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B craTthe mpeicTaBlieH KIMHUYECKHid CIy4ail MeTa0O0IMYECKOil THNEPTPO(PUYECKOil KAPAUOMHONATHM Y MALMEHTA C MO3IHei
tdhopmoii 6oae3nu [Tomne, WLTIOCTPUPYIOIMIA CI0KHOCTH AU depeHIHaTbHO-TMATHOCTHIECKOT0 MOMCKA MPHYMHBI 32001€BAHMS.
OcBelleHbl KIMHMYECKHE, JA00PATOPHBIE M TeHEeTHYECKHE ACNEKThl AUarHocTHku 0oje3nn Ilomne. O0cyKaaTcs 0CO0EHHOCTH
J1a00pPATOPHOIi TMATHOCTHKM, CJIOXKHDIIA MYTh K NPABMJILHOMY TMATHO3Y M HA3HAYEHUIO (hepMeHTO3aMemiatonIeii Tepamuu. Bobimoe
BHHMAaHHeE y/IeJeHO KIMHUYECKOi CUMITOMATHKE 3200J1eBaHHsl — HAaHOoJIee 3HAYNMO NOPAKEHHE CePIeYHO-COCYIUCTOl CHCTEMBI,
OTCYTCTBYET MOPaKeHUue ONOPHO-ABUraTeIbHOro annapara. KimHnyeckas kapTuna no3aueii hopmsi 6oae3uu [lomne npeacrapiena
0COOEHHOCTSIMH HApYHIEHHs PUTMA CepAla M MPOBOJMMOCTH: CHHIPOM NPeNBO30YKIEHHS KeJIyI0YKOB (MHOKECTBEHHBIE JI0MOJI-
HUTEJIbHbIE TPeJICePIHO-KeTyA0YKOBbIe COOOIIEHHsT), HEYCTOIYMBAS JKeTyA0UKOBAsK TAXUKAPIMS, HA/UKETYI0YKOBAs TAXUKAPAUS,
CHHJIPOM CJIA0OCTH CHHYCHOTO y31a. PaccMOTpeHbI 0IX0/1bI K NPO(HIAKTHKE BHE3ANHO! CEP/IeYHOIl CMEPTH: NANMEHTY NPOBEIEHO
XHPYPrHYecKoe JiedeHne: PaguoyacToTHas adianus, MMILIAHTalus Kapanoseprepa-aedudpuuisitopa. Hayara natoreHeTnueckas
Tepanus 0os1e3uu [lomme.
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The article presents a clinical case of metabolic hypertrophic cardiomyopathy against the background of a late-onset form of Pompe
disease, illustrating the difficulties of differential diagnostic search for the cause of the disease. The clinical, laboratory and genetic
aspects of the diagnosis of Pompe disease are highlighted. The features of laboratory diagnostics, the difficult path to the correct diag-
nosis and the appointment of enzyme replacement therapy are discussed. Much attention is paid to the clinical symptoms of the dis-
ease — the most significant damage to the cardiovascular system, there is no damage to the musculoskeletal sphere. Clinical picture
of late Pompe disease is presented: cardiac rhythm and conduction disorders (ventricular preexcitation syndrome — multiple addi-
tional atrioventricular fenestrations), unstable ventricular tachycardia, supraventricular tachycardia, sinus node weakness syndrome.
Considered approaches to the prevention of sudden cardiac death the patient underwent surgical treatment: radiofrequency ablation,
endocardial implantation of a cardioverter defibrillator. Pathogenetic therapy for Pompe disease has been started.
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HeGJ’[aFOl’[pHHTHHM TEYEHUEM N BBICOKMM PUCKOM BHEC-

I‘MneproC;mquKas{ KapaIUOMUOIIAaTUSI — TeHeTHYe-
3alHOM cepaeyHoi cMepTu. B OosbIIMHCTBE cilyyaeB

CKH1N O6YCJ'[OBJ'[€HHO€ 3a00JieBaHUE MUOKap/jia, Xxapak-

TepU3ymlleecss MacCUBHOU runepTpodueil mMuokapaa
JIEBOTO 3KeIydouka W/WJIM pexe TMpaBoOro Xesyaoudka,
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JMWarHOCTHKA KapAWOMUOIIATUM OCHOBBIBAETCS Ha KJTW-
HUYECKUX CUMIITOMAX U pe3ybTaTtax (PyHKIIMOHAIbHOTO
o0cJyieloBaHusl, B MEPBYIO o4yepeldb dXoKapauorpaduu.
IIpy >TOM WHCTUHHAs ITUOJOTUS 3a00JE€BAHUSI 4acTO
He ycraHaBnuBaetcst [1, 2]. [IpuuuHbl runeprpoduye-
CKOIl KapIMOMUOTIATUN TeTEPOTCHHBI, OHA MOXET BO3-
HUKAaTh MPU FeHETUYECKON MaTOJOTUU KapIUOMUOLIMTOB
(60%), ipu BpOXKIEHHBIX HAPYIIEHUIX OOMeHa BEIeCTB
(10—25%), HacnencTBEHHBIX HEPBHO-MBIIIIEYHBIX 3a00-
JIeBaHMSIX, CUHIIpOMaJIbHBIX hopMmax [1, 3, 4].

Tlpu wmetabonmueckux ¢dopmax rurneprpobude-
CKOW KapIMOMHUOINATUU B LIUTOIUIA3ME WM JIU30COMAX
KapIMOMMOILIUTOB TPOUCXOIUT OTJIOXKEHHUE TPOIYKTOB
HapylieHHOro merabosun3ma. [1porHos TeyeHus: rumnep-
TpOUUYECKOI KapIUOMUOMATUM MPU METa0OINYECKON
npupone 0O0JIe3HU 3HAYMTEJbHO XyXe, 4eM Tpu Iep-
BUYHOI ¢opme [3—6]. JImarHOCTHKA MeTabOIMIECKUX
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(bopM rumnepTpodUIecKoil KapaAMOMUOIIATUN BBI3bIBACT
HauOOJIbIINE TPYIHOCTH, TIPU 3TOM paHHee OIpenese-
HUe MPUYMHBI 3a00JIeBaHUS UMEET peniaroliee 3HauYeHIe
JUIS BBIpAOOTKM TaKTUKU BeIEeHUs TallMeHTa, Ha3Have-
Hus auddepeHINPOBAaHHON MaTOTEHETUYECKON Tepa-
. HazHaueHne cieniuyecKoro JeueHus MO3BOJISIET
KOPPUTUPOBATh MeTabOJMYeCKHe pacCTPOUCTBa, YIIyd-
IIUTH TIPOTHO3 TE€YeHUs 3a00JIeBaHUS W TIPELYTIPEANTh
pa3BUTHE psAAa KIMHUIECKH OCIOXKHEeHUI. OKOHYATeb-
HBII TMAarHO3 BepUOUIMPYETCS HAa OCHOBAHUW JAHHBIX
reHeTnueckoro oocnenoBanus [3—6]. CornacHO JaHHBIM
MeANATPUUECKOTO PErrucTpa KapAMOMUOTATUN TJIUKO-
reHo3bl — Haubosiee yacTtasi MeTaboiImyeckasi puuynHa
runepTpodrdeckoit Kapauomuomnatun. K rmmkoreHozam
oTHocsTcst accounupoBaHHass ¢ PRKAG?2 kapauomu-
oMuoraryst (M30JMPOBAHHBIN TIMKOTEHO3 MMOKapa),
oone3sub Jlanona (miceBmo-ITomrmie), riukoreHos 11
(6one3nb [Tomne), rmukorenos I11 (6onesns Kopm), rm-
koreHos IX (6one3nn Xara) [3, 4—9].

bonesnp [lomre (6osie3Hb HAKOIJIEHUs TJIMKOTEHA
Il Tuma) — penkoe ayTOCOMHO-pelLleCCMBHOE 3aboJie-
BaHUe, OOYCJIOBIEHHOE HapyIIeHUSIMU OOMeHa TJIUKO-
reHa BCJEACTBUE HEIOCTATOYHOCTH JIM30COMAIbHOTO
depMeHTa KUCION ManabTasbl WK o-1,4-TII0KO3MIa3bI,
OTBETCTBEHHOIO 3a paclleruieHue riukoreHa [7—12].
IMpuunHoit 3abojieBaHUS CIIy’KaT MyTallud B TeHe
GAA, xomupyooueM (GpepMEHT KUCIYIO 0-TJIFOKO3UIa3y.
I'en nokanu3oBaH Ha JUIMHHOM IIiede XpOMOCOMBI 17
(17925.2—q25.3) u coctout u3 20 s3x30HoB. UneHtudu-
upoBaHo 6osee 580 MyTalMii reHa U UX YUCIO MOCTO-
sTHHO pacrteT. Mytauuu reHa GAA TpuBOnST K pa3HOM
cTerleHN neduIuTa KUCJION «-ToKo3maasel. [lamm-
EHTBI SIBIISIIOTCS KOMITayHI-TeTepO3UTOTaM1 TI0 MyTa-
musam reHa GAA [7-9]. Brepsbie 3abosieBaHuEe ObLIO
onrcaHo B 1932T. Tro/ulaHACKAM BpayoOM-IIATOJIOTO-
anatromoM J.C. Pompe [13] y 7-MecsgyHOTO pebeHKa
C BBIpaK€HHOW OOIIell MBIIIEYHON C1aboCThlO, KOTO-
pBIi yMep OT MIMOIIaTUYEeCKOU TrumnepTpoduu cepila.
Bbuta oTMeueHa CBSI3b CUMITTOMOB 3200J1€BaHUST ¢ HAKO-
IUIEHWeM TJWKOreHa BO BceX TKaHsx. B 1954 r. ato
3aboyieBaHUEe ObLIO Kiaccu(pUIIMPOBAHO KakK 00Je3Hb
HakorieHust mukoreHa Il tuma. Koppensiius mexmy
HaKOIUIEHWEM TJIMKOTeHa B JIM30COMax W JIeuIu-
ToM (epMeHTOB ObUTa ycTaHoBieHa B 1963 T., Korma
onoxumuk H.G. Hers [14] oTkpblT (pepMEHT KUCIYIO
MajibTazy WM KHUCIYIO 0-TITI0KO3Uaazy. DTOT (hepMeHT
TUIPONIN3YeT TIMKOTEH B TIIOKO3Y MpW HU3KoM pH,
MpU €T0 HEAOCTATOYHOCTU HapyllaeTcsl pacraji TJTUKO-
reHa. bonesnn [lomrie crama mepBbIM 3abojieBaHUEM,
KJlacCu(UIIMPOBAHHBIM KaK JIM30COMajibHas 00JIe3Hb
HaKOTJIEHUST B OOJIBIION TPYIIITe JIM30COMATbHBIX 3260-
neBaHuii [15]. B pesynbrare HakoruieHUs TJIUKOTEHA
B JIN30COMaxX M TOSIBJIEHUsI ayTo(harocoM TMPOUCXOINT
HapyIlIeHUe COKPATUTETbHOM CITOCOOHOCTH MBIIIIEYHOTO
BOJIOKHA 4YTO MPUBOAMT K TUOEIW KJIeTKH. JJaHHOMY
npolieccy Haubosiee TMOABEPXKEHBI KapAUOMUOILIMTHI,
CKeJIETHBIE MBIIIIIBI U TJIagKast MycKyiarypa [7—15].

KJINMHUYECKUE CJT1YHAU

CoriacHO COBpEeMEHHOI KiacCU(MUKALUM BBIAEISIOT
nBe (opmbl Gosme3Hu [lomrie B 3aBUCMMOCTH OT Bpe-
MEHM J1e0I0Ta U KIMHUYECKON KapTUHBI: MJIAIEHYECKYIO
u no3aHiow [7, 8, 12]. [pu mnaneH4YecKoit hopme aKTUB-
HOCTb KUCJIOW 0-TJIIOKO3MAa3bl 3HAUMUTEIBHO CHIKEHA
WY TIOJTHOCTBIO OTCYTCTBYET, TIPU 3TOM TJIMKOTE€H HaKa-
TJTUBAETCS B CKEJIETHOM MYCKyJIaType, MUOKapie, TIeueH!,
MBIIIIAX sI3bIKa. Pexke aHOMaJbHbIE OTIOXEHUS! TIIMKO-
TeHa MOTYT BCTPEYaThCs B MBIIIEYHOM CJIO€ COCYIUCTOM
CTEHKU, OMpeneNssl pa3BUTHE aHEeBPU3M U Masib(opma-
1IMM, a TaKXKe B KJIETKax LIEHTpaJbHON U mepudepuye-
ckoit HepBHOI cuctemsl [7, 8, 10—12]. IlepBble nipu3Haku
MIIafieHJYecKoil (opMbl Oone3Hn I[lomrite moOsBISIOTCS
yKe Ha 2—3-M Mecsilie XU3HU, YTO OOYCIIOBJIEHO PE3KUM
CHIDKEHMEM aKTUBHOCTU (hbepMEeHTa JIM30COMAIbHOM
0, -TJIFOKO3MAA3El. DTO KpaiiHe Tsokenas MyJIbTHCHCTEM-
Hasg maroyiorvs. B KIMHMYECKOW KapTUHE TOMUHUPYIOT
HEpPBHO-MBIIIIEUHBIE HapylleHHs. XapaKTepeH CHMIITO-
MOKOMITJIEKC <«BSUTOro pebeHKa». Hepenko mepBbiMuU
MPU3HAKaMU CIIyKaT YCTaJOCTh MJIaZeHIIa TPU COCAaHUMU,
HapylIeHUsT TII0TaHWs, 3aaepkKa (DU3NIeCKOTO Pa3BUTHSI,
Makporjoccusi. XapakKTepHO MOopakeHUe cepjiia Mo TUITY
CMeIIaHHOM KapAMOMHUONaTUU (CodyeTaHue THUIepTPO-
¢uu 1 guIaTanum), HapylIeHus puTMa cepaia. Pa3suBa-
eTCsl BBIpaXKEHHOE CHIKEHUE CUCTOIMUYECKON (DYHKIIWH,
4YTO TPUBOIMUT K MPOTPECCUPYIOLICH CEepAeYHON HEmo-
craToyHOoCTH. YacTo pa3BuBaeTCs TsoKesas JAbIXaTelbHast
HEIOCTATOYHOCTh (aTejeKTa3bl B JIETKUX), YKEJTyIOYHO-
KUIIIEUHBIE paccTpoiicTBa. be3 3aMecTUTeNbHOM Tepaniu
JIETAJTbHBIN UCXOJI BO3MOXEH Ha ITepBOM ToIy KuU3HU [ 10—
12]. JTaGoparopHbIMU MapKepaMu CJyXaT TOBBIIIIEHHbBIC
YPOBHU KpeaTHH(hOCGHOKMHA3HI U TpaHCAMUHA3 B OMOXH-
MIYECKOM aHaJn3e Kposu [7, 12].

Ilpu mosnHeir (opme neGUIIMT aKTUBHOCTU KHC-
JION @-TJIFOKO3MJa3bl MEHee BbIpaxkeH, 4TO OO0YyCJIOB-
JIEHO «MSATKAMU» MyTalusiMu reHa GAA, TedeHue 3a00-
neBaHust Oojyiee OmarompusaTHoe [8, 11]. Boabire Bcero
cTpajaeT CcKeJeTHasi MyCKyJaTypa, XapakKTepHa CKe-
JIETHAasE MUOTATHSI, YTO OOBIYHO TIPOSIBISIETCS CJIabo-
CTBIO MPOKCUMAJILHBIX MBI, HapylIeHUeM IbIXaHUsI,
MMWAJITUU U/WJIW JIETKOM YTOMJISIEMOCTb, B TO BpeMs
Kak MopaXkeHue OCTaJIbHBIX OPTaHOB W TKaHEW BCTpeya-
eTcsT 3HaYnTeNbHO pexe [12, 16—19]. Bo3aMOXHBI Hapy-
IIEeHUST PabOThI JKeJTyTIOYHO-KHUIIIEYHOTO TpaKTa (Iuapest,
pBOTa, abMOMUHAJIbBHBIE OOJIM), OMOPHO-ABUTATETLHOTO
anmapara (CKOJIM03, U3MEHEHMST TTOXOIKM), IbIXaTeTb-
Hble HapylleHus (armHo3/MMCcIHO? Bo cHe). Ha manexko
3alIeAIINX CTaaUsIX TTO3IHEN (POPMbI BO3MOXHBI CHUXE-
HUE Cllyxa, HapyllleHue MOYEHCITYCKaHUs U aedeKaluu
[8, 16, 17]. TTopaxkeHus cepalia MUHUMAaJIbHBIE, B PEIKUX
cIyJasiX BOBMOKHO TTOpaskeHWe apTepuil B BUIE BHYTPU-
MO3TOBBIX COCYIHCTBIX MaJb(OpMalnii, aHEBPU3M, Bep-
TeOpOoOA3ISIPHON JOMMXOIKTA3UM MJIN TUIATAllMOHHOMN
apTepuoIIaTUM, KaK TPaBUJIO, BBISABISIEMbIE CIyJaifHO.
OnucaHbl Cilydau pa3pbiBa COCYIUCTBIX aHEBPU3M C pa3-
BUTHEM WHCYJIBTOB Yy TALIMEHTOB C TO3AHEN (OpMOii
oonesnu ITommne [16, 17]. O. Musumeci u coasT. [19]
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Jleonmvesa U.B. u coagm. OCOGEHHOCTU MOPAXEHNUS CEPACUHO-COCYIMCTOIM cUCTeMBI TIpH To3Hel (hopMe 6ose3Hu [Tomre

Ha OCHOBaHWM MAaTrHUTHO-PE30HAHCHON TOMOrpaduu
MoO3Ta TPOJEMOHCTPUPOBAIIA CTPYKTYpHOE M (DYHKITNO-
HaJIbHOE MopakeHre MOo3Ta y TAallMeHTOB C MO3aHe (hop-
moit 6ose3nu Ilomme Ha poHe HaKOIUIEHMST TJIMKOTeHA
B CTEHKaX COCYIOB. DTO MPUBOIUT K Pa3BUTHIO IMJIaTa-
LIMOHHOM apTepuoTaTUH, TOJNXOIKTA3UU, MOXET OBbITh
MPUYUHON JlaKyHapHOW BSHIe(hAaNonaTuu ¢ Mocienyio-
et peopranuzanueit mosra [19]. BropuuHbie akTopbl
MOTYT BJIUSITh Ha KIIMHUYEeCKOe TeueHne 60J1e3Hun [Tomrte
y MaleHTOB ¢ OAWHAKOBBIMUA TeHETUYECKUMU MyTallv-
SIMU, UTO OOBSICHSIET CJIa0YyI0 KOPPEJSIIIMIO MEXITY TeHO-
tiIoM u peHotunoM. HecMoTpst Ha pa3zHOOOpa3me Kiim-
HUYECKOM KapTUHBI, 6oyie3Hb [lomrme XapakTepusyeTcst
HEYKJIOHHO TTPOTPECCUPYIOIINM TeUeHUEM.

Hwke nmpencraBieHa KIIMHUYeCKast KApTUHA TTO3THEN
dopmul Ooste3nu [lomme, mmocTpupyromiast CJIOXKHBINA
nuddepeHINaTbHO-IUaTHOCTUYECKUI TIOMCK Y TIallk-
eHTa ¢ TMIepTPOo(hHUUECKON KapaUOMHUOIIaTUe U Hapy-
IEHWSIMHA PUTMa cepria.

Knunanyecknii cayyaii. [Taiment E., 15 net npenbsiB-
JISIET KaJIOOBbI Ha YyTOMIISIEMOCTh MPHW YMEPEHHON (hu3n-
YeCKOM Harpyske, OIBIIIKY MPU MOAbEME IO JIECTHULIE,
MPUCTYTIBI cepaiiedbueHuii. PebeHok or 1-it 6epeMeHHO-
CTH, TIpOTEKaBIIIelt 0e3 0COOEHHOCTE!, CPOUYHBIX, (PU3NO0-
JIoTnYecKux pomoB. Macca Tena mpu poxaenuu 3370 T,
IHa Tea 54 ¢M, olLleHKa 1o mKaie Amnrap 8/9 6asios.
PanHee dusnueckoe U HEPBHO-TICUXMYECKOE pPa3BUTHE
B COOTBETCTBUM C BO3PACTOM.

Cemetinbiii anamues. Pomurenu 3mopoBbl. Jlemyiika
npobaHIa IO MaTepUHCKOW JUHUM yMmep B 45 et
oT ocTporo nHgapkTa Mmuokapaa. badymika mo matepuH-
CKOI JIMHWM yMepJia OT 3JI0Ka4eCTBEHHOETO HOBOOOpa-
30BaHUsI TOJIOBHOTO MO3Ta.

M3 aHaMHe3a 3a00J1eBaHUS U3BECTHO, YTO TIOPaXKEHHE
ceplua BBHISIBJIEHO B Bo3pacTe 4 JieT, Korma Mpu 3X0oKap-
nuorpachuu, BBITIOJTHEHHONW M3-3a HAJTWYUS CHCTOJIYE-
CKOTrO IilymMa, ObLTa BBISIBJIEeHa HEOOCTPYKTMBHAST CUM-
MEeTpUYHasI TUTepTpoduIecKass KapIUOMMOIIATUST: TOJI-
IITHA MEXCKETyIOUYKOBOM Meperopoaku coctanmia 11,3—
12,5 MM (3 Z-score), TOJIIMHA 3aHEN CTEHKU JIEBOTO
xenynouka — 9—11 mm (2,8 Z-score). [To maHHBIM XOJI-
TEPOBCKOTO MOHUTOPUPOBAHUST BJIEKTPOKAPAMOTPAMMBbI
(OKT') 3achukcupoBaH CUHYCOBBIN PUTM, CPEIHSISI CYyTOU-
Hast yacroTta cepaeuHbix cokpamieHuit (HYCC) coorser-
CTBOBajla HOpME U cocTaBuia 98 yin/MUH, OTMEUEHBbI YKO-
pouyeHune nHTepBana P—Q, nenpeccust cermenta ST 1o 5,6
MMm. HauaTta Ttepanusi Gera-ampeHoOsokaropamu (Ipo-
MPaHOJIOJN), OMHAKO B CBSI3U C TIJIOXOM MEPEHOCUMOCTHIO
(cuMnITOMHAas1 OpaguKapaysi) perapaT OTMEHEH.

BriepBbie peGeHOK roCcMTaIM3UPOBAH B AETCKOE Kap-
JMOJIOTHYeCKOe OTHeNieHrne HaydHo-1ccnenoBaTeIbcKoro
KJIMHUYECKOTO MHCTUTYTA TIEAUATPUU W JETCKON XUpYyp-
run uM. akagemuka lO.E. Benpruiena B Bo3pacte 9 et
B Hos1i0pe 2016 r. TIpu sxokapauorpacduu BU3YaIU3UPO-
Bajlach CUMMETpPUYHAsT TUTIEPTPO(UsS MUOKapaa JIEBOTO
SKEJyIovYKa, MaKCUMaJbHas TOJIIIMHA MEXKETyI0uKO-
BOI TIEPETOPOIKM B CpelHe TpeTH cocTaBuia 15 MM

(3,8 Z-score), TonmMHA 3aJHEN CTEHKU JIEBOTO XKely-
mouka — 10 MM (2,9 Z-score), oTMeYaIUCh TEHIEHIIUS
K IUIaTalliyd TIOJIOCTA W TIOBBIIIEHUE TPaOeKyISIPHOCTH
JIEBOTO Xeryaodka. [Tpy XoaTepoBCKOM MOHUTOPUPOBA-
Huu DKI' BbISIBJICHBI MPU3HAKKA TIPOBENEHUST TIO JOTOJ-
HUTEJIbHBIM TTPEICEPAHO-KETYIOYKOBBIM COOOIIEHUSIM,
MPOrpecCUpoBaHUEe CUHYCOBOIW Opamukapauu (CpemHsist
YCC 3a cytku 68 ya/muH). IIpoBemeHO WHBa3WBHOE
3J1EKTPOU3NOIIOTUIECKOEe  UCCIIeIOBaHNe,  TTOJNYIEeHbBI
JNAHHBIE, TIOATBEPKIAIONINE HaJIUUie HOMTOBEHTPUKY-
JIIPHOTO TPaKTa, TAXMCUCTOJIMUECKUX HApYIIeHU! pUTMa
He WHIYUMPOBAHO, OT TIPOBEACHUST PagMOYacTOTHOM
abmaiuu peieHo Bo3nepxartbest. [IpoBeneHa gepmeHTa-
TUBHAasl TWAarHOCTUKA BPOXIECHHBIX HapylIeHWI oOMeHa
BEILIECTB/HACEICTBEHHbBIX Oosie3Hel HAKOTIJIEHUST
C TIOMOIIBIO TAaHAEMHOW Macc-CIeKTpOMeTpun (orpene-
JIEHbl YPOBHM TrajakTollepedpo3uaasbl, o-TII0KO3UIA3kI,
o-TaJTAaKTO3WIA3bl, [-TIIOKOIepeOpo3naassl, CchUHTO-
MMETMHA3BI, 0-WIYyPOHMIA3bl), aKTUBHOCTb (DEPMEHTOB
B Tipeieiax HOpMBI. [IpoBemeHO 3K30MHOE IMaHeIbHOe
cexkBeHupoBaHue NGS (manenn 17 reHos: ACTCI, DES,
FLNC, GLA, LAMP2, MYBPC3, MYH7, MYL2, MYL3,
PLN, PRKAG2, PTPNI1l, TNNCI, TNNI3, TNNT2,
TPM1, TTR), myTaiiuii He BBISIBJICHO.

B oxTts6pe 2020 r. B Bo3pacrte 13 j1eT oTMeueH nedioT
BMU30/I0B ApUTMUM, Y pebEeHKA Pa3BWINCh IBAa T€MOIM-
HaMUYEeCKM 3HAYMMBIX TMPHUCTyNa IMapOKCU3MaJIbHOM
TaXWKapIUM, COMPOBOXIABIIUXCS TOJOBOKPYXEHUEM,
MaJeHUeM apTepuabHOTO JaBIIEHMS, TIOTepeil COo3Ha-
Hus. Ha OKIT, 3aperucrpupoBaHHOl B MOMEHT MpU-
CTyIa, JOKYMEHTMpPOBaHa 3KEJIyIOYKOBasT TaXUKapaus
¢ mupokuM komruiekcom QRS (puc. 1). Jlns ompene-
JIEHWST NajdbHEWIel TaKTUKA BelAeHUs peObeHOK TOCTH-
TaJM3UPOBAH B JIETCKOE KapAWOJIOTMYECKOe OTHeJIeHHE
Hay4uHo-MccenoBaTeIbcKOro  KIMHUYECKOTO  MHCTH-
TyTa TEeOUaTPUU W JETCKON XMPYprMU WM. aKaJeMuKa
10.E. Benbruinena.

OOBEKTUBHO TIPU TOCTYTUIEHUU B OTIIEJIEHUE COCTO-
sTHUe cpeaHei TsokecTr. Dusnueckoe pa3BUTHE AUCTAp-
MOHUWYHOe, aeuruT Macchl Tena (38 kr — <3%o), pocT
154 cm (10—25%o0), actreHnueckoe TenocioxeHue. Koxa
U CIU3UCThIE O0OJOUKM He M3MeHeHbl. MuonaTuye-
CKOTO CUHApOMa HeT. [IpIxaHWe Be3UKYISIPHOE, XPHIThI
He BBICIYIIWBAIOTCS, YacToTa ObIXaHWs 18 B MMHYTY.
ToHBI cepalla OTYETIUBBIE, PUTMUYHBIE, BBIpaKEHHAs
opanukapaust YCC nexa 40—54 yn/mMuH, cucroinde-
CKMI IIyM Ha BepXylLIKe cepaua. ApTepuaabHOE NaB-
snenue 110/70 mm prt. cr. [leyeHb He BBICTYIMAET U3-TIO
Kpasi peOepHOI IyrM, cejie3eHKa He MalbIIupyeTcs.
MHoXeCcTBeHHbIe MUKPOAHOMAJIUU: TPEYrojbHasi BhITSI-
HyTasi ¢hopMma JIMLIA, TTOBBIIIEHHAS 3JIACTUYHOCTh KOXH
VIIHBIX PAaKOBWUH, MaJIeHbKUU JI00, MWHIAJIeBUIHBII
paspe3 TIJla3, YMEpPeHHO IIUpoKas TepPeHOCHUIla, TUIO-
Mia3ust 3yOHOM 5Malid, BBICOKOE HebOO, MaKpOTJIOCCHS,
YMEPEHHO BBIpaKeHHasT aCUMMETPHS JIUIIA TIPU YIIBIOKeE,
HU3KMIT POCT BOJIOC Ha 3aThUIKE, aCTeHUYecKasi rpyaHas
KJIeTKa, TUTIEPMOOUIILHOCTD JIOKTEBBIX CYCTaBOB, CyXast
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TOHKasI KOXa PYK, MPaMOPHOCTh KOXHW JIaOHEH, Bah-
rycHast nechopMalivsi CTOII, CaHIaJIeBUIHAS IICTTh.

Ilo maHHBIM 3XOKapauorpaduu, COXPaAHSIOTCS TPU-
3HAKW TUTIEPTPOUISCKON CUMMETPUYHON KapIuOMMO-
TMaTUU ¢ MAaKCUMAJIBHOM TOJIIIMHOM B MPOCSKIINY TIepe-
HereperopoaoyHon obiactu mo 15 mm (3,61 Z-score)
C TIEpeXO/IoOM Ha TIepefHIo CTeHKY (puc. 2). I'mobanb-
Has cucToanveckast (hyHKIIAS MUOKapia JIEBOTO XKey-
Jlouka He HapylleHa, ¢pakuus BblOpoca cocTaBuiia
75%. Tlpencepauss He pacmmpeHbl. Ha amektpokap-
NIMOTpaMMe PEerucTpupoBasicss cUHycoBbiii put™m, YCC
50—65 ya/MuH, TPU3HAKK TIPEABO30YKICHUS XKETYI0U -
KOB: IIeJIbTa-BOJIHA HAa BOCXOJSIIEM KOJIeHE KOMITIeKca
QRS, yxopouenue PQ, nenpeccust cermenta ST (puc. 3).
Tlpu XONTEpOBCKOM MOHUTOPUPOBAHUU PETUCTPUPO-
BaJICS CUHYCOBBIN PUTM C TIpU3HAKAMU TIPEIBO30YXKIC-
HUsl KeJynoukoB, cpefaHsst cytouyHas YCC cocrtaBuia
58 ym/muH, munnmanbHast YCC — 38 ym/mMuH. 3aperu-
CTPUPOBAHO 55 OJMHOYHBIX MOTUMOPGHHBIX KETYTOUKO-
BBIX 9KCTPACUCTON U 4 TTapHbIe MOHOMOP(MHBIE KETyT0T-
KOBBIE 3KCTPAcHCTONbI. KOppUTHPOBaHHBI WHTEPBA
Q-T BapbupoBan ot 374 1o 491 mc, B cpenHem 436 Mmc.
MakcumanbHasl Tlay3a pUTMa 3a CUeT CMHYCOBOUW apwT-
Muu coctapisieT 2192 mc npu Hopme He 6ojee 1500 mc.

Ilo maHHBIM 3PTOCIUPOMETPUH, TOJEPAHTHOCTH
K Harpy3ke cHmkeHa (1,3 BT/KT); CHIDKeH TOKa3a-
TeJTb TTOTPEOJICHUST KUCIOpoIa Ha MaKCUMyMe Harpy3Ku
(VO, nuk) u Ha aHaspoOHOM Tmopore. JlbIxaTenbHbIi
pe3epB W HACHIIIEHUE (caTypalrsi) KPOBU KHUCIOPOIOM
B TIpefesiax HOPMBI, CHIDKGHME TToKazaTelnss Ha (oHe

KJINMHUYECKUE CJT1YHAU

Harpy3ku He rnpesbiiaino 2%. [1o 1aHHBIM yIbTPa3ByKO-
BOTO WCCJICIOBAHUS OPIOIIHON ITOJIOCTH, TeIaTOCIeHO-
METaJIM HET, BBISIBIICHBI PEaKTHBHBIC M3MEHEHWS TIO-
KeJymouHoii xene3sl. [Ipy oreHKe (OYHKIIMU BHEITHETO
IBIXaHUST OTMEYaJioch yYMEpeHHOe CHIDKCHHEe o0beMa
dopcupoBaHHoro BeImoxa 3a 1-10 cexkyHmy (71%), xus-
HEHHON eMKocTH Jierkux (makc 70%) u dopcupoBaH-
HOW >KM3HEHHOM eMKocTh Jierkux (69%). OtMevaroTcst
YMEpEeHHBIC CMEIIaHHbIe HapYIICHUS BEHTUISIITMOHHOW
(YHKIIMY JIETKUX.

B naGopatopHbIXx TecTax KIMHUYECKME aHa-
JU3Bl KPOBM W MOYM 0Oe3 W3MEHEeHWI, TIPOTHO-
CTHYECKWE KapauoMapkepsl B  Tpemenax — pede-
PEHTHBIX 3HAYEHUWI: HATPUAYPETUYECKUN  TEeNTHU
91 mr/mn (wopma 0—100 mr/Mm), TpomowHUH [
0,04 ar/ma (Hopma 0—0,04 ur/mi), dpakius MB kpe-
atuHbochokuHasel 2,2 Hr/ma (Hopma 0,7—4,6Hr/Mi),
MuorioouH 24,5 ur/mia (Hopma 17—106 ur/mi). buoxu-
MUYeCcKUe TTOKa3aTesIv, OTPaXKaroIIie COCTOSTHIE OCHOB-
HBIX BUIOB OOMEHa BEIIEeCTB B HOpMe: KpeaTMHKWHA3a
55 en/n (Hopma 15—190 exn/n), nmakTaTaerdaporeHasa
410 en/n (Hopma mo 450 en/n), acrmapTaTaMUHOTPaHC-
depaza 41 ME/a (Hopma 0—40 ME/n), amraHuHaMUHO-
TpaHcdepasza 23 ME/n (Hopma 0—45ME/).

C y4eToM KITMHUYECKU 3HAUYMMBIX, TOKYMEHTHPOBAH-
HBIX 3TM30[I0B TTAPOKCU3MAIBHON TaxXWKapAuW C IIHPO-
kumM KomruiekcoM QRS y GosibHOTO ¢ runepTpoduyeckoit
KapaUMUOTIATHEN W C CHHAPOMOM CJTa0OCTH CUHYCHOTO
y3/1a (BbIpaXKeHHasl CUHYCOBasi OpaJuKapausi) MOBTOPHO
TIPOBEIEHO  3JIEKTPODU3MOIOTUIECKOEe — HMCCIIeIOBaHUE

Puc. 1. ®parment DKT Bo Bpemsi IpUCTYNA yYAlIEHHOTO CeP/lleOMeHHs: PErHCTPUPYETCS TAXUKAP/NH C IIMPOKUM Komiuiekcom QRS

¢ UCC 262 yn/mun.

Fig. 1. Fragment of an ECG during an attack of rapid heartbeat. Wide QRS complex tachycardia with a heart rate of 262 per minute

is registered.
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Jleonmvesa H.B. u coaem. OCOOEHHOCTH TTOPAXKEHUS CEPACYHO-COCYAMCTOl CHCTEMbI TTpU Mo3aHei hopme 6os1e3nu [omme

Puc. 2. Dxokapauorpaduyeckass KapTUHA TUNEPTPOPUU MHO-
KapJa ¢ MaKCMMAJIbHOI TOJIIMHOI B MPOEKIUM NepeHenepero-
ponouHoii ooactu 10 15 mm (3,61 Z-score).

Fig. 2. Echocardiographic picture of myocardial hypertrophy
with a maximum thickness in the projection of the anterior septal
region up to 15mm (3.61Z).

1151 iidpepeHIManTbHONM TUarHOCTUKY MEXXIY aHTUIPOM-
HOM HAIKETyTOYKOBOW TaxvKapaueld M XKeITyTOYKOBOM
taxukKapaueit. OnHaKoO B XO/Ie MCCeNOBaHUSI TaXUCUCTO-
JIMYECKUX HapyIIeHW puTMa He ObLJIO WHIYIIMPOBAaHO,
YTO HE TIO3BOJIMJIO TOCTOBEPHO OIPENEIUTh MEXaHU3M
TaXUKapAWU; BBIIBIECHBI TPU3HAKA aHOMAaJbHOTO IIPO-
BEACHUS B MPAaBbIX OTHEJIaX CEPALA, CUHAPOM C1adocTU
CMHYCHOTO y3/1a. BeimojiHeHa pamuodyacToTHasi abariust
MPaBOro MepeaHEero JOMOJHUTEIbHOTO IpeacepaHO-
JKeJTyTouKoBoro coobuieHus. [1pu ctpatndukanmm pucka
BHE3aIHON CepJeYHOl CMepTH BBISIBJIEHO 1Ba (hakTopa
(HeycToiumBasi TaxukKapavsi C IIUPOKUM KOMILIEKCOM
QRS ¢ YCC 262 yn/MuH, CUHKOMNAJIbHOE COCTOSTHUE).
C 11eNbI0 TTIEPBUYHOM MpOo(UIAKTUKY BHE3AITHOM ceprey-
HOI CMepTH, acCOIIMUPOBAHHON C HapylIeHUEeM pUTMa
cepaua, OIHOBPEMEHHO C PaauMOYacCTOTHOU absanueit
MpoBefieHa UMILUIAHTALIMSI aBTOMaTUYECKOTO KapauoBep-
tepa-nedpudpuisitopa (II knace mokaszanuii). Kapnuo-
BepTep-1eUOpMUIATOP 3alporpaMMUpPOBaH B pPEXUME
DDD c 6a3oBoit yactotoit 50 umn/muH. [Tocneonepauu-
OHHBII Mepuo nMpoTeKan riaako. Havara tepanust Geta-
anpeHO0I0KaTOPOM METOIPOJIOIOM B 103€ | MI/KT.

B MexrocnuTanbHBIN TIepUOA  TIPOBEIEHO TOJHOE
TeHOMHOE CEKBEHMpOBaHME, OOHApYyXXeH paHee OICaH-
HBIA B JIUTepaType TMaTOTeHHBIH BapuaHT rs368438393
B T€TEPO3UTOTHOM COCTOSIHUM B 3K30He 14 reHa GAA,
MPUBOISIINI K aMUHOKHUCIIOTHOM 3ameHe Asp645Asn.
INaToreHHsle OMaIeIbHbIC BApUaHTHI B TeHe GAA TpuBO-
1T K 6o5e3Hu [Tomne (OMIM: 232300). BapuanT onucan
B TOMO3WUTOTHOM M KOMIIayHI-T€TePO3UTOTHON (opme
BMeCTe C JAPYrMMM BapuMaHTaMUu y TIAalIMEHTOB ¢ 0oJie3-
Hbto [Tomre, B TOM 4yunciie ¢ TTIO3MHUM HAvyajoM U TUTIep-
Tpoduueckoit KapauomuonaTtueir. B Tom ke reHe GAA
OoOHapyXeH paHee He ONMMCAHHBbIN B JIMTepaType BapuaHT
B TETEPO3UTOTHOM COCTOSIHUM B 3K30HE 2, TIPUBOISIIUI
K (hOpMUPOBAHUIO MPEKAEBPEMEHHOTO CTOI-KOIOHA.

Ilpy mnOBTOpPHON 3H3UMOIMATHOCTUKE OOJIE3HU
Ilomrie  BbISIBIEHO CHUXXEHUE AaKTUBHOCTU  ep-

MeHTa a-1,4-rmoko3unasel 10 1,0 MKMouib/1/4 (HopMa
>2,32 Mmxkmonib/n/4). [1poBeneHo yriyOaeHHOE UCCeno-
BaHWEe HEPBHO-MBITIIEYHOM CUCTEMBI C LIEJTbIO BBISIBICHUS
MMOMATUYECKOTO crHApoMa. [1pyr MarHUTHO-pe30HaHC-
HOI1 ToMorpadru MBI 6eapa 1 TOJIEHW OTCYTCTBOBAIIU
MaToJIorMYeckue M3MeHeHus. Tak Kak TIpu TTO3THEi
dopme Gone3nu Ilomite MOXeT BCTpedaThbCsl CHIKEHUE
ciyxa, TIpoBe/ieHa TOHaJIbHAs TTOPOTOBasl ayaIuoOMETpPHS,
MpU KOTOPOI BBISIBIEHA TPABOCTOPOHHSST CEHCOHEB-
panbHas TyroyxocTtb 0—1-if cTerneHu.

IMo maHHBIM CTUMYJISILIMOHHON MOTOPHOI 3JIEKTPO-
HelipoMuorpacu MoKazaTeu TYpPHO-aMITIUTYIHOTO
aHaJM3a HE3HAYMUTEJIbHO CHMXEHbl. PeOeHOK KOH-
CYJAbTUPOBAH HEBPOJOTOM, MUOIATUYECKUN CUHAPOM
He BBISIBJICH.

ITarmmenTty ObuT BBICTaBIEeH AuarHos: 142.2 Cumme-
TpUYHAsT HEOOCTPYKTUBHAS TUTIEpTpOdUIecKast Kapamuo-
muornartusi. Taxukapausi ¢ MUPOKUM Kocriekcom QRS.
CUHIPOM TIpeIBO30YKICHUS XKETYITOYKOB: MHOXKECTBEH-
HbIE JOTIOJTHUTEJIbHBIE TIpeicepaAHbIe COO0IIeHUST (HOIO0-
BEHTPUKYJISIDHBIN TPaKT, MpaBblii TEepeIHUIl TIpeacep-
MHO-XenynoukoBbiii TpakT). E74.0 bonesnp Ilomme
no3aHsst (popma. Hauara 3amecturenbHas (hepMeHTHasI
Tepanus anriokosunasoii-anbda 20 mr/kr (900 mr/BHY-
TPUBEHHO KareJIbHO).

Ilpy KaTaMHECTMYECKOM OOCJTIeIOBAaHUM B CEHTSI-
ope 2021T. Xelxyno4yKoBble HApyIIEHWs pUTMa U BIH-
30[IbI CpabaTbIBaHWII KapavoBepTepa-aehuopuuIsiTopa
He 3apeructpupoBaHbl. B mone 2022 r. Bo BpeMsl KaTaHUS
Ha Tap3aHKe 3aKpyxXujach roJioBa, yrall, OIIyTWI cpaba-
TBIBAaHME KapIuoBepTepa-aeuOpuuIgITOpa, B CTallMOHAP
He obpamiamich [Ipy KOHTpoJie CUCTEMbI KapauoBepTepa-
neduopmIaTOpa 3aperncTpUpOoBaH | 31301 TaXUKapIuu
(xenmymoukoBoii? HamkeaynoukoBoii?) ¢ HCC 260 ym/mMuH,
KynupoBaHHBI paspsinom 35 JIxx (puc. 4). B ¢Bsizu co cpa-
OarbIBaHMEM KapauoBepTepa-neduopuuiaTopa Ha ¢hoHe
TMOCTOSTHHOM aHTMapUTMUYECKOM Tepariy MPOBEIEHO BHY-
TpPUCEPACYHOE BNEKTPOPUNOIOTMUECKOE HCCIIeIOBaHNE,
HU OIHWM W3 TMPOTOKOJIOB CTUMYJISIIUU TaXUCUCTOINYIE-
CKMX HapyIIeHWii puTMa He WHAYLIMpoBaHO. M3MeHeHBI
napaMeTpbl KapauoBepTepa-naeruOpuuIsITOpa, OTHOCSIIN -
ecsT K IETeKIINU Y KyITMPOBAHUIO HAKETYTOUKOBOMN TaXu-
Kapmuu. IlpomoimmkeHa Tepanusti GeTa-ampeHOOIOKATOPOM
METOTIPOJIOJIOM C TTOBBIIIIEHUEM A03bI 10 1,5 MI/KT € LIeJIbIO
npoduakTuku (hudpo3000pa3oBaHMsl Ha3HAUEH aHTaro-
HUCT aJIbJIOCTePOHA CITMPOHOJIAKTOH B J103€ 1 MT/KT.

OO0cyxaeHue

XapakTepHbIii KJIMHWYECKUI CUMITTOMOKOMILIEKC
B BUIe HEOOCTPYKTUBHOM CUMMETPUYHOM (hOPMBI TUTIEP-
TpouYyecKol KapaAMOMMOTATUM, CUHIpPOMa IPeaBO3-
Oy>XIIeHUsI JIEBOTO XeJyI0uKa XapaKTepeH Kak ISl mep-
BUYHOU (OpMBI TUTIEPTPOPUIECKON KapIuOMUOIIATUH,
Tak W Ui MeTaboanyeckux (opM Mpu TIMKOTEHO3aXx.
ITpoBonunacey nuddepeHIalibHass TMarHOCTUKA MEXITY
NepBUYHON (hOPMOI TUTIEPTPOPUIECKON KaparOMUO-
naTuu, TJIMKOTEH-aCCOLMPOBAHHON KapauoMuonaTuein
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Ha (oHe myrauuu B reHe PRKAGZ2, GonesHbio [laHOH
u 6o7e3nblo [Tomre.

I'mukoreH-accounpoBaHHast KapauoMMOTIaThsI
PRKAG?2, unm u301MpOBaHHBIN TJIMKOTEHO3 Cepala,
BO3HMKaeT Tpu myrtanuu reHa PRKAG2, pacrnoyoxeH-
HOTO Ha JUTMHHOM ILJIeYe XPOMOCOMBI 7 U KOJUPYIOIIETO
Y,-CYOBENMHHUILY aleHO3UMOHODOChAT-aKTUBUPYIOIIEN
nporeuHkuHasbl (AMPK-y,). Cy6benunuinia AMPK-y,
Haubosee OOUJIBHO 9SKCIPECCUPYETCss B Cepille.
ITpu 3TOM MIMKOTEH OTKJIaAbIBa€TCSI TTPEUMYIIIECTBEHHO
B muokapne [3—5]. Tuneprpoduueckasi KapnrmomMuoria-
TUSI IO (DEHOTUTTMYECKUM TIPOSIBICHUSIM CXOJHA C Tep-
BUYHBIMM (popMaMM 3a00JieBaHUSI, BO3HUKAIOIIUMU

KJINMHUYECKUE CJT1YHAU

B pe3yJibTaTe MyTallii TeHOB CapKOMEPHOTO KOMITJIEKca.
Oco0eHHOCTh THUITePTPOUIECKON  KapIUOMUOTIATUI
PRKAG?2 cocroutr B mporpeccHMpymoimx HapyleHUsIX
MPOBOJAMMOCTU Cep/lla C pa3BUTUEM aTPUOBEHTPU-
KYJSIpPHOW OJIOKa/bl, CUHAPOMA CJIa0OCTU CUHYCHOTO
y3da W CHHApPOMA TIPEABO3OYXICHUS XKETyIO4YKOB,
MpU 3TOM TIPUCTYIBI HAIKETyIOYKOBOM TaXWKapauu
xapakrtepusyoTtcst Boicokoir YHCC. Jlnst atoro 3abosieBa-
HUSI XapaKTepHa yMepeHHasl TUIepTpodust Muokapna,
BbIpaXKeHHass BHYTPUKJIETOYHAsT BaKyoJu3alrs ¢ aKKy-
MyJIAIUENd TIUKOTEHa B KapIWOMHUOLIUTAX, BO3MOXEH
YMEPEHHBI MHTEpPCTULIMAbHBIN (pubpo3 [3—5]. [aH-
HBI (PEHOTUTT MMeEJICSI B HallleM HaOIIOJEeHWH, TOJbKO

I
Jiad 1541
| HIEI |
(] |
Ferd 1
1Ebd |
i | .

Puc. 3 ®parment DKT pedenka: peructpupyercs cunycosbiii putv ¢ YCC 50—65 yn/mMuH, Npu3HAKHA NpeBO30YKIEHUS FKeTyT04-
KOB (J1eJIbTa-BOJIHA HA BOCXOJsAIIeM KoJjene koMmiuiekca QRS, ykopouenne PQ, nempeccusi cermenta ST B orBenenusx II, aVF,

V2-V6). PQ=80mc, QRS=130 mc, QT=450 mc, QTc=464 mc.

Fig. 3. A fragment of the child’s ECG: sinus rhythm is recorded with a heart rate of 50—65 beats/min, signs of ventricular pre-ex-
citation (delta wave on the ascending knee of the QRS complex, PQ shortening, ST segment depression in leads I1, aVF, V2—-V6).

PQ=80 ms, QRS=130 ms, QT=450 ms, QTc=464 ms.
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Jleonmvesa U.B. u coagm. OCOGEHHOCTU MOPAXEHNUS CEPAEYHO-COCYAMCTOIM CUCTeMBI TIPH To3Hel (hopMe bose3Hu [Tomre

Puc. 4. ®parment perucrpanuu DKI ¢ cuctembl Kapanoseprepa-nehuOpUILIATOPAa B MOMEHT TAXUKAPIUHU, NPEKPATHBLIEIHCS MOCIe

cpabaTbIBaHus KapauoBepTepa-aeduopmiaropa (paspsan 35J).

Fig. 4. Fragment of ECG registration from the cardioverter defibrillator system at the moment of tachycardia, which stopped after

the activation of the cardioverter defibrillator (35J discharge).

MPOBeNeHNe TEeHETUYECKOTO TeCTUPOBAHUSI TTO3BO-
JIVJIO MCKITIOYUTH 3Ty maTtojioruto. Kpome Toro, BbISIB-
JICHO CHUXXEHWE aKTUBHOCTU KUCJION 0-TJIFOKO3MIAa3hl,
YTO SIBJISIETCS] TATOTHOMOHUYHBIM /17151 6osie3Hu [Tomre.

Bbonesnb laHoHa oTHOCUTCS K mimkoreHosy IIb tumna,
BO3HMKAET BCeNCTBME MyTauuu reHa LAM P2, xonupyro-
IIIeTO JIM30COMHO-aCCOIIMMPOBAHHBIN MeMOpPaHHBII TTPO-
TenH. 3abojieBaHUE HACJIENyeTCsI JOMUHAHTHO, CLIETUIEHO
¢ xpoMmocomoii X. JledekThl reHa MpUBOIAT K HAPYILICHUIO
(YHKIIMY JIN30COMAJIbHO MeMOpaHbI, CJIEICTBUEM Yero
SIBJISIETCSI HapyllleHWe CTPYKTYPHOM LIEJOCTHOCTU JIN30-
COM, a TakXe HapylleHWe TPaHCITOpTa MPOIYKTOB JAerpa-
Al JIM30COMAJIbHOTO CONEPXXMMOI0 B ILIMTOILIA3MY.
B xapmmomumonuTax M KJIETKax CKEJIeTHOW MYCKYJIaTypbl
HaKaIUTMBAIOTCST BAKYOJIU, COAEpXKAIle MPOIYKTHI IeTpa-
AU CONEPXKMMOTO JIM30COM, B TOM 4YuCie OOJIbIIOe
KOJIMUECTBO IuKoreHa [3, 6]. KinuHuueckue rmposiBIeHUsT
XapaKTepU3yIOTCsl TUITMYHOW TpHUANOi: KapauoMuora-
TUS (OCHOBHOE KJIMHUYECKOE TIPOSIBJIEHUE), CKeJIeTHast
MMOMaTUsI M OTCTaBaHWE B YMCTBEHHOM pa3BUTHUM |3,
4, 6]. Tlo KIMHUYECKOMY IPOSIBIIEHUIO KapaIUOMMOIa-
i Tipu Oose3Hu [laHOHAa MPaKTUYECKU HE OTIMYaeTCs
OT TsEKeJoi (hopMbI TUTIEPTPO(PUIECKON KapIruoMHOTa-
TUM, BO3HUKalOIIEH Ha (hoHEe MyTallM TEHOB OEJIKOB cap-
KOMEPHOTO KOMILIeKca. XapakTepHa KOHIIEHTpUUecKast
9KCTpeMaJIbHO BhIpaXKEHHAs! TUTIEPTPODUST JEBOTO XKETy-
Jlouka (ToJIIMHA CTEHOK focturaer 50 MM) B COUYETAHUU
C BBIpaXXeHHOI cucronmyeckoi muchyHkmumein [3, 20].
Ilo maHHBIM 3ieKTpoKapauorpaduu, y OOJBIIMHCTBA
MalMeHToB peructpupyercst ¢deHomeH Bombwda—Ilap-
KMHCOHa—YaiiTa, KOTOPBIN CIIY:KUT CyOCTPaTOM JIJIsST BO3-
HUKHOBEHMs HapyIIeHWI pUTMa cepiala B BUIe HaKe-
JIyTOYKOBOHM TaxuKapAauu, (GUOPWILISAILIUN TIpeNcepani.
ITpu GonesHn JlaHoHa penKo BCTpevaeTcst CUHAPOM Clla-
0OCTM CMHYCHOTO y3J1a, XapaKTepHbI BbIPa)KEHHBIE TTOBbI-
1IeHus1 TpaHcamMuHa3. IlaHHbIE TPOSIBIIEHUSI OTCYTCTBO-
BaJIi B HallleM HaOmoaeHuu. ['eHeTnueckast AMarHoCTUKa
BBISIBJICHE CApKOMEPHBIX M HECapKOMEpPHBIX MyTalluii
TapreTHOM MaHeIu SK30MHOTO CeKBeHUpOBaHUS 17 TeHOB
myTaunu B reHe LAM P He BbIsgBUIIA.

3abosieBaHME MPOTEKAJIO CTEPTO, OTCYTCTBOBA MUO-
naTuyeckuii cuHapoM. I[lepBuyHble naHHbIE (hepMEHT-

HOW TMarHOCTUKY He BBISIBUJIV CHUKEHUE YPOBHSI aKTHB-
HOCTU KHCJIOW o-TJIIOKO3UIa3bl. TOJIBKO pe3yabTaThbl
MOJTHOTEHOMHOTO CEKBEHUPOBAHUS TTO3BOJIUIIN BBISIBUTh
2 myrauuu B TeHe GAA B TepO3UTOTHOM COCTOSIHUM,
YTO TIOCTYKMJIO OCHOBAaHUEM JIJISI IMAarHOCTUKU TTO3MHEe
¢dopmbl 6ose3Hm [Tomre. [1pu moBTOpHOM OTIpeneseHun
aKTUBHOCTM (pepMEeHTa OTMEYaJoCh CHUXXEHHUE YPOBHS
KUCHION a-rmoko3unassl 10 1,04 mxmonb/n/4. Havyata
¢depMeHTO3aMelIaloNasl Tepanusi — aarloKo31Maa30i-
anbda, KoTopasl IIpeACcTaBIsieT cO00 peKOMOMHAHTUYIO
(dopMy KUCIIOH a-TJIFOKO3UIa3bl YeJIOBeKa.

Haomronenne MimocTpupyeT peakuii heHOTHIT O3 -
Heir (opmbl 6oe3Hu [loMme ¢ mpenMyIiecCTBeHHBIM
MOpakeHUEeM cepalia U MUHUMAaJIbHBIMU SKCTpaKapau-
AJTbHBIMU TIPOSIBICHUSIMU (OTCYTCTBHE MMOITATUYECKOTO
CUHIpOMa, TOpaxkKeHUs KeTyI0UYHO-KUIIIEYHOTO TPaKTa,
OPOHXOJIETOYHBIX HAPYIIIEHUI), TIPU 3TOM JIe010T 3a00J1e-
BaHMSI XapaKTepU30BaJICSI UMEHHO TTOpaXKeHUeM Cep/alia.
Oco0OeHHOCTIMU  ObLIM  BbIpaXkeHHasi HEOOCTPYKTUB-
Has rurepTpodudeckas KapaIuoOMHUOTaTUSI B COUYETAaHUN
C YIpOXaIIUIMMHU KU3HU HapYIIEHUSIMA PUTMA U TTPOBE-
JIEHWS, MHOXKECTBEHHBIMU JOTOJTHUTEIbHBIMU Mpeacep-
JTHO-3KEJTYIOYKOBBIMU  COOOIIEHUSIMHU, KEJTyTOUKOBOI
Taxukapaueir. BbICOKMit puCK BHE3armHOW cepaeyHOu
CMEPTU OTpenenyl HeoOXOAMMOCTh UMILIAHTALIMU Kap-
IroBepTepa-aeuOPMUIATOpa B KadyecTBe IIePBUIHON
npoGUIaAKTUKMA.

BoBieueHne MuokKapaa B MaTOJOTMYECKUN TTPO-
1ecc npu 6osne3nu [lommne npeobnanaer mpu MagaeH4e-
ckux (popmax 3a00JieBaHMS, OTHAKO B HACTOSIIIIEE BPEMS
HaJImyue KapJuajabHOM MaToJOrvu, BKIIOYAIOIIE Takue
MPOSIBIEHUST, KaK TUTIepTPOGhUs MUOKapaa U HapyIIeHUsT
putMma cepaua (ykopodyeHue mHTepBaia P—R, Hapymre-
HUS peroyisipu3aliuy M abeppaHTHbBIC MPOSIBJICHUST JKeTy-
JIOYKOBOM TPOBOAMMOCTH), YCTAHOBJIEHO M Y OOJIbHBIX
¢ no3nHeit (opmoit 6onesnu Ilommne, xoTs y HUX OHa
MeHee pacrnpocTpaHeHa M TIpoTeKaeT B 0OoJiee JIerKou
dopme. ITopakeHue cepaua pu mo3gHel popme MeHee
BBIpaXEHHOE, 4YeM TIpM MJAJeHYECKOM, BCEACTBUE
0oJiee BBICOKOTO YPOBHSI aKTMUBHOCTH OCTaTOYHOM KHC-
JIOW 0-TJTIOKO3MIa3bl, a TaKXKe M3-3a pa3jinduii B CTpoe-
HUM 1 MeTaboJIM3Me MUOKap/a y MJIaZIicHIIEB U JIUI] OoJiee
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crapiiero Bospacra. Y TAlMEHTOB C TO3nHel ¢opmoii
6osie3nu [lomne B psizme ciydaeB BCTpeyaeTcs MaToJOTusI
MaruCTpajJbHBIX apTepuil OOJIBIIIOTO Kpyra KpoBooOpa-
IEHWST B BUAE WX YIUIOTHEHUSI W TIOPaKEHUS TJIAIKO-
MBIIIIEYHOTO CJIOSI BCJIGJICTBME HAKOIIJICHMSI TJUKOTeHa
B MJIAAKKWX MBIIIIAX COCYIUCTBIX CTEHOK, YTO TTPUBOANT
K Pa3BUTUIO PUTUIHOCTU CTEHOK aOPThl, PACIIMPEHUIO
TPYIHOI a0pPThI M BOSHUKHOBEHUIO aHEeBpH3M [ 16].

VY B3pocibIX MAlMEHTOB OIKMCaHa Herpyoasi Juc-
(byHK1IMS JIeBOTO XKeynouka cep/ia Ha (hoHe ero rumnep-
Tpouu. OmHaKo, HECMOTPSI Ha MMEIMecs JaHHbIe
0 MUHHUMAJIBHOM BOBJICYUEHHOCTH CEpJlia B TATOJOTHYE-
CKMI TIpoliecC Tpu To3aHel ¢opMe, OMUcaHbl peaKue
cilyyay KapIMOMMOIIaTUM y TaKuX OOJIbHBIX. B yacTHO-
CTH, OTMMCAHBI TaKWe apUTMUU, KaK HaIKeJyTouKoBasi
Taxukapausi, (peHOMeH MPenBO30YXKICHUS KeTyI0YKOB,
CUHIPOM CJIabOCTM CUHYCHOTO Yy37a, XeJyJIouKoBasi
aKkcTpacucrtonus [21, 22]. Hamnume MHOXeECTBEHHBIX
MPEeICePAHO-KETYIOUKOBBIX  COOOIIEHUI  CBSI3BIBAIOT
¢ paspyuieHreM (UOPO3HBIX KOJIEll XKeJTyT0YKOB cepia
3aI0JTHEHHBIMU TJIMKOT€HOM KapauOMMOIIUTaMMU,
YTO MPUBOIUT K UX TMPEXKIEBPEMEHHOMN 2JIEKTPUUIECKOMN
aKTUBALIMY KapaIUOMUOIUTOB [21, 22].

3aknovyeHue

IIpencraBieHHbI KIMHUYECKUN CIIydyail WITIOCTPU-
pyeT penkuii heHOTHIT Mo3aHel ¢hopMbl 6oJte3Hr [Tomrte
C TIPEUMYIIECTBEHHBIM TMOpPaXXeHWEeM cepila U MUHU-
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