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PE3IOME

[IpencrasneHo npocreKTuBHOE HaOIIoAeHHE B Teuenue 4 siet (¢ 14 no 17 net) 3a geBouxoii ¢ 60-
ne3nbio Jlanona. OTMedeH paHHUH AeOI0T 3a00eBaHs, B KIIMHUYECKOH KapTHHE IOMHUHUPOBA-
JIY TIPECUHKOTIAIbHBIE U CHHKOTIAIbHOE COCTOsIHME. [0 KIMMHUYeCcKoi KapTHHE MPEeCHHKOMAIb-
HBIE COCTOSIHUSI HOCUJIM Ba30BarajbHbIIl XapakTep, 4To ObLIO BEPH(DUIMPOBAHO pe3yabTaTaMU
Tunr-tecra, Korga BbISABIECH Ba30[ENPECCOPHBIN BapuaHT. 3a00JeBaHHE XapaKTEepU30BaJIOCh
M30JIMPOBAHHBIMU CEPACYHBIMU HApPYLICHUSMH B BHJC KOHLIEHTPUYECKOH IMIIEPTPOPUUECKON
KapAMOMHOTIATHH, PACTIPOCTPAHEHHBIMHU (PUOPO3HBIMU M3MEHEHHAMH B MUoOKapje. [1o nraHHbIM
crangaptaoit OKI" u cyrounoro monutopuposanus DKI' BBISBIEH CHHIPOM MPEIK3UTALINH HKe-
JIYJOYKOB. DJIEKTPOPU3NOIOTHUECKOE UCCIIEJOBAHNE YCTAHOBUIIO HOIOBEHTPHUKYJISIPHBIN TPAKT.
Muonarusi, KOTHUTUBHBIC HAapYLICHHS X U3MEHEHHUS CO CTOPOHBI 3pEHUS OTCYTCTBOBaIH. BhIsB-
JIEeHa MyTaI¥s B TeTEpPO3UTOTHOM COCTOSIHIM B 9K30HE 5 u3 9 sx30H0B reHa LAMP2, npuBoasias
K MPUOOPETEHHIO MTPEXKICBPEMEHHOTO cTom-KofoHa X:g.119581719G>A ENST00000434600.2:
¢.718C>T. Myrarmmust Bepudummponana mo Cornarepy. Ciaydail B poIOCIOBHON CIIOPATUICCKHH.
B xadecTBe npodUIaKTUKY BHE3AITHOH CepieyHON CMEpTH NPOBEICHA UMIUIAHTAUS Kapauo-
BepTepa-nepudpmuaTopa. DddexTuBHOE KyIMUpOBaHWE HHAYLHMPOBAHHOH YCTOWYMBOW (H-
OpHIISIIINS JKEITYIOUKOB (TIPOTOKOJ CTUMYIISIMK Burst) ObLTO JOCTUTHYTO TOJIBKO MPH MpUMe-
HEHHH >KeITy0YKOBOTO 3JIEKTPO/IA C ABYMSI IIOKOBBIMH CITHPATIIMH.

KitroueBble ciioBa: 6one3np JlaHoHa, runeprpoduueckas KapAMOMUOIIATHS, I€BOYKA, HPO-
(unakTHKa BHE3AMHOM CepAeUHON cMepTH, cuHApoM Bonbda-Ilapkuncona-Yaiita.

s yumuposanus: Jleonmovesa U.B., Hcaesa FO.C., Tepmocecos C.A., Tpopumosa T.A. ['unep-
mpodghuueckas kapouomuonamus y 0esouku ¢ bonesuvto /lanona. llpoduraxmuka enezantoii
cepoeunou cmepmu. Poccutickuil scypHan nepconanusuposannou meouyunvl. 2023;3(2):107-

118. DOI: 10.18705/2782-3806-2023-3-2-107-118.
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ABSTRACT

A prospective observation for 4 years (from 14 to 17 years) is presented for a girl with Danone’s
disease. The early onset of the disease was noted, the clinical picture was dominated by syn-
copal and syncopal conditions. According to the clinical picture, presyncopal conditions were
of a vasovagal nature, which was verified by the results of the Tilt test when the vasodepressor
variant was detected. The disease was characterized by isolated cardiac disorders in the form
of concentric hypertrophic cardiomyopathy, widespread fibrous changes in the myocardium.
According to the standard ECG and daily ECG monitoring, ventricular preexitation syndrome
was detected. Electrophysiological examination established the nodo-ventricular tract. Myop-
athy, cognitive impairment and visual changes were absent. A mutation in the heterozygous
state was detected in exon 5 of 9 exons of the LMP2 gene, leading to the acquisition of a
premature stop codon, was identified. X:g.119581719G>A ENST00000434600.2: c.718C>T.
The mutation was verified by Sanger. The case in the pedigree is sporadic. As a prevention
of sudden cardiac death, implantation of a cardioverter-defibrillator was performed. Effective
relief of induced stable ventricular fibrillation (Burst stimulation protocol) was achieved only
with the use of a ventricular electrode with two shock coils.

Key words: Danone’s disease, girl, hypertrophic cardiomyopathy, prevention of sudden car-
diac death, Wolf-Parkinson-White syndrome.

For citation: Leontyeva 1V, Isaeva YuS, Thermosesov SA, Trofimova TA. Hypertrophic cardio-
myopathy in a girl with Danon disease. Prevention of sudden cardiac death. Russian Journal
for Personalized Medicine. 2023,;3(2):107-118. (In Russ.) DOI: 10.18705/2782-3806-2023-3-
2-107-118.
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Cnuncok coxkpamenuii: AJl — aprepuanbHOe
naBnenue, BCC — BHe3amHas cepaeyHas CMEpTb,
BTJDK — BBIXOHHON TpakT JEBOTO JKEIYA0YKa,
BTIDK — BBIXOZHOH TpakT IPaBOro >KEJIyaou-
ka, 'KMII — runeprpodudeckas KapauoMHuoIa-
tus, JKMII — punaranuonHast KapAuOMUOMNATHS,
AIKC — nomonHUTEIBHBIE MPEnCcepaHO-KeIya0u-

koBbie coobmenwusi, 3CJIDK — 3amnsast cTeHKa JIEBOIr0O
s)kenynouka, UKJ — umIuianTupyemMblid KapJIMOBep-
tep-nepudpmmisitop, K/J[ — xoHeuHO-IHacTOIMYE-
ckuit nuametp, KJO — KOHEUHO-IHACTOMUYECKUN
o0bem, KMIT — kapnuomuonarusi, KCO — koHeu-
HO-cucTonmdeckuit 06bem, JIDK — J1eBbIf Kerya04ex,
JIIT — neBoe npencepane, MXKIT — mexxenyaouko-
Basi neperoponka, MPT — MmarHutHo-pe3oHaHCHas
tomorpadust, [IDK — npassiii sxenynouek, [1I1— mpa-
Boe mpeacepaue, TMXKII — TommmuHa MEXKKETyA0U-
koBoii meperopoaku, T3CJIDK — rtommmuna 3amgHei
CTEHKH JIeBOT0 kenynouka, @B — ¢pakuuns Beidpoca,
DX — pubpunnauus npencepanit, ®K — dynkuno-
HanbHBIA KJacc, XMOKI — xonaTepoBcKkoe MOHUTO-
pupoBanue ekrpokapauorpaduu, YCC — yacrora
cepmeuHbIx cokpameHuit, IKI' — amexTpokapamuo-
rpadus, 0C — snexTpuueckas ocb cepaua, IO —
anekTpodusnoIoruueckoe uccienoBanue, IxXoKIT —
aXoKapauorpadus.

l'umeprpoduueckas xapauomuonarus (I'KMIT) —
TsDKEJOe 3a00JIeBaHUE CEpACYHON MBIIIIIBI, Xapak-
TEepU3yIOIIeeCs H3MEHEHHEM CTPYKTYpPhl MHUOKapja
B BUJIC MAaCCHBHOW THIIEPTPOPHH MEKIKEIYT0UYKOBOMH
MIEPETOPOJIKH, B PSAJIE CITydaeB B KOMOWHAIIMH C THIIEP-
Tpoduel APYyTUX OTIAEIOB MHOKap/a, BO3MOXHa 00-
CTPYKIUS BBIXOJHOTO TpaKTa JEBOro Kexyjouka [1].
[puunnoit 'KMII y nereii B 10 % cnydaes sBisioTcs
pasnuuHble MeTabonnueckne 3a00IeBaHtsI, BOSHUKA-
fonue Ha (poHe MyTammii TeHOB OEIKOB HecapKoMep-
HOTO KOMIIJIEKCA, TIPH STOM IMPOUCXOIUT OTIOKCHHE
MPOJYKTOB MeTa0OoJM3Ma B IMTOIJIA3ME HJIM JIM30-
COMax KapJUOMHUOIIMTOB. [ IMKOr€HO3bI JOMUHHUPYIOT
cpenu metabonmyeckux Gopm 'KMII [2, 3]. BnepBrie
3a0o0JieBaHNe, TPUYMHON KOTOPOTO SIBIISIETCS OTIIOXKE-
HUE TJIMKOT€HAa B MHOKAapJe M CKEJIETHBIX MBbIIIIAX,
MIPU HOPMAJIBHOM YPOBHE KHUCJION MaJbTa3bl WIIH aJlb-
(ha-rmroxo3uaa361 ObLIO oHcaHo JlanoHoM B 1981 romy
[4]. B nanpHefiieM ObLIO yCTAHOBIICHO, YTO TPHYHHOMN
3a0oieBaHus ABISIIOTCS MyTanuu reHa LAMP2, xoau-
PYIOILIETO JTM30COM-aCCOLMUPOBAHHBIA MeMOpaHHBIH
MPOTEHH 2, BaXKHBIH KOMIIOHEHT JIN30COMAJIBHON MEM-
OpaHbl, HapyIIeHNE eT0 QYHKIUH U IPUBOIUT K OTJIO-
YKEHHIO TIIMKOTEHAa W OCKOJIKOB ayTO(harn4eckoro ma-
Tepualia B MUOKap/e U CKEJIETHBIX MbIIIIax [2, 5-7].
HakoruieHue TiMkoreHa B BaKyoJIsaX KapJUOMUOIIMTOB
MPUBOJUT K YBEJIUYCHHIO Pa3MEPOB KJIETOK, a B Psijie

ciiydaeB U K rubenu kietok [3, 8]. MuToxoHipualib-
HBIC HApPYIICHUS, SHEPTOACPHUIIUT TAK)KE COCTABIISIOT
OITHO M3 3BCHBLEB IaTOTeHe3a 3abosieBanus [6, 9]. bo-
ne3Hb J[aHOHa HacieayeTcs ayTOCOMHO-TOMHHAHTHO,
X-cuemnneno. B HacTosIiee BpeMs OmUcaHo Oosiee YeM
60 myrtanwuii B rene LAMP? [2, 10, 11].

PacmipoctpanennocTs Oone3nu [laHoHA B TOITYJIS-
MY HeW3BecTHa. BMecTe ¢ TeM, B OTJENBHBIX HCCIIe-
JIOBaHUSX OIIEHWBAJIACh YACTOTa 3a00JICBaHUS CPEIH
nereir ¢ 'KMII. Tak, mo manHeiM Yang Z. U COaBTO-
poB [12], cpenn 50 pereii ¢ TKMII Gone3ns JlaHoHa
JMMAarHOCTHPOBAaHA B IBYX CIy4YasiX, MPH 3TOM 4YacTO-
Ta naroiorun cocrasmia 4 %. I[lo mauaeim Arad M.
u koyuter [3], yactora Oosie3nu JlaHoHa cpenu 00Jb-
meix ¢ 'KMII oka3amace ere 0ojee BEICOKOH, cocTa-
BUB 5,7 % (2 n3 35 manueHToB).

Bonesns JlaHoHa XapaKTepU3yeTCsl TUIMYHOU TpU-
aJIol: KapMOMHOIMATHEH, CKeJICTHOW MHUOIATHEH (T1e-
pudepruecKre MBIIICYHbIC HAPYIICHUs)) U YMCTBEH-
HOU petapmamueii [3, 10, 13—16]. Bmecte ¢ Tem, y psna
MAIMEHTOB OIKMCaHAa MHHHUMAJIbHAS BBIPAKEHHOCTH
MBILICYHBIX U KOTHUTUBHBIX HapyweHui [17].

I'KMII 4vacto ObIBa€T OCHOBHBIM KIWHUYECKUM
nposieiicHueM Oose3nu [lanona. ITo mopdosoruue-
CKMUM JaHHBIM (yTOIICHH) BBISBIISICTCSI BBIpaKCHHAS
runieptpodus (Bec cepama komebmercs or 1 265 T
1o 1 425 r) B couetaHuu ¢ pyOLOBBIMH M3MEHEHUSI-
MU B MUOKapJie, BOBMOXKHBI YUACTKH J1€30PTaHU3 AU
MbIIIeYHbIX BOJIOKOH (disarray) [7, 14]. Xapaktepen
pacrpocTpaHeHHBIH (HUOpPO3, MpeodiamaeT CcyOdIH-
KapIMallbHOE PACIIONIOKEHUE, BaKyOJIH3aIlUs Kap/au-
OMHUOLIUTOB C HAaKOIJIEHUEM TIiukoreHa. [lpusnaku
BOCIAJIEHNU S, pBaHble KPACHBIE BOJOKHA OTCYTCTBYIOT
[3, 6, 13]. Oxokapauorpadus BBISBISIET d3KCTpEeMab-
HO BBIPQXXCHHYI KOHIIEHTPHUYECKYIO THIEPTPOQHIO
JICBOTO JKENYJ0YKa (TONIIMHA CTEHOK JIEBOTO KEIy-
Jlouka koseonercs ot 29 no 65 mm) [3, 16—19]. Pexe
runepTpodus pacupoCTPaHsICTCS U Ha CTCHKU MPaBO-
ro Xemymouka [3]. Y yacTu ManueHTOB BO3MOKHO BO3-
HUKHOBEHHE OOCTPYKIIMH BBIXOJHOTO TPaKTa JIEBOTO
JKEJIyZ0uKa 3a CUET MEepeIHEro CUCTOINYECKOTo JABH-
JKEHUsI CTBOPKU MUTpaJbHOTO Kiamana [7, 19]. B au-
HAMHKE YacTO pPa3BHBAETCS pPACIIMPEHHE TOJIOCTH
JIEBOT0 JKeTy10YKa, Ha (hOHE BRIPAKEHHOIN CUCTOINYE-
ckoi nucdyHKunM, npu 3ToM (pakuus BbIOpoca Ba-
peupyet ot 20 1o 35 % [15, 17, 20]. Metabonunueckas
MPUYMHA TUICPTPOPUU MUOKAP/Ia — OTIIOKEHUE [IIH-
KOT€Ha B KapAMOMUIIMTAX BCIIEACTBHE MYTAllUH T'eHA
LAMP, gacto ocTaercst Hepacrno3HaHHON. Bo3MOXXHO
COYeTaHUE TUNEPTPOPUU MHOKAp/A C y4acTKaMHu He-
KOMITaKTHOTO Muokapza [13, 19].

Hapymienns cepnedHoro puTma sSBJISIOTCS 9aCThIM
KJIMHUYECKUM CUMITOMOM Oone3nu JlaHoHa. OCHOB-
HBIMU Kaj00aMu CO CTOPOHBI CepAEYHO-COCYIUCTOM
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CHUCTeMBl y TAIMEHTOB SBISIOTCS CepAICOnCHUS
W SMU30/bl IOTEPU CO3HAHUS apUTMOICHHOI'O TeHe3a.
XapaKTepHBI AOTOJIHUTENBHBIE TPECEePIHO-KETYA0U-
koBble cooOuieHust. Cunapom Wolf-Parkinson-White
(cuanpom Bombda-IlapkuHcona-Yaiita, MM CHHAPOM
MPEIK3UTAIMH HKEIyI0YKOB) B BUJIE BBEICOKOTO BOJIb-
taxka QRS komriekca, riryOOKUX WHBEPTUPOBAHHBIX
3y6moB T, ykopoueHuss untepBana PQ, pacimupenus
koMmIuriekca QRS (menpra-BoaHa Ha BOCXOAIIEM KOJIe-
He 3y0Oma R) sBnsercs TunmaHbIM it 6ose3nn JlaHo-
Ha. B cBs3u ¢ 3TUM psiji UCCienoBaTeNel pe/araet
CUMTATh HAJIMYME STOTO CHHJIPOMA B KaueCTBE CKpH-
HUHT-KPUTEPUS ISl IUArHOCTUKHU CUHApoMa JlaHoHa
[3, 14, 16]. JlomoaHUTENBHBIC TIPEACEPIHO-KEITYI0U-
KOBBIE COOOIICHHS SBISIOTCS CyOCTpaToM Jisi BO3-
HUKHOBEHHUS HAPYIICHUN CEpACYHOIO0 PUTMa B BHJIC
CYINPABEHTPUKYJSIpHOU Taxukapauu. Heycroituupas
CYNPAaBEHTPUKYJIIpHAsT TaXUKapAus MOXKET TpPaHC-
(hopmupoBatbcs B GUOPHILTSIIUIO TIPECEPANii, B psiie
ciydaeB pedpakTepHy K MEIUKaMEHTO3HOW Tepa-
nuu. ONHcaHbl CIyyan BHE3AITHON ceplieqHOl CMepTH,
CBSI3aHHBIC C BO3HMKHOBEHHEM J>KHU3HEYTPOKAFOIIUX
apuTMUHA Ha QOHE ICKTPODHU3HOIOTHISCKIX aHOMAa-
i 3, 10, 17, 21].

MplIeYHbIe U3MEHEHUSI OTHOCSATCS K OJHOHN U3 Ya-
CTBIX cocTaBisiomux 0osie3nn Jlanona. Ilo maHHBIM
MBIIIEYHON OUOIICHHU CKEJICTHBIX MBIIII HAPSIAY C OT-
JIOKEHNEM TJIMKOT€Ha W BaKyOJW3alHnel MBIIIECYHBIX
BOJIOKOH OTMEYAIOTCS YYaCTKH PYOIIOBBIX H3MEHECHHI,
BBISIBJISIFOTCSL TIPU3HAKUA MUO(DHOPHIIBHOM MUOMATHH
[7, 11]. Onucan cinyuait octpoit nuddy3HOH MbIIIed-
HOH CJTab0CTH, BO3HUKINEH y TAalMEeHTa ¢ OOJIC3HBIO
JlaHOHa B mOCTIeOTNepaiiOHHOM TIEPUOJIE TIOCTIe TPaHC-
IJIAHTAIUU CePLA, TPOBEACHHOM B CBSI3U C BBIPAXKCH-
HOW cucToaudeckoi nuchyHkiuei [15].

Odranpmonornueckue H3MEHEHUS XapaKTepPU3y-
I0TCS HAPYIIEHUSMH CETYAaTKH IO THIY «COJb W TIe-
pem» (“‘salt and pepper”), nepudepryeckoit JenurmeH-
tanued cetuarku (small yellowish depigmented spots
in the fovea of both eyes) [5, 11].

HaumbGomee xapakTepHBIMH J1Ta0OpPATOPHBIMHU W3-
MEHEHUSIMU Yy TIaIlUeHTOB ¢ 0oJe3Hbl0 JlaHOHA SABIIS-
FOTCS TIOBBIIIICHHBIC YPOBHU IMEYEHOYHBIX (PEPMEHTOB
acnapruaTpancdepassl (0T 137 mo 257 En/L) u ana-
HuaTpacdepassl (ot 90 o 173 Ex/n). [Ipyrue oTkio-
HEHHs B JTaDOpaTOPHBIX IMOKa3aTelsIX Hecmermudud-
HBl U OTPaXarT MOBPEKJICHUE KapJUOMHOIIUTOB,
BCIICZICTBUE MACCHBHOW THHEPTPODUM W HIIEMUU
B BHUJIC YMEPEHHOI'O IMOBBIIICHUSI YPOBHS TPOIOHH-
Ha | u ypoBHS nakTaTaeruaporeHasbl. YpoBeHb Kpe-
ATWHKWHA3bl TOBBIIIEH B 2-3 pa3a MO CPaBHEHHIO
c HOpMoOIi, 3HaueHuss MB u3o¢hopMbl KpeaTHHKIHA3BI
BapeupytoT oT 8§ 10 10,0 Hr/mMi1 Ha QoHE MUOMaTHye-
cKoro cuHapoma [3, 5].

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

bonesnp JlaHOHa wyamie BO3HHUKAET Yy MYXKYHMH
M0 CPaBHEHHIO C KeHIIuHamu [2, 3, 22, 23]. Cyme-
CTBYIOT 3HAYUTEIbHBIC Pa3TUYUs B BBIPAKEHHOCTHU
CUMIITOMOB M BPEMEHHU J1e00Ta 3a00JIeBaHUS MEXKTY
MY>KUMHAMHU U JKCHIIMHAMHU, YTO 3aBUCUT OT X-CIIe-
MJICHHOTO HacienoBaHus [22]. Y Mmyx4uH 3a0oiie-
BaHHE JEOIOTHUPYET YK€ B MOAPOCTKOBOM BO3pAaCTeE,
TOT/a KaK y KEHIINH O0BIYHO Ha 15 JIeT 1mo3»xe u mpo-
TekaeT Ooisiee OnmaronpustHo [10, 12, 22, 23]. TKMII
Jalne pa3BUBAETCs y MY)KUYUH, B TO BpeMs KaK y *KeH-
IIMH BO3MOYKHA Kak TUIepTpoduyeckas, Tak U Ju-
nmatanuoHHas kapauomwuonatus (JAKMII), Ho mpwm
stom nomuuaupyeT JKMII [10, 14, 22-24]. Hebnaro-
OpUATHOE TeUeHUe 3a0oeBaHus (CMEpTh HIJIM TPaHC-
MJaHTALKs Cepilla) BOZMOKHO KaK y JKEHIIWH, Tak
U y MyX4rH. BMecTe ¢ TeM y KeHIIUH HeOmaromnpu-
STHBIH UCXOA BO3HMKAaeT Ha 15-20 jeT mo3xke (CooT-
BETCTBEHHO, CpeaHU Bo3pacT 38 net npotus 21 rona
y MyX4uH). J{J1s )KeHIIMH, KaK MpaBUJIO, XapaKTepHO
M30JIMPOBaHHOE MopaykeHue muokapaa (73 %), s
MY>XYUH — MYJIBTHCUCTEMHBIE HapyIIEHHUs, BBIpa-
JKEHHBbIC THITMYHON TPHAJ0H: KOTHUTHBHBIMHU Hapy-
meHusMu, ckeletHor muonatueii u I'KMII. Ilonnas
Tpuana ormedeHa B 42 % [22, 23]. bonee 6maronpust-
HOE TedeHHe 3a00JIeBaHNs y KEHIIWH 10 CPABHEHHIO
C MYXXYUHAMU HITIOCTpUpYyeT HalOmtoaeHne Yang Z.
1 coaBTOpoB [12], mpeacTaBUBIIMX ONMUCaHUE OoJe3-
HU JlaHOHA Cpeau 4JIEHOB OJHOM ceMbU. Y MajbuuKa
(mpobana) 3ab6oeBaHNe BOZHUKIIO B Bo3pacte 13 ser,
B Buae ['KMII (ymMepeHnHas rumepTpopus MexKeTy-
JIOYKOBOM TIEPETOPOJIKM MaKCHMAaTbHO B CPETHEN Tpe-
TH ¥ BEPXYILIKH) B COYETaHUU C cUHIApoMoM WPW,
MPOSABIABIIETOCS 3allaMU  CyIpaBEeHTPHUKYIAPHON
TaxWKapIuHu, 9TO MOTPeOOBaJO MPOBENEHUS PaIUO-
yacToTHOMN abnsamuu. Yepes 2 rona, B Bo3pacte 15 et
BO3HUKJIa 00CTPYKLHSI BBIXOAHOTO TPaKTa JIEBOTO JKe-
nynouka. B nanpHeiiinem 3a0osieBanue ObICTPO MPO-
rpeccupoBalio ¢ TpaHchopManren B IUIaTalHOHHY O
KapJIMOMHUONATHIO C Pa3BUTHEM 3aCTOMHOMN CeplieuHON
HEJOCTAaTOYHOCTH, YTO IMOTPEOOBANO TpaHCILIAHTA-
uuu cepana. Takske BbISIBICHA MbIIIEYHAs! ClabOCTh,
CBsI3aHHAs CO CKeJeTHOW wmwuonarued. Wupentudu-
nupoBaHa remusnrotHas myrtamus — 1075C—T B 8
sk30He reHa LAMP BcieacTBue HOHCEHC-MYyTalUu
B Q359X xonone (hemizygous 1075C—T substitution,
resulting in the nonsense mutation. Q359X codon).
VY ero cecTpsl B 14 eT 1uarHOCTUPOBAHA YMEpEHHas
koHnenTpudeckas ['KMII 6e3 ckemeTHOW MHUOTATHH
u cuaapoma WPW. BeisiBneHa onuHakoBasi ¢ OpaTom
reMusurotHas myrtanus resa LAMP2. ¥V wmatepu
npobanya 'KMII Obuta fuarHocTHpOBaHa B BO3pacTe
31 roma, OTCyTCTBOBAJIW CUMITTOMBI MHOTIATHH U Ha-
pPYIIEHUS CEepAEYHOr0o puTMa. 3abojeBaHWE TPOTE-
KaJIo HeOJIaronpusTHO, MPOrpeccupoBalia cepiedHas
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HEJOCTAaTOYHOCTh, TIAHWPOBAJACh TPAHCIUTAHTAIUS
cepala, ogHako 0oJbHAs yMepia 3a 3 Mecsia 10 ore-
pauuu B Bo3pacte 41 roma. Jsans mo MaTepUHCKOU
muaun crpanain [KMIT u meimeunoi auctpoduet,
ymep B 22 roja. Y oTiia MyTalluu HE BBISIBJICHO.
TsokecTh KIMHUYECKOTO TEYCHHUsI 3a00JeBaHUs
BapualOenpHa: OT aCUMIITOMATHYHOTO [26] 10 TsxKe-
JI0r0, OOYCJIOBJIGHHOTO MPOrPECcCHpYIONIe cepled-
HOW HEAOCTAaTOYHOCTHIO, YTO TPeOyeT MpOBEeNeHUS
TpaHcIutaHTanuu cepana [18-20, 25]. Hanbonee miu-
TEJNbHOE MPOCIEKTHBHOE HabIIoneHNe, B TeueHue 8,6
roaa, 3a 7 moapoctkamMu (6 MalbYMKOB U 1 EBOUKA)
B Bo3pacte oT 14 n0 24 ner ¢ Bepu(UIIMPOBAHHBIM
IrarHo3oM «6one3ns Jlanona» mposen Maron B. [19].
3aboneBanne OBIJIO JIUATHOCTUPOBAHO B BO3pAacTe
7-16 net mpu oOCNenOBaHUH B CBSI3M C OOHApY>KEH-
HBIM IIyMOM B CEpAIIe, BBISBIIEHUEM CHHApPOMa IIped-
k3uTarnuu xeryaouakoB (WPW) na ctanmaptroit OKI.
[TanmeHTH TPeaBABISIN KaJ00bkl HA OONM B CepIe
UM 0OMOPOUYHBIE COCTOSIHUS, B OHOM CiIy4yae uMmesa
MecTo GuOpHIUISIIUs Tpeacepauil. B kinHu4eckoi
KapTHUHE JJOMUHUPOBAJIA CEPJCUHbIe HAapyLIeHHs, 0e3
CUMIITOMOB YMCTBEHHOW peTapaIiiy NN MBITIIETHBIX
HapylleHui. B mepBUYHOM OCMOTpe BCE MAIUEHTHI
MMeIU MUHHUMAJIbHbIE TIPU3HAKU CEpPIEYHOM HelocTa-
tounoct | ®K (NYHA). B nepuon nocnemyrorero
HaOIOACHUS, B TCUCHUE & JIET, Y BCeX 7 TMAIlUEHTOB
OTMEYEHO HeOJIaronpusiTHOE TeUeHHE 3a00JIeBaHUS
B Bo3pacTe oT 14 1o 26 net. YeTslpe manueHTa yMepiu
OT Tporpeccupyolneii pepakTepHOil HEJTOCTATOYHO-
CTH Ha (OHE BBIPAKCHHOW CHCTONMYECKOW JauchyHK-
nH (CHIkeHne ppakiu Beiopoca 10 25 %), y oqHOTO
MIpOBe/IeHa TPAHCIIIIAHTAIMS CepAta. Y ABYX OOJIBHBIX
BO3ZHUKJIM J>KM3HEYTPOXKAIOIINE apUTMHUHU, IPU ITOM
Y OJIHOTO MalueHTa JehUuOPHILISIIUS ObLIa YCICIITHOM,
y Ipyroro, HECMOTPsI Ha UMIIJIAHTUPOBAHHBIN Kapau-
onepuOpHIITSATOP, GUOPUILIAIUS KEITYyTOUKOB OKaza-
Jachk pepaktepHoii k gepudbprisauuu. Dougu N. [27]
OIHCBHIBAET CEMBIO, B KOTOPOH OflHA M Ta e MyTalus
B reHe LAMP unmena paznudHbie (EeHOTHUITHYECKHE
mposiBIIeHus y Opata u cectep. Y Mampunka ['KMII
OblJia BBISBIICHA YK€ B 5-JIETHEM BO3pacTe, B KOMOH-
HallUd C yYMEpPEHHOW cKeleTHoW muonartuei. Mme-
JINCh BhIpaKeHHBIC alanuHTpanchepasbl (AJIT) u ac-
naptuHTpanchepassl (ACT), makrataeruiporeHassl
(JIA). K 10 romam oTMe4YeHO HapacTaHWUE THIIEPTPO-
(un 1eBOro KenyaouKa B KOMOMHAIIMH CO CHUKEHUEM
CHCTONIMYECKOH (QYHKIIMH M Pa3BUTHEM IUJIATAIL[UH.
[Tpu Ouoricuy MBIMIEYHONH TKaHM BBISIBJICHA BaKyOJIU-
3aIisl B HECKOJIIBKUX MBIIIEYHBIX BOJOKHAaX. Y cTap-
mei cecTpel B BozpacTe 20 JieT BhISIBICHA HEOOIbIAS
rUNepTpOoUs JIEBOro Kenynodka u cuHapoM WPW.
VY muagmeii cecTpbl Takke OOHAPYIKEHBI aHAJOrHy-
HbIe U3MEHEeHUs. Y Marepu B 39 eT [uarHocTHpoBaHa

MUAaTallMOHHAS KapJUOMHOIATHsI, B Bo3pacte 43 net
OHa yMepJia OT CepAeYHON HEJOCTaTOYHOCTH.

Bwmecte ¢ Tem, Stack-Pyle mpuBena naOmroneHue
3a JIEBOYKOM ¢ Oone3Hpr0 JlaHOHA W TshKeNoW cepied-
HOW HEZI0CTATOYHOCTHIO, BEIPAKEHHON CHCTOINYECKON
nucyHkumel, passusiieiics Ha ¢ore JAKMII yxe
B Bo3pacte 14 met. 3aboseBaHne B TCUCHHE TITUTEIb-
HOTO BpEMEHHM He ObUIO JuarHocTupoBaHo. /leBouka
HaOI0anach ¢ CHHAPOMOM jeduinTa BHUMAHWUS/
TUIIEPAKTUBHOCTH M TacTpo330(dareanbHON pedIIrOKC-
HOW OO0JE3HBIO, B TEUYEHHE INECTH MECSIIEB JKaJo-
BaJlach Ha JMAper0, PBOTY, OOJNH B KWUBOTE, OIBIIIKY
U TIepeMexaronyrocs auxopanky. [Ipu obcrenoBannn
BBISIBJICHA KapAHMOMHONATUS U CHMIITOMBI CEPACYHOM
Henoctarounoctu 1Y ®K. Ha anexTpokapanorpamme
BEIsIBJICH cuHApoM WPW. DxoKI' mpomeMoHCTpHPO-
BaJla pacIIupeHue JICBOTO JKeIyI0uKa (KOHSUHBIN JIH-
ACTOJMYECKUN AMAaMETp JIEBOTO JKeIyaouka 6,5 cm),
OKCTPEMAJIbHOE CHHI)KEHHE CHCTOJIUYECKONW (YHKIIHH
(DB menee 18 %), ymMepeHHYI0 HEJOCTATOYHOCTH MH-
TPaJIBHOTO KJamaHa, THIePTPO(QUPOBAHHBIN MPaBBINA
JKEITYZI04eK, BBIPAKEHHOE PACHIUPEHHE JICBOTO TPEI-
cepaus (LAD 46,5 mM). MarauTHO-pe30HaHCHas
ToMorpadusi cepiala TakKe BBISBHIIA BBIPAKECHHYIO
JIATIATAINIO TTOJIOCTH JIEBOTO JKENMYJI0UKa M TAKEIYIO
CHUCTOJIMYECKYI0 JNHUCHYHKIIMIO JIEBOTO JKEITyI04Ka
(ppakumst BbIOpoca JEBOTO M MPABOr0 KEIyIOUKOB
coctaBuna 14 % u 23 % cooTBeTcTBeHHO). MMmennch
pyO1BI Ha 6a3aIbHON TIEPETOPOAKE TTPABOTO KT YA0U-
ka (IK)/mepennecentanbroit k JIK, cpeque-amxHen
neperoposke DK, nmadparmaabHOll cTOpOHE TPaBOro
JKENyI04YKa, JIEBOM KEJyI0YKe U aluKaabHOW CBOOO -
Hoit crenke [1K. [1o maHHBIM peHTreHa TPyTHON KIIET-
KM OTMEYEeHa KapAHOMETaNINsI ¢ HHPUIBTPATOM JIEBOH
HIDKHEH 1oau jerkoro. KoMmmproTepHas ToMorpadus
OpIOIIHOW MOJIOCTH/MAJIOTO Ta3a BBISIBHJIA aCLUT Ma-
Joro Taza. B OMOXMMHYECKOM aHajIu3e KPOBU TOBBI-
HICHUE YPOBHSI MEUCHOUHBIX, CEPIICUYHBIX W MBIIICU-
HBIX (pepMeHTOB: acapTaraMuHOTpaHchepa3sl — 290
En/n, amuaoTpanchepassr — 402 En/im; xpeaTuHKHHA-
361 — 732 En/n, tpononnna I — 1,83 u natpuityperu-
yeckoro nenrtuga B-tuna — o 12 139 nr/mut. ITocae
MPOBEJICHHON TPAHCIIJIAHTAI[UN COCTOSHUE JIEBOYKHU
YIYUYIIUIOCh. | @HeTHYEeCKOe TeCTHPOBAHUE BBHISBUIIO
MyTauuio B rene LAMP2.

YuuTbiBasg BBICOKMI PUCK KU3HEYTPOKAIOUIMX Ha-
pylIeHui puTMa, y ManueHToB ¢ Oose3Hbio JlaHoHa
MIPOBOJUTCS HMMIUJIAHTAMS KapAuoaehuOpHiLIsITOpa
KaK TiepBUYHAs MPO(HUIIAKTHKA BHE3AIMTHON CepaedHON
cMepTH. BmecTe ¢ TeM MHOTMMH HCCIEAOBaTENsIMU
MPOJCMOHCTPUPOBaHa HenocTtaTouHas 3(dexTus-
HOCTH Je(UOPHIISAIINYT JKEITYIOYKOB JUISI KyMHUPOBa-
HUS KEITYJOYKOBOM TaXMKapAHU IMpPU CTAHAAPTHOU
(TpaHCBEHO3HOM) MMILIAHTAlMM AJIEKTpoaoB [3, 21].
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B cBsi3u ¢ Wem mpemIokeHO MPUMEHEHHE MOIKOK-
HBIX CHCTEM HMIUIAHTALUU KapauonehuOpuisTopa
(S-ICD) nns ycTpaHeHuUs 3aJ110B KeJIYJOUYKOBOM Taxu-
kapau [21]. Bmecte ¢ TeM, 10 MHEHUIO psiJia UCCIEI0-
BaTellel, UMIUTAHTAIIAS KapauoAehUOpHIIISITOpa s
MEPBUYHON TPOQPHUIAKTUKH BHE3AITHOW CEepIACYHON
CMEpPTH MHOTJa HEAOCTaTouHO 3((EeKTHBHA, B ITUX
ClIydasx TpaHCIIAHTAIMs CepALa SABJISIETCS MPEAToy-
THTEIBHBIM BEIOOpOM [15, 20].

YuuTeiBas eIMHUYHBIE ONTMcaHus 0oJe3Hu JlaHoHa
y J€BOYEK, mpenjaraeM 0030p KIMHUYECKOTO Clydast
C paHHHM Je0ITOM 3a00JieBaHUs, C TPECHHKONATb-
HBIMH M CHHKOMAJBHBIMH COCTOSHHSMU U BBICOKUM
PHCKOM BHE3AITHOM CcepAeUHON CMEPTH.

Hapes 3. (27.08.2002) naxomuiach Ha oOciemo-
BaHUU B OTHEJCHUHU neTckoi kapmauonmorun HUKU
nequatpuu uM. akad. FO. E. Bensrumesa. ¢ guarto-
3om: [42.1 — OOcTpykTuBHag runepTpoduyueckas
kapauomuomnarus. bonesnp Jlanona XCH @K II:
145.6 — CunapoMm npeaBo3OYyKICHUS >KEITYA0YKOB
(HOMO-BEHTPUKYISIPHBIH TpakT), COCTOSHHE IOCIIe
naBasuBHOT0 DDU; [47.1 — HamxemynoukoBas Taxu-
kapaus; [34.1 — MutpanbHas HEIOCTAaTOYHOCTh +3.
CocTosiHHE TOCIIe MMIUTAHTAIINKN KapAHOBepTepa-yie-
¢ubpunastopa (Medtronic Evera MRI S VR SureScan
(PMZ622039S).

JKaoOpl: Ha OBICTPYIO YTOMIISIEMOCTh, YCTAJIOCTh,
C1ab0CTh, OJBIMIKY TIPH YMEPEHHBIX (PU3NUECKUX Ha-
rpy3kax. [IpecuHkonanbHble U OJHOKPATHOE CHHKO-
MaJIbHOE COCTOSTHUE.

PeGenok ot 2-it 6epemerHOCTH. HacaencTBeHHOCTh
HE OoTsATOIIeHa. 3a00JIeBaHNEe BRISBICHO B Bo3pacte 14
JIET, KOTJIa IPH MTPOX0KICHUH METUITUHCKOTO OCMOTpPa
JeBOoUKa yrnana B oOMopok. Briepsrie mposeneno OKI,
u BbIsiBIIeH (heHoMeH W PW, ObL10 peKoMeHJ0BaHO J10-
obcnenoanne. Ha DOxoKI' mpusHakyM KOHIEHTpHYE-
ckoit cummerpuarort ['KMIT (tommmaa MOKIT go 21
MM, 3CJIXK no 22 mm). [Ipu cyTOUHOM XOITEPOBCKOM
mouutopupoBanun OKI (XM) 3aperucrpupoBan
noctossHHBIN (heHomMeH WPW, 3adukcupoBan ofuH
3aJill HEYCTOMYMBOW CYNpPaBEHTPUKYJISPHOU Taxu-
kapauu u3 6-tu QRS xomrmekcoB ¢ UCC mo 150 yn/
MUH, OpX MOBTOpHOM XM BBISBJICH 3aJlll CyIpaBeH-
TPUKYJsApHON Taxukapauu u3 6-tu QRS xomrmnekcos
¢ UCC nmo 180 yn/muH. beuta pekoMeH0BaHa TOCIH-
Tanu3amus B JETCKOe KapAUOJOTHYEeCKOe OTAENeHUE
HUKMU nenuatpun. [lpu oGcnenoBanuu B Bo3pacte 16
net Ha OKI' perucTpupyrorcss mpru3HaKu MPOBEACHUS
o JAIT2KC (mmpokuit QRS (150-160 mc), nuatepsan PQ
100). Ilo manapiM XMOKI' Takske BBISIBICHBI TTPH3HA-
KU TPEIK3UTAINH KEIYJI0YKOB, 3aperuCTPUPOBAHBI
2 3MM307ja YCKOPEHHOI'0 HAJKENYyJA04YKOBOTO pPHUTMA
¢ UCC = 128 ya/MHUH NPOJOIKUATEIBHOCTBIO 2—3 CeK.
IMo nanueiM Ox0KI runeprpoduyeckas KOHIEHTPHU-
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yeckass OOCTPYKTHBHAs KapIUOMHUOMNATHS C TOpaKe-
HHEM 000WX KEITyJO0YKOB, MAKCUMAJTLHONU TOJIIIHHON
MHOKapAa 10 34 MM Ha ypOBHE NEPEAHECENTAIBHOIO
U 3aJHeNaTepajbHOTO CErMEHTOB M HAJIWYUEM [H-
Hamuueckoi ooctpykunu B BTJDK mo 36 mwm pr. cT.
B ITOKOE U 710 99 MM pT. cT. nmocie Harpysku, B BTIIK
10 MM pT. cT. B mokoe. Jlmactonndeckas TUCHYHKITHS
no 2 tuny. [IpoBeneno nupazupHoe DOU: Taxucucro-
JMYECKUX HapyIICHUH pUTMa HE MHIYUPOBAHO, BbI-
SIBJIEH HOZI0-BEHTPUKYJISIPHBIN TPaKT.

YuuTteiBast OOCTPYKTUBHBIN XapakTep KapaHOMHU-
omatuu, Obljla Ha3HauYeHa Teparus OeTa-agpeHo0II0-
karopamu — Metomposon 50 mr/cyt (1,1 Mr/kr/cyT).
Ha ¢one npoBoanMoro je4eHus oTMedanach NOI0XKHU-
TeJIbHas JUHAMUKA B BU/I€ CHI)KEHUS TPaJHEeHTa B BbI-
XOITHOM TpakTe JeBoro xenynouka (PG BTJIXK) B mo-
Koe /10 34 MM PT. CT., a mociie PU3NIECKON HATPYy3KH
10 PG = 56 mm pr. ct. Belna nposenena crparuguka-
st (PaKTOPOB PUCKA BHE3AMHOW CEpACYHOH CMEpTH.
BbIsiBIICH TOJTBKO OJMH (DaKTOp pHCKa — SKCTpeMallb-
Hasl TOJIINHA, ObIJIa MPOJIOKEHA TepaIus 6eTa-aape-
HoOnokaropamu. Ilpu nnHaMudyeckoM HaOIIOICHUH
B TEYEHHUE rojia TPHKAbl OTMEYAIUCh MPECUHKONAb-
Hble cocTogHMSA. OHU XapaKTepuU30BaJIUCh ITOCTENEH-
HBIM Ha4YaJIOM, SIPKOM BET€TaTHBHONW OKPACKO (THUTIep-
TUAPO3, TOJIOBOKPYXKEHHUE, OJETHOCTH), MPOXOIUIH
CaMOCTOSITENIBHO.

[ToBTOpHO OBLIA 00CIIEI0BaHA UEpEe3 I'0Jl B BO3PACTe
17 net. O6bexTHBHO. Macca Tena: 48 Kr (epueHTuiIb
3-10 %), nmmua: 155 cm (mepuentmns 3-10 %). UH-
Jekc Maceol Tena: 19,98, MpliieuHas cuctema pa3BuTa
yIIOBIETBOPUTEIBHO, TOHYC MBI HOPMaJIbHBIH, MU-
OIAaTUYECKOr0 CUHApOMa HeT. PopMa IpyJHOU KJIeT-
KH: TpaBWiIbHAs. JlpIXxaHWe BE3WKYISIPHOE, XPHITBI
e BeicnymmBatoTcs. UCC mexa — 62 ya/muH. Al
(mpaB. pyka): 103/70 mm pT. cT. 'paHULIBI COOTBETCTBY-
10T BO3PACTY, TOHBI CEP/ILa: OTYETINBEIE, PUTMHUYHBIE.
BeicnymuBaeTcs cuctonnueckuil mym. JKuBoT: Msr-
KW, 0e300JIe3HCHHBIN, JOCTYTCH TIYOOKOM IMmabia-
nui. CUMITOMBI KETYHOTO ITY3bIPs: OTPULIATEIbHBIC.
[leuennr He yBenmueHa. Imasza 6e3 matonoruu. Ciyx
0e3 maToJorun

OKIT Ymepennas cunycoBas Opagukapaus ¢ YHCC
57-65 yn/mun. D0C oTkiIoHEeHHUE BiIeBO. Peructpupy-
I0TCSl IPU3HAKH MPeNBO30YkKAeHUs KenynoukoB (PQ
80—100 mc, QRS 120 mc), npusHaku neperpysKu Jje-
Boro mnpezacepaus. [lpusHaku cyOsHAOKapaAUATIBEHON
nmemun: QT 420 mc, QTc 424 mc (puc. 1).

Xonmepogckoe monumopuposauue cepoeuHoco
pumma. YCC (au.) — 74 yn/muH (Hopma 80—89), UHCC
(Houn.) — 60 ya/mun (Hopma 58—67). CUHYCOBBIN
pUTM B T€UeHHE CyTOK, JHEM — yMepeHHas Opajiu-
kapaus. [upokuit QRS, untepsan PQ 100-140 mc.
3aperucTpupoBaHbl 3 OIMHOYHBIC JKEIIYHZOYKOBBIC
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9KCTPACHCTONBI pa3iuyHOd Mopdosoruu, 2 KopoT-
KHX TapoKCHM3Ma HaJKeNylI0YKOBOW TaxXxUKapAHH
¢ UCC 126-181 ya/mun (3 u 5 QRS). Ilay3sr purma
1o 1 436 Mmc — mocTIKCTpacucToandeckas (Hopma <
1 750 mc). UuaTepBan QTc cpenunit — 465 Mc (HOpMa
400-450 mc).

OxoKI' TlpaBblii xenymouek: runepTpodupoBaH,
toiuHa cBoOonHoM crenku [1DK B auactony 7 M,
B uHGyHIuOymspaom otaene 8—9 mm. K/ 1K =
13 MM, Z-pakTtop = -1,84. Cuctonmdeckas QyHKITHS
He u3MeHeHa. JleBblll kenmynouek: ymeHnsbineH. KJIJI
JIK = 30 mm, Z-dakrtop = -3,77. DB (Teicholz) = 86 %,
OV = 54 %. Hduactonaudeckass TUCHYHKIHUS 0OOMUX
KEJyJOYKOB TI0 PECTPUKTUBHOMY Tuily. Mexokeny-
JIOYKOBAasl IEPEropoKa rUIepTpodupoBaHa (TONTHA
MXIIg = 30 MM, Z-daktop = 7,29). 3anHsst CTeHKa
JIEBOTO JKENyAO0UKa THIEPTpopupoBaHa (TONIIUHA
3CJIK = 33 mm, Z-dhakTop = 8,06). PacuerHoe nasie-
HHE B JIETOYHOM apTepuu 35 MM pT. CT. MUTpanbHbIN
KJIallaH: CTBOPKHM MPOJAOHPYIOT, YAJWHEHBI, Hepel-
He-CUCTOJINYECKOe JBH)KEHUE, MUTpaJIbHasl HelocTa-
TouHOCTh/peryprurtanus +2.5/43. E=0,93 m/c, A=0,5
Mm/c, E/A = 1,86. AopTanpHBIN KiIamaH: TPEXCTBOpYA-
To1il. PG = 30 mm pT. ct. Perypruranus 1+ PGs ITXK/
II1 30 mm pt. cT. E=0,57 m/c, A = 0,27 m/c, E/A =2,11.
Jlerounas aptepus He u3MmeneHa. [IpaBoe npencepaue:
V np.m. = 29, uanekc oovema = 20,14. JIeBoe mipencep-
nue (M-pexxum) — 34 MM, He pacmmpeHo. Jlerounsie
BeHbI 0e3 maronoruu. HeogHOpOOHOCTh 9XOCTPYKTY-
pBl MHOKapaa o00OHMX KEIyJOYKOB C HallM4HeM pac-
MPOCTPaHEHHBIX 30H yCUJIEHU cUTHana (puc. 3).

MPT cepoya ¢ koumpacmuposanuem. MP-tipusna-
kU runeptpoduu muokapaa JIXK (B Gonbmieit crernenu

,;W}‘;[ '
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Puc. 1. ®parmeHT Kl po nmnnantaunn MK
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10 3aJHE-NEePEeropoA0YHOMYCETMEHTY Ha 0a3aibHOM
YPOBHE), 04AarOBOTO (YETKO MHTPAMUOKAPAUATIHLHOTO)
n nuddysnoro nzmenenus muokapaa JIXK, snaunmoe
yBEIMYeHNEe BHEKJIETOYHOro oObema (mudQy3HBIHA
¢ubpo3) npakTuyecku no Bcem crenkam JIK — 27—
39 %, mutpanpHOi HemoctaTounoctu Il cremenwu,
YUNTBIBasg KapTHHY OTCPOUYEHHOro HakorseHus KB
u KaptupoBaHue muokapnaa JIK, Henb3s UCKIIOUUTH
0OJIe3Hb HAKOIIJICHHUSI.

Opeocnupomempus. MomHocTh Harpy3ku — 50
Bt (1 Br/kr). Bemonnennas padora — 50 MET. UCC
makc. — 91 Bt (49 %). Pezeps UCC — 93 yn/mun. CHu-
YKEHO TIOTpeOJIeHNE KUCIIOPOia Ha MAKCHMYMe Harpy3KH
02 nuk — 0,484 n/mun (27 %). VO2nuk — 10,1 mo/kr/
muH. VO2 AIl (V-slope) — 0,396 n/mun (22 %). CHu-
JKeHO moTpebienue kucnopoaa Ha AIl VO2 AIT — 8,3
MJI/KT/MHH (HIKE KPUTHYECKOTO TIopora 12 MII/MUH/KT).
O2-nymee (VO2/MCC) — 5,3 mw/ya/mun (54 %). VE/
VCO2 slope — 22.92. EQ (VE/VO2) nuk 02 — 20.
SpO2 peak — 92 %. dVO2/dWR — 7,24 mn/mun/Br.
RER (VCO2/VO2) — 0,93 B Hopme. VEmakc — 5,3 11/
muH (54 %). Y makc. — 22 n/muH (55 %). [prxaTens-
HbIi pesepB ([IP) — 40 %. PetCO2 nokost — 33,2 MM pT.
CT. (45,6). TonepanTHOCTH K Harpy3ke: cHmkeHa (1 Bt/
kr). OtBeT UCC Ha Harpys3Kky: cHkeH. OTBeT A/] Ha Ha-
Tpy3Ky: HOpMOTOHHUYECKHH. J[prxarensHbiil pe3eps (/IP)
B HOopMe. CaTypanys KpoBH B HOpMe (CHIDKEHHE Ha Ha-
rpy3ke He Oonee 4 %). PetCO2mnokosi cHIKeHO (3Haue-
HHE aJIcKBaTHO TOBBIIIAECTCS Ha Harpy3ke). Yacrora Jpl-
XaHWs Ha MAKCHMYyME Harpy3Ke B HOpME.

IHlaccuenaa opmocmamuueckas npodoa (muim-
mecm). B ucxone: CUHYCOBBIM PUTM € HpHU3HAKAMHU
npenBo30yxaenus xemynoukoB ¢ YCC cp. 66 yn/muH,

}1: May 2020 Tranzs Nkl Pediau
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YMepeHHas cuHycoBana 6pagukapgua ¢ YCC 57-65 yg/mMuH. 90C oTKNoHeHMe BneBo. Peructpupy-
tOTCA NMpU3HaKM NpenBo3bywaeHns »enynodkos (PQ 80-100 mc QRS 120 mc). MNpur3Haky neperpysku
nesoro npepcepnus. NpusHakm cybaHpokapananbHon nwemun. QT 420 mc, QTc 424 Mc.
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cp. AJl— 109/65 MM pr. ct. OpTocras (15 MuH): cuHy-
COBBIH PUTM C NIpPU3HAKaAMH TPEABO30YKICHUS KEIy-
noukoB (Beipaxkennbie ST-T napymenust), UYCC cp. 83
yi/muH, cp. AJl — 108/72 mm pt. ct. [Tocie nepeBona
B OPTOCTA3 PErUCTPUPOBAINCH KPATKOBPEMEHHBIE ATIH-
30161 cHkeHUS AJl 1o 80/40 MM pT. CT. (KITUHHYECKH
HezHaunMble). Ha 16-if MuHyTe oprocrasza y peOeHka
OTMEYasioCh Pa3BUTUE MPEICHHKONIATBHOTO COCTOSHHS
(cmabocTh, MOTEMHECHHE B TIa3aX, OJICMHOCTh KOKHO-
TO TIOKPOBa), BO BpPEMsI KOTOPOTO 3aperHCTPUPOBAHO
BeIpakeHHOe cHIKeHue AJl mo 40/15 mm pt. cT. (6e3
camkenuss YCC 68-78 yn/mun). Ilocne mnepeBona

<
L7

0=

B KJINHOMOJIO)KECHUE U BJIBIXaHUS NAPOB HAIIATHIPHOTO
CIHPTa OTMEYAJIOCHh MOCTENEHHOE YAYYIICHHE Camo-
YyBCTBHSI (B TEUCHUE 3 MUHYT COXpaHsUIaCh TUIIOTOHUS,
60-75/35-50 MM pT. cT.). BoccranoBnenue: cHHyCO-
BB PUTM C IIPU3HAKAMU HPEABO30YKACHUS JKEITy104-
koB (BelpakeHHble ST-T napymenus), HCC cp. 65 yn/
muH, A/l cp. — 84/48 MM pT. cT. YacTble 0OAMHOYHEIC
Ha/DKEITYJ0YKOBBIE SKCTPACHCTOIIBI, 3AJIIT HA/KEITyI04-
koBoit Taxukapauu ¢ UCC mo 118 yn/mun (ux 6 K/11) —
knuHnueckn He3HaunMble. 3AKJIFOYEHUE: TIlpo-
0a ToJIOXKHUTENbHAs — Ba30JCTPECCOPHBI BapUaHT
PedIEKTOPHOTO MPEICHHKOIATBHOTO COCTOSHHUSI.

BLIC HALKCAVI0MKOBLIC IKCTPAcHCTOAL! (25 anp 18:17:48)

Iy
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Puc. 2. ®PparmeHTbl XMIKI. MapoKcmnambl cynpaBeHTPUKYIAPHOW TaXMKapaum,
rpynnoBble CYNPaBeHTPUKYIIAPHbIE 3KCTPACUCTOJbI
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Jlabopamopuoe ob6credosanue. OOMMI aHamU3
KpPOBH M MOYM — 0e€3 MaToliornu. bruoxmMuueckuii
aHaJM3 KpOBU: 00U OeJIOK, MOYEBHHA, KPEATHHHH,
MoOueBas KHUCIIOTa, XOJECTePUH, TPUTIUIEPUIBI, Kpe-
aTHHKWHA3a, mejodHas docdaraza, OmaupyonH (00-
IIUH, CBSI3aHHBIN, CBOOOIHBIN), HATPUH, Kalluii, KaJlb-
uuii — 0e3 matonoruu. HarpuitypeTuueckuii menTuja
B IIpefiesiax HOpMbI. [IoBbIlIEHNE YPOBHEHN acnapruH-
tpanchepassr (ACT) 122 ME/n (nmpu HOpMe mo 40
ME/n); ananunTpancdepassr (AJIT) 450 ME/n (mpu
HopmMme 1o 45SME/m), nakratneruaporenassl, 1 267 En/n
ipu HopMe 110 450.

YauTeiBasg MpPENNoiaraéMblii  METaOOTWUSCKUI
xapaktep KMII, cTparudukamnus prucka BHE3AITHOU
cepreuyHoil cMeptu ¢ nomouneio moaenu HCM-RISK-
score He MpoBoAuIack. BMecte ¢ TeM, yuuThIBas dKc-
TpeMalibHyto runeptpoduio, aupQysHbiii Gudpos
neBoro xeryaodka (10 39 %) nmo manueiM MPT, cun-
KOTIaTbHOE/TTPECUHKOMATbHBIE COCTOSHHS, a TaKXkKe
HEYCTOMUYMBYIO CYIPaBEHTPUKYIISIPHYIO TaXUKAPIHUIO,
KOTOpasi MOXKET SBISATHCS MHAYKTOPOM SKH3HEYTPO-

JKAKoIEH apuTMHH, ObUT MPEAIIONI0KEH BBICOKHI PUCK
BHE3AIHOM CEPJICUHON CMEPTHU, B CBSI3U C 4eM OOJIb-
HOW PEKOMEHIOBAHO TPOBeIeHNE MHBA3UBHOTO DDU
U UMIUTAHTAIlUA  KapauoBepTepa-aehuopuiusiTopa
C 1IEJIbI0 MEePBUYHON MPO(QUIAKTHKN BHE3AITHOM cep-
JIEYHOU CMEPTH.

NmmnnanTtanust  kapauoBepTepa-nedudpusuisiTopa
(dHAOKapIMaIBHBIN J0CTYyI): ycTpoiicTBo Medtronic
Evera MRI S VR SureScan (PMZ622039S). XKeny-
JIOUKOBBIM AJIEKTPOJ C OZHOW LIOKOBOM CHUPAJIbIO
¢uKcupoBaH B 001acTH BEPXYLICYHOH TPETH MEXK-
JKelnynoukoBoi neperopoaku. MKJ[ 3anporpamMmmu-
poBaH B pexume VVI ¢ 6azoBoit wactoroit 40 nmm/
muH. [IpoTokosiom ctumymsiuuu Burst nHaynupoBana
ycToiunBas GUOPUIIISIIIKS KEITYJOUYKOB, KyITUPOBATh
paspsaom UK/ 20, 35 Ik He ynamock. ®XK kymnupo-
BaHa pa3psioM HapyKHOro nepudpumistopa 250 JIx.
ITpoBenena 3amMeHa 3IEKTPOA Ha BIEKTPOJ C ABYXIIO-
KOBOH crnimpaibio Medtronic 6947. DnekTpon ¢ukcu-
poBan B obnactu cpeaneid Tpetu MXKII. [Iporokonom
crumyJsinuu Burst unaynuposana ycroiunBas DX,

Puc. 3. 9xoKI no kopoTKoi ocu. AxoKI 4-kamepHasa no3uuus

MMnepTpoduryeckasa KapAMOMNONATUSA C MOParKEHNEM 0BOMX HeNYA04YKOB, MaKCMMaribHOW TONLWMHON
MUOKapaa 4o 33 MM Ha YPOBHE nepefgHecenTanbHOro 1 3agHenatepasnbHOro CEFrMeHTOB U HannymeM gm-
HaMuyeckol ob6cTpykumm B BT/THK no 30 MM pT. CT. B NOKOe 1 o0 39 MM pT. CT. nocne Harpy3kuy, B BT
00 8 MM pT. cT. MTpanbHaa HegocTaTo4HOCTb +3. TpUKycnnpanbHasa HegocTaTovyHocTh +1. HeogHo-
POOHOCTb 9XOCTPYKTYpPbl MMOKapaa 060MX Kenygo4KOB C HalIMYNEM PacnpoCTPaHEHHbIX 30H YCUNTEHWA
curHana (pubpoa). AncdyHKunA MrUoKapaa 060uX WenyaodukosB no 2 Tuny. [MobanbHaa CUCTONMYECKaNA

dYHKLMA MMOKapda He HapyLueHa.
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paspsn 20 JIxx — 6e3 addekra, KynmupoBaHa pa3psioMm
UK/ 35 Tx.

IIpu xoutponpHoM XMOKI' 3apeructpupoBan
MapOKCH3M MOHOMOP(HOH JKEIyJI0UYKOBON TaxuKap-
nuu ¢ YCC 136 ya/MUH TPOJOIKUTEITBHOCTRIO 5 CEK,
B CBSI3M C 4YeM J103a OeTa-aJpeHo0I0KaTopa METOIpO-
nona ysenudeHa o 125 mr/cyt (2,6 mr/kr/cyT), npu
KOHTpoibHOM XMDOKI' KemyJ0YKOBBIX HapyIIeHUN
pUTMa HE 3apETruCTPUPOBAHO.

l'enemuueckoe mecmuposanue. BblsBieH pa-
HEe ONHMCAHHBIM B JINTEpAaType BapHaHT B TreTEpo-
3UTOTHOM COCTOSIHMHM B 3K30HE 5 M3 9 JK30HOB I'eHa
LAMP2, npuBomsmmii K MNPHOOPETEHHUIO TIPEXK-
NEBPEMEHHOTO  cToml-KomoHa.  X:g.119581719G>A
ENST00000434600.2: ¢.718C>T. Myrauus Bepudu-
uupoBaHa mo Conrepy. Y oTHa M MaTepu MyTalHi
HE BBISIBJICHO.

[Ipomomkena tepanus OeTa-apeHOOIOKATOPOM
merorpoon (1,5 mr/kr) 37,5 mr X 2 pasa B JieHb, C I1e-
7b10 TpodUIaKTHKN (HUOPO3000pa30BaHUsI HA3HAUCH
AHTArOHUCT aJIbJOCTEPOHOBHIX PELENTOPOB CIIMPOHO-
nakToH (1 Mr/kr) 50 Mr B CyTKH.

[Ipn oOcnenoBaHuM B IMHAMHUKE Y€pe3 oI camo-
YYBCTBHE YIOBJIETBOPUTEIBHOE, CHHKOMAJIBHBIX CO-
CTOsSIHU, cepaneOuenuii ve obut0. [apamerpsr DxoKIT
6e3 uzmenenuii. [1pu koutpose cuctemsl UK/ uepes 6
n 12 MecsaneB HapyUIeHU B paboTe HE BBISIBICHO, XKe-
JTyJOYKOBBIX HapyLICHUH PUTMA U SIU3040B cpadaThl-
Banusa UK]/I He 3apeructpupoBaHo.

OBCYXKAEHUNE

bonesnp JlaHoHa sBisieTCS NPUUYMHOM TSKEION
I'KMII, xauHMYecKH XapaKTepusylolencs dKc-
TpeMajbHO BBIPAXKCHHOH rumnepTpodueii Muokap-
Ja, HApYyUOICHUSMH CEpASYHOr0 pPHUTMa, BBICOKOU
CMEPTHOCTBIO OT HApyIIEHUH CEpAEYHOI0 PUTMA
WM TIPOTPECCUPYIOUICH CepAeyHON HEeI0CTaTOYHO-
ctu. JlanHoe HaONMIOACHHE JIEMOHCTPHUPYET PaHHHM
ne6roT Oosiesnu [lanona y nmeBouku. Hacriencteen-
HOCTb HE OTAIOLICHA, YTO 3aTPYyAHSJIO JUArHOCTHU-
Ky 3aboneBanus. JJomuHupoBanu npusHaku ['KMII,
OTCYTCTBOBAJIM MHUONATUYECKUH CHUHJIPOM U KOT-
HutuBHble HapymeHus. Ha OKI' BeisiBieH cunapoM
MPEIK3UTANNH HKETYA0YKOB, KOPOTKHE AMU30ABI (70
6 KOMIIJIEKCOB) CYyNpPaBEHTPUKYISIPHONH HETOCTOSH-
HOW TaXMKapJuu MPU CyTOYHOM MOHUTOPHUPOBAHUH,
OJTHAKO MPUCTYIBI MapOKCU3MAJIBHON CyNpaBEeHTpPHU-
KyJSIPHON TaxuKapJuu OTCYyTCTBOBaiu. Pesynbra-
161 DDU BepudUIUpOBaAIN HOMO-BECHTPUKYISAPHBINA
TPaKT, OJHAKO TaXMCUCTOINYECKUE HAPYyIICHUS PUT-
Ma He ObUIM MHAYLHMPOBAaHBI, B CBS3U C 3THM paju-
o4yacToTHasi a0usuus He npoBoamiack. OCHOBHBIM
KJIMHUYECKUM TPOSBICHUEM 3a00JICBaHUS SIBISITUCD
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MPECUHKOMAIbHBIE W CHHKOMAJIbHBIE COCTOSHUA.
OHHM O CBOMM KJIMHHUYECKHUM NPOABJICHUSAM (T10-
CTEMIEHHOE Hayallo, sipKas BeTeTaTUBHAs OKpackKa)
ObLTH OOJIee MOX0XKU Ha BazoBaralibHbIe. [IpoBeneHne
THJIT-TECTa T[O03BOJUJIO BepU(UIIMPOBATH Ba3oje-
MPECCOPHBIM XapaKTep CHUHKOMAJbHBIX COCTOSHUU.
Bwmecte ¢ TeM He HCKITTOYaIach BO3MOKHOCTD TOCIIC-
JYIOIIETO Pa3BUTHS U KapAHNOT€HHOT0/apUTMOT €HHO-
ro cuHkonajbHoro coctosinus. JJanasie OxoKI" BbIs-
BUJIM 3KCTPEMAJIbHYO THIEPTPO(YUIO MUOKAP/IA, YTO
YBEIUYUBAJIO PHUCK PA3BUTHUS KHU3HEYTPOKAIOIIHX
apuTMui. JJis OLIEHKM CTENEeHU PUCKA apUTMOIEH-
HBIX COOBITHII ObLITa TPOBEACHA MAarHUTHO-PE30HAHC-
Hass ToMmorpadus, BBISBHUBIIAS PaCIPOCTPAHESHHBIN
(hbubpo3, YTO YBEIMYUBAJIO PUCK IKEITYTOUKOBOH Ta-
XUKapauu. B manHOM ciydae cuctomudeckas (yHK-
Ml MUOKap/a Oblila He HapyIleHa, IO KINHUYECKUM
JaHHBIM OTMEUAJHUCh JHUIIb YMEPEHHbIC MPU3HAKU
cepreuyHoil Hepoctarounoctu Il A kmacca, HaTpuii-
YpEeTHYECKUN NEeNTH] B Ipeaesnax Hopmel. Bmecre
C TEM, pPE3yJbTaThbl CIUPOIPrOMETPUMU MPOJEMOH-
CTPUPOBAJIU BBICOKUI PUCK MPOTrPECCUPOBAHUS CEP-
JICYHOW HEJOCTATOYHOCTH B JAaJIbHEHIIIEM (CHI)KCHHE
TOJICPAHTHOCTH K (PU3UUECKOH HArpy3Ke, CHHKCHHE
MOTPEOJICHNST KHUCIOPOJa Ha MaKCUMyME Harpy3Ku
1 Ha aHadPOOHOM TTOpOTe).

VYuutbiBasi BBICOKUM PUCK pa3BUTHS BHE3AMHOM
cMepTH (IKCTpeMajbHasi TUNEPTPOQUS, CHHKOMAIb-
HBIE COCTOSIHUS, PacHpoCTpaHeHHBIH QuOpo3), ObLia
MIPOBEICHAa UMILIAHTAINS KapauoBepTepa-nehuopui-
JATOpA C MENBI0 MEePBUYHON MPO(UIAKTHKHA BHE3AI-
HOU cepaeuHoit cMepTu. CrnenyeT MoA4YepKHYTh, UYTO
KYIHUPOBaTh WHAYIHPOBAHHYI YCTOHYHMBYIO (pu-
OPUILITSITTUIO JKETYTOUYKOB YIAJIOCh TOJIBKO KapIHOBEP-
TepOM-ZIe(PUOPUILIATOPOM C HKETyINOYKOBBIM DIICKT-
POZIOM C JBYXIIOKOBOH CITMPAIIbIO, YTO OOYCIIOBJICHO
JKCTpEMabHON runeprpodueit Muokapia.

VYyureiBas TOT (HaKT, 4T0 PEHOTHIIUYCCKUE TIPOSIB-
JIeHHsI TTOpakeHus cepAana npu Oone3nn Jlanona ume-
0T OYCHb MHOI'O CXOJIHBIX XapaKTEPUCTHUK C IEPBUY-
Hoit 'KMII na done myTanuu reHoB, KOAMPYIOLINX
CHHTE3 OCJIKOB CApKOMEPHOT0 KOMILIEKCca, HEOOXOu-
MO MPOBEAEHUE TeHETHYeCKON auarHoctuku. Ilokaza-
HUEM JUIA TIPOBENIEHUS] TeHETUIECKOTO 00CIIeIOBaHuUS
¢ omnpeneneHueM myrtauuu B reHe LAMP2 sBnstorcst
BBIPa)XCHHAsI KOHIICHTPUUECKasi THIEPTPOdUs MUOKap-
Jla, THTAaHTCKHUM BoJbTaxX QRS KoMITIekca B coueTaHUU
C CHHIPOMOM MPEIK3UTALNHN KEITYIOYKOB W/WUIH MBI-
IIEYHOH c1a00CThI0, N3MEHEHHUSMU B OMOXUMHUYECKHIX
nokasarensix [3, 5, 11]. iMmeHHO reHeTH4YecKkoe TeCTu-
pOBaHME TO3BOJMIO B JJAHHOM cliydae Bepu(UIUpo-
BaTh JMAarfHo3 «o6ose3np JlaHOoHa». YUHUTHIBasS OTCYyT-
CTBUE MYTalUU Y POJUTENIECH, B JAHHOM CIy4yae UMEET
MECTO BO3HUKHOBEHHE MYTaIluH de novo.

116

Tom N2 3 ‘ 2 ‘ 2023‘



KITNMHWYECKWME CITYHAW | CLINICAL CASES . I I

KoHpnukT uHtepecos/ Conflict of interest

ABTOpPbI 3aABUAN 06 OTCYTCTBUM MOTEHLUMaNb-
HOro KoHbNMKTa uHTepecos. / The authors stated
no conflict of interest.

CNMNCOK JINTEPATYPbIl / REFERENCES

1. Elliott PM, Anastasakis A, Borger MA, et al.
2014 ESC Guidelines on diagnosis and management
of hypertrophic cardiomyopathy The Task Force for
the Diagnosis and Management of Hypertrophic
Cardiomyopathy of the European Society of Cardiology.
Eur Heart J 2014 /eurheartj/ehu284. www escardio.org

2. Taylor MRG, Adler ED.2020 Mar 5. In: Adam MP,
Everman DB, Mirzaa GM, Pagon RA, Wallace SE, Bean
LJH, Gripp KW, Amemiya A, editors. GeneReviews®
[Internet]. Seattle (WA): University of Washington,
Seattle; 1993-2023.PMID: 3213461

3. Arad M, Maron BJ, Gorham JM, et al.
Glycogen storage diseases presenting as hypertrophic
cardiomyopathy. N Engl J Med. 2005;352: 362-372. DOI:
10.1056/NEJM0a033349.

4. Danon MJ, Oh SJ, DiMauro S, et al. Lysosomal
glycogen storage disease with normal acid maltase.
Neurology. 1981;31: 51-57. DOI: 10.1212/wnl.31.1.51 Cite.

5. Boucek D, Jirikowic J, Taylor M. Natural history
of Danon disease. Genet Med 2011;13(6):563-8. DOI:
10.1097/GIM.0b013e31820ad795.

6. Blair E, Redwood C, Ashrafian H, et al. Mutations
in the gamma(2) subunit of AMP-activated protein kinase
cause familial hypertrophic cardiomyopathy: evidence
for the central role of energy compromise in disease
pathogenesis. Hum Mol Genet. 2001;10: 1215-1220. DOI:
10.1093/hmg/10.11.1215 Full text linksCite.

7. Nishino I, Fu J, Tanji K, et al. Primary LAMP-2
deficiency causes X-linked vacuolar cardiomyopathy
and myopathy (Danon disease). Nature. 2000;406: 906—
910.

8. Rowland TJ, Sweet ME, Mestroni L, Taylor
MR. Danon disease — dysregulation of autophagy in a
multisystem disorder with cardiomyopathy. J Cell Sci.
2016 Jun 1;129(11):2135-43.DOI: 10.1242/jcs.184770/

9. Hashem SI, Murphy AN, Divakaruni AS, et al.
Impaired mitophagy facilitates mitochondrial damage
in Danon disease. J. Mol. Cell. Cardiol. 2017;108:86-94.
DOI: 10.1016/j.yjmcc.2017.05.007

10. Sugie K, Yamamoto A, Murayama K, et al.
Clinicopathological features of genetically confirmed
Danon disease. Neurology 2002;58(12):1773-8. DOI:
10.1212/wnl.58.12.1773.

11. Cenacchi G, Papa V, Pegoraro V, et al. Danon
disease: Review of natural history and recent advances.
Neuropathol Appl Neurobiol. 2020 Jun;46(4):303-322.
DOI: 10.1111/nan.12587. Epub 2019 Nov 25.

12. Yang Z, McMahon CJ, Smith LR, et al.
Danon disease as an underrecognized cause
of  hypertrophic  cardiomyopathy in  children.

Circulation. 2005 Sep 13;112(11):1612-7. doi: 10.1161/
CIRCULATIONAHA.105.546481.

13. Cheng Z, Fang Q. Danon disease: focusing on
heart. J Hum Genet. 2012 Jul;57(7):407-10. DOI: 10.1038/
jhg.2012.72. Epub 2012 Jun 14.

14. Charron P, Villard E, Sebillon P, et al. Danon’s
disease as a cause of hypertrophic cardiomyopathy:
a systematic survey. Heart. 2004;90: 842-846. DOI:
10.1136/hrt.2003.029504.

15. Van Der Starre P, Deuse T, Pritts C, et al.
Late profound muscle weakness following heart
transplantation due to Danon disease. Muscle Nerve.
2013 Jan;47(1):135-7. DOI: 10.1002/mus.23517.

16. D’souza RS, Levandowski C, Slavov D, et
al. Danon disease: clinical features, evaluation, and
management. Circ Heart Fail. 2014;7:843-849. DOI:
10.1161/CIRCHEARTFAILURE.114.001105.

17. Maron BJ, Roberts WC, Ho CY, et al. Profound
left ventricular remodeling associated with LAMP2
cardiomyopathy. Am J Cardiol 2010;106:1194-1196. DOI:
10.1016/j.amjcard.2010.06.035.

18. Bertini E, Donati MA, Broda P, et al.
Phenotypic heterogeneity in two unrelated Danon
patients associated with the LAMP-2 gene mutation.
Neuropediatrics. 2005;36(5):309-313. DOI: 10.1055/s-
2005-872844.

19. Maron BJ, Roberts WC, Arad M, et al. Clinical
outcome and phenotypic expression in LAMP2
cardiomyopathy. JAMA 2009;301(12):12 DOI: 10.1001/
jama.2009.37153.

20. Hong KN, Battikha C, John S, et al. Cardiac
transplantation in Danon disease. J Card Fail.
2022;28:664-669. DOI: 10.1016/j.cardfail.2021.11.007.

21. Zaki A, Zaidi A, Newman WG, Garratt CJ.
Advantages of asubcutaneousimplantable cardioverter-
defibrillator in LAMP2 hypertrophic cardiomyopathy. J
Cardiovasc Electrophysiol. 2013 Sep;24(9):1051-3. DOI:
10.1111/jce.12142.

22. Brambatti M, Caspi O, Maolo A, et al. Danon
disease: Gender differences in presentation and
outcomes Int J Cardiol. 2019 Jul 1;286:92-98. DOI:
10.1016/j.ijcard.2019.01.020.

23. Lopez-Sainz A, Salazar-Mendiguchia J, Garcia-
Alvarez A, et al. Clinical Findings and Prognosis of
Danon Disease. An Analysis of the Spanish Multicenter
Danon Registry. Rev. Esp. Cardiol. (Engl. Ed). 2019.
PMID: 30108015

24. Fernandez L, Casamayor Polo L, Bravo Garcia-
Morato M, et al. Molecular and histologic insights on
early onset cardiomyopathy in Danon disease females.
Clin.Genet. 2021 Mar;99(3):481-483. DOI: 10.1111/cge.

Tom N2 3 ‘ 2 ‘ 2023‘

117



25. Hashem SI, Perry CN, Bauer M, et al. Brief
Report: Oxidative Stress Mediates Cardiomyocyte
Apoptosis in a Human Model of Danon Disease and
Heart Failure. Stem Cells. 2015 Jul;33:2343-50. DOI:
10.1002/stem.2015.

26. Kim J, Parikh P, Mahboob M. Asymptomatic
Young man with Danon disease Nex Hert Inst
2014;41(3):332-334. DOI: 10.14503/THIJ-13-3279.

27. Dougu N, Joho S, Shan L, et al. Novel LAMP-
2 Mutation in a Family With Danon Disease Presenting
With Hypertrophic Cardiomyopathy. Circ J 2009; 73:
376-380. DOI: 10.1253/circj.cj-08-0241.

28. Stack-Pyle TJ, Shah J, Stack L, Arcara V.
Dilated Cardiomyopathy and Systolic Heart Failure in a
Female Patient With Danon Disease Cureus. 2022 Oct
28;14(10):e30803. DOI: 10.7759/cureus.30803.

NHdpopmauma o6 aBTopax:

JNleoHTbeBa VipnHa BukTopoBHa, O.M.H., npodeccop,
rNaBHbIA HaY4YHbI COTPYOHUK OTAEeNa OETCKOW Kapano-
norum wn aputmonorun HUKWN nepgmatpnmnm wmM. akag.
tO. E. Benbtnwesa, PHMY um. H. U. MNuporosa;

VicaeBa KOnua CepreeBHa, Bpay LETCKOro Kapauo-
norndyeckoro otpenenna HUKW nepmnatpun mnm. akag.
0. E. Benbtnwesa, PHMY um. H. U. MNuporosa;

TepmocecoB Cepreii ApTypoBuY, 3aBefyLWwmnin oTae-
NEHNEM XUPYPrUYECKOro SIEYEHNRA CIIOXHbIX HapyLIeHWIA
putMa cepgua wn anexkTpokapgunoctumynauum HUKIN
negnatpum M. akag. 0. E. Benbtnwesa, PHVMY um.
H. . Muporosga;

TpodummoBa TaTbAHa AneKkcaHO4pPOBHa, Bpad AeTCKOro
Kapaunonorunyeckoro otoenenna HUKW nepnatpun mnm.
akag. HO. E. Benbtuwesa, PH/MY nm. H. . MNuporoea.

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

Authors information:

Leontyeva Irina V., MD, Professor, Chief Researcher
of the Department of Pediatric Cardiology and
Arrhythmology of the NIKI Pediatrics after Academician
Yu. E. Veltishcheva, RNIMU named after N. |. Pirogov;

Isayeva Yulia S., doctor of the Pediatric Cardiology
department of the NIKI Pediatrics named after
Academician Yu. E. Veltishcheva, RNIMU named after
N. I. Pirogov;

Thermosesov Sergey A., Head of the Department of
Surgical Treatment of Complex cardiac Arrhythmias and
Electrocardiostimulation of the NIKI of Pediatrics after
Academician Yu. E. Veltishcheva, RNIMU named after
N. I. Pirogov;

Trofimova Tatiana A., doctor of the Pediatric
Cardiology department of the NIKI Pediatrics named
after Academician Yu. E. Veltishcheva, RNIMU named
after N. |. Pirogov.

118

Tom N2 3 ‘ 2 ‘ 2023‘



