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BonesHb [laHOHA Yy XXEHLUMH: COBPEMEHHbIV B3rngg Ha npobnemy: cepusi KIMHUYECKUX CIly4yaes

Mschukos P.T1.', Hedpeposa . A.", Kyauna H.H.", Kynukosa O.B.", larapuna E.B."2, Mepwuna E. A2, ipankuHa O. M.

BeepeHue. bonesnb JaHoHa — pegkas kapanomuonatus (KMM) ¢ mynstmucu-
CTEMHbIM NMOopaXxeHneM, KoTopasi CBsi3daHa ¢ nonumopduamamu rea LAMP2, kogm-
PYIOLLIEr0 IM30COM-aCCOLMMPOBAHHbIA MeMOpaHHbIi npoTenH 2 (LAMP2). lanHblit
6enoK SBNSETCS BKHENLWUM PerynsTopom ayrodarum n npoayLmpyercs npemmy-
LWECTBEHHO B MM1OKApAe, CKENETHbIX MbILULIAX U FOIOBHOM MO3re, YTO HaxoauT
OTpaXxeHue B knaccuyeckoii Tprane 3abonesanus: runeptpoduyeckas KM, cke-
NleTHas MMONAaTUS U KOTHUTWBHBIE HapyLLeHnsi. BonesHb [laHoHa xapakTepuayeTcs
MaKCMMaJIbHON NEHETPAHTHOCTBLIO HE3AaBUCUMO OT NOAa, TOrAa kak aKCNpeccys-
HOCTb 3HAYWNTENBHO MEHee NPencKasyema y XeHLUMH, yunTbiBas X-CLenneHHbIn
[LOMVIHAHTHBIV TUN HACNeA0BaHMS U MO3auLM3M KIIETOYHON NPOAyKLMM NpoTenHa
LAMP2 B pesynbrate Cny4aiHOM MHAKTVBALMN OGHON U3 X-XPOMOCOM.

Kpatkoe onucanme. B ctatbe npeacTaBneHbl ABa KAMHUYECKUX Cy4as, EMOH-
CTPVPYIOLLLME PA3NINYHbIE BapUaHTbl TeYEHUS 3a00N1EBaHNS Y XEHLLMH C 60Ne3HbI0
[LaHoHa. MpoBeaeHbl aHaNU3 AaHHbIX UCTOPUIA BONE3HM, OLEHKA KIMHUYECKON
KapTWHbI, Pe3yNnbTaToB TAGOPATOPHOTO N UHCTPYMEHTAIbHOrO 06CNef0BaHNS.
Buckyccus. B nocnenHue roapl WMPOKoe pasBuTUE MONEKYNSPHO-TEHETUHECKON
[MarHOCTVKM N METOA0B BM3yanm3auun NPUBENO K HakomnneHuio nHdopmauum
0 eCTeCTBEHHOM TeueHW 1 nporHo3e 6onesnn [JaHoHa. CTano NoHATHO, 4TO Y na-
LIMEHTOB XeHCKOoro nona ¢ 6onesHbto [laHoHa, Npexae paccMaTpyBaeMblX, B OC-
HOBHOM, KaK HOCUTENen MyTaLum, KIMHUYECKMe MPOSIBNIEHNS MOTYT BapbMpOBaTh
OT MaNOCUMNTOMHbIX PEHOTUMOB C N30IMPOBaHHLIM pa3dsuTnem KMI go Taxe-
nbix Gopm 3a60NEBaAHNS C MYNBTUCUCTEMHBIM MOPAXEHWEM W PAHHUM LEBIOTOM.
TMoBbILLEHNE OCBELOMIEHHOCTY NPAKTUKYIOLLMX Bpayeli 06 0COBEHHOCTSX TEYEHMS!
60ne3Hn [laHoHa Y XEHLLWH, MynbTUANCLMNAHApHOE 06cneoBaHne, a Takxe
NpoBeEeHNe reHeTUYeCcKoro CCNeR0BaHNS iexaT B OCHOBE CBOEBPEMEHHbIX NO-
CTaHOBKV AnarHo3a, ctpatndukaumm pucka n Havana ne4yeHus.

KnioueBble cnoBa: 60ne3Hb JaHoHa, LAMP2, xeHLumHbl, 601€3Hb HAaKONAEHUs,
KapayoMmonaTtus, runepTpoduyeckas kKapanomMmonaTtus, CepaeyHas HeocTaTouy-
HOCTb, apuUTMUs, GUOPUNNALUS NPEACEPANIA, XENYL0UKOBas Taxmkapams, Kapavo-
$unbpo3, BHe3anHas cepaeyHas CMepTb.
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Danon disease in women: a modern view of the problem: a case series

Myasnikov R.P.", Nefedova D.A.", Kuzina N.N.", Kulikova O.V.", Gagarina E.V."2, Mershina E.A.2, Drapkina 0. M.’

Introduction. Danon disease is a rare cardiomyopathy (CMP) with multisystem
involvement, which is associated with lysosome-associated membrane protein
2 (LAMP2) gene polymorphisms. This protein is the most important regulator of
autophagy and is produced mainly in the myocardium, skeletal muscles and brain.
This is reflected in the classic disease triad: hypertrophic CMP, skeletal myopathy
and cognitive impairment. Danon disease is characterized by maximum penetrance
regardless of sex. Expressivity is much less predictable in women, given the
X-linked dominant inheritance and mosaicism of cellular production of the LAMP2
protein as a result of random inactivation of one of the X chromosomes.

Brief description. The article presents two clinical cases demonstrating different
disease courses in women with Danon disease. The analysis of case records,
clinical performance, paraclinical data were carried out.

Discussion. In recent years, the widespread development of molecular genetic
diagnostics and imaging methods has led to the accumulation of data on natural
course and prognosis of Danon disease. It became clear that in female patients
with Danon disease, previously considered mainly as mutation carriers, clinical
manifestations can vary from low-symptom phenotypes with isolated CMP to severe
multisystemic involvement and early onset. Raising awareness among practitioners
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about the Danon disease specifics in women, multidisciplinary examination, and
genetic testing are the basis for timely diagnosis, risk stratification, and treatment
initiation.

Keywords: Danon disease, LAMP2, women, storage disease, cardiomyopathy,
hypertrophic cardiomyopathy, heart failure, arrhythmia, atrial fibrillation, ventricular
tachycardia, cardiac fibrosis, sudden cardiac death.
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KnioueBble MOMEHTbI

* bosie3nb JlaHOHAa — KapAMOMUOIATUS C MYJIbTU-
CHCTEeMHBIM TTOpaXkeHWeM, CBSI3aHHasI C IOJIU-
Mopduzmamu reHa LAMP2 n xapaKTepusylona-
sCd TPUAmOil MPOSIBICHUI: TUIIEPTPOhUIecKas
KapIUOMUONATHS, CKEeJIeTHAs] MUOMATUAS M KOT-
HUTWUBHBIC HaPYIICHMUSI.

* X-cCleIUieHHOe JOMMHAHTHOE HacJjieloBaHUE 3a-
0oJIeBaHUS M aCUMMETPUYHAsT MHAKTUBALIUS OJ-
HOI M3 X-XpOMOCOM B Ka>KIOM KJIETKE Y XKEHIINH
JieXaT B OCHOBE pPa3BUTHUSI LIMPOKOTO CIIEKTpa
KJIIMHUYECKUX MPOSIBIICHU: HE TOJILKO JIETKUX,
HO U KpaliHEe TSDKEIIBIX.

+ [lanMeHTOB XXEHCKOrO IoJja He CeAyeT paccMa-
TPUBATH JIMIIIb KaK HOCUTEJIei 3a00ieBaHus, 1O~
CKOJIBKY 3TO MOXET IOBJIEYb HEMIOOIEHKY PAHHMX
CHMMIITOMOB, OTCPOYUTh IIOCTAHOBKY JMarHo3a
M HAYaJIo JICYCHHUS.

* B cratbe mpencraBiieHbl 1Ba KIMHUYECKMX CIIY-
yasi, OTpaXKalolIX Pa3JIMYHbIe BApUAHThI TCUSHUSI
3a00JIeBaHus y JKEHIIMH ¢ 00Jie3HbIo JlaHOHA.

Bonesns JlanoHa — penkas kapauomuoratust (KMIT)
C MYJBTUCHCTEMHBIM ITOpaXkeHHEM, CBSI3aHHAS C ITOJIH-
Moppusmamu reHa LAMPZ2, KomupyloIero JTU30COM-
acCOLMMPOBAHHBIN MeMOpaHHEIN TTpoTtenH 2 (LAMP2).
Hcxonsa n3 Ha3BaHUS, JAaHHBIN OCJIOK SIBIIICTCS BaKHEI-
UM KOMIIOHEHTOM MeMOpaH JIM30COM U PeryIupyeT
mporecc ayrodarun. Bapuanter reHa LAM P2 ipuBoOOsIT
K CHIKCHHIO SKCIIPECCUM WM ITOJTHOMY OTCYTCTBHIO
MMPOTEWHA, B pe3yJbTaTe YeTro HapyIIaeTcs MUToTUIa3Ma-
TUYECKWIT OOMEH M IIPOMCXOINT HAKOIUICHUE Hepacle-
IUICHHOTO TJIMKOTeHa WM MHOTO ayTo(harmIeckKoro Mare-
puaia ¢ o0pa3oBaHUEM KPYITHBIX Bakyoseit. CliencTBrueM
3TOTO, B CBOIO OUepeb, SIBIISICTCS TUIIEPTPOPUS KICTOK.
Kpome TorO, BO3HMKaeT AucOalaHC 3HEPreTUIECKOTO
oOMeHa C MCXOOOM B OKMCIHTEIBHBIA CTpecC M IIpexK-
IeBPEMEHHYIO THOEIbh KJICTOK MOPaXeHHBIX OPTaHOB
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* Danon disease is a cardiomyopathy with multi-
system involvement associated with LAMP2 gene
polymorphisms and characterized by a following
triad of manifestations: hypertrophic cardio-
myopathy, skeletal myopathy, and cognitive im-
pairment.

+ X-linked dominant inheritance of the disease and
asymmetric inactivation of one of the X chro-
mosomes in each cell in women underlie the
development of both mild and extremely severe
manifestations.

* Female patients should not be considered only as
disease carriers, since this may lead to undere-
stimation of early symptoms, delay in diagnosis
and treatment.

* The article presents two clinical cases reflecting
different variants of the disease course in women
with Danon disease.

¥ CHCTEM C Pa3BUTHUEM PaCIIPOCTPAHCHHBIX (hMOPO3HBIX
n3meHennii! [1-3].

HecmoTtps Ha T0, uTo 6enok LAMP2 nponyuupyercs
BO BCEX TKaHSX, HanbOoJjIee BEIpakKeHHAST €TO0 SKCITPECCHS
HabJirogaeTcss B MUOKap/ae, CKEJIETHBIX MBILIIAX U TO-
JIOBHOM Mo3Te [1, 4]. DTO HaXomUT OTpakeHUe B KJlac-
cuueckoM ¢eHorturie 60ose3Hu JlaHoHa, IJ1sI KOTOPOTO
XapaKTepHa Tpuaga MPU3HAKOB: TUIEPTPOGUIecKas
KMIT (F'KMIT) (onHa u3 HauboJjiee TSIXKeJIbIX U ObICTPO
TIPOTPECCUPYIONINX CPEIr HACIEACTBEHHBIX 3a00JeBa-
HUI MHUOKapaa), cKeJeTHAasI MUOIIaThs M KOTHUTUBHBIC
HapymeHwus. [Ipy 3ToM KapaualbHBIE CUMIITOMBI, KaK
TIPaBWIO, TIPEBAUPYIOT B KIMHNYCCKON KapTUHE, B TO
BpeMs KaK MBIIIICYHBIC I HEBPOJIOTUICCKIE TIPOSBICHMS
MeHee BBIpaXXeHBI M MOTYT CYIIECTBEHHO Pa3IMJaThCs

' Taylor MRG, Adler ED. Danon Disease. In: Adam MP, Feldman J, Mirzaa GM,
et al., eds. GeneReviews®. Seattle (WA): University of Washington, Seattle;
March 5, 2020.




KITMHNYECKWE CNYHAN

Puc. 1. MPT cepaua naumenTkm 1.

Mpumeyanue: (A-B) — kuHo-pexum, SSFP-nocnepoBatensHOCTh: A — AnuHHas ock JTXK, 4-kamepHas npoekums, B — anuinas ocb JIK, 2-kamepras npoekuys, B —
KOpOTKas 0Cb Ha ypOBHe cpeaHux cermeHToB JTXK; (I-E) — oTcpoyeHHoe KOHTpacT1poBaHye, IR-nocnenosaTenbHOCTb C NoAaBAeHeM curHana ot muokapaa: I — anuHHas
ocb JIX, 4-kamepHas npoekumsi, i — anmHHas ock JIXK, 2-kamepHas npoekums, E — kopoTkas ocb Ha ypoBHE CpeaHnx cermeHTos JIXK.

JIK ymepeHHo paclumpeH (MHagkeuposaHbiii KO JIK — 102 mn/m2 npu Hopme 55-95 Mi/M2), COKpaTMOGTb ero He cHkera, ®B JIK 57%. MK ymepeHHO paciumpen
(uHaekcypoBaHHbii KOO MK — 104 ma/m2 npu Hopme 58-94 M/M2), cokpaTMOCTb ero He cHkena, ®B MK 55%. MnepTpodus Muokapaa JIK ¢ MakcuManbHoi ToLwm-

HOW MMOKapaa Ha YPOBHE CPEAHErO HUXKHENEPEropoAo4HOro cermenTa fo 19 mm.

* — runeptpodust Mrokapaa JDK. Ctpenkamm ykadaHbl 30Hb! UHTPaMUOKapAanbHOr0 U Cy6aHA0KapAVanbHOr0 KOHTPACTMPOBaHUs Mo GOKOBOW 1 HUXKHel cTeHkam JK v B M.
CokpaweHus: K10 — koHeyHo-anacTonmyeckumii 0obem, JIK — nesbiii xenymouek, MXKI — mexxxenynodkosas neperopoaka, MK — npasbiii xenynoyek, PB — dpakums

BblGpOCa.

[1, 5-8]. [ToMuMO 3TOTO, TaKKE MOTYT OOHAPY>KMUBATHCS
MIPU3HAKN BOBJICUYCHUS B MTATOJIOTMICCKUMA TIPOIIECC CET-
YaTKU, TIeYeHU U JIerKux [1].

CornacHO TUTepaTypHBIM NaHHBIM, OoJie3Hb JlaHoHA
XapaKTepHU3yeTcsT MAKCUMaIbHOM TTEHETPAHTHOCTBIO He-
3aBHCHMO OT I10JIa, TOTJa KaK 3KCIPECCUBHOCTh 3Ha-
YUTEJBbHO MEHee IMpeacKasyeMa y KCHIIUH, YTO MOXET
MIPOSBISITECSI HE TOJIBKO MaJIOCHUMITOMHBIM (DEHOTH-
nom, Ho u Tsokesoii KMIT (BruioTh 10 ¢yJIbMUHAHTHOTO
TECUCHMST), YIUTBIBASI X-CICIICHHBIN JOMUHAHTHBIN THUII
HaclIeMOBaHMWS W MO3aMIIM3M KJICTOYHOIN MPOXYKIINU
npotenHa LAMP2 B pesynbrare ciy4ailHOit MHaKTUBa-
UM ofHoi u3 X-xpomocom' [1].

B wHamieif crathbe TpeAcTaBICHBI Pa3HbIC BapHMaHTHI
TedyeHus 3a00sieBaHUS Y XEHIIUH ¢ 00yie3HbIO JlaHOHA.

KnuHnuyeckue cnyyam
Ha 6a3ze ®I'bBY "HMMUWILI tepanun 1 ipoduaakTde-
ckoif MmenumuHBI" Mun3apaBa Poccum (HMUL TIIM)
chOopMUpOBaH PErucTp MALMEHTOB C TuilepTpodueii

MHMOKapaa, KOTOPEIM OBIJIO BBIITOTHEHO MOJIEKYISIPHO-
TeHeTH4YecKoe mcciaemoBanue. M3 3Toit KOropThl OBI-
JIM BHIOpaHBI MAallMEHTHI ¢ BapuaHTamMu reHa LAMP2.
IIpoBeneHbI aHATU3 TaHHBIX UCTOPUIT O0JIE3HU, OIICHKA
KJIMHUYECKON KapTUHBI, PE3yJIBTATOB BBIITOJHECHHOTO
JTabopaTOPHOTO M MHCTPYMEHTAIILHOTO O00CICIOBAaHMSI.

Kmamgeckwnii ciyyqaii 1. [TammenTtka 21 roma, HOpMO-
CTEHUYEeCKOro tenocaoxeHusi. Poct — 171 cMm, Bec —
71 xr. B 2017t B Bo3pacte 14 jeT mpu IJIAHOBOM perv-
cTpanuu syekTpokaparorpamMMel (DKI') BriepBeIe OBLIH
BBISIBJICHBI TIPU3HAKM TUTIEPTPO(PUN MUOKapaa JEBOTO
xkenynouka (I'JI2K) u mosHas 6jokKana nmpaBoii HOXKU
nyuyka [wuca. I[To marHBIM 3x0Kapauorpaduu (DxoKI')
BepuUIMPOBAaHA KOHIIEHTPUUYECKAST CUMMETPUIHAS
I'JTK mo 1,8 cMm 6e3 TIpU3HAKOB OOCTPYKIIUM TTOJIOCTU
¥ BBIHOCSIIETO TpakTa JieBoro skemymouka (BTJI2K). Ha
OCHOBAHUM TIPOBENEHHBIX 00CIeI0BaHUI ObLT YCTAaHOB-
jged nuarHo3 'KMII. B 2019r BrimmosiHeHa MarHUTHO-
pe3onaHcHas Tomorpadus (MPT) cepaia ¢ ramonmHueM
(puc. 1), mo pe3ynpraTaM KOTOPOM BBISBICHBI 3KCIICH-
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Puc. 2. MPT cepaua naumeHTku 2.

Mpumeuanue: (A, B) — knHo-pexunm, SSFP-nocnenoBatensHOCTb: A — annHHas ocb JIK, 4-kamepHas npoekumsi, B — kopoTkas ocb Ha ypOBHE CpeaHux cermeHToB JIXK;
(B-I1) — OTCPOYEHHOE KOHTPACTMPOBaHUE, IR-NoCcNenoBaTENBHOCTL C NOLABNEHNEM CUrHaNa OT M1okapaa: B — kopoTkas ocb Ha ypoBHe 6a3anbHbix cermeHToB JIK, I —
KOpOTKast OCb Ha ypOBHe cpeaHux cermeHToB JIK, [l — KOpoTkas 0Cb Ha YPOBHE anukanbHbix cermeHToB JIK.

CummeTpuyHas runeptpodus muokapaa JK: Tonwmta MXIM go 14 MM, TonwwmHa 3agHei cteHku JIK go 15 mm, niaekc maccel mrokapaa JK — 129 r/m, runeptpodus
NanuANSPHbIX MbILLL, (TONLLMHA NEPeAHER MbluLibl — 16 MM, 3aaHsIS MbiLLA umeeT 2 ronosku). JIK pacwmpeH (KOO JK — 181 mn, KCO JIK — 58 mn), cokpaTMoCTb ero
He cHuxeHa, ®B JIK 68%. CTpenkamu ykasaHbl ydacTkv Anhdy3HO-CNMBHOMO MHTPaMMUOKapANaIbHOr0 HAKOMAEHUS KOHTPacTa No GOKOBOM, NEPEAHEN U HUXKHE CTEHKaM

JIK Hemwemmyeckoro reHesa.

Cokpauenus: KO — koHe4Ho-anactonmyeckuii oobem, KCO — KoHeuHo-cucTonnyeckunii 06bem, JK — nesbiii xenynouek, MXI — mexokenyno4koBas neperopoaka,

®B — dpakums BbiGpoca.

Tpudeckasi acummetpuuHas [JI2K (TonmmHa MexoKeny-
nmoukoBoit meperoponku (M2KIT) mo 1,9 cMm, TonmmHa
0OKOBOI1 cTeHKM JjieBoro xenymouka (JI2K) mo 1,6 cm),
MIPOTSKEHHBIC YYACTKU 3aMeUICHUS TIephy3Ur 1 OTCPO-
YeHHOI'0 KOHTPAaCTUPOBAHUS, pacmoioxeHHbIe B JIZK
CyOsHIOKAapANAIbHO M MHTPAMHUOKApAUAIbHO (CyMMap-
HBIA 00beM (PUOPO3HBIX M3MEeHEHMM cocTaBisa 15%
maccbl Muokapaa JI2K), 4To ObLI0 paclieHeHO Kak coue-
TaHWE UIIEeMUYCCKUX W MEPBUIHBIX (DMOPO3HBIX M3Me-
HeHnmii. [1o pesyiabraTaM MOJIEKYISIPHO-TEHETHICCKOTO
WCCJICIOBAaHUS BBISIBJICH BEPOSITHO-TIATOTCHHBIN Bapu-
anT reHa LAMP2. C aHTU(DUOPOTUUECKON 1IETBIO OBIT
Ha3HaueH crmupoHonakToH. B 2020r mo manHbM DxoKT
otMmevanoch Hapactanue I'JIDK mo 2,3 cm. C mera 2021r
MMaIleHTKAa OTMETHIIA TIOSIBICHIE OOBIIIKY IIpH pu3mde-
ckoii Harpy3ke (PH), a Takxke OMHOKPATHBINA MPUCTYII
YUaIICHHOTO CepaIcOMeHNsI, B CBSI3M C YeM B JaeKalpe
2021t ObI1a BnepBble TrocruTaan3upoBaHa B HMUILL
TIIM. Ilpu npoBegeHUN XOJITEPOBCKOTO MOHUTOPUPO-
Baumst OKI (XM-DKI') Ha "arctoM (poHe" oTMEUaInCh
cuHycoBasl O6pagukapaus (CpemHssT YacTOTa CepHCIHBIX
cokpamenuit (YCC) 53 yu./MUH), aTpHOBEHTPUKYIISIP-

Has (AB) 61okana I ctenieHu, mpoOeXKKKU HAIXKETyI0uKO-
BOIT TaXUKapINH, MPOOEKKH KeTyTOUKOBOI TaXUKaPIUT
(KT). INo maraeM Ox0KI — BRIpakeHHAs] CUMMETPHY-
Hag ['JIZK 6e3 oocTpykumu mojocty u BTJIK, dpaxknus
BoiOpoca (®B) JIK 66%, nunactoianyeckast AUCHYHKIUS
JI2K III tTima (pecTpUKTUBHOTO), HE3HAUMTEIbHAST THJIa-
Tauus geBoro npencepaus (JITT), murpanbHast perypru-
Tamus 2 cTelleHU. B aHanmmM3ax KpoBHM HAOIIOIAIOCH T10-
BBIIIeHUE N-KOHIIEBOTO IIPOMO3TOBOTO HATPUIMYpETUIC-
ckoro mrerrtuaa (NT-proBNP) mo 2400 rir/mit. YauteiBast
BBICOKMII PMCK BHE3aIIHOM CEepAEYHOM CMEpPTU MPHU
pacuete mo mkaiae HCM Risk-SCD (https://qxmd.
com/calculate/calculator 303/hcm-risk-scd) 1 pacmpo-
CTpaHEeHHBIN (PMOPO3 MHOKapma, ObLT MMIUIAHTHPOBAH
IBYXKaMepHBIIT KapaunoBepTep-aedudpumisitop (KB).
MNuunuupoBaH npueMm 6eTta-agpeHOOJI0KATOPOB U JUY-
PEeTHKOB B HU3KOI H03€, MPOJOJLKEH TIPHEM CIIUPOHO-
nmakToHa. [Tocie BBITTMCKY IMAIlMEeHTKA CAMOCTOSITEILHO
OTMEHMJIA BCE JIEKapCTBCHHBIC IIperapaTel. B HosOpe
20221 BO BpeMsI OBICTPOI XOOLOBI MOTepsJla CO3HAHNE
¥ OblJIa TOCITUTAIN3UPOBaHAa B CTAIIMOHAP, TIE IIPH TIPO-
Bepke KB/l 3admnkcupoBan nmapokcusm KT ¢ tpanchop-
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Manueit B pudpmursauio xeaynoukosB (DXK), kymupo-
BaHHBIN paspsaoM 41 JIx. [To XM-DKI peructpupona-
JIUCh YacTasl XKeJIymodkoBast akcTpacucronust (3163/cyr.)
u npo6exku KT. ITaumeHTKe OBLIO PpeKOMEHI0BAHO
yBEeMYEHHNE HO3BI OMCOIIPOIIONA 10 7,5 MT/CyT., OmHa-
KO OT TIIpreéMa Tepaluy OTKa3biBajiachk. [Ipu ruraHOBOM
npoBepke KB/l B okTs16pe 20231 cyMMapHO 3aperucTpu-
poBaHO 15 3MM30M0B JOCTABKM IIOKOBOI TepaItuu II0
noBony KT/DXK (Bce anmuzonsl Ha ¢oHe Bricokoit HCC
~140 yn./muH). B ntuHamuke mo gaHABIM DX0KI oTt™me-
yasjock cHrkeHne @B JIXK no 50%. Beur mHUIIMMpOBaH
ImpueM aTeHojola 50 MT/CyT., IpU KOHTPOJbHOM XM-
OKI XKT He 6bI10. B TIOCHERYIONIEM TOTEPU CO3HAHWS,
cpabarbiBaHusl KBl He penuauBupoBaiv, Ha3HAYEH-
HYIO Tepaluio TIpUHUMAJIa PeryIsIpHO, OMHAKO C Hada-
ma 2024r manyMeHTKy Hadajau OeCITOKOUTHL Y4allleHHOe
cepaledbueHne, XKeHUe B TPYAU U ONBIIIKA MTPU HEe3HA-
yntenbHoi OH. ITo manaeM DxoKI ot mapTa 2024r oT1-
MEUaJuCh TCHACHINS K OUJIAaTAllMU JICBBIX KaMep cepi-
ma (JIIT 4,2 cM, KoOHeUHO-IHacToImIecKuii pasmep JIK
5,2 cm), cHmkenne OB JIK no 40%, akuHe3 anmmKaib-
HBIX cerMeHTOB JIK ¢ pacmpocTpaHeHMeM Ha CpemHMA
cermeHT M2KII, cHMXXeHUe COKPaTUMOCTH IIPaBOTO Ke-
nymouka (TAPSE 1,0 cMm), a Takske ompenessuicss TpoMoO
2,2x1,5%0,8 cm B Bepxymke JI2K. IocnuranusnpoBaHa
B HMUII TIIM B amnpene 2024r, roe HadaT nmpreM Bap-
dapuHa, a TakKe KBampOoTepanus cepIeuyHoil HemocTa-
touHoctu (CH). B anHamm3ax KpoBU OTMedaJoCh Ha-
pacraraue NT-proBNP mo 3824 rr/min, tpononnHa I mo
104,7 ir/mi1, a Takke TTOBBIIICHUE KpeaTUHMOCHOKHA-
361 (K®K), acrmapraramuHoTrpancdepassl (ACT) u mak-
tatneruaporeHassl (JIAI). IIpoBemeHa KopoHapOaHTHO-
rpacdus, MO JaHHBIM KOTOpPOii KOpOHApHBIE apTepHUU
nHTakTHBL [Ipu mposepke KB/ smmmzomoB KT /DX He
6b6u10. TlOCHEe BHITIMCKM MAllMeHTKAa YyBCTBOBala ceOs
OTHOCHUTEIBHO YIOBICTBOPUTEIBHO, IIPU KOHTPOJIBHO
DxoKTI ot miong 2024r naHHBIX 3a TpomM603 JI2K He 1Tosy-
yeHo, coxpaHsunch cHikeHue @B JIXK no 40% n aku-
He3 BepxyueuHbix cerMeHTOB JIZK. [IpomoikeHa Ttepa-
st CH m aHTHKOary/IsTHTHAS Tepalnsl, 3aTUIaHIPOBAHO
obcnegoBaHre B IMHAMUKE depe3 3 Mec.

Kmmaumgeckmii cayvaii 2. I[lanuenTtka 31 roma, HOp-
MOCTEHUUYECKOTO TellocaoxkeHust. Poct — 172 cM, Bec —
93 xr. B anaMHe3e TIpodecCUOHATbHBIC 3aHATUS Oallb-
HBIMU TaHIIaMu B TeueHue 15 met. B 2017 B Bo3pacte
24 neT npu MIaHOBOM obciienoBanuy BeisgBiieHa ['KMIT
6e3 ooctpykimm moiaoct 1 BTJIK. C 2019r maumeHT-
Ka Havayla OTMeYaTh SMHM30AbI YIAIICHHOTO HEPUTMMUI-
Horo cepaueduennst, mpu XM-DKI' peructpupoBainuch
¢deHOMEH TIPpenBO30YKICHUS KEIYIOUYKOB, YacTas Hal-
KeJTyIOIKOBasT SKCTPACUCTONSI, TIPOOEKKN HAIKETy-
IOYKOBO# TaxuKapmuu. B ampene 2019t O6vUtM mpoBe-
IIEHBI 3JEKTPODU3NOTIOTHIECKOE NCCICIOBaHNE Cepama
u paguodyacToTHas admaumsa (PYA) MemaeHHBIX ITyTei
AB-coemnHeHMs, OMHAKO ITOCIIE OIepalliy COXPaHSITICH
MIPUCTYIIB HapymeHuii putMma cepaia (HPC). B aBrycre

2020T TIpy TOBTOPHOM 3JEKTPO(PU3NOIIOTUIECCKOM HC-
ciaenoBaHUM BepuduuupoBaHa (GUOPUIIISILIAS TIPe.-
cepnuii (PII), BEIMOTHEHA KpHOOATJIOHHAS a0JIaIns
YCTBEB JICTOYHBIX BEH, Ha3HAUCHA TePAIHsI COTAIOIOM
160 mr/cyT. ¢ monoxutenabHbiM 3hdekToM. C UIOHS
2021t 1ociie TIepeHEeCEeHHOM OCTpOil pecupaTopHOt
BUPYCHOIT MHPEKIUMN y MAIIUCHTKH BO30OHOBMIJINCH
MIPUCTYNBl YYaUICHHOIO CepaueOMeHMsA, MO NaHHBIM
XM-DKIT BBHIIBIIEHO aTUNTMYHOE TpelleTaHue Ipeacep-
nuit (TIT). ITo DxoKT ot suBaps 2022r oTmeuyanuch
I'JIXK no 1,6 cM, npusHaku (GpUOPO3HBIX M3MEHEHUI
MUOKapaa HUXHeit 1 60KoBoil cteHoK JI2K, He3Hauun-
tenbHas gunatanus JIIT. B despane 20221 BhITONHEHA
PYA KaBOTpUKYCNUIAJIBHOTO UCTMYCa, MMOTPAHUYHOTO
rpeOHs, BepXHeil ool BeHbl. HasHauascss aMmomapoH
200 Mr/cyT., OMHAKO TTOCJIC BBIITUCKU COXPAHSUINCH Yac-
TBIe cuMITOMHBIE TTapokcu3Mbl OI1/TII, B cBsI3U ¢ yeM
B IaJbHEUIIEM aMUOmapoH ObUI 3aMeHEH Ha OMCOIpPO-
qon 5 mr/cyr. B ampene 2022r mpoenena MPT cepmma
¢ ragmonmHueM (puc. 2), TIo pe3yIbraTaM KOTOPOIi OIrca-
Hbl cumMmerpudHast [JI2K go 1,5 cMm, oOumpHast cauBHas
30Ha MHTpaMHoOKapauajibHoro ¢uodposa JIZK, npu sTom
XapakTep HaKOIUICHHWs KOHTpacTa, BeICOKOe Bpems T1
n yBemmuenue ECV He TTO3BOJISIIM UCKITIOUYNTH (peHO-
kom0 'KMII (6one3HM HaKOIUICHMS/TTUKOTCHOBBIC
6omesnn). B HostOpe 2022r manmeHTKa BIIEpBBIC OBLIa
rocriutanu3upoBaHa B8 HMUILI TIIM, roe BBIITOIHEHO
BBICOKOIIJIOTHOE KapTUPOBAHME MPEACEPIUN ¢ IOCIIEe-
nytomeit PYA apuTMOreHHBbIX 30H JIEBOIO M MpPaBOTo
npenacepauii. B3gT aHamm3 KpoBH C 1IETBIO IIPOBEACHMUS
MOJICKYJISIPHO-TEeHETUUECKOTO MccaenoBanus. B mekao-
pe 2022r — peunnus DI 6e3 gaabHENIIETO BOCCTAHOB-
sneHust cunycoBoro putma. Ilo gmanueiM XM-DKI ot
despans 2023r — purm PI1 ¢ UCC 78-126-141 yu./muH,
1 smM304 MHUPOKOKOMILIEKCHON TaXMKapOUM C YacTO-
TOM XeJIyJO0YKOBBIX COKpalieHuit 180 yu./MUH UINTEIb-
HOCTBIO 2 CeKYHIHI (pacIleHeHO KaK abeppallusl TIpoBe-
IeHUs), JacTasl KeIymouKoBast sKcTpacuctonust (3254/
cyT.). Ha ¢oHe coxpaHSIOmeicss TaXUCUCTOINN Y TIallM-
SHTKM OTMEYaJINCh HapacTaHWE ONBIIITKIA M CUMITTOMHAST
TUTIOTOHUSI. AMOYJIaTOPHO yBeJIMUYeHa 1032 OMCOIIPOJIO-
J1a 6e3 3HaYnMoro 3 deKTa, B CBI3U ¢ 4YeM B nioHe 20231
OblI1a MOBTOpHO rocnutanu3duposaHa 8 HMULL TIIM,
IJ¢ BBITIOJIHCHA 3JICKTpUIecKast KapauoBepcHus ¢ MOCe-
OYIOIIAM Ha3HAaYEeHUEM aMUONAapOHa IO HACHIAUIEH
cxeMe B KoMOuHauuu ¢ oucomnpoioiom. [1pu nposene-
HUM MOJICKYISIPHO-TEHETUYECKOTO MCCACHOBAHMST OBLI
BBISBIIEH HYKJICOTUIHBIN BapuaHT chrX:120455543dup
B TETEPO3UTOTHOM cOoCTOSIHMU reHa LAMP2. B ananu-
3axX KpOBHU oOpalajgo Ha ceOsT BHUMaHUE ITOBBIIIICHUE
K®K, ACT, JIAI, a takxke NT-proBNP mo 962 mr/mu.
MHEnnmrpoBaHa MPOrHO3-MOIUMDUIIMPYIONIAsT Teparus:
Jamanmm@Io3WH, CIUPOHOJIAKTOH. Ilociie BRIMMCKM OT-
Mevanoch Bo3ooHoBIeHMe PI1. YuntniBasg HeaPeKTrB-
HOCTh aHTMAPUTMUUYECKON Tepamnuu, BEIPAXXCHHYIO Ta-
XUCHUCTOJINIO, HEBO3MOXHOCTb Ha3HAUCHUS aleKBaTHOM
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PUTM-ypexXalolleil Tepalmuy B CBSI3M CO CKIOHHOCTBIO
K TUIIOTOHWU, IIPUHSTO peIllcHWE O BHITIOJHCHUU IIe-
crpykuuu AB-coenmHenus. [IepBBIM 3TalioM B aBIyCTe
2023r mpoBeieHa oTepalnsl UMIIaHTAMKA OJHOKaMep-
HOT'O 3JEKTPOKApPAUOCTUMYJsITOpa. BTOphIM 3TamoM
niaanupoBaioch npoBeaeHue PYA AB-coenmHeHus,
OOHAKO TIpW MOCTYIUICHWHM B CTallMOHAp B HOSIOpe
2023r y manyeHTKN 3apeTUCTPUPOBAH CUHYCOBBIN PUTM
¢ UCC 63 yn./mun. [IpoBeneHa Harpy3odHasi mpo0ba, 1o
pesynbrataM Kotopoii HPC cripoBompoBaHo He ObIIO.
ITo DxoKI — 6e3 tnHaMuku. B ¢BI31 ¢ BOCCTaHOBJIEHM-
€M CHMHYCOBOTO pUTMa IIPUHSITO PEIICHNE OTKA3aThCs OT
olepalny necTpyKuun AB-y3ia, mpomonkeHa Teparst
aMMOIapoOHOM B KOMOMHauuu ¢ 6ucomnposioynom. Ilpu
KOHTPOJIBHOM 00cienoBaHuu B ¢eBpaine 2024r coxpa-
HsIcs cuHycoBbIit putM, HPC He pentmmuBupoBanm, oT-
MeUaJIoch MOBBIIIIeHUE TojiepaHTHOCT K P H. B HacTos-
Iee BpeMsI B OTHOIICHUHN JaTbHEHIIIe TAKTUKY BEICHMST
MMAIMEHTKY pelraeTcs Bonpoc 06 mMrutantaruu KB/
PECUHXPOHU3UPYIOIIETO YCTPOMCTBA, YIUTHIBAs HaJIM-
yue 0oje3Hn JJaHOHA ¢ pacpoCTpaHeHHBIM MHTPAMUO-
KapauaJabHBIM (pUOPO30M M aCCOIMMPOBAHHEIN C 3TUM
MOBBIIIEHHBIA PUCK BHE3AMHOMU CEpIEYHOM CMEPTH.

OGcyxpeHune

B mocnemrue rogbl 6ojiee MMPOKOE pacIIpoCcTpaHe-
HU€ BU3YaJIU3UPYIOLIUX U MOJIEKYISIPHO-TEHETUUYECKUX
METONOB NMAaTHOCTUKM, a TaKKe aKTUBHBIN HayYHBIN
WHTepeC MPUBEIN K HAKOIUICHUIO MH(POPMAIINN OTHO-
CHUTEJIBHO €CTeCTBEHHOTO TEUCHUsS M IIPOTrHO3a 00JIe3HU
JlaHoHa, B T.4. O TSLKECTH 3a00JIeBaHUS HE TOJIBKO Y T1a-
IIMEHTOB MYKCKOTO T10JI1a, TOMO3UTOTHBIX 10 TIOJIMMOP-
¢us3mam reHa LAMP2, HO M Yy TeTepO3UTOTHBIX JKEHIIH
[1, 5,7, 9-14].

BenymuMm KIMHUYCCKAM TMPOSIBIICHUEM OOJIC3HM
JaHoHa sIBIsIeTCS TsKeash KapawajbHasT TaTOJIOTHS.
VY OoJbleil yacTy MaueHTOB, HE3aBUCUMO OT TeHICP-
HO¥ TIPUHAMIEKHOCTH, OTMEUYAIOTCS CUMIITOMBI U TIPH-
sHakn CH, 4TO OBLIO MOAYEPKHYTO B CHCTEMATHIECKOM
0630pe Brambatti M, et al. (2019), B xoTopoMm 1po-
aHaAJIM3UPOBaHbl JaHHBIEe 146 mamueHTOB (90 MyX4YUH
U 56 XeHIIUH) ¢ Bepu(ULUPOBAHHBIM AUArHO30M 00-
ne3uu JlaHoHa, rnpu 3ToM y 92,5% OOJIbHBIX UMeEIach
KJIMHUKA HapylIeHUI cepaeuyHoit nesteabHoctu [1, 7].

OnHako HAOMIODAIOTCS 3HAUYMMBIC Pa3IAUMSI B TUTIC
peMonenMpoBaHUsI MUOKapaa B CBS3H C TIOJIOM: B TO Bpe-
Ms Kak is MyxuuH xapakrtepHa ['KMII, npuBoasias
B 25% cay4daeB K oocTpykunu BTJIK, y KeHIIUH MOXET
00OHapYXMBAThCS KaK THIIEPTPODUICCKUIA, TaK W IWIa-
TAIlMOHHBIN WJIM TUTTOKUHETUICCKUI HeMIaTallMOHHBIIA
denorumnsl B 30-50% ciyyaes [1]. Tak, B paHee yromsi-
HyToli pabore Brambatti M, et al. (2019) pemonenupoBa-
HUE I10 TUIEePTPOGUUESCKOMY TUITY OTMedaioch B 96,2%
cJIydaeB y MalMEHTOB MyKcKoro noja u B 70,3% — y nuig
XeHcKoro noja; auiataunonHas KMIT y xxeHmuH Ha-
OJrroaach ¢ MeHbIIEH yactotoit — B 29,3% ciydaes [7].

Tem He MeHee B HACTOSIIIINIT MOMEHT TOCTOBEPHO HEM3-
BECTHO, SIBJISIETCS JTU OUJIATAllMOHHBIN (DeHOTHIT Y XKeH-
IIIMH HE3aBUCUMBIM BUIOM PEMOJEIUPOBAHUS WU Ke
OH BBICTYIIaeT KaK 3Tall KIIMHUYECKOT0 KOHTUHYyMa
3a00JIeBaHMA, IIPU KOTOPOM IICPBUYHO pPa3BUBACTCS
runepTpodusl MAIOKapaa, a 3aTeM, BCICACTBUE THOEIN
KapIMOMHUOILINTOB M 3aMECTUTEILHOTO (hprbpo3a, cepaliie
CTAaHOBUTCSI TUTIOKMHETUYCCKAM W [Tajice MMIaTUPOBAH-
HBIM. B HepenKux cirydastx OTHOCUTEIIBHO OJIarOIIpUSIT-
HOTO U MEIJICHHO IIPOTrPEeCCUPYIOIIETO TeUeHUs 00JIe3Hb
HaHoHA y JIMII 3KEHCKOTO I10JIa MOXET OBITh HE OUArHo-
CTUpOBaHA UTUTEIbHBIA IIEpPHON BPEMEHH IO HACTYILIC-
HUS MO3IHUX CTanuit 3aboneBanud [1, 9, 14]. B 1 k-
HUYECKOM IIpHMepe OTYCTIUBO BHIHO IIPOTPEeCcCUpOBa-
HUEe 0OJIE3HN OT BHIPAXXCHHOW TUIEPTPODUN MUOKapaa
C MacCHBHEIM (hMOPO30M IO ITOCTCIICHHON MMIaTalliiy
nonocteit co cHkeHneM @B JIK Ha mpoTskeHnu 7 JIeT.
Taxke CTOUT OTMETUTD, YTO Y KCHIIWH HaOI0maeTCs
6oJtee BEIpaxkeHHOE 1 yactoe cHrkeHne MB JI2K o cpaB-
HEHUIO C MYXXUMHAMHM, Y KOTOPBIX TIOOaTbHAsT COKpaTH-
MOCTh HEPEIKO OCTAeTCS COXPAHHOI BIUIOTH IO TTO3THUX
cranuii 3aboneBanus [1, 15]. B wactHoctu, Lotan D, et
al. (2020) ObUIM OITyOJIMKOBAHBI PE3YJIBTATHl MHOTOILICHT-
POBOTO MCCJICTOBAHMSI, COTIACHO KOTOPBHIM OTMEUaJIoCh
cHizkenne ®B 1o 28+13% y 59% xeHiuH (13 27 BoLLE -
X B uccrenoBanue) u no 34+11% y 40% myxunH (13
30 yuacTBoBaBIIMX) [5]. DTO TakKe HAIUIO OTpakeHUE
y Halleil mauMeHTKU (KIMHUYEeCKUiA ciydait 1).
HaG6maromaembrit nud@y3HBIN U IPOrpPeCcCUPYIOIINIA
(prbpo3 sgBIgeTCIT MOP(POIOTHTISCKIM CYyOCTPATOM 3JIeK-
TPUUECKON HECTAOMILHOCTY MHUOKAapaa M 9acToO IIPHUBO-
INT K Pa3BUTHIO HAPYIICHUM pUTMa W IIPOBOAUMOCTH
cepaua. PaHHuMu nposiBieHUsIMU Oosie3Hu JlaHoHa
MOTYT BBICTYIIaTh YKOpoueHHMe mHTepBaia PQ u/mim
Hajauume nenpra-BoiHBI Ha DKI, cympaBeHTpUKYIsIp-
aoie Taxukapanu (Bkimodass OI1 u TII) u XKeaymouKoBBIe
aputmnu, B yactHoctH, KT u DX, BcTpewammmecs
npuban3uTenbHo y 60% manuenToB. Hapyiienus mpo-
BOIMMOCTH aHAJIOTUYHO IIHPOKO PacIIpOCTpaHEHHBI (OT
35% 10 50% 60NMbHBIX) U MOTYT OBITh IPEACTABICHBI KaK
0J0KagaMy CMHOATpUaJibHOTO, Tak U1 AB ypoBHS, B T.u.
C HaJIWYMEM TOKa3aHWI K MMIUIAHTAIIUM DIIEKTpoKap-
TUOCTUMYJIATOPA, a TAKKE HApYIICHUSIMU BHYTPYLKEITY-
JIOYKOBOM TIpoBoauMocCTH [1, 8]. B HaImMX KIMHUYECKUX
npuMepax OTYETIMBO BUIHO Pa3HOOOpa3HOE TeYeHUE
3a0oyieBaHus. Y MauMeHTKU 1 TIpeBaJupoBaid Hapylle-
HUS TIPOBOIUMOCTH M Xu3Heyrpoxaromme HPC, Torma
KaK y TMaueHTKA 2, Ha000pOT, BEAYIINUMH CTaJId Ham-
JKEIYIOYKOBEIC apUTMUH, HEe TOIIAIINecs] MHTCPBEH-
OMOHHOMY JedeHUo. Kak mpaBuiio, HapylmeHUsT puTMa
¥ OJTOKAIbl Y XXeHIINH MaHU(ECTUPYIOT B 00jiee MO3MI-
HUE CPOKH, YeM y MYXKYMH, OMHAKO B JIUTEPATypE OITH-
CaHBI W CIyJau Pa3BUTHUs apUTMHIT B paHHEM BO3pacTe
y neBouek [16]. PacripocrpanennHocts HPC o00b19HO
corocTaBuMa cpenu 1mojioB [5]. Tak, ¢heHOMeH TIpeaBo3-
Oy>XIeHUs 9acTO HaOIIomaeTcs y IIpeICcTaBUTeNIel 000mx
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I10JIOB, HO HECKOJIbKO PEXe Y JIMI XKeHcKoro moa (27%)
10 cpaBHeHMIO ¢ MyxunHamu (69%) [1, 6, 17]. Kpome
toro, Ha DKI Hepenko MoXeT 0OHAPYKUBATHCS BBICO-
KU1 BOJIBTAX C U3MECHEHHUSIMU PEITOISIPU3AIUN B paMKax
TUIIepTpo(UK MUOKApIa, YTO Jallle OTMeJaeTCs y Mallk-
€HTOB MYXKCKOTO T10J1a [1].

IToBceMecTHOCTD 3KcTpeccuu mporemHa LAMP2 Bo
BCEX TKAHSIX 1 OpraHax JICXKUT B OCHOBE IMOJIMCUCTEMHO-
ro mopaxkeHus Tipu 0os1e3Hn JlanoHa. OgHAKO, eClTN IJIsT
MYKYUH XapaKTepHBI 3KCTpaKapauaIbHbIC TIPOSIBICHUS,
TO Y >KCHIIWH JaHHAs CUMIITOMATHKA 3a4acTyI0 HeIpe-
cKa3zyeMa, MOXET OBITh MUHUMAJIbHA WIIK OTCYTCTBOBATH
BoBce [1, 2, 5-8].

Benymnm BHecepaeUHBIM IIPOSIBJICHHUEM BBICTYITaeT
CKeJIeTHas MUOTATHS ¢ TIpeo0IamaloiM BOBICUCHU -
€M TIPOKCUMAJIbHBIX MBIIICYHBIX TPYIII, YTO BHIpaXKa-
eTcs B c1a0OCTH, a TaKXKe MEHee CITeM(MIHBIX MHUaJ-
MU W CHIDKeHUHM TojiepaHTHOCTH K DH, KoTophie, Kak
MIPaBUJIO, HE3HAYNUTEIbHBI 1 TIPEO0IaIaloT Y MalleHTOB
MYXCKOro moiyia. Hapsny ¢ a3tTuM B 1a00paTOpHBIX aHa-
JIM3ax OTMEUYAeTCsT XapaKTePHOE MOBHBIIICHNE YPOBHEH
amannHamuHoTpaHcdepassl, ACT, KOK u JIATI' kak
MapKepOB MPOIOJIKAIOIIETOCS TTOBPEKICHUSI MUOIIUTOB
[1, 12]. HecMOTpst HAa OTCYTCTBHE KIIMHUYECKUX TTPOSIB-
JICHUI MUOTIATUM, B KPOBH Y OOCHX IMAIIMEHTOK OBLIO OT-
medeHo ToBbimeHne KMK n JIJT, uto paclieHeHO Kak
CHCTeMHOE TIpOosIBIIcHUEe 00J1e3HU JlaHoHa.

B memom, mist KeHIIWH, TeTePO3UTOTHRIX I10 TTOJIH-
Mopdusmam reHa LAMPZ2, B OOJBIIMHCTBE CIy4aeB Xa-
paKTepHBI OoJiee MO3MHMIT Ne0I0T, MEIJICHHOE TIPOTpec-
CHpOBaHNE U MSTKas KIMHWYeCKas KapTuHa 3a00JeBa-
HUS, HexXenn y MyxkunH [1, 2, 5-8, 18]. OgHako y Hammx
MMaIIMeHTOK 00JIe3Hb ACOITUPOBAa B MOJIOIOM BO3pac-
Te, U MPOSBICHUS B IEPBOM CIydyae HOCHUJIM XHU3HE-
YTPOXKAIOIINI XapaKTep ¢ OBICTPHIM IIPOTPECCUPOBAHM-
eM siiieHnit CH, a Bo BTOpOM ciIydae COIPOBOXIAINCH
TSDKEJTOU KIIMHUYECKOW CUMITOMATUKOW B BUJIE HETIpe-
PBIBHO PCHUINBUPYIOIMINX TeMOTMHAMUYECKN 3HAUM-
MBIX HaIKEJIyIOUYKOBBIX apuUTMUii. HebmarompusitHoe
TedeHHne 3a00JIeBaHUS Y JUII KEHCKOTO I10J1a HaXOIUT
oTpaxenue 1 B padore Hong KN, et al. (2022), B KoTO-
poif IpoBeAcH aHAIM3 MaHHBIX 38 manneHToB (19 XeH-
mrH 1 19 MyxxunH) ¢ 6oie3Hb0 JJaHoHa, TTepeHeCcIInX
TpaHcIUIaHTauuio cepraia. CpenHuii Bo3pacT JOCTUXe-
HUS yKa3aHHOTO mcxoma coctaBuia 20,2 roga, mpuaeM OH
OBUT OMMHAKOB JJIT 000MX TT0JIOB [12].
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Wcxonst u3 BEIIIECKAa3aHHOTO, X-CIETUICHHBINA JOMM-
HAHTHBIN TUT HACJICHOBAHUS MPUBOIUT K 3HAYUTEIHLHO
OoJjiee BapuabelbHOMY, HO He 00s13aTeJIbHO MEHEe TsI-
JKeJIOMY TEUCHUIO 3a00JIeBaHUS y KEHIIIWH IO CpaBHE-
HUIO C TTAIIMEHTaMU MYXKCKOTO ITI0JIa, B CBS3M C YeM HE
clienyeT pacCMaTpWBaTh MX MCKITIOUUTEIFHO KaK HOCH-
Tenteit BapuaHToB reHa LAMPZ2, TOCKOJIBKY 3TO MOXET
MOBJICYb HEOOOILIEHKY PaHHUX CUMIITOMOB, OTCPOYMUTH
TMOCTAHOBKY IMAarHo3a u Hadajo JyiedeHus [1, 9, 10, 14].
[IpenmyIIecTBEHHO MO3THUN HeOIOT, MEIJICHHOE IIPO-
rpeccrupoBaHne, (peHOTHITMYECKOe pa3HOOOpa3ne U He-
BBIPAXKCHHOCTD WJIN TIOTHOE OTCYTCTBHE SKCTpaKapIUATIh-
HBIX IIPOSIBIICHUI CYIIECTBEHHO 3aTPYIHSIOT IMAaTHOCTUKY
6ome3HM JlaHOHA Y JIUII 3KEHCKOTO IT10J1a, KOTOpast MOXKET
OBITH BepUOUIIMPOBAaHA CIYJIAHBIM 00pa30M II0 PE3yiTh-
TaTaM MOJIEKY/ISIPHO-TEeHETUYECKOTO uccaenoBanus |1, 5].
KpoMme Toro, HeBbICOKAsT pacIIpOCTPAHEHHOCTh JaHHOM
HO30JIOTUHA MOXKET SIBJISITBCSI OCHOBOM IIJIT HEKOTOPOTO
MpeHeOpeKeHNS B CIIeKTpe mupdepeHINATBHO TUarHO-
ctnaeckoro moucka [10]. B ¢Bsi3u ¢ 3TUM ypoBeHb BHU-
MaHUs K 00J1e3Hn [JaHOHA JOJKeH OCTaBaThCsS BHICOKUM
HE3aBUCHMO OT ITT0JIa TTAlIMeHTOB, a IOHMMAaHMe TTaTodu-
3UOJIOTHH W KIIMHUYECKOTO TeYCHUS 3a00JIeBaHUSI MOXKET
CIIOCOOCTBOBATh CBOCBPEMEHHBIM ITOCTAHOBKE OUArHO3a,
crpaTuUKaAIIIM prCKa M HaJaly JeUYeHMs, a B OyayIieM
n 0TOOPY OONBHBIX IJISI TCHHOM TepaItvu, IIPOXOMSIICiA
B HacTogIIee BpeMsl KIIMHUYEeCKUEe UCTIBITaHus [19].
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bonesns Jlanona — KMII ¢ MyasTucucTeMHBIM 1O~
paxXeHueM M X-CLeIIEHHBIM JOMWHAHTHBIM HacJIeI0-
BaHueM. Hakomienue m momyisipu3anust 3HaHU 00
€CTECTBEHHOM TEeUeHWHU M MCXomax 3a00JieBaHUS, B T.4.
0 BO3MOXKXHOCTU HEOJIArONPUSITHOTO IIPOTrHO3a Y KeH-
IIWH, KpaifHe BaXXKHbBI JJIT PAHHUX JTUATHOCTUKU W WHU-
LAY JICUeHUST, 0COOEHHO B 3IOXY ITPOrPECCUBHO pa3-
BUBAIOIILIENCSI TeHHOM Tepanuu HaciaeacTBeHHbIx KMII.

UudopmuposaHHoe cornacue
VY Bcex IMaICHTOB OBLIO IIOJIY4€HO MMCBbMEHHOC MH-
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