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BOJIE3Hb AAHOHA: PEAKO BbIABNIIEMOE CUCTEMHOE 3ABOJIEBAHUE

C LAMP2-KAPOUOMUWONATUEN

BaiixaHckas T. F.1, CuBuukas J1. H.2, JaHnnnexko H. |'.2, CupopeHko W. B.1, [JasbipeHko O. r?

BonesHb [laHoHa (B/1) sBnsieTca peakon v CNOXHON AN AMarHOCTKM NaTonormei
C MYNLTUCUCTEMHBIMU KIIMHUYECKMMU NPOSIBNEHUSIMU, 4TO TPeBYET KOMMIEKCHOrO
B3aVIMOLENCTBMUS Bpayein HECKOMbKNX CNEeLManbHOCTeN, B T.4. KapaAMOoroB, reHe-
TVKOB, HEBPOJOroB, 0hTaNbMONOroB 1 peabunutonoros. 3abonesaHvie xapakTe-
pU3yeTcs KNnacCuM4eckonm Tpuagon npuaHakos: GEeHOTUNOM runepTpoduyeckom
kapanommonatim (FTKMIT), ckeneTHoM MnonaTueit U CHUXEHNEM UHTEeNNeKTa pas-
JIVNYHOW CTENEHW BbIPAXEHHOCTU.

PacnpocTpaHeHHoCTb B/l 0 HACTOSALLEr0 BPEMEHW TOYHO HE YCTaHOBMEHA. ITO
CBSI3aHO C TEM, YTO MPMYMHA rMNepTpoduM MrMokapaa BCneacTeue M3ocomalb-
HOrO HAKOMEHMWS MINKOreHa B KapAMOMULIMTAX YacTo OCTAETCS Hepacno3HaHHON.
B, aensetcs denokonven FKMI, HO OTAMHAETCH 3N0KAYECTBEHHBIM TEYEHWEM
1 HebnaronpusTHLIM NPOrHO30M. BLICTpOE NporpeccupoBaHiie 6one3Hu (C passu-
TVEM TSKENON CepAeYHO HEAOCTaTONHOCTM) HabNoAAETCs AaXe NPY YMEepPEeHHOW
cTeneHu runeptpoduy Myokapza, 4to TpebyeT 6onee 4acToro AMHAMUYECKOrO
HabnofeHns 1 CBOEBPEMEHHOTO PAaCCMOTPEHWS BOMpoca O LienecoobpasHocTy
TpaHcnnaHTaumn cepaua. ObHapyxeHue y nauveHToB ¢ Bl npusHakoB ¢pubposa
MUoKapaa SIBASIETCS MPOrHOCTUYECKU HebnaronpusaTHbiM GakTOPOM BbICOKOrO
pu1cka apuTMOreHesa 1 BHE3arHoi cepAeyHol cMepTu. Takux NaLMeHToB Heobxo-
[MMO paccMaTpuBaTh B KQYECTBE MOTEHLMANbHbIX KAaHAMAATOB AN UMMaHTaumm
KapamoBepTep-aedrbpunnaTopa ¢ Lenbio nepeuyHoin npodunaktukm BCC.

B cTatbe npencTaBneH KNMHUYECKMIA Clyyain nosaHei auarHocTuku b, obycnos-
NIEHHON MyTauveli B reHe, KOAVPYIOLEM IM30COM-aCCOLMUPOBAHHbIA MeMOpaH-
Hblin npoTenH 2 (LAMP2), netanbHO M3N0XEeHbI KNMHWYECKME NPU3Haku U MeToapb!
anddepeHumanbHon AMarHocTvki 3a6oneBaqms.
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KnioueBble cnosa: 6onesHb [aHoHa, LAMP2, runeptpoduyeckas kapamommo-
naTus.
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DANON DISEASE: A RARE SYSTEMIC DISORDER WITH THE LAMP2-CARDIOMYOPATHY

Vaykhanskaya T. G.1, Sivitskaya L. N.Z, Danilenko N. G.Z, Sidorenko I.V.1, Davydenko O. G’

Danon disease (DD) is a rare and complex pathology, difficult for diagnostics, with
multisystemic presentation, which demands for multidisciplinary clinical approach,
incl. cardiologists, genetics, neurologists, ophthalmologists and rehabilitologists.
The disorder is characterized by a classical triad of signs: phenotype of
hypertrophic cardiomyopathy (HCMP), skeletal myopathy and intellect deficit of
various grade.

The prevalence of DD until recently is not known precisely. It is due to unrecognized
origin of myocardial hypertrophy caused by lysosomal glycogen retention in
cardiomyocytes. DD is a phenocopy of HCMP, but differs by a malignant course and
adverse outcome. Rapid progression of the disease (with the development of heart
failure) is known even in moderate myocardial hypertrophy, that requires frequent
dynamic follow-up and on-time evaluation of heart transplantation. Is myocardial
fibrosis is found in DD, it is prognostically adverse factor for arrhythmia risk and

bonesnp HanoHa (BJl) sgBasiercd X-cCLeETJIEHHBIM
MTOMWHAHTHBEIM 3a00JICBAaHUEM C MYJIBTHCUCTCMHBIMH
KIMHUYCCKUMHY TIPOSBIICHUSIMH. 3a00JIeBaHNE XapaKTe-
pU3yeTCcsT KIAaCCUYSCKOM TpHaIoW MPH3HAKOB: (DeHOTH-
moM rumnepTpodmdeckoit Kapauomuomnatun (I'KMIT),
CKEJICTHOM MHUOIATHEH M CHIDKCHUEM WHTEIICKTa pas-
JINYHOM CTEIIEH! BBRIPAXKCHHOCTH.

BrepBeie Mopuc Jdanox B 1981t mpu rucronormde-
CKOM HCCJICIOBAHUM MBIIIICYHON TKAHU TBOMX MaJIbuM-

sudden cardiac death. Such patients should be regarded as potential candidates for
cardioverter-defibrillator implantation for primary SCD prevention.

The article presents with clinical case of delayed diagnostics of DD related to
mutation in the gene for lisosome-associated membrane protein 2 (LAMP2), in
details clinical signs are provided, as differential diagnostics methods.

Russ J Cardiol 2017, 10 (150): 93-99
http://dx.doi.org/10.15829/1560-4071-2017-10-93-99

Key words: Danon disease, LAMP2, hypertrophic cardiomyopathy.

1Republic Scientific-Practitioner Center “Cardiology”, Minsk; *Institute of Genetics
and Cytology of NAS Belorussia, Minsk, Belorussia.

KOB, CTpaJalollnX KapauoMuomnaTuei, CKeJeTHON MUO-
naTveil 1 KOTHUTUBHON AWMCHYHKUMENH, BbISBUI HaKO-
MJIeHUs TJAMKOTeHa, MNOoA00HBIE TEM, KOTOpbIe
HabmonaTcs npu 6oie3Hu IMomne. [Tpu yabsrpacTpyk-
TYPHOM MCCJIEAOBAaHUY OMOTNITaTOB YUY€HBI BbISIBUJI OOU-
JiMe TJIMKOTE€HOBBIX YAaCTHI], HAXOMSIIMXCS MO OOobIIeH
YacTU BHYTPU JM30COMATbHBIX MEIIOYKOB, & B HEKOTO-
pPOM KOJIMYECTBE — OTIEIbHO WIM BMECTE C AEOPUCOM
(orxomamm) Ky1eTKH [1]. B cBA3M ¢ 3TMM, TIepBOHAYAIBHO
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Puc. 1 (A, B). OnekTpoHHas Mrkpockonus 6G1onTaToB ckeneTHbX Mbilu, (A) u Mrokapaa (B).
MpumeyaHmne: cTpenkamu ykasaHbl LMTOMMA3MaTUYECKMe Bakyonu, COAepXalume aytodarnyeckon martepuan v rmukoreH (maclutab dparMeHTa nnMHenkm 1 MKM).

MNepeneyataHo ¢ paspelieHus napatens (M. R. Taylor et al. Copyright © 2007).

3a0oseBaHNe OBLIO KiacCU(UIIMPOBAHO KakK OO0JIe3Hb
JIN30COMAJIBHOTO HAaKOTJIEHWsT TiuKoreHa Tuma [Ib.
OnHako, 03Xe TeHETUIECKNE, TUCTOJIOTUUECKUE U YITb-
TPaCTPYKTYpPHBIE WCCIIENOBaHUS TOKa3ajiu, 4TO TP
TaKOW MATOJIOTUY HapyIIaeTcs Ipoliecc ayrodarnm. DT1o
CJIOKHBIY MEXaHU3M “pa300pKu”, yTUIN3AIUU U TTOBTOP-
HOTO WCITOTb30BaHUsSI “OTPabOTaHHBIX” KOMITOHEHTOB
xierku. B 2000r Nishino I, et al. upenTuduUIMpOoBaL
nedeKThl B TeHe, KOMUPYIOIIEM JM30COM-acCOIMUPO-
BaHHBI MeMOpaHHbIH 1ipotenH 2 (LAMP2), — BaxHbI
KOMIIOHEHT MeMOpaHBI J130coM [2]. MyTalmi 3TOTO
reHa MPUBOMIST K CHUXKEHUIO SKCIIPECCUU VI TTIOJTHOMY
otcyrctBuio 6enka LAMP2. 1o mpuunHawM etire 10 KOHIIa
He n3y4eHHbIM aepuumt nporenHa LAMP2 napymaet
LUTOIJIa3MATUYECKUIT OOMEH U TPUBOAUT K HaKOTLIe-
HUIO ayTO(arnueckoro MaTepraia v IINKOoreHa B KJIeT-
KaxX CepJevHol W CKeNneTHhIX MbIl. M kak cnencrsue,
B MUOIIMTAX CKEJIETHOM M CEPIACYHOM MYCKyIaTyphl HaKa-
TJIMBAIOTCS BaKyOJId, B KOTOPBIX COAEPXKUTCS OOJBIIIOE
KoIm4ecTBO rmmKoreHa (puc. 1) [3]. B cBoto ouepens, 310
TPUBOIUT K YBEIMUEHUIO Pa3MEPOB KIJIETOK U X TUOEIH,
runepTpordeckuM U GuOPO3HBIM U3MEHEHUSIM B MUO-
Kapze (C HapylIeHUsIMU PUTMa U TIPOBOIMMOCTH CepIia)
U B CKEJIETHBIX MbITIIaX (¢ (popMUPOBaHNEM MUOIIATH-
YECKOTO CHMHIpoMma). BerpeuatoTcst u npyrue KIMHUYE-
CKVe TIpU3HAaKW, MEHEee pacipoCTpaHEHHbBIE, BKIIIOYAIO-
mue odTarbMonaTHio (PETUHOIIATHAIO), ITATOJIOTHIO
TeYCHU U JIETKUX [4-7].

Tak kak B/l Hacnmenyercs mo X-CUETUIEHHOMY JOMU-
HAHTHOMY TUITY, KIIMHUYeCKast KApTUHA 3TOH MaTOJOTUN
WMEEeT 3HAYMTEbHBIE TeHAepHble pasnuuus. bonee
TSDKEJI0e TEeYeHWE W paHHSsT MaHudecTanus 00JIe3HU
HaOJMOJaeTcs 4Yalie y MYX4YWH, KOTOpPBIE SIBIISIIOTCS
LAMP2 remmzurotabiMu (B 13,3%8,0 roma misg My:KImH
u B 28,9%14,2 et qist xenmuH; p=0,0008) [8]. Ay xxeH-
mwuH B/l BciencTBue reTepo3UTrOTHOCTU XapaKTepu3y-
ercsd 0Oojee MSTKOW KIMHUYECKOU CHUMMOTOMAaTUKOW

W TIO3MHEU TeHeTpaHTHOCThIO. CKejleTHAasT MUOTATHs
W YMCTBEHHASI OTCTAJIOCTh BCTPEUAIOTCSI TaKXKe Topasmo
pexe y XeHIIUH, 4eM Y MYXXU1H.

B 6aze mannsix Human Gene Mutation Database
(HGMD, www.hgmd.org) B rene LAM P2 3aperucrpupo-
BaHa 81 mytanus, accounumpoBaHHas ¢ bJI. bomee uet-
BEPTHU U3 HUX MPEJCTABICHBI MUCCEHC-3aMEeHaMu, OOJb-
LIMHCTBO U3 KOTOPBIX (0K0JIO 85%) mpuBOIAT K 00pa3o-
BaHUIO TIPEXIEBPEMEHHOTO CTOIT-KofoHa. Eiiie 4yeTBepTh
MyTalldil 3aTparuBaeT CalThl crutaiicuara LAMP2 reHa.
W Tperh MyTamuii MpUXOAWTCS Ha Majble WMHCEPLNU/
JeJIeIINY, TIPUBOISIINE K CABUTY PAMKU CUUTHIBAHUS
Oenka M 0Opa30BaHMUIO MPEXAEBPEMEHHOTO KOAOHA.
OmnucaHbl TakKe KPYIHBIE NOEIelnu W TYTUTUKAIAN
B 9TOM reHe. Takum o0pa3oM, MoAaBJsioliee 0OAbIINH-
CTBO M3McHEHUM B LAMPZ2, TIpUBOISINNX K Pa3BUTHIO
B/I, cBSI3aHO C CUHTE30M YKOPOUE€HHOTO, WX AeJeTUPO-
BaHHOTO, TIpOTerHa [8].

PacnpoctpaHeHHocTh Bl 10 HacTosero BpeMeHU
TOYHO HE YCTAaHOBJIEHA. DTO CBSA3aHO C TeM, YTO IPUIMHA
TUTepTpoUM MHUOKapaa W3-3a OTJIOXEHWHN TIMKOTeHa
B KapANMOMMOIIMTAX (BCIEeACTBUE MyTaluu B TeHe LAMP2)
YacTo OcCTaeTcsi Hepacmo3HaHHOU. [lo juTepaTypHBIM
ncTtouyHukam, Bepudwuimpyercss BbJl game B cTrpaHax
¢ OOJbIIeil MOCTYITHOCTHIO TEHETUYECKOTO CKPUHWHTA
¢ BkioueHueM reHa LAMP2 B kapauonanenu (CILIA,
Asctpanus, Uzpanns, @unnsaaous, Hsemus, @panims,
WUranus, Benukoopuranms, Ipeumst m Kwurait). Tax,
B ogHOM M3 uccienoBannii b/ 6nuta BeisiBieHa Charron
P, et al. B 1Byx ciyvasx u3 50 (4%) denorunos 'KMII,
oOHapyxXeHHBIX y meteit [9]. B mpyrom, Arad M, et al.
Bepudunmposanu b/l y yetbipex u3 24 (17%) nanueHTOB
¢ TuneptpoduiecknM ¢HEeHOTUTIOM U CUHIPOMOM TIpe.-
BO30YXIEHUST MUOKapaa XenynoukoB (peHomen WPW
nmo manusiM OKI) [10]. A B MyxXcKoil Toarpyrmie
U3 neBiITU nauueHToB, uMetomnx 'KMIT u “Bakyossip-
HYI0” MUOIATUIO, TIOATBEPXKACHHYIO pe3yJbTaTaMu
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OPUIMHAJIbHBIE CTATBA

L 25 mMm

1 25 mMm
L2 20 mm
L3 19 mm
L4 20 mm
L5 25mMm
L6 21 mm

Puc. 2 (A, B). TpaHcTopakanbHas axokapauorpadus: A — Bug, M3 napacTepHanbHOro AOCTyna No AJMHHONW OCW, AEMOHCTPUPYIOLWMIA yMEPeHHYo runepTpoduto JIK
(cTpenkor oTmeveHa TonwwmHa MXXI), NOBbILLEHHYIO 3XOreHHOCTb MOKapaa U AvunaTaumio 1esoro npeacepans; b — Bva n3 napactepHansHOro 4OCTyna no KOPoTKow 0cu

C npusHakamu runeptpodum JIK (CTpenkamm oTMeYeHa TonwmHa cTeHok J1XK).

MUKPOCKOMNUYM MBIIIeUYHbIX OnonTaTtoB, b/l Oblia Bepu-
¢unmposana y 3 (33%) naruenros [11].

I[To pasHBIM JIUTEpaTypHBIM JTaHHBIM, W3MCHEHUS
B LAMP2 tene Bctpevatotes y 1-5% GombHbIx ¢ TKMIT
[7, 8, 12]. A Tak Kak 4yacToTa 3TOi HEKOpOHApOTeHHOI
MaTOJOTMM cocTaBisgeT 2 ciaydad Ha 1000 Momomoro
B3pOCJIOTO HAacCeJICHUsI, MOXHO IIPEAIIONIOXNATh MHUHHU-
MaJIbHYIO paclpocTpaHeHHOCTh BJl B eBpomeiicKoi
MoIyJsiiuu — ot 2 10 6 ciydaes Ha 100 Thic. HaceaeHUsI.

Knuanveckuii ciiyyaii u3 NpaKTHKA

IMamment N. — myxunHa 30 JIeT, KpOBHBIX POICTBEH-
HUKOB HE MMEET, CBOeil pomociaoBHOM He 3HaeT. Ilocie
CMepTH pomuTeei (IIpWMYMHA pPaHHEN CMEPTU HEM3-
BECTHA) B JIETCKOM BO3pPacTe OKa3aJICsI Ha TOCYIapCTBEH-
HOoM momnedeHnu. C 12-14 JeT CUTyallMOHHO OTMeYall
MIPUCTYITBI MBIIIEYHOM CJIA00CTH U CEepAICcOMEeHUS IIpU
BOJTHCHUM, OTCTAaBaJI OT CBOMX CBEPCTHUKOB B OOYUCHM.
IIpu obcnemoBaHMM OBIIa AMATHOCTUPOBAHA aKCOHAJb-
Has HeWponatusi [lapko-Mapu-TyTta u nucriazusi coe-
IWHATETBbHON TKaH! cepama. B Bo3pacte 30 et mosBu-
JIUCHh TIPUCTYITBI YYAIIEHHOTO CEepAIeOMEeHNUsI, OJBIIIKA
1 peIUANBHUPYIONINEC IIPEeI0OMOPOYHEIC COCTOSTHHSA.

O6wexkTBHO Tipu ocMotpe: Y/ 18 B 1 muH, PS 54
ya./muH, YCC 60 yu./mun, AL 115/60 MM pPT.CT.; ayCKyilb-
TaTUBHO — TOHKI CEPIIa ApUTMUIHEIC, TYIOIITI CUCTOJIM -
YeCKUI ITyM HaJl MEYEBUIHBIM OTPOCTKOM, MEJIKOITY3BIp-
YyaThIe XPUITEI B HIDKHUX OTHENIAX JICTKUX; IeYeHb +3 cM
OT Kpast pedepHOit IyTH; IeprudeprIeCKIX OTCKOB HET.

MBIIIIeIHO-HEBPOJIOTHIECCKII CTAaTyC: acTeHUYHAas
KOHCTHUTYIINS, cHIKeHne Maccel Tea (MMT 17), tumo-
Tpodus MBIIII TUICYEBOTO TI0sICa, MOSICHUYHBIN THIIEP-
JIOpIo3, “KPBUIOBHIHBIC JIOTATKM, TUITOTPOGUSI MKPO-
HOXHBIX MBIII. MEIIIeYHAs CHla BEPXHUX M HIDKHUX
KOHEYHOCTE YMEPEHHO CHIDKCHA, U3MEHEHNE TOXOIKHU
o TNy “TiepoHeanbHOI”. IlalMeHT oTMedal 9yBCTBO
C1a00CTH B MBINIIIIAX HOT, IIEW M TUIeY C ITyOepTaTHOTO

Bo3pacta. HecmoTpsi Ha Tporpeccupymolmii XxapakTep
MUOTIATAY, MBIIIEYHAsT c1ab0CTh HE OblIa M3HYPUTEIb-
HOU, W MOJIOMOW MyXYMHA COXPaHSJI CIOCOOHOCTh
K HOPMaJIbHOWU MBUTATENTbHOW aKTUBHOCTU U YMEPEHHOM
¢usmueckoit paboTe Ha MpUycaneOHOM YIaCTKe.

YMepeHHble KOTHUTUBHBIE HAPYIIEHWUS] ObLTA BBISIB-
JIEHBI TIPU HEWPOTICUXOJIOTUIECKOM MCCIIeTOBAHNU: KOT-
autuBHEBINM TecT MMSE (Mini Mental State Examination)
coctaBui 17 6amioB (11-19 nemeHuus ymMepeHHO cre-
nenn; 20-23 — yrerkast neMeHIusA). Y manrerTa N. oTMe-
YaJTNCh 3aTPYTHEHUST B MAaTEMaTUYECKOM TIOJICUETe, CHU-
>KEHWE 3pUTENbHON W CIIyXOpedyeBOUl TMaMsTH, OO0Hapy-
K€HBI HEKOTOpbIE JJIEMEHTBHI TPOCTPAHCTBEHHON
arHO3WU U YMEPEHHBIE PACCTPOMCTBA KOHCTPYKTUBHOTO
Tpakcuca.

IMpu3Haku KapaAMOMETaTUW C BEHO3HBIM 33aCTOEM
B MaJIOM Kpyre KpOBOOOPAIIIECHUS BBISIBICHBI 110 TAHHBIM
peHTreHorpaduu OpraHoB IPyIHOM KJIETKMU.

[MTpu TpaHcTOpakasbHOM 3XOKapaAnOTpadhUIecKoM
o0cyienoBaHNM OOHAPYXKEHBI TIPU3HAKN OMBEHTPUKYJISIP-
HOW rumnepTpoduu, auiIaTalMd OO0OMX TIpeacepauit
u JeBoro kenymouka (JIXK) ¢ BbIpakeHHOM CHCTOIMYC-
ckoit mucoynakumeit JIXK (puc. 2A). OTMeuanaach ITOBBI-
IIEHHAsT 9XOTEHHOCTh BCEX OTIEIOB MUOKap/a, yBeIruIe-
Hue Macchl (789 T) 1 mHIeKca Macchl MuoKapa (492 F/Mz).
Hab6momanack ymepeHHasi CMMMETPUYHAST TUTIEPTPOhUs
JIXK ¢ tommuHOM 3agHel cteHKu 10 20 MM, MeXoKery-
JIOYKOBOUW TEperoponku — 25 MM, W tuneprpodueit
MMAMVLUISIPHBIX MBI 6€3 00CTPYKIIMY BEIXOJHOTO TPaKTa
JI2K (LVOT 2 MM pr.cT.) 1 63 SAM (TIepeaHe-CHUCTOIM -
YecKkoe NBUXEHWE CTBOPKM MUTPATBLHOTO KJlalaHa)
¢denomeHa (puc. 2b). BeisBiieHO pacuiMpeHne MmojoCTH
JIXK: mo metony CuMIICOHa KOHEYHO-IMACTOINICCKUI
JuaMeTp cocTaBuwil 67 MM, KOHEYHO-TUACTOJIMYECKHIA
ooveM (KIO) — 285 M, KOHEYHO-CHCTOJTMUICCKUIA
00beM (KCO) — 178 M. Cucronmdeckas QyHKIMsS ObLIa
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Puc. 3 (A, B). 9nexTpokapamorpamma naumeHTa: A — TpeneTaHue npegcepanin, pacwmpenve komnnekca QRS no 250 mc (MBJIHMT), akcTpemanbHO BbICOKMIA BOABTAX
QRS komninekcos: amnautyaa 3y6ua R 8 otBeaeqnu V, — 35 MM, amnautyaa HeratusHoro T 3y6ua — 35 mm B otBedeHum V, amnautyaa QRST komnnekca — 62 Mm
B OTBEAEHUU V6 (kanubposoyHas wkana 10 mm/MB; 25 mm/c); B — 3KI nauueHTa B ymeHblLeHHOM MacluTabe (5 Mm/MB; 25 mm/c).

3HAYNUTEJIbHO CHIDKeHA BeiencTBue akwHe3a HinkHero, (ITBJIHIII) ¢ mmurenmsHOCcThIO QRS mo 250 Mmc, Opamucu-
BEPXYIIEYHOTO ceTMeHTOB JI2K 1 TMITOKMHE3a OCTAIBHEIX ~ CTOJIMYecKass ¢opMa MCTMYC-3aBUCHMOTO TpEICTaHMS
cermenToB JIK. Benmnunna dpakuuu Beiopoca JIXK cocra-  mpeacepauii (TI1) ¢ YCC 55-67 B 1 mun (puc. 3A, 3B).
Buia 38%, 3HAUUTENbHO ObLIAa HApyleHA COKpaTuTelb- Ilpu cyrouHoM MoHuTOpHMpoBaHUKU DKI' BbISBICHBIL:
Hast ¢pyaKuns JIXK ¢ n3aMeHeHneM IIo0aIbHOUM poaoib-  Opamucucronmieckast hopma TII, cpenusa YCC 49 yu./
Hoit medopmaumu (GLS cp.) mo -5,1%. Ormedanoch MuH; muHuMmanbHas YCC 25 ya./MUH, MaKCUMaJbHas
rutieprpadexysipHoe crpoerue Bepxymku JIK m muc- YCC 89 ym./muu, IIBJIHIIL, mpexomsmmwii CHUHIpOM
CHHXpOHMSI MUoOKapaa. BreigsieHbl aTproBeHTpUKyIsip- Dpenepuka (TII ¢ gucranpHoi AB-01oKkamoit 3 cTrereHr
Hasg, BHYTPHU- M MeXcKenymoukoBas muccuHxpoHust ¢ YCC 25-27 yu./MuH), 31HM3046I aCUCTOINU OT 3 10 5
(COOTHOIIICHNE MIMTEIBHOCTA CEPIEYHOTO MHWKJIAa —  CeK, OMMHOYHAS 1 ITapHas IMoIuMopdHas XKeIyI0IKoBast
nHTepBajda R-R — u BpeMeHU muacToiamdeckoro Hamoi-  aKcrpacuctonus (208 2KOC/cyT., 9 KymieToB), IapoK-
Henus JIK cocraBuiio 30%, pecucronnyeckas 3aepkka CH3Mbl HEYCTOMYMBOI XeJIyI0YKOBOM TaxuKapauu oT 4
Ha AoK — 156 Mc, centaibHO-IaTepaibHas 3aaepxka — 10 7 komiuiekcoB ¢ YCC 125-146 yu. B MUH.
115 Mc, MakcuManbHasl 3amepXKa st 12 cerMeHTOB — VY nauueHTa OblIM 0OHAPYKEHbI 3HAYUTEJIbHbIE U3ME-
142 Mc, MHIOEKC OTUCCMHXpOHUM — 82 Mc). BeIABIeHA HEHHMA J1a0OpaTOPHBIX ITOKa3aTeIei OMOXMMHYECKOTO
TakKKe THUIepTpodUsT MHOKapia IMpaBOro KEIyZOodyKa aHajanu3a KPOBU: ITOBBIIICHUE YPOBHS JIAKTATACTHIPOTE-
(ITXK): Tonmmumua mumokapaa cBobogHoii crenku [12K  Haswr (1543 E/n, Hopma no 220 E/n); moBbIlieHUE yPOBHS
cocraBwmwia 9 MM, Bepxymku [TXK — 10 mMm. BEyTpmKeny- cweIBOpoTOUHO# KpeaTuH(pochokmuazsr (1553 U/L,
JIOYKOBBII IpaJIMEHT Ha yPOBHE BEPXYILIECYHbIX CETMEHTOB  pedepeHTHbI auamazon 0-146 U/L); mnoBblileHue
B TIOKO€ COCTaBWI 8 MM PT.CT. Pa3mepsl u rmobansHas ypoBHs Tpancamuua3 (ACT 359 E/n; AJIT 294 E/n)
cucrommueckast dyakius [1K Obutn B mpenenax BO3- ¥ MO3TOBOTO HaTpuitypetmdeckoro mentuma (1795 mr/
pactHoi HopmMbl (KJ1O TT2K 76 M, KCO I12K 25 mi1, ®B  mmoib, HopMma 0-35 Ir/MMOJIb).
12X 47%), a npomosbHas cokpaTuTeabHas pyHkums 12K MPT wuccnenoBaHue cepala He MPOBOAWIOCH M3-3a
onina cHkeHa (TAPSE 13). Haymuus kinayctpodobun. Ha dboHe mMennkamMeHTO3HOMH
B pesynwsrare OKI mcciaemoBaHus y TTallMeHTa BEIAB-  TepalllM CepAeYHOM HEAOCTATOUHOCTH ITALIMEHTY MMITIaH-
JICH OYeHb BBICOKMIT BOJIBTaX PACIIMPEHHBIX KOMIUIEK- THPOBAIM pecHHXpoHmM3upymomee ycrpoiictBo (CPT-/I)
coB QRS, momHas 6iokama jeBoi HOXKHM myuka [ica ¢ dyHKumeit kapmuoseptep-neduopmmisatopa (KB/).
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C yueToM TUIIMIHOM Tpuamsl Ipu3HakoB b/l B Bume
KapIMOMHUOIIATUH TUIIEPTPOGUIECKOTO (DEHOTHIIA, CKE-
JICTHOU MHUOTIATHH (TIepreprnIeCKIe MBIIICYHEIC HAPY-
IIeHWSI) M OTCTAaBaHMS B YMCTBEHHOM pa3BUTHUM, ObLIa
3aIrog03peHa MeTaboandecKass IIpUINHA TUTICPTPOhUN
MHOKapaa, paHee KIMHWYECKH He pacHo3HaHHasd,
1 TIPOBEACH 3a00p 00pa3IloB OMOJIOTUYECKOTO MaTepH-
ajna (OyKKaJbHBIC KJIIETKH) IJII TCHETUISCKOTO HCCIICI0-
BaHMSI.

V nauueHTa ObLI0 TMOAYYEHO MUCbMEHHOE MH(POPMHU-
pOBaHHOE COTJIacHe Ha IMPOBEICHNE MOJICKYISIPHO-TeHE -
THYECKOTO MCCIIeTOBAaHUS O0pa3IlloB OMOJOTMYECKOTO
MaTepHaia U pa3pelieHrue Ha aHOHUMHYIO ITyOIMKAIIIIO
pe3yiIbTaToB. bronornyeckuM MaTepHrarioM ITOCTYKUIN
OYKKaJIbHBIC SITUTEINOIIUTEl POTOBOM MOJIOCTH.

ITenomuasa JIHK Ob11a rcrionb3oBaHa ajis target next-
generation sequencing (tNGS) Ha mpubope MiSeqSystem
(Illumina Inc., San Diego, USA). CekBeHMpOBaHME OBLIO
BBITIOJIHCHO C ITOMOIIBI0O KOMMepYecKoil mmaHenmm Tru
Sight Cardiomyopathy Sequencing panel (Illumina Inc.,
San Diego, USA), oxBarbiBaiolleil 46 reHOB-KaHIMOA-
TOB, ICTCPMUHUPYIOMINX Pa3BUTHE KapIMOMUOIIATHU.
MeTton mpsIMOTO CeKBeHHpoBaHMSI mo CaHrepy OBLI
HCIIOIB30BaH IS TIPOBEPKU BapUAaHTOB, MIACHTU(DUIIN-
poBaHHEIX TIpu tNGS u oTBevarIINX TPeOOBAHUSIM
IMAaTOTeHHBIX MYTaIIHiA.

C menblo OOHApPYXEHUS CIUIAMCHMHT-MYyTalldii, OBLT
MIPOBeICH TOAPOOHBIN aHAIN3 CHMHOHUMWYHBIX BapraH-
TOB B 9K30HAX, MAaJIbIX WHCEPHUI/IEIeINA 1 TOUYKOBBIX
3aMEH B MHTPOHAX. DTO MO3BOIIIO MACHTU(DUIIMPOBATH
JeNel1I0 YeThIpeX HYKJIEOTUAOB B HMHTpOHE 6 reHa
LAMP2 c.864+3 864+6delGAGT (rs397516751,
NM_002294.2). Ha pucyHke 4 mpencTaBIeHbI pe3yTbTaThl
CEKBEHMPOBAaHMS 6 9K30HA, MyTaLusl ObLia Bepuduimpo-
BaHAa METOIOM IIpSIMOTO CeKBeHHMpoBaHUs mo CaHTepy.
ITo panubM 6a3el ClinVar, 3TOT BapMaHT SIBJISIETCS TTaTO-
TeHHBIM 1 aCCOLIMUpPOBaH ¢ pa3sutueM b/I.

NpeaTudunupoBanHass AeIelUs pacIiojoXeHa
B paliOHe CThIKAa 9K30HAa 6 1 MHTPOHA 6, TIe JIOKAIU3YeTCsI
€CTECTBEHHBIN JOHOPHKIN caliT crutaiicuHra. Takas neje-
M ¢ OOJTBIIION BEPOSITHOCTHIO IIPUBOINT K JIMKBUIAITNN
JTOHOPHOTO MOTHBA. YTOOHI ITOHATH, KAKMM 00pa3oM 3TO
oTpa3utcs Ha crutalicuHre npe-MPHK, 1 kakoit uMeHHO
OymeT CHHTE3MpOBaH O€JI0OK, HEOOXOAMMO ITPOBOIUTH
ucciaegoBanusi PHK, BbeigeneHHOW uM3 mOopaxkeHHOM
TKaHU.

[MpeIMKTUBHBII aHAIN3 3TOIl MYTallUM IIPOBEICH
B CITeIMAIM3NPOBAaHHEIX cepBrcax (Splice Site Prediction
by Neural Network, Splice Port, Human Splice Finder,
Net Gene2, Max Ent Scan), KoTopble ITO3BOJISIIOT IIPO-
THO3MPOBATh BEPOSATHOCTh M3MEHEHMS CaiTOB CILIAM-
cuHra u nipouieccuHra npe-MPHK. Bce ncnonbzoBaHHbIE
MIPEIUKTOPHI MACHTU(PUIINPOBATIN JTUKBUIAIINIO €CTECT-
BEHHOTO JTOHOPHOTO caiiTa CIIaliCMHTa BCJICACTBHC
MMATOTCHHON MOeJIeIUM YEeTHIPpEX HYKICOTUIOB
c.864+3 864+6delGAGT.

Puc. 4. Jeneuus c.864+3_864+6danTelGAGT B reHe LAMP2. MyTtauusi ugeHtnou-
LMpoBaHa MeTOA0M NPSIMOr0 CEKBEHUPOBAHNS.

Takum ob6pasom, B/l v mammenra N. Bepudumpo-
BaHa TEHETUYCCKHU, W 3aKITIOYNTCIbHBINA JUArHO3 B BUIIE
oykBeHHOTO MexkmyHaponHoro (MOGES) nuauBumyans-
HOTO Koma 3aboJIeBaHMSI IIPEICTABIISICTCSI CIICAYIOIINM
o0Opa3om:

Danon:H+D [CHB+AF+nsVT]
H+M+N [TsCK,TALT,TAST,TLDH]
XLD ~G-XLD-LAMP2 [c.864+3_864+6delGAGT]

C-1r°
rme KIMHUIeCKUid MOpdOoGYHKIMOHATBHBI (heHOTHII

(M) BI MDamm:]_l © DICHBAF+nsvr] PEACTABIIACT (EHOKOITHNIO
I'KMII ¢ gunmarammonHbiM deHotniom (H+D); AF
(atrial flutter) — TTI; CHB (complete heart block) — moi-
Has moriepevyHas 6jokana cepaia (AB-6mokana moixHas);
nsVI — HeyCcTONYMBBIC MApPOKCHU3MBI KEITYIOIKOBOM
Taxukapaun; O, o o (NCKaLTAAsT) — TOPaXeHue opra-
HoB: cepaua H (heart), ckemetHsix mbimi M (muscles),
HepBHOM crucTeMbI N (nervous) ¢ KOTHUTUBHBIM AeDUIIN -
TOM; TIOBBIIIICHNE CHIBOPOTOYHBIX YPOBHEH (pepMEHTOB
K®K, AIT, ACT, JIAI (TsCK, TALT, TAST, TLDH);
G, , — HACIeICTBEHHOCTD OGYCITIOBIICHA X -CLEIICHHBIM
JOMMHAHTHBIM ~ TUIOM  HaciemoBanws; E_ o
LAMP2[c.864+3 864+6deiGaGT) — 2THOJIOTHS TCHETUYECKAS], BISIB-
JIeH TeHeTUYeCKMit meeKT ¢ X-CIIeIUICHHBIM JOMUHAHT-
HBIM THUIIOM HacJemoBaHUs — Myrtamus reHa LAMP2
B Bume Jeileuud B 6 3K30He  (MyTauus
€.864+3_864+6delGAGT); S_ | cepaeuHas HEAOCTATOY~
Hoctb coorserctByeT H, (C) u @K ITI mo NYHA.

O6cyxaeHue

T'KMII gBnsieTcsl capKoMepHO IaToyjorueit, gpeHo-
TUMTAYECKNA OYEHBb MTOXOXEN Ha Npyrue MeTaboJnyecKue
3a00JIcBaHNSI, BO3HUKAWOIINAE B pe3yibTaTe MyTalluid
TeHOB, KOOMPYIOIINX HecapKoMepHbIe 0eky. OCHOBHOM
npu3HaK, (peHOMeH TUIepTpoGHHr, OOYCIOBICH HAKO-
IUTICHUEM U OTJIOXEHUEM aHOMAaJIbHBIX IIPOIYKTOB MeTa-
0oJIM3Ma B IIUTOILIA3ME WJIU JIM30COMaX KapaIUOMMOIIN-
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CvHopom
denotun FKMIM

Mwonatwns ckeneTtHas

KorunTueHele paccTpoicTsa

Odranbmonoruyeckme
N3MeHeHus
JlabopaTtopHble Mapkepsbl
noBpexaeHns

KNneTok cepaua, neveHn,
CKENeTHbIX MbiLLILL

T'eHAepHbIE pasnnuus

[eHeTnyeckas guarHocTuka

Tabnuua 1

KnuHnueckue kputepum n metogsl sepupukauvmn 6

[IwnarHoctuka
KnuHunyeckune nposisneHus
OxoKT npusHaku

OKI npusHaku
XM 3K

Buoncus mnokapaa

MPT cepaua

MbliwweyHas cnabocTb

Buoncus
CKeNeTHbIX MbILLL,

MMSE Tecr,
HEeVPONCUX0OrMyeckoe
1ccnenoBaHune
Odranbmockonus

Broxvmunyecknin aHanms

Monosas NpuHagNexHoCTb

I'Ipﬂmoe CeKkBeHMpoBaHue

Kn“HUKO-MHCTPYMEHTaNbHbIE KPUTEPUM

Oppblwka, cepauebreHne, CuHKonanbHble COCTosHMS. MporpeccupoBaHme cumnToMos XCH.
KoHueHTpuyeckas runeptpodus JIX. Penko acummeTpudHas MK ¢ 06¢cTpyKUmneit BLIXOAHOTO
TpakTa n SAM-deHoMeHOM (NepeaHe-CUCTONNYECKOE ABVKEHNE CTBOPKY MATPALHOIO KianaHa).

B avHamyike 4acTo pa3smBaeTcs aunataums nonoctn JIK n BbipaxeHHas crctonmyeckas AMchyHKUmMs
¢ HK3ko PBJTXK (20-35%). OTNNYMTENBHON OCOBEHHOCTBIO SBISIETCS SKCTPEMANbHO BbIPaXEHHAs
CUMMETPUYHas rnnepTpodms, Npu 3TOM, TONLLMHA CTEHOK IEBOrO Xenyaoyka konebnetcs ot 29

[0 65 MM, Hepeako BcTpeyaetcs runeptpodus MX. BoamoxHo coueTaHne runeptpodum myuokapaa
C y4acTkamMu HEKOMMaKTHOro MMoKapa.

CuHapom npeago3dyxaeHns xenynoukos (WPW-beHoMeH Unm CUHAPOM), pe3ko YBENYEHHbIN
BonbTax R/S 3y6uoB ot 15 no 145 mm, B cpesHem 69+39 Mm, rnybokue nHBepTMpOBaHHbIe T 3y6Libl.
Pacwwupenve QRS komnnekca, HapyLienus AB-npoBoaymocTy n 6nokafibl HOXeK nyyka Muca.
JKn3HeonacHble Xenyao4KoBbIE TaxvapuTMum.

BbisiBNEHWe B LyTONNa3me KapavoMUOLMTOB MPU 3N1EKTPOHHON MUKPOCKOMMM 6OMLLIOTO KOMYEeCTBa
BaKyoseit, CopepkaLLyx rmkoreH n dparmeHTsl aytodarmyeckoro matepuana.

OueHka runepTpodum 1 GyHKLMM MUOKapAA XENYA04KOB, BbISIBIIEHVE BO3MOXHbIX 06nacTel

C BedeKTOM NOrNOLLEHUS raloNMHKS, KOTOPbIE Yka3blBaloT Ha 0bpa3oBaHne Gpubposa.

CnabocCTb B MbILILLAX MOXET HOCUTb TPAH3UTOPHBIN XapakTep v NPOBOLMPOBATLCS CTPECCOBbLIMU
cuTyauusaMu.

Mpn MUKpOCKonMM BUONTATOB CKENETHbLIX MbILLL, OTMEYAETCS WMPOKas BaprabensHOCTb pa3mMepoB
MbILLEYHbIX BOJIOKOH, Y4acTku ¢p1bpo3a 1 NpraHaki BakyonsipHON MUOMATUM (HaKomMaEeHNe B BaKYOmsX
ayTodarnyeckoro Matepvana v ramkoreHa), MIMMyHOrMcToxuMmnieckue npusHaku neduumuta LAMP2
6enka 6e3 yBenMyeHNs YyPOBHS MabTasbl.

HelipoKorHNTUBHBIE PACCTPOWCTBA: akadeMuyeckas cnaboCcTb B MaTEMATUKE U YTEHUU, AebULmT
BHUMaHWs, NPO6NIEMbI C NOBEAEHNEM, TMNEPAKTUBHOCTb UM PACCTPOWCTBA ayTUCTNYECKOrO
xapakTepa.

JKeHLLmHBI MOryT UMeTb NepudEepUHECKYIo MMIMEHTHYIO PETUHONATUIO MO TUMY “CoNb 1 nepew,”;
IndodysHas M NOYTU NOJIHAs NOTEPSt TMTMEHTAa CEeTHaTKN HABI0AAETCS Y MYXYMH.

Bcnencteue MacCuBHOM runepTpodum 1 uieMmnn Muokapaa HabniofaeTcs NoBbILLEHUE YPOBHS
TponoHuHoB v JIAT. Mpn MMONaTU4ECKOM CUHAPOME — YBENNYEHWE aKTUBHOCTH CbIBOPOTOYHOMN
KpeaTuHdocdokuHassl (KDOK). OTMevaloTcst NPosiBNEHNS LMTON3a renaToLMTOB C NMOBbILEHWEM
ypoBHS pepMeHToB — TpaHcamuHas (ACT n AJTT).

Y MyXuuH 3a601€BaHNe BO3HUKAET YXe B MOAPOCTKOBOM BO3PACTe 1 HOCUT 60/IEE arpeCcCHBHbIN
xapakTep, Torza kak y XeHLUMH oTMeyaeTcs 6onee no3aHss neHeTpaHTHocTb B (Ha 15-20 net
no3xe) 1 MeHee Taxenas popma. Nineptpoduyeckunii GeHoTUN KapAMOMMONAaTUM Hallle Pa3BNBAETCS
Y MYXUWH; Y XEHLLMH BO3MOXHbI deHoTunbl kak KM, Tak n KMI1, Ho Yalue BcTpeyaeTcs heHokonus
JKMIM. 3HayutenbHo 6onee BblpaxXeHbl KITMHUYECKWIA NOAMMOPOU3M 1 TSKECTb TEYEHWS NaTonorum
Y L, MY>CKOTO nona.

MonekynsipHo-reHeTnyeckas naeHTMdKKaLys NaToreHHbIX MyTauuii reHa LAMP2.

ToB. K Takum 3a6osieBaHUSIM OTHOCSTCS 60s1e3HU [Tomrie,
Kopwn, ®abpu, ammionnos, remaxpomatos [7-9]. [lImko-
TeHO3BI JOMIUHUPYIOT CPEIU BCEX META0OIMIECKIX (DOPM
¢ ¢eroruriom 'KMII. B/l (LAMP2-KapmrnOMUOIIATHS)
SIBJIICTCSI OMHOI M3 (DOPM INIMKOTEHO3a U XapaKTepu3y-
ercst TunmyHou Tpuagoi: npuzHaku 'KMII, korHuTus-
HBI gepumuT m ckejaeTHas muomatws. [lo KimHmMYe-
CKHM TIpOsABICHUSAM LAM P2-KapaIruOMHUOIIATHASI TTPAKTH-
yecku He otramuaercsa ot Tsekenoir ¢gopmbl 'KMII,
pa3BUBAIOMICICS BCICACTBAEC MYTallMii CapKOMEPHBIX
reHoB. Ho oTnmumTenbHOIT OCOOCHHOCTBIO SIBIISIETCS
SKCTPEMAaJIBHO BHIpaXXeHHASI CMMMETPUYHAS THUIIEPTPO-
¢us, game KOHIICHTpAYECKasl, IIPA 3TOM TOJIIINHA CTe-
Hok JIK kone6uercst ot 29 10 65 MM, HepeaKo BCTpeda-
erca runieptpodusa u 12K [13-15]. ¥ Hamero nammeHTa
N. runeprpodus JIK nmena cMMMETpUYHBINA XapakTep,

HO YMEPEHHYIO CTEIICHb BBIPAXKEHHOCTH (MaKCHUMAaJIbHAS
TOJIIIIMHA CTEHKU COCTaBMJIA 25 MM), KOTOpasi OOBIYHO
BcTpevaeTcsa y 00abHbIX ¢ TKMIT (3515 Mm), a 310 3HaA-
YUTEJIFHO MEHBIIE TIPEACTaBICHHBIX B JINTEpaType CIIy-
yaeB b/l ¢ xapakTepHON 3KCTpeMalabHOI TOJIIUHONK
muokapzaa [15, 16]. Bce octanpHble KIMHUYECKUE TIPU-
3HaKW (MMOMIATHSI, KOTHUTUBHBIN Oe(OUILINT, CIIeIIN(U-
yeckast BeIcokoaMIumTyaHass DKI, nameHeHUST 1a60-
PATOPHBIX MMOKAa3aTeJIeil) MPeICTaBISIOT KIaCCUIeCKUI
CHUMITTOMOKOMITIEKC TUITMYHOU KapTuHBI BJI. OcHOB-
HBle mudhdepeHINAIBHBIC OTINIAS U KIMHUICCKUE
IpPU3HAKK 3TOrO 3a00JeBaHUS IPEIACTABICHBI B Ta0-
muue 1 [1-17].

Ilo manHBIM ayToricnu, y marpieHToB ¢ BII Macca cepaia
MoxeT gocturaTh oT 900 r mo 1425 1, oTMeuaeTcsT BhIpakeH-
Hasl TUIepTpodrsT MIOKapa, pacpoCTpaHeHHEI hropo3
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Yare CyosHIOKAPINATBLHON JIOKAIM3AINi, HO HE COOTBET-
CTByIOLEH 6acceiiHam KpoBocHa0eHusI. [1o TaHHBIM 3J1eK-
TPOHHOI MHWKPOCKOITUH, B IIUTOIDIA3ME KapIUOMMOIITOB
BBISIBJISIETCSI OOJIBITIOE KOJMMIECTBO BaKyoJIek, COmepKaIIiX
IJIMKOTCH 1 (pparMeHTHI ayTo(armieckoro Marepraia (3To
OCHOBHBIC OTIMIUTENIBHBIC TUCTOMATOJIOTMIECKIE OCOOCH-
HOCTH); PEIKO MOTYT BCTPEYAThCS YIACTKH JIe30PTaHN3aIIAN
MBIIIICYHBIX BOJIOKOH, HO TIPH 3TOM IIPU3HAKK BOCHIAJICHUS,
“pBanble” KpacHbIe BojiokHa (RRF) orcyrcrytor [17].

3aboneBaHNe XapaKTepHU3yeTcsl HeOIarompusITHBIM
U TIPOTPECCUPYIOIINM TCUCHHEM C BBICOKMM PHCKOM
BHE3AITHOM CMEPTU WM IIPOTPECCUPOBAHUS TSKEIIOU
cepIedHoit HemocTaToIHOCTH. OCHOBHBIM METOIOM ITPO-
¢unakTuky BHe3arrHo# cepaeuHoii cmeptr (BCC) saBmsa-
ercst umiuiantauus KB/I. YuureiBasi HeOJaronpusiTHbIN
nporHo3 LAMP2-accoluupoBaHHON KapIMOMMOIIATUH,
paHHSISI TUAarHOCTHKA MMEET pelraroliee 3HAUYCHME IS
onpenesieHNsT aAeKBaTHOW CTpaTernu JeUeHUsI U TIpoBe-
IeHUsI CBOEBPEMEHHOM TpaHCIUIAHTAIlUM Cepalla, Kak
Haunbosee 3(pheKTUBHOTO METOIA JICUCHUSI.

Jwuarno3 BJl BepuduLupyeTcsl TeHETUYECKU WIU
C TIOMOIIBIO MUKPOCKOITMY OMOIITaTOB MMOKApP/Ia/CKeJeT-
HBIX MBI (ITATOTHOMOHWYHEIC KPUTEPUHU: IIUTOIDIa3Ma-
TUYEeCKME BaKyoJM, cojepxkaiiue (GpparMeHTsl ayTodaru-
YeCKOT0 Marepuajia M TIIMKOreH). [lokazaHusMu IS
MIPOBEICHNS TCHETUMIECKOTO 00CIeoBaHMS (TIOMCK MyTa-
it B reHe LAMP2) SIBIAIOTCS CIEeayIOIIe KIIMHIIECKIe
CHMIITOMBI: 1) IpM3HAKK BEIPAsKEHHOM KOHIICHTPUIECKOM
runeprpodun JIK, T.H. ¢penokonuss 'KMII ¢ BeipakeH-
HOM CHMMETPUIHOI ThIepTpodreii MruoKapma; 2) 9KCTpe-
MaJIbHO BBICOKUI BOJIBTaxK KoMITIeKCOB QRS B coueTannu
C CMHIPOMOM/(DeHOMEHOM IIPEIBO30YKICHMS XKETyI0d-
koB (WPW deHOMeH); pacmmpeHHBIT Komiuieke QRS
(ITBJIHIII); atproBeHTPUKY/ISIpHAsI OJI0Kama; 3) MHUOIIA-
THYCCKNIT CUMITOMOKOMILIEKC (MBIIIEYHAsT CIabOCTh,
TUIIO-/TUNepTPOGUS MBIIII); 4) M3MEHEHUS OMOXMMITIC-
ckux nokazateneit (KOK, JIAT, AJIT u ACT), orpaxaro-
IIWAX KJIETOUYHBIN [TUTOJIN3.
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3akoyeHme

1. B/l sgBasieTcss MyJBTUCUCTEMHON TMaTOJOTUEN, 4To
IUKTYeT HEeOOXOOWMOCTh KOMIIIEKCHOIO B3aWMOIECii-
CTBUS Bpadeil HECKOJIbKIX CICIINATBHOCTEI, — Kapano-
JIOTOB, TCHETUKOB, HEBPOJIOTOB, O(PTAITBMOJIOTOB, (PH3UO-
TepareBTOB 1 PeaOIIINTOJIOTOB.

2. 3aboneBanme sBuseTcsd ¢deHokonueir I'KMIT,
HO OTJIMYaeTCsI 6oJiee 37T0KaYeCTBEHHBIM TCUCHUEM; TIPO-
rpeccupoBanue b/, maxke mpu yMEpeHHOM CTeICHU
TUTIEPTPODUN, MOXET OBITH JTOBOJBHO OBICTPHIM (OCO-
OEHHO Y MYXXUMH), YTO TpebyeT OoJiee 4acTOro IuHaMu-
YeCKOro HaOomeHUs (KOHTPOJIb KaXIple TPH-IIECTh
MECSIIEB) M HEOOXOIMMOCTH PAacCMOTPEHHS BOIIpoca
0 1IeJIecCo00pa3HOoi TpaHCIUTaHTauM cepaua [17].

3. O6HapyxeHMe IpU3HAKOB (prOpo3a MUOKapaa (1o
naHHbIM MPT ¢ KOHTpacTHBIM yCUJIEHUEM TaJOJITMHUEM )
SIBJIICTCSI TIPOTHOCTUYECKM HEOJIATONPUSITHBIM (DaKTo-
poM BBICOKOTO prcKka apuTMmoreHesza 1 BCC. B kauecTse
nepBraHoii TpodrmnakTikn BCC HeobxoanMo paccMar-
puBaTh uMmintanTanuio KB, OgHako, 1Mo MHEHUIO psaa
aBTOPOB, MMIUIaHTUMpoBaHHbIe MauueHTam ¢ b/l KBJ]
SIBIISTIOTCS HEIOCTAaTOYHO 3(P(PEKTUBHBIM CPEICTBOM
MpoPUIAKTUKA BHE3AITHOM CMEpPTH, T.K. B HEKOTOPBIX
HCCIIeIOBaHUSIX ObLIa JOKa3aHa HeJOCTaTOUYHAsI KOHBEP-
croHHas 3G GEKTUBHOCTD Ie(UOPIIIIAPYIONINX pa3psi-
OB IIJIST KYITMPOBAaHWS MHOXECTBA 3aJIIIOB KEJIyI0YKO-
BBIX TaXWApUTMUU TIpA CTaHOAPTHOI (TpaHCBEHO3HAs)
WMITIAHTAIIUN 3J1eKTponoB. MccaemoBarenssMu paccMmar-
PUBAIOTCS IPEIIOKEHUS IO TIPUMEHEHUIO TTOIKOXHBIX
cuctem mmintaHTanu KB/ (S-ICD). Hamnbonee mpen-
TMOYTUTEILHBIM BHIOOPOM MeETOmA JICUCHMS, Ha CETOMI-
HSIIITHWNA TeHb, SIBIISICTCS TPaHCIDIAHTAIINS cepaiia. AGco-
JIIOTHBIM TIOKa3aHUEM [JIs TIepecagKy Cepilia SIBIISICTCS
BBIpaKEHHAsI JICBOXKEIIYIOIKOBASI CHUCTOIMIECCKAS IHC-
dyuaxums [3, 8, 12-17]. Creumndnyeckoe iedeHne 3a00-
JIeBaHUSI 0 HACTOSIIIETO BPeMEHH, K COXAJICHUIO, eIIle
HAXOIWTCS Ha CTAAWM SKCIIEPUMEHTAJIBHOTO M3YYCHMUS
¥ TI0Ka He pa3paboTaHo.
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