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2MeAnLMHCKMIA Hay4HO-0bpa3oBaTeNbHbIM LeHTP MOoCKOBCKOro rocyaapCcTBEHHOMO YyHUBEPCUTETA

nm. M. B. JlomoHocoBa, MockBa, Poccus

B nocnefHvie roabl pesynerathl O0OMbLIOMO KOMMYECTBA HayYHbIX MCCNEA0BAHUIA MPUBENM K CMELLEHMIO aKLIEHTa BHUMaHWS C GeHOTUMMYECKMX HepT B CTOPOHY re-
HOTMMA KaK OCHOBbI [15 COBPEMEHHOM KrnaccudmKaumy nepenyHbIx kapayomuonatin (KMM). B kayectse npumepa NogoOHOMO reHoTUn-CneLmduyeckoro noa-
xofa MOXHo Bblfenuts KM, cef3aHHyto ¢ BapvaHTamu reHa MYBPC3, 4TO MMeeT BECOMOe KMHMYeckoe 3HaveHne. OgHow 13
ocobeHHoCTen TedeHWs faHHOro 3aboneBaHNa CcepALa BbICTyNaeT BblpaxeHHas heHoTUNMYeckas reTeporeHHoCTb. Mpuyem BbICo-
Kasi BaprabenbHOCTb NEHETPAHTHOCTY 1 3KCMPECCMBHOCTM DOME3HM OTMEYAETCS Aaxe Y NaLMEHTOB C MAEHTUYHBIM BAPUAHTOM reHa E I ]
1
n
L]

MYBPC3, 41O 3aTpyAHAET CTpaTUdUKALIMIO PUCKa, ONpeLeneHre NPorHo3a v NepcoHany3aLmio TepaneBTn4eckoro nogxoaa. B cratbe
npeacTaBneHo KnuHMYeckoe HabniofieHVe Cembm, B TPeX MOKOMEHWsSX KOTOPOW BepUMULMPOBaH BEPOSTHO MaToOreHHbIN BapyaHT
reHa MYBPC3 (rs727503195, c.1790G>A, p.Arg597GIn). OnncaHHbIn CeMENHbIA Cyyar HarmMAaHO AEMOHCTPUPYET 3HAUMMYIO
reTeporeHHOCTb KNMHMKO-Mopdonormyeckunx xapaktepuctuk KM, accoummpoBaHHowm ¢ BapuaHTamm reHa MYBPC3.
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Family clinical case report of a MYBPC3 gene sequence variant with diverse phenotypic expressions
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In recent years, the results of numerous scientific studies have shifted the focus from phenotypic traits to genotype as the basis for the modern classification of
primary cardiomyopathies (CMP). An example of this genotype-specific approach is CMP associated with variants in the MYBPC3 gene, which holds significant clinical
relevance. One feature of this heart disease is significant phenotypic heterogeneity. Furthermore, there is high variability in the disease penetrance and expressivity, even
among patients with the same MYBPC3 gene variant, which complicates risk stratification, prognosis determination and the personalization of therapeutic approach.
This article presents a case of a family with a likely pathogenic MYBPC3 gene variant (rs727503195, ¢.1790G>A, p.Arg597GlIn) in three generations. The described
family case clearly demonstrates the significant heterogeneity in the CMP clinical and morphological characteristics associated with MYBPC3 gene variants.
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(®eHomunuyeckas 2emepozeHHocms MYBPC3-kapouomuonamuu
Phenotypic heterogeneity of MYBPC3 cardiomyopathy

BBegeHue

B nocnenHue rofbl OONbLIOE KONMUYECTBO Hay4HbIX
MccnefoBaHUmM ObINo NOCBALLEHO Cco3faHuio bonee on-
TUManNbHOW N NPaKTMKO-OPUEHTUPOBAHHOM Knaccudun-
KauMm nepBUYHbIX Kapavomuonatni (KMIT), 4to npu-
BENO K CMELLeHUIO akLieHTa BHUMaHWs C eHoTMnuYye-
CKUX 0COBEeHHOCTeN B CTOPOHY reHeTM4eckon OCHOBBI
pa3BnTUA 3abonesaHus cepaua [1, 2]. B kadectBe of-
HOrO 13 NPUMEPOB NOAOOHOrO reHoTUMN-Creumnduiecko-
ro NoAXoAa MOXHO Bblgennts KMI, accounrpoBaHHYIo
C BapvaHTamu reHa MYBPC3.

feH MYBPC3 nokann3soBaH Ha xpoMmocome 11p11.2
1N KOoOMpyeT CepaeYHbli MUO3NH-CBA3bIBAIOWNI MPO-
TeuH C (cMyBP-C), akcnpeccpyeMbit UCKTIOYNTENb-
Ho B Muokapae [3, 4]. JaHHbIN Genok pacnonoxeH no-
nepey4yHo B A-OMCKaxX M ABMASETCH OOHUM 13 BaXKHEMLLNX
KOMTMOHEHTOB CapKoMepa, NoA4ep>XXMBas ero CTPyKTyp-
HYIO LLefIOCTHOCTb MOCPEeACTBOM CBA3bIBAHWUS TAXENOM
uenu MMO3MHa B TONCTbIX MNaMeHTax, akTMHa TOH-
KX (PUNAMEHTOB M TUTUHA 3NACTUYHbIX HUTEN MeX-
oy cobom [3, 5]. BMecTe ¢ TeM CHMTAETCs, HYTO NPOTeunH
cMyBP-C nrpaeT peLuaioLlyto pofb B perynsaumnm B3au-
MOAENCTBNSA aKTUHA M MNO3MHA, NOCKOSbKY YMEHbLUA-
eT KONMYeCTBO 0DPa3syoLLMXCSH MONEPEYHbIX MOCTUKOB,
NPYBOAA K CHUXEHWMIO CUMbl COKPALLEHNS W ynydlle-
HWio paccnabnenuns muokapaa [3, 5, 6]. B cBoto o4e-
pedb, CNefACTBMEM MATOrMeHHbIX M BEPOSATHO MaTOreH-
HbIX BapuaHToB reHa MYBPC3 ABNsSeTCs HefoCTaTO4HbIN
cnHTe3 benka cMyBP-C, 4To BbI3blBaeT rmMnepkoHTpak-
TUABHOCTb, YXYALIEeHWe penakcaumm KapamoM1MoLNTOB,
a Takke akTMBaLMio GrbpobnacToB C pa3BUTMEM BbIpa-
KEeHHbIX (DMOPO3HbIX N3IMEHEHWUN MUOKapAa, YTO B CO-
BOKYMHOCTM onpefensieT natoreHeTnyeckme MexaHus-
Mbl bonesHn [3, 5-7].

Ho3onormn4yeckoe BblaeneHne KM, cBA3aHHOWM ¢ Ba-
pvaHTamu reHa MYBPC3, MeeT BeCOMOe KMHUYecKoe
3HayeHVe. B nepByto ovepeb 310 0OYCIOBNEHO NpenmMy-
LLLECTBEHHO TSXKeSbIM TeYEHMEM 3TOr0 3ab0MeBaHMs C He-
YKIOHHbIM MPOrpeccMpoBaHneM U HebNaronpPUATHLIM
nporHo3som [3, 8]. BapuaHTbl reHa MYBPC3 nexat B oc-
HOBE 3HAYMMOW [OSV HACTeACTBEHHOW MaTonornum Mm-
okapaa. Tak, oHW HabnoaaloTcs NPUBAM3NTENBHO B MO-
NOBVHE CJy4aeB MNOMOXMUTENbHbIX PE3YNLTaTOB reHeTnYe-
CKOro TeCTUPOBaHWA Npu rnepTpodryeckom eHotune,
Hanbonee pacnpocTpaHeHHoM cpean Bcex KMIM 1 oTHO-
CUTENbHO YacTo BCTpevatolleMcs B obLer nonynaumm
(1 cnyy4am Ha 200-500 yenosek) [3, 9, 10]. BapuaHTbl
reHa MYBPC3 MOryT BbICTyNaTb 3TUONOMMYeCcKUM (hakTo-
POM 1 MpW APYrX KapAManbHbIX BUOAX PEMOLENNPOBA-
HWA: OMNaTaLMOHHOM, HEKOMMAKTHOM U PECTPUKTVBHOM
[3, 11]. Ocobyto akTyanbHOCTb BblaeneHuns gaHHom KMT
Kak OTAEeNbHOM HO30/10rN4eCkoM eAMHULbI MOAYePKMBa-
eT aKTVMBHO pa3BMBalOLLEeCsH HanpaBieHWe reHHon Te-
panuu 3aboneBaHNs, KOTOpas NMoTEHLUMANIbHO NMO3BOMANT
Nyylle NepcoHanu3npoBaTh TakTUKY BeAeHWs NaLueH-
TOB, @ TakKXXe MOAMPULIMPOBATb MPOrHO3 Npexae Heus-
ne4ymmon bonesHn cepaua [3, 5, 12].

OpHom n3 ocobeHHocTewm TedeHua MYBPC3-
accoummpoBaHHom KMI aBnsetcs BblpaxkeHHas dheHoTH-
nMyeckas reTeporeHHOCTb, KOTopas HaXxoOuT OTPaXeHue
B Pa3fIYHbIX BMAAX PeMOAENNPOBaHMA MOKapaa U OT-
NNYAIOLLENCS TAXECTU KNUHNYECKMX NposBReHni 3abo-
nesanusa [3, 5, 8, 13]. CTonb BbiCOKas BapuabenbHOCTb
MEeHETPAHTHOCTL M 3KCMPECCMBHOCT OTMeYaeTcs Agaxe
Yy NaLUMEHTOB C MOEHTUYHbIM BapuaHTOM reHa MYBPC3,
4YTO CYULECTBEHHO 3aTPyOHSET MPOrHO3MPOBaHME pas-
BUTUA OONE3HN U NepcoHanm3aLmio TepaneBTN4eckoro
nogxopna [3, 14].

Llenb paboTbl — NpencTaBuTb CEMenHoe KNnMHUyeckoe
HabnogeHve C BepOATHO NaTOreHHbIM BapMaHTOM reHa
MYBPC3 (rs727503195, ¢c.1790G>A, p.Arg597GlIn),
KOTOPbIN OEMOHCTPUPYET 3HAYUMYIO FETEPOreHHOCTb
KITMHWKO-MOponornyeckmnx xapakrepmctnk KMIr1, cesa-
3aHHOW C BapuaHTamu reHa MYBPC3 (puc. 1).

OnucaHne KNNMHNYeCKoro ayyad

UHgopmaums o nayneHTe-npobaHae

MpobaHa 51 rofa, HOPMOCTEHUYECKOro TeNOCNOXe-
HWs, pocT 188 cm, Bec 87 Kr, MHAEKC Macchl Tena (MMT)
24,6 kr/m2. B okTs6pe 2006 r. (33 roga) npu nnaHo-
BOW permncrpaunm anektTpokapamorpammel (3Kl snep-
Bble ObIIV BbISIBMEHbI NMPU3HaKK rMnepTpodun M1UoKap-
Ila neBoro xenypodka (J1K) v bnokana nepenHer BeTBr
neBow HOXKM nyyka ca (JIHMT).

C oceHn 2017 r. (44 ropa) naumeHT oTMeTUN no-
sBNeHne gassilen 6ony B 0bnact cepala 1 ofblLKM
npwv yMepeHHoW hr3nYeckon Harpyske, B CBA3N C YeMm
B nekabpe 2017 r. BnepBble rocnutanun3vpoBaH B OGIEY
«HMWL, Tepanun 1 npodurnakTM4eckon MeanumHb»
MwuHzgpasa Poccum (HMULL TMM). Mo gaHHbIM 3x0-
kapauorpacdun (OxoKIl) BepndnupoBaHbl 3Ha4YMUTENb-
Has acMMMeTpu4YHas runepTpodus Mmokapda obomx
XenynoykoB 6e3 o6CTpyKLUMU MONOCTEN N BbIHOCALLMX
TPaKTOB (TOMWMHA MEXKENYAOYKOBOW MeperopoaKy
(MXXT) 1,6 cMm, TonWMHa 3agHen cteHkn JIX 1,4 cMm, vH-
JleKC Maccbl Myokapga JIXX 180 r/m2, TonuwimHa nepeg-
Hewn cTeHKK npaBoro xenygoyka (MX) 0,7 cm), ymepeH-
Has aunataumsa JIK (KoHe4yHo-AmacTonmnyeck pasmep
(KAOP) 5,8 cMm, KOHe4HO-AmacTonmnyeckum obvem (KOO)
175 mMn), pacwmpeHre npencepavn (NnepegHe-3agHnm
pa3mep (M3P) nesoro npeacepans (JIM) 5,3 cm, ob6bem
JIN 150 mn, obbem npaBoro npencepaus (M) 105 mn),
CHMXeHMe cnctonmyeckon dyHkumm JIXK (dbpakums Bbl-
bpoca (PB) 46% ), anacronudeckas anchyHkums (O4)
JOK I Tvna (pectpukums). bbina BbinoAHEHa MarHUT-
HO-pe3oHaHCHas Tomorpadua (MPT) cepaua ¢ ragonu-
HMeM, Mo pe3ynbraTaM KOTOPOW TakxKe OOHapy>KeHbl He-
KOMMakKTHOCTb W BblpaxeHHoe cyb3nukapamnanbHoO-1H-
TpamMmokapamnanbHoe KOHTPacTMpoBaHME MMOKapaa
000oMX XenynoykoB, KOTOpoe pacLeHeHo Kak nepBuY-
Hble hNOPO3HbIE U3MEHEHWS HeMLeMMYeCcKoro reHesa
(puc. 2). Ha OKI BnepBble 3arKCcMpoOBaHa aTpUOBEH-
TpuKkynapHas (AB) bnokaga | crenenun. B aHanm3ax KpoBu
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1.1 1.2
1.1 1.2 1.3
.1 .2 .3 n.4 1.5
?
V.1 V.2 V.3 V.4 IV.5
Homep | BapuaHT reHa | BapmaHT reHa ®deHoTUN
MYBPC3 DSP
1.1 HeTt maHHbIX HeT naHHbix | CMepTb B 62 rofa (MpuyMHa Hem3BecTHa)
1.2 HeT aaHHbIX HeT aaHHbIX CmepTb B 75 neT (Npu41Ha Hen3BecTHa)
111 HeT maHHbIX Het maHHbIX | KnuHW4eckn 340poB
1.2 + = HeobcrpyktveHas TKMTT, BbipaxkeHHbIR Grbpo3 JIXK, avnaraumns npencepamn, A0 JK I
Tnna, AB-y31oBas peumnpokHas TaxmKkapamns
1.3 HeT faHHbIX Het naHHbIX | BHe3anHas cmMeptb B 51 rog
11.1 HeT aaHHbIX HeT aaHHbIX KnnHnyeckn 300poB
1.2 + - HeobcrpykTneHas FTKMIT, BblpaxeHHbI hrbpo3s JIXK, annataums neBbix OTAEN0B cepaLa,
OO JOK [ Tvna, napokcvsmanbsHas @1, HeycTon4mnBas XXenyno4koBas Taxvkapans,
AB-6nokagia | crenenu
1.3 HeT aaHHbIX HeT gaHHbIX KnnHnyeckn 340poB
1.4 T + BrBeHTpuKynspHble HeoObcTpyKTVBHAaA TKMI, HEKOMMAKTHbIN MUOKAPA, U BbIPaXkKeHHbI
hrbpo3, Amnataums Bcex Kamep cepaua, cHkeHHasa @B DK, A4 JIX 11l Tmna, napokcms-
ManbHas @I, nonHas 6nokaga JTHII, AB-6nokaga | crenenn, BCCB 51 rog,
1115 = = KnnHnyeckn 3goposa
V.1 + = He3HauuTenbHble yTosLeHne cteHok JIX, pacluvpeHye NeBbix OTAENO0B CEPALA;
CropTCMeEH
V.2 4 - KnnHnyeckn 3qoposa
V.3 = = KnnHnyeckm 3qopoBa
V.4 = KnunHnyeckn 3n0pos
IV.5 + = KnnHnyeckn 300poB

AB — aTpunoBeHTpuKynsipHbi, BCC — BHe3anHas cepaedHas cmepTtb, TKMI — runepTtpoduyeckas kapanommonatus,
00 — nnacronuyeckas guchyHkums, JDK — nesbin xenypodek, THMT — neBasi Hoxka ny4yka lmca, B — dppakuus
BbIbpoca, ®IN — bnbpunnauma npepcepanin, DSP — desmoplakin (reH, kogupytowmn gecmonnakuH), MYBPC3 —

cardiac myosin-binding protein C (reH, kognpyioLwmii cepaedHbii MMO3UH-CBA3bIBatowmi 6enok C)

PucyHok 1. PogocnoBHas cembu.

Rational Pharmacotherapy in Cardiology 2025,21(5) / PayuoHaneHaa @apmakomepanus 8 Kapduonoauu 2025,21(5)

477
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A, B — knHo-pexum, SSFP-nocnepoBaTensHocTb: A — AfiHHaA ocb JIK, 4-kamepHasn npoekuns, b — kopoTkas ocb
Ha ypoBHe cpefHux cermeHToB JI)K; B-J1 — oTCpoYyeHHOe KOHTpacTupoBaHue, IR-nocnegosaTenbHOCTb C MoAaBneHnem
curHana ot Muokappga: B — gnuHHas ocb J1XK, 4-kamepHas npoekums, I — gnnHHasa ocb JIXK, 2-kamepHas npoekums,
[ — KopoTKas ocb Ha YpoBHe cpefHUX cermeHToB JIXK.
Ounatauma Kamep ceppua coO CHUMXEHUEM cokpaTumocTu muokapga JDK (®B JIK ~31%). TunokmHes M.
lMneptpodus mMuokappa JIK ¢ mMakcumanbHOW TOJWMHOM MUoKapAa 6asanbHbiXx U cpefHux cermeHToB MK
po 1,5 cm. MNoBbileHHas TpabeKynspHOCTb anvKanbHOW 0bnacTn XenyfoykoB. BbipaxeHHOe KOHTpacTUpoBaHUe
HeunweMmyeckoro reHeza MXI co ctopoHbl MK ¢ nepexoAaom Ha ero Muokapf B 06nactv BepXxyLlku, BbIHOCSLLENO
TpakTa 1 Ha Tpabekynbl MoAepaTopHOro nyyka, kpenswmecs K MXI. 30Ha KOHTpacTMpOBaHWs pPacnpoCTpaHAeTCs
cy03nuMKapananbHO-MHTPaMMOKapANanbHO LMPKYNSIPHO Ha MUOKapA nepefHer U HUMHen cteHok JIXK, a Takxe
Ha obnacTb ero Bepxywku. KpacHbIMUK cTpenkamu ykasaHbl runepTpodurpoBaHHble cermeHTbl MXKI. OpaHxeBbiMK
CTpenKamm ykasaHbl 30Hbl KOHTPaCTUPOBaHUS.
JDK — neBbin xenypouek, MXKIM — mexokenygoykoBas neperopogka, MPT — MarHuTHo-pe3oHaHcHas Tomorpadus,
MX — npaBbin xenyaoyek, ®B — dpakums Bbiopoca

PucyHok 2. MPT cepaua npobaHaa

Habnofanock NoBbileHne ypoBHsS N-KOHLEBOro npo-
MO3roBOro Hatpumypetmdeckoro nentiaa (NT-proBNP)
00 969 nr/mn. lpoBeneHa KOpOHapoaHrnorpadus,
No AaHHbIM KOTOPOW reMOAMHaMUYECKM 3HaUMMOe nopa-
>KeHME KOPOHaPHbIX apTepuin OTCyTCTBOBaso. o pe3yb-
TaTaM CEeKBEHMPOBAHWS «HOBOIO MOKOSIEHWS» C UCMOJb-
30BaHMEM TapreTHoOM MaHenu BbiSBMEHbl [Ba BapWaHTa
B reTepo3nroTHOM COCTOSIHUM: BEPOSITHO MaTOreHHbIV Ba-
puaHT reHa MYBPC3 (rs727503195, chr11:47341991
(GRCh38), NM _ 000256.3:c.1790G>A,
NP 000247.2:p.Arg597GIn) n peakum BapuaHT
reHa DSP C HeW3BeCTHbIM KJIMHUYECKUM 3HaYeHu-
eM, KOTOpbI MOXeT DbITb MoguduKaTopoM 3abone-
BaHMs (rs200473206, chr6:7555825 (GRCh38),
NM 004415.2:c.273+5G>A). Oba BapuaHTa nof-
TBEPXIEHbI cekBeHUpoBaHmeM no CaHrepy. MNMoapobHoe
onMcaHne MOoJeKynspPHO-reHeTUYECKOro UCCNefoBaHMUS
Obino npueeneHo paxee [15]. TakM 06pa3oM, Ha OCHO-
BaHWW BbINOHEHHbIX 0DCNeOBaHMIA YCTaHOBEH AMa-
FHO3 "reHeTU4YeCckKn AeTEPMUHUPOBAHHAA OUBEHTPUKY-
napHaa KMT: cvewaHHbi deHoTmn”. bonbHOW BbiNU-

CaH, Ha3Ha4veHa Tepanua NepUHOONPUIOM 2,5 Mr/cyT.,
Ouvconpononom 2,5 Mr/cyT. n TopaceMuaom 2,5 Mr/cyT.
B aBrycte 2021 r. (48 neT) pa3BuACA NpUCTyn y4a-
LLIEHHOrO HePUTMUYHOrO cepaLeduerms. MaumeHT Obin
roCnUTanM3vpoBaH B CTauunoHap, rae Ha IKI Bnepsble
3aperncTpUpoOBaH NapoKCM3M TaxMCUCTONUYECKOU u-
Opunnaunn npencepann (Pr) B codeTaHUM C NOMHOM
©nokanov JIHMT MpoBoAMNOCh BHYTPUBEHHOE BBEEHME
amumopapoHa 300 Mr 6e3 BOCCTaHOBMEHMWS CUHYCOBO-
ro putMa. B ceHtabpe 2021 r. BHOBb noctynun B HMUL
TIM, roe BbIMOSIHEHA 3neKkTpmuYeckad KapavoBepcus
Ha (DoHe NpMemMa aMMoJapPoHa MO «HaCbILLAOLEN» CXe-
Me. B aHanm3ax KpoBu Habntoganoch NoBbILLIEHME YPOB-
Hsi NT-proBNP o 3064 nr/mn. Mo gaHHbiM 9xoKT B au-
HamMuKke ODHapy>XeHbl paclLuVpeHe BCex OTAenoB cepa-
ua (KAP JIX 6,2 cm, KOO JIXK 230 mn, M3P MX 3,7 cwm,
N3P 1M 6,0 cm, obbem J11 220 M, obbem MMM 130 mn),
CHUXeHue rnobanbHom cokpatmoctu JIK (OB 36%),
MUTpanbHaa peryprutauma 2 cTeneHu U npusHakuy ne-
royHou runepteHsum (JIN) (cuctonuyeckoe AaBneHune
B neroyHon aptepun (COJIA) 45 MM pT.cT.). BbinncaH
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C Ha3HaYeHUsaMN: puBapokcabaH 20 Mr/cyT., aM1MoapoH
200 mr/cyt., bruconponon 1,25 Mmr/cyT., BancapTtaH/caky-
outpun 100 Mr/cyT. ¢ TMTpaumen fo3bl 0o 400 Mr/cyt.,
CNUPOHONAKTOH 50 Mr/cyT., fanarnmdnosnH 10 Mr/cyr.
1 TopacemMunp 5 Mr/cyT. ¢ NocneyoWnM yBenn4eHeM
0o3bl 0o 10 mr/cyt.

HecMoTpst Ha perynsipHbI Npyem npenapatos, CTOM-
KOe COXpaHeHWe CUMHYCOBOro pUTMa W OTHOCUTENb-
HO CTabuNbHOe CaMOYyBCTBME MalMeHTa, B OKTAbpe
2023 r. (50 neT) coxpaHANoCb 3Ha4MOe MOBbILLEHME
ypoBHs NT-proBNP B kposwn go 1907 nr/mn, no gaH-
HbIM Dx0oKI — cHuxxeHmne OB J1XX 0o 37% v yBenuyeHne
COJTA po 45 MM pT.CT., TakXke OTMevanocb Nporpeccu-
poBaHue pacwmpeHns JIK (KOP 7,0 cm, KOO 265 mn).

B mae 2024 1. (51 rog) Habnogancs NOBTOPHbIN Na-
pokcmam DI, KynMpPOBaHHbIM 3NeKTPOMMMYbCHOW Te-
panven 8 HMWUL TMM B mione 2024r. Mo pe3ynsratam
Ix0oKT ObINM 3aUKCUPOBaHbI YXYALIEHWe CUCToNUYe-
ckom chyHKUmK JIK (DB 26% ), ycyrybneHune amnataumm
JUK c ero cchepmzauven (KOAP 7,6 cm, KOO 296 mn),
yMeHbLUeHVe BblpaXXeHHOCTU rnepTpodumn Mrokapaa
JIXK (TonwwmHa MXXTT 1,1 cMm, TonWMHa 3a4HEN CTeHKMN
1,0 cM, UHOeKC maccbl Mmokapaa 150 r/m2) u npo-
rpeccupoBaHme JII' (COAJTA 62 MM pT.CcT.). BbinucaH
Ha Tepanuu: BapdapwuH 3,75 Mr/cyt., aMMoAapoH
200 mr/cyt., Guconponon 2,5 Mr/cyT., BancapTtaH/ca-
kyoutpun 400 Mr/cyT., CnMpoHonakToH 50 mr/cyT., fa-
narnnnosmnd 10 mr/cyt. n dpypocemng, 20 mr/cyt. Takxe
npu BbINNCKe PeKOMeHA0BaHa MMMaHTaLmMs yCTponcTaa
0719 CepOeYHON PECUHXPOHU3MPYIOLLEN Tepaniv C yHK-
umen oecbmndpunisaUmMm, y4uTbiBas, B YaCTHOCTM, COXpa-
HeHwe nonHown Gnokamb! JIHMAT Npu CMHYCOBOM pUTMe.

B aBrycte 2024 r. 6bin BepudMLMPOBaH aMUOOa-
POH-UHAYLMPOBAHHbIN TMPEOTOKCMKO3, MO NPUYMHE KO-
TOPOro Nnpenapat oTMeHeH. B Hos6pe 2024 1. y naumeHTa
3aperncTpmpoBaHa BHe3anHas cepaeydHas cmepts (BCC).

deHoTUNNYECKNIT CEMENHbBIN CKPUHUHT

MaTb npobaHaa 80 neT, rmnepcreHnYeckoro Tenoc-
noxeHus, poct 164 cm, Bec 80 kr, UMT 29,7 kr/m2.
C 1964 1. (19 neT) Ha4ana oTMe4aTb MPUCTYNbI yya-
LLIEHHOro PUTMNYHOTO cepauebueHns OnmuTenbHOCTbIO
00 HeCKONIbKMX YacoB. B cBS3W C yBeNMYEHMEM YaCTOThI
napokcn3moB, B siHBape 2009 r. (64 roga) Obina rocnu-
TanM3MpoOBaHa B CTaLMOHap, e B XOAe 3NeKTpodu3no-
NOMMYeCKOro NccnefoBaHmsa cepaua NHAYLMPOBaHa Tn-
nnyHasa AB-y3noBas peunnpokHas Taxukapams (slow-
fast). MpoBeneHa pagroyactoTHasa abnaums MeaneHHbIX
nyten AB-coeanHeHus.

MNpubnusntenbHo ¢ 2010 1. (65 neT) naumeHTKy ctana
©ecnokouTb ofbllIKa Npur yMepeHHoM Mr3nyeckon Ha-
rpy3ke.

B mione 2019 r. (74 ropa) BO3HUKIA MHTEHCKBHAA
nassllas 6onb 3a rpyanHoOn C nppaguaumen B neByio
pyKy, COMPOBOXAABLUMECS CUHKOMASIbHbIM COCTOSHN-
eM. bpuragon ckopor MeauLMHCKOW Nomolm Ha KT
3aperncTprpoBaHa aneBaums cermeHTta ST B OTBeAeHM-
ax V1-V3 go 0,3 MB. B rocnutanbHbIX YyCNOBUSX BbIMON-

HeHa KopoHapoaHrmnorpadus, No pesynsratam KoTopowu
BEPUMDULMPOBaAH CTeHO3 A0 75% B NPOKCMManbHOM Ya-
CTV NepefHen Mexkenyao4KoBom apTepuin. [NpoBeaeHbl
AHrMoMNNacTMKa U CTEHTMPOBAHME B 30HE MOpPaXKeHWs.
B aHanu3ax kpoBW Habnoaanoch 3Ha4MMoe MoBbilLeHMe
ypoBHs TponoHuHa |, NT-proBNP no 961 nr/mn, obuiero
xonecrepuHa Ao 7,8 MMOrb/N 1 xonecrepuHa nnonpo-
TEMNHOB HW3KOW MNOTHOCTK A0 4,9 MMonb/n. 10 AaHHbIM
OxoKTI obHapy>XeHbl rMNokMHe3 MuUokapaa nepenHe-
neperopofoyHon obnactn JIXK, a Takxke acumMmeTpuy-
Haa rnepTpodura Mmokapga JIK ¢ npenmyLeCTBeHHbIM
YTOMNUWIEHNEM anuKanbHbIX cermMeHToB (TonwmHa MXI
1,6 cM, TOMLWMHA 3agHen cTeHkn 1,4 cM, MHOEeKC Mac-
cbl Muokapaa 160 r/m2), gunataumsa JM (N3P 5,0 cm,
obbem 120 mn) u 04 JIX | Tvna (HapyLleHHas penak-
caumsa) npu coxpaHeHHom rnobanbHOM COKPaTUMOCTU
JIK (®B 56%) 1 OTCYyTCTBUM pacLUMPeHMs ero NonocTu.
MaumeHTKa BbINMCAHA C AMArHO30M «ULLEMMYECKas
DonesHb cepala: ocTpbI MHMAaPKT M1okapaa, Heob-
CTpyKTUBHas runeptpoduyeckas KMI (FTKMIT)» Ha Te-
panuu: buconponon 5 Mr/cyt., nusnHonpun 20 mMr/cyT.,
auetTuncanmumMnoBas KMcnota 75 Mr/cyt., knonugorpen
75 Mr/cyt. (nprem B TedeHre 1 roga) v po3yBacTaThH
40 mr/cyr.

B nekabpe 2021 r. (76 net) no pesynsratam IxoKr
B OMHaMuKe 3aUKCMPOBaHbI NMPOrpeccupoBaHme -
neptpodun mmokapaa JIX (TonwmHa MXT1 1,9 cm, Ton-
WMHa 3aQHen cTeHkn 1,8 cM, MHAEKC MacChbl M1oKapaa
180 r/m2), avnataums npeacepanin (M3PJ1M'5,3 cM, 00b-
em JIM 145 mn, o6bem MM 90 mn), ycyrybnenme 1 J1K
o Il Tuna (nceBmpoHopManusaums), MuTpanbHas peryp-
rMTaums 2 ctenenu u npusHaku JII (CONA 45 mwm pr.ct.).
boina BbinonHeHa MPT cepfua € ragonvHuem, no gaH-
HbIM KOTOPOW TakXXe OMnMcaHbl KPYMHble MHTPaMMOKap-
LVanbHble y4acTKN 3aMecTuTenbHoro prubposa B M1o-
Kapge nepefHeneperopofoyHbIX CerMeHTOB 1 BepXyLU -
ki JIX (puc. 3). K nevyeHuio gobasneHb! CMPOHONAKTOH
25 Mr/cyt. n Ttopacemug 5 mr/cyt. 1o HacTtosLwero Mo-
MeHTa CaMOYyBCTBME NALMEHTKIN OCTAETCS CTabUMbHBIM.

Cectpa npobaHma 55 nert, rinepcreHnYeckoro Tenoc-
noxeHus, poct 170 cMm, Bec 111 kr, UMT 38,4 kr/m2.
B sHBape 2010 r. (40 net) npu nNnNaHoOBOW perucrpa-
Lmn DKT BnepBble ObiN BbisiBNeHbl AB-Gnokana | crene-
HW 1 HapyLLleHus penonspu3aunm Mrokapaa (anesaums
cermenTa ST B otBeneHmax |, avL, V1-V3 po 0,1 MB, ko-
coHucxoaLlas aenpeccus cerMmenta ST B otBefeHMsax I,
I, aVF no 0,05 MB, cnabooTpuiatenbHbiv 3ybel, T B OT-
BegeHumax I, avL).

Bmapte 2022 1. (52 roaa) pa3Buncs NpucTyn yHalleH-
HOro HEPUTMWNYHOTO CepaLEeDOVEHNS, CONPOBOXAABLLNIN-
Csl YYBCTBOM TSXECTW B rpyam. bbina Bbi3BaHa Opuraga
cKkopon MedmumHckom nomoum. Ha SKI BnepBble 3ape-
MMCTPUPOBaH MAapOKCM3M Taxucuctonmnyeckon Or1; pa-
Hee onMcaHHble M3MEHeHMs penonapmsaLmm M1mokapaa
pacLieHeHbl Kak OCTPO BO3HMKLUME, MO NPUYKHE Yero na-
LMeHTKa rocnnTanmn3vpoBaHa B CTaLMOHap C npeaBapu-
TeNbHbIM AMArHO30M «OCTPbIV KOPOHAPHBIA CUHAPOMY.
CUHYCOBbIV pUTM OblNT BOCCTAHOBEH Ha (hOHE BHYTPU-
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WHTpamMuoKapamanbHble Yy4acTKW KOHTPacTUPOBaHUS.

A, b — knHo-pexum, SSFP-nocnepoBatenbHocTb: A — annHHag ocb JIK, 4-kamepHas npoekuus, b — KopoTkas ocb
Ha ypoBHe cpeaHux cermeHToB JIK; B-J1 — oTCpoYyeHHOe KOHTpacTnpoBaHue, IR-nocnenoBaTenbHOCTb C NoAaBneHneM
CUrHana ot mmokappga: B — anuHHas ocb J1XK, 4-kamepHas npoekuns, I — annHHas ock JIXK, 2-kamepHasa npoekuus,
1 — KopoTKas ocb Ha ypoBHe cpeaHux cermeHToB JIK.
AcmmMeTpuyHasa runepTpodus Muokapaa JK ¢ MakcumanbHOW TONWMHOM MUoKapha 0OasanbHbiX U CpegHux
cermeHToB MK go 1,7-1,9 cM. TnepTpodusi anmkanbHbIX cermeHToB Bcex cteHok JIK go 1,0-1,2 cm. MobanbHas
cokpaTumocTb JIK He cHuxeHa (PB JIXK 79%). HapyLweHuin cerMmeHTapHOM COKpaTUMOCTU M1okapaa JIXK He BbisiBNeHo.
B Munokappe Bcex nepefHeneperopofoyHbIX CEBFMEHTOB, a TakXe B 0bnactu BepxyLuku JIK BU3yanusmpytoTcs KpyrHble
KpacHbiMn cTpenkamMn yKasaHbl rMnepTpodupoBaHHbIe
cermeHTbl MK 1 annkanbHom obnactu JIXK. OpaHXeBbIMU CTpeNikaMu yKa3aHbl 30Hbl KOHTPACTUPOBaHUSI.
JDK — neBbin xenypouek, MXKIM — mexokenygoykoBas neperopogka, MPT — MarHMTHo-pe3oHaHcHas Tomorpadus,
®B — ¢pakumsa BeiOpoca

PucyHok 3. MPT ceppaua matepu npobaHaa

BEHHOro BBeeHUs amumogapoHa 300 mr. [poBefeHa Ko-
pOHapoaHrorpadus, No pesynsratamM KOTOpowW remMoam-
HaMWYeCKM 3HaYNMOE NOPaXKEHNE KOPOHAPHbIX apTepui
OTCYTCTBOBASO. B aHanm3ax KpoBy Habmoaanocs He3Ha-
YTeNbHOE NMOoBbILLEHKe YPOBHA TPOMNoHMHa |, NT-proBNP
0o 431 nr/mn. Mo gaHHbIM DxoKT BeprdumumMpoBaHbl
30Hbl MMMNOKMHE3a M1OKapa NepefHen U HNUXHeWN cTe-
Hok JIK 1 MK, ytonuieHwme cteHok JIK (TonuwmHa MK
1,1 cM, TonwmHa 3agHen cteHkn 1,0 cM, UHOEKC Mac-
Cbl MWoKapga 89 r/m?2), paclmpenme T (N3P 4,3 o,
obbem 85 mn) n 44 JIX Il Tnna (nceBgoHopManm3aums)
npwv CoXpaHeHHoW cuctonmyeckon dyHkumm JIXK (OB
55% ) 1 OTCYyTCTBUM AMnaTaummn ero nonoctu. o pesynb-
TaTaM CyTOYHOrO MOHUTOpMpoBaHKsa DKI no Xontepy 3a-
durkcnpoBaHa 1 npobexka Xenyao4KoBOW TaxMKapaum
13 3 KOMMJIEKCOB C YaCTOTOWM COKPALLEHWI XeNnyao4koB
105 ya/MUH. BbinicaHa ¢ HazHa4YeHUsaMM: BUCONPONon
2,5 Mr/cyt., 3Hananpui 2,5 Mr/cyt., anfepeHoH 25 mr/
cyT., Baburatpar 300 mr/cyT., knonugorpen 75 Mr/cyr.
(npuem B TedeHme 1 roga) 1 poszyBactatH 40 Mr/cyr.

B Hosbpe 2024 1. (54 roga) BbinonHeHa OxoKIl B au-
HaMuKe, KoTopasi Mo3Bonnia obHapyXNTb AanbHerllee

pacwmupenve NN (N3P 5,0 cm, obbem 105 mn) 1 gmna-
Taumio JIK (KOP 5,6 cm, KOO 154 mn). Mo gaHHbim MPT
cepaua C rafonnHMeM Takxe Oblnu BbISBIEHbl acM-
MeTpuU4Has rmnepTpodus Mmmokapaa JIXX (Makcnumans-
Has ToNWWMHa MMoKapaa Da3zanbHoro nepenHero cer-
MeHTa 1,5 CM, TONWMHa MMOKapha OpyrMx CcermMeHToB
0o 1,1 cM, MHIOEKC Maccbl Mrokapaa 74 r/m?2) u pacnpo-
CTPaHeHHbIM KPYNHOOYaroBbil CyO3anmnkapamanbHO-MH-
TpamuokaparanbHbin hrbpo3s JIK HekopoHaporeHHoM
npupoabl (okono 20% maccel Mrokapaa J1X); pyouo-
BOE MopakeHVe MMoKapaa B paMkax NOCTMH@APKTHOrO
KapOmocknepo3a onmcaHo He Obino (puc. 4). Takim ob-
pa3oM, ycTaHoBeH AnarHo3 «KMI1: cmellaHHbIn heHo-
™MN", K Tepanuu gobaeneHsbl fanarnudnosmH 10 Mr/cyT.
n Topacemug 2,5 mr/cyt. COCTOAAHME NaLMEeHTKM OCTaeTcs
YOOBNETBOPUTENbHBIM.

MneMsaHHUK npobaHaa 29 net, HOPMOCTEHNYECKOrO
TENoCnoXeHns, poct 197 cMm, Bec 95 kr, UMT 24,5 kr/m2.
XKanob He npegbssnsan. ObcnenosaH B anpene 2025 1.
(29 net), B YyactHocTK, NpoBedeHa IxoKI, no pesynbra-
TaM KOTOpOW BepUdULMPOBaHbI HE3HAYNTENBHOE pac-
LWpeHWe neBbix kamep cepaua (KOP JIK 5,6 cm, KOO
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A, B — kunHo-pexum, SSFP-nocnepgoBatenbHocTb: A — AnnHHaa ocb JIXK, 4-kamepHas npoekums, B — kopoTkas
OCb Ha ypoBHe GasanbHbix cermMeHToB JIX; (B-J) — OTCpoYeHHOe KOHTpacTMpoBaHue, IR-mocnefoBaTenbHOCTb
C rnogasneHMeM curHana ot Mumokappa: B — anuHHaa ocb JIXK, 4-kamepHas npoekuus, I — anuvHHaa ocb JIXK,
2-kamepHas npoekuus, [1 — KopoTKkas oCb Ha ypoBHe cpeHUX cermeHToB JIXK.
YMepeHHas acMMmeTpuyHas runepTpodus Muokapga JIK ¢ MakcMmanbHOW TonwuHor 6GasanbHOro cermeHTa
nepegHen creHku go 1,5 cm, ocTanbHble cTeHKU TonwmHon o 1,1 cm. MiHgekcupoBaHHas Macca Muokapga JIXK
74 r/m2. mobanbHas cokpatumocTb JK He cHuxeHa (OB JIK 57%). HapylieHUn cermMeHTapHOW COKpaTMMOCTU
Muokapga JIK He BbiseneHo. JIMN pacwmpeHo o 5,6x6,5 cm. PacnpocTtpaHeHHoe KpynHoo4yaroBoe cybanmnkapamnanbHo-
MHTpaMnoKapananbHoe KOHTpacTMpoBaHue GasaNbHblX U CPEfHUX CEFMEHTOB HUXHEW U nepefHeln cteHok JIXK
C pacrnpocTpaHeHneM Ha NneperopofoYHble CerMeHTbl, a TakXXe anuKasbHbIX CEFMEHTOB HUXHeN 1 BOKOBOW CTEHOK
JIK. KpacHbIMU cTpenkamu ykasaH runepTpodrpoBaHHbIv 6a3anbHbIn cerMeHT nepeaHer cteHku JIXK. OpaHxxeBbiMuU
CcTpenikaMu yKasaHbl 30Hbl KOHTPaCcTUPOBaHUS.
JDK — neBbint xenypouek, JINM — nesoe npepcepane, MPT — MarHUTHO-pe3oHaHcHasi Tomorpadus,
®B — dpakums BbIOpoca

PucyHok 4. MPT ceppaua cectpbl npobaHia

JOK 172 mn, N3P 1M 4,2 <M, obbem S 80 mn) 1 yton-
LeHwe cteHok JIXK (TonwmHa MK 1,1 oM, TonwyHa 3aa-
Hel cTeHkM 1,1 CM, MHOEKC MacCbl Mrokapda 85 r/m?2).
Ha 2K Bnepsble 3adumkcmpoBaHa AB-bnokaga | crene-
HW. Y4nTbiBas perynspHble 3aHATns crnopTtoM (cdyTtbon),
nauyeHTy pekOMeHO0BaHO OrPaHUYNTb DU3MHECKYIO Ha-
rpy3Ky C nocneayiowmmM AnHaMMYeckMm HabniogeHeMm.

B paMkax ceMenHoro CKpUHMHra KOMMiaekCcHoe Kap-
auonornyeckoe obcsiefoBaHve ObINo BbINOIHEHO Ae-
TAM npobaHma (Oo4b 29 net, ABa CbiHa — OOHOSMLEBbIX
onunsHeua 24 net) n nnemsHHULe npobaHaa 22 netr —
no AaHHbiM IxoKIl, KT 1 cyTOYHOro MOHUTOPUPOBA-
Hns KT no Xontepy KNMHUYECKM 3HAYMMOW NaTonorim
He 0bHapy>eHo.

TakXe M3BECTHO, YTO AAAd npobaHAaa Mo MaTepuH-
CKOW IHUM BHE3aMHO CKOH4Yancs B Bo3pacte 51 roga.

TeHeTUYeCcKNi ceMeViHbIN CKPUHUHI
Bcem ob6cnenoBaHHbIM POACTBEHHMKAM MpobaH-
[la NpoBefieHO cekBeHMpoBaHWe no CaHrepy Ans nof-

TBEPXAEHUA [BYX BAapPUAHTOB, BbISBMNEHHbIX Y MpPO-
OaHpa. BeposTHO maToreHHbI BapuaHT reHa MYBPC3
(rs727503195, c.1790G>A, p.Arg597GIn) obHapyxeH
y MaTepu, CeCTpbl, CbIHOBEN W MIEMSHHNKOB NpobaHa.
BapwaHT reHa DSP (rs200473206, c.273+5G>A) C He-
N3BECTHBIM KITIMHNYECKUM 3HaYeHNeM Yy POLACTBEHHMKOB
BepUdOULMPOBaH He Obi.

OOGcyxaeHune

B HacToflLee BpemMsa CTano o4eBUAHO, 4to MYBPC3-
accoummpoBaHHas KMI1 xapakTtepu3syeTcs 3Ha4MMOomn
PEeHOTMNNYECKOM FeTepPOreHHOCTbIO, KOTOpas Bblpaxa-
eTcs B OOLWMPHOM CrekTpe KIVHNYECKNX MPOsiBIEHUI:
OT OTCYTCTBUS CTPYKTYPHOW 1 (DYHKLMOHANBHOW NaTono-
rn MMOKapAa Y ManoCcMMATOMHOTO heHoTMNa 40 Tsxe-
noro Te4yeHus 6onesHu C paHHer MaHudecTalmen, npo-
rpeccrpylolen cepaedHor HefoCTaTOYHOCTbIO, XI3-
HeyrpoXamLwWwmMm HapyLeHuaMn putMa cepaua n BCC
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[3,5,8, 13,14, 16, 17]. MNpwu 3TOM 3Ha4nTeNbHaN Ba-
PUATUBHOCTb NMEHETPAHTHOCTM 1 SKCMPECCUBHOCTM 3a00-
NeBaHNs OTMeYaeTcs He TONbKO Yy MaLMeHTOB C Pa3Hbl-
MW BapuaHTaMu reHa MYBPC3, HO 1 Yy KPOBHbIX pPOA-
CTBEHHWKOB, MMEIOLLMX OAVH W TOT XK€ NaTOreHHbIA 1
BEPOSATHO MaTOreHHbIA BapPUAHT, YTO HAaXOAUT OTpaxe-
HWe 1 B NpefCcTaBNEHHOM KIIMHMYECKOM HabmnoaeHm
[3, 14, 16, 17]. AHanornM4yHo B cUCTeEMaTNYECKOM 00-
30pe B. J. Maron v coaBT. ObiNl ONKMCcaH cryvan cemMbi
C rMNepTpomPUYecKM (EeHOTUMOM U BapUaHTOM reHa
MYBPC3: oTuy 62 neT BbINOMHEeHa UMMaHTauusa Kapam-
oBepTepa-aedndpunnaTopa B 58 neT no npuymHe Hanu-
YMs BEpXyLLIEeYHOW aHeBpu3Mbl JIK; y cbiHa 37 neT oT-
Me4vanacb CUMMNTOMHas OOCTPYKLMS BbIHOCSLLEro Tpak-
Ta JIX, B CBSi3 C 4eM B 33 rofla NpoBefeHa centanbHas
MMO3KTOMWS; CTapLuen aodvepn 33 feT MMMNNaHTUPOBaH
KapanosepTep-aehundbpunnatop B 25 neT no noBofy Bbi-
paxeHHOW runeptpodum mmnokapga (>3,0 cM) C woko-
BoV Tepanuen B 31 rog; mnagwas nods 29 net 6oina
KIMHNYeCKM 300poBa («reHoTun+/deHoTun-») [16].

Mcxops 13 Toro, YTo NaumeHTbl, KOTOPble MMeIoT aHa-
NOrn4YHble BapuaHTbl reHa MYBPC3, oTnnyatoTcs Bblpa-
>KEHHOW reTeporeHHOCTbIO KIIMHUKO-MOP(ONOrnyeckmx
NPOSIBAEHUI, XapaKTePUCTUKN HeHOTINA, BEPOATHO, 3a-
BUWCAT OT CJTIOXXHOMO B3aVIMOAEWCTBUS Pa3NnYHbIX AeTep-
MUHaHT. BapuaHT reHa MYBPC3 GeccnopHo BbICTyna-
€T KaK KJllo4eBOe yCoBMe 1M 0CHOBa And pa3sutia KMIT,
HO, HECMOTPS Ha 3TO, Ha OCODEHHOCTI TEYEHWS U MPOrHO-
3a DOne3HM MOryT OKa3blBaTb BAMSHME VHbIE acnekTbl, Ta-
Kune Kak reHeTn4eckui oH, To eCTb Hann4e BapuaHToB
OPYr1X reHoB, 3MUreHeTnyeckne NpuYmHbI, B HaCTHOCTH,
(haKTOpbl OKPY>KatoLLLEV Cpefbl 1 HeN3BECTHbIe 4,0 HACTOS-
LLLero BpeMeHn mogmdmkatopsl [3, 17]. Tak, B onrcaHHOM
HabntogeH NpobaHm, NoMUMO BapuaHTa reHa MYBPC3
(rs727503195, c.1790G>A, p.Arg597GIn), umen peg-
KM BapuaHT reHa DSP (rs200473206, c.273+5G>A)
C Hen3BeCTHbIM KITMHNYECKMM 3HaveHeM, KOTOpbIA Mo-
TEHUMANbHO MOT BNIUSTb Ha heHOTUN 3aboneBaHums.

B nopasnstowem GonblumHCTBe cnydaeB ans KM,
accouMMpPOBaAHHOW C BapuaHTaMu reHa MYBPC3, Tunu-
4eH HebNaronpUATHLIN NPOrHO3, OfHAKO MOXHO Bbife-
NnTb hakTopbl, onpefenstolime bonee TAXenoe TeveHne
oonesHu [3, 8]. B nepBylo o4epeb K TaKOBbIM Mapke-
pam eHOoT1Na OTHOCUTCS BO3PACT NALMEHTOB, MOCKOMb-
Ky BapuWaHTbl reHa MYBPC3 cBsizaHbl C NPEUMYLLECTBEH-
Ho no3gHKM aebtotom KM [3, 8, 17]. MpencraBneHHbIn
cnyyan Takxke NoavepkyBaeT OMMCAHHYIO paHee 0Co-
OeHHOCTb: MaTb NpobaHaa UMena KIMHUYeCKyo MaHK-
decTaumio B CTaplleM BO3pacTe, Toraa Kak CblHOBbS
1 NNeMsHHMLA NpobaHaa MONOAOro BO3pacTa OCTatoT-
csi OECCMMNTOMHBIMU, U Y HUX OTCYTCTBYET CTPYKTYp-
HO-(PYHKLUMOHaNbHaa natonormg Mmokapaa. Tem spe-
MeHeM Yy MnemMsHHMKa npobaHaa obHapyXXeHbl NULlb
He3Ha4vuTeNlbHble yTonueHne cteHok JIK n pacwmpe-
HWe NeBblX KaMep cepAla, KOTopble MOMyT OTpaxaTtb
He TONIbKO HavalbHble cTafunmn 0onesHn, Ho 1 PUKCUpPo-
BaTbCA BCIIEACTBME PerynsapHbIX CNOPTUBHbBIX TPEHUPO-
BOK 1 TpebyIoT ANMHAaMUYeCcKoro HabnoaeHns.

OpyrmMm MogouduKaTtopom eHoTrNa ABNAETCH reH-
nepHas cneunduka MYBPC3-accounmpoBaHHom KMI.
JlutepatypHble fAaHHble NOCNeHNX NeT CBUAETENbCTBY-
0T O TOM, 4TO GOoJee BbiCOKas MEHETPAHTHOCTb, PAHHUN
LeboT CMMNTOMAaTUKK U HeDNaronpusTHble KNMHNYe-
CKMEe UCXOLbl PErMCTPUPYIOTCA Y MaLMEHTOB MYXCKOMO
nona [3, 14, 17-19]. 310 ObINO NPOAEMOHCTPUPOBAHO
B uccnegoBaHum M. Fabiani 1 coaBT., roe y4acTBoBanm
1108 nauwnentos ¢ FKMI 1 BapuaHTamu reHa MYBPC3.
B n3yyaemom koropTte 3aboneBaHye Yallle eboTpoBa-
No B MOJIOAOM BO3pacTe y MY>XUMH, Tak>ke OHW OTAn4a-
nncb bonee BbIPaXKEHHOW NMEHETPAHTHOCTbIO U Xy LN -
MU ncxopamm donesHm [19]. DTo HaxoguT OTpaxeHue
1 B NpefcTaBNeHHOM KIMHUYECKOM HabnoaeHnu, roe
y npobaHAa MyKCKOro rnofia otTMeyanacb MaHudgecra-
LM B CPAaBHUTENBbHO paHHeM Bo3pacTe, Obinn BbisiBne-
Hbl BOBJle4eHMe 0OOUX XeNy[o4KOB CO 3HAYNTENbHbIM
hrbpo3om Mrokapaa, pe3koe yxyaLeHne Kak CUCToNm-
4yeckou, Tak M AMacToNn4eckon yHKLUN Xenyao04koB
1 3HaYMMble HapyLLeHWs pUTMa 1 NPOBOAMMOCTM C Ha-
crynneHem BCC B 51 roa. B cBoto o4epenb, MaTb Npo-
OaHaa B Bo3pacte 80 neT nMMeeT ManoCUMMNTOMHbIV dhe-
HOTWM, AN CecTpbl NpobaHAa TakXke XapakTepeH OTHO-
CUTENBHO YAOBNETBOPUTENBHbBIV KIMHNYECKMIA CTaTYC.

MpeobnagatouM MopdONorniyeckM BblpaxkeH M-
€M NaToreHHbIX M BEPOSTHO NATOreHHbIX BAPNAHTOB reHa
MYBPC3 BbicTynaet F[KMI [3-6, 8-10, 16, 17, 20, 21].
OpHako, NPUHMMas BO BHVIMAaHME reTeporeHHoCTb Npo-
SIBNIEHNM, aHANOrMYHble BapWaHTbl reHa MYBPC3 onu-
CaHbl VI NpyY ApYr1x BUAAX PeMOAENMPOBaHNS MUOKap-
na. Tak, COrnacHoO AaHHbIM NMTepaTypbl, BapyaHTbl reHa
MYBPC3 HabnopatoTcst npu annataumoHHomn KMIM ¢ va-
crotom o1 <1% 00 2% cnyvaes [11]. BMmecTe c TeM Hefb-
381 UCKITIOYUTb, YTO AMNATaLMOHHbBIV NAaTTEPH MOXET fiB-
NATLCS HE TONbKO HE3aBUCMMbIM BUOOM PeMOAeNMpoBa-
HWS NpY BapuMaHTax reHa MYBPC3, HO 1 OTpaxaTb OAUH
13 3TanoB KWMHWYECKOro KOHTWHYyMa 3aboneBaHus,
Korga nepBMYHO Pa3BKMBaeTCA rmnepTpodus Mmokapaa,
a fanee cepfLe CTaHOBUTCA TMMNOKNHETUYECKNM W 3aTeM
LMNaTUPOBaHHbIM BCeACTBME TMbeny KapamomMmoLum-
TOB W 3aMecTuTensHoro dmbposa [17]. Hapsay ¢ atum,
C MeHblLLIEN BEPOSTHOCTbIO BapuaHTbl reHa MYBPC3 Mo-
ryT ObITb OOHapy>XeHbl Npu pecTpukTeHon KMT, a Tak-
Xe CMHOPOME HeKOMMAKTHOro Muokapaa JIXK, kotopbin
XapaKTepM3yeTcs 3HaA4YMOW reHETUHECKOW BapmMaTBHO-
ctbio [3, 11, 13]. B onMcaHHOM KMHUYECKOM Habnio-
LleHnn y npobaHaa Obin BbISBNEH CMELLIaHHbIN heHoTUN
B BMAOe rMnepTpodmyeckoro T1Mna pemMoaenpoBaHms,
CMHAPOMA HEKOMMAKTHOrO MUOKapAa v paclumpeHus
BCex Kamep cepfua. Y Matepu npobaHmoa Bepuduum-
poBaHa nsonuposaHHas F’KMI ¢ ocobbiM BoBMeYeHEeM
anukanbHbIX CErMEHTOB, a cecTpa NpobaHaa MMeeT coye-
TaHWe rnnepTpodPU4ecKoro eHotTuna 1 gunataumm ne-
BbIX OTAENOB CepALa, YTo HarsaaHO OEeMOHCTPUpPYeT re-
TePOreHHOCTb Mopdonornyeckux nposeneHmn MYBPC3-
accoummpoBaHHom KMTT.
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3akJdyeHne

HecMoTps Ha OONbLLOW Hay4HbIM MHTepecC W 3Ha-
YUTENIbHOE KONMMYECTBO BbIMOMHEHHbIX MCCNeLOoBaHNN,
MMeloLLMeCcs B HACTOALLMA MOMEHT AaHHble He NO3BO-
NS0T B NOMHOM Mepe 00bACHUTb CTOMb BbICOKYIO Ba-
prabensHocTb deHoTnna MYBPC3-cBsizaHHoM KMIT.
Heo4HO3Ha4YHOCTL CTpaTUMUKaLMN pUCKa U onpefene-
HUS NPOrHO3a, 3aTPyOHEHNS NPW BbIOOPe TakTWKK Befe-
HMA TaKMX NaLMEHTOB CYLLECTBEHHO YXYALIAOT Ka4eCTBO
OKa3blBaEMOW MeAULIMHCKOW NoMolM. B cOBOKyNMHOCTU
3T0 hopMUpyeT NoTPebHOCTb B AallbHEMLLIUX UCCNeno-
BaHWAX C LeNblo YCTaHOBUTL Donee YeTkyo Koppensaumio
MeX[ly reHOTUMOM 1 (heHOTUMNOM 3aboneBaHums.
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