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PEAKOE CO4YETAHUE HEKOMMAKTHOIO MUMOKAPOA U KOPOHAPHOW AUNATALUA
C HENPODUBPOMATO30M 1-IO TUMNA

' UpkyTckasi rocyaapcTBeHHasi MeauLMHCKas akageMusi Noce[unioMHoOro obpasosanns — punmnan dreoy grno
«Poccurickas MmeauUNHCKas akageMusi HenpepbIBHOro npogeccrnoHanbHoro obpasosaHus» MuHsapasa Poccumn
(664049, r. UpkyTck, FO6uneiiubiii, 100, Poccus)

2rBY3 «MipkyTckas rocyaapcTBeHHasi 06/1acTHas AeTckasi KinHuYyeckasi 6onbHuLa»

(664022, r. UpkyTck, 6. FarapmHa, 4, Poccus)

B cmamuve onucaHo Hab.1todeHue pe6éHKa 8 o3pacme 5 .1em ¢ 0UeHb pedKUM couemaHueM HeKOMNAaKmHo20 Muokapoda
/1€8020 JHceanydouka u KopoHapHoll dusaamayuu npu Helipogpubpomamose 1-2z0 muna (H® 1). O nepgom u3 smux
0C/10)CHeHUll — HedugdepeHYuposaHHOl KapouomMuonamuu, U38ecmHoll makxice no0 HA386aHUEM HEKOMNAKMHbIU
Muokapd, npu HY 1 e docmynHotl asumepamype coobujeHull Hem, Xoms cay4au 2unepmpoguueckoli kapouomuonamuuy
nayuenmos ¢ H® 1 onucanvl paree. [funamayust KOpoHapHsIX apmeputl makice OmHOCUMCEs K He4acmuLM NPOsi8AeHUSM
cocyducmoli namosio2uu Ha oHe Helipopubpomamosa, a 0 coHemaHuu 8cex mpéx Nnamos102U4ecKuUX coCmostHull
(H® 1, HekomnakmHbill Muokapd u KopoHapHas duiaamayusi) opyaumu agmopamu 9o cux nop He coobujasocs. [Ipu
06¢/1€008aHUU hayueHma Mbl 06HApyxcuau xapakmepHule npusHaku HP 1 (ouazu «kogheliHoll» nuemeHmayuu Ha Kodice,
MHOXHCECMBEHHbIe He8YCbl, PUBPOMY Npednieybsl, KOZHUMUBHbIE paccmpolicmea), Ha 31eKmpokapduozpamme NPu3HaKu
a2unepmpoguu s1e8020 sHceaydouka, ompuyamesavHulll T-3y6ey u cmeweHue ST-ceemenma Ha 1 MM Hudce U30AUHUU
8 omeedeHusix V4-6, npu axokapduozpaguu — 8bIpaiceHHyl0 mpabeKkyAspHoCcmyb, UCIOHYEeHUe C/1051 KOMNAKMHO20
MUokapoa u «2ybuamvlii» Muokapd 8 obsacmu 8epXywku 18020 Jiceaydouka, duiamayuro KOpoHapHulX apmepull.
IIpu MazHUMHO-pe30HAHCHOU moMozpagduu HalideHbl NPU3HAKU HEKOMNAKIMHO20 MUOKAPOAA /1e8020 KHceaydouKa, npu
cesilekmugHoll KopoHapozpaguu — 3amed.1eHue KOPOHAPHO20 Kposomoka. [layueHm noCMosiHHO NoJ1yvdem sie4eHue no
cepdeyHoll HedoCMamovHOCMu U de3azpezaHmel, €20 COCMOsIHUe 0cmaémcs cmabu/ibHbIM 8 meveHue 4 1em Hab I 0eHUsl.

Kno4yeBbie cnoBa: HEKOMMNAKTHbI MUOKapa JIeBOro Xesayno4yka, kapanomuonatus, Herlipogubpomaros 1-ro tuna,
KOpOHapHas annarauus
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The article describes the observation of a child with a very rare combination of noncompact left ventricular myocardium
and coronary dilatation in type 1 neurofibromatosis (NF 1). The first of these complications, undifferentiated cardio-
myopathy, also known as noncompact myocardium, is not described in combination with NF 1 in available literature,
although cases of hypertrophic cardiomyopathy in patients with NF 1 have been previously reported. Dilatation of the
coronary arteries also refers to infrequent manifestations of vascular pathology against the background of neurofibro-
matosis, and the combination of all three signs (NF 1, noncompact myocardium and coronary dilatation) has not yet
been reported by other authors. When examining the patient, we found the characteristic signs of NF 1 (foci of “coffee”
pigmentation on the skin, multiple nevuses, fibroids of the forearm, cognitive disorders), electrocardiogram features of
left ventricular hypertrophy, negative T-tooth and ST-segment displacement 1 mm below the isoline in Leads V4-6, in
echocardiography - pronounced trabecularity, thinning of the compact myocardium layer and a “spongy myocardium”
in the region of the left ventricle apex, dilatation of the coronary arteries.

With magnetic resonance imaging, signs of noncompact myocardium of the left ventricle were found, with selective
coronary angiography - slowing of the coronary blood flow. The patient receives the permanent treatment for heart
failure and aspirin, his condition remains stable for 4 years of follow-up
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BBEAEHUE CUTCS K HeKJacCUUIUPYEMbIM, COIVIACHO JaHHbIM

HekoMmakTHBIU MHUOKapJ JeBOTO0 eJayLo4Ka B0O3 1995 r. [12] XapaKTepHSyeTCH MaToJIOTUYECKOH
(HMH}K) - pelkas (bopMa KapJMOMUONATHUH, OTHO- FI/IHepra6eKyJIHpHOCTb}O MHUOKapAga CO CHUXXeHUuEeM
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ero CoOKpaTuTesbHOU crnoco6HocTu. HMJIXK MoxeT
ObITb HAC/1eICTBEHHBIM 3260/IEBaHUEM C Ay TOCOMHO-/10-
MHHaHTHBIM THIIOM Hac/e[l0BaHUS WJIH CLelJIEHHbIH ¢
X-xpomocomou. Kpome Toro, HMJ/I?K MoxkeT Tak»ke 6bITh
pe3y/IbTaTOM CIOHTAHHbIX MyTalui B 15 renax [12, 15],
yTo cocTtaBsseT 60-70 % oT o6liero yucaa caydyaen
aToro 3aboJsieBaHusa [7]. BelsiBJieHHble reTeporeHHbIe
MyTalMU B reHax capkoMepa UAeHTUPUIMPOBAHbI KaK
[P HeKJIacCUPUUUpPyeMon KapJHOMHONIATHH, TaK U IPU
Apyrux GopMax — AUIATALMOHHOHN U TUIepTPodHUIeCcKOH.
B psje nccieoBaHui onMcaHbl CJlydau U30JIMPOBAHHOTO
HMJIK, a Tak»ke B coueTaHUU C BPOXKAEHHBIMU IOPOKa-
MU cepAlia, pa3/JIMYHbIMU FTeHeTUYeCKUMU CUHAPOMaMH,
HeUpOoMbIlIeYHbIMU 3a60JieBaHusiMU [10]. OnvcaHus ciy-
yaeB HEKOMIIAKTHOI'0 MHOKapZa y JileTel B IuTepaType
npe/iCTaB/IeHbl HEGOJIBLINM YUCIOM My6nKauui [7, 15].

HelpodubpomaTos 1-ro tTuna uau 60Jie3Hb Pe-
kyauHrxay3zeHa (H® 1) - ato ogHo u3 HauboJsiee pac-
NPOCTPaHEHHbIX HACJeACTBEHHbIX 3a00/1eBaHUH,
BcTpevaeTcsa y 1:3000 HacesieHUs], HE3aBUCHUMO OT MoJia
Y HallMOHAJIbHOM NMpPUHAAJIEXKHOCTH [19], uMeeT ayTo-
COMHO-IOMUHAHTHBIA TUIN HacJeJO0BaHUSI C BbICOKOH
[IeHeTPAHTHOCTbIO U BapHabeIbHON SKCPEeCCUBHOCTDIO.
[eH, 0TBeTCTBEHHBIH 32 pa3BUTHE JAHHOT0 3a60J1€BaHUS,
JIOKaJIM30BaH Ha xpoMmocoMme 17q11.2 [4]. OH o6snazaeT
OJIHUM U3 CaMbIX BBICOKHX IT0Ka3aTeseld CIOHTAaHHBIX
MyTallMi CpeJii BCEX reHeTHYecKux 3abosieBaHui. Co-
OTHOILEeHHE 6OJIbHBIX, UMEIOLIMX B CEMEHHOM aHaMHe3e
cay4yau HelpodpubpomMaTo3a, U 60JIbHBIX CO CHOHTAHHOU
MyTanuei, cocrapisieT 1:1 [3]. C 3TUM CBsI3aH BbICOKUH
nosuMopdusm penoruna [6].

KappauoBackysnsipubie pacctpoiictBa npu H® 1 Ha-
6stoparoTca y 15,3 % 60/bHBIX [5], cpefi HUX TUIIMYHBI
TaKue, KaK CTEHO3 KJIallaHa JIErOYHOU apTepuH, IpoJiarnc
MuTpasbHoro kianana (MK) [8]; apyrue Bpox/aéHHbIe
MOPOKHU CepALa WM runepTpodudeckas KapAHUOMHUOINA-
Tus [11]. Pexxe, B cTapiieM Bo3pacTe, MOXKET Pa3BUTbCS
JIéroyHas runepTeH3us U AuddysHoe HHTEPCTULMATBEHOE
nopaxkeHue JIErkux [14, 20]. Onvcanpl TakKe U3MEHEHUS
COCYZI0B T'OJIOBHOTO MO3Ta, [I0YeK, BeTBel AYyrd aopThl,
pasJyinyHble LiepebpoBacKy/IsipHble ocoxkHeHusa npu HP 1,
KOTOpble MOTYT UMeThb CepbE3Hble WU Jaxe GpaTaibHble
N0C/IeJCTBUA (HallpUMep, OKKJ/II03UM BHyTPEHHeH COHHOH,
Cpe/iHel MO3TOBOH WJIM IlepeIHel MO3roBOU apTepuii [13,
16]. EcTb Tak>ke cO061eHHs 06 3KTA3UU LiepebpaTbHbIX
apTepui: 3KTAa3UU U BHYTPUYEPEINHbIX aHEBPU3MAX,
KOTOpble BCTpeyaroTcs vaiie y jiun ¢ HP 1, yem B o61eit
nonyssauuu [10, 18]. OgHaKo B MUPOBOU JIMTEpaType HaM
y[a/10Ch HAMTH JINLIb /1Ba ONMCAHUSI IaTOJIOMU KOPOHAp-
HbIX apTepuii npu H® 1y nereit [2, 21].

B cBA3M ¢ 3TUM 60JIbIION MHTEpeC NpeACcTaBasaeT
KJMHUYECKOoe HabIoeHue pebéHKa ¢ HEKOMIIAKTHBIM
MHOKap/IOM U KOPpOHApHOU JuiaTanueit Ha ¢one HD 1.

OnucaHue KJIMHUYECKOro cay4as

Manvuuk P./]., Bo3pacT 5 JieT, NOCTyNHUJI B OT/IeJIEHHE
KapAHOJIOTUH [IeTCKOM 06/1acTHOM 60JIbHULBI T. UpKYT-
ckaB 2013 r. BnepBble € 10/103peHreM Ha MHEKLMOHHbBIN
3HJOKAPJHUT C IOpaXKEHHEM MUTPAbHOTO KJIallaHa, He-
nocratouHocTb MK 3-4 cT. [Ipu nmocTyn/ieHuu »Kayio6bl
- Ha CyXOM KallleJb, OJbIILIKY, TOBBIIIEHHYI0 NOTJIHUBOCTD,
anxopa Ky o 38 °C. Ha peHTreHorpaMMe rpyZHoOM KJaeT-
KU 10 MECTY KU TeJIbCTBA JJOKYMEHTUPOBAHbI NPU3HAKHU

IIHeBMOHMH, KapAuoMeraaus. [Ipy MyJbTUCIIUPaTIbHOR
koMnboTepHOU ToMorpaduu (MCKT) rpysHO# KieTKu
Y OPOHXOCKONUU JJUAarHOCTHPOBAHbl LUJIMHPAYECKUE
GpPOHX03KTa3bl B S5 paBoro JIErkoro, S8 JiIeBoro JIErko-
ro, BeposITHO Ha QOHe JaBHEr0 MHOPOJHOTO TeJa (1Apo
KeZpoBoro opexa). i3 aHaMHe3a: HacJe/[CTBEHHOCTb He
oTAroleHa, pusudeckoe U JBUraTejJbHoe pa3BUTHe 110
BO3pACTY, B IePBbIE 2 F0/ja )KU3HU CTPaLaJl aTOMHUYeCKUM
JlepMaTuTOM. PecniupaTopHble 3a60J1eBaHus 2-3 pasa B
rofi, O4HOKPATHO GPOHXHUT.

[Ipu nocTyn/ieHuy o6paljaii BHUMaHKe [ BUTaTe lb-
HOEe pacTOPMO>KeHHOCTb, yMepeHHble KOTHUTUBHbIE pac-
CTpOMCTBa, oyaru «KopeHHOW» NUIrMEeHTalMK Ha KoXe
IPyJH, ®KUBOTA, KOHEYHOCTEH, MHO>KeCTBEHHbIE HEBYCHI,
He6osblIasg ¢prbpoMa JIeBOro Npensieybs, reMopparu-
YyecKasi ChIIlb Ha Koxke. B JIErkux ociabsieHue JibIXaHUs
crpaBa 0 3aJHel MOBEPXHOCTH, XpUIbI CIpaBa Mo/,
sonatkou YJ] 28/muH. ToHbI cep/illa pUTMUYHBIE, TJIy-
XHe, yM cCUCTOo/IMYecKui Ha Bepxyke. YCC 120/MuH.
YBesinueHa nedeHb +3 cM, cesle3€éHKa +2 cM. B aHasnse
KpOBH JIeHKOIUTO3 22 x 10°/J1, JIeBbIN CIBUT, TPOMGO-
uto3 498 x 10°/s1, CO3 30 MM B yac. Bo36yaurenb u3
KpOBHU Npu noceBax He BbiAesieH. Ha OKI' putm cuny-
COBBIH, yMepeHHas1 CHHYCOBasi TaxUKapAus, MIPU3HAKHU
runeptpoduu seBoro xeaygouka (JI2K), orpuuareibHbIN
T-3y6en u cMeleHue ST-cermeHTa HAa 1 MM HUXe H30-
JIMHUMU B OTBeJleHUsIX V4-6.

[Ipu ponmepaxokapauorpaduu (anmapat Philips
iE33 XMATRIX) cTBOpKM MUTPaJILHOTO KJIalaHa yToJI-
IleHbl, MPU3HAKU BereTalui Ha mepejHed CTBOpKe
MK, muTpanbHada peryprutanusa peryprutayus 3-4 ct.,
NpU3HAKKW HEKOMIIAKTHOro MUoKapza JIXK co cTopoHbl
BEPXYIIKU B BUJe «ITUYEJUHBIX COT». /luamMeTp jeBoi
kopoHapHo# aptepuu (JIKA) 0,377 cm (o Z-scores
3,39), npaBoit kopoHapHo# aptepuu ([1KA) 0,277 cm (o
Z-scores 1,55), 1Ba OCYMKOBaHHBIX y4yacTKa BbIIIOTA B
nepukap/ze 6Jirxe K Bepxyluke cnpasa g0 0,49 cM v ciieBa
o 0,36 cM, cofiep:KMMOe «IIpo3pavyHoe» C 3JieMeHTaMU
opraHusanuu. YpoeHb TpononuHa 0,004 Hr/mu (HopMa
0,01 ar/mu).

JluarHoctupoBaH HHQEKIIMOHHBIN 3HA0KAPAUT C
nopaxxeHueM MK, peryprurtauust Ha MK 3-4 cT.,, ocymMmKo-
BaHHBIM NepUKapAUT, GOH — KapAUOMUONATHUSA HEKJIac-
cuduunpyemas (HEKOMIAKTHBIM MUOKap[), AUIaTaLUs
JIeBO KOPOHApHOU apTepuu, HelpodubpomaTos 1-ro
THUIIA, OCJI0KHEHUS — 3aCTOMHas cepAevyHass HeJoCTa-
TouHOCTh (CH) 4-ro dyHknuoHanbHoro kiaacca (PK),
COMYTCTBYIOIee 3a60JIeBaHHE — THOMHBIN 9HZ0OPOHXUT
Ha ¢oHe MHOPOAHOTO TeJsla 6POHXa, IOKaJIbHble LIUJINH-
Jipudyeckre GpOHX03KTa3bl B S5 mpaBoro Jiérkoro, S8
JieBoro Jiérkoro. [losy4asn nedTprakcoH B/B 4 Hefesy,
¢dypocemu/; 2 Mr/Kr/cyT., acnupuH 5 mr/kr/cyrt., Bapda-
puH. [locjie 3TOro McYe3 M INX0PaiKa, Kallesb, TaXxuKap-
JlWsl, OABILIKA, FeNaTOCI/IeHOMEralus, reMopparuieckas
ChIIIb HAa KOXe, aHaJIu3bl KPOBY HOPMaJIM30BaJIUCh,
cHu3unack peryprutanus Ha MK o 1-2 ct. CoxpaHuics
JIOKQJIbHBIM y4acTOK BbINIOTA B lepUKap/ie, yMepeHHas
nuatanus JIKA u [1KA, u3aMeHeHUsI MMOKap/a B 06J1aCTU
BEPXYLIKK U 60K0oBOU cTeHKH JIXK Ha ypoBHE BepxHel
TPEeTH MEXOKeNyJ0YKOBOU MeperopofKu B BUJE «COT»,
Ha KT rny6okuii orpunaTenbHbli T-3y6el 1 cMeleHre
cermeHTa ST HMXKe U30JUHUU.
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B 2014 r. nagueHT o6¢nenoBad B HUU kapauosiorun
r. ToMcK: npy MarHUTHO-Pe30HAHCHOU ToMorpaduu
(MPT) cepzua JOKyMeHTHPOBaHbl IPU3HAKH HEKOMIAKT-
HOTO MHOKap/ia B 06/1aCTH 6GOKOBOW CTEHKH, BEPXYLIKU
JIK. CesiekTHBHAs KOpoHaporpadus 06GHapyKu1a 3aMe/I-
JIeHHbIY KopoHapHbIX KpoBOoTOK B JIKA u [IKA. [Tpu MPT
r0JIOBHOI'O MO3Ta: HOBOOGPA30BaHUH, NAaTOJIOTUYeCKUX
M3MeHeHUH COCY/l0B FOJIOBHOTO MO3ra He BhISIBJIEHO.

[Ipu moBTOpHOM O6cCaenoBaHuU B O6aacTHOU
JleTCKoU GoJsibHuUIle T. MpkyTcka B 2016 r.: ©U3MeHeHUsI
KOXH U pa3Mep puOpoMbI 6€3 AUHAMHUKH, KaJ00bI HA
OJIbILIKY MpPH GU3UYECKUX HATPy3Kax Bbllle 0GbIYHOM.
Ha nosTopHoit MCKT rpygHoOH KJIeTKH GPOHX03KTA3bI
He o6Hapy»xeHbl. Ha IKI' coxpaHsI0TCcs IPpU3HAKU TUIep-
Tpoduu MUOKap/a JeBOro xesyzfodka U fenpeccus ST B
COYETaHUH C OTPULLATENbHBIM 3y61,0M T B OTBeeHUsX
V2-V6, makcumanbHas fenpeccus ST B V4 no 1,1 mM. Ha
Ix0-KT' - runepTpodus Muokapia BepxyILIKU JeBOTO
JKeJlyZl0uKa U MPHU3HAKKW HEKOMIAKTHOIO MHUOKap/a B
o6usiactu Bepxyiku JIXK, nposianc MK ¢ perypruranueit
2- ct., gunaranus JI2K, He6obLIOW OCYMKOBAaHHBIN
BBINOT B nepukapge, auiatanus JIKA 0,377 cm u [TIKA
0,36 cM, cyIIJIOTHEHHEM CTEHOK. B IMHaMuKe Au/1aTalus
JIKA B HacTos1ee BpeMs He uKcrpyeTcs (MpU OLeHKe
1o ukaJe Z-scores ymennuenue c 3,39 o 1,34), Ho no-
saBuack aunaTtauus [IKA c HapacTanueM fuaMeTpa 1o
Z-scores ¢ 1,55 no 2,38. [Ipu 3TOM NpU3HAKHU CEpJleYHOU
HEeJIOCTAaTOYHOCTH BbIpa)keHbl yMepeHHO (2-U PK).
[TosryyaeT sieueHue pypocemMu/ 1 Mr/Kr/cyT., BEpOIINH-
poH 1 mr/kr/cyT., ateHosion 0,25 Mr/kr/cyT., acnupuH
50 mMr/cyT.

SAKJTIO4YEHUE

JlaHHOe KJMHHUYeCcKoe HabJlofieHue NpesCcTaBsieT
HCKJIIOYUTENbHBIM UHTEpPEC BBUY COYETAHUSA peJi-
YaWlIUX NposiBJeHUH HeHpopubpomartosa 1-ro Tuna
- KapZJMOMHUOINATHH, UMEIOLIEN YePThI HEKOMIIAKTHOTO
MHUOKap/la ¥ JIOKaJbHOU runepTpodpuu B 06J1acTH Bep-
XYLIKH, a TaKXe JuaTalMd KOPOHapHbIX apTepuil. O
MEePBOM M3 3THX OCJIOXKHEHUH — HeKJIacCUPUIIUPYeMOU
KapAMOMHUOIATHH, U3BECTHOU TaKXKe M0J| Ha3BaHUEM
HEKOMIIAaKTHBIM MHUOKap/, Npu HelpodubpomaTose
1-ro THNA B IOCTYNIHOW HaM JIMTePaType COOOIIeHUH He
Hal/leHo, XOTs CJIy4yau runeptTpodruyeckoi KapAuoMHUO-
natvu y nanueHToB ¢ H® 1 6b11u onucansl panee [11].
JunaTtanysa KOpoOHapHbIX apTepyui Toxe MPUHAJIeKUT
K YMCIy 04eHb peJkux ocsoxkHeHU HO 1, 1, BeposaTHee
Bcero, 6y/ieT onpeiesaTh IPOTrHO3 JAaHHOIO MALMEHTA,
MIOCKOJIbKY, PE3y/IbTaThl HAGJII0/J€HHS TOJTHOCTBIO COOT-
BETCTBYIOT JaHHbIM UMEIOILMXCA B JIUTepaType My6/I1Ka-
MU Ha 3Ty TeMY. B KaXK/JOM U3 [IByX ONMCAHHBIX CJIyIaEB
3a60J/1eBaHME OCJIOXKHSIETCS Pa3BUTHEM MHOXECTBEHHBIX
KOPOHApHbIX aHeBpu3M [21] ¥ BHe3anmHOU cepieYHOU
cMepThio [17]. CoueTaHHe HEKOMMAKTHOTO MHUOKap/a
C JvylaTanye KOpoHapHbIX apTepuil y pe6énka c HO 1
10 OCTYNHBIM HaM JINTePAaTyPHbIM JJaHHBIM, He ObLIO
OTIKCAHO /10 HACTOSIIIET0 BPEMEHH.
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