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PE3HOME

0c06eHHOCTN KNHWYECKOr0 TEYEHUS HEKOMMAKTHO Kapauomuonatuu,
NPOrHO3 N faXe ee ANarHoCTuka Ao CKUX rnop ABMAETCA npeameTom anc-
Kyccuii. MHoroo6pasue (eHoTMNOB 3T0ro 3a60/1eBaHNsA U reHeTnyYeckas
reTeporeHHoCTb ANKTYET HGOGXO,D,VIMOCTI: [eTanbHOro KnnHM4Yeckoro n
MOJIeKYNAPHO-reHeTn4eckoro OﬁCJ‘Ie,ELOBaHVIFI NnauneHToB C 37O nartosno-
rvei.

MpefcTaBNeHO KNUHUYECKOE HAGMI0AEHNE NaLMeHTa ¢ AunaTautoHHbIM
(heHOTUNOM HEeKOMNAKTHOrO MUOKapa J1IeBOro XXeyaouka, nporpeccu-
POBaHMEM XPOHUYECKON CepAeYHON HEA0CTATOYHOCTH, @ TAKXKE HaNM4MEM
)KeNy[04KOBbIX HAPYLLEHWA PUTMA 1 TPOBOAUMOCTI, NOTPE6OBABLUMX UM-

Bknap aBTopoB. Bce aBTOpbI NPUHUMANV y4acTe B NOLATOTOBKE CTaTbu U1
COOTBETCTBYIOT Kputepusam asTopcTaa ICMJE.
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MNaHTALMN PECUHXPOHM3UPYIOLLIEr0 YCTPONCTBA C GOYHKLMER aednbpus-
natopa (CPT-D). V naumeHTa BbisiBneHa mucceHc-mytaums c.1892A>G
(p.Tyr631Cys, rs1060501183) B reHe PKP2 B reTepo3nroTHOM COCTOSIHWN.
06CyaeHbl BONPOCHI AWArHOCTUKN, AUDEPeHLManbHO AMArHOCTUKM
C apUTMOTEHHOI AMCNA3neli NpaBoro »eny[oyka u ctpateruu eyeHus
3260/1eBaHus.

Knroyesble cnoBa: HekoMnakTHas kapavomuonatus; MPT-anarHocTuka;
myTaums; reH PKP2; peCUHXpOHU3UPYIOLLEe YCTPOICTBO C CDYHKLMEN Je-
hubpunngrTopa

KoHchnukT nHTEpecoB. ABTOPbI 3asBIAKOT 06 OTCYTCTBUM KOHMNKTA UH-
Tepecos.
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SUMMARY

The features of the clinical course of non-compaction cardiomyopathy, its
prognosis and even its diagnosis are still the subject of discussion. The
variety of phenotypes of this disease and genetic heterogeneity dictates the
need for detailed clinical and molecular genetic examination of patients with
this pathology. The article presents a clinical observation of a patient with a
dilated phenotype of left ventricular non-compaction, progression of chronic
heart failure, as well as the presence of ventricular rhythm and conduction
disorders that required the implantation of cardiac resynchronization therapy-
defibrillator (CRT-D). The patient was found to have a missense mutation c.

Authors’ contributions. All authors participated in the preparation of the
article and meet the ICMJE criteria for authorship.
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1892A>G (p.Tyr631Cys, rs1060501183) in PKP2 gene in a heterozygous
state. The issues of differential diagnostics with arrhythmogenic right
ventricular cardiomyopathy and treatment strategies for the disease were
discussed.
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KIMVHWNYECKW CITYHAN
FEHETVIKA HEKOMIMAKTHOW KAPQVIOMVIOMATUV

BBEJJEHNE

HekoMnakTHas kapauomuonatusi nesoro xenypodka (HKMM) —
KMMHWUYECK TeTeporeHHoe 3abomeBaHne, XapakTepuaytoLleecs no-
BbILLIEHHOW TPABEeKYNAPHOCTLIO W FMYBOKUMIU MEXTPabeKynapHbIMN
Yry6neHuaMu MUOKapaa, COOBLIAIOLLMMUCH C MOMOCTbIO 18BOr0
xenymodka [1]. CornacHo nuTepaTypHbIM AaHHLIM PAcnpoCTPaHeH-
HOCTb 3a60/1eBaHus konebnetcs B npeaenax 3-26 Ha 10 000 Yenosek
[2]. OnucaHbl Kak n30nMpoBaHHas hopMa HeKOMNAKTHOrO MUOKapAa
nesoro »enynoyka (HMJDK), Tak 1 ero coyeTaHue ¢ Apyroi nato-
NOruei, npexae BCero ¢ pas3nnyHbiM1 hopMami KapanomMmonaTtiii:
aunarauuonHas (OKMIM), runeptpodonyeckas (TKMIT), pectpukrms-
Haa (PKMM) n aputmoreHHas kapanomuonatus npasoro XXenyao4ka
(ALIMXK), a Takxe ¢ BPOXAEHHbIMM nopokamu cepaua [3,4]. HMIDK
IMEET, B OCHOBHOM, ayTOCOMHO-AOMWHAHTHBIA TN HacneaoBaHus,
O[IHAKO BCTPEYAETCH TaKXKe ayTOCOMHO-PELECCUBHOE, X-CLIeNNneHHoe
N MUTOXOHAPWANbHOE HacneaoBaHue aToro 3abonesaqus [5]. K Ha-
CTOSILLEMY BPEMEHN W3BECTHO He MeHee 80 reHoB, B KOTOPbLIX 06Ha-
pyxusatotca mytauum npu HMJDX [1], npn 3T0M 60bLIMHCTBO M3
3TIX reHOB acCOLMMUPOBAHbI NPEUMYLLECTBEHHO C Pa3BUTUEM APYrinX
KapauoMunonaTuii. 3HaHWe reHeTUHeCKUX NPUYWUH pa3BuTUS 3a60-
NEBaHMs, 0COBEHHO Y MALMEHTOB C TSXKENbIM TEYEHMEM, NO3BOMSAET
YNYHLWNTb NPOrHO3 1 BbIGPaTh ONTUMANbHYH TAKTUKY NEYEHUS.

B naHHoit paboTte NpuBeAeHbl Pe3ynbTaTbl KOMMEKCHOrO KNUHN-
KO-WHCTPYMEHTANbHOrO U TeHeTUYeCKOro MCCRefoBaHMs nauueHTa
C aunataunoHHbIM doeHoTunom HMITXK v Hanuymem »enyano4koBbIX
HapyLLEeHWiA puTMa 1 NPOBOANMOCTW.

MATEPWAN U METO/Ibl

MauneHTy (MyX4nHa, 53 r.) 6bI7I0 NPOBEAEHO KIMHUYECKO-UH-
CTPyMeHTanbHOe  06CNef0BaHMe, BKNKOYaBLUee  OO6LLENPUHATHIN
OUOXMMMYECKUA aHanu3 kpoBW, IKI B 12 OTBEAEHMAX, CYTOYHOE
moHuTopupoBanne JKI, 3xoKl n MPT cepaua ¢ 0TCPOYEHHbIM KOH-
TPacTUPOBAHNEM.

Kputepun HMJTXK 6bin noaTBep/eHbl ¢ NOMOLLbIO ABYX BU3Y-
ANU3NPYIOLLMX METORO0B uccnefosanns: 1) cornacHo IxoKI kpute-
puam Jenni et al. [6], BK/IOYaKOLWMM Hann4yme COOTHOLLEHWUS HEKOM-
naktHoro (NC) n komnaktHoro (C) cnoes NG/C>2,0 B KOHLe CUCTOSb;
MHOTOYUCIIEHHbIX YPE3MEPHO BbIAAKOLLMXCA Tpabekyn u rny6oKux
MEXTPabeKyNApHbIX YrnyoneHuin; Hanu4ne 6onee 2-x Tpabekynsap-
HbIX Yrny6reHnit, CHabXaemblX BHYTPUXENYLO4YKOBOW KPOBbIO, MO
[laHHbIM LiBETHOrO [ONMMEPOBCKOro aHanuaa; 2) cornacHo MPT-
Kputepuam (Petersen) [7], BKIIOYAIOLLMM KOHE4HO-LMACTONNYECKOE
cootHoweHne NGC/C>2,3 B 0gHOM 13 cermeHToB JDK N0 ANUHHbIM
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PucyHok 1. KT nauyueHTa MCXOHO
Figure 1. Patient’s ECG initially
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ocam MPT-n3o6paxeHus 1 Kputepusim, onucadHbiM A. Jaquier [8]
npu JoJie HEKOMNAKTHOro Muokapaa >20%.

Mpw cytouHom moHuTopuposanuu IKI (CM 3KT) oueHuBanm konu-
YeCTBO XKEeNY[0YKOBbIX KCTPACWCTO, HANMyUe 3Nu30J0B HEeyCTOM-
41BON XXeny[o4KoBON Taxukapauu (XKT), onbpunnaumuu npeacepamn
(@) n opyrue HapyLLeHUs pUTMa 1 NPOBOAUMOCTHU.

MeTof0M BbICOKONPOU3BOANTENLHOMO CeKBeHUpoBaHus (NGS) Ha
npuéope MiSeq (lllumina) ocyLLecTBAANCA NOUCK MyTaLWil B KOAUPY-
toLLelt nocnenoBarenbHoCTy 174 reHoB, acCoLMMPOBAHHBIX C Cepey-
HO-COCYZMCTON NaToNornen.

KNUHUYECKUIA CNYYAR

MaumeHT J1. — 53-NeTHUIA MY>XXHMHA, HOPMATIBHOTO TENOCTOXEHUS,
poct 178 cm, Bec 80 kr. CemeliHblil aHaMHe3 OTATOLLUEH HanM4yuem
HapyLieHuin putMa cepgua y matepu (®r1 ¢ 50-neTHero Bo3pacTa).
B Bo3pacte 48 net nauneHT 06patUNC K Kapamonory no Mecty u-
TeNbCTBA C Xanobammn Ha nepuoamyeckne cepauebueHns, conposo-
XKAANOLLMECS OLLYLLIEHNEM HEXBATKM BO3JYXa U FOJI0BOKDPY)XXEHWEM.

Ha ncxonroii 3KI 3apernuctpupoBaH cuHycosbii putm ¢ HCC 59 yo/
MUH 1 nomHas 6nokaga neson HOXku nydyka Muca (QRS — 170 mc)
(puc. 1). C npeasaputensHbiM guarHozom «WBC, atepocknepotuye-
CKUIA KapAMOCKNEpOo3 C NOHON 6NM0OKa0M NeBON HOXKM nydka Mca
(MBJIHMT), YacTas >enyao4koBas 3KCTPACUCTONUA, HEYCTON4MBast
xenynoykosas Taxukapans, XCH ®K [l NYHA» 6bin HanpaBneH Ha
rocnutanusaumio B PHIL «Kapanonorus» ans yTo4HEHWs auarHosa
11 OMPeLeneHns TakKTUKN NIeYeHus.

Mpu noctynnenun 8 PHIL, «Kapanonorus» oTMevan cepaueou-
eHUe, OfbILLKY NpK Manemilen usn4eckoin Harpyske, o6LLyio cna-
60CTb 1 YyTOMIIAEMOCTb.

[ns 1CKMo4eHns reMOSUHAMUYECKN 3HAYMMOrO MOPKEHUA KO-
POHAPHBIX apTepuii NauueHTy Gbina BbIMNONHEHA KOPOHAPOAHTUorpa-
(hus. Mo AaHHBIM KOpOHAapOaHruorpaguu: CTBON NeBON KOPOHAPHOM
aptepun 6e3 BUAMMOIA natonoruu. B 3-m cermeHTe nepefHen mex-
)Kenyi04K0BON BETBU ONPEAENSAETCA MbILLIEYHbIA MOCTUK CO CTEHOTM-
YeCKUM CY>KeHueM B cuctony ao 70%. OrnbatoLLas BeTBb, BETBU Ty-
noro Kpas, npasas KOpoOHapHas apTepus — 6e3 BULUMON NaTonorum.
Tun KpoBOCHAGXXEHMS — NPaBbIiA.

Mpw NpoBejeHNM YNbTPA3BYKOBOI0 UCCIEA0BaHNS ObIrO BbISBEHO
CHWXeHWe dhpakumm Bblbpoca 1esoro xenyanoyka (®B JIXK) go 24%,
aunaraums kamep cepgua (Jn 44 mm, OJIN/TINT 59 mn, KAP JK 96
MM, KCP JIXK 69 mm, KOO J1XK 380 mn, KCO JTXK 289 mn, mutpanbHas
peryprutaums Il cteneHn ¢ o6bémom 34 mn) (puc. 2); pacLumpeHue
npasoro npeacepans 10 50/52 mm, Npasoro »xenyaoyka go 31 mMm,
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PucyHok 2. TT 3xoKI - 4-x kamepHas no3uuus
Figure 2. TTE: apical 4 chamber view

MK 57 mn, KCO MK 33 mn, ®B MX 43%, TonwmHa cBo60aHON
cTeHkn MK 3 mm, TpukycnugansHas peryprutauus |-l ctenenm, cu-
cTonmyeckoe fAasreHue nerodHon aptepun (COJ1A) 46 mm pt.cT.,
ANPAY3HbINA TMNoKMHE3 JDK, Npu3Haku HeKOMNAKTHOro MuokKapaa
JDK (TpabekynapHoe CTpOeHUe nepesHe60KOBON CTEHKM BepXyLUey-
HbIX CErMEHTOB C pacnpocTpaHeHnem Ha cpefHue) (puc. 3).

OTmeyeHO CHukeHue rnobanbHol (GLS -7,4%) n pernoHanbHoil
NPoAoMbHOIA cokpatumocTi JIK no faHHbIM 2D Strain (puc. 4).

Mo gauubiM MPT ¢ OTCPOYEHHBIM KOHTPACTMPOBAHMEM FaLONNHI-
eMm BbisiBNeHbI cHmKeHne OB JIK no 15%, gunatauus nonoctn JIK
(vnpexc KOO J1K 136,8 mn/m?, nnaekc KCO 129,7 mn/m?), KapTuHa
HEKOMMAKTHOr0 MWOKapaa C runepTpabekynspHOCTbIO, YAOBMET-
BopstoLlen kputepuam (Petersen, Jaquier), (puc. 5) ¢ npusHakamu
WHTPAMMOKAPAMANbHOTO HAKOMMEHWA KOHTPAcTHOrO BeLecTBa B
OTCPOYEHHYI0 (ha3y B 6asanbHbIX 1 CPEAHMX CErMeHTax nepeaHe- 1
3a/1He-60KOBOWN CTEHKN HEWLIEMIUYeCKOro Xxapakrepa, npu aToM npo-
LieHT 06bema hubpo3a muokapaa coctasun 25% (puc. 6).

Mo aaHHbIM CYTO4YHOrO MOHKUTOPUPOBaHMS IKI 0TMEeYanach Yacras
Xenyno4ykosas akctpacucronus, 627 (0,61%) 3a cytku, ¢ HeycTom-
YMBLIMU NPOBEXKAMIU MOHOMOPHOI XeNnya04KOBOM Taxukapauu

PE K Bsrinae) = 409 %

ANT-SER

INF-LAT
CErst, NMAEODOE CHETON
AR Do Mex 11 LETRERH = <05 %

"4 I i 1 pcy ¥ APA Jano Mex [ ponoan aps
PucyHok 4. TT 3xoKT ¢ onpeaenexuem rnobanbHoi
W PEruoHanbHoi NPoJoNbLHOA COKPATUMOCTH
Figure 4. LV global and regional longitudinal strain
determined by speckle-tracking EchoCG

Pucynok 5. MPT ceppua B npoexuuu
KOPOTKOW OCH NIEBOr0 Xenyao4ka Ha
ypoBHe cpepHux cermenToB. NC/C>2.3  Ha ypoBHe 6a3anbHblX CErMEHTOB

Figure 5. CMR, short-axis view
of the left ventricle at the level
of the middle segments

Pucynok 3. TT 3xoKT - no3uuus no KopoTKoi napacTepHanbHo 0CH Ha
YPOBHE CPefHMX CErMEHTOB
Figure 3. TTE: parasternal short axis view (papillary muscle level)

(?KT), MBJIH ny4ka Mca.

MauneHTy 6bi1a Ha3HaYeHa CTaHLAPTHAA MHOrOKOMMOHEHTHas Te-
panus XCH. Ha choHe perynsipHoro npuema nekapcTBeHHbIX CPEACTB
0TMeyanach cnabas nonoXuTeNbHas AUHAMUKa 1 COXPAHSANUCH CUM-
MTOMbI. BbINI0 NPUHATO PeLIeHNe UMNAAHTMPOBATL MALNEHTY PECUH-
XPOHU3UPYIOLLIEe YCTPOICTBO C oyHKLUMeR aecombpunnatopa (CPT-D)
B pexkume DDD (AsVp).

B annamuke HabnoaeHnsa nposieneHns XCH 06beKTUBHO YMEHbLLIK-
nmck. Mo gaHHbIM 3X0KI Yepes rof 0TMEYeHO 3HAYUTENbHOE PEMO-
JenupoBaHune nesbix oTaenos cepaua (JIM 42 mm, n0M 40,3 mn/m?,
KOP 74 mm, KGP 59 mm, KO 238 mn, KCO 184 mn), ®B JDXK coxpa-
Hsnacb HU3KOM M coctaBuna 27%. Mo gaHHbIM nocnegHero IxoKr-
NCCNeS0BaHNA OTMEYEHA 3HAYUTENbHAS MONOXWUTENbHAA AUHAMUKA
(111 34 mm, 0NN 37 mn/m?, KOP 62 mm, KGP 55 mm, KOO 189 mn,
KCO 133 mn), ®B JIXK Bo3pocna o 29%, nepeaHe3afHuin pasmep
K coctasun 20 mm, dhpakums usmeneHus nnowaan 38%.

Mpw KoHTpone pa6otbl CPT-D yepe3 MecAL, NpOLEHT GUBEHTPUKY-
NAPHORA cTUMYNALMK cocTasun 6onee 99%. HapylweHWin B CEHCUHIe
U CTUMYNALMM He 0BHapYXeHo, 3anporpammuposaHa Tepanus XXT/
@®XX. lMpu BbINOMHEHUM KOHTPOMBHOI IKI 0TMEYANoCh 3HAYUTENbHOE

Pucynok 6. MPT ceppua B npoexuuu
KOPOTKOi OCH NIEBOr0 Xenyao4ka

Figure 6. CMR, short-axis view

of the left ventricle at the level
of the basal segments
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KIMVHWNYECKW CITYHAN
FEHETVIKA HEKOMIMAKTHOW KAPQVIOMVIOMATUV

cyxeHue uHTepsana QRS, cBUAETENbCTBYIOLLEE B NONb3Y I EeKTIB-
HOW pab0oTbl PECHHXPOHU3MPYIOLLEro YCTPOCTBA (pUC. 7).

¥ e | ) s e s

PucyHok 7. 3KI nauymnenta nocne umnnantauuu CRT-D. QRS=100 ms
Figure 7. Patient’s ECG after CRT-D implantation. QRS=100 ms

B peaynbTare npoBeeHHOM0 reHeTNYecKoro ncenenoBaHns Gbina
BbISiIBIeHa MUcCeHc-myTauns ¢.1892 A> G B reHe PKPZ2, npuBoas-
[as K 3aMeHe TUPO3WHA Ha LUMCTeUH B 631 KOJOHE aMUHOKMCNOT-
HOI nocnefoBaTeNbHOCTM 6Genka nnakodunuHa-2 (p.Tyr631Cys,
rs1060501183). OcTaToOK TMPO3NHA ABNAETCS BbICOKOKOHCEPBATUB-
HbIM, KPOME TOr0, CyLLEeCTBYeT 60MbLUas oM3NKO-XMMUYECKas pas-
HMLA MeXy TUPO3MHOM W LUCTEMHOM. 3TOT BapuaHT 6biNl BbISBNEH
paHee y naumenta ¢ ALMK [9]. Mpwu cerperaynoHHOM aHanuse He
[l0Ka3aHa 0JJHO3Ha4YHas CBA3b JAaHHOW 3aMeHbl C PEHOTUNOM, OfiHA-
KO 9TO MOXXHO 06BACHUTH PA3/NINYHONA NEHETPAHTHOCTLIO M KCMPEC-
CWBHOCTbIO AAHHOro 3a60neBaHNsA. [JMarHoCTUYECKY0 3HAYUMMOCTb
06HapyXeHHOW 3amMeHbl NOATBEPXAAET U (DAKT OTCYTCTBMSA 3TOr0
BapuaHTa B 60MbLUMX NONYNALMOHHbIX UCCEN0BAHNAX HACENeHUs.
Ha naHHbIi MOMEHT BbifiBNeHHas 3ameHa p.Tyr631Cys knaccudmum-
POBaHa Kak BapuaHT HeonpeaeneHHoro 3Hayvenns (VUS), nocKonbKy
CYMTAETCA, Y4TO MMEIOLLMXCA AaHHbIX HEJOCTaTO4YHO AN onpeaene-
HWS ero ponu B 3ab6ofeBaHnK. 3annaHMpoBaHO NpoBefeHue 6u-
KailmmM poACTBEHHMKAM KAaCKaAHOr0 CKPUHIHTA HA Hanmnymne y HUX
MyTauuu C Lenblo CerperaumMoHHOro aHanuaa  npecumnToMariye-
CKOIi IMarHOCTHKM.

OBCYXJEHUE

Mo pesynbtatam o6cnepoBanus IxoKl u MPT cepaua ¢ oTcpo-
YeHHbIM KOHTpacTMpoBaHuem guardo3 HMJTK y npefctaBfieHHOro
nauueHTa He BbI3biBan COMHeHWA. OfHAaKo Habniofaemoe Hapy-
LeHNe pUTMa 1 BbisBNEHHan MyTaumus p.Tyr631Cys B reHe PKP2,
nedekTbl B KOTOPOM fBNAIOTCA Hambofee 4acTOW reHeTUYEecKOom
npuyanHoin passutus ALK, nobyamnn k nposefeHwo andde-
PEHLMANbHON AWMArHOCTUKM C LaHHbIM TUMOM Kaphuomuonartuu. B
Xo0fe 006CNnef0BaHNs Y NauneHTa He BbISIBJIEHO HWU «60NbLIUX>», HU
«manbix» kputepues ALMK. Ha KT oTcyTcTBOBaNa € — BO/HA, He-
raTuBHble 3y6Lbl T B J1EBbIX 1 MPABbIX FPYAHbIX OTBELEHMSX, CHUXKE-
Hue BonbTaxka komnnekca QRS. Mpu MPT cepaua He 06HapYXeHO
Junatauuu npasoro Xenynoyka co CHKeHEM ero pakLmm Bbl-
6poca, 4T0 ABNAETCA TMNWUYHbIM npuaHakom ALMXK. Hanpotus, y
nawlueHTa 0TMe4anocb npeobnafaHue Aunatauun NeBbiX OTAEN0B
(unpekc KOO MK 58 mn/m? ®B MK 50%) co cHmkeHnem OB JIK
10 25%. B nutepatype onucaHa 6uBeHTpuKynapHas dopma ALMK
¢ BosneyeHnem JDK u nporpeccuposadnem XCH [10]. Beayuias
pPOfb B MOCTAHOBKE AWarHo3a npu aton goopme Ha psgy ¢ IxoKr un
MPT- kputepuam npuHaanexut JHK-guarHocTuke.

'eH PKP2, BnepBble 0xapakTepu3oBaHHbIin B 1996 rogy [11], Ko-
OUpyeT 6efoK NNakomunnH-2, KOTopbin ABNAETCS KOMMOHEHTOM
[leCMOCOMHOI0 KOMM/EKCa W U3BECTEH, MPex[e BCero, CBOei po-
Nbl0 B ME@XKNIETOYHON aaresuu. [0 HeaBHEro BPEMeHU MyTauum
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B reHe PKP2 npenmylLecTBEHHO CBA3biBanu ¢ passutuem ALK,
NOCKOJNbKY Y MauueHTOB C JAHHOW natonorven OedekTbl B reHe
PKP2 asnstoTca Hambonee 4actbiMn M coctasnsoT 40-60% ot
BbiABNAeMbIX MyTauuii [12,13]. PaclimpeHue reHeTMHecKoro Te-
CTUPOBAHUA B 06M1ACTU CEPAEYHbIX apUTMMIA, BbI3BAHHOE YBENU-
YeHWeM [OCTYMHOCTU 60MbLUNX KOMMEKCHBIX MaHeseil, npueeno
K OTKPBITUIO TOFO, YTO BapWaHTbl B OfHWUX U TEX XEe reHax Moryt
UMeTb pasnuyHble EHOTUNWYECKNE NpOoABneHus. Tak, myTauun B
reHe PKP2 6binin 06HApYXXeHbl My NALMEHTOB C Apyrumun 3abose-
BaHMAMM: cuHapom bpyrana (BrS), ngmonatuyeckasn gpubpunnsums
xenynoykos, FTKMIM, OKMIT n HMJTXK. Takon addeKT reHa MoxeT
6bITb 06YCIIOBJIEH MHOTUMU NPUYUHAMK, B TOM HUCIE PA3NNYHOM
noKanusaumen MyTauuin, ux yHKUMOHATbHON 3HAYUMOCT!0, a TakK-
)Xe MHOroo6pasnem yHKLUUIA Kogupyemoro 6esika 1 MHOro4mMCIIeH-
HOCTbIO ero B3aUMOZENCTBMIA C Apyrumn 6enkamu. Mnakodmnuy-2
06HapYXeH B PasfiMyHbIX KNneTkax u TkaHax opraHusma [11]. Kak
BbIICHUNIOCb, 3TOT 6€J10K, B JONOMHEHNE K CBOEN OCHOBHOI PO/K B
KNeTOYHOI agresmun, 06ecreqnBaeT BHYTPUKIETOYHYIO CUTHATTbHYIO
PErynauMnm N 0KasblBaeT BNMAHWE HA TPaHCKpunumio reHoB RYR2,
ANK2, CACNA1C, TRDN n CASQ2, KoTopble KOHTPONUPYIOT BHYTPY-
KNETOYHbIN LMK KarbLis U aCCOLMUPOBAHBI C PA3BUTUEM OMACHbBIX
LNA XKW3HU aputmui [14]. Bce 3T MHOro4mcneHHble YHKLUUM 1
B3aMMOCBA3N NNaKOMUINHA-2 MOrYT ObiTb OCHOBOW ANt (DEHOTK-
NUYECKOro pasHoobpasna KNUHUYecKon Kaptunel ALMXK.

C npyroii CTOpoHbI, HabnoaaeMble peHOTUNbI CUHAPOMa bpyrana
(BrS), TKMI, OKMIM n HMJDXK y HocuTeneid myTauun B reHe PKP2
Ha OnpefeNieHHON CcTaguu pas3BuUTUS 3a00M1eBaHUA MOryT 6bITb Ma-
ckon ALIMXK B 3aBUCMMOCTM OT FEHETUHECKOro hoHa, B TOM yucne
JONOJHUTENbHbIX MyTaLWiA, 06pasa XW3HN naunenTa u T.4. Tak, no-
BuaUMOMYy, no Tuny BrS B HekoTopbIX cnyyasx AIDKIT MoxeT npoTe-
KaTb Ha HayanbHON cTaguu, npu 3ToM JKMI MOXeT 6bITb KOHEYHOI
craguen AQIMK [15].

K HacTosiLLeMy BPeMeHM B HAy4HOMN NUTepaType UMEOTCs TaKkxe
e[IHIYHbIE COOOBLLUEHNS O CBA3M MyTauuil B reHe PKP2 ¢ pa3sutu-
em HMJT)K. Tak, B 04HOM 13 1ccnefoBaHuin oncaHa roMo3nroTHas
aeneums (hg19, chr12: 32,936,266_33,056,189) pasmepom 120 kb,
3axBatbiBatoLLeil BeCb reH PKP2, y 6parta n CecTpbl C AMArHo3oM
HEKOMMAKTHOr0 MUOKapZa J1eBoro 1 npasoro Xenyaoykos [16]. OT-
CYTCTBWE reHa 0Ka3anoch feTalbHbIM: OfWUH Pe6eHOK yMep npeHa-
TanbHo, BTOPOIA — B Bo3pacTe 12 AHeid. O4HAKO Y reTepo3nroTHbIX
no JAaHHOM Jeneuun pofuTenem, COCTOABLUNX B GNU3KOPOLCTBEH-
HOM 6pake, yNnbTpa3BykoBOe UCCnefoBaHue cepaua 6bino 6es oT-
KNOHEHWIA.

3AKNHOYEHUE

PeaynbTaTbl JaHHOTO UCCNEA0BAHUA PACLUMPAIOT NPEACTaBNEHNs 0
KNMUHWYECKON 1 TeHETUHECKOW reTeporeHHocTi doeHotunos HMJTK.
VmeHTudhmukauma mytaunin B reHe, KOAMPYIOLLEM [eCMOCOMHbI 6e-
NOK, Npu aunataunoHHom dpeHotune HMITK npepnonaraet, 4to
HEKOMMAKTHbIA MMUOKapL MOXeT ObITb 4acTblo cnektpa ALMXK. Mo-
Ka3aHo, 4TO HaN4Me HEKOMMAKTHOr0 MUOKapa Yy naumeHTa ¢ Muc-
ceHc-myTaumen ¢.1892A>G (p.Tyr631Cys, rs1060501183) B reHe
PKP2, accoummpoBaHo C paHHUM Pa3BUTUEM HapYLLEHWA puTma un
NPOBOAMMOCTH, a TaKxe nporpeccuposaHnem XCH ¢ aunatauuoH-
HbIM pemogenuposaHuem JIK. Bce 310 KpaiiHe BaXHO Ans onpefe-
NeHNs cTparerti neyeHus, pekoMeHZauuu OnTUManbHOro 06pasa
XKU3HW, N CHUXEHMS puCKa HebnaronpusTHbIX MCXOA0B 3260/1eBaHUA
Cpeau 3TON KOropThl NALMEHTOB. B JaHHOM Ciyyae cepaeyHas pecuH-
XPOHU3MPYIOLLAs Tepanus No3BONWIA KOPPUrMPOBATb BHYTPUCEPAEY-
HOe NMpOBeLeHNe N MUHUMU3NPOBANA 3NEKTPUYECKYIO U MeXaHuye-
CKYI0 INCCUHXPOHMIO cepua y nauneHTa ¢ GH ¢ Huskon ®B. B utore
ynyyLumnacs COKpaTMMOCTb MUOKapJa U CHU3WUNACh BbIPAXKEHHOCTL
XCH: yMEHbLUNANCH peryprutaums Ha MUTPanbHOM Knanawe, CUcTo-
nnyeckas aucdyHkums JHK.
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