxe
NpoBeEeHNe reHeTUYeCcKoro CCNeR0BaHNS iexaT B OCHOBE CBOEBPEMEHHbIX NO-
CTaHOBKV AnarHo3a, ctpatndukaumm pucka n Havana ne4yeHus.

KnioueBble cnoBa: 60ne3Hb JaHoHa, LAMP2, xeHLumHbl, 601€3Hb HAaKONAEHUs,
KapayoMmonaTtus, runepTpoduyeckas kKapanomMmonaTtus, CepaeyHas HeocTaTouy-
HOCTb, apuUTMUs, GUOPUNNALUS NPEACEPANIA, XENYL0UKOBas Taxmkapams, Kapavo-
$unbpo3, BHe3anHas cepaeyHas CMepTb.

OTHOLUEHUS U AEeATeNbHOCTb: HET.

'®rBY HaumoHanbHbI MEANLMHCKWIA MCCNEA0BATENLCKUA LEHTP Tepanuu
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HocoBa, Mockaa, Poccusi.
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Danon disease in women: a modern view of the problem: a case series

Myasnikov R.P.", Nefedova D.A.", Kuzina N.N.", Kulikova O.V.", Gagarina E.V."2, Mershina E.A.2, Drapkina 0. M.’

Introduction. Danon disease is a rare cardiomyopathy (CMP) with multisystem
involvement, which is associated with lysosome-associated membrane protein
2 (LAMP2) gene polymorphisms. This protein is the most important regulator of
autophagy and is produced mainly in the myocardium, skeletal muscles and brain.
This is reflected in the classic disease triad: hypertrophic CMP, skeletal myopathy
and cognitive impairment. Danon disease is characterized by maximum penetrance
regardless of sex. Expressivity is much less predictable in women, given the
X-linked dominant inheritance and mosaicism of cellular production of the LAMP2
protein as a result of random inactivation of one of the X chromosomes.

Brief description. The article presents two clinical cases demonstrating different
disease courses in women with Danon disease. The analysis of case records,
clinical performance, paraclinical data were carried out.

Discussion. In recent years, the widespread development of molecular genetic
diagnostics and imaging methods has led to the accumulation of data on natural
course and prognosis of Danon disease. It became clear that in female patients
with Danon disease, previously considered mainly as mutation carriers, clinical
manifestations can vary from low-symptom phenotypes with isolated CMP to severe
multisystemic involvement and early onset. Raising awareness among practitioners
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about the Danon disease specifics in women, multidisciplinary examination, and
genetic testing are the basis for timely diagnosis, risk stratification, and treatment
initiation.

Keywords: Danon disease, LAMP2, women, storage disease, cardiomyopathy,
hypertrophic cardiomyopathy, heart failure, arrhythmia, atrial fibrillation, ventricular
tachycardia, cardiac fibrosis, sudden cardiac death.
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KnioueBble MOMEHTbI

* bosie3nb JlaHOHAa — KapAMOMUOIATUS C MYJIbTU-
CHCTEeMHBIM TTOpaXkeHWeM, CBSI3aHHasI C IOJIU-
Mopduzmamu reHa LAMP2 n xapaKTepusylona-
sCd TPUAmOil MPOSIBICHUI: TUIIEPTPOhUIecKas
KapIUOMUONATHS, CKEeJIeTHAs] MUOMATUAS M KOT-
HUTWUBHBIC HaPYIICHMUSI.

* X-cCleIUieHHOe JOMMHAHTHOE HacJjieloBaHUE 3a-
0oJIeBaHUS M aCUMMETPUYHAsT MHAKTUBALIUS OJ-
HOI M3 X-XpOMOCOM B Ka>KIOM KJIETKE Y XKEHIINH
JieXaT B OCHOBE pPa3BUTHUSI LIMPOKOTO CIIEKTpa
KJIIMHUYECKUX MPOSIBIICHU: HE TOJILKO JIETKUX,
HO U KpaliHEe TSDKEIIBIX.

+ [lanMeHTOB XXEHCKOrO IoJja He CeAyeT paccMa-
TPUBATH JIMIIIb KaK HOCUTEJIei 3a00ieBaHus, 1O~
CKOJIBKY 3TO MOXET IOBJIEYb HEMIOOIEHKY PAHHMX
CHMMIITOMOB, OTCPOYUTh IIOCTAHOBKY JMarHo3a
M HAYaJIo JICYCHHUS.

* B cratbe mpencraBiieHbl 1Ba KIMHUYECKMX CIIY-
yasi, OTpaXKalolIX Pa3JIMYHbIe BApUAHThI TCUSHUSI
3a00JIeBaHus y JKEHIIMH ¢ 00Jie3HbIo JlaHOHA.

Bonesns JlanoHa — penkas kapauomuoratust (KMIT)
C MYJBTUCHCTEMHBIM ITOpaXkeHHEM, CBSI3aHHAS C ITOJIH-
Moppusmamu reHa LAMPZ2, KomupyloIero JTU30COM-
acCOLMMPOBAHHBIN MeMOpaHHEIN TTpoTtenH 2 (LAMP2).
Hcxonsa n3 Ha3BaHUS, JAaHHBIN OCJIOK SIBIIICTCS BaKHEI-
UM KOMIIOHEHTOM MeMOpaH JIM30COM U PeryIupyeT
mporecc ayrodarun. Bapuanter reHa LAM P2 ipuBoOOsIT
K CHIKCHHIO SKCIIPECCUM WM ITOJTHOMY OTCYTCTBHIO
MMPOTEWHA, B pe3yJbTaTe YeTro HapyIIaeTcs MUToTUIa3Ma-
TUYECKWIT OOMEH M IIPOMCXOINT HAKOIUICHUE Hepacle-
IUICHHOTO TJIMKOTeHa WM MHOTO ayTo(harmIeckKoro Mare-
puaia ¢ o0pa3oBaHUEM KPYITHBIX Bakyoseit. CliencTBrueM
3TOTO, B CBOIO OUepeb, SIBIISICTCS TUIIEPTPOPUS KICTOK.
Kpome TorO, BO3HMKaeT AucOalaHC 3HEPreTUIECKOTO
oOMeHa C MCXOOOM B OKMCIHTEIBHBIA CTpecC M IIpexK-
IeBPEMEHHYIO THOEIbh KJICTOK MOPaXeHHBIX OPTaHOB
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* Danon disease is a cardiomyopathy with multi-
system involvement associated with LAMP2 gene
polymorphisms and characterized by a following
triad of manifestations: hypertrophic cardio-
myopathy, skeletal myopathy, and cognitive im-
pairment.

+ X-linked dominant inheritance of the disease and
asymmetric inactivation of one of the X chro-
mosomes in each cell in women underlie the
development of both mild and extremely severe
manifestations.

* Female patients should not be considered only as
disease carriers, since this may lead to undere-
stimation of early symptoms, delay in diagnosis
and treatment.

* The article presents two clinical cases reflecting
different variants of the disease course in women
with Danon disease.

¥ CHCTEM C Pa3BUTHUEM PaCIIPOCTPAHCHHBIX (hMOPO3HBIX
n3meHennii! [1-3].

HecmoTtps Ha T0, uTo 6enok LAMP2 nponyuupyercs
BO BCEX TKaHSX, HanbOoJjIee BEIpakKeHHAST €TO0 SKCITPECCHS
HabJirogaeTcss B MUOKap/ae, CKEJIETHBIX MBILIIAX U TO-
JIOBHOM Mo3Te [1, 4]. DTO HaXomUT OTpakeHUe B KJlac-
cuueckoM ¢eHorturie 60ose3Hu JlaHoHa, IJ1sI KOTOPOTO
XapaKTepHa Tpuaga MPU3HAKOB: TUIEPTPOGUIecKas
KMIT (F'KMIT) (onHa u3 HauboJjiee TSIXKeJIbIX U ObICTPO
TIPOTPECCUPYIONINX CPEIr HACIEACTBEHHBIX 3a00JeBa-
HUI MHUOKapaa), cKeJeTHAasI MUOIIaThs M KOTHUTUBHBIC
HapymeHwus. [Ipy 3ToM KapaualbHBIE CUMIITOMBI, KaK
TIPaBWIO, TIPEBAUPYIOT B KIMHNYCCKON KapTUHE, B TO
BpeMs KaK MBIIIICYHBIC I HEBPOJIOTUICCKIE TIPOSBICHMS
MeHee BBIpaXXeHBI M MOTYT CYIIECTBEHHO Pa3IMJaThCs

' Taylor MRG, Adler ED. Danon Disease. In: Adam MP, Feldman J, Mirzaa GM,
et al., eds. GeneReviews®. Seattle (WA): University of Washington, Seattle;
March 5, 2020.




KITMHNYECKWE CNYHAN

Puc. 1. MPT cepaua naumenTkm 1.

Mpumeyanue: (A-B) — kuHo-pexum, SSFP-nocnepoBatensHOCTh: A — AnuHHas ock JTXK, 4-kamepHas npoekums, B — anuinas ocb JIK, 2-kamepras npoekuys, B —
KOpOTKas 0Cb Ha ypOBHe cpeaHux cermeHToB JTXK; (I-E) — oTcpoyeHHoe KOHTpacT1poBaHye, IR-nocnenosaTenbHOCTb C NoAaBAeHeM curHana ot muokapaa: I — anuHHas
ocb JIX, 4-kamepHas npoekumsi, i — anmHHas ock JIXK, 2-kamepHas npoekums, E — kopoTkas ocb Ha ypoBHE CpeaHnx cermeHTos JIXK.

JIK ymepeHHo paclumpeH (MHagkeuposaHbiii KO JIK — 102 mn/m2 npu Hopme 55-95 Mi/M2), COKpaTMOGTb ero He cHkera, ®B JIK 57%. MK ymepeHHO paciumpen
(uHaekcypoBaHHbii KOO MK — 104 ma/m2 npu Hopme 58-94 M/M2), cokpaTMOCTb ero He cHkena, ®B MK 55%. MnepTpodus Muokapaa JIK ¢ MakcuManbHoi ToLwm-

HOW MMOKapaa Ha YPOBHE CPEAHErO HUXKHENEPEropoAo4HOro cermenTa fo 19 mm.

* — runeptpodust Mrokapaa JDK. Ctpenkamm ykadaHbl 30Hb! UHTPaMUOKapAanbHOr0 U Cy6aHA0KapAVanbHOr0 KOHTPACTMPOBaHUs Mo GOKOBOW 1 HUXKHel cTeHkam JK v B M.
CokpaweHus: K10 — koHeyHo-anacTonmyeckumii 0obem, JIK — nesbiii xenymouek, MXKI — mexxxenynodkosas neperopoaka, MK — npasbiii xenynoyek, PB — dpakums

BblGpOCa.

[1, 5-8]. [ToMuMO 3TOTO, TaKKE MOTYT OOHAPY>KMUBATHCS
MIPU3HAKN BOBJICUYCHUS B MTATOJIOTMICCKUMA TIPOIIECC CET-
YaTKU, TIeYeHU U JIerKux [1].

CornacHO TUTepaTypHBIM NaHHBIM, OoJie3Hb JlaHoHA
XapaKTepHU3yeTcsT MAKCUMaIbHOM TTEHETPAHTHOCTBIO He-
3aBHCHMO OT I10JIa, TOTJa KaK 3KCIPECCUBHOCTh 3Ha-
YUTEJBbHO MEHee IMpeacKasyeMa y KCHIIUH, YTO MOXET
MIPOSBISITECSI HE TOJIBKO MaJIOCHUMITOMHBIM (DEHOTH-
nom, Ho u Tsokesoii KMIT (BruioTh 10 ¢yJIbMUHAHTHOTO
TECUCHMST), YIUTBIBASI X-CICIICHHBIN JOMUHAHTHBIN THUII
HaclIeMOBaHMWS W MO3aMIIM3M KJICTOYHOIN MPOXYKIINU
npotenHa LAMP2 B pesynbrare ciy4ailHOit MHaKTUBa-
UM ofHoi u3 X-xpomocom' [1].

B wHamieif crathbe TpeAcTaBICHBI Pa3HbIC BapHMaHTHI
TedyeHus 3a00sieBaHUS Y XEHIIUH ¢ 00yie3HbIO JlaHOHA.

KnuHnuyeckue cnyyam
Ha 6a3ze ®I'bBY "HMMUWILI tepanun 1 ipoduaakTde-
ckoif MmenumuHBI" Mun3apaBa Poccum (HMUL TIIM)
chOopMUpOBaH PErucTp MALMEHTOB C TuilepTpodueii

MHMOKapaa, KOTOPEIM OBIJIO BBIITOTHEHO MOJIEKYISIPHO-
TeHeTH4YecKoe mcciaemoBanue. M3 3Toit KOropThl OBI-
JIM BHIOpaHBI MAallMEHTHI ¢ BapuaHTamMu reHa LAMP2.
IIpoBeneHbI aHATU3 TaHHBIX UCTOPUIT O0JIE3HU, OIICHKA
KJIMHUYECKON KapTUHBI, PE3yJIBTATOB BBIITOJHECHHOTO
JTabopaTOPHOTO M MHCTPYMEHTAIILHOTO O00CICIOBAaHMSI.

Kmamgeckwnii ciyyqaii 1. [TammenTtka 21 roma, HOpMO-
CTEHUYEeCKOro tenocaoxeHusi. Poct — 171 cMm, Bec —
71 xr. B 2017t B Bo3pacte 14 jeT mpu IJIAHOBOM perv-
cTpanuu syekTpokaparorpamMMel (DKI') BriepBeIe OBLIH
BBISIBJICHBI TIPU3HAKM TUTIEPTPO(PUN MUOKapaa JEBOTO
xkenynouka (I'JI2K) u mosHas 6jokKana nmpaBoii HOXKU
nyuyka [wuca. I[To marHBIM 3x0Kapauorpaduu (DxoKI')
BepuUIMPOBAaHA KOHIIEHTPUUYECKAST CUMMETPUIHAS
I'JTK mo 1,8 cMm 6e3 TIpU3HAKOB OOCTPYKIIUM TTOJIOCTU
¥ BBIHOCSIIETO TpakTa JieBoro skemymouka (BTJI2K). Ha
OCHOBAHUM TIPOBENEHHBIX 00CIeI0BaHUI ObLT YCTAaHOB-
jged nuarHo3 'KMII. B 2019r BrimmosiHeHa MarHUTHO-
pe3onaHcHas Tomorpadus (MPT) cepaia ¢ ramonmHueM
(puc. 1), mo pe3ynpraTaM KOTOPOM BBISBICHBI 3KCIICH-
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Puc. 2. MPT cepaua naumeHTku 2.

Mpumeuanue: (A, B) — knHo-pexunm, SSFP-nocnenoBatensHOCTb: A — annHHas ocb JIK, 4-kamepHas npoekumsi, B — kopoTkas ocb Ha ypOBHE CpeaHux cermeHToB JIXK;
(B-I1) — OTCPOYEHHOE KOHTPACTMPOBaHUE, IR-NoCcNenoBaTENBHOCTL C NOLABNEHNEM CUrHaNa OT M1okapaa: B — kopoTkas ocb Ha ypoBHe 6a3anbHbix cermeHToB JIK, I —
KOpOTKast OCb Ha ypOBHe cpeaHux cermeHToB JIK, [l — KOpoTkas 0Cb Ha YPOBHE anukanbHbix cermeHToB JIK.

CummeTpuyHas runeptpodus muokapaa JK: Tonwmta MXIM go 14 MM, TonwwmHa 3agHei cteHku JIK go 15 mm, niaekc maccel mrokapaa JK — 129 r/m, runeptpodus
NanuANSPHbIX MbILLL, (TONLLMHA NEPeAHER MbluLibl — 16 MM, 3aaHsIS MbiLLA umeeT 2 ronosku). JIK pacwmpeH (KOO JK — 181 mn, KCO JIK — 58 mn), cokpaTMoCTb ero
He cHuxeHa, ®B JIK 68%. CTpenkamu ykasaHbl ydacTkv Anhdy3HO-CNMBHOMO MHTPaMMUOKapANaIbHOr0 HAKOMAEHUS KOHTPacTa No GOKOBOM, NEPEAHEN U HUXKHE CTEHKaM

JIK Hemwemmyeckoro reHesa.

Cokpauenus: KO — koHe4Ho-anactonmyeckuii oobem, KCO — KoHeuHo-cucTonnyeckunii 06bem, JK — nesbiii xenynouek, MXI — mexokenyno4koBas neperopoaka,

®B — dpakums BbiGpoca.

Tpudeckasi acummetpuuHas [JI2K (TonmmHa MexoKeny-
nmoukoBoit meperoponku (M2KIT) mo 1,9 cMm, TonmmHa
0OKOBOI1 cTeHKM JjieBoro xenymouka (JI2K) mo 1,6 cm),
MIPOTSKEHHBIC YYACTKU 3aMeUICHUS TIephy3Ur 1 OTCPO-
YeHHOI'0 KOHTPAaCTUPOBAHUS, pacmoioxeHHbIe B JIZK
CyOsHIOKAapANAIbHO M MHTPAMHUOKApAUAIbHO (CyMMap-
HBIA 00beM (PUOPO3HBIX M3MEeHEHMM cocTaBisa 15%
maccbl Muokapaa JI2K), 4To ObLI0 paclieHeHO Kak coue-
TaHWE UIIEeMUYCCKUX W MEPBUIHBIX (DMOPO3HBIX M3Me-
HeHnmii. [1o pesyiabraTaM MOJIEKYISIPHO-TEHETHICCKOTO
WCCJICIOBAaHUS BBISIBJICH BEPOSITHO-TIATOTCHHBIN Bapu-
anT reHa LAMP2. C aHTU(DUOPOTUUECKON 1IETBIO OBIT
Ha3HaueH crmupoHonakToH. B 2020r mo manHbM DxoKT
otMmevanoch Hapactanue I'JIDK mo 2,3 cm. C mera 2021r
MMaIleHTKAa OTMETHIIA TIOSIBICHIE OOBIIIKY IIpH pu3mde-
ckoii Harpy3ke (PH), a Takxke OMHOKPATHBINA MPUCTYII
YUaIICHHOTO CepaIcOMeHNsI, B CBSI3M C YeM B JaeKalpe
2021t ObI1a BnepBble TrocruTaan3upoBaHa B HMUILL
TIIM. Ilpu npoBegeHUN XOJITEPOBCKOTO MOHUTOPUPO-
Baumst OKI (XM-DKI') Ha "arctoM (poHe" oTMEUaInCh
cuHycoBasl O6pagukapaus (CpemHssT YacTOTa CepHCIHBIX
cokpamenuit (YCC) 53 yu./MUH), aTpHOBEHTPUKYIISIP-

Has (AB) 61okana I ctenieHu, mpoOeXKKKU HAIXKETyI0uKO-
BOIT TaXUKapINH, MPOOEKKH KeTyTOUKOBOI TaXUKaPIUT
(KT). INo maraeM Ox0KI — BRIpakeHHAs] CUMMETPHY-
Hag ['JIZK 6e3 oocTpykumu mojocty u BTJIK, dpaxknus
BoiOpoca (®B) JIK 66%, nunactoianyeckast AUCHYHKIUS
JI2K III tTima (pecTpUKTUBHOTO), HE3HAUMTEIbHAST THJIa-
Tauus geBoro npencepaus (JITT), murpanbHast perypru-
Tamus 2 cTelleHU. B aHanmmM3ax KpoBHM HAOIIOIAIOCH T10-
BBIIIeHUE N-KOHIIEBOTO IIPOMO3TOBOTO HATPUIMYpETUIC-
ckoro mrerrtuaa (NT-proBNP) mo 2400 rir/mit. YauteiBast
BBICOKMII PMCK BHE3aIIHOM CEepAEYHOM CMEpPTU MPHU
pacuete mo mkaiae HCM Risk-SCD (https://qxmd.
com/calculate/calculator 303/hcm-risk-scd) 1 pacmpo-
CTpaHEeHHBIN (PMOPO3 MHOKapma, ObLT MMIUIAHTHPOBAH
IBYXKaMepHBIIT KapaunoBepTep-aedudpumisitop (KB).
MNuunuupoBaH npueMm 6eTta-agpeHOOJI0KATOPOB U JUY-
PEeTHKOB B HU3KOI H03€, MPOJOJLKEH TIPHEM CIIUPOHO-
nmakToHa. [Tocie BBITTMCKY IMAIlMEeHTKA CAMOCTOSITEILHO
OTMEHMJIA BCE JIEKapCTBCHHBIC IIperapaTel. B HosOpe
20221 BO BpeMsI OBICTPOI XOOLOBI MOTepsJla CO3HAHNE
¥ OblJIa TOCITUTAIN3UPOBaHAa B CTAIIMOHAP, TIE IIPH TIPO-
Bepke KB/l 3admnkcupoBan nmapokcusm KT ¢ tpanchop-
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KITMHNYECKWE CNYHAN

Manueit B pudpmursauio xeaynoukosB (DXK), kymupo-
BaHHBIN paspsaoM 41 JIx. [To XM-DKI peructpupona-
JIUCh YacTasl XKeJIymodkoBast akcTpacucronust (3163/cyr.)
u npo6exku KT. ITaumeHTKe OBLIO PpeKOMEHI0BAHO
yBEeMYEHHNE HO3BI OMCOIIPOIIONA 10 7,5 MT/CyT., OmHa-
KO OT TIIpreéMa Tepaluy OTKa3biBajiachk. [Ipu ruraHOBOM
npoBepke KB/l B okTs16pe 20231 cyMMapHO 3aperucTpu-
poBaHO 15 3MM30M0B JOCTABKM IIOKOBOI TepaItuu II0
noBony KT/DXK (Bce anmuzonsl Ha ¢oHe Bricokoit HCC
~140 yn./muH). B ntuHamuke mo gaHABIM DX0KI oTt™me-
yasjock cHrkeHne @B JIXK no 50%. Beur mHUIIMMpOBaH
ImpueM aTeHojola 50 MT/CyT., IpU KOHTPOJbHOM XM-
OKI XKT He 6bI10. B TIOCHERYIONIEM TOTEPU CO3HAHWS,
cpabarbiBaHusl KBl He penuauBupoBaiv, Ha3HAYEH-
HYIO Tepaluio TIpUHUMAJIa PeryIsIpHO, OMHAKO C Hada-
ma 2024r manyMeHTKy Hadajau OeCITOKOUTHL Y4allleHHOe
cepaledbueHne, XKeHUe B TPYAU U ONBIIIKA MTPU HEe3HA-
yntenbHoi OH. ITo manaeM DxoKI ot mapTa 2024r oT1-
MEUaJuCh TCHACHINS K OUJIAaTAllMU JICBBIX KaMep cepi-
ma (JIIT 4,2 cM, KoOHeUHO-IHacToImIecKuii pasmep JIK
5,2 cm), cHmkenne OB JIK no 40%, akuHe3 anmmKaib-
HBIX cerMeHTOB JIK ¢ pacmpocTpaHeHMeM Ha CpemHMA
cermeHT M2KII, cHMXXeHUe COKPaTUMOCTH IIPaBOTO Ke-
nymouka (TAPSE 1,0 cMm), a Takske ompenessuicss TpoMoO
2,2x1,5%0,8 cm B Bepxymke JI2K. IocnuranusnpoBaHa
B HMUII TIIM B amnpene 2024r, roe HadaT nmpreM Bap-
dapuHa, a TakKe KBampOoTepanus cepIeuyHoil HemocTa-
touHoctu (CH). B anHamm3ax KpoBU OTMedaJoCh Ha-
pacraraue NT-proBNP mo 3824 rr/min, tpononnHa I mo
104,7 ir/mi1, a Takke TTOBBIIICHUE KpeaTUHMOCHOKHA-
361 (K®K), acrmapraramuHoTrpancdepassl (ACT) u mak-
tatneruaporeHassl (JIAI). IIpoBemeHa KopoHapOaHTHO-
rpacdus, MO JaHHBIM KOTOpPOii KOpOHApHBIE apTepHUU
nHTakTHBL [Ipu mposepke KB/ smmmzomoB KT /DX He
6b6u10. TlOCHEe BHITIMCKM MAllMeHTKAa YyBCTBOBala ceOs
OTHOCHUTEIBHO YIOBICTBOPUTEIBHO, IIPU KOHTPOJIBHO
DxoKTI ot miong 2024r naHHBIX 3a TpomM603 JI2K He 1Tosy-
yeHo, coxpaHsunch cHikeHue @B JIXK no 40% n aku-
He3 BepxyueuHbix cerMeHTOB JIZK. [IpomoikeHa Ttepa-
st CH m aHTHKOary/IsTHTHAS Tepalnsl, 3aTUIaHIPOBAHO
obcnegoBaHre B IMHAMUKE depe3 3 Mec.

Kmmaumgeckmii cayvaii 2. I[lanuenTtka 31 roma, HOp-
MOCTEHUUYECKOTO TellocaoxkeHust. Poct — 172 cM, Bec —
93 xr. B anaMHe3e TIpodecCUOHATbHBIC 3aHATUS Oallb-
HBIMU TaHIIaMu B TeueHue 15 met. B 2017 B Bo3pacte
24 neT npu MIaHOBOM obciienoBanuy BeisgBiieHa ['KMIT
6e3 ooctpykimm moiaoct 1 BTJIK. C 2019r maumeHT-
Ka Havayla OTMeYaTh SMHM30AbI YIAIICHHOTO HEPUTMMUI-
Horo cepaueduennst, mpu XM-DKI' peructpupoBainuch
¢deHOMEH TIPpenBO30YKICHUS KEIYIOUYKOB, YacTas Hal-
KeJTyIOIKOBasT SKCTPACUCTONSI, TIPOOEKKN HAIKETy-
IOYKOBO# TaxuKapmuu. B ampene 2019t O6vUtM mpoBe-
IIEHBI 3JEKTPODU3NOTIOTHIECKOE NCCICIOBaHNE Cepama
u paguodyacToTHas admaumsa (PYA) MemaeHHBIX ITyTei
AB-coemnHeHMs, OMHAKO ITOCIIE OIepalliy COXPaHSITICH
MIPUCTYIIB HapymeHuii putMma cepaia (HPC). B aBrycre

2020T TIpy TOBTOPHOM 3JEKTPO(PU3NOIIOTUIECCKOM HC-
ciaenoBaHUM BepuduuupoBaHa (GUOPUIIISILIAS TIPe.-
cepnuii (PII), BEIMOTHEHA KpHOOATJIOHHAS a0JIaIns
YCTBEB JICTOYHBIX BEH, Ha3HAUCHA TePAIHsI COTAIOIOM
160 mr/cyT. ¢ monoxutenabHbiM 3hdekToM. C UIOHS
2021t 1ociie TIepeHEeCEeHHOM OCTpOil pecupaTopHOt
BUPYCHOIT MHPEKIUMN y MAIIUCHTKH BO30OHOBMIJINCH
MIPUCTYNBl YYaUICHHOIO CepaueOMeHMsA, MO NaHHBIM
XM-DKIT BBHIIBIIEHO aTUNTMYHOE TpelleTaHue Ipeacep-
nuit (TIT). ITo DxoKT ot suBaps 2022r oTmeuyanuch
I'JIXK no 1,6 cM, npusHaku (GpUOPO3HBIX M3MEHEHUI
MUOKapaa HUXHeit 1 60KoBoil cteHoK JI2K, He3Hauun-
tenbHas gunatanus JIIT. B despane 20221 BhITONHEHA
PYA KaBOTpUKYCNUIAJIBHOTO UCTMYCa, MMOTPAHUYHOTO
rpeOHs, BepXHeil ool BeHbl. HasHauascss aMmomapoH
200 Mr/cyT., OMHAKO TTOCJIC BBIITUCKU COXPAHSUINCH Yac-
TBIe cuMITOMHBIE TTapokcu3Mbl OI1/TII, B cBsI3U ¢ yeM
B IaJbHEUIIEM aMUOmapoH ObUI 3aMeHEH Ha OMCOIpPO-
qon 5 mr/cyr. B ampene 2022r mpoenena MPT cepmma
¢ ragmonmHueM (puc. 2), TIo pe3yIbraTaM KOTOPOIi OIrca-
Hbl cumMmerpudHast [JI2K go 1,5 cMm, oOumpHast cauBHas
30Ha MHTpaMHoOKapauajibHoro ¢uodposa JIZK, npu sTom
XapakTep HaKOIUICHHWs KOHTpacTa, BeICOKOe Bpems T1
n yBemmuenue ECV He TTO3BOJISIIM UCKITIOUYNTH (peHO-
kom0 'KMII (6one3HM HaKOIUICHMS/TTUKOTCHOBBIC
6omesnn). B HostOpe 2022r manmeHTKa BIIEpBBIC OBLIa
rocriutanu3upoBaHa B8 HMUILI TIIM, roe BBIITOIHEHO
BBICOKOIIJIOTHOE KapTUPOBAHME MPEACEPIUN ¢ IOCIIEe-
nytomeit PYA apuTMOreHHBbIX 30H JIEBOIO M MpPaBOTo
npenacepauii. B3gT aHamm3 KpoBH C 1IETBIO IIPOBEACHMUS
MOJICKYJISIPHO-TEeHETUUECKOTO MccaenoBanus. B mekao-
pe 2022r — peunnus DI 6e3 gaabHENIIETO BOCCTAHOB-
sneHust cunycoBoro putma. Ilo gmanueiM XM-DKI ot
despans 2023r — purm PI1 ¢ UCC 78-126-141 yu./muH,
1 smM304 MHUPOKOKOMILIEKCHON TaXMKapOUM C YacTO-
TOM XeJIyJO0YKOBBIX COKpalieHuit 180 yu./MUH UINTEIb-
HOCTBIO 2 CeKYHIHI (pacIleHeHO KaK abeppallusl TIpoBe-
IeHUs), JacTasl KeIymouKoBast sKcTpacuctonust (3254/
cyT.). Ha ¢oHe coxpaHSIOmeicss TaXUCUCTOINN Y TIallM-
SHTKM OTMEYaJINCh HapacTaHWE ONBIIITKIA M CUMITTOMHAST
TUTIOTOHUSI. AMOYJIaTOPHO yBeJIMUYeHa 1032 OMCOIIPOJIO-
J1a 6e3 3HaYnMoro 3 deKTa, B CBI3U ¢ 4YeM B nioHe 20231
OblI1a MOBTOpHO rocnutanu3duposaHa 8 HMULL TIIM,
IJ¢ BBITIOJIHCHA 3JICKTpUIecKast KapauoBepcHus ¢ MOCe-
OYIOIIAM Ha3HAaYEeHUEM aMUONAapOHa IO HACHIAUIEH
cxeMe B KoMOuHauuu ¢ oucomnpoioiom. [1pu nposene-
HUM MOJICKYISIPHO-TEHETUYECKOTO MCCACHOBAHMST OBLI
BBISBIIEH HYKJICOTUIHBIN BapuaHT chrX:120455543dup
B TETEPO3UTOTHOM cOoCTOSIHMU reHa LAMP2. B ananu-
3axX KpOBHU oOpalajgo Ha ceOsT BHUMaHUE ITOBBIIIICHUE
K®K, ACT, JIAI, a takxke NT-proBNP mo 962 mr/mu.
MHEnnmrpoBaHa MPOrHO3-MOIUMDUIIMPYIONIAsT Teparus:
Jamanmm@Io3WH, CIUPOHOJIAKTOH. Ilociie BRIMMCKM OT-
Mevanoch Bo3ooHoBIeHMe PI1. YuntniBasg HeaPeKTrB-
HOCTh aHTMAPUTMUUYECKON Tepamnuu, BEIPAXXCHHYIO Ta-
XUCHUCTOJINIO, HEBO3MOXHOCTb Ha3HAUCHUS aleKBaTHOM
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PUTM-ypexXalolleil Tepalmuy B CBSI3M CO CKIOHHOCTBIO
K TUIIOTOHWU, IIPUHSTO peIllcHWE O BHITIOJHCHUU IIe-
crpykuuu AB-coenmHenus. [IepBBIM 3TalioM B aBIyCTe
2023r mpoBeieHa oTepalnsl UMIIaHTAMKA OJHOKaMep-
HOT'O 3JEKTPOKApPAUOCTUMYJsITOpa. BTOphIM 3TamoM
niaanupoBaioch npoBeaeHue PYA AB-coenmHeHus,
OOHAKO TIpW MOCTYIUICHWHM B CTallMOHAp B HOSIOpe
2023r y manyeHTKN 3apeTUCTPUPOBAH CUHYCOBBIN PUTM
¢ UCC 63 yn./mun. [IpoBeneHa Harpy3odHasi mpo0ba, 1o
pesynbrataM Kotopoii HPC cripoBompoBaHo He ObIIO.
ITo DxoKI — 6e3 tnHaMuku. B ¢BI31 ¢ BOCCTaHOBJIEHM-
€M CHMHYCOBOTO pUTMa IIPUHSITO PEIICHNE OTKA3aThCs OT
olepalny necTpyKuun AB-y3ia, mpomonkeHa Teparst
aMMOIapoOHOM B KOMOMHauuu ¢ 6ucomnposioynom. Ilpu
KOHTPOJIBHOM 00cienoBaHuu B ¢eBpaine 2024r coxpa-
HsIcs cuHycoBbIit putM, HPC He pentmmuBupoBanm, oT-
MeUaJIoch MOBBIIIIeHUE TojiepaHTHOCT K P H. B HacTos-
Iee BpeMsI B OTHOIICHUHN JaTbHEHIIIe TAKTUKY BEICHMST
MMAIMEHTKY pelraeTcs Bonpoc 06 mMrutantaruu KB/
PECUHXPOHU3UPYIOIIETO YCTPOMCTBA, YIUTHIBAs HaJIM-
yue 0oje3Hn JJaHOHA ¢ pacpoCTpaHeHHBIM MHTPAMUO-
KapauaJabHBIM (pUOPO30M M aCCOIMMPOBAHHEIN C 3TUM
MOBBIIIEHHBIA PUCK BHE3AMHOMU CEpIEYHOM CMEPTH.

OGcyxpeHune

B mocnemrue rogbl 6ojiee MMPOKOE pacIIpoCcTpaHe-
HU€ BU3YaJIU3UPYIOLIUX U MOJIEKYISIPHO-TEHETUUYECKUX
METONOB NMAaTHOCTUKM, a TaKKe aKTUBHBIN HayYHBIN
WHTepeC MPUBEIN K HAKOIUICHUIO MH(POPMAIINN OTHO-
CHUTEJIBHO €CTeCTBEHHOTO TEUCHUsS M IIPOTrHO3a 00JIe3HU
JlaHoHa, B T.4. O TSLKECTH 3a00JIeBaHUS HE TOJIBKO Y T1a-
IIMEHTOB MYKCKOTO T10JI1a, TOMO3UTOTHBIX 10 TIOJIMMOP-
¢us3mam reHa LAMP2, HO M Yy TeTepO3UTOTHBIX JKEHIIH
[1, 5,7, 9-14].

BenymuMm KIMHUYCCKAM TMPOSIBIICHUEM OOJIC3HM
JaHoHa sIBIsIeTCS TsKeash KapawajbHasT TaTOJIOTHS.
VY OoJbleil yacTy MaueHTOB, HE3aBUCUMO OT TeHICP-
HO¥ TIPUHAMIEKHOCTH, OTMEUYAIOTCS CUMIITOMBI U TIPH-
sHakn CH, 4TO OBLIO MOAYEPKHYTO B CHCTEMATHIECKOM
0630pe Brambatti M, et al. (2019), B xoTopoMm 1po-
aHaAJIM3UPOBaHbl JaHHBIEe 146 mamueHTOB (90 MyX4YUH
U 56 XeHIIUH) ¢ Bepu(ULUPOBAHHBIM AUArHO30M 00-
ne3uu JlaHoHa, rnpu 3ToM y 92,5% OOJIbHBIX UMeEIach
KJIMHUKA HapylIeHUI cepaeuyHoit nesteabHoctu [1, 7].

OnHako HAOMIODAIOTCS 3HAUYMMBIC Pa3IAUMSI B TUTIC
peMonenMpoBaHUsI MUOKapaa B CBS3H C TIOJIOM: B TO Bpe-
Ms Kak is MyxuuH xapakrtepHa ['KMII, npuBoasias
B 25% cay4daeB K oocTpykunu BTJIK, y KeHIIUH MOXET
00OHapYXMBAThCS KaK THIIEPTPODUICCKUIA, TaK W IWIa-
TAIlMOHHBIN WJIM TUTTOKUHETUICCKUI HeMIaTallMOHHBIIA
denorumnsl B 30-50% ciyyaes [1]. Tak, B paHee yromsi-
HyToli pabore Brambatti M, et al. (2019) pemonenupoBa-
HUE I10 TUIEePTPOGUUESCKOMY TUITY OTMedaioch B 96,2%
cJIydaeB y MalMEHTOB MyKcKoro noja u B 70,3% — y nuig
XeHcKoro noja; auiataunonHas KMIT y xxeHmuH Ha-
OJrroaach ¢ MeHbIIEH yactotoit — B 29,3% ciydaes [7].

Tem He MeHee B HACTOSIIIINIT MOMEHT TOCTOBEPHO HEM3-
BECTHO, SIBJISIETCS JTU OUJIATAllMOHHBIN (DeHOTHIT Y XKeH-
IIIMH HE3aBUCUMBIM BUIOM PEMOJEIUPOBAHUS WU Ke
OH BBICTYIIaeT KaK 3Tall KIIMHUYECKOT0 KOHTUHYyMa
3a00JIeBaHMA, IIPU KOTOPOM IICPBUYHO pPa3BUBACTCS
runepTpodusl MAIOKapaa, a 3aTeM, BCICACTBUE THOEIN
KapIMOMHUOILINTOB M 3aMECTUTEILHOTO (hprbpo3a, cepaliie
CTAaHOBUTCSI TUTIOKMHETUYCCKAM W [Tajice MMIaTUPOBAH-
HBIM. B HepenKux cirydastx OTHOCUTEIIBHO OJIarOIIpUSIT-
HOTO U MEIJICHHO IIPOTrPEeCCUPYIOIIETO TeUeHUs 00JIe3Hb
HaHoHA y JIMII 3KEHCKOTO I10JIa MOXET OBITh HE OUArHo-
CTUpOBaHA UTUTEIbHBIA IIEpPHON BPEMEHH IO HACTYILIC-
HUS MO3IHUX CTanuit 3aboneBanud [1, 9, 14]. B 1 k-
HUYECKOM IIpHMepe OTYCTIUBO BHIHO IIPOTPEeCcCUpOBa-
HUEe 0OJIE3HN OT BHIPAXXCHHOW TUIEPTPODUN MUOKapaa
C MacCHBHEIM (hMOPO30M IO ITOCTCIICHHON MMIaTalliiy
nonocteit co cHkeHneM @B JIK Ha mpoTskeHnu 7 JIeT.
Taxke CTOUT OTMETUTD, YTO Y KCHIIWH HaOI0maeTCs
6oJtee BEIpaxkeHHOE 1 yactoe cHrkeHne MB JI2K o cpaB-
HEHUIO C MYXXUMHAMHM, Y KOTOPBIX TIOOaTbHAsT COKpaTH-
MOCTh HEPEIKO OCTAeTCS COXPAHHOI BIUIOTH IO TTO3THUX
cranuii 3aboneBanus [1, 15]. B wactHoctu, Lotan D, et
al. (2020) ObUIM OITyOJIMKOBAHBI PE3YJIBTATHl MHOTOILICHT-
POBOTO MCCJICTOBAHMSI, COTIACHO KOTOPBHIM OTMEUaJIoCh
cHizkenne ®B 1o 28+13% y 59% xeHiuH (13 27 BoLLE -
X B uccrenoBanue) u no 34+11% y 40% myxunH (13
30 yuacTBoBaBIIMX) [5]. DTO TakKe HAIUIO OTpakeHUE
y Halleil mauMeHTKU (KIMHUYEeCKUiA ciydait 1).
HaG6maromaembrit nud@y3HBIN U IPOrpPeCcCUPYIOIINIA
(prbpo3 sgBIgeTCIT MOP(POIOTHTISCKIM CYyOCTPATOM 3JIeK-
TPUUECKON HECTAOMILHOCTY MHUOKAapaa M 9acToO IIPHUBO-
INT K Pa3BUTHIO HAPYIICHUM pUTMa W IIPOBOAUMOCTH
cepaua. PaHHuMu nposiBieHUsIMU Oosie3Hu JlaHoHa
MOTYT BBICTYIIaTh YKOpoueHHMe mHTepBaia PQ u/mim
Hajauume nenpra-BoiHBI Ha DKI, cympaBeHTpUKYIsIp-
aoie Taxukapanu (Bkimodass OI1 u TII) u XKeaymouKoBBIe
aputmnu, B yactHoctH, KT u DX, BcTpewammmecs
npuban3uTenbHo y 60% manuenToB. Hapyiienus mpo-
BOIMMOCTH aHAJIOTUYHO IIHPOKO PacIIpOCTpaHEHHBI (OT
35% 10 50% 60NMbHBIX) U MOTYT OBITh IPEACTABICHBI KaK
0J0KagaMy CMHOATpUaJibHOTO, Tak U1 AB ypoBHS, B T.u.
C HaJIWYMEM TOKa3aHWI K MMIUIAHTAIIUM DIIEKTpoKap-
TUOCTUMYJIATOPA, a TAKKE HApYIICHUSIMU BHYTPYLKEITY-
JIOYKOBOM TIpoBoauMocCTH [1, 8]. B HaImMX KIMHUYECKUX
npuMepax OTYETIMBO BUIHO Pa3HOOOpa3HOE TeYeHUE
3a0oyieBaHus. Y MauMeHTKU 1 TIpeBaJupoBaid Hapylle-
HUS TIPOBOIUMOCTH M Xu3Heyrpoxaromme HPC, Torma
KaK y TMaueHTKA 2, Ha000pOT, BEAYIINUMH CTaJId Ham-
JKEIYIOYKOBEIC apUTMUH, HEe TOIIAIINecs] MHTCPBEH-
OMOHHOMY JedeHUo. Kak mpaBuiio, HapylmeHUsT puTMa
¥ OJTOKAIbl Y XXeHIINH MaHU(ECTUPYIOT B 00jiee MO3MI-
HUE CPOKH, YeM y MYXKYMH, OMHAKO B JIUTEPATypE OITH-
CaHBI W CIyJau Pa3BUTHUs apUTMHIT B paHHEM BO3pacTe
y neBouek [16]. PacripocrpanennHocts HPC o00b19HO
corocTaBuMa cpenu 1mojioB [5]. Tak, ¢heHOMeH TIpeaBo3-
Oy>XIeHUs 9acTO HaOIIomaeTcs y IIpeICcTaBUTeNIel 000mx
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I10JIOB, HO HECKOJIbKO PEXe Y JIMI XKeHcKoro moa (27%)
10 cpaBHeHMIO ¢ MyxunHamu (69%) [1, 6, 17]. Kpome
toro, Ha DKI Hepenko MoXeT 0OHAPYKUBATHCS BBICO-
KU1 BOJIBTAX C U3MECHEHHUSIMU PEITOISIPU3AIUN B paMKax
TUIIepTpo(UK MUOKApIa, YTO Jallle OTMeJaeTCs y Mallk-
€HTOB MYXKCKOTO T10J1a [1].

IToBceMecTHOCTD 3KcTpeccuu mporemHa LAMP2 Bo
BCEX TKAHSIX 1 OpraHax JICXKUT B OCHOBE IMOJIMCUCTEMHO-
ro mopaxkeHus Tipu 0os1e3Hn JlanoHa. OgHAKO, eClTN IJIsT
MYKYUH XapaKTepHBI 3KCTpaKapauaIbHbIC TIPOSIBICHUS,
TO Y >KCHIIWH JaHHAs CUMIITOMATHKA 3a4acTyI0 HeIpe-
cKa3zyeMa, MOXET OBITh MUHUMAJIbHA WIIK OTCYTCTBOBATH
BoBce [1, 2, 5-8].

Benymnm BHecepaeUHBIM IIPOSIBJICHHUEM BBICTYITaeT
CKeJIeTHas MUOTATHS ¢ TIpeo0IamaloiM BOBICUCHU -
€M TIPOKCUMAJIbHBIX MBIIICYHBIX TPYIII, YTO BHIpaXKa-
eTcs B c1a0OCTH, a TaKXKe MEHee CITeM(MIHBIX MHUaJ-
MU W CHIDKeHUHM TojiepaHTHOCTH K DH, KoTophie, Kak
MIPaBUJIO, HE3HAYNUTEIbHBI 1 TIPEO0IaIaloT Y MalleHTOB
MYXCKOro moiyia. Hapsny ¢ a3tTuM B 1a00paTOpHBIX aHa-
JIM3ax OTMEUYAeTCsT XapaKTePHOE MOBHBIIICHNE YPOBHEH
amannHamuHoTpaHcdepassl, ACT, KOK u JIATI' kak
MapKepOB MPOIOJIKAIOIIETOCS TTOBPEKICHUSI MUOIIUTOB
[1, 12]. HecMOTpst HAa OTCYTCTBHE KIIMHUYECKUX TTPOSIB-
JICHUI MUOTIATUM, B KPOBH Y OOCHX IMAIIMEHTOK OBLIO OT-
medeHo ToBbimeHne KMK n JIJT, uto paclieHeHO Kak
CHCTeMHOE TIpOosIBIIcHUEe 00J1e3HU JlaHoHa.

B memom, mist KeHIIWH, TeTePO3UTOTHRIX I10 TTOJIH-
Mopdusmam reHa LAMPZ2, B OOJBIIMHCTBE CIy4aeB Xa-
paKTepHBI OoJiee MO3MHMIT Ne0I0T, MEIJICHHOE TIPOTpec-
CHpOBaHNE U MSTKas KIMHWYeCKas KapTuHa 3a00JeBa-
HUS, HexXenn y MyxkunH [1, 2, 5-8, 18]. OgHako y Hammx
MMaIIMeHTOK 00JIe3Hb ACOITUPOBAa B MOJIOIOM BO3pac-
Te, U MPOSBICHUS B IEPBOM CIydyae HOCHUJIM XHU3HE-
YTPOXKAIOIINI XapaKTep ¢ OBICTPHIM IIPOTPECCUPOBAHM-
eM siiieHnit CH, a Bo BTOpOM ciIydae COIPOBOXIAINCH
TSDKEJTOU KIIMHUYECKOW CUMITOMATUKOW B BUJIE HETIpe-
PBIBHO PCHUINBUPYIOIMINX TeMOTMHAMUYECKN 3HAUM-
MBIX HaIKEJIyIOUYKOBBIX apuUTMUii. HebmarompusitHoe
TedeHHne 3a00JIeBaHUS Y JUII KEHCKOTO I10J1a HaXOIUT
oTpaxenue 1 B padore Hong KN, et al. (2022), B KoTO-
poif IpoBeAcH aHAIM3 MaHHBIX 38 manneHToB (19 XeH-
mrH 1 19 MyxxunH) ¢ 6oie3Hb0 JJaHoHa, TTepeHeCcIInX
TpaHcIUIaHTauuio cepraia. CpenHuii Bo3pacT JOCTUXe-
HUS yKa3aHHOTO mcxoma coctaBuia 20,2 roga, mpuaeM OH
OBUT OMMHAKOB JJIT 000MX TT0JIOB [12].
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Wcxonst u3 BEIIIECKAa3aHHOTO, X-CIETUICHHBINA JOMM-
HAHTHBIN TUT HACJICHOBAHUS MPUBOIUT K 3HAYUTEIHLHO
OoJjiee BapuabelbHOMY, HO He 00s13aTeJIbHO MEHEe TsI-
JKeJIOMY TEUCHUIO 3a00JIeBaHUS y KEHIIIWH IO CpaBHE-
HUIO C TTAIIMEHTaMU MYXKCKOTO ITI0JIa, B CBS3M C YeM HE
clienyeT pacCMaTpWBaTh MX MCKITIOUUTEIFHO KaK HOCH-
Tenteit BapuaHToB reHa LAMPZ2, TOCKOJIBKY 3TO MOXET
MOBJICYb HEOOOILIEHKY PaHHUX CUMIITOMOB, OTCPOYMUTH
TMOCTAHOBKY IMAarHo3a u Hadajo JyiedeHus [1, 9, 10, 14].
[IpenmyIIecTBEHHO MO3THUN HeOIOT, MEIJICHHOE IIPO-
rpeccrupoBaHne, (peHOTHITMYECKOe pa3HOOOpa3ne U He-
BBIPAXKCHHOCTD WJIN TIOTHOE OTCYTCTBHE SKCTpaKapIUATIh-
HBIX IIPOSIBIICHUI CYIIECTBEHHO 3aTPYIHSIOT IMAaTHOCTUKY
6ome3HM JlaHOHA Y JIUII 3KEHCKOTO IT10J1a, KOTOpast MOXKET
OBITH BepUOUIIMPOBAaHA CIYJIAHBIM 00pa30M II0 PE3yiTh-
TaTaM MOJIEKY/ISIPHO-TEeHETUYECKOTO uccaenoBanus |1, 5].
KpoMme Toro, HeBbICOKAsT pacIIpOCTPAHEHHOCTh JaHHOM
HO30JIOTUHA MOXKET SIBJISITBCSI OCHOBOM IIJIT HEKOTOPOTO
MpeHeOpeKeHNS B CIIeKTpe mupdepeHINATBHO TUarHO-
ctnaeckoro moucka [10]. B ¢Bsi3u ¢ 3TUM ypoBeHb BHU-
MaHUs K 00J1e3Hn [JaHOHA JOJKeH OCTaBaThCsS BHICOKUM
HE3aBUCHMO OT ITT0JIa TTAlIMeHTOB, a IOHMMAaHMe TTaTodu-
3UOJIOTHH W KIIMHUYECKOTO TeYCHUS 3a00JIeBaHUSI MOXKET
CIIOCOOCTBOBATh CBOCBPEMEHHBIM ITOCTAHOBKE OUArHO3a,
crpaTuUKaAIIIM prCKa M HaJaly JeUYeHMs, a B OyayIieM
n 0TOOPY OONBHBIX IJISI TCHHOM TepaItvu, IIPOXOMSIICiA
B HacTogIIee BpeMsl KIIMHUYEeCKUEe UCTIBITaHus [19].
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®deHoTUN cCemeiHo reTepo3nroTHOM rmnepxosiecTepuHeMun, 00ycioBNEHHON geneuuei

9Kk30HOB 2-10 reHa LDLR: knuHu4ecKuii cnyyan

Mowuceesa A.M.", Msanosa O.H.2, Emenbstuuk B.C.", Emenbsinuuk E.10.1, Mapunosuesa O.B.", Hukynuna C.10.", Mpotononos A.B.'

BeepeHune. AHanu3 v conoctaBneHne KIMHUKO-GYHKLMOHANbHBIX 0COBEHHOCTE
60NbHbIX cemeiiHol runepxonectepuHemmeii (CIXC) ¢ 4aHHbIMU MONEKYNISIPHO-
reHeTN4eckoro NCCne0BaHNa No3BOASIOT YTOUYHUTL XapakTep TedeHus 3abo-
NeBaHNs U ONpeaenuTb TakTUKy HabnlAEHNS NaLMEeHTOB C Y4eTOM KAWHWKO-
reHeTn4eckoro cratyca. YunutoiBas 10, 4TO B AnarHoctuke CIXC semywmmu
ABNAOTCH GUOXMMUYECKNE KPUTEPUU, N3YYEHNE CeMENHBIX Cy4aeB [OMoJHAeT
npencTasneHne o 3abonesaHnu.

KpaTtkoe onucaHnwue. [poBefeH aHann3 reHeanornyeckoro n MHAMBWUAYaIbHO-
ro aHamHe3sa, puankanbHoe 1 oBLLEeKIMHNYeckoe 06CneaoBaHe TPOMX YNeHoB
CEMbM, OLiEHKA PaCLUMPEHHOrO NIMMMAHOMO CMNEKTPa, YAbTPa3BykOBOE MCCNenoBa-
Hue cocynos. MPOBEAEHO ABYX3TANHOE MONEKYNSPHO-reHeTNYeckoe nccnenosa-
HUe: Ha NepBoOM 3Tane — napanenbHoe cekBeHnpoBanue 60 acCOLMMPOBAHHbBIX
¢ CI'XC reHos, BTopoi aTan — ouexka IHK metogom Multiplex Ligation-dependent
Probe Ampilification reHa, koaupytoLLero peLenTtop AMNONPOTEMHOB HWU3KOW MIOT-
HocTu (low density lipid receptor, LDLR), ons BbiISBAEHUS KPYMHBIX AeNELWiA.
Aunckyccus. Bbino BbISIBEHO, Y4TO Yy MaUMEHTOB C Aeneuveit B ak3oHax 2-10
reHa LDLR BbISBASIOTCS Hanbonee TsxXenble KnMHUKO-1abopaTopHble HapyLLeHNs
1 paHHee pasBuTVe CepAEYHO-COCYANCTbIX 3a60NeBaHNIA.

B cembsix ¢ CI'XC BbisiBNSieTCs HanbonbLLuas KOHLEHTPALMS FTEHOMHbIX HAPYLLEHNA,
KOTOPbIe MOTYT NPMBOAUTL K GOPMUPOBAHMIO aTePOCKIEPOTUHECKOTO NMOPAXEHUS
COCYLOB [axe Yy [leTeil fOLWKONbLHOro Bo3pacTta 1 MoryT notpeboBath BbIATH 3a
pamMKu1 CTaHZAPTHOW rMNOAMMUAEMUYECKOV Tepaniu BNAOTb 4O NPYMEHEHNS HO-
BbIX BMONOMMYECKNX FTEHHO-VMHXEHEPHbIX MpenapaTos.

KnioueBble cnosa: cemeiiHas reTepo3nroTHas runepxonectTepuHemus, cepaey-
HO-COCYAMUCTBIV PUCK, KACKAAHBIV CKPUHUHT AMCIMMMAEMUIA, aTePOCKNepo3, ulle-
Muyeckas 60ne3Hb cepaLad, MUCCEHC-MyTauun, AeneLun, TMnonpoTenHbl HU3KOM
NAOTHOCTH.
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Phenotype of heterozygous familial hypercholesterolemia caused by deletion of LDLR gene exons

2-10: a case report

Moiseeva A.M.", lvanova O.N.2, Emelyanchik V.S.", Emelyanchik E.Yu.!, Marilovtseva O.V.", Nikulina S.Yu.", Protopopov A.V.!

Introduction. Analysis and comparison of clinical and functional characteristics of
patients with familial hypercholesterolemia (FH) with molecular genetics data make
it possible to clarify the disease nature and determine the management strategy
taking into account the clinical and genetic status. Considering that biochemical
criteria are the leading ones in the diagnosis of FH, the study of family cases
complements the disease understanding.

Brief description. An analysis of the genealogical and individual data, physical
and general clinical examination of three family members, advanced lipid testing,
and vascular ultrasound were performed. A two-stage molecular genetics study

was conducted as follows: the first stage involved parallel sequencing of 60 genes
associated with FH; the second stage involved DNA assessment by the multiplex
ligation-dependent probe amplification method of the low-density lipoprotein
receptor (LDLR) gene to identify large deletions.

Discussion. Patients with deletions in LDLR gene exons 2-10 have the most severe
clinical and laboratory abnormalities and early development of cardiovascular
diseases. Families with FH have the highest concentration of genomic abnormalities
that can lead to atherosclerosis lesions even in preschool children and may require
non-standard lipid-lowering therapy, including biopharmaceuticals.
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CeMeifHast TETEpO3UTOTHAS TUTICPXOJICCTEPUHEMUSI
(CI'XC) umeet 6osice BBICOKYIO PacIpOCTPaHECHHOCTH
B Poccuiickoii monyasuuu 1o CpaBHEHMIO € €BPOIeMCK-
Mu, KoTopast nocturaet 1:173 [1]. B cTpanax, rae otcyt-
CTBYET YHUBEPCATbHBIN 1/WJIN TApTeTHBIM CKPUHIHT, BbI-
apienne manuenToB ¢ CI'’XC He npesbimaet 1% ot yncia
Bcex OONBHBIX [2]. DTO menaeT 3abojieBaHMWe "HEBUOM-
MBIM" IUIST OOJIBIIMHCTBA Bpadeil aMOy/IaTOpHOTO 3BEHa,
0cobeHHo, y mauueHToB 10 40 Jnet; B pesdynsrate CI'XC
IMaTHOCTUPYETCs Ha 3Tarle pa3BUTHUS OCTPHIX (DOPM HIIIe-
muyeckoit 6onesnu cepaua (MBC). OcobeHHO SpKO 3T
mposBisieTcess y Mosonbix moneit ¢ CI'XC u cyoxkmmHIde-
CKMM Te€YEHHEM aTepOCKIIEPOTUYECKUX 3a00JeBaHmit [3].

YUuTBIBasT BRICOKUI CepIeIHO-COCYINCTRINA PUCK, CBSI-
3aHHBIN ¢ UTNTEILHOM SKCIO3MIINEH BHICOKMX KOHIICH-
Tpaluii XoJIecTepuHA JINTIOIPOTEMHOB HU3KOI TUIOTHOCTHU
(JIHIT), nna crpatuduKaumd cepaeIHO-COCYINUCTOTO
pHCKa y MOJIONBIX TAIIMEHTOB HEOOXOMMM aHaJI3 Koppe-
Ty KmmHIIecKnx cumntoMoB CI'XC u reHeTrmaecKoit
apXUTEKTYypHI 3aboneBanusd [1, 3].

[MaTorennsic BapmaHTH TeHa perenropa JIHIT (low
density lipid receptor, LDLR) obyciaoBnuBaoT 10 80-
85% cayyae CI'’XC. OyHKIMOHAIBHAS POJIb PELENITOPa
JIHII 3akimrouaeTcsd B 3aXBaTe M CBSI3BIBAHWU YacCTHUII Ha
IMOBEPXHOCTH TIEYEHOUYHON KICTKN M €€ IOCIeAyIoIeM

Puc. 1. leHeanornyeckuin aHamHes3 cembm X.

Mpumeyanue: wWrtpux — retepoaurotHas CIXC. 1 — 11 net, 2 — 7 net, 3 — npo-
6aHp (35 net), 4 — nornb Tparuyeckn B 33 roga, 5 — YKB, 2019 n datanbHbIi
OWM B 55 ner, 6 — datanbHbiii OUM B 57 net, 7 — pnokymeHTuposaHo 4 OMM, YKB,
a0pTOKOPOHapHOE WyHTMpoBaHwue A0 50 net (B 54 rona — datanbHblii OMM), 8 —
BHe3anHas cMepTb 40 40 ner.

Cokpauenusi: OIM — ocTpblii MHapkT muokapaa, CIXC — cemeiiHas runepxo-
nectepuHemus, YKB — 4peckoxHOEe KOPOHAPHOE BMELLIATENbCTBO.
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TMOTPYXeHUU B KJIETKY IS yTuau3aunu [4]. B 6a3e Ba-
puantoB Human Gene Mutation Database Professional
2022.1 ormucan 2331 yHUKaJILHBIN TTAaTOTEHHBII BapuaHT
B LDLR. N3 nux 18% — 2T0 KpyIHbIE MEPECTPOMKH.
OcHOBHasI MPUINHA TAKUX TIEPECTPOCK — OTHOCUTEIHHO
BbIcOKasl yactota Alu nmoBTopoB BHyTpu reHa LDLR —
2,2/1 T.1.H.

AYTOCOMHO-TOMWHAHTHBINA TUIT HACJICIOBAHUS 3a-
O0oJeBaHM IIpPEAIIOIaTacT caMyl0 BBICOKYIO €TO pac-
MIPOCTPaHEHHOCTD B TPYIIIIC HACICACTBEHHBIX OOJIe3HEi,
HaJInune KIMHUYCCKNX IMPOSBICHUN y JTIOOei 000ero
noJja u nopaxenue 50% MOTOMCTBA B KaXXIOM I1OKOJIE-
HUM ceMbH. Tak Kak mraBHBIM mpusHakoM CI'XC sBis-
eTCSI paHHUU CTapT aTePOCKICPOTUICCKOTO TTOPAKCHUS
COCYIIOB, COIMOCTABJICHNE KIMHUIECKIX OCOOCHHOCTEH
3a00JIeBaHUSI ¢ TEHOTHUIIOM CIIOCOOHO OIIPEIEIUTh €TI0
TMIEHETPAHTHOCTh M TSLKECTh KIMHWYCCKNUX ITPOSBICHUIA
[5, 6]. CooTBeTCTBEHHO, BENYIINII BKJIAL CEPAEYHO-
cocynucThix 3aboneBanuii (CC3) B cMepTHOCTh Hacele-
HUs B Poccum cTUMyIHUpyeT MOMCK HOBBIX MATOTEHHBIX
BapuaHToB LDLR B pa3HbIx pernoHax Poccuu [7].

MBI mIpencTaBisieM KIMHUYECKUN clTydail HaOome-
HUs Tpoux wieHoB ceMbn X. ¢ CI'’XC, nmarHocTHpo-
BaHHO# 1o 40 ner. Cpenu poACTBEHHUKOB MpobOaHaa
1-2 cTemeHn pomcTBa 0OHApYKeHa BHICOKAs] KOHIICHTpA-
U TAIUEHTOB ¢ paHHUM cTapToM MBC, TOBTOpHBIMM,
¥ B T.4. (haTaTbHBIMU KOPOHAPHBIMHU COOBITUSIMU, HE-
CMOTpSI Ha OKa3aHHWE IMMOMOIIM ITallieHTaM B PEHTICH-
KapIMOXUPYPTUUECKUX CTalloHapax (puc. 1).

Llenbro naHHOI pabOTHI sSIBJISIETCST aHAINU3 (DEHOTUIIU -
YeCKNX 0COOCHHOCTEI 3a00IeBaHNS B IBYX ITOKOJICHMSIX
cembl ¢ CI'XC 1 comocTaBieHne KIMHIISCKNX TaHHBIX
CO CTPYKTYPHBIM BapMaHTOM I¢HOMa ITallieHTOB.

KnuHnuyeckuin cnyyan
[IpoBemeH aHanM3 TeHEAJTOTMUYECKOTO M WHIWUBH-
IyaJlbHOTO aHaMHe3a, (PU3NKaJIbHOe M OOIIeKIMHIYC-
CKOoe o0OciemoBaHMe, OICHKA PaCIIMPEHHOIO JIMITUI-
HOTO CIIeKTpa, YIbTpa3ByKoBoe mcciemoBanme (Y3U)
COCYIOB Yy TPOMX WICHOB OTHOI CeMbHU, 3aTEM — IBYX-
3TAITHOE MOJICKYISIPHO-TEHETUUECKOE HMCCIICIOBAHME:
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KITMHNYECKWE CNYHAN

BHayaJjie napajuielibHoe ceKBeHupoBaHue 60 reHoB, ac-
commnpoBaHHbIx ¢ CI'XC, nanee — onenka JJHK meto-
moMm Multiplex Ligation-dependent Probe Amplification
(MLPA) rena LDLR nns BBISIBICHUS KPYITHBIX Oejie-
mmii. MicciremoBaHme OBUIO BBIIIOJIHEHO B COOTBETCTBUU
CO CTaHmapTaMU HaIeXKaIllel KIMHUICCKON MpaKTUKU
(Good Clinical Practice) n mpuHIMIIAMEA XeTbCUHKCKOI
meximapanun. [IpoToKoI MCCaemoBaHUSI OMOOPEH ATH-
YeCKUMHU KOMUTETAMM KIMHUYECKUX IIEHTPOB. Y BCeEX
YYaCTHUKOB OBLJIO MOJYICHO MMMChbMEHHOE MHMOPMUPO-
BaHHOEC coIJIacHe.

IIpo6ana. ITom HaGMIOMEHNEM HAXOOUTCS KCHIMMHA
35 net u nBoe ee gereit. B Teuenme 10 et y He€ oTMe-
yaloTcsd MoabEMBbI apTepuanbHoro aasiaeHus (All) no
195/100 MM prt.cT. BriepBele BBICOKMIT YpPOBEHB XOJIe-
crepuHa BeIsBIeH B 2011T: oomuit xonxecrepuH (OXC)
10,48 mmonb/n, JIHIT — 7,68 MMoib/i1, 1edeHUS HE I10-
nygana. IMeeT oTATOIIEHHBIN HACICICTBCHHBIN aHaM-
He3 mo CI'XC u CC3 (puc. 1).

BHemHMX CHMIITOMOB TUCTUTIHACMUN (KOXHBIX U CY-
XOXWJIBHBIX KCAHTOM, KCaHTeIa3M, JIUIIOUIHON Iyru
pOTOBUIIBI) HET, OTMEYAETCsT M30BITOUHAST Macca Tejla —
uHAeKe Macehl Teaa =27,1 kr/m2. B 2020r o6paruiach 3a
MEIUIIMHCKOM MTOMOIIIBIO IO TIOBOMY apTepUaIbHOI TH-
nepteH3uu (Al), ObUTa TIpOBeAcHAa KOPOHAPOAHTHUOTPa-
¢ust, M3MEeHEHNIT B KOPOHAPHBIX apTepUsIX HE BBHISIBUJIA;
10 TAaHHBIM 3XOKapauorpadui JIOKATbHON THITOKUHE3NN
CTEHOK KaMep HeT, IMIPU3HAKW | THITa TUacTOJIMICCKOM
mucyHKIUKU. BeicTaBineH mmarHo3: [wrmeproHndeckast
0oJie3Hb 2 CT., pucK 3, TunepiunonporenHemus Ila.
C sTOrO0 MOMEHTa Havaja KOMOMHUPOBAHHYIO aHTH-
TUTNEPTEH3UBHYIO U TUIOIUIINICMUICCKYIO Tepamuio:
atopBactatuH 40 MrT, JJo3apTaH 25 MT B CyTKW.

Ha ¢one HemoctrosgHHOU Tepanuu B 2022r OXC
10,01 mmounb/n, JIHIT 7,63 MMOJb/1, TPUIIULIEPUIbI
(TI) 1,75 MMoOIB/7, TUTIONIPOTENHBI BEICOKOI INIOTHOCTH
(JIBIT) 1,58 mMomab/n, KO3(PGULNEHT aTepOTeHHOCTH
5,34 (N mo 2,6), nunonporeud (a) 141,66 Hr/mi, amo-
mmmonipotenH B 2,29 r/n, amomumonporend Al 1,55 r/m.
ITo manHbM Y3U cocynoB TOIIMHA KOMIUIEKCa MHTHMA-
menua (TKMIM) connbix aprepuii — 0,5 u 0,6 MM, JTUHEH-
Hasi CKOPOCTb KPOBOTOKA ¢ 00X CTOPOH — 63 cMm/c (10-
IyCTUMBIC 3HAUYCHMS ), OTIPEICIICH CTEHO3 00IIIei COHHOM
aprepuu 20% u yronenre TKMM BHyTpeHHE COHHOI
aprepun cmupana g0 0,8 MM B OmdypKanum; Ipu3HaKU
CTCHO3MPOBaHUS OOIICiT OeApeHHOM apTepnu cIipaBa JIo
20%, TKMM mnpaBoii u jeBOii OeApeHHbIX apTepUuil —
0,7 mm 1 0,8 mMm. B cBs131 ¢ oTcyTcTBUEM 3(P(PEKTUBHO-
CTU MOHOTEpAIMU CTATUHOM, HadyaTa KOMOMHUpPOBaHHAs
Tepanus po3yBactaTiH 40 Mr + 33eTMn6 20 MT.

B Mae 20231 KOHTpOIBbHOE 00CIeOBaHNE YCTAHOBUIIO
pesucteHTHOCTH K Tepanun: OXC 8,83 mmons/m, JIBII
1,99 MMOJIB/J1, TUTIOIIPOTEUIBI OYeHb HIU3KOM TUIOTHOCTH
0,67 mmonn/n, TI' 1,47 mmonw/n, JIHIT 6,17 Mmmonb/i.
C Hos6pg 2022r oba pebGEHKa mpobdaHma obcCIeno-
BaHBl M HaXOOSATCS TOA HAOIIOZCHUEM KapamoJjiora-

mumnpojiora B KpacHOSIpcKOM KpaeBOM KIIMHUYECKOM
LleHTpe oxpaHbl MaTepPUHCTBA U JEeTCTBA M K Maio 2023r
TIOJIy4eHO MOJICKYJISIPHO-TEHETHIECKOE TTOATBEPKICHIE
nnarHo3a CI'XC. CornacHo lomtaHACKUM KpUTEpUSIM
(Dutch Lipid Clinic Network Criteria), unciio 6auioB
mpoOaHIa COCTABWIIO: CEMEMHBIN aHaAMHe3 2 + MCTOpPHS
3aboeBaHus 1 + mabopaTtopHbIil aHanu3 8§ + (YyHKIINO-
HanbHasg myTtauus LDLR 8 =19 6amnos.

B cBsI3m ¢ 3TMM mmarHo3 mepeKBadu(PUIIMPOBAH:
CI'XC, retepo3urorHas, onpenenéHHas. [unepiumno-
npotenHeMUs (a). ATepOCKIepO3 CO CTCHO3MPOBaAHNEM
20% oOlLueit 1 npaBoil BHYTPEHHEN COHHOI apTepuu,
OenpeHHBIX apTepuii. [uneproHndeckas 600Jae3Hb, 3 CT.
OueHb BEICOKUI PHUCK.

YuureiBast oueHb BhICOKMI prck CC3, BpayoM-JTATIN-
IOJIOTOM OBLI Ha3HaUeH KypC Tepanuyd WHKIHMCHUpa-
HOM — TTepBasi UHBEKIMS 284 MT TTOIKOXXHO, TTOBTOPHEIE
pekoMeHIoBaHbI 1 pa3 B 6 Mec.

IepBbrii pedénok. [loup, 11 yeT, IpexbsIBIIsICT XKallo-
OBI HA TOJIOBHBIC OOJIM, COITPOBOXKIAIOIINECS TOITHOTOM,
nonbéMoM AJI 1o 146/70 mm pr.ct. B 20191 Habm0ma1aCch
C TIOMO3pEeHNEM Ha CUHAPOM CJIab0CTH CHHYCOBOTO y37Ia
(AM30OBI YXYAIICHUS] COCTOSIHHUSI C TOJIOBHOI OOJIBIO,
OINYIIIEHWEM Kapa, TOITHOTHI, HEXBAaTKU BO3dyXa, IO
JAHHBIM MOHUTOPHPOBAHUS SJIEKTPOKAPIUOTPAMMEI J10-
KyMEHTHpOBaHa may3a 3,21 cek, mpexomsiasi aTpuOBeH-
TPUKYJIsApHasa 0J0Kama 1 CT.) apUTMOJIOTOM, IMAarHO3 He
nontBepxkaeH. B 2020r obpaleHne B 1eTCKYIO OOJTBHUITY
¢ Xajo0aMu Ha TIOSBJICHHUE SITM30I0B 110 TUITY TPaH3M-
TOPHOM MIIEMUIECKOM aTaKy JINTEILHOCTHIO 10 7 MUH,
OIIYIICHNE TOITHOTHI, TSLKEIBIN SI3BIK, HECBSI3HYIO 3a-
TPYOTHEHHYIO PeUb, OJIETHEET HOCOTYOHBIN TPEYTOJIBHUK,
cuHewT Tyobsl. B merckoit 6onbHUIIE T. MUHYCHHCKA
BriepBEIe BBIsIBICH ypoBeHb OXC 9,31 mmons/1. B 2021T
3HAYCHMS KoJjieOannch B Tpenenax 8,81-9,72 MMomb/m,
COXPaHSUTMCh TIPUCTYITHI TOJIOBHOM OOJIM, TOITHOTHI Ha
done Al 130-140/80 MM pT.cT.

W3 anamuesa xu3au: ot 111 6epemenHocTu (B 7 Hen.
yrpo3a npepbiBaHus), | caMOCTOSITeTHHBIX pOIOB B 35 Hex.
¢ BecoM 2320, mo mkane Anrap 8/9 6amioB. Ha mepsom
TOIY XWM3HU pa3BMBajach IO BO3pacTy. BakumHamus mo
HallMOHAJIbHOMY KajeHmapio. YacTele pecriupaTOpHbBIC
WHQEKINA 10 5 JIeT. 3aHNMAaeTCsI THMHACTUKON M KUK-
OOKCHHTOM, K (PU3MICCKNM Harpy3KaM aganTHpOBaHa.

Status praesens: co3HaHme sicHoe. PocT 154 cMm, Bec
49,0 xr, uHIeKkc Macchl Tena =20,7 kr/m2. dusnueckoe
pa3BUTHE TapMOHWYHOE, TTojloBoe Ma2, P1, Axl, Me0.
Koxa yncrasi, ymepeHHoit BiaxkHoctu. [lepudepruueckux
MIPU3HAKOB TUCIUIIMACMUN HET. [10IKOKXKHO-XKMPOBOIA
CIIOIf pa3BUT OOCTAaTOYHO, pacIIpelcicH paBHOMEp-
Ho. Typrop TkaHeii coxpaHeH. Ilepudepuueckue auM-
G Ooy3IBl He YBEIWYCHBI, 0€300JIe3HCHHBI, SJIACTUYHEI,
TMOTYEITIOCTHRIC W 3amHue IeiiHbe 10 1,3 cm. KoctHO-
cycTaBHasI cucTeMma 0e3 martojormu. Yactora mbIxa-
TEeBbHBIX OBWKCHMWI 18 B MWH, TIepKYyTOPHBINA 3BYK sIC-
HBII JIETOYHBIN, TbIXaHWE BE3WKYISIPHOE, ITPOBOIUTCS
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CUMMETPUIHO Hal JIETOYHBIMH ITOJISIMH, XPUIIOB HET.
Bepxyiieunslii Tom4oK B 5 MexXpebepbe, Ha 0,5 cM KHY-
TPH OT JICBOM CpemHEeKIIoUYndHOl tuHun. Yacrora cep-
JIEYHBIX COKpallleHuil 76 ya./MUH, TOHBI Cepala SICHBIE,
pUTMUYHBIE, 1IIyM He ompenensercs. AL — 152/80 mm
pT.CcT. 2KMBOT CMMMETPUIHBINA, IIPH HaJbIAllMN MSTKHIA,
0e30o0se3HeHHbIN. Kpaii meyeHu u celle3éHKa He MajIbIn-
pytotcst. GU3MOIOTUYCCKIE OTIIPABICHUS HEe HapyIIeHEI.

Ilo pesynbraTaM oO0cjenoBaHUS BbISIBIECHA TSXKENasK
rumnepxonecrepuHemus: OXC 8,93 mmons/n, JIHII
7,58 mMmonw/n, TI' 0,91 mMMonb/n, TUIOIPOTEHH (a)
82,74 amonn/n1 (N — mo 30 HMOIB/), ATOJHUIIONPO-
teuH Al 1,38 v/n (N 1,08-2,25), amoirumonpoTenH
B 1,6 r/n, (N 0,6-1,17), anannHamuHoTpaHcdepasa
14,8 En/n, acnapratamuHorpaHcdepasa 36,4 En/a, mmo-
Ko03a 4,9 MMoJIb/IT, KpeaTUHUH 55,7 MKMOJIb/ .

Ilo manHBEIM cyTOUHOTO MOHUTOpHUpOBaHUS AJl cpemn-
Hee napieHue 3a cyTku — 119/66 mm pr.cT. (90 mepueH-
THJIb TI0 BO3pacTy, MOy M pocTy — 114/72 MM pT.CT.),
MakcuMaibHoe Al — 158/84 MM PT.CT., CYyTOUHBII MHICKC
AJl 14% (N), uHaeKC BpeMEHU TUIIEPTEH3UU IO CHUCTO-
nuueckomy AJl — 58% BpeMeHM HAOIIOOECHUS, COOTBET-
ctByeT Al Dxokapmmorpadus He BBISIBIUIA YBEITNUCHMUS
IIOJIOCTEH ceprma M YTOJIIEHUS CTEHOK KaMephl JIEBOTO
KeJIyaouKa, COKpaTUMOCTh MUOKapaa coXpaHeHa, ITOoIoC-
TH HE pacCIIMpPEeHbI, CUCTOIMICCKOE NaBICHUE B JICTOUHOM
aprepun 21 MM pr.cT. [To nannbeM Y3U cocynoB oTMeua-
ercs yBenmueHrne TKMM B 00LIMX COHHBIX apTepUsiX 10
0,5 MM, uTO TIpeBBICHIIO 95 mepueHTIUTH Ha 0,08 MM.

BrictaBnen muarno3: CI'’XC, retepo3uroTHasi, orpe-
nmenéHHas1. [unepaunonporennemus (a). Al 1 ct. Brico-
Kuit puck. HazHayeHa rUmonmmmuaeMmaecKasi Tepamms
B COOTBETCTBHUM C BO3PACTOM.

Bropoii pe6énok. CoiH, 7 neT, Xano0d HE BbICKA3bI-
BaeT. AKTUBHBIA, TTONBMKHBIN, (DM3NUYECKNE HATPY3KU
IIEPEHOCUT YIOBIETBOPUTEIHHO, 3aHNMAaETCS PyTOO-
oM. Bec — 23 kT, poct — 120 cM, MHIEKC MacChl Tejla =
15,977 xr/m2. dusyecKkoe pa3BUTHE FApMOHUYHOE, CPE/l-
Hee, TOJIOBoe — momybepTaTHoe. Koxka W CIM3HMCTHIC
000JIOUKH YHCTHIC, OJIGTHO-PO30BEIC, YMEPECHHOM BJIaXkK-
HoCTHU. [TomKOXHO-XNPOBOI CII0i1 pa3BUT JOCTATOUHO,
pacrpeneiieH paBHOMepHO. Typrop TKaHEll coxXpaHeH,
MBIIIEYHBII TOHYC HocTaTouHBIN. Ilepmpepuueckue
MG OY3I6l He YBEIMYCHBI, 0€3001¢3HCHHBI, 371aCTUY-
HBI, ToqueTiocTHRIE 10 1 cM. KocTHO-cycTaBHas cructema
6¢3 BummMoii rmaroorun. HocoBoe gpixaHne cBOOOTHOE.
HutoBumHas xene3a 1 cT. SI3bIK UMCTHIN, 3¢B CIIOKOCH,
MWHIAJIMHBI He YBeJIMUYeHBI. YacToTa JbIXaTeIbHBIX IBH-
KEeHUM 22 B MUH, ObIXaHWE ITPOBOIUTCS CHMMETPUYHO,
BE3UKYJIIpHOE, XpUIioB HeT. O6macThb cepaia 6e3 medop-
Maluii, TpPaHULBl CEpalla COOTBETCTBYIOT BO3PACTHOM
HopMe. YacToTa cepIedHBIX COKpallleH!ui 98 ym./MuH,
TOHHBI SICHBIC, PUTMUYHBIC, ITymMa HeT. Al — 98/50 mMm
pT.cT. ZKMBOT mpu manbllallud MITKUI, 0e300/I€3HCH-
HBIH, TIEYeHDb U cele3éHKa He manbnupyiorcst. CTym pe-
TYJISIpHBII, odopmieH. MoueucnyckaHue cBOOOIHOE.

JIumrongHOM IYrM POTOBUIBI HE BBHISBICHO, KOXHBIX
W CYXOXMJIBHBIX KCAHTOM HeT. MOTOpHOE M HEPBHO-
TICUXMYECKOEe pa3BUTHE COOTBETCTBYET BO3PACTYy.

[Tpu o6cnenoBanum BeIsABICHO: OXC 7,98 MMOIB/TI,
xonectepuH JIBIT 1,35 mMmons/n, xonectepun JIHII
6,57 mmonab/a, TI' 0,59 mmoub/i1, AUOONPOTEUH (a)
46,34 umop/n, anoaunonporend Al 1,47 r/n (N 1,08-
2,25), anonmunonporeud B 1,5 r/n, (N 0,6-1,17), ananu-
HaMmHOTpaHcdepasa 14,8 En/m, acmapraTaMMHOTpaHC-
(depaza 36,4 En/n, rmoko3a 4,9 MMoJIb/J1, KpeaTUHUH
55,7 MKMOJIB/I.

[To maHHBEIM 3x0Kapauorpaduu MOJIOCTH CepAlla CO-
OTBETCTBYIOT BO3PACTHBIM M aHTPOITOMETPUICCKIM HOP-
MaTUBaM, (QYHKIMOHAIBHBIX HapYIICHUIT HET, MHICKC
Macchl MUOKap/a JIEBOTO Xelynouka — 54,86 r/M2, cucto-
JIMYECKOE JaBJICHNE B JICTOYHOM apTepn — 22 MM PT.CT.
Ilo pesynbratraM CyTOUYHOTO MOHUTOpUpOBaHUS Al
cpemHee cuctoamueckoe AJl coorBeTcTBYeT 90-My Tep-
LIEHTWIIO, MAaKCUMaJbHOE IOBBIIIaeTcs 10 137/76 MM
PT.CT., MHIOEKC BPEMEHHU TUIIEPTCH3UMU B TCUCHUE CY-
TOK — 41%. Ilo manabiM Y3U cocynoB BHISIBJIEHO yBeE-
mmuyenne TKMUM neBoii connoii aprepun 1o 0,5 MM,
YTO TIpeBHIINAET 95 TmepieHTWIb. BrIcTaBIeH AUaTHO3:
CI'XC, rereposurotHagd, omnpenenénHasa. Al Bercokuit
puck. HasHaueHa rumonmmnumeMndecKas Tepamnus B CO-
OTBETCTBHU C BO3PACTOM.

Bce Tpoe uysieHOB ceMbu ObIIM OOCJEeTOBaHBI
B ®I'BHY MTI'HL nwm. akan. H.I1. BoukoBa MeTomom
MacCOBOIro MapauleibHOTO CeKBeHMpoBaHus 60 re-
HOB, aCCOIMMUPOBAHHBIX C OUCTUIUICMUSIMU, TTaTOTCH-
HBIX U BEPOSITHO ITATOTCHHBIX BAapMAaHTOB HE BBISIB-
neHo. IloaToMy Ha BTOPOM 3Tame OBLIO IPOBEIECHO
MOJICKYJISIPHO-TEHETHYECKOE MCCIEIOBAHNE METOIOM
MLPA na JIHK, BbiaeneHHO# U3 KJIE€TOK KPOBHU, MPO-
BeIeH aHaJIN3 KOIMMWHOCTU 3K30HOB TreHa LDLR nnga
TIOMCKA KPYITHBIX TIepecTpoeK. AHAIN3 MMPOBEACH C MC-
noixb3oBaHUeM peakTuBoB SALSA MLPA Probe mix
P062-LDLR, renernueckoro aHamuzaropa ABI-Prism
3500, mporpammuoro obecrneuenust Coffalyser.Net.
Y Bcex TpouX IMAIleHTOB BBISIBJICHA TETEPO3UTOTHAS ¢~
serus 3k30HOB 2-10 rera LDLR (NM_000527). B mex-
MyHApOTHOM 0a3e BapMaHTOB YEIOBEKA TaKas ICICIIHS

orMcaHa KakK IMaToreHHas y MalueHTOB ¢ THIepXojecTe-
punemueit (HGMD_ 2022.1 CG108024).

0GcyxaeHue

B Mupe onucano okoJjio 5 Teic. BapuaHToB reHa LDLR,
13 KOTOPBIX 2 THIC. accoumnupoBaHbl ¢ CI'’XC u emé 1 ThIC.
SIBIISTIOTCST BEPOSITHO TTaToreHHbIMU [7]. CormocTaBieHue
KIMHUYECKUX JAHHBIX ¢ TCHOTUIIOM ITallUeHTOB B pa3-
HBIX CTpaHaXx IPeACTaBIsSeT HOBBIC JaHHBIC O KIMHWYC-
CKOM 3HAY€HUM CTPYKTYPHBIX HapylieHuil reHa LDLR,
TIO3BOJISICT BBISIBUTH IPOTHOCTUUYECKNE MapKepHl U T0-
MYJISIIMOHHBIC OTINYMS 3a00JIeBaHMSI.

ITo pesynwraTtam padotsl Di Taranto MD, et al. ycra-
HOBJICHO, YTO Ha CTPYKTYpy M (DYHKIUHU pelerTopa
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Kk JIHIT 3HauuTenbHOE BIMSIHME OKa3bIBAIOT U3MEHE-
HUs B 00JIACTU IIPOMOTOpA, HapyIIaloIIne TPaHCKPHUII-
LIUI0 B pe3yibTaTe 00pa3oBaHUS MPEXIeBPECMEHHBIX
CTOTI-KOIOHOB, a TaKxXe 0ojiee KPYITHBIC ITepPeCTpOii-
KW, K KOTOPBIM OTHOCSITCSI CABUT PAMKU CUUTHIBAHUS
u penenuu. TodeuHble (MUCCECHC-MyTalliM) HE BCerna
BBI3HIBAIOT ITATOJIOTUIO, TTO3TOMY KaXdash BHOBb BBI-
SIBJICHHAST COITOCTABISCTCSI C KIMHMICCKAM TIpOdH-
JIeM TTalieHTa. ABTOPBI JAHHOTO HMCCIACOOBAaHUS Ha
CMCIIAaHHOW BO3PacTHOI TIpymIe HEPOACTBCHHBIX
6onpHBIX CI'XC moka3anu pocT YPOBHS XOJIeCTepHHA
10 Mepe MNpPOABUXKEHUSI OT MUcceHc-myTauuii LDLR
(76,1% o6cnenoBaHHbBIX) K MaleHTaM ¢ Ae(EeKTHBIMU
(3,2% xoMmayH[I-TeTepO3UroT), OuasjieIbHBIMU Baph-
anTaM® (1 TManmeHT KBaTUMUIIMPOBAH KaK JIBOIHAS
reTepo3nUTOoTa II0 IeJeUM 3K30HOB 11-18) K caMbiM
XyAwuM — HyJaeBbiM BapuaHtam (0,7% romMo3uror)
[8]. ITapamienbHO OBUI OTMEUEH POCT CTpaTU(UKAINU
CI'XC mo kputepussMm DLCN oT MaloBepOsITHON IO
ompenciéHHoN. BaxkHo, 4TO B memnaTprUIecKoil TpyIIe
KIMHUKO-TeHETUYCCKAsT KOPPENISAIUsS OblIa 0oJiee BBI-
paXXeHHOM, a YMCIIO0 KIMHUYECKN 3HAYUMBIX MYyTallnid
3HAYNMO OOJIBIIIC, YeM Y B3POCIBIX 00CICTyEeMBIX.

B psime pabot uzyyeHune peHO-TeHOTUITNYSCKUX KOP-
peNSIIuii BBISIBUJIO CBSI3b MEXIY HaJWMIMEM MYTallMid
B LDLR v panaum ctaptoM u TstKecThio MBC y Moio-
IpIX mamueHToB [9-12]. MccnenoBanme GyHKIIMOHATb-
HOro 3HauyeHus1 BapuaHToB L DL R yCTaHOBUJIO, YTO MY-
TallMM KOZOHA TIPEeXIeBPEMEHHOTO TEPMUHHUPOBAHUS,
BapHUaHTHI cailiTa CILIafiCMHTAa W COBHMTAa PaMKU CUMTHI-
BaHMSI, MOTYT IIOPOXIATh HYJICBBIC aJUUICIIH YUIH TIPEKIIe-
BpeMeHHoe yceueHue LDLR ¢ aKkTUBHOCTBIO pELICTO-
poB <2% [10].

O030pHEIN aHAIN3 CIIEKTPa MaTOTCHHBIX BapUaHTOB
LDLR B Poccum 1o pesynbraraM MCCJIeIOBaHUI, MPO-
BeAE€HHBIX 10 20221, yctaHOBWI, 4TO 39,4% BBISIBIEHHBIX
MyTalWi IBISI0TC crienuuaHbiMu it Poccun [13], HO
pacrpeneieHe UX ObUIO TaKWM Ke, KaK U B IPYTHUX CTpa-
Hax [9-11]. Jlanast paboTa IT03BOJIMJIA BEIICINTH 5 MaXkop-
HBIX MyTallMii, BCTpeUaBIINXCS Oojee, yeM B 10 ceMbsIx
manueHToB ¢ CI'’XC, a TakKe TIPOCIICINTh CaMyIO YacTyIO
JIOKaJIM3allni0 HapylIeHWI: MaKCUMaJIbHas TIJIOTHOCTH
MyTalii B pacuéTe Ha OOWH HYKJICOTHI BEISIBIICHA B Ic-
BSITOM 2K30HC B OTIMYME OT MHPOBBIX 0a3, IIe aKICHT
MPUILEICS HA YeTBEPTHIA DK30H.

OmHNM 13 BaXXHEHIINX pe3yIbraToB paboThl Bacuis-
eBa B.b. u ap. cTanmo BBHISIBJICHUE PEIKMX MATOTCHHBIX
BapMaHTOB TeHOB, accounrpoBaHHEIX ¢ CI'XC, n B T.4.
ormcanue aenennit 2-10 sxk3onoB LDLR [13].

B Hamem xkimHuyeckoM Tipumepe aeinenuu B LDLR
Yy BCEX TPOMX MAIIMEHTOB TakxkKe OOHAPYXKEHBI B 9K30HAX
2-10. CrpykrypHble HapymeHus LDLR BBI3BaIU TIKE-
JIBIe aTepOTCHHBIC CABUTY KaK y TIpo0OaHIa, Tak 'y eé ne-
teil. Kpome Toro, y Bcex 00cIemOBaHHBIX WICHOB CEMbU
BBISIBJICHBI BBICOKME KOHIICHTPAIIUM aIlOJUTIONIPOTCHHA
B u nunonpotenHa (a), Haubosee BbIpakeHHbIE Y MaTe-

pu. ATToumIonpoTenH B siBiIsieTcsT 06s13aTeIbHOM 9aCThIO
BCEX TPAHCITOPTHBIX YACTHIl XOJIECTCPUHA, U COIPSIKEH
¢ passutneM MBC, BKiIogast ocTpble KOPOHAPHBIE CO-
oprTus [14]. TmmepmumonporenHeMus (a) cCBs3aHa
C KaJbLIMHO30M a0PTAJIbHOTO KjIallaHa, pAHHUM U OBICT-
PO TIPOTrPECCUPYIONINM aTepocKiepo3oM [15].

Y npobaHaa morydeHo MOATBEPXKICHNE pAaHHETO pa3-
BUTHUSI aTepockiepo3a — yBenuueHue TKMUM u atepo-
CKJIepOTHYeCKasI OJISIIKA, 0COOYIO OTTACHOCTD IIPEICTaB-
JseT ero codeTanne ¢ AI' 1 pe3nCTeHTHOCTHIO K TUITOJIH -
MUIEMUYECKON Tepamnuu.

Kimnanueckne nipogsiiennst CI'XC y geteit mpencTaB-
JICHBI OMOXMMHWYCCKUMU U YIBTPa3BYKOBBIMU CUMIITO-
MaMu, KoMOuHauuen guciunuaeMun ¢ Al Bo3amoxHo,
paHHME TIPOSIBIICHUST aTepOCKIep0o3a 00YCIOBICHBI CO-
yetanueM CI'XC, o0ycloBIIEHHOII TeHOMHOI mepe-
crpoiikoit LDLR, ¢ runepaunonporenHeMueii (a).

3aknioyeHue

KackanHblii CKpUHMHT C TIPUMEHEHUEM KOMILIEKC-
HOTO 00Cen0BaHMsI, BKJIOYAIOIIETr0 KaK TapTeTHBII
MOJICKYISIPHO-TCHETUYSCKUI aHaMM3, TaK U (B CIy-
Yae OTPUIIATEIBHOTO pPe3yJbTaTa) MYJIbTUILICKCHYIO
JINTa30-3aBUCUMYIO TTOJMMEPa3HYIO LIETTHYIO peakliuio,
MO3BOJISIET BBISIBUTb KPYMHBIE TEPECTPONRKU B TeHE pe-
nenrtopa k JIHII. Ha npumepe naHHOTO KJIIMHUYECKOTO
cJiydasl ToKa3aHo, YTO TeHOMHbIE HapyIIEHUS BbI3bIBa-
10T (OPMUPOBAHUE ATEPOCKIEPOTUUYECKOTO MOPaKEHUS
COCYIIOB y JIe€Teil AOLIKOJbHOIO BO3pacTa U MOTYT IO-
TpeboBaTh pacIIUPEHUS TUIIOJIUIINACMUIYCCKON Tepa-
MUY BIUIOTh 10 MPUMEHEHUS TperapaTta CUHTETUYEeCKOM
mukpoPHK ¢ nenbio mogasineHust pepMeHTa, paspyiia-
rouiero peuentopsl K JIHII. Ilpu comocraBieHun Kim-
HMYECKUX HapyluleHuii ¢ pe3yiasratoM MLPA monyueHo
BeCKOe 000CHOBAHME paHHETO cTapTa TMITOJUITUAEMU-
YECKOM Tepaluu y JeTeil.

UudopmuposaHHoe cornacue
I[O BKIIIOYCHHA B UCCIECAJOBAHNE Y BCEX YHaCTHUKOB
OBLJIO TOJIYYEHO NMMCbMEHHOE MH(GOPMUPOBAHHOE CO-
rjjacue.

baaronapHoct. ABTOpPbI BbIpaXkaloT INTyOOKYIO OJa-
romapHOCTb K.0.H., pykoBoauTento LleHTpa Kojek-
TUBHOTO TOJIb30BaHMs "MOJEKyIIpHBIE W KICTOYHBIC
texHosorun" IloxuimeHkoBoit EneHe AHaTonmbeBHE 3a
BO3MOXHOCTb XpaHCHHS OMOJIOTUISCKUX 00pa3oB 00-
CIIeMyeMBIX; a TaKKe BBRIPAXKAIOT ITyOOUYaMIIIyIo IIpr3Ha-
TEJILHOCTH 1I.M.H., 3aBenyroleii Jlaboparopueil Hacen-
CTBEHHBIX 0oJie3Heit oOmeHa BeuecTB 1 Jlaboparopueit
CEJICKTUBHOTO CKpuHMHTa 3axapoBoii Exarepure KOpsn-
eBHE 3a IIPOBEICHME IBYX3TAITHOTO MOJEKYISIPHO-
TEHETUICCKOTO aHaIN3a Y WICHOB JaHHOMW CeMBH.

OTHomeHHs U JAeATEeIbHOCTb: BCC aBTOPHI 3asBIISIIOT
00 OTCYTCTBUU ITOTEHIINAIBHOTO KOH(MJINKTAa MHTEPECOB,
TpeOYIOIIETO PACKPHITUS B TAHHOU CTaThe.
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OcCTpbIii KOPOHAPHbBIV CUHAPOM C NoabemMoM cermeHTa ST y peGeHka ¢ MbilLeyHo auctpoduei

[ioweHHa: KNMHUYeCcKuii cny4yai

TatapuHuesa 3.T."2, Babuyesa O.B."2, Bapbyxattn K.0."2

Beepenue. MeoiweyHas guctpodus AioweHHa — X-CLenneHHoe MbllleyHoe 3a-
60oneBaHvie, BbI3BaHHOE OTCYTCTBMEM AMCTPODUHA. DTO NPUBOAMT K rMbenu Mbi-
LUEYHbIX KNETOK N KapAMOMMUOLIMTOB U NOCNEAYIOLLEMY UX 3aMELLEHMIO XUPOBOI
1 GrBPO3HOIA TKaHblo. KnnHMYeckn AaHHOe 3aboneBaHve NPOSIBASETCS NPOrpec-
cupytoLLelt MblLueyHol cnabocTbio W kapayomuonatueid. Mbl coobLuiaem o cnyyae
MOJIOA0r0 NaLMeHTa C OCTPbIM NOBPEXAEHEM M1okapaa 6e3 OKK/IIo31K1 KOpoHap-
HbIX apTEPWii Ha GOHE MbILLeYHOW ANCTPodUM JoweHHa.

KpaTtkoe onucanue. 15-1eTHWI NaUMEHT MYXCKOro noia C MbILLEYHON ANCTPO-
dwuei [ioweHHa, 0TCyTCTBMEM GAKTOPOB pUcka mwemuyeckoi 6onesHn cepa-
La v U3BECTHbIMW KapAnonornyeckummn 3aboneBaHnsaM 06paTuics ¢ AaBsillei
6011bI0 B rpyay. dnekTpokapamMorpaMmMa nokasana anesaumio cermeHTa ST no Hux-
Hell 1 BOKOBOW CTEHKaM. Y4UTbIBas KIMHWYECKYIO KapTUHY AaBsieii 60nv B rpyam,
VN3MEHEHUs Ha 3IeKTPOKapAMOrpaMMe U1 MOBbILLIEHHbIE CepAeyHble GruoMapkepbl
Obl1 NOCTABNEH NEPBOHAYA/IbHBI pabounii ArarHo3 ocTporo nHdapkTa MMokapaa,
B CBSI3M C YEM MaLMeHT Obln JOCTaBNEH B KATETEPHYIO N1abopaTopuio ANs BbiNOJHe-
HWS1 KOPOHapOoaHryorpaduu, KOTopas NPOAEMOHCTPMPOBANA HOPMAbHYIO aHaTo-
MWIO CepfiLia U KOPOHapHbIe apTepun 6e3 reMoMHaMUYecky 3Ha4VIMbIX CTEHO30B.
MaupeHT 6bin BbINMCAH M3 CTauMoHapa Ha 14 CyT. C OKOHYaTeNbHbIM AMarHo30M
KapAMoOMMOnaTnn Ha GOHE MbILLIEYHOV ANCTPODUM JIoLeHHa 1 pekOMeHAALMAMM
no npuemy nepuHaonpuna 5 mr B cyTku u 6uconponona 5 mr B CyTku.
Buckyccus. MpakTukyioLme Bpayv NepBoii IMHNM LOMXHbI 3HaTb O BLICOKOI pac-
NPOCTPAHEHHOCTN KapaYOMMONaTUM y NaLUMEHTOB C MMoancTpodmen [ioweHHa,
KoTOpas yBenuyueaetcs ¢ Bo3pactom. CepaeyHble 6uomapkepbl MOryT ObiTb
XPOHUYECKM MOBbILLEHBI NPY AAHHOW NATONOMM, OQHAKO BbICOKUIA YPOBEHb Ha-
CTOPOXEHHOCTUN B COYETaHUM C dxokapavorpaduen n B naeane ¢ MarHUTHO-
pe30oHaHCHON Tomorpadueit MoryT NOMOYb B AYArHOCTUKE OCTPOro NOBPEXAEHNS
MuoKapaa B aTux cnyyasx. OCHOBbLIBAsICb HAa 3TOM Clyyae, Mbl 06CYXaaeM annem-
Mbl BEZIEHUS U NOCNeayloLero HabmioAeHNs 3TO CNOXHOW rpynmbl NALUEHTOB.

KnioueBble cnoBa: MbieyHas auctpobus [ioweHHa, KapamoMuonaTus, uH-
dapkT MrMokapaa ¢ nogbeMOM cermenTa ST, MbllieyHas auctpobus.
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ST-segment elevation acute coronary syndrome in a child with Duchenne muscular dystrophy:

a case report

Tatarintseva Z.G."2, Babicheva 0.V."2, Barbukhatti K.0.?2

Introduction. Duchenne muscular dystrophy is an X-linked muscle disorder
caused by the dystrophin absence. This leads to the death of muscle cells and
cardiomyocytes and their subsequent replacement with adipose and fibrous
tissue. Clinically, this disease manifests itself as progressive muscle weakness and
cardiomyopathy. We report a case of a young patient with acute myocardial injury
without coronary artery occlusion due to Duchenne muscular dystrophy.

Brief description. A 15-year-old male patient with Duchenne muscular dystrophy,
no risk factors for coronary artery disease and known cardiac diseases presented
with pressing chest pain. Electrocardiography showed ST segment elevation on
the inferior and lateral walls. Given the pressing chest pain, electrocardiographic
abnormalities and elevated cardiac biomarkers, an initial working diagnosis of acute
myocardial infarction was made and the patient was taken to the catheterization
laboratory for coronary angiography, which demonstrated normal cardiac anatomy
and coronary arteries without hemodynamically significant stenoses. The patient
was discharged from the hospital on day 14 with a final diagnosis of Duchenne
muscular dystrophy cardiomyopathy and recommendations for perindopril 5 mg
daily and bisoprolol 5 mg daily.

Discussion. Frontline practitioners should be aware of the high prevalence of car
diomyopathy in patients with Duchenne muscular dystrophy, which increases with
age. Cardiac biomarkers may be chronically elevated in this disease. However, a high
suspicion combined with echocardiography and magnetic resonance imaging may
help in diagnosing acute myocardial injury in these cases. Based on this case, we
discuss the dilemmas of management and follow-up of this complex group of patients.

Keywords: Duchenne muscular dystrophy, cardiomyopathy, ST-segment elevation
myocardial infarction, muscular dystrophy.
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KniouyeBble MOMEHTbI

* CepaeyHO-COCYIUCThIE OCIOXHEHUS MbIIIEYHON
nuctpoduu JroleHHa XOpOoIIo U3BECTHBI U TIPO-
SIBJISIIOTCS AUIaTallMOHHON KapAMOMUOIATUEH.

WHorana Moryt HaGIoaaTbCsl HEOOBbIUHBIE MPOSIB-
JICHUS: THGApKT MUOKapIa ¢ MOAbEMOM CeTMEHTa
ST unm octpoe MoBpexIeHUEe MUOKapaa 06e3 00-
CTPYKLIM KOPOHAPHBIX apTEePHiA.

Hab6moneHue 3a malpeHTaMu ¢ MbILLIEYHOMR TUCTPO-
¢ueit JIroreHHa B CIeLMAaTM3UPOBAHHBIX KIIMHUKAX
MMeeT pelialolee 3HaYeHre 1T 00eCTieYeHrsT paH-
HETO BBISIBJICHHSI CepIEYHO-COCYIUCTBIX ITOpaXke-
HUI 1 KOOPIVHALIMM COOTBETCTBYIOIIETO JICUCHHS.

MpleyHble TUCTPOGMUN MPEACTABIISIOT CO00it TpyII-
My reHeTUYeCKMX 3a00eBaHUM, XapaKTepU3yIOIIUXCs
JiereHepalyeil Ml U TOCAEeAYIOIINM UX 3aMellleHueM
XKUPOBOI M (pUOpPO3HOIT TKaHBIO. MEIIIIEYHAS TUCTPO-
¢usa Hromenna (M) — X-croermieHHOe 3a00IeBaHNE,
BBI3BAHHOE OTCYTCTBHEM IHMCTpodUHA M3-3a AcPeKT-
Horo cuHTe3a [1]. OTcyTcTBUE mUCTpOGWHA TTPUBOIUT
K XpPYIKOCTH CapKOJIEMMbI U JIeTeHepallui MbIIIEYHbBIX
KJIETOK, a TakXe K KOH(POpMallMOHHBIM M3MEHEHUSIM
B aKTUBUPYEMBIX PACTSIKEHMEM KaJIblIMEBBIX KaHasax,
YTO MPUBOJAUT K MATOJOTUYECKON yTeUKe KaablIUs B Mbl-
LIEYHBIN IIMTO30JIb U TUOENN KIIETOK [2].

IMopaxenue cepaua SIBASIETCS XOPOILIO M3BECTHBIM
OCIIOXXKHEHMEM MBIIICUYHBIX qucTpoduit. OHO XxapakTe-
pU3YyeTCs aroNTO30M KapIMOMMOLIMTOB U X 3aMEIIEHU-
eM (pUOPO3HOIT TKAHBIO, YTO YACTO CBSI3aHO C KOMIICHCA-
TOPHOU THUIIePTPO(DUEil OKPYKAIOMIECH MBIIIIE U MOXKET
OBITH CyOCTpaTOM HapylIeHWI cepaedHoro purma [3].
ITo mepe HapacTtanusa ¢uOpo3a MUOKApIa JICBHIN KelTy-
mouek (JIZK) rmporpeccuBHO pacImpsieTcst, YTO B KOHEU-
HOM MTOT€ MPUBOIMUT K KIMHUYECKOU KapTHHE AujiaTa-
muoHHOM KapauomuomnaTtun (KMIT) [3]. MArubuTopsl
aHTHOTEeH3MHIIpeBpamamiero ¢gepmenra (MAIID) mam
0J10KaTOpbl PeLEeNTOPOB AaHTMOTEH3UHA U TIIIOKOKOPTHU-
KOCTEpOUJIbl UCITOJIBb3YIOTCS JUIST 3aAEPXKKU WU 3aIUThI
ot paszsutuss KMII, cBsg3annoii ¢ MJIJI, xoTsa goxkasa-
TeJbCTBA B MOJIb3y UCIOJb30BAHUS MTOCIEIHUX MTPOTUBO-
peuuBsl [4]. [Tpu BuistBienun KMIT rmoka3aHo Tpaguim-
OHHOE JiIeueHne cepaedHoil HemocTatouHoctn (CH) [5].

Knunuueckuin cnyyai
MpeI npencrasisieM ciydaii 15-y1eTHero peGeHKa eB-
porieouiHOM packl ¢ M/IJI, KOTOpPBI MOCTYNMUA B OT-

For citation: Tatarintseva Z.G., Babicheva 0.V., Barbukhatti K.0. ST-segment
elevation acute coronary syndrome in a child with Duchenne muscular
dystrophy: a case report. Russian Journal of Cardiology. 2024;29(10S):5763.
doi: 10.15829/1560-4071-2024-5763. EDN JVXBZN

Cardiovascular complications of Duchenne mus-
cular dystrophy are well known and manifest as
dilated cardiomyopathy.

Sometimes, following unusual presentations may
be observed: ST-segment elevation myocardial
infarction or acute myocardial injury with non-
obstructive coronary arteries.

Follow-up of patients with Duchenne muscular
dystrophy in specialized clinics is critical to ensure
early detection of cardiovascular involvement and
coordination of appropriate treatment.

IeJIeHue OeTCKOM peaHWMAaIlny C MaBSIIINMU OOJISIMH 3a
TPYAVHOM.

Y npencrasnsiemoro namueHTa amario3 MJ1J1 6b11 ycra-
HOBJICH B II€PBbIE TOIbI KU3HU (HeIeus 9K30H0B 46-51 re-
Ha MJI1). OH ipuHAMAJT CTEpOMIHBIC TIperapaTsl (med-
JT03aKOPT 27 MT/CyT.) B TCUCHUE IINTEIHLHOTO BpEMEHHU,
a B Bospacte 10 JreT ObUT Ha3HAYEH TEPUHIOIIPUI 5 MT, KO-
TOPBII TIAIIMECHT IPMHUMAT HEPETYISIPHO TT0 MHUIINATHBE
marepu. B aHamMHe3e He ObUIO KypeHUsl WM YIIOTpeOJIeHUST
HApKOTHKOB, TPAIUIIMOHHBIX (PaKTOPOB PUCKA Pa3BUTHS
WIIeMIUIECKOI 0OJIC3HM Ceplla W M3BECTHOI KapamoJio-
rugeckoif maronorun. M3-3a mporpeccupyomieii HepBHO-
MBIIIIEYHO! ¢T1a00CTH K 12 TomaM OH CTajl MaJIOTTOOBIKHBIM
¥ YaCTUYHO 3aBUCUMBIM OT MHBAJIMIHOM KOJSICKMU.

B Bo3pacte 15 yieT y nmauueHTa NosiBUIach JaBsiuast
3arpyanmHHasi 00Jib, IIPOIOJIKAOIIasiCs B TCUCHME Jaca.
I1pu xkn1mHMYecKoM oOcienoBaHUM oOpaliiaja Ha ceOs
BHUMaHME M30BITOYHAS Macca Tela (MHIEKC MacCHl Tella
24,57 kr/m?). OGBEKTUBHBLI CTATyC MAlLUEHTa He UMEJ
0COOCHHOCTEH, 3a MCKITIOUCHUEM TaXMKapAUHU ITOKOS
C YaCTOTO¥ cepmeyHbIX coKpameHuit 103 yu./MuH.

Ha snexrpoxkapouorpamme (BKI) B 12 oTBemeHMSIX
MIPY TOCTYIUICHUU B OTHCICHNE HEOTIOXKHOM ITOMOIIN
BBISIBJIEH CUHYCOBBII pUTM, ogbeM cermeHTa ST B V3-V5
OTBEINCHMSIX 00jiee YeM Ha 2 MM, YKOpPOUCHHE WHTepBala
PQ, a Takxe pacmeruieaue komiuiekca QRS (puc. 1).

JlabopaTopHBle aHAIM3Bl ACMOHCTPUPOBAIN ITOBBI-
IIeHNe TpaHCaMMHAa3 KPOBU, JIAKTATAETUIPOTCHA3HI,
BBICOKOUYBCTBUTEJIBHOI'O TPOIIOHWHA M KapaUOCIICIIH -
rmaeckux depmenrton (Tadm. 1).

BonpHOI TTOCTYIIIIT B IETCKOE OTIEICHNE peaHNMAaIli
¢ muddepeHINATBPHEIM THATHO30M OCTPOro MH(papKTa
MHOKapaa WA OCTPOTO MOBPEXKICHMUST MUOKAapaa, CBS-
3anHoro ¢ KMII. KMII gacto onuceiBaetcs mipu M1
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Puc. 1. OKI naumeHTa Ha ¢oHe Tepanuu B-61okatopom (6rconponon 5 mr).
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OCHOBHbIe remMaTosiorMyeckue nokasarenu naymeHTa npu NoCTynJieHun B CTaunoHap

Mokasatenb Pegynerat

nioko3za 5,00
< MouyeBunHa 2,10
< KpeaTuHuH 11,00
Bununpy6uH obLmin 9,30
< O6wwmit 6enok 61,39
AnbBYMUH 4730
> AcnapTtatamMmuHoTpaHchepasa 553,0
> AnaHuHammHoTpaHcdepasa 151,0
> JNaktataernaporeHasa 2684,0
Tpurnuuepuap! 1,45
KpeaTuHuHkMHasa 645
KpeaTtuHnHkmHasa MB-dpakums 94

> >25

196,00

TPONOHWH | BLICOKOYYBCTBUTESbHBIN
NT-proBNP

Ta6nuua 1
En. nam. PedepeHcHble 3HaueHus
MMOSb/N 3,50-6,38
MMONb/N 2,50-8,30
MKMOSb/N 44,00-115,00
MKMOSb/N 3,40-20,50
r/n 64,00-85,00
r/n 32,00-52,00
en./n 0,0-35,0
en./n 5,0-55,0
en./n 125,0-480,0
MMOSb/N <1,69
en./n <200,0
en./n <24,00
Hr/Mn 0,000-0,040
nr/mn <222,00

CokpatueHue: NT-proBNP — N-koHLIEBOI MPOMO3roBOii HAaTPUItypeTUeCKIii nenTua,

W TIPOTEKaeT OECCUMIITOMHO B TEUEHWE IJIUTEIHHOTO
BpemeHu. [Ipu mocTymieHnn B OTHENeHUE HEOTIOXHOM
TIOMOIIY KJIMHUYECKast KAPTUHA HAIIEeTO MalleHTa He COo-
otrBercTBOBasIa CH, Ha axokapauorpaduu (DxoKI') 6but0
00HApYKEHO CTPYKTYPHO HOPMATbHOE CepIliie, YPOBEHb
N-KOHIIEBOTO TIPOMO3TOBOTO HATPUITyPETUIECKOTO TIeTI-
TUAa ObLT B Tipeneiax pedepeHcHbIX 3HaueHuit. OmHako
CJIeyeT OTMETUTD, YTO BCIEACTBME MAJIO MOOMILHOCTH
MalyeHTa 1o IPUYMHE MBIIIEUHON aucTtpodun Ha GoHe
OCHOBHOTO 3200JIeBaHUsI, OIIEHUTh OOBEKTUBHO TaKue

cumnitombl CH, Kak OIBIIIIKY I HaTpy3Ke, U/WIN oTrpa-
HUYCHHYIO TOJICPAHTHOCTH K (DM3MUECKOM Harpy3Ke OBLIO
HEeBO3MOXHO. Kpome Toro, Ha paHHUX cTaausx 3a0ojeBa-
Hu Dx0KI MoXeT BHIIISIETh HOPMAIBHOIA.

YuuteiBas KJIMHUYECKYIO KapTUHY OaBsiieil 6oyu
B Tpynu, uamMeHeHnst DKI' 1 TTOBBIIIICHHEBIC CepacUHbBIC
OromMapkephl ObLT ITOCTaBJIEH NTEPBOHAYAILHBIN pabounit
IWaTHO3 OCTPOTO KOPOHAPHOIO CHMHIPOMA C MOIBEMOM
cermenTa ST, B CBSI3W C yeM MallMeHT ObLI JTOCTaBJIEeH
B KaTETEPHYIO J1JaOOpaTOPUIO UIsI BBITIOJHEHUSI KOpOHa-
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poaHTHoTrpacdun, KOTopasi IMpOoaAeMOHCTPUPOBajIa HOP-
MaJIbHYIO aHaTOMMUIO CepJilla U KOpOHApHbIe apTepun 0e3
TeMOIMHAMMYIECCKN 3HAUYNMBIX CTCHO30B.

VY mereii ¢ mombeMoM cerMeHTa ST W TTOBBIIIEHHBIM
YPOBHEM TPOITOHMHOB HaMOoJIee YacTOi IIPUINHON TaH-
HOTO COCTOSTHUS SIBJISIETCSI BUPYCHBIII MMOKAPINT, KOTO-
PBIi OBUT NCKITFOUCH OTPUIATCIIBHBIMUA CEPOJIOTMICCKI -
MU TT0Ka3aTeIsIMU (3HTEPOBUPYC, aleHOBUPYC, MTapBO-
Bupyc B19, muromeramoBupyc, BUpyC reprieca 4eJoBeKa
n Bupyc DmmreitHa-bapp). [Tosgsngerca Bce Ooblie
JIOKa3aTeJIbCTB TOTO, YTO BOCHAJICHUE MOXKET OBITh IIPO-
pouupyomuM ¢akropom paszsutuss KMIT ipu MJIJI.
IIpeapiayiime paboThl MOKa3aau, 4YTO y TMALlMEHTOB
¢ MJ1JI ¢ BocnajieHMeM MUoOKapjaa Ipu OMOIICUHU cepalia,
KOTOpOE TIPOSIBIISICTCST B BUIIE JICHKOIIMTAPHONM MH(PMITE-
Tpauuu (B oCHOBHOM T-KJIeTOK 1 MakpodaroB), ObICTpee
mporpeccupyeT cuMmnTomMatndeckass CH mo cpaBHeHMIO
¢ marenTamu ¢ MJ1J1 6e3 BocnanieHnsT. OTIIMYUTETbHBIM
npu3HakoM 3aboneBaHuii cepaua rnpu M/ sBiasieTcst
Gubpo3 OOKOBOI CTEHKHN BCJIEACTBME MPOIOJIKAIOIIS-
rocsl BOCMajJeHUSI, KOTOPOE MOXHO OTCPOYUTH C ITO-
MOIIbIO CTEPOUTHBIX IIperapaToB. DTOT (GUOPO3 YacTo
JIy4IIie BCETO OXapaKTePMU30BaTh C IIOMOIIbI0 MAaTHUTHO-
pe3oHaHcHoi Tomorpaduu (MPT) cepaua [6].

K coxanenuto, HalreMy NallMEeHTy MPU MOCTYTUIEHUN
He Obl1a poBeneHa MPT cepnua. [lanueHTty npomosi-
JKEHO JIeUeHNE CTepOMIHBIMU TIperapaTaMy, Ha3HaueHa
KapIUOTPOITHAS Tepamnusl MepUHIOIPIIOM, OUCOIIPO-
JIOJIOM W CIIMPOHOJIAKTOHOM. B muHaMuKe TPOITOHWHEI
KPOBH aHAJTM3UPOBAINCH €KETHEBHO W OTMEUajIach TCH-
IEeHIUS K CHIKCHUIO: YPOBECHb TPOIIOHMHA COCTABHII
8,2 Hr/n, 3apUKCUPOBAaHHEIN B IeHb BBRITTMCKU. [lammeHT
OBbLT BBIMMCAH U3 CTAllMOHapa Ha 14 CYT. ¢ OKOHYATEIb-
HbeIM nuarHo3zoM KMII na ¢one MJJ v peKomeHaa-
USIMH 110 TIpUEMYy TIEpUHIOIIPHIA 5 MT B CYTKU U OM-
corposiona 5 MI B cyTKU. Takke ObUIO PEKOMEHIOBAHO
WHUIIMUPOBATH IIPUEM KacuMepceHa. JJaHHbBIi mpermapar
cBg3bIBaeTcd ¢ 5k30HOM 45 mpe-MPHK muctpoduna,
YTO TIPUBOAUT K UCKIFOUCHUIO 3TOrO K30HA BO BpEMsI
00pabotku MPHK y mamueHTOB ¢ reHeTU4EeCKUMU MY-
TallMSIMM, KOTOPHIE TTOANAIOTCA MPOITYCKY 3K30HA 53.
IMpormyck 45 sx30Ha MPUBOAUT K BBIPAOOTKE YKOPOUEH-
HOTO 0eKa TUCTpOo(dUHA ¥ TAIMEHTOB ¢ TCHETUYCCKIMU
MYTaIASIMHA.

OGcyxpeHune

Cepneunble 3a0oneBanus ipu MJIJI ObUTH OITMCAaHBI
TOKJIMHUYECKH yKe y meTeit papHero Bo3pacTa. K 18 ro-
JlaM y MOJAaBJISIIONIEro OOJIbIIMHCTBA MauueHToB ¢ MJ1J1
HabonaTcs 3ab0eBaHus cepala, HauboJee pacipo-
cTpaHeHHOM u3 KoTophix sBisietcss KMII. Yame BcTpe-
vaercs aunataunoHHass KMII, 3a kotopoii ciemyer ru-
neptpoduueckass. CUMIITOMBI 9aCTO OTCYTCTBYIOT M3-3a
orpaHu4eHust (pU3NIEeCKOil aKTUBHOCTH [7].

IIpu nmo3nHux cragusx KMII coobmianocs o Takux
ApUTMUSIX, KaK MpeacepaHast TaXuKapaus, XeJyaouKoBast

TaXUKapausl U QUOPMIIIAINS XKeaynoukoB. CUHycoBas
TaxXuKapousl, BeISBJICHHAS W Yy HAIETO IMallieHTa, STBIISI-
eTcsT HanboJiee pacIpoCTpaHECHHOI HaOI0aeMOI apuT-
mueit [8, 9]. Tsokemast mucdyakmus JI2K, BBISIBICHHAS
npu DxoKI, n nmo3nHee ycuiaeHUe TamoJMHUS, HAOIIO-
naemoe npu MPT cepaia, Takke cBsg3aHbl ¢ 060Jiee BbI-
COKIM pHcKOM aputMuii [10].

Cepnegarblec OMOMapKephI MOTYT OBITh XPOHUYECKH IT0-
BBILIECHBI y MauueHToB ¢ M1/ 13-3a MOBpeXIeHUST CKe-
JIETHBIX MBIIIII, IIPA 3TOM CEPACYHBII TpormoHUH | Oonee
crienuUeH, YeM CepAcUHbIil TpOomoHUH T, BO3MOXHO,
TIOTOMY YTO OH HE 3KCITPECCUPYETCS B CKEIETHBIX MBIIII-
IIax 4eJIoBeKa M TeCHO CBSI3aH C CEePIeYHO-COCYIMUCTHIMU
3a0oneBanusmMu [11]. Kpome Toro, moporosbie ypOBHU
TPOIIOHWHA IIJIST TUATHOCTUKU OCTPOr0 KOPOHAPHOTO
CUHApOMA He TOATBEPXIEHHBI y neteil n mereii ¢ MJL.
B cepuu cnyuaes, npoBeneHHblx Hor KN, et al., ypoBHI
TpornoHrHa 1 BapbupoBanuch ot 31 Hr/mi go 62 Hr/mi
(pedepenTHsrrit nuanason: <0,03 ar/Mma) [12].

JABymepHas DxoKI' saBigercss cOBpeMeHHBIM CTaH-
IapTOM MOHHMTOpPHMHTA cUCToIMYecKoil ¢pyHKumu JI2K
y naueHToB ¢ MI/I, HO OHa He MOXET BHISIBUTH paH-
HIOIO CUCTONMYECKYI0 muchyHKInoo. CIeKI-TpeKUHT
OxoKI B momo6HOI cuTyaly SIBIISIETCS MEPCIIEKTUB-
HBIM U OOBEKTUBHBLIM McclieqoBaHueM. Taqatqa A, et al.
TIPOIEMOHCTPUPOBAIN Ha 35 MamMeHTax, YTO CeTMCH-
TapHas IIPoIoJIbHas mecdopMalius, U3MEepeHHasI B pas-
JIMYHBIX CerMEHTAaX, ObUIa HIXKe y mauueHToB ¢ M/ 1o
CpaBHEHMIO ¢ KOHTPOILHOI Tpymrioit [13].

MPT pexomeHayeTcst Ajisi CKpMHUHTA IPOrpeccupo-
BaHMSI 3a00JIeBaHNS, TOKA3BIBAIOIIETO XapaKTepHBIC 13-
MEHEHUS B 3agHe-0a3allbHBIX 1 0a3aJbHBIX HIKHEIATE-
panbHbIX obOnactsax JIXK. [Mo3nHee ycuineHue ragoauHuUs
B CYOB3HIOKape IpeariojaracT NIIeMIIeCKOe TOBPEXK-
IeHWe, TOrma KaK cyO0smMKapauaabHas JTOKaIU3allns
COOTBETCTBYET MUOKAPIUTY WU WHOUIBTPATUBHOMY
3abosieBanuto. [Ipu MJIJ] pekomeHayeTcsl MPOBOMUTH
MPT cepnma exeromHo mocie 10 et [14].

Hor KN, et al. coo0mumam o BOCbMU TienuaTpuye-
ckux ciaydasgx M/, y KoTopbIX ObUIM KaJIoOBI Ha 001
B TPYIHOI KJIIETKe, IogbeM cerMeHTa ST M ITOBBIIICH-
HBII YPOBCHBb TPOMOHWHA. Y BCEX BOCHMU MAIIMCHTOB
HOpMaJIbHasE KOpoHapHas mepdy3us ObUIa TTONTBEPXKIC-
Ha ¢ nomouibio KT-anrnorpadguu minm kKarerepusaluu
cepaua, Torna kak mpu MPT ObLIO MpOaeMOHCTPUPO-
BAaHO HapyIICHUE CUCTOJMYECKOil (PYHKIUM. ABTOPHI
00bsicHUIN 3TO TiporpeccupoBanueM KMII, nmpusonsi-
el K 3IM30IMYeCcKOMY TTOBpEXAeHNI0O MruoKapaa [12].
NmeeTcs MHOXECTBO COOOIIEHUI O citydasix WHpapKra
mmokapma y meteit ¢ M/ B Bo3pacte 10-13 met [15].

IMpunmun gapmaxkojgorndeckoro jgeueHuss M 3a-
KmogaeTcs B otcpouke passutusgs CH. PanHsia crepon-
Has Tepamnus OKa3biBaeT OJarOTBOPHOE BIMSIHHE Ha
pyskouio gerkux, ¢yHkumio JIZK M cKeJIeTHBIX MBIIIIII.
B 1O Bpems Kak maHHBIC PaHIOMHU3MPOBAHHBIX KOHT-
POTUPYEMBIX UCCACIOBAHMWI MTOKA3aJIM MOJIb3Y KOPTU-
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KOCTEPOUIOB IS BOCCTAHOBIICHMST MBIIICIHON CHJIBI,
eIMHOTO MHEHUSI OTHOCUTEILHO HamboJIee TTOMXOISIIIe-
ro pexuMa IMpueMa CTepOUIOB HE CyllecTByeT. B Ha-
cTosIIIee BpeMsl B peKOMEHIAIUSX 10 JICUCHUIO OTCYT-
CTBYIOT CpaBHHTEIbHBIC JaHHBIE 00 3P PeKTUBHOCTHU
pa3TUYHBIX PEXXMMOB IO3MpOBaHUSA. B Mupe Hamboiee
pacupoCTpaHEHHBIMHU CXEMaMU IPUMEHEHUS TJIOKO-
KOPTUKOUOOB SBJISIOTCS A100 TipenHn3onoH 0,75 mr/
KT/cyT., mu6o medaazakopt 0,9 mr/Kr/cyT. dedraazakopt
nucronab3yeTcst Wit aedeHus MJIJL yxe >20 met, u oIry-
OIMKOBAaHHBIC TaHHBIC MTOKA3BIBAIOT, YTO OH SIBIISICTCS
NOoTeHILIMaAbHO Oojiee Oe3omacHO U 3P PEeKTUBHOMI
aJpTepHATUBON TIpemHM3010HY. JledaazakopT oKa3bl-
BacT MOJIOKUTEIbHOE BIMSHIEC Ha MHOTHE acIIeKTHI 3a-
0oJeBaHUS M MOXKET MCIIOJIB30BaThCS Y BCEX MaIlMeH-
ToB ¢ M/IJl HE3aBUCUMO OT FeHETUYECKON MyTaluu .
YuuTeIBass MUPOBBIC JaHHBIC TI0 MCITOJb30BAHUIO TIIIO-
KOKOPTUKOUIOB Y TaHHOI TOIY/ISIINY MAIIUeHTOB, OBbI-
JIO TIPUHSITO pellIeHNe He NCITOIb30BaTh IMYJIbC TEPATTHIO
MIPETHNU30JIOHOM IS JICUCHUS MAlleHTa B KOHKPETHOM
KJIMHUYICCKOM CITydae.

AHAJOTMYHO OBIJIO ITOKa3aHO, YTO HMCIIOJIb30BaHUE
nAIl® 3amep:kBacT BOSHUKHOBCHHE U IIPOIPECCUPOBaA-
nue puchynkunm JIK. nuAIT® pexomeHayloTcd B Kaue-
CTBE Tepallny MEepBOi TUHUM, KOTOpas, KaK ITOKa3aHo,
CHIXACT CMEPTHOCTh M KOJMYECTBO TOCIIMTATU3AIINI
y matmenTos ¢ MIJI u CH [16, 17].

Taxcke ObUTO TIOKa3aHO, UTO OeTa-010KaTOphI AP deK-
tuBHEI Tpy M1 /1 B KauecTBe aHTHAPUTMIUICCKIX CPENICTB,
yIy4YIIaT ¢ppakiuio Beiopoca JIZK 1 crmrocodcTByIoT 00-
paTHOMY PEMOIEIUPOBAHUIO XKETYIOUKOB. AHTATOHUCThI
aTpIOCTEPOHA, TaKME KaK BIUICPEHOH, TaKXKe oKa3ajiu
TIOJIOKUTEIbHOE BIMSHIE, CCJIM UX HadaTh B 0ojee MO-
JIOIOM Bo3pacTe, B gorojHeHne K MAII® u 6eTta-0610Ka-
Topam [18].

Ha panneii ctaguu KMIT HeoOxonumMo mpoBOIUTH
pacIMpeHHOE KapaUOJIOTMIeCKOe UCCICIOBAHME C IICTHIO
BBISIBJICHUSI paHHUX M3MEHEHUI CO CTOPOHBI CepIiia M MX
KOpPEKIINY Ha TOKIMHUYECKOM 3Tare. BHeapeHmne KoMm-

' LupkyHosa A.T., Cmekanosa E.A., Kypaw M. A. n ap. [NOKOKOPTAKOCTEPOULI

B Tepanuu MblleyHoit auctpodun [ioweHHa. Monogoi yyeHblii. 2019;
10(248):83-6.
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3aknioyeHue

IManuentsr ¢ MJIJ] Moryt oOpamiaTbcsl B OTAEIIE-
HUE HEOTIOXHOM ITOMOIIN C Pa3IMIHBIMU XKaJI00aMM,
KOTOpBIC 9acCTO MMEIOT PECIMPAaTOPHBIN WM Cepaed-
HBII XapakTep. ¥ MaluueHTOB MOTYT HabJomaThes 001
B Tpyaou, odaroBas 3jeBannst cermeHnTa ST u npyrue us-
MmeHeHMs Ha DKI, 3HaUMTeIbHOE MOBBIIICHNE YPOBHS
cepaeuIHBIX (DEPMEHTOB, UTO TPeOyeT MpoBeAeHUST TUd-
depeHIMaTbHON TMaTHOCTUKH MEXKIY OCTPHIM MHMapK-
TOM MMOKapia, OCTPbIM IMOBpEXIECHUEM MUOKapaa Ha
¢oHE OCHOBHOTO 3a00JIeBaHUSI, MUOKAPIUTOM U TIEPH-
KapauToM. [IpaBuibHAsT MMAarHOCTHKA BaXXHA C TOYKU
3pEHUS OTpPEACICHUST CTPATeTUH JICUCHUST W IIPOTHO3a
IS TIaIICHTA.

[IpakTuKyoomue Bpadyu IMepBON JTMHUU TOJKHBI
3HATh O BBICOKOI pacrnpoctpaHeHHocTu KMII y maum-
eHToB ¢ MJIJI, KoTOopasli yBeIMYUBAETCSI C BO3PACTOM.
Taknm maumeHTaM clieqyeT BuImoaHuTh DKI, KoTopyio,
eClIM BO3MOXHO, CJIeoyeT CpaBHUTH ¢ mcxomHoit DKI.
CeprmeuHble OMOMapKephl MOTYT OBITh XPOHUYECKH IT0-
BeieHbl ipu M/IJ1. OgHako BLICOKMIT YPOBEHBb MOIO-
3peHUS B COYCTAHUM C 3XOKApAUOTPAMMOI MOXET I10-
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Tam, rme 310 Bo3MoxHO, MPT u/mim CrieKJI-TpeKUHT
OxoKI momoraror B 00cieg0BaHNM ITALIMEHTOB C I10-
BpeXIeHWEeM MUOKapaa, cBsi3aHHbIM ¢ MIJI.

UudopmuposaHHoe cornacue
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CewmeiiHas ¢popma runepTpoduryeckoit KApAMOMMNONATUM CO CPELHEXEeNyA04KOBOW 00CTpyKLMe
Ha ¢poHe BapuaHTOB B reHax MYH7, FHOD3 n BAG3: KnuHN4ecKuin cny4an

Anppeesa C.E., Mapycosa M. 0., bopuosa M.A., Koctapesa A.A.

BeepeHue. Muneptpoduyeckas kapaMoMmnonaTus Co CpeaHexenynoukoBoii 06-
cTpykumeit (TKMM CpO6) npeacTasnsiet coboii NoArpynmny NoBbILLEHHOrO pucka
HebnaronpuaTHbIX NCXOLOB CPeAV NALMEHTOB C faHHOW GOpMOI kapanomuona-
K, cnocobCTBYIOLLEN HOPMUPOBAHWMIO anuKanbHOWM aHeBPU3MbI, KOTopas siB-
NSIeTCH aHaTOMWUYeCkUM Ccy6CTPaToM AJs PasBUTUS 310KAYECTBEHHBIX apUTMUIA,
Tpom603aMBONNIA, a Takxke NPOrpeccupoBaHns A0 "KOHEYHON cTagmun” ¢ pasBuUTu-
€M CUCTONNYECKON CepAeyHON HeJoCTaTo4HOCTH. TeHeTnyeckne npuynHel TKMIM
CpO6 mano onvcaHbl B 0TEYECTBEHHOI 1 3apybexHOi nnTepaTtype.

KpaTtkoe onucanue. Mbl NpeacTaBnseM KIMHUYECKUi cnyvai naunmeHTkm 54 net
¢ cemeitHoii dopmoii FKMM ¢ dpopmmpoBaHrem naonuposaHHoin CpO6 Ha doHe
penknx MUCCEHC-BapuaHToB B reHax MYH7, FHOD3 n BAGS3. KnuHuyeckas kapTu-
Ha 6blna npeacTasneHa napokcuamManbHoi Gopmoit Gubpunnaumm Npeacepauni,
a Takxe NapokCM3MaMu HEYCTOMHMBOW XENTYA04KOBON Taxmkapanu.

Auckyccusa. CornacHo eBponenckomy KanbkynsTopy OLEHKU pycka BHE3anHow
CepaeyHoil CMepTu NauueHTka cTpaTuduumpoBaHa B rpynmny NpoMexyTO4HOro
puvcka, 0fHaKo AOMONHATENBHO GbINO MPUHSATO BO BHUMAHWE HanuMyme 30H KOHT-
PaCTHOrO YCUNEHWs rafoNVHUS B MMOKapAe NPy MarHUTHO-PE30HAHCHOW TOMO-
rpaduu, a Takke OTCYTCTBME NOAXOASLLMX YCNOBUIA LN XMPYPrUYECKOro ycTpa-
HeHusi CpOB, YTO SBMNOCH KIOYEBBIM B OMPEAENEHNN NOKa3aHUin K UMMaaHTaLmm
KapavosepTepa-aedubpunnsatopa B pamMkax nepBuYHON NpodunakT1ki BHe3ar-
HOW CepaeyHon CMepTU.

KnioueBble cnoea: runeptpoduyeckas kapamoMmnonaTms, CpeLHexenynoukosas
obcTpykums, MYH7, BAG3, FHOD3, knuHu4eckuid cnyyai.
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Familial hypertrophic cardiomyopathy with midventricular obstruction associated with MYH7, FHOD3

and BAGS3 gene variants: a case report

Andreeva S.E., Marusova M. O., Bortsova M. A., Kostareva A. A.

Introduction. Hypertrophic cardiomyopathy (HCM) with midventricular obstruction
(MVO) represents a subgroup of increased risk of adverse outcomes. It contributes
to development of apical aneurysm, which is an anatomical substrate for the
development of malignant arrhythmias, thromboembolism, as well as progression
to end stage systolic heart failure. Genetic causes of HCM with MVO are poorly
described in Russian and foreign literature.

Brief description. We present a case of a 54-year-old female patient with a fami-
lial HCM with isolated MVO and rare missense variants in the MYH7, FHOD3 and
BAG3 genes. The clinical performance was represented by a paroxysmal atrial
fibrillation, as well as episodes of nonsustained ventricular tachycardia.
Discussion. According to the European HCM Risk-sudden cardiac death (SCD)
calculator, the patient was stratified into an intermediate risk group. However,
we also took into account gadolinium-enhanced myocardial areas according to
magnetic resonance imaging, as well as no conditions for MVO surgery. This was
key in determining the indications for a cardioverter-defibrillator implantation within
primary SCD prevention.

Keywords: hypertrophic cardiomyopathy, midventricular obstruction, MYH7,
BAG3, FHODS, case report.
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KnioueBble MOMEHTbI Key messages

« Mopwma runeprpodrUUECKoil KApIUOMUOIIATUN CO
CpEIHEXENYA0UYKOBOK OOCTPYKIIMENA aCCOLIMUPO-
BaHa C XyILIUM MPOTHO30M.

* MarHuTHO-pe30HAHCHYIO ToMoTrpaduio cepi-
11a ¢ KOHTPACTHBIM YCUJICHUEM TralOJIMHUEM Pe-
KOMEHAYETCS BBIMOJHATh TaKUMM IallMeHTaM
C LICJIbIO BBISIBJICHUSI allMKalbHOW aHEBPU3MBI,
ompeneeHus pacopoCTpaHEHHOCTH (Guodpo-
3a IJIs pelleHus Bompoca 00 MMILJIaHTalUuKU
KapauoBepTepa-aeduopusgTopa.

* Penkue mucceHc-BapuaHThl B reHax FHOD3 u BAG3
MOTYT BBICTYNAaTh B KauyecTBe MOAM(MUKATOPOB
peanuzanuu (GeHOTUIIa TUIepTpoduIecKoin Kap-
JTMOMUOTIATAM, B T.4Y. €€ CPEIHEXKEIyT0YKOBBIX
¢dopM, a10O0 K& MOTYT ObITh MHTEPIPETUPOBAHBI
B Ka4eCTBE CaMOCTOSITEIbHOM MPUYMHBI 3a00J1e-
BaHMS MPU BBISIBJICHUU TOIMOJHUTEIbHBIX IO -
TBEPXIAIOIINX TaHHBIX.

TunrepTpodryaeckast KapIMOMHOIIATHASI CO CPETHEKE-
nmynoukoBoit ooctpykimeit (TKMIT CpO6) dhopmupyert-
¢S y MAalMEHTOB ¢ TUNEepPTpodUeil CpeIMHHBIX OTIEIOB
MEXXCKeTyIouKoBoii meperoponku (M2KIT), kak mpasuio,
B COUYETAaHWU C TUTIEPTPOdUeil MamMuIIpHBIX MBI [1].
Kputepuem 'KMIT CpOO6 sBisieTcsl BBIIBICHUE Tpagvi-
eHTa JaBJIcHUS Ha YPOBHE CPEOIWHHBIX OTOEIOB >30 MM
pr.ct. [2]. CpOOG BhIsIBIsIETCS B mopsiaka 10% Bcex ciy-
yaeB [KMII, u3 nux y 15-30% pasBuBaeTcs BepxyLled-
Hasl aHeBpHM3Ma, KOTOpast MOXET CTaThb CyOCTpaTOM UL
daTarbHBIX XEIYTOUYKOBBIX apUTMUMA U TPOMOOB B TIO-

Juarno3 ’KMIT, ITapokcusmbl HeycTounBoit KT
clyJaiiHasi ¢ YCK 144 yn./muH
Haxozka 110 7 KOMITJIEKCOB

* Hypertrophic cardiomyopathy with midventricular
obstruction is associated with a worse prognosis.

* Gadolinium-enhanced cardiac magnetic resonance
imaging is recommended for such patients to detect
apical aneurysm, determine the extent of fibro-
sis to decide on the cardioverter-defibrillator imp-
lantation.

» Rare missense variants in the FHOD3 and BAG3
genes can act as modifiers of the hypertrophic
cardiomyopathy phenotype, including midventri-
cular types, or can be interpreted as an independent
disease cause if additional supporting data are
identified.

JocTax cepaua [3, 4]. B mpocmeKTUBHBIX MCCIIeI0OBa-
ausgx Hagumane CpOO SBISIIOCh HAIEKHBIM ITPEINKTO-
pOM TIIporpeccrupoBaHms 10 "KoHeuHOU craguu’ I'KMII
("BBITOpaHUA") M CBSI3aHHOI C Heil cepmedHoit HemocTa-
TOYHOCTH, PaBHO KaK M BHE3aITHOI CepmeyHoil cMepTH
(BCC) [5]. Hannabie o reHeTmuecKux mpmanHax ['KMIT
CpOO0 IBISUINCH MMPEIMETOM M3YICHUSI OIrpaHMICHHOTO
KOJIMYECTBA 3apyOeKHBIX pabOT, a TaKKe CKPOMHO TIpeI-
CTaBJIEHbI B OTEUECTBEHHOM tuteparype [6, 7].

MueI mpencraBisgeM KIMHAYCSCKUN CITydail ImarueHT-
ku 54 et ¢ TKMIT CpO6 Ha ¢oHe BapraHTOB B FeHaX
MYH7, FHOD3, BAG3 HeollpeneAeHHOM KIMHUICCKOM
3HAYMMOCTH, C CeMEHHBIM aHaAaMHE30M II0 Pa3BUTHIO
T'KMII, rocnuTaam3dupoBaHHON IJISI pEeIIeHUsI BOIIPO-
ca 00 MMIUTAaHTAIlMM KapauoBepTepa-achuoOpmuisgaTopa

(MKI).

TTapokcusmasbHast OIT,
aMUONAPOH-UHAYLIUPOBAHHBIN
TUPEOTOKCHUKO3

IToBTOpHBIE
napokcusmbl OIT

44 rona 53 roma

MeTomnposios CyKIMaHT 25 Mr 2 pa3a/cyT.

54 rona

t t

Wmmnantaums MK
(puck HCM-SCD 5,35%)

Cortanon 40 mr 2 pa3a/cyr.

PosyBactatun 40 mr + 33etumu6 10 Mr

Puc. 1. InHamuka KIMHUYECKX NPOSIBIEHUI 1 NPOBOAMMAN Tepanus.

AnukcabaH 5 Mr 2 pa3a/cyT.

Cokpawenus: N'KMMN — runeptpoduyeckas kapamomuonatuns, XT — xenyaodukoBas Taxvkapaus, UKL — vmnnaHtrpyemelii kapanosepTep-aedubpunnstop, PHA —
paauoyacToTHas abnaums, O — eubpunnaums npeacepanin, YCXK — yactoTa cokpaleHuii Xenyi04KoB.
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&

74 rona
Pak
Kesyaka

68 et
Pax xenynka

&

25 net
ITorn6 Ha BoiiHe

98 et

3 rona 30 net 30ner S0mer 72 roma
Mpuunna [Mnesmonuss Cymima Pak  AJKOroamsm
HeM3BECTHA KUIIEUHNKA

CwmepTh

B
MJIQJIEHIECKOM
BO3pacre

78 ner
oIl

O6o3HayeHus:

INepcona
CKOHYaJIaCh

Kano
HeT

IMpobann
Kenumna

MyxKunHa

3a6omnesanue (TKMIT)

@0/ X

50 et

6

40 net
BCC
Nwmena 3abonesaHne
cepaua

30 et
HecuacTHblii ciyydait
Ha CTpoiiKe

N\

58 ner 54 rona 33 rona
TKMII T'KMII CpO6 3noyrnorpebiieHne
6e3 obcTpykumu, MYH7 (p.Thr1929Met) aJIKoroJieM
PYA ®I1 B 57 ner  FHOD3 (p.Ala493Thr)
BAG3 (p.Cys179Trp)
30 et 34 rona
Kano6 Her, XKaiob Her,

He obciieoBaHa  He o0ciieoBaHa

Puc. 2. PonocnoBHas naumeHTku ¢ cemeritolt popmoii ¢ FKMIM co CpO6 Ha doHe BapuaHToB B reHax MYH7, FHODS3, BAG3.
MpumeuaHue: 451 XVBbIX NALMEHTOB yKka3daH BO3PACcT Ha MOMEHT COCTaBNIeHWsi POAOCOBHON, A yMEPLUMX MauMeHTOB ykadaH BO3pacT CMEPTU U NPUYMHA, CO CMOB

nauyeHTKu.

CokpaweHus: BCC — BHe3anHas cepreyHas cmepts, [KMIM — runeptpoduyeckas kapanomuonatus, PYA — paanoyactoTHas abnaums, CpO6 — cpeaHexenynoykosas

06c¢TpyKums, DI — drbpunnaums npeacepamii.

KnuHnuyeckuin cnyyan

2Kano6s1 npu noctymrennd. Ha smm3onpl ygareHHO-
IO PUTMUIHOTO CEpOLICOMEHUS, "3aMUpaHus", IJIUTCIb-
HOCTBIO 10 10 MIH, BOZHUKAIOT €XXETHEBHO, KYITHPYIOTCS
camocrosTenbHo. [lepeHOCUMOCTh (pU3MIEeCKUX HATrpy-
30K BBICOKasA. OOBINIKY, OTeKN HIKHUX KOHCYHOCTE,
AHTWHO3HEIC OOJIM HE OIMCHIBACT.

AnamHe3 3a0omeBanus. [lanmeHTKa 6e3 aHaMHe3a TH-
IIepPTOHNYECKOM O0JIC3HM, apTepHalbHOE JaBJICHNUE TIPU
camokoHTpoie 120/80 mMm pt.cT. B Bo3pacte 44 et Ha
IUTAHOBOM 3JIEKTpOKapaUOrpaMMe OBUTM BEISIBICHBI MH-
dapKkTOomOmOOHBIC M3MECHEHHSI, UTO MIPUBEJIO K TOCIIHTA-
JIM3alli, TOOOCIeNOBAaHUIO, IO pe3yIbTaTaM KOTOPOTO
Ob11 ycraHoBieH nuarHo3 KMIT (puc. 1). PesyabraThl
sxokapauorpacdun (OxoKI') 3a Tor mepuon He mpem-
craBlieHBI. Ha TOT MOMEHT kaj100 MalmeHTKa He peab-
saBysuta. HasHaueHa Tepamnisi METOIPOJIoia CYKIIMHATOM
25 mr 2 pasa/cyT., Habmogazach y Kapauoora o MeCTy
KUTETbCTBA.

B Bo3pacre 53 et oTMeTHIIa BOSHUKHOBEHHE KOPOT-
KHX 3TM30I0B YYaIlleHHOTO PUTMUYHOTO CepAIIcOMCHNS,
"3aMUpaHus”, BBITIOJIHEHO TUIAHOBOE XOJITEPOBCKOE MO-
HUTOPUPOBAHUE DIIEKTPOKAPANOTPAMMBI (METOMPOJIOI
CYKLIMHAT 25 MT 2 pa3a/CyT.): CHHYCOBBIII pUTM C 9acCTO-
Toii cepaeunbix cokpameHuii (YCC) 51-65-108 yu./muH,
846 OMMHOYHBIX XEJIYIOUYKOBBIX SKCTPACUCTOJI, SIIU30[
KeIymoukoBoil Taxukapauu (7 KomriekcoB) ¢ HCC
144 yn./muH, 532 OOIMHOYHBIX HAIKETYIOIKOBBIX 3KC-
Tpacuctoi. DxoKI B Bo3pacte 53 neT: JeBoe mpeacep-
nue 38 MM, KOHEYHO-IMACTOIUUECKU pasMep 42 MM,
KOHEYHO-IHracToandecknii oovem 62 M, M2KIT makcn-
MaJIBHO YTOJIIIeHa 10 21 MM, 3aaHsIsI CTCHKA JICBOTO Ke-
nymouka (JIXK) mo 18 mMm, ¢pakumsa Beiopoca CUMIICOH

71%, MakcuMaJbHBII TpagUEHT B BBIHOCIIIEM TPaKTe
JI2K (BTJIZXK) 61 mm pr.ct., npaBblit xenygouek (I12K)
25 MM, iepennstg ctenka I[T2K 5 mm, TAPSE 19 MM, HIK-
HsIs [oJIask BeHa crnamaetcs >50%, pacyeTHOe JaBlieHME
B JITOYHOIT apTepUU HE TOBHIIICHO.

BrimonHeHa KopoHaporpadus — 3HAYUMEBIX aHTHO-
rpadmIecKX N3MCHEHU He BBISIBICHO.

B Bo3pacte 54 jget — neGoT GUOPMILIAIINU TIpeI-
cepmuii (PI1), moTpedoBaBIIECH TOCIUTATN3ALINHT, CUHY-
COBBIIf pUTM BOCCTAaHOBJICH ITOCPEACTBOM 3JIEKTPOUM-
nyjabcHOI Tepanuu. HaszHaueH anukcabaH B 103€¢ 5 MT
2 pa3a/cyT. Ha ¢oHe MHUIIMUPOBAHHON Tepariyi aMHO-
IapOHOM 3a(UKCHUPOBaH aMUOTAPOH-MHIYIIMPOBAHHBIA
THUPEOTOKCUKO3, YTO MPHUBEIO K 3aMcHE aMHOJapOHa Ha
cotanon 40 mr 2 pa3a/cyT.

IMaumeHTKa OBUTA HampaBieHa Ha TEJICMEIUIIMHCKYO
koHcynsraumio B ®I'BY "HMMUIIL nm. B.A. Anmazosa”,
10 pe3yJIBTaTaM KOTOPOii ObLIa 0TOOpaHa Ha TOCITUTAIM -
3alMio 11 pelreHus Bornpoca 0o MKII.

Anamue3 xu3HH. PaGoTaeT (oTmemouHuk). BpemHsie
MIPUBBIYKA B TIPOILIOM M HA HACTOSIIWIT MOMEHT OT-
punaeT. HacimeacTBeHHOCT: OTSTOINEHA, Y POMHOI ce-
ctpbl B 51 ron ycraHosieH nuarHo3 I'KMII, nepeHecna
pamuroyacToTHyIo abamnuio o nosoxy PIT B 57 yer, Ha
HACTOSIIIMIT MOMEHT XmBa, 58 jeT. TeTs 1o TMHUM OTIIa
yMepia BHe3armHo B 40 jieT, mMera 3a00jieBaHKe cepaa.
PomocnmoBHas TaliMeHTKY TIpeacTaBlIeHa Ha PUCYHKE 2.
3HaunMMasl COITyTCTBYIOIIAsl ITATOJOTUS IIpeAcTaBIcHA
aTepoOCKIICPO30M OpaxuornedanrbHBIX apTePUil CO CTEHO-
30M 10 30%, 1Mo moBOAYy 4Yero IojydaeT po3yBacCTaTUH
40 mT 1 33eTMHUO 10 MT.

OOBEeKTUBHBIN ocMOTp — 6e3 ocobenHocteit. YCC
56 yn./muH. ToHBI cepalia SICHbIe, PUTMUYHEIE, IIIyM HE
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Puc. 3. Pesynbratel MPT cepaua (A-T) n anexktpokapavorpamma (A-E) nauveHTku.
Mpumeuanue: Bn3yanuampyertcsa runeptpodus Bcex CTeHok JIK, BKIo4as BEPXYLLKY, C MaKCUMYyMOM B CpeauHHbix otaenax MXI, a Takxe runeptpodus mrokapaa
npaBoro xenynoyka. Ha 0TCPOYeHHbIX MOCTKOHTPACTHBIX M306paxerunsix (B, ') — nHTpamypanbHble GrOpo3HbIe M3MEHEHNs NO BCex cTeHkax JIXK.

BBICIYIIWBaeTCI. ApTepuanbHoe maBieHne 115/80 MM
pT.cT. dpIxanne Be3ukyasipHoe. [leueHb He yBeaMdeHa.
OrtekoB HeT. MHaeKc Macchl Tefaa — 25 Kr/m>2.

PesyasraTel o0caenoBannsa. [1o pesyrsratam adopa-
TOPHBIX MCCICOIOBAHUN — 0¢3 3HAUMMBIX OTKJIIOHCHUA.
I'emoro6uH 146 /i, neiikouuTo3a HeT. AJIaHUH- U acIiap-
TaTaMUHOTpaHCcepas3bl, OMINPYOWH, SJICKTPOJUTHI
B HopMe. KpeaTuHuH 81 MKMOIIB/J, CKOPOCTh KITyOOU-
koBoit ¢puasrpaunu no CKD-EPI 71 ma/mun/1,73 M2
JlumuoorpaMMa Ha (hoHE JTMITUIOCHIDKAIOMICH TepaITiu:
o0mwuii xojecTepuH 3,3 MMOJIb/J, XOJIECTCPUH JTUTIN-
OB HU3KO# TIOTHOCTH 1,5 MMOIIB/JI, TPUTJIHUIICPUIEI
1,7 MMOJIB/JT, XOJIECTCPUH JIMITUIOB BHICOKOM TUIOTHOCTH
1,1 MMoOIB/1.

Ha snekrpokapouorpamme: cuHycoBbIii putM ¢ YCC
56 ya./MuUH, 2JIeKTpUUYecKast OCh Cepila B HOpME, IIpu-
3Haku runeprpoduu JIZK, nuamMeHeHUs peroisipu3aluu
B BUIE ITyOOKMX OTPUIIATEIIBHBIX 3y0110B T B OTBEICHM-
ax 1, 11, 111, aVF, V4-V6 (puc. 3).

ITo nanueiM DxoKI' B Bo3pacte 54 neT: mmobanbHag
cucronnueckas dpyHkuus JIZK coxpaneHa (ppakiiust Bbl-
6poca CumiicoH 69%), 30H JIOKAJIBHOTO HAPYILIEHUS CO-
KPaTUMOCTH He BBISIBJIICHO. Jlvmaramus JIeBOro mpeacep-
aus (uHaeke oobema 77 mi/m2). KoHueHTpuyeckast ru-
neptpodus JIZK ¢ makcumanbHbIM yrojmeHueM M2KIT

10 23 MM Ha ypOBHE CPEIMHHBIX OTHeJIoB. OTMeuaeTcst
OOCTPYKTHUBHBIII KPOBOTOK Ha YPOBHE CpEIHEN TpeTu
JIK (obGnacth manuaasspHbIX MBILIL, HE U3-3a Tepe-
HECHCTOINYECKOTO IBUWKCHUS TIEPEIHE CTBOPKU MHU-
TPaJIbHOTO KJIallaHa) — ¢ MaKCHUMAaJIbHBIM TPagleHTOM
49 MM prt.cT. Jmacronmyeckas TUCHYHKINS 2 CTCIICHU.
Pesynbrater OxoKI mipencrtaBieHs! B Tadbamie 1.

[To maHHBIM MarHUTHO-PE30HAHCHOUW TOMOTpadun
(MPT) cepaiia ¢ KOHTpACTHBIM YCUJIEHUEM TaaO0JuHU-
eM: IWIaTaIus JIeBoro mpencepnust (47*45 Mm), ocTaib-
Hble KaMepbl cepllla He pacliupeHbl. BruipakeHHas
acuMMeTpuuHas runeprpodus muokapaa JI2K, B 601b-
meit creneHn cpenHHbIX oTaenoB MKIT (mo 24 Mwm).
OTYECTIUBOTO TIEPETHECUCTOINICCKOTO IBIKEHHS CTBO-
POK MUTpPaJbHOTO KijaraHa He BbisgBiaeHo. [TosocTs JIZK
B CUCTOJIy Ha YPOBHE CPEAMHHBIX OTAEJOB MPaKTUUECKHU
He auddepenuupyercs. [lmobanbHasg coKpaTUTeIbHAS
criocooHocTh JIXK coxpanena (66%). TosiuHa Muokap-
nma ITXK 4-8 mm. Hapymenwuit 1oKanbHOM COKPAaTUMOCTH
He BBISIBJICHO. JIaHHBIX 3a allMKaJbHYIO aHEBPU3MY HE
nojriydeHo. Ha oTcpoueHHBIX TOCTKOHTPACTHBIX M300pa-
JKEHUSIX BO BcexX cTteHKax JIK ompemensiorcs mHTpamy-
paibHBIe (DMOPO3HBIC M3MEHEHUS (pHUC. 3).

I'eneTnyeckoe TecrupoBanne. MeTONOM CEKBEHUPO-
BaHUS HOBOTO ITOKOJICHUSI C TIPUMEHEHHUEM IIEJICBOTO
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Tabnuua 1

Pesynbratbl 9xoKI naumenTku 54 net ¢ TKMIM co Cp0O6

MapameTp

JleBoe npencepavie

O6bem NeBoro npeacepays

VHaekc o6bema NeBoro npeacepaus

Mexxenyno4koBasi neperopoaka, 6asanbHo:
CpeaviHHble oTaenbl

3afHss CTeHKa NeBoro Xenynouka

WHpeke maccobl Myokapaa

OTHOCWTENbHASA TOMLLMHA CTEHOK

®dpakums Boibpoca NeBoro xenyaoyka no CUMmcoH
KOHeYHbI anacTonuyeckuii pasmep

KoHeuHbIi gnacTonnyeckunii 06bem

MHAeKc KOHeYHOro AMacTonnyeckoro oobema
KoHeuHbIi cuctonmnyeckuin o6bem

MHAeKc KOHeYHOro CUCToNNYecKkoro obbema
YaapHblit 06bem

Mnowaapb npaBoro npeacepans

MpaBbliil xenypoyek, 6a3anbHo

NpaBbiii xenynoyek, nepeaHe-3afHuii pasmep
MepeaHss CTeHka NpaBoro xenyao4ka

TAPSE

PacyeTHoe cMcTonmMyeckoe AaBneHne B NEro4HON apTepum
I'paguenT B BTJTX, MakcumanbHbIn

[pafMeHT Ha YPOBHE CPEVHHBIX OTAENOB, MAaKCUMAIbHbIN
Muk E

Mk A

€' cenTanbHblii

€' natepanbHblii

E/A

E/e’

Deceleration time

[Iunactonunyeckas aucdyHkums
MepenHe-c1CToNMYECKOe ABUXEHNE MUTPANBHOrO KnanaHa
MwutpanbHas peryprutaums

AopTanbHas peryprutaums

MynbMoHanbHas peryprutaums

TpvikycnupanbHas peryprutaums

Pesynbrat EnvHuubl nsmepexus
MM
vl
mn/m2
MM
MM
r/m2
69 %
42 MM
128 MmN
73 m/m2
40 ()l
23 Mn/m2
88 MA
15 cm?
34 MM
27 MM
4 MM
>17 MM
24 MM PT.CT.
12 MM pPT.CT.
el e
0,73 Mm/cek
0,74 m/cex
5 cm/cek
7 cm/cek
0,99
12
154 MCeK
2l renens
HeT
1 cTeneHu

HEeT
npuknanaHHasa
npuknanaHHasa

CokpaueHusi: BTJIK — BbIHOCSLLMIA TPaKT neBoro xenynoyka, TAPSE — cuctonuyeckas akckypeus konbLa TPYKYCNMAanbHOro KnanaHa.

oborarmeHus: ObUIO MPOBENEHO uccienoBanue 39 re-
HOB, accolMMpoBaHHbIX ¢ pazsutueM ['KMII, a takxke
e€ T.H. "(peHokonuit", ¢ mocnenywonieit BepuduKanueit
pesynbrara 1o CaHrepy. BoisiBIeHB BapraHThI B TeHaX:
MYH?7 (p. Thr1929Met), FHOD3 (p.Ala493Thr), BAG3
(p.Cys179Trp), Bce B reTepO3UTOTHOM COCTOSTHUU, KOTO-
pble MHTEPIIPETUPOBAHBI KaK BaApUAHTHI HEOTIpEIeIeH-
Hol kmmHn4deckoit 3Haunmoctu (VUS) (Tabi. 2).
MenunuHCKIe BMeNIATeJIbCTBA. BhIMOTHEHA CTpaTu-
ukarus pucka BCC no mkane "HCM-SCD" (eBpomeii-
cKast MOJIeJTb), pacYeTHBINA PUCK cocTaBuI 5,35% (mpo-
MexyTouHblii) [§]. [IpuHMMas BO BHUMaHWE W30JUPO-
BaHHyI0 CpOO0, MepCcreKTUBHI YCIEITHON MUO3KTOMUN

TPaHCAOPTAJLHBIM JIOCTYIIOM OBIJTM PACIeHEHBI KaK CO-
MHUTETbHBIEC. BbUTO Takske y4TeHO HaJIMYMe 30H TMO3IHe-
TO KOHTpACTHOTO ycwieHus rapoauuaust ipu MPT cepaia
BO Bcex cTeHKax JIZK. Pe3ynbrarel reHeTH4ecKoro TecTu-
pOBaHMSI HA MOMEHT TOCTIUTAIN3AIMN e1lle He ObLTN 13-
BecTHBI. [IpunsiTo pemrenue 06 nmruiantauuu MK-DR.
B cBsa3u ¢ munumansHoit YCC no 40 yn./mMmuH Ha dhoHe
Hebonpmumx 103 coranona (40 mr 2 pasa/cyrt.), BRIOOD
man Ha K] ¢ dyHKkuumeit nByxkaMepHOl 3J1eKTpoKap-
JUOCTUMYIISIIIUY TI0 TPEOOBAHUIO TSI PACIIIUPEHUS TIep-
CIIEKTUB TUTPAIIUY aHTUAPUTMUIECKOU Teparum.
Kmamgecknii muarno3. OcxHoBHoit: TKMIT co CpOo,
cemeitnast ¢popma. Puck BCC mo mkane "HCM-SCD"

w
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Tabnuua 2

XapaKTepMc'ruKa BbISIBJIEHHbIX FTEHETU4YeCKUX BapUaHTOB y NaLlNEeHTKN

MYH7
Chr14:23882972

XapaktepucTuka/reH

XpoMOCOMHas no3nuums

FHOD3
Chr18:34232723

BAG3
Chr10:121431796

BapuaHTt NM_000257.4: c.C5786T: p.Thr1929Met  NM_001281740.3: c.G1477A: p.Ala493Thr  NM_004281.4: ¢.C537G: p.Cys179Trp
Homep rs rs730880918 rs1440337292 rs1564774433

3UroTHOCTbL retepo- retepo- retepo-

YactoTa no GnomAD, % 0.005308 0.006378 He 3aperncTpupoBaH

MatoreHHocTb o ACMG/AMP VUS VUS VUS

Mpumeuanue: no c6opke hg38. VUS — BapuaHT HeonpeneneHHo KIMHUYECKON 3HAYMMOCTH.

5,35%, npoMmexyTouHblii (mata pacuera 10.12.2023).
Ienetnyeckue BapuaHTtel B MYH7 (p.Thr1929Met),
FHOD3 (p.Ala493Thr), BAG3 (p.Cysl179Trp) Heompe-
IEeJeHHON KIMHUYecKoil 3Haummoctu o ACMG. Um-
nnanTauus asyxkamepHoro MKJI Intica Neo 5 DR-T
(IS-1;DF-1) ot 12.12.2023.

Ocnoxuenud: ITapokcnamanbHasa dopma PII, BHe
mapokcusma. CHA,DS,-VASc — 1 6amr. HAS-BLED —
0 6amnoB. EHRA III. DnekrponMItyibcHas Teparus
C BOCCTaHOBJIEHMEeM cuHycoBoro putMma oT 05.03.2023.
XKemymoukoBas aKcTpacuUCTOIUS 5 Tpamamuu 1o Ryan.
ITapoxkcu3mbl HEYCTOIUMBOII MOHOMOP(MHOI XKeTya0uKO-
Boit Taxukapanu. Mopranbu-Anamca-Crokea (-).

ConyrctBytomuit: [unepaunuaeMus 26 tuma. Ate-
pockiiepo3 6paxuonedanbHBIX apTepuii TeMOTUHAMU-
YeCKH He3HAYNMBIN. AMHOTApOH-NHIYIINPOBAHHBII TH-
PEOTOKCUKO3 B aHaMHe3e, 3yTupeo3. KopoHaporpadus
ot 05.11.2023.

Jlunamuka u ucxonpl. Ha HacTosimii MoMeHT Ha ¢o-
HE aHTUAPUTMHUYCCKOI Tepallid COTaJIO0JIOM HaOJroma-
FOTCSI TIOBTOPHBIEC TTAPOKCU3MBI TaxucucToamdeckoi PI1,
TpeOyolre TOCTIUTAIU3alMu U MPOBEACHUS 3JEKTPO-
UMITYTbCHOM Teparuu, B CBSI3U C YeM IIaHUPYETCS TIPO-
BeICHME PamroYacTOTHOM abilalimy cyocTpaTa apuTMHUM.

OGcyxpeHune

IIpencraBneHHBIN KITMHAYCCKUNA CIIydail IEMOHCTPH -
pyeT knuandeckoe TeueHre 'KMIT CpOo6 y nanmeHTKI
¢ KOMOMHAIIMEN peIKnX MHCCEHC-BapMAaHTOB B T¢HaX
MYH?7, FHOD3 n BAG3 n ceMeiHBIM aHaAaMHE30M IIO
passutuio 'KMIT n BCC.

I'ensr 6enkoB capkomepoB (MYH7, MYBPC3 n np.)
SBJSIOTCS Hanbojiee pacHpoOCTpaHEHHON MPUYMHOMU
I'KMII y reHOTUN-NO3UTUBHBIX NauueHToB [1]. B To
K€ BpeMs M3BECTHO, UYTO IIEHETPAHTHOCTh CApKOMEPHBIX
BapMaHTOB COCTAaBISET JUIIb Topsaka 50% [9], dyro mo-
OyKImaeT McClIeIoBaTelIei K TOMCKY IPYTHX TeHETUIECKIX
1 TIPUOOPETECHHBIX MPUYNH, BIUSIONINX Ha Peaan3aInio
¢enotunra TKMII. B atom otHomenuu reHsl FHOD3
n BAG3 mipuMedaTeIbHBI TeM, 9TO UX YaCThie BapMAHTHI
MMEIOT HanboJjiee CIIHbHYIO aCCOLMAILINI0 ¢ (DeHOTUIIOM
I'KMII o pe3yabrataM NOJIHOT€HOMHBIX UCCAEIOBAHUIMN
accormanwmii [10, 11]. Penkue e BapMaHTHI TeHa, KOTO-

phIii KomupyeT 6etok FHOD?3, yuacTByrommii B cOopke
aKTMHA B KapAMOMHUOIIMTAaX, OTHOCUTEJIHHO HEIaBHO
OBLIM OIMMCAHBI KaK ogHa U3 npuuyuH pa3putus ['KMII
B 1-2% caydaeB [12]. OnucaHust pegkux BapuaHTOB Ie-
Ha BAG3, urpamIiero KpUTHIEeCKyo pojib B IIPOIEccax
0eNIKOBOI aerpagauuu U arornTo3a, B ¢Bs3u ¢ [KMII
OrpaHWYCHBI CIMHUYHBIMU KIMHUICCKUMU CIydasiMU
TIpY Y3KOM crieKTpe MyTtanuii [13].

B mpuBeneHHOM KIIMHUYECKOM IIpUMEpE TIPOBEICHIE
TEHETUIECKOTO MCCIICIOBAHNS Y CECTPHI IpobaHIa, MME0-
et ¢penotun 'KMII, a Takzke KacKagHOTO KJIMHUYECKO-
TO ¥ TCHETUIECKOTO CKPMHMHTA CPEIN OPYTUX POICTBEH-
HUKOB ITaIIMEHTKN MOIJIO CYIICCTBEHHO ITOBJIUSTH Ha
MHTEPIPETAIIAIO BBISIBIICHHBIX TCHETHUCCKUX BapUAaHTOB
¥ UX BKJIAI B peajam3alnio (peHOTHUIa KapaIuOMUOIATHN
B IaHHOI ceMbe, OMHAKO, HE OBLIO JOCTYITHO HA MOMEHT
HaIMCaHUSI CTaTbU, HO pacCMaTpUBACTCS B OyIyIIeM.

KpacHoiif mmHUMe 3mech MpOXOAUIT BOIIPOC CTPATH-
¢dukatmnu pucka BCC, mOCKOIBKY U3BECTHO, YTO CPEJl-
HEXeJIyIOYKOBbIT Mopdonornueckuii Bapuant I'KMII
SIBJISICTCS OMHUM W3 HEOJarompUsATHHIX (DCHOTHUIIOB
C TOYKU Pa3BUTUS alUKaJIbHONM aHEeBPHU3MBI, OMIaTa-
iy 1 comyTcTByommx puckoB BCC [1]. EBpormeiickumit
KaJIbKynaTop crpatndukanmum pucka BCC "HCM-SCD"
(dopManbHO YUYUTBHIBAET TOJHKO TpaAUEHT Ha YpOBHE
BTJI2K, Ho He yuuthiBaeT ctereHb CpOo0 [8]. CemeliHbIi
anamHe3 BCC B 40 yreT y TeTH MallMEHTKU TakxKe He T10-
nagan IoJ KpUTePUH, IpUMEHsIeMBbIe B TaHHOM Kallb-
KyJsiTope. Bo3MOXHOCTH XHPYPTUUIECKOTO JICUCHUS KaK
MeToda, CIIOCOOHOTO TOBIUATH Ha IPOTHO3 3aboJjie-
BaHUS, B JAaHHOM cjiydae ObUIM orpaHW4cHBI. Ciemyer
OTMETHTB, YTO COITIACHO TaHHBIM JIUTePaTypHI, XUPYpP-
rnyeckoe yneyeHne 'KMIT CpO6 TpaHcanmKaabHBIM
IOCTYTIOM IEMOHCTPUPYET OJaroNpUsITHBIC OTIAJICHHBIC
pPe3yABTaThl B OIBITHBIX IICHTPaX, HO HE IPEICTaBIISICTCS
IIMPOKO PacIpOCTpaHEHHOI TaKTMKOI Kak B Poccum,
Tak u 3a pybexom [1, 3], B To BpeMsI KaK TpaHCaop-
TaJTbHBINA TOCTYII IIPETOCTABIISICT OTpaHUUYCHHBIC BO3-
MoxHocTH B Koppekunu CpO6. Janasie MPT cepnia
C KOHTPACTHBIM YCHJICHUEM TaIOJIMHUEM, KOTOPHBIC VUM~
TBIBAET aMepUKaHcKast Moneib pacuera pucka BCC [2],
31ech 0BT HEOOXOOUMBI TSI MCKITFOUCHUSI alTMKaIbHOM
aHEeBPU3MEI (He BBISIBIICHA Y MAIIMEHTKI), yUeTa CTCIICH!
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pacrmpocTpaHeHHOCTH (hubpo3a (MHTpamMypajibHbBIC Du-
Opo3HbIe U3MEHEeHUsT BO Bcex cTteHkax JIXK) u aBuiauch
ogHUM M3 oObocHoBaHuUM K nmoctaHoBke MKJI y mauu-
€HTKHU C TIPOMEXYTOUYHBIM pruckoM BCC.

3aknioyeHue

I'KMIT ¢ CpO6 sBisteTcs BaskHOI MOP(hOJTIOrMIeCKOit
dopmoit TKMII, accouuupoBaHHOI C IOBBILIEHHBIM
PHMCKOM pa3BUTHUS HEOJIATrOMPUATHBIX MCXOMOB. Takue
MMallMEeHTHl TPEOYIOT MepCOHANM3NPOBAHHOTO MOIX0AA
npu ctpatndukanym pucka BCC ¢ mpuMeHeHreM MeTOo-
OB MYJBTUMOIAILHON BU3yaIU3alni. Penkie MucceHe-
BapuaHTHl B reHax FHOD3 n BAG3 MoOryT paccMaTpu-
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Taxenblii MHPEKUMOHHbIV SHAOKAPAUT Y NauueHTa ¢ 00CTPYKTUBHON runepTpodmryeckoi
Kapauomuonartueii: 12 net nocne couyetaHHol onepauuun. KnuHuyeckuii cnyyai

Jlytoxuna 10.A.", Ocagyas B.A.", Mopososa H.B.", Ynikosa H.B.", Tanmesa H.A.Y, Muranuupina M. A.", Isemelukesuy C.J1.2

Kpatkoe onucaHue. Y nauventa 40 net ¢ 06CTPYKTUBHOW rnepTpoduyeckoit
kapavomuonatuei (TKMIT) nocne BbINOSHEHUS KAPOTUAHOW 3HOAPTEPIKTOMMUU
nosiBMAMCh anuaombl vxopaaku Ao 39,0° C ¢ o3Hobamu. Bbino avarHoctvposa-
HO HanMuve MHOEKLWIOHHOrO SHAOKAPAMTA MUTPANIBHOrO M a0PTANBLHOrO Kinanaxa,
BbI3BAHHOI0 Enterococcus faecium. AHTOakTepumanbHas Tepanus nposonxa-
nacb Ha npoTskeHun 3 mec. B pesynbrate yaanoch noaaBuTh UHOEKLMOHHO-
BOCMaNMTENbHbIN MPOLECC, OAHAKO TsXenas HeA0CTaTOYHOCTb MUTPANTBHOIO M aop-
TanbHOro knanaxa TpeboBana XMpypryeckoro NeveHus.

B xone onepauuy nauneHTy 6bIN10 BbINOJHEHO NPOTE3VNPOBAHNE ABYX MOPaXeH-
HbIX KNanaHoB, a Takke MPOBEAEHa PaCLLPEHHas MMOIKTOMUS I UMNIaHTUPOBAH
kapaviosepTep-AeGUOPUNNATOP C Lenbio NPoGUNAKTUKM BHE3AMHOV CepAeyHO
cmepTu. CnycTta 12 net nocne xMpypryeckoro neveHust MHPEKLMOHHOro 3HA0-
kapauTta 1 FTKMI cocTosiHve nauneHTa cTabuibHoe.

Aunckyccusa. Maupentsl ¢ TKMIT nMEIOT NOBbILLEHHbIN PUCK Pa3BUTMA MHEK-
LIMOHHOTO 3HA0KapAWTA, OfIHAKO NPV CBOEBPEMEHHOW ANarHOCTUKE U aKTVBHOM
NeYeHNn 3HA0KapAUTa BO3MOXEH XOPOLUMIA OTAANEHHBIA MPOrHO3. B HacToswem
K/IMHMYECKOM CJly4ae KpaiHe BaXHYI0 POJib Cbirpana CoveTaHHas onepaums.

KnioyeBbie cnoea: 06CTPYKTMBHAS runepTpoduyeckas KapaMoMUonaTus, 1H-
HEKLMOHHBIN 3HAOKAPAWMT, IMXOPaLKa HESICHOrO reHesa, YHUBEPCANbHOE XOPAO-
coxpaHsitoLLee NpoTe3NPOBaHE MUTPANBLHOTO KnanaHa, NpoTe3anpoBaHe aop-
TanbHOrO KanaHa, PacLUMpeHHas MMO3KTOMUS MEXKENYLOYKOBOW NEPEropoaKM.
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TrAQY BO Mepsbiii MOCKOBCKMIA FOCYAAPCTBEHHbIN MEAULMHCKIYA YHUBEPCUTET
M. M. M. CeueHoBa MuHagpaBa Poccun (CeveHoBckmii YHuBepcuTeT), MockBa;
2OrBHY Poccuiickuii HayuHbii ueHTp xupyprim (PHLX) nm. akan. B.B. MeTpos-
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Severe infective endocarditis in a patient with hypertrophic obstructive cardiomyopathy: 12 years after

combined surgery. A case report

Lutokhina Yu. A.", Osadchaya V.A.", Morozova N.V.!, Chichkova N.V.", Ganieva N.A.", Pigalitsyna M.A.", Dzemeshkevich S.L.2

Brief description. A 40-year-old male patient with obstructive hypertrophic
cardiomyopathy (HCM) developed episodes of fever up to 39,0° C after carotid
endarterectomy. Mitral and aortic valve Enterococcus faecium-induced infective
endocarditis was diagnosed. Antibacterial therapy was continued for 3 months. As
aresult, the infectious and inflammatory process was suppressed, but severe mitral
and aortic valve insufficiency required surgical treatment.

During the operation, the patient underwent replacement of both affected valves,
as well as extended myectomy and cardioverter-defibrillator implantation to
prevent sudden cardiac death. Twelve years after surgical treatment of infective
endocarditis and HCM, the patient's condition is stable.

Discussion. Patients with HCM have an increased risk of infective endocarditis, but
with timely diagnosis and active treatment of endocarditis, a good long-term progno-
sis is possible. In this case, the combined surgery played an extremely important role.

Keywords: hypertrophic obstructive cardiomyopathy, infective endocarditis, fever
of unknown origin, universal chord-sparing mitral valve replacement, aortic valve

replacement, extended interventricular septum myectomy.
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KnioueBble MOMEHTbI Key messages

+ [lammeHTHI ¢ TUIIEPTPOMUIESCKONM KaparMOMUOIIa-
TUEU MMEIOT HOBBIIIEHHbIA PUCK PAa3BUTUS MH-
(eKIIMOHHOTO 9HIOKAPIUTA.

OnTuManbHbI BBIOOP 00bEMa XUPYPTUYECKOTO
JICYEHUS y MalleHTa ¢ COYeTaHUEM OOCTPYKTUB-
HOM TUIIepPTPOPUUIECKOM KapaAMOMUONATUN U UH-
(hbeKIIMOHHOIO HAOKAPANUTA UMEET BaXKHOE 3Ha-
YeHMe IS OTHAJIEHHBIX MCXOMOB 3a00JIeBaHUSI.

KommiekcHoe JieueHre U CBOEBpPEMEHHAsT aua-
FHOCTHKA MH(PEKIMOHHOTO SHIO0KAPAUTA CIIO-
COOCTBYIOT GJIATOMIPUSATHOMY TIPOTHO3Y.

1. BeepeHue

Tuneprpodpuueckas kapauomuonatus (FKMIT) —
5TO TEHETUYCCKHU JCTePMUHUPOBAHHOE 3a00JeBaHMe
MHMOKapma, XapaKTepHu3yloleecs: TUIepTpodueit 1eBoro
(JIXX) u/mnm mpaBoro kemymodyka >1,5 cM, mpeumMyIe-
CTBEHHO aCMMMETPUYHOTO XapakKTepa 3a CUYeT YTOJIIIIe-
HHUS MexcKenynoukoBoit meperoponku (M2KIT), koTopast
HeE SBJISIeTCS CICACTBHEM TeMOIMHAMUYICCKON Teperpys3-
KU JaBJICHUEM TIPX OTCYTCTBHM WHOTO CEPIEYHOTO MU
CHCTEMHOTO 3a00JIeBaHMsI, CBI3aHHOTO C THIIEPTPOdUCii
JIK [1]. TKMII gBnsteTcst camoii pacnpoCTpaHEHHOMN U3
TCHETUYCCKN MEeTePMUHNPOBAHHBIX KapIUOMUOIIATHIA.
Ee wactora cpenu B3pocibix nocturaet 0,2%, Xotst hak-
THYECKM MOXET OBITh M BBIIIC 32 CUYET OCCCUMIITOMHBIX
MMAIIeHTOB, KOTOPhIC He 00pallaloTcs 3a MEIUILIMHCKOM
nmoMonipio [2]. KapanomoramMmm akKTUBHO oOCyKaaeTcs
TOT (baKT, YTO TEHETUIECKN M3MECHEHHBIN MUOKapPI TIPpU
I'KMII gBasgercst 61aronpusiTHON MUILIEHBIO IJIsSI TIPU-
COEIMHEHUST BUPYCHBIX MHGpEKIMI 1 MUoKapauTa [3].
OmHako He MEHee BaXXHBIM SIBIISICTCSI IIOHUMAaHME TOTO,
YTO M3MEHEHNE BHYTPUCEPICUYHOI TeMOIMHAMUKY TIPU
I'KMII MoxeT npuBOAUTH K MUKPOITOBPEXICHUIO SHIO-
TEJIUSI, YTO JeJIaeT 3TY TPYIIIY ITalleHTOB MOIBEPXKEH-
HO pa3BUTHIO MH(PEKIIMOHHOTO 3HAoKapauTa (M13) [4].

Hike mipencTaBieH KIMHWYCCKUN CIydail TSLKEIOTO
MDD y manmmenTta ¢ 'KMII ¢ ycriemrHbIM XUPYprudecKuM
JICYCHNEM, B XOIe KOTOPOTO OBLIO HE TOJIBKO BHITIOTHE-
HO TIPOTEe3MpPOBaHMUE IBYX MOPaKCHHBIX KJIAIlaHOB, HO
U TIPOBEICHA pacIIMpeHHAsT MUOSKTOMHUS, a TAKKE MM-
IUTAHTUPOBaH KapanoBepTep-nedudpmusTop (MKII).

2. KnuHuyeckuii cnyvai

2.1. Undopmanust 0 nanueHTe

IManuenTt 40 net B mekadbpe 2011r moctynun B Da-
KYJIBTETCKYIO TepaneBTUYECKYI0 KIMHUKY uM. B. H. Buno-
rpamoBa TSI YCTAHOBIICHUS TIPUIMHBI JTUXOPAIKN HesIC-
HOTO TeHe3a.

[Tpu TToCTyIIIICHNY TIPEIbSIBIISII 3KaJI00BI HA SITU30IbI
MOBBILIIEHNST TEMIIEPATYpPHI Tesla o Beyepam o 37,7° C,

« Patients with hypertrophic cardiomyopathy have
an increased risk of infective endocarditis.

Optimal choice of surgical scope in a patient
with a combination of obstructive hypertrophic
cardiomyopathy and infective endocarditis is impor-
tant for long-term disease outcomes.

Comprehensive treatment and timely diagnosis
of infective endocarditis contribute to a favorable
prognosis.

YTO COIPOBOXKIAIOCH HEAOMOTAaHMEM U OOJIbIO B TOJIe-
HOCTOITHBIX CYCTaBaX, ONBIIIKY M TSZKECTh 3a TPYIUHOMN
MIpU TIOAbEeMe Ha 2 3TaX MW XOmbOe OBICTPHIM IIIaroM Ha
paccrogHue 10 500 M.

Anamne3 3ab6oneBanus (puc. 1). C 35 et cran otMevarthb
MoIbeMbI apTepuaibHoro aapieHust (A1) mo 160/90 MM
pT.CT., B 36 et npu sxokapauorpacbuu (DxoKI') cramo
M3BECTHO O Hanmmuum obctpykTuBHOM ['KMII (rpamm-
SHT IaBJIcHMSI B BBIHOCsIIEeM TpakTte JIK 84 MM pT.cT.)
¢ runeptpodueit MKIT no 18 MM, MUTpaIbHaAs peryp-
rutanusg (MP) 1 ct1., aopransHas peryprutaums 0-1 cT.
Ilonyyan aHTUTUIIEPTEH3UBHYIO Tepalunw, OeTa-0Ji0Ka-
TOpeI, HA (hoHe Yero A/l HaxXomMIIOCh Ha IIEJICBOM YPOB-
He, (DM3nYecKre Harpy3KU IIepeHOCH YIOBICTBOPUTEThb-
Ho. C 38 71eT MoSBMINCH OIBIIIKA U TSKECTh 3a TPYAWHOMN
MIpY YMEPEHHBIX (PM3NIECKUX HATrpy3KaX, a TaKKe IITH-
300bI TOJOBOKpYxXeHUsI. [Ipn KopoHapoaHTHOTrpadun
KOpOHapHBIC apTepUH MHTAKTHEL. OOpalancs K Kapauo-
XUpypram c uejbto xupypruueckoro jeyeHust [ KMII, on-
HaKO B JICYCHUM OBUIO OTKA3aHO B CBSI3U C TEXHUIECKOM
CIIOXKHOCTBIO BMEIIATEIbCTBA M YMEPEHHOI BBIpaXKeH-
HOCTBIO CIMITTOMOB CEepIEeYHONM HEIOCTATOUHOCTH.

7151 yTOUHEHUS TIPUPOIBI TOJIOBOKPYKEHUS B aBTyCTE
2011r 6BUTa BBHITIOTHEHA YIBTPa3BYKOBasT JOMILIEPOTpa-
¢ust 6paxuronedanrbHBIX apTePUiA: BBISIBICHBI TeMOIMHA-
MHWYECKHU 3HAUMMBIC CTEHO3BI COHHBIX apTepyii (CIIpaBa:
CTEHO3 aMIIyJIbl BHYTpeHHe coHHOM aprepuu — 70%
C HECTaOMJIbHOM OJISIIIKOM, 00IIeit COHHOI apTepun —
65%; cieBa: CTEHO3 aMIIyJIbl BHYTPEHHEH COHHOI ap-
tepur — 80% ¢ HecTaOMIbHOI OJISIILKOM, BHYTpEHHEH!
conHoit aprepun — 40%). B aTOM 3Ke Mecslie IpoBeneHa
KapoTuAHAsI HAAPTECPAIKTOMUS C 00erX CTOPOH (IIep-
BBIM 3TAIIOM CJIeBa, a CITyCTS HEIeo clipaBa). B paHHeM
MOCJIEONEePALUOHHOM TEPUONIE B TEYEHUE HECKOJIBbKUX
OHEH oTMedanach cyodeopunpHas auxopanka. CIIycTs
2 Heql. TI0CJIe BTOPOIT SHAAPTEPIKTOMUH TTOSIBIIINCH SITH-
30/IbI TTOBBIIIIEHUS TeMItepaTypbl 10 39,0° C 1o Beuepam
C 03HOOaMMU, IMOBBIICHHAS MOTIMBOCTH, 00IIAas clia-
60cTh. JIaHHBIX 3a ITOCIICONICPAIIMOHHBIC OCIIOKHECHMS,
KOTOpPBIC MOTJIM OBI TTOCTYXHUTh MIPUUMHON JIMXOPaIKH,
MOJYy4YeHO He ObLIO.
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I'b
I'KMIT O6cTpykTiBHAA (hopma ITociie MHOIKTOMIH
XCH
IMporesupoBanue MK, AK, Penm- 3ameHa
Onepatuy pacipeHHast MUOIKTOMUSI, TUTAHTAITHST 9JIeKTpoaa
UK UK K]
ft
MXIT 18 mm MXTI 16 mm MXTI 12-14 Mmm
SxoKT DB 76% DB 77% DB 56%
X0 I'pan. (B.T.) 84 MM pT.CT. Ipan. (cp. xein.) 74 MM pT.CT. Ipan. (B.T.) 4,4 MM pT.CT.
MP 1 cT. MP 3 cr. MP 0-1cT.
AP 0-1cr. AP 2-3 ct. APO-1cr
2006 2007 2009 2011 2012 2021 2023 2024

Puc. 1. Ipaduyecknin aHamHes naumeHTa.

CokpauweHus: AK — aopTanbHblii knanad, AP — aopTtanbHas peryprutaums, N'b — runeptoHuyeckas 6onestb, TKMM — runeptpoduyeckas kapanomuonatms, MK, —
VMMNaHTUpyeMbIii kapavosepTep-aedudpunnatop, N — uHdekumoHHbIi aHaokapant, KOA — kapotuaHas snnaptepaktomms, MK — MutpanbHeiii knanad, M)XK — mex-
Xenynoykosas neperopopka, MP — mutpansHas peryprutaums, ®B — dpakums Beibpoca, XCH — xpoHuyeckas cepfieyHas He[oCcTaToqHOCTb, IxoKIm — axokapamorpa-
w9, B.T. — BbIHOCALLMIA TPAKT IEBOTO XeNyA04Ka, rpaj. — rPaaveHT, Cp. XeN. — CPeaHs s TPETb NEBOr0 XeNyao4Ka.

[MammeHTy amMOyTaTOpHO HAa3HAYAINCH PA3TUIHBIC aH-
THOAKTepHaIbHbIC TIPeTTapaThl; AMOKCULIVJUIMH C KJIaByJIa-
HOBOM KUCJIOTOM (3 mHs), a3uTpoMuLivH (6 aHeit), MOK-
cudaokcannH (5 mHeit), mokenukianH (10 mHei), BHOBb
MOKcHGIOKcaH (5 THei) ¢ HeTOIHBIM 3(deKToM (TeM-
Teparypa MOBBIIIAJIACh TIEPUOANICCKA B TCUCHHE THS 10
37,5-37,7° C). Oopatmicst B MakymbTeTCKyO TepareBTde-
cKy1o KiMHuUKYy um. B. H. BunorpanoBa mist majbpHeMUIero
00CIeIOBaHNST U JICUCHMS.

2.2. Pe3yabraThl (pU3MKAILHOTO OCMOTPA

CocrosH1e cpemHel CTeleHn TshKecTh. TemIiepaTypa
tena 36,7° C. KoxHble TTOKPOBBI OJIEAHBIE, Ha IIee ¢ 00e-
HX CTOPOH B 00JIACTA COHHBIX TPEYTOJIBHIKOB PYOIIBI TIOCTIe
KapOTUIHOM SHIAPTECPIKTOMHUH. [0JICHOCTOITHBIC CYCTaBBI
OTEUHBI, TCIUIBIC Ha OIIYIIh, OOJIC3HECHHBI TIPH TTaJIbIIAIIAN
M aKTUBHBIX IBMKeHUsIX. [lepudepmyeckue mum@oy3iibl He
YBEJIMUCHEI. B JIerKux gpIxaHe Be3UKYJISIPHOE, IIPOBOIUTCS
BO BCE OTHENBI, XPUITOB HET, YaCTOTA IbIXaTeIbHBIX ABIDKE-
Huii 16 B MuH. TOHBI cepiia PUITYIIEHbI, CUCTOMYESCKIIA
IIyM B 00J1aCTU BEPXYLIKU CEPALA, KOTOPBI MPOBOIUTCS
B JICBYIO TIOIMBIIIICYHYIO 00/MacTh. YacToTa CepIeuHbIX Co-
kpatenuit (YCC) 66 yn./mun. Al 120/80 MM pT.cT. SI3bIK
YUCTBINA, BIaXHbINA. 2KUBOT MSITKMiI, 0e300JIe3HEHHbBIN
IIpY Tajabnanyy. [ledeHs He yBenMdeHa, TIPU MaIbIIauy
Kpait Tmagkuii, 6e36one3HeHHbI. Cene3eHKa He Tajib-
mmupyetca. CuvmToMm [lacTepHAIIKOTO OTpUIIATEIIBHBIIN.
O4aroBoit HEBPOJIIOTUIECKOI CUMIITOMATUKI HE BEISIBIICHO.
IIuToBraHAs Kejle3a MpH MMATBIIAIMKI He YBEJIMICHA.

2.3. TlpeaBapuTeibHbIii TNATHO3

Oo6ctpyktuBHast [KMII. Bropuunsrit 1D ¢ opaxke-
HUEM MUTPAJIBHOTO KjaraHa?

2.4. Bpemennas mkana (puc. 1)

2.5. /IuarHocTHyecKkast OneHKa

[Tpu obcmenoBanny B MakyIBTETCKOM TeparieBTAYC-
ckoii kmHuke M. B. H. BunorpamoBa Bepuduimpona-
HO Haymane MO ¢ mopaxkeHneM MUTPaJIbHOTO KiaraHa.
[Ipu ToceBax KpoBU TOIyYeH pocT Enterococcus faecium,
YyBCTBUTEIHPHOTO K BAHKOMUIIMHY U XJIOpaM(MEHUKOITY.
IIpn TpaHcTOpakajdbHOl M upecnuieBogHON DXxoKI
noaTrBepxaeHo Hanuuue ooctpykTtuBHoi 'KMII, a tak-
K€ BBISIBJICHO TTOpaXkKeHIMEe MUTPATLHOTO KJIallaHa ¢ Bere-
Tanueit 1o 3 Mm u pazsutueM MP 3 ct.; ppakius BEIOpoca
(PB) 64%, nesoe nipencepaue (JIIT) 118 mut, octanbHbIe
KaMmephl cepilia He paciiupeHbl. Hauata aHTubakTepu-
aJbHasl Teparisl BAHKOMHUIIMHOM (4,5 Hell.) B COYeTaHUU
C TCHTaMHIIMHOM (2 HeJl.), OTHAKO K MOMEHTY OKOHYAHMS
Kypca JiedeHUsI BAHKOMUIIMHOM Y TTaIIMEHTa BO30OHOBH -
JINCH 3IMM30OBI CYyO(heOPMILHOM IMXOPAOKH, a TAKKE T10-
SIBUJICSI TUACTOJIMIECKUMA IIyM B Touke boTkmHa-Dpoa.
ITpoBeneHa moBTopHasg upecnuiieBonHass DxoKI, mpnu
KOTOPOIT BBISIBIICHO ITOOBIKHOE HUTCBUIHOE 3XOIIO3M-
THBHOE 00pa30BaHNE Ha a0PTAJIBHOM KJIallaHe, OTMEUCHO
TOSIBJICHIE aOpTaJIbHOM peryprutaunu 2-3 CT., KOTopast
OTCYTCTBOBAJIa paHee B IOIOJHEHHE K yxKe MMeoIeii-
ca MP 3 ct. Cxema aHTHOaKTepUAJIbHOM Tepanny Oblia
n3MeHEeHa Ha KOMOMHAIIMIO JAIITOMHUIIMHA U KJIapUTPO-
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MmunmHa. Ha sTOM oHe TemIiepaTypa Teiaa HOPMAJIH-
30BaJlach, OMHAKO Ha TOCJICOYIONIEM UPECITUIICBOTHOM
OxoKTI cnycta 12 mHeit oTMed4eHO MOSBIIEHUE BTOPOIA
CTPYM PErypruTamyy, 4TO pacleHEHO KaK IeCTPYKIIHS
KJIallaHa, HeJIb3sl OBbLJIO MCKITIOYNTh BOSHUKHOBEHHE a0-
cliecca KJjarnaHa.

B npouecce obciemoBaHus mauueHTa pocT Entero-
coccus faecium TIONydeH B MaTepuayic Ma3Ka M3 3¢Ba.
[Ip ocMoOTpe OTOApWHTOIOTAa JAaHHBIX 3a ITATOJIOTHIO
JIOP-opranoB He nonryueHo. [lanmeHT OBIT TPOKOHCYITb-
THPOBAH CTOMATOJIOTOM: BBHITIOJTHEHA SKCTPAKIIUS ABYX
KapHMO3HBIX 3yOOB C SIBJICHUSMU MMapOIOHTUTA, ITPOBE-
JleHa MoJjHasl caHalus poToBoii monoctu. Ilo Bceil BU-
IUMOCTH, HapsIly C XMPYPrUUYECKUM BMEILIATEIbLCTBOM,
KOTOpOE TIPEAIIeCTBOBAIO PA3BUTUIO JTUXOPAIKH, BKIIAI
B pa3BuTHe OakTepueMun U D Mor BHOCHTH OTOHTO-
TeHHBII KOMITOHCHT.

B moBTOPHEIX TTOCEBaX KPOBH POCTa MUKPOOPTaHU3-
MOB HE BEISIBJICHO.

B pesynbraTte mmTenpHO aHTUOAKTepUAIBPHOM Tepa-
TN YIAaJI0Ch TTOTABUTh MH(PEKIIMOHHO-BOCTIATUTEIbHBIIA
IIpoIlecc, OMHAKO TsKelas HeIOCTaTOUYHOCTh MUTPAITh-
HOTO M aOPTAJIBHOTO KJIallaHa TpeboBalla XMPypPTUIeCKO-
TO JICUYCHMSI.

[MaumeHT OwII mpokoHcyabTUpoBaH B PHIX
M. b.B. IletpoBckoro. Ilo maHHBIM KOHTPOJbHOU
OxoKIT, BEITTOIHEHHOM 00 OIepalyi, COXpaHSINCh aop-
TabHas peryprutanud 2-3 ct. 1 MP 3 c1. ¢ mepenHe-
CUCTOINICCKUM OBMXKCHUEM CTBOPOK MUTPAJIBHOTO
kimanaHa B cropony M2KII. Kpome Toro, momumo o0cT-
pyKOuM BBIHOCAIIETO TpakTa JIK (rpammeHT maBiIeHMS
51 MM prt.cT.) B monoctu JI2K orMeyeHO Hamuuume rumnep-
TpopUPOBAaHHON MATTMIIISIPHON MBIIIIIEI, B CBSI3H C UYeM
B CUCTOJIy ITpoucxonuiia ooaurepanus nouoctu JIZK, rpa-
IWEHT maBjeHus B cpenHeil Tpetr JIZK mocturan 74 MM
pr.ct., TommmHa M2KIT o 16 MM, @B 77%. Takum obpa-
30M, Y MaIleHTa UMEIN MECTO MUTpPaJIbHAS I aOpTaIbHAST
HEIOCTaTOYHOCTh B paMKax IlepeHeceHHoro M3 B coue-
TaHuu ¢ oocrpyktuBHoit 'KMII ¢ nmpusHakaMu BHYTpU-
JKEJTYIOUYKOBOIT OOCTPYKIINKM M OOCTPYKIIMU BEIHOCSIIIETO
TpakTa JI2K.

2.6. Knmuanyecknii 1uarno3

OcHOBHOE KOMOMHHPOBAHHOE 3200JIeBaHHE:

1. O6crpyktuBHasg 'KMII (BHYTpmKeTyoIOIKOBas
00CTpyKIIMS, OOCTPYKIMS BbIHOCSIEro TpakTa JIXK).

2. IlomocTperit BTOpuuHBIT WD ¢ mopaxeHHeM
MUTPAJIbHOTO M aO0PTaJIbHOTIO KiIamnaHa, BBI3BAHHBIU
Enterococcus faecium.

OcoxXHeHHs:: MUTpajibHasl HEOOCTaTOYHOCTh 3 CT.,
aopTajbHas HEAOCTATOUHOCTh 2-3 cT. XpoHHWYeCKas
cepaeyHasl HemocTaTodHOCTh Ila ctagum, 2-3 yHKIIMO-
HajbHbIA Kitacc mo NYHA.

DonoBoe 3a00JieBaHNe: CTEHO3MPYIOLINI aTepOCKIIe-
po3 OpaxuoledanbHbIX apTepuii, OuaTepajbHas Kapo-
TumHas 3Hmaptepakromus (aBrycT 2011r). Kapwuec, ma-
POIOHTHUT U 3KCTpakIust 3yoos 1.5 u 4.6.

ComnytcTBylomme 3a001eBaHus: TUIICPTOHNYECKasT 00-
ne3nb Il ct., 2 crenenn noBeieHnst A/, puck cepreyHo-
COCYIVCTBIX OCTIOXKHEHUM — 4. MeTaboMMIecKIii CHHIPOM
(TunepaunuaeMusi, TUIepypuKeMusi, OXKupeHue 1 ct.).

2.7. TnuddepennuanbHas TMATHOCTHKA

HcxomHo 11pu 00CIe10BaHNH MTallieHTa IIPOBOIMIIACH
muddepeHInaTbHas TMaTHOCTUKA CUHAPOMA TUTIEPTPO-
¢um Mruokapma ¢ 00JIe3HSIMU HAKOIICHUST, MH(IBTPa-
THUBHBIMU ¥ MUTOXOHIPHUATBHBIMU 3a00JICBAHUSIMHU, IIJIST
KOTOpBIX Takxke XxapakTtepeH ¢eHorun 'KMII. B npo-
Imecce TMArHOCTUKU WD MCKIIIOYannch WHEBIC TTPUINHBI
JINXOpPanKN U BOCIAIMUTEIBHBIX M3MEHECHHII B KPOBH,
nrarHo3 YD OBLT TTOCTaBIeH B COOTBETCTBUU B IEHUCT-
BYIOILIMMM Ha TOT MOMEHT Kputepusimu Duke [5].

2.8. MenunuHCKIe BMEMATEIbCTBA

B despane 2012r B yCIOBUSIX UCKYCCTBEHHOTO KPOBO-
0o0paleHNST U XOJIOOOBOM KapaIUOIUICTUU TTAIIUCHTY BbI-
TOJIHEHO YHUBEPCAIBbHOE XOPIOCOXPAHSIOIEE MPOTE3U-
poBaHNE MUTPAIBHOTO KJIallaHa, pacIIpeHHAas MHOYK-
Tomust M2KII1 1 npoTte3npoBaHune aOpTajJbHOrO KJlaliaHa.
Brumn prMeHeHBI MEXaHUYECKHE ITBYCTBOPYATHIC IIPO-
Te3nl. Takke ObuT uMmruiaHtTupoBan MKJI B pamkax mep-
BUYHOU MpOo(GWIAKTUKN BHE3AITHOM CepAeYHO CMEPTH.

ITo pesymbraTaM T'MCTOJIOTHYECKOTO MCCICTOBAHUSI
MaTepHana, MOoJIyIYeHHOTO MHTPAOIIepallMOHHO, B TKa-
HU TIEPETOPOIKH BEHISIBICHO XaOTUYHOE HEYIIOPSIIOUCH-
HOE pacToJIOKeHNEe TUIEPTPO(GUPOBAHHBIX KapIHOMMIO-
oUTOB, uTo XapaktepHo misi [ KMII. B manunnspHoit
MBIIIIIe — SIBJICHUS OTUCTPOGUMN KapANOMHUOIIUTOB.
AopTanbHBIN KiIallaH — MPU3HAKA XPOHUIECKOTO IPO-
OYKTUBHOTO 3HIOKApINTa CKICPO3UPOBAHHBIX CTBOPOK
¢ TIpU3HAKaMHW OOOCTPEHUS Ipollecca; MUTPAIbHBIN
KJIallaH — OYaroBBIC SIBJICHUS XPOHMYCCKOTO SHIOKap-
IATa, CKJIEPO3 XOPI MUTPATBLHOTO KIaraHa.

2021r: peummmanTauusgs MK/ B ¢BA3M ¢ UCTOIIEHUEM
WCTOYHMKA TTUTAHMSI.

2023r: peuMIUIaHTALIUS IIOKOBOTO aynekTpona MK
B CBSI3H C €TO IIEPEIIOMOM.

2.9. /luHaMHKa M UCXOIbI

ITocne omepanmum caMOYyBCTBHME MAaIlEHTa CYIIE-
CTBEHHO YIIyUYIIIIOCh. YMepeHHBIC (PM3MIecKre Harpy3KU
C TeX Iop MEPEHOCHUT YIOBICTBOPUTENBHO. PeryispHo
npoBoaunnchk nposepku MKJI: HeoOmHOKpAaTHO peru-
CTPUPOBAINCH MPOOEKKN HEYCTOMUYMBOM KEITYTOIKO-
BOI TaXMKapaIuM, OTJHAKO YCTOMIMBEIX KETYIOIKOBBIX
HapylIeHU puTMa M afaekBaTHBIX cpabaTeiBaHuii MK
He ObLIO.

B ampene 2024r (B 53 roma), crycta 12 mert mocie
omnepannu, IMallMeHT IPOXOAMJI TIJIaHOBOE OO0CIEmO-
BaHne B PaKyIbTETCKOIl TepameBTUYCCKON KIMHUKE
uM. B.H. Bunorpanosa. Ha MOMeHT TIOCTyIIEHUS TIOJTY-
Yyaj1 OMCOIIPOIIO, TIEPUHIOIIPIII, MHAATIAMHUI, aTOpBacTa-
TiH 1 BapdapuH. [lameHTa 6eCIIOKOMIN JTUIITH HEYACThIe
snu3onsl rurmoronuu (AJl 80/60 MM PT.CT.), KOTOpBIE pe-
TPECCUPOBAIIM TIOCIIC KOPPEKIINY aHTUTUIICPTCH3NBHOM
Teparmu.
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Puc. 2. dnekTpokapamorpamma nauyeHTa.

Ha snextpokapnuorpaMme CUHYCOBBIN PUTM, OTMEUa-
I0TCS MPU3HAKK OJIOKANbl IEPEAHEN BETBU JIEBON HOXKU
nyuka Iuca, nunatauuu JITT u mexnpencepnHoii 610Ka-
nbl. OTCYTCTBYIOT KJIACCUYECKUE BOJBTAXKHBIE KPUTEPUN
rutnieprpodum JIZK (cymma amruuryn 3y61ia S B oTBesie-
HuK V1 mmoc Bossrax 3y6ia R B otBenenun V5 wim V6
<35 MM), omHaKO UMeTcsT Kputepuu rurieprpodun JIZK
Peguero-Lo Presti (cymma MakcuMaibHOTO BOJTBTaXa 3y0-
ma S (B moOOM OTBeICHNH) 1 BOJIbTaXKa 3y0O1a S B oTBeze-
HUU V4 228 MM (228 MM 15T My>KUrH; >23 MM 15T 3KeH-
mmH), Cornell (3yberr S B otBeneHnm V3 + 3yoent R B ot-
BeneHUM aVL >28 MM urst Mys>kamH; >20 MM TSI SKSHIITIH)
a Takke cymma 3yoroB R B I otBenerum u S B 111 >25 Mm)
(puc. 2). Ipu cyTouHOM MOHUTOPUPOBAHUHU IEKTPOKAP-
nuorpamMMbl Ha (oHe 15 mr 6ucomnposnona YCC B mipene-
JIaX ONTUMAJIbHBIX 3HaYeHUi (1HeM 68-96 ya./MuH. (cpen-
usist YCC — 72 ya./MuH), HOUbIO 63-82 yi./MuH (CpeaHsist
YCC — 68 yn./mun), PQ MakcumanbHo 1o 200 Mc), 3ape-
TUCTPUPOBAHO 122 KeTyTOYKOBBIX 3KCTPACUCTOIBI 3 MOpP-
dosormii, 1 3MM301 HEYCTONIMBOM KETYIOYKOBOI TaXM-
kapauu u3 7 komriekcoB QRS.

ITo marHBpIM Dx0KI maHHBIX 32 UCHYHKIINIO TIPOTE-
30B MUTPAJILHOTO U a0PTAJTLHOTO KJIATTAHOB HE TIOJTyIeHO.
Otmeuaercst runeprpodust JIZK no 12 MM B cpenHeit Tpe-
T M2XKII, B BepxHeit Tpetu 10 14 MM 6e3 TIpu3HAKOB 00-
CTpYKUMU BbIHOCAMIEro TpakTa JIZK, 3amHss crenka JIK.
OtHomenne Maccel Muokapna JI2K k mronianu mosepx-
Hoctu Tena 118 r/m?. [o6anbHas U JTOKalIbHAas COKPATU-
mocTh JIK He HapyieHbl (OB JIXK 56%). TpucyrctByeT
munatauus nojoctu JIIT (mmepemHe-3amHWil muamMeTp
JITT — 5,6 cM, oO6bem JIIT — 116 MJ1, MHAEKCUPOBAHHBII

06beM JIIT — 51,3 Mi1/M2), ocTalbHbIe KAMEPBI CEPALIA HE
pacuIMpeHbl: KOHEYHO-Iuactonnyeckuii pasmep JI2K —
5,0 cM, KoHeYHO-auacTonmyeckuii oobem JIK — 101 mr;
repeaHe-3aIHi pa3Mep MPpaBoro Keaynoyka — 3,4 cM;
00beM MPaBOTO Mpeacepaust — 72 MJI, UHICKCUPOBaH-
HBLit 06beM TpaBoro npeacepaus — 31,9 mi/m2.

C ydeToM (hakTOpOB prCKa UIIEMUUYECKON 0ONIe3HU
cepala, B T.4. CTEHO3MPYIOIIETO aTepoCcKiiepo3a 6paxuo-
nedaabHBIX apTepuil B aHaMHe3e, IIpOoBeAcHa CIIMHTH -
rpadust MMokapa. B mokoe naHHBIX 32 04aroBble nedek-
ThI epdy3un He mosydeHo. [Ipu Harpyske TOCTMTHYTa
YCC 145 yn./muH (87% oT MakCMMabHOI pac4eTHOI
YCC): mpr3HAKOB JOCTOBEPHOM OYaTOBOM MPEXOMSIICH
nimemuu Muokapaa JIZK He BbISIBIIEHO.

ITpu ynprpasByKoBoil momnreporpacduu Opaxuoiie-
(hasbHBIX apTepuil MPU3HAKOB PECTEHO30B HE BBISIBJICHO.
YpoBeHb JTUMOIIPOTEMHOB HU3KOM IUIOTHOCTU Ha (poHe
MpreMa CTaTUHOB B COYETAHUU C 33eTUMUOOM COOTBET-
CTBYyeT LIeJIeBOMY U cocTaBisieT 1,63 MMOJIb/JI.

3. 06cyxaeHue

AKTyaJTbHBIM BOTIPOCOM SIBJISIETCSI TPO(DUIIaKTUKA
1B y mammmenToB ¢ TKMII. ITonxom K Ha3HAYECHUIO aH-
Tubrotukos namueHtam ¢ 'KMII npu BMenarenscTBax,
COMPOBOXAAIOIINXCS PUCKOM OAaKTEPUEMUU, MEHSETCS
¢ Kax/oit HOBO# penakiueil pekomeHaaruii mo U3. [lo
2007t anTubaKkTepragbHasi MPOdUIAKTAKA PEKOMEHIO-
Basiack BceM nanuentam ¢ ['KMII nepen nHBa3suBHBIMU
MpoleaypaMu, OCOOEHHO TMPU HATWYUU OOCTPYKIIUU
BeiHOCsTIeTo TpakTa JIK. B manpHeitmem npodunakru-
ka D Obima ormenena st manveHtoB ¢ [KMIT uz-3a
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cOMHeHMI B ¢€ 3(p(PEeKTUBHOCTA W PUCKE PA3BUTHS aH-
THOMOTHUKOPE3UCTCHTHOCTH, CBI3aHHON ¢ Mpoduiiak-
TUYECKOil Tepanueii [6]. B HacTosiee BpeMst mammeH-
Tel ¢ TKMII oTHOCSITCS K KaTeropuu mpoMeKyTOUHOTO
pucka 1D m pyTMHHO MM He TOKa3aHa aHTUOMOTUKO-
npoduirakTuka [4]. BMecrte ¢ TeM cienyeT OTMETUTD, UTO
puck passutusg MO npu 'KMII B 32,8 pasa Boille, yeM
B obmeit momymsumun [7]. OcobeHHO BBICOK pucK UMD
y nmauueHToB ¢ oocTtpykTtuBHoii 'KMII B coueTtanuu
¢ mumaranumeit JITT [8], 4To Kak pa3 MMeJIo MECTO B Ipej-
CTaBJICHHOM KJIIMHUYECKOM CITydae.

CoueranHble orepanuu y maummeHToB ¢ [KMII He
SIBJISTIOTCS PEOKOCTHhI0. MMO3KTOMHS MOXET BBITIOJN-
HATHCS OMHOMOMEHTHO C a0OPTOKOPOHAPHBIM IITYHTHPO-
BanueM, nMmiiaHTauneit MK/ wim mpore3upoBaHmeM
KJIammaHoB. TeM He MeHee MMEHHO IIPOTe3NPOBaHIE Kila-
naHoB npu 'KMII tpeGyercst HeyacTo U He MPEBHILIACT
1-2% B cTPyKType COYETAHHBIX OMepaLuii B SKCIIEPTHBIX
LIEHTpaxX, TIe BEITTOTHICTCS MIOIKTOMMUS [9]. OcobeHHO
penkuM 1ipu xupyprudeckoMm jgedyeHun 'KMII sasaser-
cs TIPOTe3WpPOBaHNE KJIalaHOB, MOPaXXeHHBIX MHQEK-
IMUOHHBIM TIPOIIECCOM, YTO 3HAYUTEIHLHO MOBHIIIACT
CIIOKHOCTPH OIepaTUBHOTO BMelIaTenabcTBa. [lokazaHms
K 3aMEHE KJIaTIaHOB B 3TOM cJIyJdae CTaHOAPTHHI: Cepaed-
Has HeMOCTaTOYHOCTh, KOTOpasi, HECOMHEHHO, MMeJIach
y HaIllero MamueHTa, HEKOHTPOJIUpyeMass WHOEKIINS
U BBICOKMI pUCK 3MOOJMYECKUX OCJIOXKHEeHMI [1].

YHUKaTBbHOCTh IMIPEICTaBICHHOTO HAOIIONCHUS CO-
CTOUT B BBIOOPE ONTUMAIBHOTO 00beMa XUPYPIUICCKOTO
JICYCHUS W TIPEKPACHBIX OTHAJICHHBIX pe3yJbTaTaX, KOTO-
phle OBUTH OLICHEHBI CITYCTS 12 JIET TToce IIepeHeCEHHOTO
SHIOKApINTa U omepallni. AHAJOTUYHBIX CJIydaeB B JIM-
TepaType 00OHApPYKUTh HE YIAIOCh. B peructp otmeacHms
CepIeYHO-COCYIUCTOI XUPYPIrUU KIMHUKA Mayo, B Ko-
TOphIii Habupanuch namueHTsl ¢ [KMII, ocnoxHeHHOI
npucoenuHeHneM M, 3a 23 roma Bouwio 43 mamumeHTa:
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TaJbHass MUOSKTOMMUS, B 58% cliydaeB OMHOMOMEHTHO
BBITTOJTHSIIACH BMEIIATeIbCTBA Ha KiarmaHax (IIpoTe3u-
poBaHUe MU BanbByaormiactuka) [10]. I[lpu aToM MUIIb
NBOUM MallMeHTaM ObLJIO OAHOMOMEHTHO TMPOU3BENECHO
MIPOTEe3UPOBAaHUE Cpa3y ABYX KJIANIAHOB, OMHAKO HU OI-
HOMY M3 HUX HE BHITIOJTHSUIACH MUOSKTOMHUS, B OTIINYLC
OT IIPEACTaBICHHOTO HaMU HaOIIONCHUS.

4. 3aknioyeHue

IMamuenTts ¢ TKMII nMeroT NOBBILLIEHHBIN PUCK pa3-
ButHsI IO, omHAKO TIpW CBOEBPEMEHHOI OTUAaTHOCTHUKE
¥ aKTUBHOM JICUCHUHN SHIOKAPANTA BO3MOXEH XOPOIIIMIA
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yae KpaifHe BaXXHYIO POJIb CBITPAJIO XUPYPrUIECKOe Jie-
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B 00BbeMe pacIIMPEeHHON MUOSKTOMHUU W MMIUIAHTALINN

UK.

5. MporHo3 gng naumneHTta
C y4yeToM COOIONEHUS BCEX peKOMEHIAINil U yI0B-
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B aripesie 2024r TIpOrHO3 IS MalMeHTa SBISIETCS OTHO-
CHUTEJIBHO OJIATOTIPUSTHBIM.

UudopmuposaHHoe cornacue
[ManyeHT nan mMMcbMeHHOE T0OpPOBOIBLHOE MHMOP-
MUPOBAaHHOE COTIacue Ha MyOJUKALIIO OTTUCAHUS KU -
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CoueTaHHas anbTepHauusa komnnekca QRS n 3youa T — HOBbI anekTpokapauorpaduyeckuii GeHomeH
npuv cMHAPOMeE YAJIMHEHHOro uHTepeana QT: KnMHuYeckoe HabnaeHne

Makapos J1. M., AkonsaH A.T., Komonatosa B. H., becnopTounbiin [. A.

MpencrasneH paHee He ONUCaHHbIN ANEKTPOKapAMorpadUiecknin naTTepH y 6osb-
HO C CMHAPOM yaJMHEHHOro nHTepeana QT B BUAE COYETAHHON anbTepHaLmm
komnnekca QRS v 3y6ua T. O6cyxaaloTcst ero BO3MOXHbIE 3nekTpodu3nonormye-
CKIE MEXaHM3Mbl 1 MPOrHOCTUYECKOE 3HAYEHME.

KnioueBble cnoea: cvHAPOM yAIMHEHHOrO UHTepBana QT, coyeTaHHas anbtep-
Hauwms komnnekca QRS 1 3y6ua T, HOBbI 3nekTpokapanorpaduyeckmin NaTTepH.
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Combined QRS complex and T wave alternans — a new electrocardiographic phenomenon

in long QT syndrome: a clinical observation

Makarov L. M., Akopyan A.G., Komolyatova V.N., Besportochny D.A.

A previously undescribed electrocardiographic pattern is presented in a female
patient with long QT syndrome in the form of combined QRS complex and T wave
alternans. Possible electrophysiological mechanisms and prognostic value are
discussed.

Keywords: long QT syndrome, combined QRS complex and T wave alternans, new
electrocardiographic pattern.
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Cunnpom ymmrnHeHHOTo mHTepBanma QT (CYUQT) —
3a00JieBaHNE C BHICOKMM PUCKOM BHE3aITHO# cMepTH [1].
B mnarHocTMYecKue KPpUTEPUH BXOIUT PSII DJICKTPOKap-
nuorpadmaeckux (DKI') m3ameHeHMIT TIpolecca Perrosi-
pH3alnu XeaynoukoB (ymmmHeHne mHTepBaia QT, us-
menenms 3yona T) [2, 3]. [Ipencrasiastem DKI marTepH,
paHee He onmuMcaHHBIN, y 601bHBIX ¢ CYUQT.

OnucaHue cny4yas
JeBouka Mus b. 6 ner. Ilpu mmaHoBoM o6cienoBa-
Hum Ha DKT BrisiBIIeHO ymmmHeHune natepsaia QT. 2Kamoo
HEeT, Tepamnuio He MOJIyJaeT, CIydald CHHKOIIC, BHE3aITHOM
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CMepTH B ceMbe MaTh pebeHKa oTpumact. I[lo opranam
6e3 0cOOEHHOCTE, 3x0Kapauorpadust B HOpMe, aHATIN3bI
KPOBU, MOYH, 3JICKTPOJIUTHI KPOBH, TOPMOHBI IITUTOBUI-
HoiIi xene3nl B HopMme. Ha DKI 1mokos B 12 oTBeneHUSIX
(puc. 1) unrepan QTc 568 mc npu HopMe 10 440 Mc.
[Ipu xonTepoBcKOM MOHUTOpHpOBaHNM (XM) apuTMmuit
HeT, cpenHecyTouHbrit mHTepBan QTc — 559 mc. Bo Bpe-
MSI HOYHOTO CHa Ipr XM pPEerucTpUpOBAINCH STTA30IbI
ansrepHauuu 3youa T (AT) u anbTepHallMM KOMILIEKCa
QRS (AQRS) (puc. 2). IToctasnen muarao3 CYUQT, Ha-
3HaUYCHA Tepamus aTeHojonoM. bonbpHas HampaBieHa Ha
MOJICKYJISIPHO TEHETUIECKOE MCCICIOBAHIE.
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Puc. 1. 12-kananbHas 9KI 6onbHo Mum B. 6 neT.

MpuMeyaHune: pyTM CHHYCOBBIA. HacToTa CepAeyHbIX cokpaleHnin 94 ya./MuH
(nHTepean R-R 638 mc), anektpuyeckas ocb ceppua 68°, PR uHtepsan 134 mc,
wrpuHa komnnekca QRS 78 mc, nHtepsan QT 454 mc. KoppurnpoBaHHbIii nHTep-
Ban QT (QTc) no dpopmyne Baserta (QT/YRR) — 568 mc. Mopdonorus sybua T
(nHTepeana QT) Bo |l 0TBEAEHUM C ANUHHOM N30NUHMEN cermeHTa ST.

00cyxaeHue

Junarno3 CYMQT craBuTcg Ha OCHOBAaHUU KPUTEPHEB
[lIBapma, B KOTOphIC BXOMIT Oa/TbHAST OIlcHKA MHTEpBa-
na QTc na DKI mokos (OTc >480 Mc uMeeT 3HAYMMOCTD
B 3 6aiuta; QTc ot 460 mo 479 mc — 2 6amta; QTc ot 450
1o 459 Mc — 1 6ayr), XKeryamouKoBast TaxuKapaus "torsade
de pointes" (2 6ayuta), M3MEHEHMS 3y011a (IBYTOpOBIC MITN
AT (mo 1 6amry)), manHble aHaMmHe3a [2, 3]. [Ipwn Hamm-
ynu >3,5 6amioB guarHo3 CYUQT cumraeTcs BBICOKO-
BEPOSITHBIM, (DAKTUUYCCKM TTOATBEPKICHHBIM. Y HalIeit
O6obHOM cymMa 6aioB 110 LlIBapiry coctaBuna 4.

bbin Takke 3aperucTpupoBaHbl EpUOAbl OMa3zHOM
AT B HOuHOE BpeMs (puc. 2), KaK IIUKJIMIEeCKOe Yepeno-
BaHue 3youoB T pasnuuHoil MOp(dOI0rUn B CIACAYIOIINX
IPYT 3a OIPYroM cepledyHbIX Lukiax. B pabore Zareba
W, et al. [4] AT obina BeistBieHa y 30 n3 2442 GONMbHBIX
CYUQT (1,2%) na DKI nokos B 12 orBeneHusix. [Tpu XM
MbI BeisiBUWINM AT B 5,5% npu obcnenoBaHuu 54 GOIbHBIX
CYUQT'. V 83% 6onbubix CYUQT AT peructpupoaics
nipu uHTepBasie QTc >500 mc. CepraedHbie COOBITHS PETH-
CTPUPOBAJIUCH JOCTOBEPHO Yallle B rpyIire 00JbHbIX ¢ AT,
yeM y O0JIBHBIX ¢ TakKuM Xe MHTepBasioM QT 6e3 AT [4].

AQRS onuceiBanach enie B Hayajde XXB, HO CUMATA-
nmack KpaitHe penknM DKI-dpenomernom (W. Hamburger,
1936). B nepBoii oTeuecTBEHHOII MOHOIrpachuu, IMOCBSI-
IIeHHOM HapyIIeHNsIM puTtMa cepaia, Curana A. M., oT-
nenbHast mocssiieHa maBa AQRS2. Curan A. M. numer:

"ANBTepHALINS TIPUHAMICKUT K CPAaBHUTEIIBHO MaJlo-
M3YYCHHBIM BOIIPOCAM KapaUOJIOTHH... 3aKITI0YACTCS OHA
B TOM, YTO Ha 3JICKTPOKApIHOTpaMMe IIPHU IIPAaBIILHOM
PUTMUYHOM CJICIOBAaHUM BCEX KOMILJICKCOB M 3yOIIOB,
OTMEYAIOTCS KOJICOAHUSI B MX BEJIWUYMHE U pa3Mepax.
XKenmymoukoBele KoMIUIeKchl 1 mmpruHa QRS ocraercs
IIPY 3TOM TIOYTH HEM3MEHHBL."

' Makarov L, Komoliatova V, Zaklyazminskaya E, Dmitrieva A. Ambulatory ECG

Monitoring in Patients With Long QT Syndrome. Conference: Scientific Session
AHA. Su 3177. Chicago 10-12 November 2018. Su3177 | Sunday, November
11, 2018. doi:10.13140/RG.2.2.32275.69921.

Curan A.M. PUtmbl cepeyHoi fesTensHoCcTu 1 nx Hapywenns. 1935, Opecca.
367 c.

Vs

v3

aVF

Puc. 2. AT (umknunyeckoe YyepenoBanue mopdonorum 3yéua T) n AQRS (umknunye-
CKoe yepefoBaHve amnaunTyabl komnnekca QRS co BTOporo no nsroe cokpate-
HMe) BO BCEX OTBEAEHWSX BO BpeMst HOYHoro cHa (03:54) y 6onbHoit Mum B. 6 net
¢ anarHosom CYUQT.

Mpumeyanue: B oTBeeHN V5 0603Ha4eHb! MHTepBabl RR B Mc.

Brigensior "MexaHWYecKylo" M "2JIeKTpUUECKyIo"
AQRS, oO6benMHEHHBIE TTOI OOIIMM TEPMHUHOM "allb-
TepHanmus cepama” [S]. MexaHmdyeckas axbTepHAIIMS
peTUCTPUPYETCS MPU MEepUKapAUTaX, TaMIIOHAAaX, 3a
CUeT UMKINYCCKUX KOJICOAHUM KUIKOCTH B IEpUKap-
Ie TIPU KaxXIOM TOCJEAYIOIIeM COKpaIlleHUM Cepalia.
DIeKTpruUecKasl alBTepPHALINS Pa3BUBACTCS 3a CUCT allb-
TepHAIIUM PEIOJISIpU3ali 1 pepaKTepHOCTH B BOJIOK-
HaxX MHoOKapaa WA albTepHALINN IIPOBEACHUS UMITYIbCa
¥ OTHCHIBACTCS YaIlle BCETO B 3aJI1aX MapOKCU3MaTbHOM
Taxukapauu. HaMm He BCTPETWIOCH KIMHUYECKUX OITH-
caauii anekrprueckoit AQRS Ha cmHycoBOM puTMe, TeM
6onee, B couetaHuu ¢ AT. ToabKo B OIHOI 3KCIIEpUMEH-
TalbHOIT paboTe, Ha MOIEIHN TPETHETO MOJCKYISIPHO-
reHetmueckoro Bapmanta CYUQT (LQT3) y cobaxk,
otMmevanachk couetanHast AT/AQRS mepen pasButueM
Taxukapauu torsade de pointes [6]. ¥V Hameit 601bHOMK
TeHETUUYECKOE MCCieNoBaHNe B paboTe, HO MBI OOOCHO-
BaHO TIpennosaraeM MMeHHoO Tpetnii Bapuant CYUQT
(LQT3) BBUIY THITMYHOTO IIJI 3TOTO BapraHTa (DeHOTHU-
ma OKI marrepHa [7] m Bo3HHKHOBeHUS TatTepHa AT/
AQRS B HOUHOE BpeMs, KOTaa THITMIHO BOSHUKHOBCHHE
CcepIeYHbIX cOOBITHIT Yy 60abHBIX LQT3 [8].

3aknioyeHue

1. Couetannasa AT u komriekca QRS gBmgercda Ho-
BBIM, paHee He omnucaHHbIM, DKI-eHoMeHOM y 00Jb-
Heix ¢ CYUQT.

2. BBICOKOBEpOSATHO, UTO COUYETAaHUE ITUX ABYX IIPO-
aputMuueckux DKI-¢peHOMeHOB MOBHIIIACT PUCK pa3-
BUTUS XXU3HEYTPOXKAIOIINX apUTMUI U BHE3AITHOI cMep-
™ y 607bHBIX ¢ CYUQT, uto TpedyeT majbHeiIero Ha-
OJIfomeHNS 1 M3yJCHUS.

OTHomeHHs U JAeATEeIbHOCTb: BCC aBTOPHI 3asIBIISIIOT
00 OTCYTCTBUY ITOTEHIINAIBHOTO KOH(MJINKTAa MHTEPECOB,
TpeOYIOIIETO PACKPHITUS B TAHHOU CTaThe.
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