KNMHWYECKME HABJTIOAEHNA

AWATHOCTUYECKUIA NOUCK NPU 3ABOJIEBAHUU, MAHUGDECTUPOBABLLEM NOJ MACKOW
OCTPOIro KOPOHAPHOIO CUHAPOMA, B 9PY FEHETUMECKUX UCCJIEQOBAHUNA.
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MpeacTaBneH HeobbIYHbIA Chyyaii 3a60neBaHNs, Ae6OTUPOBABLIErO NOA, MACcKOM
OCTPOro KOPOHAPHOI0 CUHAPOMA Y 65-neTHEN XeHWwmHbl. Ha ocHoBaHumn 9K, aan-
HbIX NabopaToOpHbLIX MCCNEAoBaHWiA, axokapavorpadumn, KopoHapoaHruorpadum
n MPT cepaua ¢ ragonvHuMeM ApMarHo3 uwemmyeckoin 6onesun cepaua Gbin
OTBEPrHYT, ¥ 3anogo3peHa runeptpoduyeckas kapamomuonatus (FKMIM). Oco-
6EHHOCTbIO JaHHOr0 HaBNIAEHUS SBUNOCH OTCYTCTBME KNACCUYECKUX NPU3HAKOB
KM npw axokapauorpadu: runeptpodus JHK Obina BbipaxeHa He3HauYUTeNbHO
M HOCUNa CUMMETPWYHBIA XxapakTep. AnukanbHas TKMI 6bina 3anopo3peHa
Ha OCHOBAHUM XapakTEPHbIX M3MeHeHW IKI C ruraHTCkMM OTpULATENbHBIMU
3y6uamu T B NIEBbIX TPYAHbIX OTBELAEHUSX, XapakTepa OTCPOYEHHOTO HaKOMeHUs!
KoHTpacTta npu MPT cepaua. leHeTMyeckoe WMCCnefoBaHWE CIOHbI MAUMEHTKM
BbISIBUO Hanuuve myTtaumm Asp75Asn B reHe MMO3UHCBSA3bIBatOLLLEro npoTenHa C,
KoTopas paHee Obina onncaHa y 60bHbIx ¢ FTKMM B 7 cembsix. OrpaHnYeHHOe Y1Cno
HabntoneHniA 60bHBIX C JaHHOW MyTaLMe He MO3BONSIET C YBEPEHHOCTLIO CYANTb
0 ee natoreHHocTV. PekomeHayeTcs AMHamuyeckoe HabnioAeHue nauueHTkn
C Lefblo NpesynpexaeHns NporpeccupoBaHns 3a6onesaHmns 1 npohunakTuki ero
OCIOXHEHWIA.
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DIAGNOSTICAL EXPLORATION ON THE DISEASE PRESENTED AS ACUTE CORONARY SYNDROME,

AT THE AGE OF GENETICS. CLINICAL CASE

Krylova N. 8.1’2, Poteshkina N. G.1’2, Demkina A. E.2, Kovalevskaya E.A.1'2, Lorenzo Monserrat Iglesias3, Diego Garsia’

An unusual case presented, of the disease onset as acute coronary syndrome in
65-year old woman. Based on ECG data, laboratory tests, echocardiography,
coronary arteriography and Gadolinium MRI of the heart, coronary heart disease
was ruled out, and hypertrophic cardiomyopathy (HCM) suspected. The specifics of
current case is absence of the classical signs of HCM on echocardiography: LV
hypertrophy was not prominent and was symmetric. Apical HCM was suspected due
to specific ECG changes with the giant negative T-waves in left precordial leads, and
specifics of delayed deposition of contrast media in MRI. Genetics of the patient’s
saliva specimen revealed mutation Asp75Asn in myosin binding protein C, which has
been previously described justin 7 HCM families. Restricted number of patients with
this mutation makes it not possible to be sure of the grade of severity. Dynamic
follow-up is recommended of the patient with the aim to prevent disease progression
and its complications prevention.

ITo marneiM AHA/ACC rumneprpodudeckast Kapamuo-
muonatus (FKMII) npencrtaBiaser coboii reHeTUYeCcKu
IeTepMUHUPOBaHHOE 3a00JieBaHWE, OOYCIOBICHHOE
MYTaISIMHA B T€HAX COKPATUTEIBHBIX OCIIKOB MHOKapaa
1 TIOTOMY HepeaKo Ha3bIBacMoe “00JIe3HBI0 capKoMepa”
[1]. TumrepTrpocdus neBoro xkemymouka (JI2K), gamre acum-
METPUYHOTO XapaKTepa, SIBISICTCS BeayIINM (heHOTHUITH-
yeckuM mnposiBaeHueM I['KMII. ITaTorHOMOHWYHBIM
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Key words: hypertrophic cardiomyopathy, coronary arteriography, magnete-
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npuzHakoM ['KMII gBastioTcst TMCTOJIOTUYECKME M3MeE-
HEHUS B BUJE XaOTUYECKOTO, Je30pPTaHN30BAaHHOIO pac-
TMOJOXEHUST TUIIEPTPOPUPOBAHHBIX KapINOMUOIIUTOB
B COYETAaHUU C SBJIEHUSAMU (DUOpo3a, HOCSIIETO JIAKO-
HUYHOe Ha3BaHUe “disarray” B aHTJIOS3BIYHOM JUTEpa-
Type. OTmuunTteabHOM ocodeHHOCTRI0 TKMII siBisteTcst
BO3MOXHOCTh MaHU(ecTaluuu 3a00jeBaHUSI B JIIOOOM
nepuoje XXMU3HU 4YeJIoBeKa — OT POXIEHUS IO cTapue-
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Puc. 1. SKI 6onbHoii C., 65 net. Aarta 02.03.2015. Putm cuHycosbiit. YCC 60 ya./
MuH. HopmanbHoe nonoxenune S0C. HesHauuTtenbHas penpeccus cermeHTta ST
B oTBegeHusx Il u aVF. OTmevaeTtcsa crnaxeHHocTb 3y6LoB T B oTBeaeHusx ¢ V3
no V6.

A

Puc. 2. 3KT 6onbHoii C., 65 net. fata 01.05.2015. Putm cunycosslit. YCC 60 ya./
MUWH. HopmanbHoe nonoxerve 30C. OTpuuaTensHas AMHaMyka B BUAE HE3Hauu-
TenbHOro nogbemMa cermerTa ST ¢ nosiBfieHMeM AByxdasHbix 3y6uos T B I, I, aVF
oTtBeaeHusix. Mosisnenne rmybokmx (-) T B V2-V5, (-) T B V6.

B

Puc. 3 (A, B). KopoHapoaHruorpadws 6onbHoi C, 65 net. A — nesas kopoHapHas aptepusi. B — npaBasi KopoHapHas apTepus.

ckoro Bo3pacrta. HecrrenmbnaHOCTh KITMHUYECKUX TIPO-
gapinenuit TKMII u Huskas oCBeIOMJIEHHOCTb Bpayeid
0 JAHHOW TMaTOJIOTMHN HEPEIKO MPUBOMAST K OIIMOOYHOMN
nrarHoctrke y 6ompHBIX ' KMIT mmemMmdeckoii 60re3Hn
cepmua (MBC), mopokoB cepama M THIEPTOHUUICCKOM
oone3nn (I'B) ¢ runeprormueckuM ceparem. Kiamange-
ckag cumnromaruka npu 'KMII moxer BappupoBaTh
B IIMPOKMX TIpefieslax — OT OECCUMIITOMHOTO TEYeHUS
JI0 TOJIOBOKPYXEHUU M OOMOpPOKOB TIpW (pu3MIecKoit
Harpy3ke, CTEHOKAapAIWU U Jaxe BHE3AIHOW CEepAeYHOMN
cmeptu  (BCC). CormacHo pexkomeHmgauussm ESC
ot 20141, mnarao3 'KMII B OOJBITMHCTBE CIyJIacB ycTa-
HaBJIWBaeTCS Ha OCHOBaHWUM u3MeHeHnit Ha DKI u axo-
kapauorpacduu (OxoKT'), rae BeIsiBNIsIETCS TUTIEPTPOdUS

JI2K >15 MM, He 00ycIoBIIEHHAST TTOBBITIIEHUEM HATPY3KU
nmaBjIieHMeM Ha Muokapx [2]. OmgHako ommMcaHBI CIydan
3abojyeBanus ¢ runeprpodueii JIK, He mpeBhIIIarOIcit
12-13 MM, TTOATBEPXICHHBIC TaHHBIMU TE€HETHYECKOTO
uccnenoBaHus. Huxe npuBeneHbl pe3yabTraTbl 00CiIen0-
BaHUs OOJIbHOW, Y KOTOPOW, HECMOTpPSI Ha HEOOJbIIYIO
creneHb runeprpodun JIK, Ha ocCHOBaHMM WU3MEHCHUIA
OKI 651 3artogo3peH auarto3 I'KMIT.

IMauuentka C., 65 jIeT IOCTyNMIa B OTACIEHUE Kap-
MMOpeaHMAaIlNK C XajJobaMu Ha XTy4due 00 3a Tpyau-
HOI1 6e3 CBsI3M ¢ (hM3MIeCcKOl HATPy3KOH JTUTETHHOCTHIO
IO 5 4acoB, HE KYMMPYIOLIMECS HUTpATaMMU.

29 ampenst 2015t 6o B 06acTH cepAlia IIPOIOI-
x)xanuchk 6osnee 5 yacoB. OOpaTtwiach B MOJUKJIMHUKY,
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Puc. 4 (A, B, C, D). [laHHble BenoaproMeTpuyeckoro Tecta 6onsHoii C. A, C — n0 Harpysku; B, D — Ha nuke Harpysku.

roe npu peructpannu DKI obHapyXeHa OTpuIIaTEIb-
Has IWHAMWKa B BHUIE ITOSIBJICHUS TITyOOKUX OTpHIIA-
TeabHbIX 3y0uoB T B orBemeHusix ¢ V2 mo V6 (puc. 1,
2). bonpnas rocniuranmu3upoBana B Kb 52 ¢ momo3spe-
HUEeM Ha OCTphI KopoHapHbIr cuHApoM (OKC) 0e3
mombeMma cermenTa ST.

M3 anamHe3a: B TeueHue 15 JietT cTpamaeT apTepualib-
HO TUIMEPTEH3NCH ¢ MaKCUMAaJIbHBIM TTOBBIIICHEM A/l
1o 200/100 mm pr.cT. I[TocTOSTHHO TPMHUMAET SHAIATI P
20 MT B CyTKU, OMCOTIPOJION 2,5 MT B CyTKU. YXYAIICHUE
cocrostHUS ¢ deBpaisg 20151, Korga BriepBhIe MOSIBIIINCH

00JIM JKTYJero XapaKTepa 3a TPyINMHOM 0e3 CBSI3U ¢ (PU3H-
YeCKOU HAarpy3KOMu, IVIMTEIBHOCTRIO 10 30 MUH, HE KyIIH-
pyroIIrecss HUTpaTaMH.

CeMeifHBIN aHaMHe3: y 0a0yIIKK MTallieHTKN CO CTO-
POHBI MaTepy U3 MSATEPHIX ACTEil YSTBEPO YMEPJIN B BO3-
pacte 00 1 roma, y ee cectpnl M3 16 gereit BbRKUIO 4
yejoBeKa.

IIpu 0OBEKTUBHOM OOCIEAOBAHUU COCTOSIHUE YIOB-
JeTBopuTesibHOE. KOXHbIE MOKPOBLI OOBIYHOM OKPacKu
U BJIAXHOCTHU. B JleTkux apIxaHue XeCcTKOe, XPUIIOB HeET.
Y/l — 18 B muH. ToHBI cep/lia MPUTITYIIEHBI, PUTM TIpa-
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Puc. 5. MPT cepaua ¢ ragonuHvem 6onbHoi C., 65 net. CTpenkoit 0603Ha4eH
6enechlil y4aCcTOK OTCPOYEHHOTO HAKOMIEHUS FafoNnHUS B 06nacTyh Bepxykm JDK
(MHTpammokapananbHblin Grbpos).

pwtbHEIN. YCC — 72 B MuH. A/l 130/80 MM pr.cT. ZKuBOT
MSITKMI, TpU TajJbllauuu 0e300se3HeHHbI. IleyeHb
He yBenmiyeHa. OTEKOB HET.

IIpu obcnemoBanuM B cTanmoHape gaHHBIX 3a OKC
He ITOJTyYeHO: Ka4eCTBCHHBII TeCT Ha TPOIIOHWH OTPHUIIA-
renbHbiit, KOK 177 exn/m.

IMokazaTenn KIMHUYECKOTO aHajW3a KPOBU OBLIN
B IIpefejiaX HOPMATMBHBIX 3HAYE€HUI: reMoraoduH 126
r/7, spurpountsl 4,05 Xlolz/l'[, JIEAKOLUTHI 6,8 Xlog/)'[,
TpoMOoUUTHI 157 X109/I[, COD 10 mm/uac.

Broxumuueckuii aHaIM3 KPOBU: DIIOK03a 6,17 MMOJb/JI,
KpeaTMHUH 79,8 MKMOIb//I, MOYeBMHA 6,4 MMOJIb/I,
o0t 6eok 64,3 /11, xoaecTepuH OOLIMiA 5,45 MMOIIB/,
Tpurauuepuast 2,2 mmonb/n, AJIT 13,4 En/n, ACT 18,9
En/n, KOK 177,4 En/a, JAI 184,6 Ex/n, nunompore-
WIBI BEICOKOM TUIOTHOCTH 1,13 MMOJIB/JT, INITOIIPOTEHIBI
HU3KOM IUIOTHOCTH 3,32 MMOJIB/J, Kaauii 5,2 MMOJB/TI,
Hatpuii 112 Mmmonb/m.

Iemoxkoarynmorpamma: AYTB 32,1 ¢, mporpoMOMHOBOE
Bpems 14,7 ¢, mporpomoOuHoBEIi nHaekc 107,5%, MHO 0,9.

ITo manabEIM KopoHapoaHnrnoHpadum (KAI') maH-
HBIX 332 CTCHOTUYECKOE ITOpaxkeHNe KOPOHAPHBIX apTe-
puii He BBISIBICHO. THII KpOBOOOpAIIEHMs IIPaBHIM.
BrersBiiensr nuddy3HbIe M3MEHEHMS B BUIC BEIpaXKeH-
HOTO 3aMeIJICHMSI I1accaxxa KOHTPACTHOI'O BeIeCTBa
(puc. 3).

ITpu DxoKI HeOombIIas cTteneHb runeprpodmnmn JI2K:
MXIT — 13 MM, 3CJIK — 12 MM, TimepTpodrs TTammi-
JIIPHBIX MBIIIL, TUrneptpodust cBoobomHoi creHku I12K
mo 10 mMm. TlepemHe-3amHmii pasMep JIEBOTO IIPEICCPIS
41 MM, TMaMeTp BEIHOCSAIIIETO TPaKTa IIPaBOTO KEIyI09Ka
21 mM. ITomocts JIK HOpManIbHBIX pa3MepoB: KOHCUHO-
nmuractommdeckuii 0oveM (K O) 87 My, KOHEYHO-CHUCTO-
Jmaeckuii 06beM (KCO) 30 mur. CokpaturteabHas CIroco0-
HOCTb MHMOKapjga B HopMe. Dpaxkums BweiOpoca JIDK
(PBJIXK) cocraBumita 66%. [1pru3HaKOB OOCTPYKIIMK BBIHO-
csauero Tpakrta JIZK He BbIsiBiIeHO. Jlnactonuueckast auc-
GYHKUMS 10 TUITy HapylreHusT penakcaumu: E/A — 1,2;
IVRT — 83 mcek; DT — 194 mcex; E/e’ — 9,8.

[Tpu xonrepoBckoM MonmTopupoBanuu DKI' Ha (oHe
Teparmy OMCOITPOIIONIOM 5 MT M IM3MHOMIPHIIOM 20 MT peTHt-
CTPUPOBAJICSI CUHYCOBEIII puTM. CyTOYHEBIC KOJIEOAHMS
YCC cocrasmmm ot 49 mo 80 B muH. Cpennsst HCC — 65
B MUH. 3a CcyTKM 3adukcrpoBaHo 107 HaIKeTyIOYKOBBIX
aKcTpacrcTo (18 B 9ac), B TOM 4mcie 2 IMpoOe KK HaKe-
JIYIOYKOBOM TaxXWKAPOUN MaKCHMAaJIbHOM TPOIOJDKUTEb-
HocThio 10 5 cek ¢ YHCC 138 B MuH. 3aperncTpupoBaHoO 9
OIMHOYHBIX KEJIYOOYKOBEIX 3KCTpacucToia. I[lay3 Her.
BrIsgsiiena npexonsias gerpeccus cerMeHTa ST 1o 1,2 M.

[lo manHBIM TecTa Ha BEJIO3PIOMETPE V MAMCHTKH
3aUKCUpoBaHa CPeaHSST TOJEPAHTHOCTh K (DU3MUecKoi
Harpy3ke ¢ IOCTMXEHHWEM ITOpOroBoil MourHoctu 75 BT.
IoBomoM I TpeKpalIeHWsI TecTa SBWIACH ICIIPECCHS
cermenTa ST B otBegeHusax V5-V6 1o — 0,9 MM 0e3 aHrm-
HO3HBIX Oonieit Ha (one moctkenus YCC 109 yn/mMun
(puc. 4). Peakimss YCC u AJl Ha Harpy3Ky ameKBaTHasl.
ITpupoct YCC cocrasui ot 65 mo 109 B MuH. JI0KHOTO
ypoBas YCC (136 B mMuH.) He mocturnyto. IIpupoct All
coctaBwi ot 130/80 mo 150/100 mm pr.cT. Ilepron BoccTa-
HOBJICHUS TeMOAMHAMIIECKIX ITApaMeTPOB OBLT YBEIMUCH
JI0 8 MUH 3a cYeT 3aMeyieHHoro BocctaHonineHus YCC.

IIpu crpeccaxokapauorpadum oOpamiajio Ha ceOds
BHUMaHNC CHIDKeHUMe HamojgHeHus: JIK 1pm Harpyske
¢ ymensieaneM KJ10O ¢ 83 mo 70 mur m mageHreM ymap-
Horo oonema ¢ 58 mo 50 mur. Ilpm sTOM HabmOmacd
HEIOCTAaTOYHBIN MpupocT cokpatumoctu MXKIT ¢ 15%
B 11okoe 10 20% mpu Harpy3ke Ipuv 3HAaYMMOM YBejnde-
Huu cokpatumoctu 3CJLK (¢ 25 no 50%). Habmonanoch
orcyrcTBue mpupocta @BJIK mpu Harpyske.

“3acteiBImii” xapakrep naMeHeHuit Ha OKI B oTcyT-
CTBME IWHAMWUKHU Kapauocneunupuueckux (pepMeHTOB,
a TaKKe pe3yiIbTaThl CTPeCCIXOKapauorpaum B coueTa-
HUN ¢ (U3NIECKONM HArpy3KOH ITO3BOIMIIM MCKITIOUUTH
HaJIu4die y TanueHTKW WHdapKTa MHOKapaa 2 THIIA
¥ SIBUJIMCh OCHOBAaHWEM [IJIST BKIIIOYCHUS B KPYT JUATHO-
CTMYECKOTO MoncKa Kapauomuonatun. B KapanoneHTpe
nM. A.JI. MscHnKoBa nmanreHTKe Oblia BeIToTHeHa M PT
cepara ¢ raloJiHUEM. BBISIBICHO HEpaBHOMEPHOE YTOJ-
menne Mmumokapma MXKII (makcmMmanbHas TONIIMHA
B OazaimpHOM otmerne 11-12 mm). TommmHa MmoKapma
BEPXYIICYHBIX CETMCHTOB COCTaBMJIA 9 MM, 9TO TIPEBHI-
IIaJI0 TOJIIMHY CpeaHMX cerMeHTOoB. O0Oparaio Ha ceos
BHUMAaHNE HU3KOE IIPUKPEIICHUE 3aTHEN MaIMULIIPHOM
MBI B mojoctu JIZK, KoTopast Kpenmuiiach K BEpXy-
IIEYHOMY CETMEHTY HIDKHEUM CTeHKHU. TOJIIMHA MHO-
Kapma IIpaBoro Kelymodka coctaBmia 3-4 mMm. Hapye-
HU# cerMeHTapHO# cokpatnMmocth JI2K He BBISBIIEHO.
[Tocite BBemeHMSI KOHTPACTHOTO BEIIECTBA BU3YAIN3UPO-
BaJIOCh €r0 HEMHTeHCHBHOe DU((dPy3HOEe HAKOIUICHUE
B BEpXYILIKE W BepXylleuHbix cermeHTax M2KII, a Takke
HkHel cteHke JIZK. Xapakrep HaKoIIeHUsSI KOHTPACT-
HOTO TIpelapara He ObUI THIIWYCH IS WIIEMHYECKOTO
WJIN BOCHAJUTEIFHOTO ITOpPakeHUS W MOT OTpaxkaTh
Hamuune (pubposa B runepTpodUpoOBaHHOM MUOKApIE.
Takum obGpa3om, ¢ momoiubio MPT cepana ¢ ragonau-
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. . . Number
Result Pathogemclty P()pu]at]on frequency e
MYBPC3 NP_000247.2:p.Asp75Asn Heterozigosis Likely to be pathogenic Rare variant 10
NM_000256.3:c.223G>A or disease-causing (found in <1% of controls)
NC_000011.9:g.47372859C>T
NP_000247.2:p.Asp326GIn Heterozigosis Unlikely to be pathogenic Rare variant 43

NM_000256.3:c977G>A
NC_000011.9:g.47367871C>T

or disease-causing

(found in <1% of controls)

Puc. 6. Peaynbtathl reHeTu4eckoro obcnenoanust 60sbHoi C.

HUEM JIMAarHo3 WIIEMHYCCKONM OOJIe3HM cepama OBLI
oTBeprHyT, 1 3anono3perHa ['KMII (puc. 5).

Ucnanckoit komnanumeir “HealthInCode” mnipu
HCCJICTOBAHUHN CIIIOHBI MALIMEHTKH IIPOBEICH TeHETHYIC-
CKMi1 CKpUHUHT B 16 reHax, OTBETCTBEHHBIX 32 pa3BUTHE
I'KMII. Bbbina BbISIBI€HA MyTallMsl B TeHE MUO3UHCBSI -
spiBaotero rmporenHa C (MYBPC3) Asp75Asn, KoTopast
B HacCTOsIIee BpeMsl 3aperuCcTpHpoBaHa TOJIBKO B 7
CEeMBbSIX IO BCEMY MUY, 8 YICHOB KOTOPBIX UMEIOT KJTH-
Huueckue mnposieaeHuss 'KMII. B c¢BsaA3u ¢ TeM, 4To
IaHHas MyTalus ObUla omucaHa Brepsbie B 2010r, u ee
cBs3b ¢ 'KMII yctaHOB/IeHAa B OTpaHUYEHHOM KOJIMYe-
CTBE CJIy4YaeB, B HACTOSIIEee BpPeMS HEIb3sT CUMTATh
MaTOreHHOCTb JaHHOW MyTaluuu, fokazaHHoM [5]. [Toa-
TOMY HaJIW4Wle JAaHHOU MyTallMu Y OOJBHOI paciieHEHO
KaK BEPOSITHO ITAaTOTEHHOE, TpeOyIoIlee BO3MCUCTBHS
IOTIOJTHUTEIPHBIX TEeHETUYCCKUX WJIM SKOJOTMICCKUX
daxkTopoB mis NposiBiaeHUs 6one3Hu. [IpuyeM, B Kaue-
CTBE IOIIOJHUTENIBHBIX (PAKTOPOB TCHETHUYCCKHMI TECT
BBISIBUJI €Ill¢ ONWH peIKWii BapMaHT MYTallii B TeHE
MYBPC3 — Arg326Gln, KOTOpPbIii, HE CYMUTASICh MATO-
TeHHBIM, MOXET ACHCTBOBATh KaK TeHETUICCKUIT MOIH-
¢dukarop (puc. 6). [1pu 06cae0BaHUY JOYEPU U BHYIKU
0ONBPHON Ha HAJIWYME IaTOJIOTUUYECKON MyTaluu
Asp75Asn, pe3yabTaT oKa3aucs MOJOXUTEJIbHBIM TOJbKO
y mouepu. [Ipm 3TOM (DEeHOTUIMUUYECKUX IIPOSIBICHUI
KapaualbHBIX 3a00JIeBaHUN Y pOICTBEHHUKOB ITAllMCH-
TKU 0OHApyXeHO He ObLIO.

V nanuentku no mxkaie HCM Risc-SCD BrisBiIeH
nuskuii puck BCC 3a 5 net (1,8%). Ummnantauus KBJI,
He TToKa3aHa. boiabHas B yIOBICTBOPUTEILHOM COCTOSI-
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HUM ObLIa BREIMIMCAaHA U3 CTallMOHapa. boiu, mociykuB-
IIFe TIOBOIOM UISI TOCITATAIW3AllMM, PacICHEHBI KakK
Kapauaarnui. PeKoMeHIoBaHO IIPOHOJLKUTH IIpHEM 3Ha-
nmanpwiaa 20 MT B CYTKH, YBEJIMUHUTH 03y OMCOIIPOJIONa
1o 7,5 mr B cytku non KoHTpoirem YCC.

O6cyxaeHue

Konuenmus cymecrBoBanusi 'KMII B orcyrcTBue
rurieprpocdun JIK yxe He sBistercss HoBol. CoBpeMeH-
HBIC METOIBI BU3yaTU3alNU JAIOT BO3MOXHOCTb PacIio3-
HaBaTh HAJIMUME PaHHUX M3MEHECHUU B MHOKapie 0O0Jb-
HBIX, HE HMEIOIIMX IIPU3HAKOB rureprpopun JIXK,
HO SIBJISTIOIINXCS HOCUTEIISIMHM MYTaIlnii, OTBETCTBEHHBIX
3a paszsutre [KMII [3, 4]. B taHHOM KIIMHUYECKOM CIIy-
Yae 3aroa03peH J0OPOKaYeCTBeHHBII BapraHT KIIMHAYE-
ckoro TeyeHus anukajibHoi ' KMII B moxuaom Bo3pacte
C MUHMMAaJIbHO BbIpaxkeHHOU runeprpodueii JIK, koto-
phIit mipostBuIicsa mon Mackoir OKC. OcBemoOMIIEHHOCTD
JIeJaIero BpaJa o XapaKTepHOI I JTaHHOTO BHUIA Kap-
mrommoniatuy KaptuHe DKI ¢ ruraHTCKMMHU OTpHIia-
TeJIbHbIMU 3yO1iamMu T B TpyIHBIX OTBEACHUSIX TTO3BOJIMIIA
CBOEBPEMEHHO IIPOBECTH IOIOJIHUTEIBHBIC THATHOCTH-
YeCKME TeCTHl M M30eXaTh OIMMOOYHOTO Ha3HAYCHUS
Ba30IMJIATATOPOB (HUTPATOB), CIIOCOOHBIX BBI3BAThH
ocjioxkHeHus y 60abHbIX ¢ TKMII. PekxomeHnnyercs nuHa-
MHUYEeCKOe HaOfoIeHNE TMAIUEHTKH C MEIbIO TIpeayIpe-
XKICHMS TIPOTPEeCCUPOBAaHMS 3a00JIeBaHNS U MPOQUIIaK-
TUKI €T0 OCJIOXHEeHMi. JmHamMudecKoe HaOJOmeHUE
MO3BOJIMT TakXKe BHECTU BKJIAA B MOIOJHEHWE JAaHHBIX
0 MAaTOTeHHOCTU BBISIBJIEHHOW MyTalluu Asp75Asn B TeHe
MYBPC3.

Ho CY, Abbasi SA, Neilan TG, et al. T1 measurements identify extracellular volume
expansion in hypertrophic cardiomyopathy sarcomere mutation carriers with and without
left ventricular hypertrophy. Circ Cardiovasc Imaging. 2013 May 1; 6(3): 415-22.
Rodriguez-Garcia MI, Monserrat L, Ortiz M, et al. Screening mutations in myosin binding
protein C3 gene in a cohort of patients with Hypertrophic Cardiomyopathy. BMC Med
Genet. 2010; 11: 67.

79



