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O6cy»KaatoTes maTepuasibl NCTOpUI 601€3HeN AByX NalyneHToB JETCKOro BO3pacTa C rmnepTpopmuyecKomn KapanommonaTmen,
AMarHoCTMpPOBaHHOM B epnoge HOBOPOXKAEHHOCTH. PaccmaTpuBaloTCs BONPOChl TMNepTpOpHUYecKoro geHoTuna B CTPYKTY-

pe BPOXAEHHBIX NMOJINOPraHHbIX CUHAPOMOB.

KnioyeBble cnoBa: getun, runeptpopuyeckas kapanomuonatusi, cnHapom LEOPARD, cuHapom HyHaH.

Mneptpoduryeckas Kapanomuonatus (FTKMI) xapaKktepu3yeT-
€S pa3HO06PaA3MEM MONEKYNSPHO-TEHETUHECKUX MEXaHU3MOB
N WMPOKUM CMEKTPOM KIMHUKO-MOPDONOrMYECKMX nposisie-
HWUI. TAXKECTb TeYEHUs W NPOrHO3 3ab60neBaHNUs BO MHOIOM
3aBUWCAT OT 3TMONIOTMKM M Bo3pacTa aebtota FTKMI. OTKpbITHe
daKta MyTauMi reHoB CapKOMEpPHbIX 6efNKOoB B KayecTBe
NPUYKnHBbI 3aboneBaHnsl No3Bonanno roeoputb o NKMI Kak
0 «6onesHn capkomepar. B HacTosiLee BpemMs yCTaHOBAEHO,
YTO MyTaLMW B CaPKOMEPHbIX reHax OnpeaensitoTcs TONbKO
y 40-60% B3pocnbix naumeHToB ¢ TKMI, yawe npu cemew-
HbIX cnydasax 3aboneBaHus [1-3]. B To e BpemMsa npu nosa-
HeM [ebtoTe 3aboneBanus (B Bo3pacte > 40 neT) y 9% My 4uH
n 12% eHWMWH NPUYMHOW runepTpoduyeckoro deHotuna,
nmutupytouero FlKMIM, asnsetca 6one3Hb ®abpu [4-6].
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Mo mHeHuto B. Maron u coaBT., Npu KnaccuduumnpoBaHuu
KapanomuonaTui ¢ runeptTpodpuyecknm GeHoTUnom cneay-
eT BblgensTb co6¢cTBeHHO TKMI1, B OCHOBE KOTOPOM NexaTt
capKomMepHble MyTauunun, u FTKMI B CTpyKType CUMHAPOMOB
[7], oTnnyatlowmxcs NonopraHHbIM nopaxKeHunem (puc. 1).
Mo paHHbIM Peructpa KapanomuonaTtui y aeten (CLUA),
KoTopblv BefeTcs ¢ 1994 r. n BKAtoyaeT 855 aeten ¢ FTKMIT,
CTPYKTypa NpuynH 3ab6oneBaHus B AETCKOM KOropTe nauu-
€HTOB BbIMAANT cneayowmm ob6pasoM: B 74% — cyntaetcs
namonatmyeckom B 26% — HaxoAuTCs B CTPYKTYPE KaKoro-
NM60 cnHApoMa (HEPBHO-MbIlWEYHbIX 3aboneBaHnin — 8%,
BPOXAEHHbIX HapylweHun meTabonn3ma M BPOXKAEHHbIX
NoNMOpraHHbIX cuHApoMoB — no 9%; puc. 2) [8]. Mpwu 3aTom
[e610T 3a60n1eBaHns Ha NEPBOM oy XM3HW HacTO HOCUT

Hypertrophic cardiomyopathy as a part of inherited
malformation syndromes in infants

The data of clinical and instrumental examination of two infantile patients with obstructive hypertrophic cardiomyopathy in association
with marked multisystem involvement as a picture of inherited malformation syndromes are given.
Key words: infants, hypertrophic cardiomyopathy, LEOPARD syndrome, Noonan syndrome.



Puc. 1. Knaccudurauus kapamommonatuin ¢ runeptTpobuyeckum
deHotunom (no B. Maron u coasT., 2009)

Puc. 2. 3tnonorunyeckas ctpyktypa FlKMIM y fetei (no gaHHbIM
Peructpa kapavomuonaTuii y geten, CLUA)
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lMpumevarnne. TKMI — runeptpoduyeckas KapamomumonaTtus.

cUHApOoManbHbIN XxapakTtep (1o 30%) u npoaBnseTcs 6onee
TSXKeNbIM TeyeHnem [3].
OaHOM 13 NprynH GOPMUPOBAHUS BPOXKAEHHOIO MONUOPraH-
HOro CMHAPOMA, COYeTaloLWerocs ¢ pasBuTneM runepTpodu-
4yeckoro ¢dbeHoTMNa B paHHeM AETCKOM BO3pacTe, MOryT 6bITb
MyTaumn reHa PTNN11, Kogmpytowero CMHTE3 TUPO3KUH doc-
datasbl 11. Tupo3nH docdartasbl M3BECTHbI KaK CEMENCTBO
CUrHaNbHbIX GENKOBbIX MONEKYN, PEryanpylowmx pasHoo-
OpasHble KNeToYHbIEe NPOLLECCHI (TaKMe, KaK KNeTOYHbIM PoCT
N anbdepeHUnpoBKa, MUTOTUYECKUMI LMK M OHKOreHHas
TpaHcdopmaums). TuposnH docdartasza 11 WKMPOKO npes-
CcTaBfleHasi B 4e/I0BEYECKOM OpraHuame, UrpaeT BaKHyto
pofib B Pa3dHOO6pPa3HbIX CUrHaNbHbIX MYTAX, CBSA3aAHHbIX,
npexae BCero, ¢ aKTMBaLMen MuTo3a, KOHTponeM mMeTtabo-
NM3ma, perynsumen TpPaHCKPUNUMKU U KNETOYHOM MUrpaLmu.
MyTauun 3TOoro reHa MoOryt craTb NPUYMHOM CUHAPOMOB
LEOPARD u HyHaH, a Take psga numdbonponmdepatuBHbIX
3a6oneBaHui [9, 10].
Apkum npumepom FKMIT B CTPyKType BPOMXKAEHHbIX MOJM-
OopraHHbIX cMHApPomoB aBnseTcs cuHapom LEOPARD — pegn-
KOEe ayTOCOMHO-4OMWHaHTHOe 3abosieBaHWe C BbICOKOM
NeHEeTPaHTHOCTbIO M Pa3HOO6Pa3HON IKCNPECCUBHOCTbIO.
LEOPARD — aKpOHMM, OTpaxatollMin OCHOBHble nposiBfe-
HWUsi 3a60NeBaHUA:
e L — lentigines (neHTMro — nATHa Ha Koxke LBeTa Kode ¢
MOJIOKOM W /W1 TEMHO-KOPUYHEBBIE «KODENHbIE» NATHA)
e E — electrocardiographic abnormalities (M3MeHeHUA
Ha OKI — Kak npaBwuno, HapyLleHUs NPOBOAUMOCTH)
e 0 — ocular hypertelorism (rnasHom runepTenopmsam)
e P — pulmonary stenosis or HCM (nynbmMoHanbHbIN cTe-
HO3 mnun F’KMIM)
e A — abnormalities of genitalia (M13mMeHeHMa CO CTOPOHDI
reHuTanumn)
e R — retardation of growth (3agep»Ka pocta)
e D — deafness (rnyxorta).
OvarHoctnyeckumun Kputepuamu cuHgpoma LEOPARD
(no Voron u coaBT., 1976) 9BNA0TCA: MHOXECTBEHHOE NEH-
TUro + 2 ApYrux npu3Haka uan Haauyne MHOXKECTBEHHOIO
NIEHTUIO Y POACTBEHHMKA 1-M NnHMM POACTBa + 3 ApYrux npw-
3HaKa 3aboneBaHus y nauuenTa [11, 12].

AnnenbHbIM BapuaHToM cuHapoma LEOPARD npu mytaunsx
reHa PTNN11 aBnaetcd cMHAPOM HyHaH, YactoTa KOTOpOro
oueHnBaeTca Kak 1 cnydan Ha 1000-2500 HOBOPOXKAEH-
HbIX. 1o gaHHbIM Pernctpa kapanomuonatui y aeten (CLUA),
cpean TKMIT B CTPYKTYpe BPOXKAEHHBIX NOANOPraHHbIX CUH-
LpPOMOB CUMHAPOM HyHaH BCTpeyaeTcs Haubonee 4acto —
B 78% cnyyaeB. [poaBnsetca BPOXAEHHbIMU MOPOKaMMu
cepaua (NpenMyLLeCTBEHHO NPaABOCTOPOHHUMM) U/munmn TKMI
B COYETaHUMU C N1LEBbIM AMMOpdHU3MOM (NTO3, HU3KO Noca-
YKEHHbIe YWHble PaKOBUHbI, MUKPOrHaThs), HU3KOPOCNOCTbIO,
nedbopmaumen rpyaHoOn KNEeTKU, LWMPOKON LEen, 3aeprKKon
NMCUXUYECKOTO Pa3BUTUSA Pa3HOM CTEMEHU, KPUMTOPXU3MOM,
ruapoHedpo3om [13]. KapananbHas naTonorus urpaeT BaxK-
HeNnLwyto pofib B MPOrHo3e y Takux naymeHTos [14].

K HacTosiemy BpeMeHu cTanu M3BECTHbl OCOBEHHOCTH
runepTpoduyeckoro deHoTuna npu KOHKPETHLIX BPOXK-
[NEHHbIX MOJIMOPraHHbIX cuHApoMax. Y nauuneHtoB ¢ TKMI
B CTPyKType cuHapomoB LEOPARD u HyHaH, no cpaBHe-
HUI0 ¢ namonatnyeckon F’KMII, npu axokapamMorpapuryeckom
uccnegoBaHmn 6onee BblpaxeHa runeprpodus MuUoKapaa
KeNnyfo4yKoB, B 60fblUeN CTENEHU U3MEHEHa AnacTonunye-
cKas GYHKLUMA MMOKapa; Yaule HabnogaeTrcs 06CTPyKUMs
BbIXOLHOIO TPaKTa N1IeBOro »enyfovka, HepeaKo B coyeTa-
HUK C OBCTPYKLIMEN BbIXOAHOIO TPaKTa NPaBOro enyaoykKa,
Aunataunen KopoHapHbIX apTepuin U U3SMEHEHUSMKU CO CTO-
pPOHbI KNlanaHHoro annapara [15].

MpuBOAMM COGCTBEHHbIE AaHHble HaGMOAeHUS ABYX NaLu-
E€HTOB C SIPKO BbIpaxeHHbIM rUMNepTpoduYeckuM GeHoTU-
NMOM B CTPYKType BPOXKAEHHbIX MOAMOPraHHbIX CMHAPOMOB
y AeTew paHHEro 4eTCKoro Bo3pacTta, B TOM YUCNe B Nepuoje
HOBOPOXAEHHOCTH.

MauyuneHT K., 2002 r.p. lNpeabsBnseTr xanobbl Ha yTOM-
NI9EMOCTb, OAbIWKY Mpu GUIUYECKUX Harpyskax (6bICTpown
xoabbe, bere). N3 aHamHe3a 3aboneBaHUs U3BECTHO, YTO
anarHos «mneptpoduyeckas Kapagnommonatus» yCTaHOBMEH
B 8-agHeBHOM Bo3pacTte. C 2-Mecs4HOro Boadpacta y nauu-
€eHTa onpeaensieTcs HapylweHwe puTMa M NPOBOAUMOCTHU
cepaua — aTpUMOBEHTPUKYNSpHasa 6noKkaaa | cteneHun u 6no-
Kaja nepegHeBEpXHeENW BETBM JIEBOM HOXKM NydKa [uca,
3KCTPacuUcTonus, ¢ 2 net — AUCOYHKLMSA CUHYCOBOrO y3na,
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Opaavkapaus, napacvuctonusa. M3 aHamHe3a »KU3HU: pebe-
HOK OT NepBoin 6epeMeHHOCTH, NpoTeKaBLLIeN Ha GoHe ayTo-
MMMYHHOIO TUpeouiuTa, aHeMuu, BapUKO3HOM 6O0Ne3HH,
recto3a | NoNOBUHbI, Yrpo3bl nNpepbiBaHuna ¢ 9 no 13 Hes.
Poabl nepsble, 3ano3ganble: Ha 41-1 Hep NyTeM KecapeBa
ceyeHus. Bec npu poxaenmn — 3560 r, poct — 51 cm.
Anrap — 7/8 6annos. B nep1ofe HOBOPOXAEHHOCTH Haxo-
AMNCS Ha neyveHun B [eTCKOM ropoAacKon 60MbHULE C Ana-
rHO30M «[MMNOKCHMYECKU-UILEMMYECKOoe nopaxeHne LHC,
cerMeHTapHas HeAOoCTaTOYHOCTb LUEMHOro U MOSICHUYHOIO
YTONLWEHNA CMNUHHOrO Mo3ra. [MnepTpoduyeckas Kapauo-
mMuonatus». Ha nepBom rofy *M3Hu Habnoganca Hespona-
TONorom (¢ AuarHosom «flepuHatanbHaa aHuedanonatms
CMeLIaHHOro reHesa, nuUpamugHas HefoCTaTO4YHOCTb, CUH-
LPOM HepBHO-pedNIEKTOPHOM BO3BYAMMOCTU») U XMPYProm
(Mo noBoAdy NyNMO4YHOM TPbIXXKM M coObLAloWENCcs BOASHKM
anyek). C 5-mecs4HOro Bo3pacrta — oTcTaBaHMe B Guaunye-
CKOM pasBuTUK: rtMnoTpodus | cteneHun. C poxkaeHnsa — nar-
HUCTbIE BbICbINAHUSA MO TUMY «Kobe C MOSIOKOM», KOJIMYECTBO
KOTOPbIX YBEIMYMBAETCH C BO3PACTOM, pacleHnBaeMble Kak
darkomaTos, KoxHaa popma. CeMenHbI aHamHe3 Mo 3a60-
NneBaHuAM cepfLa He oTaroweH. Poautenun 340poBbl.

Mpu o6cnefoBaHum B Bo3pacTe 7 neT obpaliaeT BHUMaHWe
oTcTaBaHue B GU3NYECKOM Pa3BUTUMU, LUIMPOKO MOCaXKEHHbIE
rnasa (runeptenopuam). NMcrMxomMoTopHoe pas3BUTUE COOTBET-
CTBYyeT BO3pacTy. Ha Koke Tena NATHUCTbIE BbIChbINaHWUs no Tuny
«Kode C MOMIOKOM», Ha HOrax — TEMHO-KOPUYHEBbLIE MESKUe
«KodenHble» naTHa (BNepBble MOSBWUIUCH B 7-JIETHEM BO3-
pacte). Ha 9KTI: cuHycoBas 6pagnaputmma ¢ YHCC 66 ya/MuH,
AB-6nokaga 1-1 ctenexu. lMpuaHaku runeptpodpun Beex otae-
NnoB cepAua. BropuyHble HapylleHUs MpoLLeccoB penonspu-
3auMn. EQMHUYHBIE enyLo4YKOBble 3KCTPACUCTONbI, Ha BAO-
Xe — 3nu30j Xenygoykosoro putma ¢ HYCC 57 ya/MuH.
Mo pesynstataM CyTO4HOrO MoOHUTOpupoBaHus JKI: xeny-
[I04KOBas aKcTpacucTonusa 5-1m rpagaumm no Lown, anu3ogsl
3amMelwaoulero putMa M3 AB-COoedMHEHUS, XeNyao4KOBbIN
puUT™M. YanuHenue uHtepsana QT, > 450 mc 85% BpemeHu
peructpaumm KI. Mo gaHHbIM axoKapanorpadumn: BbipareH-
Has acMMMETpUYHaa runepTpodus NeBOro Kenyaoyka, Mak-
CcMManbHas TONWKMHA MUOKapha B ob6nactv nepeaHen Yactu
MEXKENYL04KOBOM NEPErOPOAKM U MepesHen CTEHKU NeBOro
*enyaoyka — Ao 20 MM. CTBOPKM aopTanbHOro U MUTPasbHO-
ro KnanaHoB YNAOTHEHbI N0 KpasiM U y OCHOBaHuW. Jonnnep-
axoKapauorpadus: KpoBOTOK B BbIXOLHOM OTAene NeBoro
Kenyaoyka yeKopeH B Mokoe A0 30 MM pPT. CT., NOoc/e Harpy3Kku
yBenMinBaeTcs 0 55 MM pT. CT. [1oBblleHa CKOPOCTb KPOBOTO-
Ka Ha ypOBHe CpeAnHHbIX CErMEHTOB NEBOIO Xenyao4Ka (MaK-
CUManbHbIV rpagueHT — 11 MM PT. CT.), YCKOpPeHWe KPOBOTOKaA
B BbIXOLHOM OTAe/ne MpaBoro enyaoyka. [duactonnyeckas
OMCOYHKLIMSA NEBOrO XeNyLo4Ka No NnceBLoOHOPManbHOMY TUMY.
HapyleHune guactonuyeckon dyHKUMKW NPaBoro Xenygo4vkKa.
[lmarHo3 OCHOBHOM: AcMMMeTpuyHas runepTpoduyecKas
Kapauomuonatns C ABYXYPOBHEBOM OOGCTPYKUWEN NeBOro
enyaovka u 06CTpyKLUMen npaBoro xenygoydka (P). uacto-
nn4yecKas aUCOyHKLMSA NeBOro 1 NPaBoro Xenyao4KoB. Xpo-
HUYecKasa cepaedyHas HefoCTaTO4YHOCTb | yHKUMOHaNbHOro
Knacca. HapyweHue putMa cepfiua v NpoBOAMMOCTU: CUH-
APOM ANCOYHKLIMM CUHYCOBOIO y3M1a, aTPMOBEHTPUKYNAPHARA
6noKafa 1-v cteneHu, )enyao4KoBas 3KCTPACUCTONNS, CUH-
LpOM yanuHeHHoro uHtepsana QT (E).

[narHos conytctBytoumit: PakomaTos, KoxkHasa popma (NaTHa
«Kode ¢ MONIOKOM»)/MHOXECTBEHHbIe fieHTuro (L). [ynoyHas
rpeixa. mapouene cnpasa (A). Auctpodua no Tuny runo-
Tpodun 1-n ctenenn (R). Tuneptenopusm (0). CuHAPOM
LEOPARD?

MauyueHT [., 2008 r.p. Pe6eHOK OT NepBoV 6EPEMEHHOCTH,
npoTeKkaBLen 6e3 natonornn. CemenHbln aHaMHe3 He OTAro-
weH. Poantenu 350poBbl. B nepuoae HOBOPOXAEHHOCTU Haxo-
AMNCA B OTAENEHUU NATONOMMU HOBOPOXAEHHbIX C ANarHo30M
«HeanddepeHUMpPOBaAHHbLIN TEHETUYECKUIA CUHAPOM: BPOXK-
[leHHbIV NOPOK cepALa — KnanaHHO-NoAKIanaHHbIn CTEeHO3
nero4yHon aptepuu. lMneptpodbuyeckas KapavomuonaTus.
[BYCTOPOHHMI KPUNTOPXM3M. CUHAPOM ABWraTesibHbIX Hapy-
weHun. fTmnotpodus 2-n crteneHun». B 5-mecsayHoM Bo3pacTe
NOCTYNUN B KapAMOXMpyprudeKoe otaeneHve [Jetckon ropos-
CKOW 60MbHULI C XanobaMu Ha CHUXKEHHbIM anneTuT, cpbl-
rMBaHWA, HEAOCTATOYHYIO NpubaBKy Beca, NOTIMBOCTb. [1pu
ocMoTpe: rMnoTpodusa 2-i cteneHun. pybblit CUCTONMYECKUIM
WYyM Haj BceW NOBepxHOCTbio cepaua. Mo AgaHHbIM 3xoKap-
anorpaduun: BblparKeHHbIR KnanaHHO-NoAKNanaHHbIA CTEHO3
NeroyHow aptepuu (rpagueHTt gasnenus — 100 MM pT. CT.),
Aucnnasva KnanaHa nero4YHow aprtepuu, runeptpodus
MEXKENyA04YKOBON neperopofkun (13 mm) 6e3 o6CTpyKLumuK
BbIXOAHOIO TPaKTa NeBOro *enyaodka. [luactonmyeckas auc-
GYHKUMS NeBOro Xenygodka (ncesioHopMasnibHOe Hanos-
HeHue). B cBA3K C BbipaXeHHbIM BKIagoM B dopmupoBa-
HWe NPaBOCTOPOHHEN OOCTPYKLMU MbILLEYHOrO KOMMOHEHTA
6annoHHas BanbBynonIacTMKa okasanacb HeIQOEKTUBHOM.
MauneHTy 6blia BbINOMIHEHA XMPYPruyeckas KOppekumns —
«yCTpaHeHWe KnanaHHoro v nojKknanaHHoOro cTeHo3a neroy-
HOW apTepuu», Nocne 4Yero rpagueHT AaBieHUs BbIXOLAHOIO
TpaKTa npaBoro xenyaoyka coctaBun 10 mm pt. cT. C 1 roga
4 mec HabnogaeTcs Hedponorom: rMapoHedpo3 1-i ctenexHn
crnpaBsa, NMenoaKTasus cieBa, noYyeyHas HegocTaTo4yHOCTb O.
Habniofaetcs HEBPOOroM C AMarHO30M «3afeprKKa Ncuxo-
MOTOPHOro pa3sutus». CuHAPomM HyHaH?

B 060X NpuBeLeHHbIX Cllydasx C BbICOKOM JoNeN BEPOSATHOCTH
MOXHO FOBOPUTb O Halu4uu runepTpoduyeckoro dpeHotuna
B CTPYKTYPE BPOXAEHHOI0 NOMOPraHHOro CUHAPOMA, BbI3BaH-
HOro (NPEeAnOOXKUTENbHO) FEeHETUYECKU OOYCIOBNEHHBIM
3aboneBaHNEM C 3Kcnpeccuen mytaHTHoro reHa (PTNN11)
B [1ByX u 6onee cuctemax. JuarHoctmka runeptpodpuyeckoro
deHoTMNa B CTPYKTYPE MOMMOPraHHbIX CMHAPOMOB MO3BOS-
eT oTbupaTb MauMeHTOB AN CrneLManbHOro reHeTMYecKoro
uccnefoBaHus, NPoBeLeHUS TEHETUYECKOrO KOHCYbTMPOBa-
HWA CeMbM, MCMONb30BAHUA MWMPOBOro OnblTa AN BblGopa
ONTUManbHON TAKTUKW BEAEHUS TaKWUX NaLMEHTOB (B TOM Yucie
0COBGEHHOCTEN XMPYPrUYeCKOn KoppeKkuun [16]), a npu aH3u-
MOMaTHSX (TaKuX, Kak 6one3Hb MNomne unu 6onesHb Pabpu) —
CBOEBPEMEHHOI0 Havyana 3aMecTuTeibHoM Tepanuu [17].

3aknioueHune

MnepTpoduyeckmin GeHoTUN KaK YacTb KaKoro-nMbo CUH-
apoMa — siBneHue HepeaKkoe. OH cocTaBAseT A0 YETBEPTH
Bcex cnyvaeB T'KMI cpean nauneHToB AETCKOro Bo3pacTa.
lpeobnagaHve KapauvanbHbIX NPOSBNEHWN 3ab0neBaHus
MOXET NPUBECTU K runepanarHoCcTmKke ciny4aeB COGCTBEHHO
TKMT, ogHaKo TwaTeNbHblA aHannM3 aHaMHECTUYECKMX AaH-
HbIX WU COMYTCTBYIOLLEN NATONOIMU NOMOTaeT YI0BUTb YepThl
TOrO WKW UHOIO CUHAPOMA.
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