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IIpeacTapieno KIMHIYECKOE HAOIIOIEHNE IBYX CHOCOB ¢ 00Jie3HbI0 JIaHOHA (JM30COM-aCCONMMPOBAHHON KapAuOMHoNaTueii), Be-
pUpHUIMPOBAHHOI 1O JAHHBIM reHeTHYecKoro oocienosanus. Ilopaxenue cepana npu 6ose3nu JlaHona umeer peHoTHNHYECKOE
CXOJICTBO C MePBUYHBIME (hOpMaMU runepTPOPHIECKOil KAPAMOMHONIATHH, B CBSI3U C YeM NPABU/IbHAS 3THOJIOTHS 3200J1€BaHKs 101~
roe BpeMsi OCTABAJIACH HEYCTAHOBJIEHHOI. Hammune 1a0opaTopHbIX MapKepoB B BHIE PE3KOTO NMOBBINIEHHS] YPOBHS TPAHAMHHA3,
KpeaTuH(pochHOKHHA3HI U JIAKTATAETHIPOreHeasbl IBUIOCH OCHOBAHHEM /ISl O03PEHHsI HA MeTA00IMYeCKUil reHe3 3a00JieBaHus.
YV aByx cuOCOB ¢ ONIMHAKOBOI MyTanueii reda LAM P oTMeyeHo pa3Hoe KIMHHYECKOe TeYeHHe: B IEPBOM cJIydae — 0oJiee TsKeloe Te-
YeHue KapAnOMHONATHH C 3KCTPEMAJIbHOI BBIPAXKEHHOCTHIO runepTpod i MUOKAP/IA, 3JEKTPUYECKOi HeCTAOMIBHOCTbIO MHOKAP/IA,
OTCTABAHHEM B YMCTBEHHOM Pa3BUTHH, BO BTOPOM CJIyyae — 0oJiee 0JaronpusiTHOE TeYeHUe, XOTs JMHAMHYECKOEe HAOI0IeHHE B Te-
yeHue 2 JieT TAKXKE BBISBUIO OTPHIATEIbHYI0 TMHAMHUKY. C 1eJiblo npo¢HIaKTHKH BHE3AMHOI CepaevHoii CMepTH ObLiIa BbINOJIHEHA
HMMILIAHTAIMSA KapauoBepTepo-aeduopuLIsTOpa M MPOIO/IKEHA MOCTOSHHAS Tepanuu 0eTa-aapeHodokaropamMu. Oco0eHHOCTbIO
HA0JII0/IeHUii SIBUJIOCh OTCYTCTBHE CUMIITOMOB CKeJIETHOW MHONATHHI, YMEPEHHAs] BHIPAXKEHHOCTh YMCTBEHHOI OTCTAJIOCTH TOJIBKO
y cTapiuiero opara, OTCYTCTBHE JAHHBIX O HAJJMYMH JONOJTHUTEIBHOTO NPeIcepaHO-KeyI0YKOBOr0 COo0Imenus, HecMoTps Ha DKI -
nposBienusi cuaapoma WPW.

Karoueewte caosa: demu, 6ore3ns Jlanona, cunepmpoguueckas KapouomMuonamusi, AU30COM-accoyupo8aHHbli MEMOPAHHbLI NPOMeEUH.

The paper presents a clinical observation of two siblings with Danon’s disease (lysosome-associated cardiomyopathy) verified by
genetic examination. Heart lesion in Danon’s disease bears a phenotypic similarity to the primary forms of hypertrophic cardiomy-
opathy; in this connection the correct etiology of the disease has remained long unestablished. The presence of laboratory markers as
the significantly raised levels of transaminases, creatine phosphokinase, and lactate dehydrogenase was as a guide for suspecting the
metabolic origin of the disease. Two siblings with a similar LAMP gene mutation were observed to have a different clinical course: a
severer clinical course of cardiomyopathy with extreme myocardial hypertrophy, myocardial electric instability, and mental develop-
ment retardation in one case and a more favorable course in the other; although a 2-year follow-up also revealed negative changes.
For the prevention of sudden cardiac death, a cardioverter defibrillator was implanted and continuous therapy with -adrenoblockers
was performed. The specific feature of the cases was no symptoms of skeletal myopathy, moderate mental retardation only in the elder
brother, no evidence of an accessory atrioventricular junction despite the fact that there were ECG manifestations of Wolff—Parkin-
son—White syndrome.

Key words: children, Danon’s disease, hypertrophic cardiomyopathy, lysosome-associated membrane protein.

anepro¢quCKaﬂ KapIuOMUONaTUsT — TeTepOreH-
HOE TeHeTUYEeCKH 00YCIIOBIIEHHOE TsIXeJioe 3a00JieBa-
HUE CepACUYHON MBIIIIIbI, ACCOLIMUPYIOIIEECS C BBICOKMM
pUCKOM BHe3artHol cepaeuHoit cMmeptu [1, 2]. TlepBuu-
Hast ¢opma 3a00JeBaHUsI BO3ZHWKAET BCJEACTBUE MyTa-
LU TeHOB, KOAUPYIOIIMX OEJIKM CEPIEYHOTO capKoMepa.
MyTanuu reHoB OEJIKOB HeCapKOMEPHOTo KOMILIeKca
SIBJISTFOTCSI TIPUYMHON MeTaboJnYecKnX (popM TrurepTpo-
¢uueckoii KapaIMOMUONaTUN, TIPU 3TOM MPOJAYKTHI HApy-
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IIEHHOTO MeTaboJM3Ma OTKJIaAbIBAIOTCSI B LIMTOILJIA3Me
VTV JTU30COMaxX KapaAMOMHUOLIMTOB [2, 3].

OnHa n3 Merabonnueckux Gopm 3aboJieBaHUS, BbI-
3BaHHAs MYyTallMell TeHa JIM30COM-acCOIMUPOBAHHO-
ro memopanHoro nporeuHa 2 (LAMP2), BnepBble Obuia
onucana M. Danon B 1981 1. [4]. HaciemoBanue X-cuemn-
JIeHHOe, JOMMHaHTHoe. KITMHWYecKre TpOosIBJICHUS Xa-
pPaKTepU3YIOTCS TUTTMYHON TPUAIoi: KapAMOMUOTIATUEH,
CKeJIeTHOM MHUOIIaTHe M OTCTaBaHMEM B YMCTBEHHOM
pazButuu [5—10].

Tuneptpodrdeckas KapaAuOMUOIIATHSI 9acTO ObIBAcT
OCHOBHBIM KJIMHUYECKUM TIPOsIBJIeHEeM 6oie3Hr JlaHo-
Ha [6—8]. TsokecTh KIIMHWYECKOTO TeYeHUsT BapruabeibHa:
OT aCUMIITOMATUYECKOTO IO TSDKEJIOTO, 0OYCIIOBICHHO-
TO TIPOTPECCUPYIONMIEH CepIeIHON HEIOCTaTOTYHOCTHIO
[6—10]. TanHble 3X0oKaparorpadus BbISBISIOT KOHIIEH-
TPUYECKYIO TUTIEPTPODUIO JIEBOTO KEIyIOoYKa B CoYe-
TaHUMU C BBIPAXXEHHON CHUCTOJMYECKOW MUCHYHKIIUEH.
OCOOEHHOCTBIO SIBISIETCSI 3KCTPEMaJIbHO BBIpaKeHHas!
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TUTIEPTPODUS, IPU 3TOM TOJIIINHA CTEHOK JIEBOTO XeJTy-
nouka KoJjeoseres ot 29 1o 65 mm [3, 5—7, 11-14]. B nu-
HaMUKe YacTo pa3BUBAETCS paCIIMPEHME TTOJIOCTH JIEBOTO
KeJTyIouKa Ha (hoHe BBIPAKEHHOM CHCTOJIMYECKOMN auc-
dbyHK1IMM, TPU 3TOM (PpaKiys BEIOpoca BapbupyeT oT 20
mo 35 % [7, 10]. Bo3aMoxXHO codyeTaHWe TUTIEPTPODUN
MMOKap/a ¢ yuacTKaMu HeKOMIMakTHOro Muokapna [10].

OCHOBHBIMHU KaJIOOAMU CO CTOPOHBI CEPIEUYHO-CO-
CYIMCTOI CHUCTeMBbI y TAlIMEHTOB C Oosie3Hblo [laHOoHA
SIBJISTIOTCSI cepalieOMeHre W SITU30bI TTIOTepU CO3HAHUS.
ITo nanubiM DK, y GonbIIMHCTBA MAallMeHTOB PerucTpr-
pyetcs cunapoM Bonbbhda—Ilapkuncona—VYaiita (WPW)
[6—8, 13]. JlonmoJHHUTETbHBIE TIPEICEPHO-KETYIOUKOBbIE
COOOIIEHNS SIBJITIOTCS CyOCTpaTOM JIJIsST BOSHUKHOBEHUST
HapyLIeHW CepAeYyHOro PUTMa B BUJIE CYIPaBEHTPUKY-
JIIPHOM TaXWKapauu, KOTOpast MOXKET TpaHC(hOPMUPO-
BaThcsl B (UOPWILISLIUIO MPEACepaAnii, B psiae caydyaeB
pedpakTepHyI0 K MEAUKAMEHTO3HOM Teparuu, 4TO MO-
JKeT TIPUBECTHU K BHE3aITHOI cepaedHoii cmeptu [7, 8, 13].
CUHKOMAIbHBIE COCTOSTHUSI HOCSIT apUTMOTEHHBIN TeHe3.

MpllIeuHble U3MEHEHMS CITy>KaT OMHOM M3 YacCThIX
cocrainsitomnx 6one3nu anona [4, 7, 8]. KorHutus-
Hble U3MEHEHUSI SBJISIIOTCST XapaKTepPHO 0COOEHHOCTHIO
3a00JIeBaHUsI, XOTSI UX BBIPAXKEHHOCTD Y psila GOJBHBIX
MuHuUMajgbHa [9]. OdranbMonornyeckue HapylieHUSs
XapaKTepu3yloTcs Tepudepruueckoil aenmurMeHTalnei
ceryaTku [7]. OTKJIOHEeHUsI B Ja0OpAaTOPHBIX TOKa3aTe-
JIsIX 1ipy 6ose3Hu JlaHoHa HecnenM(UYHBI U OTPaKaroT
MTOBpEXIeHNE KapAMOMHUOIIUTOB BCIEACTBAE MaCCUBHOM
TUTIEPTPODUH U UIIEMUN: YMEPEHHOE TIOBBIIIEHUE YPOB-
HS TpomoHMHa I, JaktaTmermaporeHassl. MuomaTuue-
CKUIi CUHIPOM COIPOBOXIACTCS TOBBIIIEHUEM YPOBHSI
KpeaTMHKWHa3bl B 2—3 pasza Mo CpaBHEHUIO C HOPMOIA,
MPOSIBJIEHUSIMU 1IUTOJIM3a TeMaTOIMTOB: MOBBIIIEHUEM
YpOBHS TpaHcaMuHa3 [6, 11].

CylIecTBYIOT 3HAYUTEIbHBIE Pa3NIUs B BbIpaXKeH-
HOCTM CUMIITOMOB M BpeMeHM nAebOroTa 3aboJieBaHMSI
V MY>KYUH W XeHIOWH [6, 14]. ¥ MyXX4uH runeptpodu-
yeckash KapIMOMMOIIATHSI BO3HUKAET YXKe B JIETCKOM
Bo3pacte. 3aboJieBaHME MOXET MpPOTeKaTh acUMITTOMa-
TUYHO IO TIOAPOCTKOBOTO BO3pacTa, 3aTeM HACTyIaeT
(aza OGBICTPOrO Pa3BUTHUSI CUMITOMATUKU U TIPOTPECCU-
poBaHMS 3a00JIeBaHMSI C BBICOKOM CMEPTHOCTBIO, BO3-
HUKAaIoIIel BHe3amHO Ha (OHe KeJyIOYKOBOM TaxXu-
KapaIu¥ WA BCJEACTBHE MTPOTPECCUPOBAHUS CepAeYHOM
HexocTaTouHocTH [6, 7, 13, 14]. YV XeHIIWH mopaxkeHne
cepllia BO3HUKAET Ha 15 JIeT Mmo3xXe U MpoTeKaeT boee
GJIArONPUSITHO, Yallle BBISBIISIETCS OUIaTallMOHHAs Kap-
nroMuomnarus [6,8,11].

YuuTeiBasi eIMHWYHBIE ONMUcaHMWs Ooje3Hu JlaHo-
Ha B OTeYeCTBEHHON ymTepaType [5, 16], mpencrasisieM
HaOJIoeHUsT ABYX cuOcoB. [IuarHo3 BepubULMPOBaH
10 JaHHBIM T€HETUYECKOTO 00CIeIOBaHNSI.

IMauunent Banepuit @., 16 jet, oT yeTBepTOil Oepe-
MEHHOCTH, BTOPBIX pOIOB. MaTh yMepJia BHE3aITHO B BO3-
pacte 40 net ot 3abojeBaHUs cepala (aujaTaliMOHHasK
KapaIMOMUOIIATHSI), CBEACHUSI O COCTOSTHUM 3I0POBBS

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

oTla OTCYTCTBYIOT. [1poGaH nMmeeT nByX OpaTheB U ABYX
cecrep. Y crapiiiero 6para BbIsIBIEHO 3a00JI€BaHUE CEP/I-
11a, TIPEIIOJIOKUTEIbHO TUTepTpodUIecKass Kapauo-
MHOMAaTHs, OT o0caemoBaHusT oTKazaicsa. O COCTOSTHUU
3I0POBbSI cecTep JAaHHBIX HET.

C 10 et pebEHOK COCTOUT Ha y4eTe C IMarHO30M: OJIh-
ropeHnst B CTETIEHU JIETKOW IeOMIbHOCTUA. M3MeHeHUs
B ceplie BBISIBJICHBI B 15 JIeT Ha IJIaHOBOM MEIOCMOTpE,
Korma o naHHbM DK 3aperucTprpoBaHbl TPU3HAKY TH-
MepTPOGUM JIEBOTO KETyI0YKAa U TIPEACEPINiA, HApyIIeHUST
npotuecca penojsipuzauuun (S7T—7T usmeHeHus1), (peHo-
meH WPW (ykopoueHue uHtepBana P—(Q, neiabra-BojiHa).
Ilo manHbIM 3x0Kapauorpaduu (3xo-KI) ycraHosieHa
CHMMeTPUYHAsI TUTIepTPOdHS JIEBOTO XeTyA09YKa: TOJIII-
Ha MeXKeTyI0YKOBOM Ieperopoaku 30 MM, TOJTIIMHA 3a/1-
Hell cTeHKU JieBoro xkeynouka 31 mm. Pasmeps! ronoctu
JIEBOTO XeJTyA0YKa He ObUIM M3MEHEHBI: KOHEYHBIN Ara-
CTOJTMIECKUIA pa3Mep JIEBOTO KeTyaouKa — 34 MM; CUCTO-
JimdecKast (yHKIIMS JIEBOTO KeJTyI0vKa B TIpeeiaX HOpMbl
(dbpakiust Beopoca 65%), HeMOCTATOYHOCTh MUTPATTBHOTO
KJlarmaHa repBoii crereHn. HazHayeHbl GeTa-610KaTOpHI.
CaMOYyBCTBHE OCTaBAIIOCh HOPMAJTbHBIM.

Yepe3 ron BIepBble BO3HUK MPUCTYIT PE3KHMX OoJeit
B o0iacTu cepaua npu GU3NIECKON Harpys3Ke, Kymupo-
Basicst camocTrositesibHO. DKI' B MOMEHT mpucTyna He 3a-
perucTprupoBaHa. B manbHelineM Xajao0 He MPeIbsaBIIsIL.
C muarHo3oM: rumeptpodudeckast KapauOMHUOIIaThsI, 00-
crpyktuBHas hopma, heHomeH WPW peGeHoK B Bo3pacTte
16 et GBI TOCTTUTAM3UPOBAH B OTAE/ICHUE TATOJIOTUN
cepneuHo-cocynuctoit cucrembl HUKUW nennarpun.

ITpu noctyrniaeHun xanod He MPeabsBIsi, pusnde-
CKUe Harpy3KM MEePEeHOCUT YIOBIETBOPUTEbHO. MHTE-
JIEKT HECKOJIbKO CHWXeH. Pu3nueckoe pa3BUTHE Cpell-
Hee, rapMOHUYHOe (Macca Tena 64,5 kr, mrHa 175 cm).
KoxHble TTOKpOBBI YKMCTBIE, MACTO3HOCTH, OTEKOB HET.
OcaHka He HapylieHa. MBIIIEUHBI TOHYC HE M3MEHEH,
MPU3HAKOB CKEJIETHOW MMOMATHU He BBHIsIBIIEHO. B ser-
KUX IbIXaHUE BE3UKYISIPHOE, YaCcTOTa IbIXaHUs 18 B Mu-
HyTy. YactoTa cepneunbix cokpanieHuii (HCC) B nosoxe-
HuUM jexa 60 B MUHYTY, cTost 80 B MUHYTY, apTepraibHOe
nasiaeHue 119/66 MM pt.cT. TOHBI cepalia MPUTITYIIEHBI,
PUTMUYHBIE, TPAHUIBI Cepalla HECKOJIbKO PACIIUPEHBI
BJIEBO, CUCTOJIMYECKUI IIIyM TTO JIEBOMY Kpalo TPYAWUHBI,
yeunuBatoniuiics npu yseamdeHurn YCC. CuMnTombl
CepeyHON HeTOCTATOYHOCTU OTCYTCTBYIOT. 2KUBOT MsIT-
Kuit, 06e300JIe3HEHHBII, MMeUYeHb y Kpasi peOepHOi ayTu,
CTYJI HOPMAJIbHBIHA.

OKT (puc. 1): put™m cunycoBblii. [IpusHaku runeprpo-
Guu ¢ BbIpaXKeHHBIMUA U3MEHEHUSIMU TPOIIECCOB PETTOJIsI-
pU3aliK B MUOKap/e (TMTaHTCKHE OTPUIIATETbHBIE 3yOLIbI
Ts I, 11, 11, aVF, V,—V,, nenpeccus cermenta S7 ot 1,6
1o 12 mm B oteenenusx I, 11, ITI, aVF V,—V,), HenocTosiH-
Has nenbra BoimHa P—R unTtepsan 0,10 (beHomen WPW?).
BropuuHoe ynnmuaenue unrepBana Q—7(QTc = 531 mc).

ITpu monuropupoBanuu DKI mo Xonrtepy B Teue-
HUE CYTOK PUTM CHHYCOBBIA, C TeHAEHILMEW K Opamu-
kapmuu. CpenHecyroudas YCC — 66 B MuHyTy (HOpMa
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Puc. 1. DKT 6oabnoro ®@., 16 xer.
Tennenmns k Opammkapauu (UCC B mosioKeHMH NaNMeHTa
Jgexa 60 B munyty). PQ 0,106 Mc. DaekTpuueckas och cepa-
Ia — OTKJOHeHA BjeBo. HapymeHus BHyTPHKETyI0YKOBOIO
NPOBE/IEHUs, TPAH3UTPOPHASA eIbTa-BosHA (cHHApoM WPW?).
IIpn3naku runeprpodun 1eBOro Keya04Kka, BbIPAXKEeHHbIe HA-
pylLeHHs IPOLIECCOB PENOISIPU3ALMHI.

70—79 B Munyty). YCC nHem cpemHsisi — 70 B MUHYTY
(Hopma 77—88 B Munyty). YCC HOUbIO cpenHsst — 60 B Mu-
HyTy (HopMma 54—64 B MuHyTy). MakcumanbHass YCC —
108 B MmunyTy (P Ha T) 3apernucrprpoBaHa Ha (hOHE CUHY-
COBOTO pUTMa B THEBHOE BpeMs ((pu3ndeckasi Harpyska).
MunumanbsHasg YCC — 41 B MUHYTY 3aperucTprMpoBaHa
Ha (hboHE CUHYCOBOTO pUTMa BO BpeMst HOUHOTo cHa. OTme-
YaloTCsl 3MU30bI TTPEIBO30YKACHUS XKeJTyT0UKOB (Ie/Tb-
ta-BosiHa). LlupkanHsiii nHaekc 1,2 (Hopma 1,24—1,44),
YTO OTpakaeT TEHACHIINIO K PUTHIHOMY TTPOMMITIO LIMp-
kagHoro putMma. Ctpykrypa cHa Ha TpeHme YCC BrIpa-
XKeHa, 5—6 MepruoaoB MOBHIIIEHHON AUCTIEPCUM, OHU 3a-
HUMaIOT okojio 40—45% TNpomoKUTETBHOCTH CHa (B
npenaesax HopMmbl). [TpoOyxneHue ¢ mocTerneHHbIM MPUpPOo-
crom YCC. [Tay3 putma u nHTepBajioB R—R 6onee 1,5 ¢ —
87. MakcumanbHbiii R—R uHTepBan — 1695 Mc, Ha ¢oHe

OpaguaputMuu B yrpeHHue yackl (07:11:28). B teueHue
CYTOK 3aperucTpupoBaHa 81 ogMHOYHAsT HaKEITYyIOYKO-
Basi 9KCTPACHUCTOJIA U 53 TTApHBIX, 6 KEITYTOYKOBBIX DKC-
TPACUCTOJI, MU0/ HEITOCTOSHHOMN HAIKEJTYI0YKOBOM Ta-
xukapauu (4 QRS komruiekca). [IpakTryecKu MOCTOSTHHO
B T€UEHUE CYTOK PETUCTPUPYETCST BhIpAXKEHHAST JeTIPECCHsT
cermeHTa ST 1o —20 MM, yxyauiaromasics Ha oHe CUHY-
coBoit Taxukapauu. Murepsan Q—T B npenesax HOPMBI:
Ha MakcumanbpHoit YCC (108 B muHyTYy) — 336 MC, KOp-
purnupoBaHHbIi MHTepBan Q7¢ 451 Mc; Ha MUHMMAaJb-
Hoit UCC (41 B MuHyty) — 477 MC, KOPPUTMPOBAHHBII
uHTepBasn Q7¢ 394 mc. [o naHHBIM BpeMEHHOTO aHaIu3a
BapnabeTbHOCTH CEPACUYHOTO PUTMAa, OCHOBHOI YPOBEHb
(GYHKIIMOHUPOBAHMST CUHYCOBOTO y3J1a, GYHKLIMY pa3opo-
ca puT™Ma M KOHLEHTPALIMY PUTMa, a TAKKe YPOBEHb Mapa-
CUMITATUYECKUX BIVSTHUI HA PUTM CepJILia CHUKEHBI.

ITo mannbM 9x0-KI' TIpoBeneHa omieHKa pacipocTpa-
HEHHOCTH M BBIPAXKEHHOCTHU TUTIEPTPOMUH JIEBOTO XKeJTy-
JIOYKa C UCTIOJIb30BaHUEM aOCOIOTHBIX 3HAUeHU I 1 Oai-
JIOB Ha ocHoBaHUM IKambl Wigle u Spirito [16]. Pazmep
MEXCKENYIOUKOBOW MEPEropoiKi B MapacTepHaIbHOM
MO3UIIMH HA YPOBHE 0a3aJbHBIX OTIEJIOB COCTABUI 25 MM
(3 6anna), Ha ypoOBHE CPeIMHHBIX OTAEIOB — 39 MM (2 Oa-
Jla), Ha ypoBHE Bepxylmku — 33 MM (2 Gasia), TodIMHa
OOKOBOW CTEHKH JIEBOTO XeJynouka — 29 MM (2 Oaia).
O1leHKa TONIIMHBI CTEHOK JIEBOTO XeJIyaouyka B TIOTe-
pPEUHO TTO3UIIMK HAa YPOBHE CPEIHEI TPETH JIEBOTO Xe-
Jynouka (MeXIy MUTpaJbHBIM KJIallaHOM W Maruuisap-
HBIMU MBIIIIIAMU) CBUIETEIHCTBOBAIA 00 9KCTPEMATbHO
BbIpaXeHHOW nuddy3HON rureprpodur MuoKapaa
(o mikanie Spirito). TonmmHa nepenHeneperopoaoyHoON
obsact — 30 MM, 3agHENeperopogoYHoi obaactu — 36
MM, 3aaHelt cTeHKU — 38 MM, OOKOBOI CTEHKM — 32 MM
(puc. 2). IpagueHT naBieHUs] B BBIXOJHOM TpakTe Je-
Boro xemynouka coctaBmwi 20—29 mMm prt.ct. Peryprura-
LIUST Ha MUTPAJIbHOM KJlarmaHe 3+: CTBOPKHW YIUIOTHEHBI,

Puc. 2. OxoKT B yeThIpexKamMepHOii MO3UIMH (2) ¥ MONePevHoii (0) MO3NIMsIX.
a — TOJIIIMHA NePeropoIKu Ha YPOBHE 0a3aJIbHBIX OTHEI0B 25 MM (3 6aJ1a), ypoBeHb CpeIMHHBIX 0TI 0B 39 MM (2 Dajia), Ha ypoB-
He BepXyIeyHbIX oTaesioB 33 MM (2 6ajia), 6okoBas ctenka 29 mm (2 6aina).
0 — 3KCTpeMaJIbHO BbIPAXKEHHAS] CHMMETPUYHAS TUNEePTPO(Us: TONIMKHA nepeaHeneperopoaoyHoii creHku (AS) 30 mm, 3aaHenepe-
ropoaouHoii (PS) 32mm, 3anneii crenku (P) 38mm, 60okoBoii — 36MvM. CymmapHas Toaumba (no mkane Spirito) 136 mm. Makcu-
MajbHas ToJuHA 38 MM.
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nonasvxHbie. [Torok 1,3 m/c, rpamueHt 130 MM pT.CT.
Aopra 33 MM, aopTajbHbBII KjanaH — TPEeXCTBOPYATHIN,
He M3MEHEH, JieBasi KOpOHapHas apTepus pacuiipeHa —
4 vM. TpuKycnumanbHBINM KiIamaH — CTBOPKM TOHKHE
MOABMXXHBIE, peryprutamus 1,5—2+, morok 0,75 m/c,
rpagueHT 26 MM pT.cT. JlerouHast aprepust 26 MM, pacyeT-
Hoe naBieHue 31 MM pT.cT. (B ipenesiax Hopmbl). Kiamax
JIETOYHOI apTepuu He U3MeHeH, peryprutauus 1+. ITo-
ToK 1,2 M/c, TpagueHT 14 MM pT.CT. [IlMameTp jieBoro xe-
JIylouKa B mpenesiax HopMbl — 37 MM, (ppakuusi BeIopoca
78% . AnameTp MpaBoOro Xeaymodka 14 MM, TOJIIMHA 33/~
Hell CTeHKM TMPaBOTo XeaymToyka 5 MM (He YBEeJTUYEeHBI).
JleBoe (36x47 mMm) m mpaBoe mipencepaust (44x47 mm)
He pacIIpeHEI.

IlpoBenena mnpoba ¢ M03MPOBAHHOM (HUBMUECKOM
Harpy3koi (Ttpeamui-tect). B ucxome — aprepuanb-
Hoe pmaBieHue 95/60 MM PT.CT., yMepeHHass CUHYyCOBasI
taxukapaust (HCC 91-99 B munyty). DKI-npusznaku
BBIpDAXXEHHBIX M3MEHEHWI TIpollecca perosipu3aiun
(TuraHTCKWE OTpULATeNbHBIe 3yOLBl 7 B OTBEACHMSIX
I, I1, TI1, aVF, V,—V 1 nojnoxurenbHbie 3younl 7' B OT-
Benenusax V —V,, nempeccus cermenTa S7 ot 1,6 no 5,0
MM B otBeaeHusx I, 11, TI1, aVF or 4,2 10 9,5 MM B V,—
V,). Cunapom WPW. BropuuHoe yaIMHEHHE UHTEPBaIa
O—T (QTc=531 mc) (puc. 3). IIpoba Obla mpekpaiieHa
Ha 3-i1 muHyTte (1-5 cTyneHb +2 MUH; 2-5 CTyneHb 32 ¢)
M3-3a HapacTaHUsT HapyIIeHWIA TTpoliecca peroisipr3ariii
(ycuneHue nHBepcuu 3yoia 7, nenpeccuun cermeHTta ST +
ot 1,0 mo 3,0 mm) ipu YCC 122 B MUHYyTY, apTepraJibHOM
napiaeHuu 115/55 MM pT.CT., kano0 He TNpemabsBisil. Bbi-
MToJTHeHHasT Harpy3ka coctaBuia 6.10 METS. 3apeructpu-
POBaHBI peIKKE MTOTMMOPMHBIE KeJTYTOYKOBbIE SKCTPACH -
ctosibl (0—1 B 1 MUH) U 2NU30/1bl YAJTMHEHUS] UHTEpBAIA
O-T (QTc=554 mc). B nepuone BocctaHoBIeHUS (4 MUH)
apTepuajibHOe TaBieHue 95/65 MM pT.CT. YMeHbBIIIEHUE CU-
HycoBoii Taxukapauu 10 YCC 93—87 B MuHyTY, Hapyliiie-
HUIA CepIIeTHOTO PUTMa HE OTMEYJaioch. Jempeccus cer-
MeHTa ST nocie naiabHeiero ycuieHus Ha -l MUHyTe
BOCCTAHOBJIEHUS K 5-if MMHYTE MPUOIU3UIACH K UCXOTHO-
MY ypoBHI0. Takim 06pazom, Tipoda ToporoBasi, T peak-
LIMM apTePUATTLHOTO TaBJIeHUST HOPMOTOHMYECKHIA.

IMpoBeneHa oreHKa MapaMeTpOB JEKTPUIECKOU He-
CTAaOMJIBHOCTU MMOKap/a ¢ OmpeesieHueM noKa3aTesiei
TYpOYJEHTHOCTH CEPIEYHOTO PUTMa, IMHAMUWKHM alariTa-
1 nHTepBana O—7T Kk YCC u MUKPOBOJIBTHOM allbTep-
Hauuu 3youa 7. 3HayeHuMe Mokasaressi Hadanaa TypOy-
neHTtHocTH putMa cepaua (TO-onset) coctaBuio 0,21%
npu HopMe MeHee 0%. 3HayeHUe MapaMeTpa HaKJIOHA
TypOyneHTHocTH (TS-slope) paBHo 5,7 mc/RR (HopMma 6o-
nee 6,0). Takum 06pa3om, OBUTM HapyIIeHbI 00a mapamMe-
Tpa TypOyJIeHTHOCTU puTMa cepaua. [IpoaHanusupoBaHa
nuHamuKa agantauuy narepsaia O— 7Tk YCC B TeueHne
cytok. [Tokazatens Q7/ RR-slope 3a CyTKY ObLT MOBBIIIEH
1o 0,358. T1o coBpeMeHHBIM TPe/ICTaBICHUSIM, TTOBBIIIIEC-
Hue 3Toro mokasatesisi 6osiee 0,24 TpakTyeTcsl KaK «TU-
nepananrtaiysi» uHteppaga Q—7T k YCC, yto oTpaxaer
n30bITOYHOE YKOpoueHue uHTepBaia O—7 Ha ¢doHe Ta-
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XMKapIuu U yuiMHeHue Ha doHe Opaaukapaun. Koad-
¢ummenHT caura (intercept) 3a CyTKM ObLT CHUXKEH 10 167
npu Hopme 192—282. KoadduiimeHT Koppeasiiiuu cocTa-
Buia 0,617 mpu Hopme 0,69—0,89, uto oTpaxkaer HegOCTA-
TOYHYIO CBsI3b MHTepBaioB O—Tu R—R. [lokazaTenb Mu-
KPOBOJILTHOM ayibTepHannu 3youa T Ha MaKCUMaJTbHOM
YCC cocraBun 65 mB npu Hopme 10 56 MB.

Takum 06pa3oM, y TTallieHTa BbISIBIEHA 3JIEKTpHUECKast
HeCcTaOMJIbHOCTh MUOKap/a, 1O TOKa3aTeNIisIM TypOyJIeHT-
HocTu putMa cepaua, ananrauuu O—7T k YCC u Mukpo-
BOJIBTHO ajibTepHaluu 3youa 7, 3HAaYUTEebHO MOBBIIIAI0-
1IasT PUCK Pa3BUTHS JKU3HEYTPOXKAIOIINX ApUTMUIA.

VYuuTeIBas OTKJIOHEHHWE DJIEKTPUYECKON OCU cepiia
BJIeBO, paciiupeHue QRS-kKoMmrIuiekca, yKOpoueHue MH-
TepBaia P—(, TpaH3UTOPHYIO AEJbTa-BOJHY, MBI TPO-
BeJM BepU(MUKAIIUIO TOTOJHUTETBHOTO TIPEACEPIHO-
JKEJTYIOYKOTO COOOIIEHUsSI TI0 JaHHBIM WHBAa3WBHOTO
9JIEKTPODUZNOJIOTUIECKOTO MCCIeaoBaHus. Taxucucro-
JINYECKUX HapyIIeHU pUTMa He MHAYLUPOBAHO, JTaHHBIX
0 HaJIMIUU JOTIOJTHUTETLHOTO MPeACepAHO-KETYTI0YKOTO
COOOILIEHMS HE MOJYUYEHO.

ITpoBenena uneHTU(dUKaIMs (HaKTOPOB prcKa BHE-
3aMHOl cepaeuyHolt cMmeptu. MmeHTuduimpoBaHbl 1Ba
GoJBIINX (DaKTOpa pUcKa: TUIIepTpohUs MUOKapaa MeXK-
JKeJIyIIOYKOBOI Teperopoaku 6ojee 30 MM 1 BHe3aITHasI
CMepThb MaTepu, 9TO OBLIO paclieHEeHO KaK CPeTHUN PUCK
pa3BUTHS BHE3ATHOM cepAeuHOl cMepTh. Takue (akro-
pPBI pUCKa, KaK TPEeAIIeCTBYIOINI CePASIHBIN TTPUCTYIT
(KITMHUYeCKast CMepTh), KeTyIOUYKOBbIE apUTMUU BBICO-
KUX Tpajalnii, Mepuanue u GUuOPWILISIIIUS TIPeACepanii,
HETIOCTOSTHHAsT M TIOCTOSTHHAsI JKeJTyIOYKOBash TaxuKap-
TSI, HEOOBSICHUMbIE CUHKOTIATbHBIE COCTOSTHUST, CHYKE -
HUE apTepraJIbHOTO JTaBJIeHUs MpU Mpode ¢ Gru3nIecKoit
Harpy3Koii, He BbISIBJICHBI.

Kimauyecknii aHaau3 KpoBU M MOYM O3 MaTOJIO0TH -
YeCKUX M3MEHEeHWi. B GMOXMMMUYEeCKOM aHajii3e Kpo-
B OTMe4YeHa TIOBBIIIIEHHAs AaKTUBHOCTh (DEepMEHTOB
muronu3a. YpoBeHb KpeatnHHHGMOChoKmHa3bl (KDK)
yBeJIMYeH B 5 pa3 Mo cpaBHeHUIO ¢ HOpMoii (1o 994 E/n
npu Hopme no 190 E/n), 3HaueHus nakTaTaeruapore-
Hasbl (JIAT) ysenuuensl B 4 paza (1970 E/n npu Hop-
me 0—450 E/n), pe3ko MoBbIIIEH YPOBEHb MEYEHOYHBIX

nd
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Puc. 3. Pe3ynbrarsl TpeAMUI-TECTA.
OO0BbsICHEHHS B TEKCTe.
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Jleonmvesa U.B. u coasm. JIuzocom-accolmupoBaHHas runeprpoduyeckas Kapauomuonatus (6ose3Hb JlaHoHa) y IBYX CMOCOB

TpaHcaMMHa3: acrapraramuHoTrpaHcdepassl (ACT) —
B 7 pa3 (280 E/n npu Hopme no 40 ME/n), anaHnHamMuH-
tpaHcdepassl (AJIT) — B 4 paza (215 E/a npu Hopme
no 45 E/n), ocranbHble mapaMeTpbl B HopMme. [Tokazare-
JM aKTUBHOCTU KHCJIOH @ ,-TIIOKO3MAa3bl (MajbTasel),
0, ,-TAJIAKTO3K/a3bl B [Pe/ie/Iax HOPMBI (MCKITIOYeHHe 00-
sie3ru [Tomre u 6onesnn Padpn).

IMoBbIlIeHNe YPOBHS TpaHCaMWHA3 TPeOOBalIO WC-
KJTIOUE€HUST TaTOJOTUN medeHu. [1o JaHHBIM yJabTpa3By-
koBoro wuccienoaHusi (Y3W1) opraHoB OpromniHoi Tmo-
JIOCTH, pa3Mepbl MeYeHU He YBEJTWYEeHBI, 9XOTEHHOCTH
MapeHXUMbI OOBbIYHAsI, DXOCTPYKTypa ogHOpomHas. Jla-
OOpaTOPHBIX JAHHBIX, CBUIETEIBCTBYIOIIMX O HAJTUYUU
BupycHoro reratuta B u C, He monydeHo. BrisiBieH
CTOMKUI Tepernd KeIIYHOTO Iy3bIpsi Ha TpaHUIlE BepX-
Hel U cpelHel TpeTu Tena, cTeHka yrojiieHa 10 0,29 cwm,
B TIPOCBETE 3HAYMTEIPHOE KOJWYECTBO Ocanka. Peak-
TUBHbIE U3MEHEHMUS TMOMXKEIYyJOUHON Xeje3bl: rojloBKa
23 mm, Tesio 12 mm, xBocT 23 mMm. Celle3eHKa He yBeJInue-
Ha. CBOOOIHOM KUIKOCTHU B OPIOIITHOM MOJIOCTU 1 MaJIOM
Ta3y HeT. [Touku: 6e3 MaToJornuyecKnX U3BMEeHEeHU.

VYuuTeiBasi ceMEWHBIN XapaKTep KapaIuOMUOIIATHH,
KOMOWHALIMIO 3KCTpaKapAualbHBIX (OTCTaBaHWE B YyM-
CTBEHHOM pa3BUTHUM), KapAWAIbHBIX (3KCTpeMabHasI
nuddys3Has CMMMETpUYHAs TUIEPTPOdUS JIEBOTO XKey-
JTIOYKa) 1 J1abopaTOpHBIX MapKepoB (MOBBIIIEHUE YPOBHS
tpadcamuHa3, KOK), nckmodeHne npyrux Metadbomde-
CKUX (hopM TUTIEpTPOGUIECKOM KapAUOMHUOIIATUH, ObLITa
3anomo3peHa 0oJie3Hb JlaHoHa.

MetogoM mpsiMOro cekKBeHUpoBaHust 1Mo CeHrepy
nocienosatenbHocT reHa LAMP2 Oblna oOHapyxeHa
M3BeCTHasE MyTauus c.65-2A>G, 3arparvBaromas caiT
crtaHcuHTa. MccenoBaHue TPOBENEHO B JTA00OPAaTOPUH
MEIMIIMHCKOM reHeTuku (3aB. — A.M.H. E.B. 3aknsizmen-
ckas). [eHeTnueckoe uccie0BaHNWE BBITIOJHEHO B J1abO0-
paropun MeauimHcKoil reHetuku PI'BY «Poccuiickuit
Hay4HbIl LIeHTp Xupypruu um. b.B. TletpoBckoro» PAMH.

IMpyuHrMas BO BHMMaHWE BBISIBIEHHBIE BAa OOJIBIIIMX
(akTopa prcKa BHE3aITHON CEpAEYHON CMEPTH, a TaKXkKe
OTKJIOHEHWE OT HOPMBI TapaMEeTPOB 3JIEKTPUIECKON He-
CTaOMIBHOCTY MUOKAP/A, C LIEJTBIO IIEPBUYHOM PO UIaK-
TUKUW BHE3AITHOW CepAeYHOM CMEPTH B OTACICHUN KITUHU-
YeCKOW M MHTEPBEHUMOHHOU Kapauosoruu (3aB. — C.A.
TepmocecoB) TIpoBeaeHa UMIUIAHTALIMSI aBTOMATUYECKOTO
kapauoseptepa-aepudpuwisitopa (MK TELIGEN100).
ITporokonom crumyssiumu S0 T uHAYIMpPOBaHA yCTOMY M-
Bast GUOPWILISILINS KeaynoukoB, paspsin MK 14 IIx u nBa
pa3psina 41 JIxx okazanch Hea(pheKTuBHBIMU. DubprIs-
LIS KETYyIOYKOB KyIMMpOBaHA HAapYXKHBIM Je(PUOprIis-
TopoM paszpsinom 300 JIx. B cBs3u ¢ yeM KeTyTouKOBbBIit
5JIEKTPOJI 3aMEeHEH Ha SHIOKAPAUAbHBIA ¢ IBYMSI IIIOKO-
BbIMU criupasisiMu. [Tpotokonom ctumyssiu 50 Tix unmy-
LIMpOBaHa yCTOMYMBash (GUOPUIUISIINS KeTyI0UKOB, KyIT1-
posanHas paspsimom MK/ 41J1>x. HazHadyeHa rmocrostHHasT
MeINKaMEHTO3Has Tepallysl, BKITiouaronias 0eTa-0JioKkaTop
(ateHoson 50 Mr 2 pasa B CyTKHM), a TaKXe BEpOIITTUPOH
(50 Mr B CyTKM) TSI TIpEIOTBPALLIEHUS TIPOTPECCUPOBAHUS

(GuOpo3HBIX U3MEeHeHUt B Muokapae. Yepes 1 ron camo-
YYBCTBME OCTAETCS YAOBJIETBOPUTEIBHBIM, TMIEPTPOGUs
He HapacTaeT, cpadaTbIBaHMi 1epuOpmUIsiTopa He OBLIO.

Cubc Anexceit @., 14 jieT, MOCTYITNJI B HAILLIE OT/EIEHUE
C IMarHO30M: TUTiepTpoduIecKast KapaImoOMUOTIaThsI, CUM-
MeTpuYHasi, HeoOCTpyKTHMBHas1 ¢opma, (peHomeH WPW.
B Bo3pacte 10 et npu aqucnaHcepu3alny ObIIIN BEISBIIE-
HBI I3MEHEHHUSI B CEPILIE B BUIE YMEPEHHOM TUIIepTpOohUn
MMOKap/a JIEBOTO XKeJIy0uKa 1Mo JaHHBIM 3XOKapauorpa-
¢bum (ToNIMHA MEXOKETYT0YKOBOM Meperoponku 15 mm,
3a/IHel CTEHKU JIEBOTO Xeayaouka 17 Mm).

ITpu mocTyrnieHn B KIMHUKY Kajao0 He MPeabsBIsI,
(u3nYecKre Harpy3Ku TEepeHOCUT YIOBJIETBOPUTEIIBHO.
Masnbuuk acTeHMYeckoro TesnociaoxeHus. HapyieHuit
CO CTOPOHBI OMOPHO-IBUTATEILHOTO arifapata He BbI-
SIBJICHO, MBIIIEUHBI TOHYC YIOBJIETBOPUTENbHBIN. [pa-
HULIBI Cepjlla He paclIMpeHbl, apTepualibHOE IaBJICHUE
115/60 MM pT.CT., TIeueHb y Kpast pebepHoii ayru. [To naH-
HeiM DKI: YCC 72—85 B MUHYTY, YBeJIMUeHNE BOJIBTaXa
QRSxomrutekca, ykopoueHue uarepsaia P—Qno 0,10 mc,
JieTbTa-BOJTHA, BbIpaXKeHHbIE M3MEHEHMS TIPOLIECCOB pe-
MOJISIPU3allMU: TUTAHTCKKE OTpULIaTeIbHbIE 3yOI1Ibl 7 B OT-
sepenusx I1, 1M1, aVF, V.=V, BbICOKME MOJOXUTETbHbIE
3youbl 7' B oTBefieHUAX V —V,, BbIpaKeHHasH AEMpPEeCcust
cermenTa ST'B otBeneHusx 1, I, aVF, V,.— V(o1 —3,0 MM
1o —6,9 mm), ymmuHeHne uHTepBaia Q— 7 (Q7e=501 mc).

Tlpy XOATEpPOBCKOM MOHMTOPMPOBAHUU CPEIHSIS
OKI: YCC grem — 71 B MuHyTy (HOpMa 82—94 B MUHY-
TY), HOUbIO — 52 B MUHYTY (HOpMa 65—76 B MUHYTY), MaK-
cumanbHast YCC — 134 B munyty (P Ha T) Ha oHe du-
3uyecKkoii Harpy3ku, MuHumanbHass YCC — 37 B MUHYTY
BO BpeMsI HOYHOTO cHa. [TocTosTHHO perucTpupyercs Bbl-
paxxeHHas nernpeccus cermeHta ST (10 — 8§ MM), Makcu-
MaJIbHO BbIpaxkeHHasi Ha (poHe CHMHYCOBOW TaxuKapIuu,
HETOCTOSTHHAS Jie/ibTa-BoTHA. [1paBUIbHBIN IIUPKATHBIN
npodwis put™Ma (UMpKamHbIM WHAEKC 1,36). Makcu-
MaJibHBIN MHTepBaT R—R — 1766 Mc, BIsIBIIeH Ha (OHe
OpanmuapuTMHUM B JHEBHOE BpeMsl, 3aperMCTPUPOBAHO
15 OOWHOYHBIX HAIKETYIOYKOBBIX M 5 KeTyTOYKOBBIX
3KCcTpacucToll. 3HaueHusi uHTepBaia Q—7 B mpenesnax
Hopwmbl (Ha makcumanbHOit YHCC Q7¢ — 398 mc, Ha MU-
HumaiabHoit YCC Q7¢ — 399 mc).

TTo nanabiM DKIE nuddysHass cummeTpuyHast runep-
Tpoduyeckast KapauoMuonaTus 6e3 0OCTPYKIIUU.

TIpoBeneHa nmpoba ¢ m03upoBaHHON (DU3MUECKOI Ha-
rpy3koii (TpenMmui-tect). B ucxone — ymMepeHHasi CUHY-
coBasl TAXUKapAWsI, TPU3HAKU BhIPAXKEHHBIX U3MEHEHUIA
mnpoiiecca pernoyisipu3aluy (FrMraHTCKUe OTpUllaTeIbHbIC
syoupl T'B otenenusix I, 11, 11, aVF, V,.—V 1 nonoxu-
TeNibHble 3yOLbl T'B OTBeficHUAX V| —V,, nenpeccus cer-
meHTta ST ot 1,2 no 4,0 mm B otBeaeHwmsix I, 11, 111, aVF,
or 3,2 10 5,5 MM B otBelieHusIX V,—V,), beHomeH WPW,
BTOpUYHOE yiuinHeHue uHtepBaia O—T (Q7¢ = 495 mc).
IIpoba mpekpaiiieHa Ha 4-1i MMUHYTE M3-3a HapacTaHUS
HapylleHuid Tpoliecca penojsspuzaiuuu (yBeJIUYeHUe
uHBepcun 3youa 7, menpeccun cermeHrta S7 + ot 1,0
1o 3,0 mm), YCC Bospocna 1o 171 B MUHYTY, HapyIlIeHUI
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puTMa He 3aUKCUPOBAHO, OTMEUYEHO YIJWHEHUE WH-
tepBasia O—T (QTc= 5448 mc). BeinmosHeHHast Harpy3Ka
cocraBuia 11.10 METS. 2Kano6 He npeabsBisi, apTepu-
ajgpHOe maBieHue 160/60 MM pT.cT. [Tporieccsl peroisipu-
3allM1 Ha 2-1 MUHYTE BEPHYJINCH K UICXOJHOMY YPOBHIO.

3HavYeHUsT TToKa3aTes sl Hadyaja TypOyJIeHTHOCTH puTMa
cepaua (TO-onset) uameHensr (3,21%). 3HaueHus mapa-
MeTpa HakJioHa TypoyneHTHocTr (TS-slope) Obutn B Tipe-
nenax HopMbl (11,0 mc/R—R). «Iunamuka» O—T xk YCC
B TeUEHUE CYTOK He HapylieHa: nokasaresnb Q7/RR-slope
3a cytku — 0,191, koadduument casura (intercept) — 275,
koo punmeHT xoppesiiuu 0,782. M3ameHeHnit MUKpO-
BOJIBTHOM ayibTepHalmu 3yo1a T He BbISIBJICHO.

ITo pesynbraTaM WHBA3WBHOTO 3JIEKTPOMU3NOIOTH -
YECKOT0 UCCIIeIOBAHUS TAXUCUCTOIMUECKUX HapyIIeHUI
pUTMa He WHAYIMPOBAHO, JaHHBIX O HAIWYUM TOTIOJ-
HUTEJBHOTO TIPEICEPIHO-KETYIOYKOBOTO COOOIIEHUST
He TTOJTyYeHO.

B OuoxuMuueckoM aHalu3e KPOBU: ITOBBIIICHNE
ypoBHst KDK B 8 pa3 mo cpaBHEHUIO ¢ HOPMOI, YpOB-
Hs1 JIII — B 2 pasa, pe3koe TOBbIIIEHWE MoKa3aTesei
tpaHcamunHas: ACT — B 14 pa3 (575 E/n), AJIT — B 8 pa3
(375 E/n), uto TpeboBaao NCKIIOUEHMs TATOJOTUU ITeve-
au. [To nanHbpiM Y3U opraHoB OprOLIHON MOJIOCTH pa3-
Mephl TIEUeHU He YBEJIMYEHBI, 9XOTEHHOCTh MapeHXUMbI
O0OBIYHAsI, BXOCTPYKTYpa OXHOpomHas. JlaGopaTOpHBIX
MapKepoB, CBUIETEIBCTBYIOIIMX O HAJIWMYUU BUPYCHOTO
renatuta B u C, He mosryyeHo.

lokasaren aKkTHBHOCTH KHCION o ,-TJIIOKO3MIA-
3bl (MayIbTassbl), o, ,-TATaKTO3MAA3bl B TIPEAENaX HOPMBI,
YTO IMO3BOJIMJIO UCKITIOUUTD 60J1e3HL Dabpu 1 6osie3Hb a-
HOHa. MeTonoM npsiMoro ceKBeHnpoBaHus B reHe LAMP2
Obl1a OOHapykeHa Takas ke MyTtauus ¢.65-2A>G, Kak u
y Opata (n-p men. Hayk E.B. 3aknsa3meHnckast).

YuuteiBasi Oosiee OJaronpusiTHbIA BapuaHT Teve-
HUS 3a00JIeBaHUSI IO CPABHEHMIO CO CTapIIMM OpaToMm,
MEHBIIYIO0 BBIPAKEHHOCTDb TUTIEPTPOPUN MUOKapaa, OT-
cyTcTBHE (haKTOPOB pPHCKa BHE3AaITHOM CepIeuHO CMep-
TH, OT UMITJIAaHTALIMKU KapAuoBepTepa AepuOpmLIsiTopa
OBLJIO pellleHo Bo3nepxKaTbes. HazHaueHa MeamnKaMeH-
TO3Hasl Tepanusl: aTeHOJI0J 75 MT B CYyTKH, BEPOLITTUPOH
1o 50 MT B CYTKH.

Ilpu obGcnemoBaHuu uepe3 2 roma (B Bo3pacTe
16 neT) oTMedeHa OTpHUIATeIbHAS AWHAMMKA: YBEJIH-
YUJIACh BBIPAXKEHHOCTh TUTIEPTPODUHU JIEBOTO JKETYI0U -
Ka, MaKCHUMaJbHasl TOJIIMHA MEXKEeTYJTOUYKOBOU TIIe-
pPEropoaKy B 00JACTU CpeaHEN TpeTH AOCTUTIA 38 MM
(TTlepeHeCceNTaIbHBIA OTAEN), MOSBUJIACH IMIaTallust
oboux npenacepauii. [1o maHHBEIM XonTepoBcKoro DKI -
MOHUTOPUPOBAHUS BBISABICHBI 3MTU30IbI HEYCTOMUMBOM
JKeJIyIOYKOBOM TaXMKapauu ¢ KUPOKUM QRSKoMIIeK-
COM TIPOIOJIKUTEbHOCTBIO OT 4 10 34 c. DTU U3MeHe-
HUS CBUAETENBCTBOBAJIN O TOBBIIIEHHOM PUCKE BO3-
HUKHOBEHUSI BHE3aITHOM cepaedHoit cMeptu. C 1ebio
MePBUYHON TPODUIAKTUKKA TPOBeAcHAa MMILIAHTALIMS
KapauoBepTepa-aehrnoprIsgTOpa, MpoJoKeHa Tepa-
nus 6eTa-0JI0KaTOpaMU.

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

3aknovyeHue

Bonesnb JlaHoHa MOXET OBITh IPUYMHON TSIKETOM
TUTIePTPOUIECKOM KapAMOMHUOTIATUN,, KIIMTHUYECKH Xa-
pakTepU3yIoIIecs SKCTPEMaTbHO BhIpaXKeHHOM THTIEP-
Tpodueii MMoKapaa, HapyIeHUIMU CEPIEYHOTO PUTMA,
9JIEKTPUYECKOI HECTAOMIILHOCTBIO MUOKap/aa. B Hatiem
HaOJIOeHUY KIMHUYECKUE MTPOSIBJICHUS Y IBYX CUOCOB
uMenu 6osbioe EHOTUTTMYECKOE CXOACTBO C MEPBUY-
HBIMU (popMaMM TUTIEPTPOPUIECKOI KapANOMUOTIATUH,
B CBSI3W C 4eM TIpaBWIbHAsl 3TUOJIOTUS 3a00JIeBaHUS
JIOJITOE BpeMsI OCTaBajlach HeIMAarHOCTUPOBAHHOI. Bme-
cTe ¢ TeM HaJlnyue JJabopaTOPHBIX MapKePOB MATOJIOTUN
MeYeHU B BUJE PE3KOTO MOBBIIICHUST YPOBHS TpaHCde-
pa3, yBenmueHust akTuBHOCTH K®K m JI/IT" sBritoch oc-
HOBaHUWEM JIJIsl TIOJO3PEHUsI HA METa0OJIMUEeCKHUI TeHe3
3aboneBaHusi. Hecmotpst Ha DKI-mapkepsl heHOMeHa
WPW, gapnstonierocsi xapakKTepHbIM CHUMIITOMOM 00-
sie3nu JlaHoHa, 1o pe3yJbTaTaM WHBAa3WBHOTO DJIEKTPO-
(PU3MOTOTUUECKOTO UCCIIETOBAHUS JAaHHBIX O HATUIUU
JOTIOTHUTETLHOTO TPEACePIHO-KETYTIOIKOBOTO CO00-
IIEeHUsI He TIOJTyYeHO.

VY nByx cubcoB ¢ onuHaKoBoil Mytauueit rena LAMP
OTMEUYECHO pa3HOe KIMHWUYECKOEe TeUeHUEe 3a00JIeBaHMUS.
B mepBoM ciydae muarHOCTUpOBaHO Oojiee TSKeIoe Te-
YeHWe KapAMOMHUOTATUU C DKCTPEeMalbHOM BhIpaXkeH-
HOCTBIO THIEPTPOGUN MHUOKapAa, DJIEKTPUUECKON He-
CTaOWIIBHOCTBIO MUOKapJa, OTCTABAHUEM B YMCTBEHHOM
pasBuTuu. Bo BTOpoMm ciydae 3aboJjieBaHUE Ha TEPBOM
9Tare TMpoTeKaso 0oJiee OIArOMPUSTHO, OJHAKO MUHA-
MHUYECKOe HaOJIoJicHNEe B TeUECHHE 2 JIET TaKKe BBISIBUJIO
OTpHIIATEJIbHYIO TUHAMUKY B BUJIE PE3KOTO HapacTaHUs
TUTIEPTPOOUU W TIOSIBIIEHUST KM3HEYTPOXKAIONINX Ha-
pymeHuii putMa. C LEIbI0 MEPBUYHON MPOGUIAKTUKI
BHE3aITHON CepIeuHO cMepTH Obla BBITIOJTHEHA MM-
IUTAaHTALMS KapauoBepTepa-aehuopuiIsaTopa 1 Mpoao-
JKeHa TIOCTOSTHHAsl Teparusl OeTa-aapeHo0JI0KaTOpaMH.
OCOOEHHOCTbIO JAHHBIX CIy4yaeB SIBUJIOCH OTCYTCTBUE
CUMIITOMOB CKEJIETHOW MUWOTIATUM, YMepeHHasl BbIpa-
JKEHHOCTh YMCTBEHHOM OTCTaJIOCTU TOJBKO y CTapIIETO
6pata. K coxaneHunto, CHOCH U3 COIMAIIBHO HebIaromno-
JIY9HOUM CeMbH, CBEIEHUST 00 OTIIE, CTapileM OpaTe 1 IBYX
cecTpax OTCYTCTBYIOT.

Bbonesnpb JlaHoHa qo/KHA OBITH 3aII0/I03peHa TIPU CO-
yetaHu 1uG@Py3HON CUMMETPUYHON TUTEpTpOhUM Jie-
BOTO 3KeNyI0YKa C BKCTpaKapAWaJTbHBIMU CUMIITOMaMU
(MUonatusi, YMCTBEeHHasT OTCTaJIOCTh) U J1aOOpaTOPHBIMU
Mapkepamu (yBemmueHue aktuBHoct KPK u meyeHoU-
HbIX TpaHcdepas). st BepuduKaimm amarHosa HeoOxo-
MBI JaHHBIe aHamm3a TeHa LAMP. 3aboieBaHne xapak-
TEPU3YeTCS HENPEPHIBHO TMPOTPECCUPYIONINM TeYeHUEM
1 HeOJIAaTONTPUSATHBIM ITPOTHO30M. JI0 HACTOSIIETO BpeMe-
HM He pa3paboTaHa crienduiecKas epMeHTo3aMeIao-
mast Tepanus, B oriuuue ot 6one3nu [Momme u dabpu.
C uenblo npodWIaKTUKNA BHE3aTHON CepleyHOl CMepTH
HeoOXxonuMa UMILIAHTAaLMsT KaparnoBepTepa-aehudpuis-
TOpa U TTOCTOSTHHAS Teparius 6eTa-aapeHo0I0KaTopaMHu.
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