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Ho 80-90% marreHTOB ¢ cMHApOoMOM HyHaH MMEIOT M3MEHEHHs CepAedHO-COCYIUCTOH CHCTEMBI, cpeau KoTopbix a0 30% co-
craBistoT kKapauomuonarun (KMII), B wactaocty runeprpodpudeckuit penorun ('KMIT). Jleuenne KMII npu cunnpome Hynan
MIPOBOIUTCS B COOTBETCTBUH C KIIMHMUECKUMH PEKOMEHIAIMAMH TI0 JIEICHHIO XPOHIUIECKOi cepeunoi HepocrarouHocTr (XCH)
u KMII. Xupypruueckoe neuenune nporpeccupyrouieil XCH Ha pone 06cTpyKINH BHIBOJHBIX TPAKTOB JKEITyA0YKOB M MUTPaIbHON
HEJJOCTaTOYHOCTH MOXKET OBITH METOZIOM BEIOOpa. B 0030pe mpercraBieH Hall ONBIT IPOBEACHHUS ceNTaNnbHOH MuoskToMun (CM)
y nereii ¢ ooctpykTuBHOU popmoii 'KMII B ctpykType cunapoma HyHas.

Ieas padorsr — onpexnenuts 3¢ dexrnBHocTs CM 'KMII y nereii ¢ cuaapomom Hyhan.

Marepuaibl 1 Metoabl. [IpuMeHeHs! KIHMHIYECKHE (COOp CeMEHHOro aHaMHe3a, OCMOTp MalueHTa), JabopaTopHbIe (ompene-
JIEHUe ypOBHs Harpuilypernyeckoro nentuna — NT-proBNP), uncrpymenranbHbie (3xokapanorpadust), anekrpokapanorpadus
(OKT'), cyrounoe morutopupoBanue JKI, peHTreHorpadus opraHoB rpyJHON KIETKH) U MOJEKYIIPHO-TEHETHIECKHE METOMBI C
HCTIONb30BaHUEM TEXHOIOTHH MacCOBOTO MapalliebHOro cekBeHupoBanus (NGS) i mpsMOro aBTOMaTHYECKOTO CEKBEHHPOBAHHS
o Coanrepy. [lokazanus s CM ObUTH ONpeNeNieHbl B COOTBETCTBHU C PEKOMEHIAIIMSAME IO THAarHOCTHKE U Jedenuto [ KMII y
B3POCITBIX.

Pesyabrarsl. 113 48 nauuenTos ¢ cungpomom Hynan CM Obiia npoBeznena 7 getsm ¢ cunapomom HyHan u 1 — ¢ cuapomom
Hynan ¢ muoxxectBeHHBIMH J1eHTUTO (cuuapoM LEOPARD), n3 Hux 2 manmeHTam norpeboBaoch yCTpaHEHHE OOCTPYKIMU BBI-
XOIHBIX TPAKTOB 00OUX JKEIYJOUKOB C MOCIEAYIOMEH MIACTUKON BBIBOAHOTO OTJENA MPaBOTO KETyHAoduKa U KiarnaHa JETouHOH
aprepuu. COITyTCTBYIOIIME XUPYPIrHIECKHEe MaHUITYIISIIIMY BKIIIOYAIHM IIPOTE3NPOBAHNE a0PTAIBHOTO (7 = 1) M MHTpPAJILHOTO KJIa-
MaHoB (7 = 2), IMIUIAaHTALUIO IEKTPOKAPIUOCTHMYNIATOpa (7 = 1) B paHHEM IIOCIICONIEpallMOHHOM Tiepuoze. Uepes ron y Beex
00NIbHBIX 3aKCHPOBAHO YMEHbIIICHHE conepikanus B kpoBu NT-proBNP Gosee yem B 4 pasa co cpeanero 3HadeHus 16 198 nr/mi
70 3865 nr/mi, 3HAYMMOE YTydIIeHHEe CaMOYyBCTBHS, KYIIMPOBAHHE OAIBIIIKH, TIOBBIIICHHE TOJIEPAHTHOCTH K (PU3MUECKUM Harpys3-
KaM, ylTy4IleHHe ImoKa3arenei (u3nuecKkoro (Bec, pocT) U pedeBoro pa3sutus. [Ipu aHanuse napameTpoB 3XoKapAnorpaduu yepes
1 rox mocie CM oTMedeHa HOpMaT3aLust pa3MepoB 000HX TIpeacepanii y 4 nereil, yMeHbIICHNE BBIPQKEHHOCTH N30IMPOBAaHHON
JWJIATAINHN JIEBOTO mpeacepaust — y 2. GopMHUpoBaHUs TOBTOPHOIT 0OCTPYKIIUH HE OTMEUEHO.

3axiaouenne. [KMIT MmoxeT ObITh B CTPYKType HACJISACTBEHHBIX CHHAPOMOB, TaknX kak cuuapom Hynan. CM moxeT ObITh IpH-
MeHeHa y JieTeii ¢ curapomoM Hynan B ciryuae nporpeccupytomeit XCH Benencreue o6ctpykruBHO# hopmsr KMIT.
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opom Hynan ¢ mnoowcecmeennvimu nenmueo (cunopom LEOPARD)
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About 80-90% of patients with Noonan syndrome have changes in the cardiovascular system, 30% of which include cardiomyopathy,
hypertrophic phenotype in particular. The treatment of cardiomyopathy patients with Noonan syndrome is carried out according to the cli-
nical recommendations for the treatment of chronic heart failure (CHF) and cardiomyopathy. Surgical treatment of progressive nature of
heart failure with left ventricular outflow tract obstruction and mitral regurgitation can be one of the possible methods. The review presents
our experience with septal myectomy (SM) in children suffered from hypertrophic obstructive cardiomyopathy with Noonan syndrome.
Objective. To assess the efficiency of septal myectomy in children suffered from hypertrophic obstructive cardiomyopathy with
Noonan syndrome.
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Materials and methods. Clinical examination (family history, patient examination), lab tests (NT-proBNP level), echocardiogra-
phy, electrocardiography, Holter monitoring, Chest X-rays and molecular genetic methods using mass parallel sequencing (NGS)
and direct automatic Sanger sequencing. The indications for the SM were determined according to the clinical guidelines for the
diagnostic and treatment of hypertrophic cardiomyopathy.

Results. 7 patients out of 48 with Noonan syndrome underwent SM and 1 with Noonan syndrome with multiple lentigo
(LEOPARD). Two of them required the removal of obstruction of the outflow tracts of both ventricles, followed by plastic removal
of the right ventricle and pulmonary artery valve. Related surgical interventions included aortic (n = 1) and mitral valves (n = 2),
permanent pacemaker (n = 1) in the early postoperative period. After a year, all children recorded a decline of NT-proBNP from
the average of 16,198 to 3,865 pg/ml, a significant improvement in health, disappearance of shortness of breath, increased physical
activity tolerance, improved physical (weight, growth) and speech development. When assessing the dynamics of the Echo parame-
ters 1 year after the SM, normalization of the size of both atria in 4 cases, reduction of severity of isolated dilation of the left atrium
in 2 cases was noted. No cases of repeated obstruction have been reported.

Conclusion. Hypertrophic cardiomyopathy (HCM) can be in structure of hereditary syndromes such as Noonan syndrome. Septal
myectomy (SM) can now be used in the case of progressive nature of heart failure with left ventricular outflow tract obstruction in
children with Noonan syndrome.

Keywords: septal myectomy; hypertrophic cardiomyopathy; Noonan syndrome; RAS-diseases; Noonan syndrome with multi-

ple lentigo (LEOPARD syndrome)
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BBenenue

TEH SIBJIICTCS BOXKHOM 33Jja4ueii, T.K. HeKoTopbie Gop-

MBI IaTOJIOTMH CEplla MMEIOT IMaTOr€HEeTHYECKOoe
neueHue. [uneprpodus Muokapna y nereil MOXer ObITh
KaK CJEJCTBUEM Neperpy3kd IaBjeHHEM W HaOmiomaTbes
IIPU apTepUaIbHON I'MIIEPTEH3UH, KOApKTalluKd aopThl, TaK
¥ TIPOSIBJICHHEM NAaTOJOTHH MHOKapAa B CTPYKType Kap-
muomuonatnu (KMII) ¢ rumeprpodmueckuMm (eHOTHIIOM
(FKMII). B GonpmmnacTBe cmyyaeB 'KMII cBsizana ¢ my-
TalUsIMH B T'€HaX, KOAMPYIOIIUX CAapKOMEPHBIE U HEKOTO-
prie HecapkoMepHble Oenku [4, 5]. KnuHuueckast kapTuHa
'KMII y nereii BapuabesabHa: 0T 06CCUMITOMHOTO TEUEHUS
(cmy4an TUarHOCTHUKHU ITPU CKPUHUHTOBOM OOCIIEIOBAHUM),
JI0 TSKENOW MPOrpecCUpPYIOMIE XpPOHUYECKOW cepaedHOn
HenoctatouHocTH (XCH), >KHM3HEYrpoXKarolluX apUTMHUH
WM BHE3aITHOW CEpIIeYHOM CMEpTH, KOTOpasi MOXKET OBITh
MIEPBHIM U €AMHCTBEHHBIM IpOsiBIICHUEM Oone3Hu [1-3].

B 35-46% cny4aeB rumepTpodus MHOKapia acCOLHU-
pOBaHa ¢ FeHETHYECKHMH 3a00J1€BaHUSIMHU, «(PEHOKOMUSIMH
'KMII», koTopbie OTIMYAOTCS NaToQHU3NOIOTHEH, KIU-
HUYECKHUM TE€YEHHWEM M TakTHUKoH jeuenus [4, 5]. K takum
(opMaM IATOJIOTUU OTHOCATCS, B YAaCTHOCTH, CHHAPOMBI
n3 tpynnsl RAS-marmif, wacrtora BCTpe4aeMOCTH KOTO-
peix coctaisier okono 1 : 1000 [6-8]. RAS-marun — 310
rpynmna (EHOTUIMHYESCKH CXOXHX TeHETHYECKUX CHUHIPO-
MOB, BBI3BaHHBIX MYyTalllsIMU B T€Hax, Koxupyromux RAS/

@ epuduKkaius ree3a runepTpodur MUOKapaa y Je-
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MAPK-curnansHblii MyTh, OTBETCTBEHHBIN 3a mpoiudepa-
1o, 1upGepeHIupPOBKY, CTApEHHUE U alloNTO3 KIETOK B IM-
OprOHATFHOM U TIOCTHATAILHOM Tiepronax [6, 8]. CaMbiMu
yacTeIMH B rpynne RAS-maruit sBisrores cuaapom HyHnan
u cuaapoM HyHan ¢ MHO)KECTBEHHBIMH JICHTUTO (CHHIPOM
LEOPARD), xotopbie mpencTaBisiioT co0Oi asuieibHbIC
BapHaHThl MATOJIOTHH, BbI3BAHHBIE PA3HBIMU MYTALMSIMH B
reHax PTPNI11, RAFI u BRAF [9]. ®enotunuyeckue mpo-
ABJICHUS 3THX CHHIPOMOB BO MHOTOM CXO)KH, HO U UMEIOT
psan otnuumii [9-11]. Mi3mMeHeHHs co CTOPOHBI ceplua Mmpu
cuapomMe HyHaH MoryT OBITH IpeACTaBIEHbI IOPOKaMH
cepaua u KMII, koTopeie CyIIECTBEHHO BIUSIOT HAa Kade-
CTBO W MPOIOIKUTEIIEHOCTD XM3HU. B oTmmume ot ['KMII,
00ycItoBNIeHHOU capkoMepHbIME MyTanusmu, st [ KMIT B
crpykrype curapoma Hynan u Hynan ¢ MHOXKeCTBEHHBIMU
JICHTHUTO XapaKTePHbI 00Jiee BRIPAXKEHHAs, YACTO OUBEHTPHU-
KyJIsspHasg Tuneprpodusi Muokapaa U OOCTPYKIHS 00OuX
JKEITYJIOYKOB, YTO 3a4acTyl0 IPOSBISETCS BBIPAKEHHBIMH
cumrrromamu XCH [12].

Jleuenne nanuenTos ¢ 'KMII HarpaBiieHO Ha yMeHbIIIe-
HUE BBIPAKEHHOCTH KIIMHUYECKUX CHMIITOMOB, TIOBBIIIICHIE
TOJICPAHTHOCTH K (DU3MUECKUM HArpy3kam W TIPOIOJIKH-
TeIbHOCTH XU3HU [3-5]. Cpenn mMenukaMeHTO3HOW Tepa-
UM B HACTOALIEE BpeMsl MpenaparaMy NepBOd JIMHUHU MIPU
I'KMII ocratorcst B-anpeHOONIOKATOPhI, OTPUIATENbHBIN
XPOHOTPONHBIA 3((EeKT KOTOPHIX HaNpaBieH Ha yMEHb-
LIEHUE AUACTOIMYECKOM AUCOYHKIMM 3a CU€T YIUIMHEHMS
Mepruosia JAUACTONMYECKOTO HAITONHEHHS JKEITyA0YKOB H
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YMEHBITIICHUS TEM CaMbIM uremun Muokappaa [3, 13]. On-
HaKO KOHCEpBATHBHAs Tepamnus 3a4acTylo Oe3ycIiellHa, W
npu pedpakrepaom teueHun [ KMII y gereit MoxkeT OBITH
paccMOTpEH BapHaHT XUPYPrUIECKOro JEUSHUS] — BBIMOI-
HeHHe cenTanbHoi Muoskromuu (CM) [3, 13].

MarepuaJjibl 1 METOAbI

O6cnenoBaHo 326 nerei, HapaBIEHHBIX C AMArHO30M
I'KMII, B nepuon ¢ 2012 no 2021 r. MonekynspHO-TeHEeTH-
yeckas AMAarHocTuka Oblia IpoBefeHa 223 mauueHram, u3
KOTOPBIX Y 79 OBLTH BBISIBIICHBI HYKJICOTHIHbIC BAPUAHTHI B
HECapKOMEpHBIX T'eHax, acconurnpoBaHHbix ¢ [ KMII (peno-
xorun). B rpynme ¢penokonuii y 48 mnetell AMarHOCTHPOBAH
curapom Hynan. Tema u auzaiiH paGoTsl ObUTH 0ZOOPEHBI
HE3aBUCHMBIM JIOKaJIbHBIM 3THYECKHUM KOMHUTETOM. Bee po-
JIUTENN TIOANUCHIBAN JT0OPOBOILHOE HMH()OPMUPOBAHHOE
corviacue Ha MPOBEECHHE UCCIEA0BAHUI.

MounekyJipHO-T€HEeTHYEeCKOe UCCleloBaHHEe ObUIO Mpo-
BEICHO METOAOM MAacCCOBOTO MapajuIeIbHOTO CEKBEHUPO-
BaHWS C NPHMEHEHHWEM TaHeNH T'eHOB, pa3pa0doTaHHOW B
J1a00paTOPUK MOJIEKYJISIPHOW TeHETHKH U MEAMIIMHCKOM Te-
Homuku OTAY «HMUL] 3nopoBss nerei» Munsnpasa Poc-
cun U B 1 ciaydae B naboparopuu Health in Code, Mcnanus.
Bbimn uccnenoBanel TapreTHble 00JaCTH FeHOMa YeJIoBeKa,
BKJIIOYAIOIUE KOAMPYIOIIME U IPWIEraroliue UHTPOHHBIE
obmactu 400 reHOB M3 KapJUOIOrHYECKOH MTaHelu, pa3pado-
TaHHOW Hamu panee [14]. Haiinennsle BapuaHTHI HcCiIeno-
BaHHBIX T€HOB TMOJ[BEPrad OMOMH(POPMATHIECKOMY aHaJH-
3y, HCIIOJIB3Ys TporpaMMHoe obecrneuenue «Alamut Batchy
n «Alamut Focusy» («Interactive Biosoftware»), a Taxxe
BaNMAALMN METOJOM JBYHAIIPABICHHOTO CEKBEHHPOBAHHMS
no CoHrepy. AHanu3 paHee HEOMUCAHHBIX BApUAHTOB IPO-
BOJMWJIM C MOMOLIBbIO KOMIBIOTEPHOU IporpamMmsl «Alamut
Visual» («Interactive Biosoftware») n pykoBoacTBa 1o uH-
TEpIpeTallMy JaHHBIX MOCIEI0BATEIbHOCTH HYKJICOTHIOB
JIHK denoseka [14]. OueHKy KIMHHYECKOW 3HAYMMOCTH
OINMCAHHBIX TEHOMHBIX BapHAHTOB JaBajH HA OCHOBaHHH
0a3bl naHHbIx MyTanuii yenoBeka HGMD Professional [15].

Becem neram mpoBemeHsl 3xokapauorpadus (9xoKI)
Ha anmapare «Vivid E9» («GE Healthcarey), anexkrpokap-
nuorpadus (OKI') Ha 12-kaHambHOM 3MeKTpOKaparorpade
«Mortara ELI 350» (CILIA), cyroyHO€ MOHHTOPUPOBAHHE
OKT mo Xontepy (XM-2KI') ¢ moMompio TpexkaHaIbHO-
ro npubopa «Schiller AR4»/«Oxford Medilog» (Bemwko-
OpuTtaHusi), peHTreHOTpadus OpraHOB TPYAHOW KIIETKH C
OLIeHKOH KapauoTopakaisHoro nuaekca (KTU) Ha penTre-
Horpaduueckoil ycranoBke «ltalray Clinodigit» (Mtamus),
onpeneneHne colepKaHus B KpoBU N-KOHIIEBOTO (hparMeH-
Ta MO3roBoro Harpuiyperuueckoro nentuaa (NT-proBNP)
C IOMOIIBI0O HUMMYHOXMMHUYECKOTO aHalu3a Ha Impubope
«MiniVidas» («bioMeriux»).

HyTtpurtuBHblil cTaryc manueHToB (Macca W AJIMHA Te-
na, UMT) orneHuBaIy Ha OCHOBAHUU OTKJIOHCHUS WH/IWBH-
IyalbHBIX TIOKazaTedel (Z-scores) OT CpemHero 3Ha4eHUs
JUIA JaHHOW TOMYJSLMH, AENEHHOI0 HA CTaHAAapTHOE OT-
KJIIOHEHUE CPEIHEro 3HAYeHUs, C MOCIeAYIOmel OleHKOU B
nporpammax « WHO Anthro v. 3.2.2», WHO «AnthroPlus
2009 v. 1.0.4» [16]. [IpoBomunu aHamu3 aHTPOIIOMETPHYE-
CKHUX MHJEKCOB: Macca Tella/UTHHA TeJla JUIs IeTei 10 5 Jer,
HNMT/Bo3pact u pocT/Bo3pacT A JeTeH BCEX BO3PACTOB.
[o moka3aHusM MPOBOAMIACH KOHCYJBTAIHS CEPICUHO-CO-
CYIUCTOTO XUPYpra.

Bce monydeHHble naHHBIE 00pa0OTaHbl CTATUCTHYCCKH
C UCIIOJIb30BaHUEM MPUKIIAAHBIX ITporpamm «SPSS v. 23.0»
(«StatSoft Inc.»).

PesyabTarsl

U3 48 6onpHbIX ¢ cuHapoMoM Hynan CM Obuia npoBe-
neHa 7 netsim ¢ cuaapomoM Hynan u 1 — ¢ cunapomom Hy-
HaH C MHOXeCTBeHHbIMHU JIeHTUTO (cuHapom LEOPARD).

Kpurepuu ordopa nanuentoB Ha CM:

* nporpeccupyromas XCH Ha ¢poHe obcTpykumu omHO-

IO WIN 00OUX JKEITYIOUYKOB (TpagueHT Bhliie 50 MM pT.
CT. B BBIBOJHOM OTzee JeBoro kemynouka (BOJIDK)
u Bbime 45 MM PT. CT. B BBIBOJHOM OTEJIE TPAaBOTO
xenmynouka (BOITXK);

* HEJOCTaTOYHOCTb MUTPAIBHOTO KJlarnaHa 2—4 CTEINeHH;

* arpuomeranus Oonee 2 Z-score, HECMOTPS Ha MPOBO-

JUMYI0 MEITUKaMEHTO3HYIO Tepanuio -0nokatopaMu
W/WITY aHTHAPUTMHUYECKUMH TpernapaTamy.

Pomutenu Bcex aereil KalloBaJMCh Ha 3allepKKy (Gu-
3uueckoro pa3sutus u cumntomsl XCH. ¥V onHoro mamm-
€HTa cTapiuero Bo3pacta (14 jer) mpucyTCTBOBAIM TaKXke
XKanoObl Ha OIIYIICHUs HapyIICHUH CEepIeYHOTO PUTMa H
MpecuHKoNnaabHble cocTosHuA (Tadu. 1). [Ipu ananuze us-
MeHeHH coiepkanusi B KpoBu NT-proBNP y Bcex O0nmbHBIX
ObUIM OTMEUEHBI €r0 BHICOKHE 3HAUEHHS, OTPAXKAIOLIUE BbI-
paxenHocts XCH. Ananu3 napamMeTrpoB pU3NIECKOTO pa3-
BUTHS TTOKa3aJ1 3HAYNMBbIE U3MEHEHHS y 3 IETeH C TSKETBIM
teaenueM XCH: y ogHOoro ormedena nérkasi HEZOCTaTOU-
HOCTbH NATAHUS, Y APYTOr0 — yMepeHHasi XpOHHIECKas He-
JOCTaTOYHOCTh MTUTAHUS M Y TPEThero pedeHKa — Jérkas
3ajepkka pocra (Tadu. 2).

Kapaunomeranus BolsiBlieHa y Bcex mauueHToB. [1o maH-
HbIM Ox0KI' rpapuent gasnenust B8 BOJIK BaprupoBan ot
49 o 170 mm pr. c1., B BOIIDK — ot 27 no 132 MM pr. cr,,
HEJ0CTAaTOYHOCTh MUTPAIIBHOTO KIallaHa MPHUCYTCTBOBAJIA Y
7 nmere#l, TPUKYCIMUAAIBHOTO — y 2, aopTajbHOro — y 1.
VY Bcex aereit Oblia AMIaTanus JEBOTO MPEACEePIUs, H3 KO-
TOPBIX Y 4 — nuiaraus 000uX mpeacepani.

Ananus OKI' 1 XM-OKI' mokasain HaJlnyue eqUuHUYHBIX
JKEITYJOUYKOBBIX M CYNPAaBEHTPUKYIISPHBIX SKCTPACHCTON Y
7 nereii, MPOOEKKH KEITYIOYKOBON TaXUKapAMU U CyINpa-
BEHTPUKYJISPHBIX 3KCTpacucTosl y 1 U 2 MalMeHToB COOT-
BETCTBEHHO. HapyIeHus NpoBOISIIEH CHCTEMBI Cepiia
BKJTIOUamy: Onokany nepenunei sersu JIHIIT B 4 cnyyasx u
HenosHyto Onokany [THIIT — B 1, HapylieHus BHYyTpHKe-
JIyIIOYKOBOTO MIpoBeaeHust — B 3 (Tadur. 3).

VY Bcex ManUeHTOB OBLIM BBISBIEHBI NATOTCHHBIC Ba-
pUaHTBl B TE€TEPO3UTOTHOM COCTOSHUM B reHax LZTRI,
PTPNI1, SOS1, RAFI u RITI. BrisBneHHbIE BAPHAHTHI ObI-
71 BaluIupoBaHsl o CaHrepy y Beex aereil. Metogom npsi-
MOTO aBTOMAaTHUYECKOTO CEKBEHHPOBaHUs 110 CaHTepy TakKe
OBLUTH 00CIIEIOBAHBI POJUTENN — HH Y OJIHOTO U3 HHUX IATo-
TeHHBIX BapPUAHTOB HE BBISBICHO.

CM O6buta npoBeaeHa 8 AETAM, U3 HUX JIBYM MOTPeOO-
BAJIOCh YCTpaHEHHE OOCTPYKIIMU BBIXOAHBIX TPAKTOB 00OMX
JKETYI0OUKOB ¢ mocnenyromeit miaactukoir BOIDK u knama-
Ha 7n€rouHoi aprepuu. CONyTCTBYIOLIME XUpPyprUYecKHe
MaHUOYISALUM BKIIOYAJIM IPOTE3UPOBAHUE AOPTAIbHOTO
(n = 1) n MuTpanpHOTO (7 = 2) KIIAaHOB, UMILIAHTAILINIO
3JIEKTPOKapaAuoCTUMYJIsiTopa (1 = 1) B paHHEM mocieore-
panMoHHOM TepHozae. B mocieomnepanmoHHOM Tepruoae
OTCYTCTBOBAIN HMH(EKIIMOHHBIE, TPOMOOIMOOIUYECKIE
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Ta6bauma 1 / Table 1

Knununuyeckasi u MOJIEKYJISPHO-TCeHETHYECKasl XapaKTePUCTHKA NALUEHTOB

Clinical and molecular genetic characteristics of patients

S A— TTanuenrt / Patient
pSign 1 (manpamk / 2 (Manpuuk / | 3 (Manpumk / | 4 (Manb4uK / 5 (neBouka / 6 (Manbunk / | 7 (aeBouka/ | 8 (meBouka /
boy) boy) boy) boy) girl) boy) girl) girl)
MouJekyJsipHo-reneTnuyeckoe uccjenopanue / Molecular genetic research
Ten LZTRI PTPNI11 SOS1 RAF1 RAF1 RAF1 RITI LZTRI
Gene
HyxneorunHblii c.12594 > c.8364>C c.5084 > c.781C>T c.770C>T c.770C > ¢.321G>4 ¢.299T> G/
BapUaHT G/c.2051T> C ¢.299T >
Nucleotide
variant
AmuHOKMCIOT-  p.Q420R/p.1684T  p.Y279S p-K170E p-P261S p-S257L p-S257L p-M1071  p.VI00G/p.
HBII BapUaHT P28IL
Amino acid
variant
Ouenka Ilarorennocts  Ilatorennsiii Ilarorenssiii IlaToreHHsIH Iarorennsnii  Ilatorenssnii  BeposTHO BeposrHo
NaTOreHHOCTU ™ HEU3BECTHA Pathogenic ~ Pathogenic Pathogenic Pathogenic Pathogenic  naToreHHbIi HAaTOTCHHBIC
Pathogenicity Pathogenicity Probably Probably
assessment™® unknown pathogenic  pathogenic
Xupypruueckoe jedenue / Surgery
Bo3pacr nosis- IIpu poxneHuu IIpu IIpu [Ipu poxxnge-  Ilpu poxneHun IIpu IIpn IIpn
JICHUs1, XapaKTep aKpOLHaHO3, pPOXIECHUH  POXICHHH  HUM akponma- cuMmnToMbl CH,  poXueHHM — pOXACHHH — POXICHUH
Kanoo cumntombl CH  akpornuaHo3, axkpouuaHo3, HO3, CHMIITO- UBJ1 724 HENPEPBIBHO  HENIPEPBIB-  CHMIITOMBI
Age and nature At birth acro- CHUMITOMBI ~ CHMIITOMBI mbl CH Atbirth HF  penmauBupyro- HO penunu- CH
of complaints cyanosis, HF CH CH At birth acro- symptoms,  miast CBT, KD, Bupyromas At birth HF
symptoms Atbirth acro- At birth cyanosis, HF 72 hpulmonary = CHu JH CBT, K3,  symptoms
cyanosis, HF  acrocya- symptoms ventilation At birth PSVT, CHu JIH
symptoms nosis, HF VPCs, HF, RF At birth
symptoms PSVT,
VPCs, HF,
BF
Kano6sr IIporpeccu- IIporpec- Cumnromsl Cumnromsl IIporpeccu- IIporpeccn- Cummromsr  CHMNOTOMBI
Ha MOMEHT pyromas yromisie-  cUpyomas XCH XCH pytomass XCH  pyromas XCH XCH XCH
nposenenuss CM  MOCTb, OIIYIICHHUS XCH CHF CHF Progressive Progressive CHF CHF
Complaints HapylueHust putMa  Progressive  symptoms symptoms CHF CHF symptoms  symptoms
at the time of SM cepaua CHF
Progressive
fatigue, feelings
of heart rhythm
disorders
CuHkonanbHble/ —/+ —/- —/- —/- —/— —— /- —/+
TIPECHHKOIAIIb-
HBIC COCTOSTHUS
Syncopal/
pre-syncopal
states
Bospact 14 et 6 mec 7 Mec 2roma 4 Mec 2 roxa 8 mec 2 roga 4 mec 3 rona 1 rozx 10 mec 7 ner
Age 14 years 6 months 7 months 2 years 2 years 2 years 3 years 1 year 7 years
4 months 8 months 4 months 10 months
O0BéM CM BOJIX CMBOJDK CMBOJDK  CM BOJIX CM BOJIK, CM BOJI)K, CM BOIDK CM BOJIX
BMEUIATENIECTBA SM LVOT SM LVOT n BOIDK SM LVOT TIPOTE3UPOBaA- IIPOTE3U- SMRVOT SMLVOT
Surgical scope SM LVOT HHUE MUTpPAJIbHO- poBaHue
and RVOT TO KJIaraHa MUTPAJILHOTO
SM LVOT pros- KJiaraHa
thesis of mitral SM LVOT
valve prosthesis of
mitral valve

IIponomxkenue tadu. 1 cM. Ha ctp. 100.
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OPUIMMHANBbHLIE CTATbU
TTanuenr / Patient
IIpusnax
Sign 1 (mManpumk / 2 (manpumk / | 3 (Mampumk/ | 4 (Manbumk / S (neBouka / 6 (Manpank / | 7 (meBouxa/ | 8 (meBouka/
boy) boy) boy) boy) girl) boy) girl) girl)
Comyrcryromue  I[IportesupoBanue - - Mmmnanranus - PeBuzust - -
MaHHIYJSIHH A0PTAJILHOTO JNEKTPOKap- NepeIHero
Concomitant KJIanaHa JIHOCTHMYJISI- CPENOCTCHUS,
manipulation (uepes 1 mec) Topa Ha (oHe nepuKapia u
Aortic valve aTpPUOBEH- IUIEBPAIbHBIX
prosthetics TPUKYJISIPHOM oJIOCTeH
(after 1 month) OII0KaIbl B CBSI3H C
(na 7-e cyTkH pa3BuTHEM
nocie XHJIOTIEPH-
oreparm) Kapaa
Electro- Revision of
pacemaker the anterior
implantation mediastinum,
against atrio- pericardium
ventricular and pleural
blockade cavities
(7 days after due to the
surgery) development
of chilopery-
cardium

Mpumeuyanue. CH — cepaeunas HemoctatouHocTh, BJI — uckycctBeHHas BeHTwsanus JErknx; CBT — cymnpaBeHTpHKYIsIpHAsS TaxXUKapIws;
KD — xemynouxoBas skcrpacucronusi; JJH — npixarensHas HeIOCTaTOUHOCTh. ¥B cooTBeTcTBHM ¢ PYKOBOICTBOM IO MHTEPIPETALNH JTAaHHBIX T10-
cnenosatenbHocTu JIHK venoseka.

Note. CH — heart failure; PSVT — paroxysmal supraventricular tachycardia; VPCs — ventricular premature complexes; RF — respiratory failure;
CHF — chronic heart failure; SM — septal myectomy; LVOT — left ventricular outflow tract; RVOT — right ventricular outflow tract; MV — mitral
valve; AV — atrioventricular blockade. *According to the Manual of Interpretation of Human DNA Sequence Data.

Ta6nuuma 2 / Table 2

JuHamMuka ¢pyHKnHoHaAbLHOro kjaacca XCH u napamerpos ¢uznyeckoro passutusa® 1o nposeaenusi CM u npu KaTaMHeCTHYeCKOM
odcenoBanun yepes 1 rog

Dynamics of physical development* and functional class of chronic heart failure before the SM and in 1 year after

Cpoxk
obcrnenoBaHus
Time
of investigation

Tauument / Patient

l'IpSpiI::laK 8 (meBouka /

girl)
2A, 11

1 (maspank /
boy)

2B, 1II

2 (ManbumK /
boy)

2B, 1II

3 (manpauk /
boy)

2B, 1II

4 (MaBuuK /
boy)

2A,11

5 (neBouka /
girl)
2B, 11

6 (ManbumK /
boy)

2B, 11

7 (neBouka /
girl)
2A, 11

DYHKINOHATBHBIN
kimacc** XCH
Functional class**
of CHF

Ha momenT npo-
Beaenns CM

At the time

of SM

Yepes 1 rox
In 1 year

Ha momenT mpo-
Benenns CM

At the time

of SM

Uepes | ron
In 1 year

2A, 11 2A, 11 2A, 11 2A,1 2A, 11 2A, 11 2A,1 2A, 1

Macca Tena/poct -0.97 1.8 0.53 -3.92

Weight/height

-0.17 -

-1.2 —0.87 6.3 0.94 -1.9 1.21 -

UMT/Bo3pact
BMlI/age

Ha momenT npo- -1.8 —2.65 -0.91 1.89 2.69 1.06 0.5 0.02
Benennst CM
At the time

of SM

Yepes 1 rox
In 1 year

Ha momeHT
MPOBECHUS
CM

At the time of
SM

UYepes 1 rog
In 1 year

-1.1 —0.96 —0.18 6.36 1.16 1.74 1.47 —0.14

Poct/Bo3pact -1.6 —0.93 —0.56 —0.46 —6.62 —0.88 0.5

Height/age

-1.4 -1.49 -1.2 -0.94 -1.59 —4.37 -2.02 —0.75

Mpumeuanne. * {1 nereit 1o S net 3HaueHus B nepecuére Ha Z-score, UMT/Bo3pact 1 pocT/Bo3pacT uis IeTeit Bcex Bo3pactoB. ¥**CreneHp HeocTa-
TOYHOCTH KPOBOOOpALICHHUS Y IeTeil paHHEero Bo3pacTa OLICHUBAIN B COOTBETCTBUH ¢ Kiaccuukaiumeii, npemioxennoi H.A. Benoxons (1987) [21].
VY nereii crapiiero Bospacra craguu XCH u ¢yHKIMOHAIBHOIO Kiacca ONpeeNsli B COOTBETCTBUM ¢ kiaccudukaiuein Poccuiickoro obmecrsa
CHELHATUCTOB 10 cepAeuyHoi HenocTatouHocTh (2013) [22].

Note. *For children under 5 years of age, Z-score, BMI/age and height/age for children of all ages. **The degree of insufficiency in early childhood
blood circulation was assessed according to the classification proposed by N.A. Belokon (1987) [21]. For older children the level of CHF and functional
class was conducted in accordance with the classification of the Russian Society of Heart Failure Specialists (2013).
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Dynamics of NT-proBNP, disorders of heart rhythm and conductivity, cardiothoracic index before SM and in 1 year after

ORIGINAL INVESTIGATIONS

Ta6nuuma 3 / Table 3

Junamuka napamerpos NT-proBNP, napymenuii putma cepaua u nposogumoct, KTH 1o nposegenust CM u NpH KaTaMHeCTHY€CKOM
o0cJieqoBanuu Yepes 1 roa

OGeenosa- Cpok [Manuent / Patient
o0OcemnoBa-
HHE Ipusnak s 8
Investiga- Sign . 1 (mampank / | 2 (Manbumk / | 3 (Manbumk / | 4 (Mansauk / | 5 (geBouka / | 6 (Mamsamk / | 7 (neBouxa / (eBouxa /
tion _ Time of boy) boy) boy) boy) girl) boy) girl) o
investigation girl)
JlaGopa- NT-proBNP, Ha momeHT 15 928 62 498 7919 1898 17 458 12 541 10 265 1080
TOPHBIE /M HPOBECHHS
MapKepsl NT-proBNP, CM
Lab pg/ml At the time
markers of SM
Yepes 1 rox 8979 1908 783 878 12 396 4762 955 266
In 1 year
OKT, Hapyme- Ha moment IlpoGexku Ennnnunas XKD Enunnunas  Epunununas  IIpoGex- - Enn-
XM-DKI' Hus putMa  nposeaeHuss CBT, KT X3 u CBO VPCs KD u CBD, CBD ku CBT, HUYHAs
ECG, cepana CM PSVT, VPCs, IPOOEIKKN PACs eMHUYHAS CBD,
echocardio- Heart rhythm At the time NSVT PACs CBT K3 u CBD XKD,
graphy disorders of SM VPCs, PSVT, pooexK-
PACs, VPCs, ku KT
PSVT PACs PACs,
NSVT
Uepes 1 rox Te xe - Te xe Ennnnunas Enunnunsie Te xe Equnny-  Egunnu-
In I year Same Same XKD X2 Same naga QKO  nas CBO
VPCs VPCs VPCs n X9
VPCs,
PACs
Hapymenuss Ha moment  brokanma - - Brokana Brnokanma - - Brokana
MIPOBOIMMO- TIPOBEJCHUS  TEepeaHeit nepefHed  TmepenHei nepen-
CTH cepaua CM BETBU BETBU BETBU Hel
Conduction At the time JIHIIT JIHIIT JIHIT BETKH
disorder of of SM Anterior Anterior Anterior JIHIIT
the heart branch branch branch anterior
LBBB LBBB LBBB branch
LBBB
Uepes 1 ron  IIBIIHIIT  TIBITHIIT - mmnan- Te xe - TIBITHIIT Te xe
In 1 year CLBBB CLBBB Tamus Same CRBBB Same
JNEKTPOKap-
JIHOCTUMY-
nsTOpa
Electro-
pacemaker
implantation
Pentre- KTU Ha momenT 0.62 0.71 0.66 0,64 0,7 0,63 0,61 0,60
Horpadus Cardiotho-  mpoBeneHust
OpraHoB racic index CM
rpyIHOit At the time
KIIETKH of SM
Chest
X-ray Yepes 1 rox 0.61 0.62 0.58 0,59 0,64 0,56 0,58 0,57
In I year

Hpumeuanue. CBT — cynpaBeHTpuKynspHas Taxuxapaus; XK — kemynoukoBas skctpacuctoiust; KT — xemynoukoBast Taxukapaus; CBD — cy-
npaBeHTpUKyIapHas skcTpacucronus; JIHII — nesas Hoxka mydxa ['uca; [IBITHII" — monnas 6mokana npaBoil HOXKH mmyuka ['mca.

Note. PSVT — paroxysmal supraventricular tachycardia; VPCs — ventricular premature complexes; NSVT — ventricular tachycardia; PACs — pre-
mature atrial complexes; LBBB — left bundle branch block; CRBBB — complete right bundle branch block, intraventricular conduction block.

OCIIO)KHEHMS, PAaHHSS M TO3IHAS MEpUOIEpallOHHAs Jie-
TanbHOCTh. [locneonepanoHHbBIE OCIOKHEHUS BKIIOYATIH
HapylIeHUs] TPOBOAMMOCTH: TonHas Onokana JIHIIT y 2
naruenToB, omokana [THIII — y 1, monnas AB-6nokama —
y 1, 9TO ABHIIOCH OCHOBaHHWEM IS HMITJIAHTALUH HIIEKTPO-
KapNOCTHMYJISTOPA, HAPYIICHUS BHYTPHKEITYIOUYKOBOTO
MpOBEACHUS — y 3 AeTei.

OnpeneneHre U3MEHEHUN KIMHUYECKOTO COCTOSIHUSA,
rokasaresei 1a00paTOpHBIX 1 HHCTPYMEHTAIbHBIX METO-

J0B 00ciie[oBaHMsI MPOBOAMIIN Kaxkible 6 MeC mocJe ome-
pauuu. Yepes 3 mec nocie CM y BcexX MalMeHTOB ObLIO
OTMEYEHO YCKOpPEHHE POCTa, (PU3MUYECKOr0 pa3BUTHS, Y
YaCTH M3 HUX OBIIN BBISBICHBI «CKAauKM» MPHUOAaBKH Beca
u pocta. [lo mpomectBun 12 Mec y 7 merei mapaMmeTpsl
BECa M POCTa COOTBETCTBOBAIM BO3PACTHBIM M JIUIIb Yy
1 pebG€HKa coxpaHsIachk 3auepxkka pocta (Tadua. 2). [la-
pajieIbHO Y BCeX OONBHBIX YMEHBUIMIINCH MPOSBICHHS
XCH c ux mojaHbIM KyNHUpOBaHUEM depe3 6 MecC, MOBBI-
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OPUIMHATNBHbBIE CTATbU

CUJIACh TOJIEPAHTHOCTH K (PU3MUECKUM Harpys3kam. Uepes
rOJl y BCeX JeTel YCTaHOBJIEHO YMEHBIIEHUE COAEPKaHUS
NT-proBNP B kpoBu co cpennero 3nauenus 16 198 nr/mn
1o 3865 nr/mi.

[Tpu ananuze nuHamuku nokasareneid IxoKI mocne ro-
Jla HaOJIIOIEHUS OTMEUeHa HOpMaJIM3aLus pa3MepoB 000ux
npeacepanii y 4 manueHToB U yMEHbIIIEHUE BHIPAKCHHOCTH
JIATaTaIAH JIEBOTO MIPEACepars y 2 eTei, OAHaKo y 2 ma-
LIMEHTOB Pa3Mephl KaMep CepAlla He U3MEHIIIUCH, YTO, BO3-
MOXHO, OOYCIIOBJICHO COXpAaHSIOLICHCS yMEpEeHHOH Hemo-
CTaTOYHOCTHIO MUTPAJILHOTO KJamaHa. Y 2 JAeTei, MpoIe-
mux ycrpanenue obctpykuuu BOIDK, chopmupoBanach
HEIOCTaTOYHOCTh KilanaHa JE€rouyHoil aprepuu. [Ipu sTom
(bopMUpPOBaHUS MOBTOPHOH OOCTPYKIIMU HE OTMEYEHO HU
y omHoro pebénka. B xome nposenenust CM 3 manueHTam
MOHAI00MIIOCH MPOTE3UPOBAHKE a0pTaNbHOTO (17 = 1) mnn
MUTpAJILHOTO (7 = 2) Ki1anaHoB, y 1 pe6&aka chopmupoBa-
J1laCh MUHUMAJIbHAs aopTajbHasi HEAOCTAaTOUYHOCTb.

Onucanue KJIUHUYECKO20 ciayuan

Paccmorpum knmmHMYecknid mpumep nposeneans CM y
peb&nka ¢ curapoMoM HyHaH ¢ MHO)KECTBEHHBIMH JICHTUTO
(cunzpom LEOPARD) (manuenT 2 B Tabn. 1-4).

Pe6énok ot 3-ii 6epemenHocTH (2 crapmmx Opara mpo-
06aHAa 370pOBBI, FEHOTUN M (EHOTUIl OTpULATENbHbIE),
nporekaBiueil ¢usnonornyecku. Macca Tena Hpu poxne-
Huu 3390 1, ;umHa 53 oM. M3MeHeHunst co CTOPOHBI cepaia
(rumepTpodus MHOKapaa), MoYeK (IBYCTOPOHHSS ITHENO-
9KTa3usl) ObUIM BBISBICHBI BHYTPUYTPOOHO Ha 32-ii Hene-

Puc. 1. OxoKT" 6onpHOrO B Bo3pacte 4 ner (depe3 3,5 roma mocie
orepannm): MOANGUIMPOBAHHAS AlTHMKAIbHAS TO3ULHS, B-pexum.

[Mpu3Haku acHMMETPUYHON THIIEPTPOGHUN MHOKapAa, B Ga3albHOM
CerMEeHTE BH3yaJIM3HUPYeTCs PeayLpOBaHHbIM y4acTOK MHOKapna
(MuoskTOMES). ['pagueHT B BEIXOIHOM OTHAENE JIEBOTO JKETyHOUKa
23 MM PT. CT., TPaIUeHT BHYTPIIKEIYIOYKOBBIH 11 MM PT. CT.

Fig. 1. EchoCG of the 4-year patient 3.5 years after surgery: modified
apical position, B-mode.

The echocardiographic traits of asymmetric myocardial hypertrophy,
in the basal segment there is visualized reduced myocardial area
(myectomy). The gradient in the left ventricular outflow tract is
23 mm Hg, the intraventricular gradient is 11 mm Hg.

ne. ITo manaeiM OxoKI, npoBenéunoii B 1-e CyTKH KU3HH,
BBISIBJICHBI YTOJIIEHHE MEIOKETYTOUYKOBON TIEPETOPOIKH 110
14 MM ¢ mpusHakamu obctpykimu BOJDK, yrommenue
KJIallaHOB CepAlla, HEAOCTaTOYHOCTh KIalaHa JIErOYHOU
apTepuy, MUTpalibHasg U TPUKYCIUAATIbHAS Perypruranus,
OTKPBITOE OBAJILHOE OTBEPCTHE 2 MM CO COPOCOM ClieBa Ha-
npaBo. Ha3naueH B-6510kaTop mporpaHoio.

B kapauonorudeckom oTaesieHnu peOEHOK BriepBhie 00-
clleioBaH B Bo3pacte 4 mec. [Ipu mocTyruieHuH OTMEYeHBI
OJICTHOCTh KOXKHBIX TIOKPOBOB, MEPUOPATBHBIA M TEpHOP-
OuTanbHBIN 1MaHo3, yuamenue YJJ] 1o 45 B munyrty, re-
naroMeranus +3 cM, IenudUT Beca OTHOCHTEIBHO POCTa
(Z-score —2,6). O6parian Ha ceOst BHUMaHKE (PEHOTHIT MaJTh-
YMKa — BBICOKMIl BBICTYNAIOIUH 7100, BBICOKAs IpaHHULA
pocTa BoJsioc Ha J10y, CBETIIbIE BOJIOCHI, aHTHMOHTOJIOUHBII
paspes a3, 3amaBliee MepeHoCke, JTHHHBIN QUIBTp, AUC-
IUTACTHYHBIC, POTUPOBAaHHBIE, HU3KO PACIIONIOKEHHBIC YII-
HBIC PAaKOBUHBI.

OOHapyXeHO BBICOKOE conepxanue B kposu NT-proB-
NP (62 498 nr/mn npu HOpME 110 62 mr/mit). YCTaHOBIIEHBI
BBIpa)KeHHas! TUIEPTPOdUsT MUOKapia 000UX JKETyIOYKOB:
MEXOKEIIYJOUKOBask IEeperopoka MakCUMalIbHO THIIEPTPO-
¢upoBaHa B 0a3ambHOM H 0a3allbHO-MEAHAIBHOM CETMEH-
Tax 10 21 MM (Z-score 12,56); 3aqHsis1 cCTEHKA JIEBOTO JKEITy-
Jo4dka 6,5 MM (Z-score 5); 0OCTPYKIHUSI BEIXOTHBIX TPAKTOB
o0oux xxerynoukoB (rpaguent B BOJDK 135 mwm pr. cT., Tpa-
quent B BOITK 35 MM pT. cT.), HEIOCTaTOYHOCTD MUTPAJIb-
HOTO KJamaHa 2-i CTeleHH, JieBas aTpuoMeraius (J1eBoe
npencepaue 23 x 24 mm; Z-score 2,97).

Ha penTtreHorpaMMe opraHoB I'pyJHOI KJIETKH OTMeue-
Ha kapauomeranust ¢ KTU 71% (pue. 2). Ha OKTI' u XM-
OKI" — HenonHast 610Ka/1a MpaBoil HOKKH TTy4Ka [wca, BbI-
paKeHHBIC HapYUICHHs PETospU3alii MUOKapaa (MOoxb-
ém cermenta ST B orBenenusix I, II, aVR, aVL, V3-V6),
eIMHUYHbBIE KETyJOYKOBbIE SKCTpPAacucCTONbl. [lo maHHBIM
MOJIEKYJISIPHO-TEHETHUECKOT0 HUCCIIeoBaHus (IPOBEICHO B
Health in Code, Wcnianust) Obu1 noaTBepxa¢H cunapom Hy-
HaH ¢ MHO)KeCTBeHHBIMU JieHTUTOo (caIpoM LEOPARD) —
BBISIBJICH MATOTCHHBIA BapHaHT B TETEPO3UTOTHOM COCTO-
SHUW. Y poauTeel mpoOaHga JaHHBIA HYKJICOTHIHBIN
BapUaHT He BBIABICH. [I[pHHUMAas BO BHUMaHHE BBIPAXKCH-
HYI0 CEpICYHYI0 HEIOCTATOYHOCTh, OOYCIOBICHHYIO OH-
BEHTPHKYIsIpHOU oOcTpykTuBHOM ['KMII B cTpyKTYpe Ha-
CJIEICTBEHHOTO MOHOT€HHOTO CHHIPOMA, HEZOCTAaTOYHOCTh
MHUTPAJIBHOIO KjlalaHa M JWIaTaluio o0OMX IMpPeAcepiuid,
ObuI0 IpUHATO peuieHue o nposeneHud CM. B Bospacte
7 Mec MpOBEIEHO HcCeueHue THIepTPO(GUPOBAHHOIO MUO-
Kap/a, pacroyIo)KEHHOTO B OCHOBAaHHH MEXKETYTOUKOBOM
MIEPErOPOIKH B YCIOBUSAX MCKYCCTBEHHOTO KpOBOOOparle-
Hus (HUU xapaumonorun, Tomck). IlocneonepanuoHHbIH
MIEPUOA MPOTEKAI TIIAJIKO.

[Ipu quHAMUYecKOM HAOMIONEHUH TOCIEe XUPYPrHYeCcKo-
IO JIEYEHHUs] OTMEUEHO KynupoBanue cumntomoB XCH, Hop-
MaJIbHOE (PU3NYECKOe pa3BUTHE PeOEHKA, CHHKEHUE YPOBHS
NT-proBNP (depe3 4 roga cocraBun 451 nr/mi mpu Hopme
10 62 rir/min). 1o nanaemM Dx0KI (puc. 1) — HOpManM3aIys
pa3MepoB MPaBOro NPeACePas U YMEHBILICHNUE BEIPaXKEHHO-
CTH JIEBOU aTpHOMETalluH, OTCyTCcTBHE 00cTpyKimu B BOITK
u BOJDK, npu peHTreHorpadgum opraHoB rpyIHOH KJIETKH B
npsimoit mpoeximu — ymenbienne KTU (pue. 2). Ha npots-
JKEHHH BCETO BpeMEHH HaOII0AEeHHS TALMEeHT I0IyYaeT Tepa-
ruio f-0okaTopoM (TIpOnpaHoIIon, 2 MI/KT B CYTKH).
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Puc. 2. PenTreHorpaMma opraHoB TpyAHOM KJIETKU B MIPSIMOM MPOEKLUH.
CneBa — uepe3 1 mec mocne oneparmu, KTH 70%; cnpaBa — gepes 3,5 roxa mocie oneparmu, KTH 57%.

Fig. 2. Chest X-rays in frontal position.

Left — 1 month after surgery, cardiothoracic index is 70%; right — 3.5 years after surgery, cardiothoracic index is 57%.

OobcyxneHue

Bonee 50 mer craHmapToM XHUPYPrHUECKOTO JIEUCHUS
OonbHBIX ¢ 00cTpykTUBHOM (hopmoit 'KMII siBnsiercst CM
[3, 13], BriepBoie npeanoxennas A. Morrow B 1961 1. [17].
OKCIepTHl CUNTAIOT BO3MOXKHEIM TpoBeeHne CM getsim ¢
0ECCUMITTOMHBIM WJIM MSATKHM BapuaHToM TedeHus [ KMII
pu BEICOKOM rpaaueHTe nasnenns BOJIK (Gomee 75 MM pr.
CT. B COCTOSIHUH TTOKOS1) MJIH TIPH TSKENIOM COMyTCTBYIOLIEH
MuTpanpHOi peryprutaumu [1-3]. K npeumymecrsam CM
OTHOCAT BO3MOXKHOCTh MHIMBHUyaJIbHOW afanTaiuu o0bE-
Ma omepauuy I oOecHedeHus] JOCTaTOYHOM pe3eKLuH,
OBICTPOE M CTOIKOE B OTHOIIEHUH JOJITOCPOYHON IEePCIIeK-
TUBBl YIIyYIICHHE KIMHUYECKOTO COCTOSHHSI M KauecTBa
JKU3HU 00JbHBIX [3, 13].

Hannbie 00 ucxomax CM y nmereit ¢ cuaapomom HyHan
HEJOCTaTOYHbl W TPAKTUYECKH OTCYTCTBYIOT B PYCCKO-
SI3BIYHON JIUTEpaType. [Ipu 3TOM U3BECTHO, YTO Y OONBHBIX C
I'KMII B ctpykType cunapoma HyHaH BeipakeHHasi OUBEH-
TpUKyJsipHas runeprpodus muoxapra u cumnromsl XCH
MIPOSIBIISIIOTCA B O0Jiee paHHEM BO3pacTe, YeM y IallMeHTOB
¢ I'KMII, o6ycinoBieHHoi capkoMepHbIMU MyTarusiMu [ 18].
OTuUM OOBSACHIETCS TEM, YTO BO3pacT OONBHBIX Ha MOMEHT
npoBenernss CM B HammX HaOMIOACHUSAX ObLT OT 7 Mec IIo
14 ner 6 mec, a BeipaxkeHHOCTh InposiBieHnit XCH y Bcex
JleTeit oTMeUeHa ¢ poXKAeHUs. Y 7 U3 8 MalueHTOB BhISBIIE-
Hbl ymepenHas (reubl LZTRI v PTPTNI1I) u BbipakeHHast
(ren RAFI) MuTpanbHas HEAOCTATOYHOCTh, YTO B COBO-
kynHoctu ¢ obctpykuueirn BOJDK spnsiercst HeOnaronpu-
ATHBIM (PaKTOPOM, KOTOPBI MOXKET OBITh YCTPAHEH TOIBKO
xupypruueckum 1mytém [19]. V 2 nanueHToB ¢ coueTaHueMm
KMII u BpokIEHHBIX TTOPOKOB cepra napamienbao ¢ CM
ObUIa MpOBEJCHA IJIACTHKA KiIanaHa JErOYHOW apTepuu U
BBIBOJIHOTO TpPaKTa MpaBoro xenynouka. HemocpenctseHHO
CBSI3aHHBIE C OIepaleld OCIOKHEHH B BHJE HapylleHUH
MIPOBEJCHUS 10 HOXKKaM ITy4yka ['mca WM aTpHOBEHTPUKY-
JSIPHOTO MPOBEIeHUs, HaOMIONA0TCs y MAllMeHTOB, UMEIO-
X HEMOJHYIO OJIOKaxy MpOBENSHHS 1O HOXKaM ITydKa
I'mca B mpemonepanroHHOM Tiepuone. Yactora pa3BUTHS
MOJTHOM aTPHOBCHTPUKYIIAPHON ONOKaIbl COCTABISACT IO
9%, a Grmokajpl IEBOH HOXKKH ITydka ['rca mimu e€ nepeqHei
BeTBH — moutu 50% ciydaeB. K Gonee peaxum ocioxHe-

HUSIM, COCTABIISIOIINM MeHee 1% cirydaeB, OTHOCSIT KU3HE-
YTPOXKAIOIINE ApUTMUH, Mep(OpaIiio MeXKeTyJ0YKOBOH
MePETOPOAKH, TPOMOO3BI, TUICBPAIBHBIA U TEPUKAPIHAIh-
HblH BeINOT [ 13]. Kak oTcpodeHHbIE 0CI0KHEHUS, 3a4aCTYIO
TpeOyIoIue YCTAaHOBKH KapAHOCTUMYISATOPA, paccMaTpu-
BAIOT HapyleHusa putMa cepaua (< 2%) [3]. OcoObeHHOCThI0
CM y perteii sBIAETCS BHICOKast BEPOSTHOCTD TOBPEXKICHUS
a0pTAJILHOTO KJIaraHa MpH TpaHcaopTaibHOM aoctyre [13].
ToranpHast aopTabHasi HEAOCTATOYHOCTH OBLTA AUATHOCTH-
poBaHa yepe3 HeNemo Hocie ocymecTBiI¢HHo Hamu CM
y MaJburKa 14 Jet, Mo MOBOAY 4Yero eMy OBUIO MPOBEICHO
MPOTE3UPOBAHNE A0PTAIBHOTO KJIallaHa.

®dopmupoBaHue MOBTOPHOI 00CTPYKIIMY Y JAeTel BCTpe-
yaeTcs yaile, 4yeM y B3pociblx. OOyCIOBIEHO 3TO, Kak
IIPaBUWJIO, TEXHUYECKUMH OrpaHudeHusIMU CM U BO3MOX-
HOCTBIO IIPOTPECCUPOBAHUS THIIEPTPOPUU MHUOKapia IO
Mepe pocta pebérka. Yacrora nmposeneHus mopropaoit CM
y aereit coctapmsiet okoso 1% [13]. B Hammx HaOmroneHUsIX
MOBTOPHOTO XUPYPTrUYECKOr0 BMEIIATENLCTBA HE TOTPeDo-
BAJIOCh HHU OIHOMY MaiueHTy. [Ipu quHamMuyeckoM HaOMro-
JEHUU B MOCJICONEPALMOHHOM MEpUOAe TMALUEeHTHl M UX
POAUTENN OTMETUIIN 3HAYUMOE YIy4ILeHHEe CaMOYyBCTBUS,
KyIHPOBAHUE OJBIIIKH, ITOBBIILIEHUE TOJIEPAHTHOCTH K (H-
3MYECKUM HarpyskaMm, (U3UUecKoro (Bec, pocT) U peueBoro
pa3BUTHSL.

Takum 00pazoM, BepUPHIMPOBAHHAS TNPECHATATBHO H
B panHeM jerckoM Bo3pacte ['KMII Tpebyer mpucranbHO-
rO BHUMAaHHUS KaK MEIUaTpoB, TaK M AETCKUX KapAHOJIOTOB
BBUY HEONAaronpuATHOTO MPOTHO3a U BEICOKOTO PUCKA BHE-
3amHoOi cMepTu pedéHka. BakHO cBOeBpeMeHHOE ompere-
JIeHHe TeHe3a runeprpoduu MUokapaa y pedEHkKa, OT 4ero
HEpEeNKO 3aBUCAT TaKTUKa U METOAbI JIeueHHs. Y MHalueH-
TOB ¢ cuHIpoMoM HyHaH oTMmeueHo Oonee TsDKENOE Tede-
uue 'KMII [20]. B cBs3u ¢ pazButnem Boipaxkenno XCH
Ha ()OHE OOCTPYKIIMU BBIBOJIHBIX OT/ACIOB JKEIYJI0UKa/KOB,
3TH JETU HEPEIKO HYKIAIOTCA B IPOBEICHUH IIHPOKON Te-
panuy, BKJIIOYAIOIIEH, TOMUMO MEAWKAMEHTO3HOTO, M XH-
pypruueckoe jgedenue. CM B yCIIOBHAX KapIUOJIOTHUECKUX
LEHTPOB, 00JIaIAI0IINX JOCTaTOYHBIM OIIBITOM XUPYprHye-
ckoro neueHus 'KMII y nerteil, B HacTosiee BpeMsl SIBIIS-
etTcst 9Q(GEeKTUBHBIM U OE30MaCHBIM METOJOM yCTPaHCHHS
obctpyknuu [13].
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OPUIMMHANBbHLIE CTATbU
Ta6nuuma 4 / Table 4
JuHamuka napamMetpoB xokapauorpaduu 1o nposenenusi CM u Npu KaTaMHeCTHYECKOM 00cjieoBaHny yepe3 1 rox
Dynamics of Echo parameters before SM and in 1 year after
Cpok TTanuent / Patient
IpusHak o0cIenoBanus
Sign Time of 1 (manpuyuk | 2 (Mampuuk / | 3 (Manmbunk / | 4 (mMansuuk / | S (meBouka/ | 6 (Manbumk / | 7 (neBouka /| 8 (neBouka /
investigation / boy) boy) boy) boy) girl) boy) girl) girl)
JleBoe Ha momenT 50 x 50 25 x28 31 x49 29 x 34 35 %38 42 x 42 24 x 30 35x33
npezcepaue, MIPOBEICHUS (+5) (+3.8) (+3.9) (+2.6) (+5.4) (+7.2) (+1.8) (+3.2)
MM (Z-score) CM
Left atrium, At the time
mm (Z-score) of SM
Yepes | rox 35 %45 26 x 33 31x49 32 x41 25 %26 28 x 33 He pacmm- 30x33
In one year (+1.6) (+2.9) (+3.5) (+3.1) +1.7) (+2.9) peHo (+1.6)
Not dilated
[IpaBoe Ha moment He pacmm- 22 x 24 30 x 33 28 x 30 He pacom-  He pacmm- 36 x 37 He pacmmu-
npezcepaue, MIPOBEICHUS peHo +2.7) (+3.6) (+2.5) peHo peHo (+5.2) peHo
MM (Z-score) CM Not dilated Not dilated  Not dilated Not dilated
Right atrium, At the time
mm (Z-score) of SM
Uepes 1 ron  He pacumu-  He pacim- He pacmmu- He paciu-  He pacmn-  He pacmm-  He pacmm-  He pacmu-
In one year peHo peHo peHo peHo peHo peHo peHBI peHo
Not dilated  Not dilated ~ Not dilated Not dilated ~ Not dilated Not dilated Not dilated Not dilated
I'paguent Ha Ha moment 170/75 135 150 87/35 107 84/51 49 90
BOJDK, MM pT.  npoBeneHus
CT. (IMKOBBII/ CM
B TIOKOE) At the time
Gradient in the of SM
left ventricular
outflow tract Yepes | rox 40/17 21/8 He onpene- He onpenens- 59 15 He onpene- 21/16
(peak/state of In one year sgeTcs ercs nseTcs
rest) Not revealed Not revealed Not
revealed
I'paguenT Ha Ha moment - 35 132/50 - 27 - 122 -
BOIDX, MM pr.  npoBeneHus
CT. (MMKOBBII/B CM
TIOKOE) At the time
Gradient of SM
in the right
ventricular Uepes 1 rox - 8.6 Jlo 30 - 29.5 - 37/22 -
outflow tract In one year
(peak/state of
rest)
Henocra- Ha moment +1 +2 +4 +2 +2 +3 — +2
TOYHOCTB NpOBEJCHHS
MHTPaJIbHOTO CM
KJIanaHa At the time
Mitral valve of SM
regurgitation
Yepes 1 rox +1 +2 +2 +2 Iporesupo- IIporesupo- - +2
In one year BaHHE BaHUE
Prosthesis ~ Prosthesis
Henocrarou- Ha momenT - - +1 - — — +2 —
HOCTD HpOBECHHS
CM
TPUKYCTIUIAITb- .
Horo kiamana At the time
Tricuspid of SM
regurgitation Yepes 1 rox +1 - +1 +1 - +1 +2 -
In one year
Henocrartou- Ha momeHnTt +1 — - — — - - -
HOCTb MPOBEICHHS
A0pTAILHOTO CM
KJIaraHa At the time
Aortic of SM
insufficiency
Uepes 1 rox IIpore3 - - - - +1 - -
In one year  Prosthesis
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Peoxkosa O.I1., Kapaeivon O.J1., ITpoxopuyk E.B., Konosanos @.A.,
MacnennukoB A.b., Crenmanos B.A. u ap. PykoBoacTBo no unrep-
MpeTaruu JaHHbIX nocnenoarensHoctd JJHK 4enoBeka, momyueH-
HBIX METOZIaMH MacCOBOTO Mapaie’bHoro cekseHupoBanus (MPS)
(penmaxmms 2018, Bepeust 2). Meouyunckas eenemuxa. 2019; 18(2):
3-23. https://doi.org/10.25557/2073-7998.2019.02.3-23
HIkomsuukoBa M.A., AnekceeBa E.W. Krunuueckue pexomendayuu
no demckou kapouono2uu u peemamonozuu. M.; 2011: 242-74.
Mapees B.1O., Arees ®.T., Apytionos I'Il., Koporees A.B., Ma-
pees 10.B., OBunnnaukoB A.I". u np. HaunonansHble peKoMeHIAHN
OCCH, PKO u PHMOT no auarsHoctuke u nedennto XCH (ger-
BepThIi mepecmotp). YTBeprkaeHs! Ha kourpecce OCCH 7 nexadOpst
2012 rona, Ha npasieann OCCH 31 mapra 2013 u xonrpecce PKO
25 centsnopst 2013t JKypran Cepoeunas Heoocmamounocmo. 2013;
ToM 14, Ne7 (81).
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