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Lenb. MpoaHan13nmpoBaTh CIOXHOCTM ANAarHOCTUKM U OCODEHHOCTI KIMHUYECKOTO TedeHNst 0one3Hn [laHoHa y KeHLLMHbI.

Pesynbtatbl. MpeacrasneHo HabnoneHve 6onesHn [laHoHa y XeHLWMHbI 18 NeT C HeOTArOLLLEHHbIM CeMEHbIM aHaMHe30M. PaHHee pa3BuTVe Mep-
uaTenbHoM apuTMmK (He nosgHee 15 NeT) B COYETaHUM C aTPUOBEHTPUKYNSAPHOM O1oKkagon Ha hoHe perynspHbIX 3aHATUIA CMOPTOM He NpUBMekano
[LOMKHOIO BHUMAaHMS Ha MPOTSXeHWN 3-X feT. Tpn 00CnefoBaHMM BbISBNEHb!: yMepeHHas CTerneHb rmneptTpodum neBoro xenyaodka (4o 17 mm),
ee ANdy3HbIV XapaKkTep 1 OAHOBPEMEHHOE BOBEYEHME NPaBOro Xenyao4ka, NpU3Hakn cepaevyHon HeJoCTaToOYHOCTW BCNeACTBINE BbIPaXKeHHbIX
PECTPUKTUBHBIX HapYLLEHNI MK COXPaHHOW paKLmM BEIOPOCa NEBOTO Xenyaoyka. [JaHHble MarHUTOpe30oHaHCHOM ToMorpadum cepaua (Hecre-
UMUYHOE OTCPOYEHHOE HaKOMeHVe B MUoKapae) CTanv OCHOBaHVeM L1 NPeanonoxeHuns ob ammnongose v BoinosHeHrs broncum M1Mokapaa.
OLWNOOYHBIV ANarHo3 amuIomnao3a cepaLia no AaHHbIM OMONCUKM MYOKapAa ONpOBEPrHYT NPV MOBTOPHOM UCCNeaoBaHn, PAS-peakums BbiSBUa
npu3Haky 6onesHu HakonneHws. OunarHo3 Gonesnn [aHoHa BeprduumMpoBaH ¢ nomotulpto AHK-anarHoctnki (BbisieneHa mytaums ¢.731delG).
C y4eToM Hannyms NapokCM3MOB HEYCTOMHMBOW XENYA04KOBOW TaxMKapAMM 1 BbICOKOTO PacYeTHOrO prUCKa BHE3aMHOW CMepPTU MMMAAaHTUPOBaH
KapavoepTep-AeduopUnaTop.

MpUBOLANTCS aHaNM3 AaHHbIX TMTePaTyPbl OTHOCUTENBHO YacTOTbl M 0COOEHHOCTeN NPosiBneHNs 6one3H [JaHoHa Y XXEHLLWH, MeCTo AaHHOro 3abo-
NeBaHWs B CTPYKTYPe NPUHNH rnnepTpobrn M1okapaa.

3aknioyeHune. B ocHoBe Kak MepuaTenbHOM apUTMUM B MOMIOAOM BO3pacTe, Tak M CMHAPOMa rvneptTpodun NEeBOro Xenyaodka MoryT nexarb
penKve 1N Manomn3BecTHbIE B MPaKTVKE Kapamonora nepBuyHble 3aboneBaHns M1Mokapaa, 4to TpebyeT yriybrneHHOro 4MarHoCTUHeCKOro novcka u fB-
JINETCH KPUTUHECKM BaXKHbIM A5 onpefeneHns neyebHom TakTUKM 1 NporHo3a.
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Aim. To analyze the difficulties of diagnosis and the clinical features of the Danon disease in women.

Results. An observation of Danon disease in a woman aged 18 years with an uncomplicated family history is presented. The early development of
atrial fibrillation (at the age of not more than 15 years) in combination with atrioventricular blockade against the background of regular sports was
not attracted due attention for 3 years. The examination revealed: a moderate degree of left ventricular hypertrophy (up to 17 mm), its diffuse nature
and simultaneous involvement of the right ventricle, signs of heart failure due to severe restrictive disorders with preserved ejection fraction. Cardiac
magnetic resonance imaging data (non-specific late gadolinium enhancement) became the basis for the assumption of amyloidosis and the imple-
mentation of a myocardial biopsy. An erroneous diagnosis of cardiac amyloidosis according to myocardial biopsy was refuted during a second study,
the PAS reaction revealed signs of storage disease. The diagnosis of Danon disease was verified using DNA diagnostics (c.731delG mutation was de-
tected). Due to the presence of unsustained paroxysmal ventricular tachycardia and a high calculated risk of sudden death, cardioverter-defibrillator
was implanted.

The analysis of literature data on the frequency and the manifestation of Danon disease in women, the place of this disease in the structure of the
causes of myocardial hypertrophy is given.

Conclusion. Atrial fibrillation at a young age and left ventricular hypertrophy syndrome can develop due to primary myocardial diseases not well
known in the practice of a cardiologist. They require an in-depth diagnostic search; their identification is critical for determining treatment tactics and
prognosis.
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BeeaeHune

BblpaxkeHHble CTPyKTypHble U (PYHKLIMOHANbHble 13-
MEeHEeHWs CepaLa, BbIIBNEHHbIe B MOIOAOM BO3pacTe U
NPV OTCYTCTBUM ABHbIX BHELLHWX MPUYMH, BCErda HaBOAAT
Ha MbIC/Tb O BPOXAEHHOM xapakTepe 3abonesanus. Mpu
OTCYTCTBUW NMPU3HAKOB BPOXAEHHBIX MOPOKOB CEPALA B
Kpyr onddepeHuanbHON AMArHOCTUKN BKTIOYAOTCS
MUOKapAUTbl 1 KapgnomuonaTtun. Cpean nocnegHux
Hanbornee 4actou, B TOM YucCNe, U Cpean MOMOAbIX Na-
LMEHTOB, ABNSAETCS rMnepTpodmyeckasn KapamommonaTums
(TKMTT), OCHOBHbIM MPOSBIEHNEM KOTOPOW ABNAETCS
CODCTBEHHO rMnepTpodUs M1MOKAPAA, NPEVNMYLLECTBEHHO
nesoro enypoyka (J1X). Bmecte ¢ TeM cMHapom nep-
BMYHOM (He obycnoBneHHoW neperpyskont JIXX) rmunep-
Tpodunn BeCbMa HEOOHOPOAEH MO CBOEWN reHeTUYECKON
npuponde 1 TpebyeT OanbHenwen auddepeHumansHoOm
OMarHOCTLK M.

«Knaccnueckas» TKMI (koTopasi B CTPOroM CMbic/ie
TONbKO W AOMKHA Ha3bIBATbCA STUM TEPMUHOM) 0BYCNOB-
fleHa, KaK y>Xe XOpOLIO M3BECTHO, NaTOreHHbIMWN MyTa-
UMAMU B reHax pa3fvyHbIX CapKOMepHbIX 0enkoB (Muo-
31Ha, MUO3MH-CBA3bIBaloLLIErO NpoTenHa C, akTVHa U mp.).
OpgHako K rneptpodumn mmokapga JIXX npusognt u Le-
NbIA PAL HECAPKOMEPHbIX FeHeTUYeCcKn AeTepPMUHUPO-
BaHHbIX 3ab0NeBaHN MMOKapAa — 3TO KAacaeTcsl B NMepByio
oyepenib bonesHe HakonneHus (IM30COMHBIX, FvKore-
HOBBbIX), a TaKXe MHMULTPATVBHBIX 3aboneBaHni (cpean
HUX Hanboree YacTbiM ABNAETCH amunonaos). OKoHYa-
TenbHas Bepu@uUKaLma TOro UaM MHOro BapuaHTa nep-
BUYHOW runeptpocdumn JIK Tpebyet nposeneHns AHK-gu-
arHOCTMKM, OAHAKO 3TOMY 3Tany BCerga npepaLecTByet
KITVHVKO-MHCTPYMEHTanbHas, a B page cy4aes 1 Mop-
onornyeckas AMarHocTmka, Kotopas NoMoraeT onpege-
NNTbCA C AMArHO30M.

MpencraBnaemM KimMHUYeckoe HabnogeHne Heobbly-
HOro BapuWaHTa nepBuYHOM rmnepTpodun JIK y oveHb
Morofon (0cobeHHO Ans «B3POCSIbIX» KAPANONOroB) na-
LMEHTKN, B KOTOPOM CIIOXKHOCTY BO3HMKANMN Ha Pa3HbIX
3Tanax AMarHoCTUKM, YTO MOXHO OOBACHUTbL OOMbLLION
PELKOCTbIO OTHOCUTENBHO HelaBHero onmcaHHoro 3abo-
neBaHUs 1 BaprabenbHOCTbIO ero KIMHNYECKOM KapTuHBbl,
0COBEHHO, Y XEHLLIMH.

KnuHunyeckoe HabnogeHue

BonbHasa I, 18 net, noctynuna B MakynbreTckyio Te-
paneBTudeckyto knuHuky (OTK) nm. B.H. BuHorpagosa
9 aHBapsa 2019 r. ¢ XanobamMu Ha OfbILLKY NpU yMepeH-
HbIX (hU3NYecKnx Harpyskax (nogbem Ha 1-2 31axa), yya-
WEeHHOe HepUTMUYHOe cepauebueHre B MOnoXeHne
nexa.

M3 aHamHe3a: B ceMbe O Clyyasx 3aboneBaHus
cepAala B MONOLAOM BO3pacTe He M3BecTHo (puc. 1).

Pocna v pa3BrBanacb B COOTBETCTBMM C BO3PACTOM,
Pur3nYeckme Harpyskm nepeHocmIa XopoLLo, Cepbe3Ho
3aHVManach BONenoonomMm, JbIKHbIM CMOPTOM.

Mo OaHHbIM NPeACTaBIEHHOM aMOynaToOpHOW KapTbl
Ha anekTpokapamorpamme (KM c 2015 (¢ 15 net) pe-
ructpupyetcs hmbpunnaums npeacepam (ON), ogHako
nauveHTka 1 ee poamutenn ob 3ToM He 3Hanu. Mpogon-
>Kana aKTMBHO 3aHVMMATbCS CMOPTOM; MNPV 3STOM OTMeYascs
HEKOTOPbIN 130bITOK Beca. OOCIefoBaHNA He MPOBOAM-
nock.

[narHos «runeprpoduyeckas KapAaMoMMonaTns»
BMepBble nocrasneH B 2018 . npn nnaHoBomM obcneno-
BaHVM ONs nonydyeHus BoamTenbckux npas. C 2018 r.
CTana oTMeyvyaTb OAbILKy npwn (BU3MYeCcKon Harpyske

trauma
Tpasma

41 39 43 O
/'

All open symbols indicate healthy family members. Proband with cardiomyopathy is
indicated by a hatched symbol and marked by an arrow. The age of family members is
indicated in the corresponding figure. According to patient history, more distant relatives
didn't present cardiac disease at a young age

Bce OTKPbITble CUMBOIbI 0003Havalor 3[0POBbIX 41€HOB CEMbMU. ﬂpo6aHu C Kapgmo-
MVonaTvien nokasaHa 3alUTPUXOBaHHbIM CMMBOJIOM U OTMe4eHa CTpeJ’IKOl?\. BO3paCT
4NeHOB CeEMbW YKa3aH B COOTBETCTBYIOLLIEM CMMBOJIE. Co crnos bornee OoTaaNieHHble poa-
CTBEHHMKM MONOAOro BO3pacta He MMeIoT 3aboneBaHui cepaua

Figure 1. Genealogy: family tree of patient G.
PucyHok 1. PogocnoBHas ceMby naumeHTku [
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(nogbem Ha 3 3Tax, 3aHATUs Bonenbonom). B okTabpe
2018 1. BO Bpems MeflocMOTpa Obifo BrepBble obpaLleHo
BHMMaHVe Ha Hann4ne DI, Xenyao4KoBOW 3KCTPaCUCTO-
nmn. HanpasneHa B NOANKIMHUKY ANTanCKOro KpaeBoro
KapAMOnorn4eckoro gucnaHcepa.

Mpw sxokapamorpacdum (IXO-KI): ymepeHHoe yBe-
nnyeHve nesoro npefcepams (Jir; 51 MM), KOHEYHO-
auactonudeckiin pasmep (KOP) JIX 5,5 M, dpakums
Bbibpoca (PB) 63%, TONLMHA MEXKenyno4KoBOW ne-
peropoaki (MXTI1) n 3agHen creHkn JIX 1,3 cMm, cucro-
nnyeckoe AasneHne B nerodHon aptepum (COJA) 40 MM
pT.CT. Bbin HayaT npueM prBapokcabaHa 20 mr. B Hosbpe
2018 1. Oblna rocnuTanm3npoBaHa B ANTacKmnin KpaeBom
Kapomonornyeckni AUcnaHcep C Lenbio yToYHeHns auv-
arHosa.

Ha 3Kl — I ¢ yacTtoTon cepAeydHblXx COKpaLLeHUI
(YCC) 86 ya/MVH, xenynodkoBas skcTpacuctonus. Mpu
IXO-KI — noBblileHHas TpabekynsipHOCTb ODOUX Xeny-
[L04KOB (COOTHOLLEHNE HEKOMMAKTHOTO M KOMMAKTHOTO
cnoes 1,3:1), MXI 1,4 cm. Mpu kopoHaporpahun mns-
MEHEHWI KOPOHaPHBIX apTePU He BbisiBNEHO. B cBA3M C
naysamu o 4,2 ¢ Ha4aTas Tepanus beta-agpeHobnoka-
TopaMu NpekpaLleHa, perncTprpoBanocs 2,8 ThIC Xeny-
[OYKOBBIX 3KCTPACKCTON, 2 MAapPOKCM3Ma HEYCTOMYNBOM
KenyLo4KOBOW Taxukapamm.

C Uenblo yTOYHEeHWs NpUPOAbl 3300NeBaHNs MMOKapAa
BbINOMHEHA SHAOMMOKAPAMaNbHAs OUONCUsA NPaBOro xe-
NyAo4Ka — M3MeHeHWs OMCaHbl Kak cybaHaoKapamanbHbIN
hrbBPO3, HEPABHOMEPHOCTb KAapAMOMUOLIUTOB (HEKOTOpbIe
NCTOHYeHbI, HYacTb rMNepTPOMUPOBaHa), eAUHNYHbIE OT-
JIOXEHWA KOHIO-MO3UTUBHOIO MaTtepuana nepyumMuoum-
TapHO, NP UMMYHOTUCTOXMMUYECKOM aHanmse BOCna-
NINTENbHbIX M3MeHeHMI B Mrokapae HeT (CD20 ToTanbHO
HeratnBHO, CD3 NO3UTUBHO B eAMHNYHbIX NTMMDOLIMTaxX
B UHTepCTULMK). B cBA3M ¢ MOPONOrnyeckMMm AiaHHbIMMN

B MOJIb3Y aMUIIOMG03a BbINOMHEHA MarHNTO-pe30HaHCHas
Tomorpacdusa (MPT) cepALa — OTMedeHbl yMepeHHoe yBe-
nnyeHue npedcepani, runeptpocus creHok JIK (MXT
0o 17 MM), NoBbllWEHHas TpabekynspHOCTL 0boMX Xe-
NyOo04KOB. BbifgBNeHO HecneuduyHoe OTCPOHEHHOe Ha-
KorneHve B M1okapge. MNpofosxeHa Tepannsa prBapok-
cabaHoM, B CBfA3M C MOLO3PEHNEM Ha aMUNTOMA03 CepaLa
HanpasneHa B OTK.

Mpu ocmoTpe: cocToAHMe cpeaHen TsxXecTu. KoxHble
MOKPOBbI HOPMaIbHOM OKPACKM, BaxKHOCTK. PocT 168 cm;
Bec 80 kr, nHaekc Maccbl Tena 28,3 kr/m?2. benble cTpum
PACTSXKEHNST Ha OOKOBbIX MOBEPXHOCTAX KOXM XMBOTA.
OTeKoB HeT. B nierkmx fpixaHue BesnKynapHoe, Xpunbl He
BbIC/TYLUMBAIOTCA, 4acToTa [AbIXxaHna 16 B MUHYTY.
ToHbI cepAua apUTMUYHbIE, NPUMYLLIEHbI, LLYMOB HeT,
YCC 64 yo/muH, AL 140/80 MM pT.cT. KMBOT MSrkunu,
©e300mne3HeHHbIN.

B ctaHAapTHbIX aHanmM3ax KPOBW OTMeYEeHbI NNLLb He-
OorbLUOE NOBbILLEHVE YPOBHS aCcnaparMHOBOW TpaHCaMM-
Ha3bl (52 en/n) v naktataermoporeHassl (718 en/n), B
0CTanbHOM 6e3 OTKIIOHEHWI OT HOPMbI; YPOBEHb KPeaTUH-
KnHa3bl KpoBw 92 ef /n. Mpy MIMMYHONOMMYECKOM UCChe-
[OBaHNK BbISBIEHO MOBbILLEHME YPOBHS aHTL-O-cTpen-
TonvsnHa (349 en/mn npu Hopme fo 200) 1 aHTUTeNna K
aHTUreHaM s4ep KapAVIOMUOLTOB B MUHNMATbHOM TUTPE
(1:40); ypoBeHb aHTWUTEN K aHTUreHaM dHAOTeNVs, Kap-
OMOMMOLMTOB, BOTOKOH MPOBOASALLEN CUCTEMbI CepALia B
HOPMe, reHOMa KapAMOTPOMHbIX BMPYCOB B KPOBW He Hal-
0eHO. AHanm13 Mo4u B Npefeniax HopMbl.

Ha 3KT (puc. 2) npun nocTynneHumn 1 B Te4eHne BCel
rocnuTtanmsaumm pervcrpmposannce O c HCC 58-74
YA/MWH, eQVHUYHbIE Xenyao4KOBble 3KCTPacUCTONbI.
IMennch BblpaXeHHble MPU3HaKM rmnepTpodumn mMmo-
kapaa J1IX (nHoekc Cokonosa-JlaoHa 44 MM), oTpuLa-
TenbHble 3youpl T B I, II, aVL, V5-V6 otBeaeHumax. QRS

Figure 2. Electrocardiogram of patient G. on admission (description in the text)
PrcyHok 2. SnekTpokapamnorpamMmma 6onbHowm I Npu NOCTyNneHUn B KIIMHUKY (OnuncaHue B TeKcTe)
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On the left — signs of diffuse left ventricular myocardial hypertrophy (1.7-1.8 cm),
in the center - significant dilatation of the left atrium as a result of restriction, on the
right — restrictive type of diastolic dysfunction (DecT 96 ms)

CneBa - npu3Hakm AnddY3HON TMNEpTPOdUM MUOKApAa JIEBOMO Kemyaodka
(1,7-1,8 cM), B LeHTPE — BbIpaxeHHas ANaTaLms NeBOro NPeaCcepans Kak OTpaxeHme
PECTPUKLMM, CTIPaBa — NPW3HAKM HaPYLLEHVS AUACTONMYECKOV (YHKLMM N0 PECTPHK-
TBHOMY TVny (DecT 96 Mc)

Figure 3. Echocardiograms of patient G., 18 years old
PucyHok 3. Dxokapanorpammbl 6onbHon I, 18 net

118 mc, QT/QTc 418/464 mc. Mpn XonTepoBCKOM MO-
HuTtopuposaHuu KT, npoBefeHHOM Ha (hoHe Tepanunu
Ourconpononom 2,5 Mr, MakcMMarnbHas naysa cocrasuna
3632 mc, nay3 6onee 2,0 ¢, Bcero — 1397 (paBHOMepHO
B TeyeHwue Bcero AHs), YCC: gpHem 50-101 ya/MuH (cpea-
HAs AHeM — 65 ya/MWH), Houbto 38-71 ya/MuH (cpeaHss
HOYbIO — 54y /MUH). Xenyao4KoBble 3KCTPACUCTONbI MO-
nmTonHele, Bcero — 1954, 35 kynnetos, 4 Tpunneta, 5
npobexek xenyao4koBon Taxmkapaum (4-8 RR) ¢ YCC
120 ya,/MUH, NpenMyLLecTBeHHO B HeBHOe Bpemd. ST-T
0e3 3Ha4MOoM AMHAMUKK. Tpy peHTreHorpadu opraHoB
rPYOHOM KINEeTKU — MpU3HaKM 3aCTos B MaloM Kpyre Kpo-
BOOOpaALLEeHNS.

Mpu DXO-KT (puc. 3) otmeyeHbl yBenunderme J1 (5,6
cMm, 144 mn, 75 MJ'I/MZ), KOP JIX 5,5 cMm, BbipaxeHHad
CUMMeTpUYHas rmnepTpodusa JIK (MK 1,5 cMm, 3agHss
cTeHka oo 1,7 cM) C NoBbILLEHMEM ero TPabeKyNapHOCTH,
KOHeYHbI Auactonuyeckuin obbem 137 mn, 71 Mn/m?,
KOHEYHbI cucTonunyecknin obvem 53 mn, @B 61%, Ha-
PYLIEHWUN NOKANbHOM COKPATUMOCTX HET, BblfBfeHa
3Ha4MTeNbHAA AnacTonuyeckan ancgyHkums JIK (DecT
95 mc, E/med E" 20,3; E/latE* 10,4). Obpailana Ha cebs
BHUMaHWe rmnepaxoreHHoCTb Mr1okapga JIX, 4to morno
yKa3blBaTb Ha BonesHb HakonneHus. MpaBbli XXenynodek
2,7 cm, ctenHka 0,8 cm, TAPSE 1,9 cm, npaBoe npencepave
64 Mn, 33 mi1/M2. ViMeeTcs MUHVIMalbHasA perypritaums

Ha MWUTPanbHOM, TPUKYCNUOanbLHOM knanaHax (I cTe-
NeHn), yMepeHHas nerodHasn runeprensusa (CONA 45 MM
PT.CT.). HUXHSA nonas BeHa pacluvpeHa, Ha BAOXe Cra-
naetca MeHee 50%. Cenapauusa NMCTKOB neprkapaa fo
6 MM, BbInoT MeHee 100 mn.

Takmm 0bpa3om, noaTBepP>KAeHO Hanudme amddysHom
runepTpodum nesoro (o 17 MM) 1 npasoro (Ao 7 Mm)
KeNyno4KoB NPW COXPaHHOW CUCTONMUYECKOM YHKLMN
oboux. YunTtbiBas Bo3pacT 6onbHOM, CTONb paHHee pas-
BUTWE apUTMUK U runepTpodum JIK, BbIpaXKeHHbIN CUH-
apom runeptpodum JIK Ha KT 1 cOxpaHHYo CUCTONN-
4eckylo PYHKLUMIO AMArHO3 aMUiiona03a npencraBnisncs
KparHe ManoBepOATHbIM. B aHanm3ax KpoBM M MO4M CBO-
BoaHbIX Nerkyx Lenen MMMyHornobynMHOB He BbISBIIEHO.
lMcTonorunyeckune npenapartsl (G1oncus Mruokapaa npa-
BOrO eryao4ka) KOHCYNbTUPOBaHb! Ha Kadeape nato-
noru4eckom aHatoMmu nM. akag. A.M. CTpykoBa: 4eTbipe
KyCO4YKa CTEHKM MPaBOro Xeygo4ka, KyCo4KM He OpreH-
TUPOBaHbI. JHOOKAPA CKIIepo3MpoBaH. Mmnokapa ¢ He-
PaBHOMEPHOW rmnepTpodmen KapaoMUOLUTOB, Kpyn-
HbIMWM O4aramu ckrneposa. KapamoMmoumnTbl C «NycTon»
LMTOMNa3MOM B MepUHYyKIIeapHoW 30He. Ipy okpacke no
BaH MM30HY cnabo BblpaxkeHHbIV cknepo3s. [JaHHbIX 3a OT-
NOXEHWNs aMUTIOVAA MPY NCCeAOBaHWM B NOAAPU3YIO-
LLLIeEM CBETE 1 MPY MOBTOPHOM OKPACKe KOHIO KPACHbIM He
nonydvero (puc. 4). [JononHUTENbHO BbIMOHEHO OKpa-
wuBaHue LLINK-peakTnBOM, NpM KOTOPOM OTMeYeHa Mno-
noxwuTensHas peakuus (HakornneHne LUMK-nonoxutens-
HOW CyOGCTaHUMM Mofd  CapkoNeMMoW, OTAefNbHble
KapaAnoMunoLmnTbl cogepXat kpynHble LUK+ rpaHynbl,
NOMHOCTbIO 3anonHeHbl LLIWK+ mMaTepranom), He Bbl-
ABJIEHO XaOTMYHOrO PacnosioXeHUsa KapAMOMUOLIUTOB,
4TO, Hapady C TMNepP3XOreHHOCTbI0 MWOKapAa npw
3XO-KT, cyLecTBeHHO NoBbILLAN0 BEPOATHOCTb OONe3HN
HaKomMneHums.

MaumeHTKa KOHCYNbTMPOBaHa reHeTUKOM: Hanbonee
BEPOSATHbIM MPeaCTaBNanack ofHa U3 bonesHer Hakon-
neHns (KapamnansHas opma rrMKoreHo3a? NM30CoMHble
Done3HN HaKOMNEHNA? HapyLIEeHME OKUCIEHNS XMPHbIX
KMCNOT?), B3ATa KPOBb N8 MPOBELdEHUs TapreTHown
[HK-amarHoctikm B reHax PRKAGZ2 (cepaedHbiii minko-
reHos), LAMP2 (6bonesHb JaHoHa), XGAL (bonesHb
®abpu). OTCyTCTBUE SKCTPaKapamanbHOM CUMITOMATUKNA
N CEMEMHOro HaKoMNeHns AenaeT MeHee BePOATHbIMM
NN30COMHble DonesHn HakonneHus (B ToM 4umcne, 6o-
ne3Hb [laHoHa), HO He MO3BONSET X UCKITIOYUTL. Henb3s
ObINO Tak>Xe MNOMHOCTBIO UCKITIOYNTL AMarHo3 capkomep-
HOW KapAMOMMONaTUM C PeCTPUKTUBHO-rMNepTpodunye-
CKVM (DEHOTMMOM, B NMOMb3Yy KOTOPOW CBMAETENBCTBOBANO
HanM4Me noBblleHHoW TpabekynspHoctn JIK. Mpun oT-
CYTCTBUW OMArHOCTMYECKMX HaXO4OK B TapreTHbIX reHax
MSIaHMPOBANOCh MONHO3K30MHOE CEKBEHUPOBAHWE, y4L-
TbIBasi BbICOKOE reHeTnyYeckoe pa3Hoobpasine rnkKoreHo-
30B 1 MUTOXOHAPUATbHbIX DOne3Hen.
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A - staining with hematoxylin-eosin (hypertrophy of cardiomyocytes, perinuclear vacuoles in the cytoplasm); B, C — periodic acid-Schiff reaction (accumulation of a PAS-positive substance
of violet color under the sarcolemma, diffuse in the cytoplasm in individual cardiomyocytes); D, E - staining with Congo red (at the regional hospital in Barnaul) - brick-red staining of the
cytoplasm of cardiomyocytes (D), which in polarizing light gives a non-specific orange glow (E); F - second staining with Congo red (at the Sechenov University), negative reaction

A — 0KpacKa reMaToKCUIMH-303VHOM (TUNepTPOdUs KapLAYoOMUOLMTOB, NepUHyKNeapHble Bakyonu B Lutonnasme); B, € — okpacka LLIVK-peakTBom (HakonneHwe PAS-nonoxutensHom
cyDCTaHLMM (hMONETOBOTO LiBETa MO, CAapPKONEMMON, B OTAENbHBIX KapAOMUoLMTax — anddy3Ho B LuTonnasme); D, E — okpacka KOHro kpacHbiM (B BapHayne) — KpnuyHo-kpacHoe
OKpalLMBaHWe LMToNnnasmbl kapamomuouutos (D), KoTopoe B Nonspyi3yiolLleM CBETe AaeT HecneLmnduryeckoe opanxesoe caederiie (E); F — noBTopHas okpacka KOHro KpacHbiM 8 Ceve-
HOBCKOM YHVBEpCHTETE, peakLis oTpuLaTenbHas

Figure 4. Endomyocardial biopsy samples of the right ventricle of patient G., 18 years old
PucyHoK 4. DHAOMMOKapaManbHble 61MonTaThl MPaBoro xenygoyka oonsHon I, 18 net

VAR

The site of a single nucleotide deletion c.731C (p.Thr244fs) is marked by an arrow
Mecto ogHoHykneotuaHon feneunn ¢.731C (p.Thr244fs) otmeyeHo cTpenkon

Figure 5. Fragment of direct sequencing by Senger in exon 5 of the LAMP2 gene
PucyHok 5. ®parmeHT npsimoro cekBeHnpoBaHus rno CeHrepy ak3oHa 5 reHa LAMP2

B cBfA31 C aTPUOBEHTPUKYISIPHOM GnoKagon yBenmye- npencTaBnAnoCs BO3MOXHbIM: UMENMCb MOKa3aHWs K No-
He [03bl beTa-aapeHobNoKaTOPOB (K MOMEHTY BbIMMUCKM CTOAAHHOW KapAMOCTUMYAAUMM. Kpome TOro, pacyeTHbIN
1,25 Mr) Unu HasHaveHne aHTapuTMKKOB Il knacca He PWCK BHE3amnHow cMepTu no Kanbkynatopy HCM Risk-SCD
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coctaBun 8,9% 3a 5 n1eT, 410 ABNAETCA NOKa3aHMeM K UM-
nnaHTaumMm KapamnosepTepa-gedubpunnatopa (MKI).
YuntbiBas PUCK TPOMOO3MOONNYECKNX OCITOXHEHWN
(1 6ann no wkane CHA,DS,-VASC), Hanu4me HeKOMMNaKT-
HOro MMOKapaa, BbIPaXeHHbIX PECTPUKTUBHbBIX M3MeHe-
HUW CO 3HaYUTeNbHbIM yBenndeHmnem J1IN npogonkeHa
AHTUKOAryNAHTHAA Tepanus. LononHUTeNbHO Ha3HaYeH bl
nepyvHZoNpua 5 Mr, CMMPOHONAKTOH 25 Mr, Topacemump,
5-10 mr. CoCTosiHME YNYHLIUNOCh: OTMEYEHO YMeHbLLEeHWe
OLbILLIKM, NOBbILLEHWE TONEPAHTHOCTU K (DU3NYECKMM Ha-
rpy3kam. PekoMeH0BaHO 136eraTb 3aHATLIM CnopToM. B
MapTte 2019 . NO MeCTy XUTeNbCTBa UMMIAHTUPOBAaH
K[, cpabaTbiBaHWI MNOKa He OTMEYEHO.

Ha nepeom stane JHK-gMarHoCTMKn METOAOM CekBe-
HUpoBaHusa no CeHrepy B reHe LAMP2 Obina BbisiBNeHa
neneuns c.731delC B reTepo3nroTHOM COCTOSIHUMK, YTO
MO3BONMIO BEPUMULIMPOBATL Y NaumeHTKn 6onesHb [da-
HoHa (pnc. 5).

OOcyxaeHue

Heobbl4HOCTE NpeACTaBneHHOro HabMoAeHNs COCTOUT
B PEAKOCTU CaMOro 3aboneBaHns U HeNonHoW MaHude-
CTauumM ero CUCTEMHbIX NMPOSBAEHWI Y MONOAOW XeH-
WMHbl. Bone3Hb [JaHOHa — OAHO M3 HEMHOIMMX U3BECTHbIX
X-cuenneHHbIX OMVHAHTHbIX 3a0oneBaH1mn, Obino onu-
caHo nuiwb B 1981 I, 1 OTHOCUTCHA K HacneLCTBEHHbIM
NN30COMHbBIM OONE3HAM HaKOMMeHWs, CBA3aHHbIX C Ha-
PYyLUEHNAMM NMPOLLECCOB ayTodarun. B ee ocHoBe nexat
MyTaLun B reHe LAMPZ2 (lysosomal-associated membrane
protein 2). CaMown xapakTepHom 0CODEHHOCTbIO Done3HN
[laHoHa ABNAeTCs ee KpaliHe HabnaronpUATHbIM MPOrHO3
— y>e k 20 rogam pa3BrBaIOTCSH XPOHMYECKas CeEpAeyYHas
HeA0CTaToMHOCTL (XCH) 1 apuTMun, fo 30 net B oTcyT-
CTBME TPaHCMNaHTaLUMmM CepALa NaLuMeHTbl My>CKOro nona
MPaKTUYECKM He LOXKMBAIOT.

B AmarHocTrke NOMOraeT ellle Lefbi psag BeCbMa xa-
PaKTEPHbIX MPU3HAKOB: ANMdY3HASA 1 PE3KO BblPaXKeHHas
runepTpodus MmMokapaa (B TUNMYHbLIX Cydasx TONLLMHA
Mrokapda JIXK y naumeHToB «B3pOC/IbIX» KapLnoioros
MPEeBbIWAET 3 CM) C NMPOrpeccupyioLmM cHkeHem OB
N BbIPaXKEHHBIMW HaPYLLUEHUAMU ONACTOMbI MO PeCTPUK-
TUBHOMY TUMY, YTO CO3AAET KpaWHe HebnaronpusaTHyIo
KOMOWHALIMIO 1 MPUBOANT K ObICTPOMY HapacTaHmio XCH.
YTONUWEHHbIM MUOKApL aKyCTU4ecku HeOOHOPOAEH,
MMeeT XapaKTepHbI «Nonocatbin» B1a B M-pexnme, Mo-
ryT onpenenaTbcs rybokmne pacLienvHbl B €ro TonLe, Ko-
TOpble COOTBETCTBYIOT KPUTEPUAM HEKOMMAKTHOIO MWO-
Kapha. Ha 2KI, noM1MO pe3KO BblpaXKeHHbIX KpUTepres
rmneptpodun JIK (nHgekc Cokonosa-JlanoHa mMoxeT
npe.biwath 10 CM), HepedKo BbIABAAOTCA NPU3HAKN
npenBo30yxaeHns (yKopodeHHbI MHTepBan PQ).

13 BHecepae4YHbIX NPOSBAEHNIN BECbMa XapaKTepHbI
YMCTBEHHASs! OTCTaNOCTb, MblLLeYHas CliabocTb, peTHoNnaTs
(MUrMEHTHBIN PETUHWT); B KPOBW MOXKET ObIThb BbIBIIEHO
MOBbILLIEHME YPOBHEW KPEeaTUHKMHA3bl U NeYeHOUHbIX

hepmMeHTOB; NPV MOPAPONOrMYeckoM NCCIeOBaHNN OT-
MeYaloTCs Mesikie BKIoHeHNs PAS-nonoxmTenibHom cyo-
CTaHUMWN B KapAMOMMOLMTAX; BbICOKO MHPOPMATUBHO
Tak>Ke UIMMYHOTUCTOXMMMYECKOE NCCIeJOBaHWe, KOTOpoe
yCTaHaBNMBAET NoJsiHoe oTCyTCTBIe Denka LAMP2, ofHako
3TOT TeCT BbICOKO MH(MOPMATUBEH TOMBKO Y MY>HMH C MY-
TaUMsSMUY, HapylaloWwmMMmn akcnpecuio Oenka. [uarHos
NOATBEPXXAAETCA UNK nckodaeTca nytem JHK-gnarHo-
CTVKkKn B reHe LAMP2 (3aboneBaHue, HAaCKOMbKO 3TO MU3-
BECTHO Ha CErofiHs, ABNSAETCS MOHOMeHHbIM). YacToTa ero
naxe cpeau apyrmx dgopm nepsuryHon FKMTIT coctaBnset
MeHee 5% [1], B HaLLeM cobcTBeHHOM pernctpe 46 6onb-
HbIX C MEPBUYHOV MMnepTpodmen MMOKapLAa OHa COCTaBma
4% [2]. Heobxoammo noavepkHyTb, 4To 0ba HallMx na-
UMeHTa C bonesHblo [LaHoHa M3 3Toro perucrpa boinu
Manb4nKaMu, UMeBLLMe, Hapsay C MaccuBHOM (10 3 cMm)
rmneptpoduen JIK, 1 TUNNYHbIE BHEKAPAMATbHble Mpo-
aBeHna bonesHu (YMCTBEHHYIO OTCTANOCTb, MNOBbILLEHME
YPOBHS NEYEHOUHbIX (DEPMEHTOB U KPEATUHKMHA3bI): 3TO
Lenano amnarHo3 6onesxn laHoHa Hanbornee BepOSATHbIM
elle [0 nofydeHus pesynsratos AHK-gnarHoctnkm.

B npencraBneHHOM KMHMYeCKoM HabnogeHun 6o-
ne3Hb HaKOMMeHWs paccMaTpurBanach kak Hanbornee Be-
POSITHas NMPUYMHa rMnepTpodun MMOKapAa, ofaHako 6o-
nesvb [aHoHa Obina paneko He nepeow B psady
BO3MOXHbIX MPUYUH HaKOMNeHUsA; KPpOMe TOro, Heflb3f
ObINO 40 KOHLA UCKITIOHUTL U UCTUHHYIO (CapKOMEpPHYIO)
FKMIM. Kak 370 ObIBaeT npakTuyecky Bcerna, nepebiM am-
arHoO30M, MOCTaBfIeHHbIM nauueHTke B 18 net, Obin
nMeHHO AnarHo3 KM, 1 ans 3Toro Obiv OCHOBaHMS
(BblpaxkeHHas AnddysHas rmneptpodus J1XK, aaneko Bbl-
XOAALLas 33 PaMKM «CMOPTUBHOO cepAua»). Tem He me-
Hee, ObIM 1 0CODEHHOCTM, KOTOpPbIE 3aCTaBAANMN COMHe-
BaTbCs B AMarHose «baHanbHow» TKMIM: B nepsyto
ovepefb, 3TO HEODbIYHOE paHHEee pa3BUTME YCTOMYMBOWN
@l B coyeTaHUM C HapylweHnsMu AB npoBoaMMocTi 1
nporpeccupyioLen Ha 3toM dhoHe XCH npu oTcyTCTBMU
BHYTPMXKENYOA04KOBOW 0OCTPYKLUMN. [leKOMMEHCMPOBaH-
Hast popMa capkomepHow 'KMIT aBnseTcs 4aneko He Ya-
CTbIM ee Bapu1aHTOM W1 pa3BMBaeTcs He bonee YeM y 5%
DOMbHbIX C CApKOMEPHbBIMUW hopMaMU B CpefIHEM Yepes
8 net ot gebiota bonesHn [3]. He coBceM TUMNWUYHBI Afs
TKMIM 1 camo oTcyTcTBMe 0BCTpyKUMK (Anddy3Has
opma faet OosbLle OCHOBAHWI AN1F MOMUCKA WHbIX 3a-
BoneBaHNn) 1 NopaxeHve NPaBOro Xenyaoyka, Ha Ko-
TOpPOE BrepBble 0OpalleHo BHUMaHMe b B OTK.

BecbMa HeoOblYHbIM MPEeACTaBAAETCA OTCYTCTBUE
LOMMKHOrO BHUMaHMA K MOSIOLOM MauneHTKe, Kakoro-
nnbo obcneaoBaHUs 1 IEYEHNS Ha MPOTIXKEHNN KakK MU -
HUMYM 3-X NeT Nocs1e BbIABNEHWA Y Hee ycTon4mson OIT:
OHa He 3Hana o CBoeM 3aboneBaHMM 1 NpoJoKana ak-
TWUBHO 3aHMMAaTbCA CMOPTOM BMJIOTb 4O MOABMEHWSA Bbl-
Pa>kKeHHOW OfAbILIKK. AKTUBHbIE 3aHATUS COPEBHOBATENb-
HbIM CMOPTOM B aHaMHe3e MauMeHTKM TaKXKe BHavase
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CTaBUNM Nog, COMHeHMe 6onesHb [laHoHa — A5 3Toro 3a-
OoneBaHWs XapakTepHa yMepeHHO nporpeccupyioLlas
AMCTanbHas MMonaTug, KoTopas nioxo COYeTaeTcs C JbK-
HbIMW 11 BONENOONbHBIMU JOCTUXEHUSMU. JTnb B An-
TaICKOM KPaeBOM KapAMONornyeckoM AncnaHcepe obi1o
NpOBeLeHO COBPeMeHHOE MOSHOLLEHHOe 00CNeloBaHuMe,
BklodaBwee MPT cepaua 1 Broncuio M1okapaa, Ho v
OHO He MO3BONNIIO0 MOCTaBUTb HO30/10MNYECKMM AAINarHO3.
OCHOBHYIO HTPUIY BHECTA MHTEPMPETaLLMS AaHHbIX OUO-
ncuMm B NoJib3y ammnongosa. pm nepecmotpe MUKPO-
npenapaToB, OKPaLleHHbIX KOHIO KPacHbIM, Mbl Habnio-
Janu Nulb Hecneunduyeckoe cBeveHue, elle pas
yOenmBLINCh B BaXKHOCTW Takoro TecTa, Kak oLieHka cBeve-
HVS B Nonspu3yioLLleM CBeTe: 00s3aTenbHOro Ans amMu-
nownpo3sa a06104HO-3e/1eHOrO CBEYEHNS B NpenapaTtax He
Obino. MNoBTopHas oKpacka NpenapaTos MUOKapAa KOHIo
KpacHbIM B Halleln nabopaTtopun BoobLie Aana oTpuLa-
TeNbHbIV pe3ynsrat. [pov3BeaeHo 4OMOMHUTENBHOE OKpa-
wusaHve LWLWK-peaktnsom, Kotopoe BCerga OOSIKHO
NPUMEHATLCS MPU NOA03PEHUM Ha OONE3HM HaKoMNeHNs,
1 OHO OKa3a/10Cb MHPOPMATVIBHBIM.

OfHaKo 1 0o Nony4eHVs pesynsraTtos MOBTOPHOIO NC-
cnefoBaHUA MOpPdONOrn4eckoro Matepyrana AnarHos
aMunnonao3a npencTaBnanca Ham KpanHe ManoBepo-
ATHBbIM. V1 3TO, B NepBylo o4epefb, CBA3aHO C BO3PACTOM
OOonbHOM — MOXHO CKa3aTb, 4TO B Bo3pacte 15-18 net
aMmnonpaosa cepaua npakTnyecku He boiBaet. Cepaue
nopaxaetcsd npwv HeckoNnbkmx GopmMax amMuiIonaosa
(BpOXAEHHbIN 1 MNPUOBPETEHHbBIN TPAHCTUPETUHOBDIN,
nepBUYHbIN AL, o4eHb pedko — AA-aMunonaos), OaHako
HV OfiHa 13 3TNX (HOPM He pa3BuBaeTca y feten. Hanbo-
nee paHo (Ho 0ObI4HO He paHee 30 neT) pa3BMBaeTCa nep-
BUYHbIN AL-aMWNIOVA03, OAHAKO 3TO OAHOBPEMEHHO U
Hambonee 3n10Ka4eCTBeHHas popMa aMMNonao3a cepaLa,
KoTopas 3a Tpu rofa 0e3 neyeHus, Kak NpaBuIo, NpMBo-
OUT K T1oenu OonbHbIX. Y Haler NaumeHTKM HUKaKKX
MPU3HAKOB CUCTEMHOTO MOPAXEHWA, XapakTepHOro as
AL-amunnonao3sa nnm MmenomHor 6onesHu, He Obino; Ans
OKOHYaTENbHOMo UCKIIOYEHNA AMarHo3a npoBeneHo m1c-
CnefoBaHMe Ha nerkue Lenu MMMyHOrnobymMHOB, OXNn-
[aeMo [aBLuee OTpULATeNbHbIV Pe3yNbTaT.

Kpome Bo3pacTa, oMarHo3y amunoungosa cephla npo-
TmBopedmna IKI: y NnaumeHToB ¢ aMUIOUL030M MOXeT
He ObITb CHIXXeHWs BoMbTaxa KomnnekcoB QRS, natono-
rmyeckmx 3youos Q mnm komnnekcoB QS [4], HO 1 CTONb
BbIPaXXeHHbIV CUHAPOM runepTpodum JIK oAns HUX He xa-
pakTepeH. DKI-npu3sHaku runeptpocdunm JIX Habnio-
[LaloTCst OObIYHO MPU UCTUHHbBIX BONe3Hsx HaKomnneHus
(korza natonornyeckas CydocraHUMs CKanImMBaeTcs BHYTPA
KapAMOMUOLMTOB 1 NPUBOOMUT K UX NCEBAOTMMNEPTPO-
umn), Toraa Kak npu MHOUNLTPATUBHbBIX OonesHsax (K Ko-
TOPbIM OTHOCUTCSH aMUNOWAO3) SNEKTPUYECKN HeaKTBHAS
CyOCTaHUMSA OTKNaAbIBAETCS BOKPYT KapAMOMUOLMTOB, CO
BPEMEHEM MPUBOLA K 3HA4YUTENBHOMY YMEHbLLEHWIO aM-

NAUTYObI 3NeKTPUYECKOro c1rHasna ot H1X. daHHble MPT
cepAua, NpeacrasfieHHble HaM B POpMe NMPOoTOoKona, He
ObINV yoeamnTenbHbl H B OTHOLEHUM aMUIona03a, HU B
OTHOLLEHUM Kakor-nnbo apyrort GonesHM HakonneHus.
[NoMyMO amunomnaosa, 418 KOTOPOro XxapakTepHo aud-
y3Hoe cyb3HOOKapAnanbHOe HakomneHne ragonHms,
OTHOCUTENBHO CNeLU@UYHbIN NATTEPH OMMCHLIBAIOT NMPU
6one3Hn ®abpu (HakomnneHvie B ©a3anbHbIX OTAENaX HUX-
HebGokoBoW cteHkn JIXK [5]), ogHako HakomneHve B Tex
>Ke 30HaX BO3MOXHO U Npu bonesHn [laHoHa, 1 npu Mu-
TOXOHZPUANbHbBIX MUONATUAX; NOCTPOUTL Ha 3TOM Auar-
HO3 HEBO3MOXHO.

B Hawem cnyyae kMHM4eckas KapTvHa He Obina B
NOMHOW Mepe NaTOrHOMOHWYHA HU AN 04HOW 13 Bones-
Hel HakonneHus (He OblNo NOpaXeHs NoYeK, Herpona-
TUW, NMUTMEHTHOIO PETUHUTA, CaxapHoro Amabeta, cke-
NeTHbIX AWCNNAa3niA, MUOMNATLK, aHMMOKepPaToOM U Mp.),
TpeboBanacb anddepeHLUManbHas AMarHocTkKa Mexay
HecKonbKMMU 3ab0neBaHVsMU, KOTopas Morna ObITb yc-
NEeLHOW TOMbKO NPV BbISBAEHN MATOMEHHbIX MyTaLUK.
/13 [ONONHMUTENBHBIX BO3MOXHOCTEWM He BObINV MCNOMb30-
BaHbl IULLb IMMYHOTVUCTOXMMUYECKOE UCCefOBaHME Ha
Benok LAMP2 B mMuokapge (ogHako GonesHb [JaHoHa
Oblna He caMoW BEpPOSITHOW, U B JaHHOM Clyyae TecT y
KEHLLMHbI He ObIN Obl OTpULATENBHBIM) U ONpedeneHue
YPOBHeW flakTaTa W nuMpyBaTa A9 OLEHKN BEePOATHOCTU
MUTOXOHAPWANbHbIX KapAMOMMONaTUIA; B TO Xe Bpems
nccnefoBaHve ypoBHS afnbda-ranakro3naassl 4ng gmar-
HOCTUKM 6one3Hu Dabpu y XKEHLLMH 3HAYEHNS HE UMEET.
MposeaeHne [OHK-amarHoctvku (BNAoTb 40 NofHore-
HOMHOIO CEKBEHUPOBAHWS MPWY OTPULLATENBHbIX PE3Yib-
TaTax TapreTHbIX NCCNefoBaHNI) ObINo ONTUMAalbHbLIM U
ObICTPO AaN0 OKOHYATENbHbIN Pe3ybTaT.

STanbl ONArHOCTVIKM MOXHO NPeAcTaByTb CieayoLmm
obpa3oM: BbisiBNieHWe runepTpodun muokapaa JIK —
onpefeneHne ee NepBMYHOIO Xapaktepa — MnosyyYeHue
JaHHbIX B NMosb3y 6oNne3H HakonneHnsa (COMHUTENbHOCTb
[IMarHo3a UCTUHHOW, capkoMepHol TKMI) — 6esycnelwu-
Hble MOMbITKN HO30M0rMYeCkom KNMHNKO-nabopaTopHou
LAMArHOCTVKM (B T.4. C OLUMBOYHBIM NPeAnonoxeHemM 0o
aMUIIoN03e Ha OCHOBaHUM BrUoncnmn M1okapaa) — Tap-
reTHaa reHeTMyeckas guarHoctvka. Cnegyer OTMeTUTb,
4TO B 3TOM psiAy MO0 He ObITb OMonCUn MUoKapaa —
BEPOATHOCTbL aMUNOWA03a B Bo3pacTe 18 fieT 3aBefloMO
Obina KparHe Mana, a ana anddepeHumansHoM gmMarHo-
CTUKK OTLENbHbIX BonesHen HakonneHus broncms MUo-
Kapha He AaeT OO0CTaTO4HO CBefdeHWM, NOATBepXaas
00bIYHO NNLb  FPYNnoBOV AmarHo3 (HakonneHue
LLINK-peakTnBa), 4To NonesHo, Ho He obs3aTensHo. Mpwu
HaNMM4YMM TaKoM BO3MOXHOCTU Mbl Obl peKoMeHA0BaNM
cpasy npuberatsb k AHK-gmarHocTke.

Cnydau bonesHu JaHOHa Y >KeHLUMH HeO4HOKPATHO
onmcaHbl B nuTepatype [6-8]. 1o pe3ynsratamMm aHanmsa
146 onybnuKoBaHHbIX B NUTepaType ciydaeB 6onesHu
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KEHLLMHbBI COCTaBUNM 38% BonbHbIX [9]; MX MMaBHbIMU
0COBEHHOCTAMM ObINM He TONbKO MeHblLIas 4acToTa BHe-
CepLieyHbIx NPOSIBNEHN, HO 1 Dofnee YacToe BbISBNEHNE
beHOT1MNa AnnaTaLMoHHOM KapamommonaTtum (29,3%),
B TO BpeMs Kak nopaxeHue cepua y My>X4durH B 96,2%
cnyyaeB npotekano kak N'KMI. B uenom, kak 310 cBOn-
CTBEHHO X-CLEMNeHHbIM JOMUHAHTHLIM 3ab05eBaHmsM,
OHa MpOoTeKaeT y XXeHLLMH MeHee TAXENO, YeM Y MY>XHMH,
O[HaKO M3BECTHbI Clly4am 1 TpaHCMNaHTaummy cepgua no
nosofy TepMuHanbHon XCH, B TOM 4ncie, y KeHLWmH
ctapuue 40 net [10], v BHE3aNHOW CMEPTU Y NALUMEHTOK C
npu3HakaMu nNpeaso3byxaeHus n AB Gnokambl, 4To pac-
LUeHEeHO aBTOpaMU Kak apUTMOTeHHbI heHoTUN 6onesHm
[11]. B 1O >Xe BpeMs A0 Pa3BUTKSt apUTMINHECKIX CODbITUI
3TV XEHLUMHbI MO OCTaBaTbCst BECCUMNTOMHbBIMY,
nMest NLIb CTPYKTYPHbIE M3MeHeHWs B Muokapae (Ha-
npuMep, OTCPOYEHHOE HaKomMneHme No daHHbiM MPT). B
KNTancKom cepum HabMmoAeHN BCe 3 KEHLMHbI C MaTo-
FeHHbIMKW MyTaunsamMu B reHe LAMPZ2 octaBanncb bec-
CYMATOMHBIMU NPU HANUYUU Y HUX U3MeHeHNIW Ha DKT n
ymMepeHHow runeptpodum JIXK no gaHHbiM 9XO-KT [8].
B 2019 r. onybnmkoBaHbl pe3yneraTbl HabntoaeHMs B
MNCMNaHCKOM perncrpe naumeHToB ¢ OonesHbio JaHoHa,
BK/toYatoleM 27 OONbHbIX: My>XXUYMHAM, Kak 3TO Mof-
TBEPXKAAIOT M HaLLM HabnogeHWs!, Oblna CBOMCTBEHHA Cy-
LeCTBeHHO DOJbLLIAs YacTOTa BHEKapAMabHbIX NposiBe-
HW — MUoNaTns oTMeYeHa Yy 80% My>X4MH, paccTponcTBa
obyyeHns — y 83% U1 3puTenbHble HapyLlleHus — y 63%
(B cpaBHeHUM C 5%, 0% 1 27 % y XeHLWWH) [7]. Kapau-
aJibHble CMMTOMbI MOSABAANNCE Y XKEHLLYH CyLLLECTBEHHO
no3xe, 4em y My>4nH (B cpegHem B 37 1 B 23 ropaa co-
OTBETCTBEHHO), a HebnaronpusTHble ncxoabl (cMepTb/
TpaHCMNaHTaums) nocne 4 net HabnoLeHNs BO3HMKANM
pexe (B 43% 1 67%, COOTBETCTBEHHO). TeM He MeHee,
Ha3BaTb TeyeHue ONAronpUATHLIM Yy HUX TOXEe Hesb3s.
Mo AaHHbIM KOMMMIEKCHOTO aHanm3a HebnaronpusTHble
ncxofbl HabNAANUCH Y MY>XHYMH U KEHLMH OOMHAKOBO
4acto (B 37% 1 32%), HO Yy XEHLLUMH OHW HacTynanm
nosnHee (B 21 1 B 38 neT, COOTBETCTBEHHO) [9].
Hanbonee cnoxHbIM, Kak 1 NpY MHOTUX Opyrnx re-
HeTNYeCKM AeTEPMUHMPOBAHHbIX KaPANOMUONATUAX, AB-
NAeTCs BOMPOC NpodunakTmyieckor Tepannm (8 T. 4. Npo-
DUNAKTUKM BHE3AMHOW CMepTH) Yy BeCCUMATOMHbBIX UN
ManloCUMMTOMHbIX HOCUTENEN MyTauKWi, 4To Kak pa3 6o-
Jlee XapakTepHO ANS XEHLUMH. 3aKOHOMEPHO, YTO Npu
HebOMbLIOW AABHOCTU M3ydYeHUs BonesHu 1 BepdyLlemn
ponn XCH B pagy nNpuynH CMepTy cnewlnasbHble peko-
MeHAauum no umnnantaummn UK npu 6onesHn [laHoHa
He pa3paboTaHbl. B OonbWMHCTBE CrlydaeB Ans onpene-
NIEHNSA PUCKa BHE3AMHOW CMEepPTU MOSb3YIOTCA KanbKyns-
TOPOM, NPEANOXEHHbIM, B MEPBYIO 04epefb, )19 CapKo-
MepHon TKMM [1]. Ko MHOMMM ©OfbHbIM Ha cTaguu
LeKoMMeHcalm NpUMEHUMbI TakxXe pekoMeH4aLmu no
mMnnaHTaumm VK npy aunaTtaumoHHoOM KapanomMmona-

TWUM, B T.4. TaKOe NoKasaHe, Kak HeoOXoAMMOCTb JOXM-
TMA [0 TPaHCMNaHTaLMM cepaLa.

Mbl MICXOAMNM U3 HaNWYUA Y Haller OoNbHOM Noka-
3aHWM K MOCTOSIHHOW KapAMOCTUMYNAUMK (aTPUOBEHT-
pUKynspHas bnokaga ¢ nayamu 6onee 3 € 1 HEBO3MOXK-
HOCTb Ha3Ha4YeHus afeKkBaTHbIX [o3 beTa-agpeHobnoka-
TOPOB) B COYETAHUM C AOMOMHUTENbHLIMU (haKTopaMu
pycka BHe3amnHom cMepTu (HeyCcTornymnBas xenyao4koBas
Taxvkapams). C y4eToM BblpaxkeHHoM rneptpodun JIXK
W aunataumm JIM pacyeTHbIN PUCK BHE3aMHOW CMepTy
npeBbicUn y Hee 8% — B 3TOW CUTYaLUMU UMMNNAHTaLMSA
00bi4yHoro KC He mMorna ObiTb onTUMalbHOW. B Oanb-
HenLeM MOXHO OXMAaTb NPOrPeccMpoOBaHMA CEPAEYHON
HE[0CTAaTOYHOCTM (B 3KCMNAHTUPOBAHHbIX cCepaLax onu-
CbIBAIOT BbIpaxkeHHbIN hrbpo3 [11], Yero Mbl Moka He
Habnodanm), KOTopoe PaHo MM NO3AHO NOCTABUT BOMPOC
0 TpaHcnnaHTaumm cepaua. C y4eToM yxe MmMetoLlencs
XCH o4eHb COMHUTENbHOW BbIMMAOUT nepcrnekTiBa be-
PEMEHHOCTI y Halen DONbHOWM, XOTS CJly4aun yCrewHoro
BbIHALLVBaHWs OepeMeHHOCTU y OeCCUMMTOMHbBIX >KEHLLMH
onucaHbl [11]. beaycnoBHO, HEOOXOAMM MOMHbIN OTKa3
NaLUMEHTKN OT 3aHATUI CMOPTOM W TLlaTenbHoe Habnio-
[EeHVe 33 Hel C NeproaMYHOCTBIO He pexke pasa B Monroaa,
KOTOpOe MO3BOMUT NP1 HEODXOAMMOCTU CBOEBPEMEHHO
nepenTn K bonee akTMBHOW 1le4eOHOM TaKTUKe.

3aknoyeHue

MpeacraBneHo HabnoaeHme 6onesnHn [laHoHa y eH-
LWMHbI 18 neT C HeoTAroLLEHHbIM CEMEeNHbBIM aHaMHE30M,
BepUMOULIMPOBAHHOM C nomMoLLbio JHK-anarHocTnkm (Bbl-
ABneHa MytaLung c.731delG). OcobeHHOCTAMM OaHHOTO
Cny4asn Cranm >XXeHCKMY Non NaumMeHTKM, paHHee pa3BuTme
@M (He no3nHee 15 neT) B COMETaHUM C aTPUOBEHTPUKY-
nspHow b6rokafon Ha oHe perynsapHbIX 3aHATUM CMOPTOM
N OTCYTCTBME Bpa4ebHOro BHMMaHMS K 3ToW npobneme
Ha MPOTAXEHNM 3-X NET, yMepeHHas Ha CerofHs CTeneHb
runeptpodum JIX (8o 17 MMm), ee onddy3HbIA xapakTep
1 OOHOBPEMEHHOE BOBJIEYEHME NPaBOro Xenyno4qka, pas-
BUTME XCH BCecTBME BbIPaXKeHHbIX PECTPUKTUBHbIX Ha-
pyLUEeHWI Npy coxpaHHor DB, oWMOOYHbIN AMArHO3 aMu-
nompo3sa cepaua No AaHHbIM Buoncun mMuokapmaa,
OMPOBEPrHYTbIV NPY MOBTOPHOM UccnefoBaHumn. C yye-
TOM HanM41s NAapOKC3MOB HEYCTOMHMBOW XKeNTyA04KOBOM
TaxMKapamMm 1 BbICOKOTO Pac4eTHOrO pUCKa BHE3amnHoW
cMepTn mMnnaHTuposaH VK, npoBoauTCA aHTMKoOary-
NAHTHAsA W KapAMOTPONHas Tepanus, HeobXoAMMO pery-
nspHoe HabnoaeHWe Ans CBOEBPEMEHHOM MOCTaHOBKM
BOMPOCa O TPaHCMNaHTaLmMm cepala.

KoHMNUKT nHTepecoB. Bce aBTOpbI 3aABNSOT 00 OT-
CYTCTBUM MOTEHUMANBHOIO KOHMIMKTA MHTEpecoB, Tpe-
OytoLLLero packpbITLS B JaHHOW CTaTbe.
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