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AJITOPUTMbI ﬂI/I(Dd)IEPEHLI,I/IAﬂbHOVI ANATHOCTUKU
TMNEPTPOPUYECKOUN KAPAOMUONATUN
N EE CUHAPOMOB

BBEOEHUE

JocTtmkenns B 001aCTH MOJIEKYJISIPHO-TeHETHYECKUX UCCIIeIOBaHUH Ha-
TISITHO TIPOJIEMOHCTPHPOBAIIN BXKHYIO POJIb HACIIEACTBEHHOW MATOJIOTUN
MHOKap/a B CEPICYHO-COCYANCTON 3a00I€BaEMOCTH M CMEPTHOCTH Y JIeTei
1 B3pocibIX. [uneprpodudeckas KapaInOMHUONATHS SBISIETCsl Hanboiee Xo-
POIIO M3yYEHHBIM HACIEICTBCHHBIM 3a00JIeBAHNEM MUOKapaa. YCTaHOBIIE-
Ha ero JIOCTaTOYHO BBICOKASI PACIIPOCTPAHEHHOCTh CPEllU B3POCIIOTO Hace-
nenwust, coctasisttomast 1:500 (0,2 %) [3, 6].

I'mneprpoduyeckas xapaunomuonarus (I'KMII) xapakrepusyercs pas-
HOOOpa3ueM MOJIEKYISIPHO-TeHETHUECKUX MEXaHU3MOB U ITUPOKUM CIICK-
TPOM KIMHUKO-MO(OIOTHYECKUX NPOoABIeHUH. OTKpBITHE MyTalllii T€HOB
CapKOMEpHBIX OEIKOB B Ka4eCTBE MPUYUHBI 3a00JI€BaHHS ITO3BOJIAIIO TOBO-
puth 0 ' KMII kak 0 «6oe3nn capkomepay [, 6]. OqHako Ha CETOMHAITHAN
JIeHb YCTAaHOBJICHO, YTO MYTallM{ B T€HaX CAPKOMEPHBIX OEJIKOB OIpeess-
1otcst Tonbko 'y 40-60% B3pocibix nanueHtoB ¢ ['KMII, npuuem naunbo-
Jiee YacTo MPHU CeMEHHBIX cirydasx 3aboneBanus [3, 4, 5]. Takum obpazom,
Ha JIAHHBIH MOMEHT HauOOJbIIE JTUATHOCTHYECKHE TPYAHOCTH CBS3aHBI
MMeHHO ¢ nuddepeHnraIbHbpIM JHarH030M CapKOMEPHBIX KapIuOMHUOIIa-
THA U CHHIPOMOB KapJAMOMHUOINATUI B CTPYKTYPE MOJIUMOPIaHHON ATONO-
run. MccnenoBanus B3pociaoi MOMyISIIMK NAllMeHTOB MOKa3ajiH, YTo MpH
no3mHeM nedrote 3aboneBanus (>40 net) y 9% myxunH u 12 % xeHmuH
MPUYHHON TUTIepTpodudeckoro deHorumna, umuTupytomero ['KMII, sB-
nsiercst 6one3nr @abdpu [1, 4, 8]. [To nqanHbIM Perucrpa xapamoMmuonaruit
y nereit (Pediatric Cardiomyopathy Registry, PCMR), cdopmupoBanHoro
Ha ceBepoaMepHKaHCKOM KOHTHHEHTE B 1994 roay u Bkitounsiiero 855 ne-
teit ¢ [KMII, cTpykTypa npuauH 3a001eBaHus B JETCKOI KOTOPTE MaIlleH-
TOB BBITJISIUT CIIEAYIONIIM 00pa3oM: B 74 % 3ab0seBaHne CYNTACTCS U0~
natudeckuM, B 26 % cmydaeB [ KMII cocTouT B CTpyKType Kakoro-inoo
curapoma (B 8% ciaydaeB — HEpBHOMBIIICUHBIX 3aboneBanuii, mo 9%
MIPUXO/IUTCS Ha BPOXKICHHBIE HAPYIICHUST METa00IM3Ma U BPOXKICHHBIE T10-
JTHopraHHbIe CHHAPOMEI) [2, 9]. Ilpryuem neOroT 3a0oieBaHUS HA TIEPBOM
TOAy >KM3HU HamOOoJee 4aCcTO HOCUT CHHAPOMANBHBIN xapakTep (10 30 %)
Y TIPOSIBIISICTCST O0JIee TSKEIIBIM TeueHUuEM [2].

Takum 00pa3om, BayKHBIM MOMEHTOM B KJIaCCU(PHULUPOBAHNHT KapAHOMU-
omaruii ¢ rurneprpoPuueckuM (PEHOTUTIOM SBISIETCS BhIJIEIICHNE COOCTBEH-
Ho ['KMII, B ocHOBe KOTOpOil Jiexkar capkomepHbie myTtaiuu, u [ KMII
B CTPYKType CHHJIPOMOB [5, 7], OTIUYAIONIUXCS MOJHMOPTaHHBIM MOpaxke-
HueM (puc. 1).

B OonpmMHCTBE CilyyaeB BO3MOXKHOCTH JIMArHOCTUKU OTrpPaHUYEHBI
SKOHOMHUYECKUMHU TPUYNHAMHU WM TPOBEICHHE MIUPOKOTO T€HETHYECKOTO
CKPUHHHTA Y TAIIMEHTOB C TUIEPTPOPUIECKUM (PEHOTHIIOM HEBO3MOXKHO.
Pazpabotka knmHIYecKuXx AuddepeHraIbHO-TMarH0CTHYECKUX alrOpUT-
MOB TO3BOJISIET OTPAaHUYUTH 00bEM HEOOXOAMMBIX TEHETUUECKUX HCCIIEIO0-
BaHUM.

LLE/Ib NCCNIEAOBAHUA

[MoBbicuTh KauecTBO nuddepennuansioi nuarnoctuku [KMIT u cun-
npoMoB ['KMII B cTpyKType MOIMOpraHHOM MaToIOTUH HA OCHOBE U3YUYEHUS
0COOCHHOCTEH KIIMHUYECKOTO TeUCHHS U MOP(]O-PYHKIIMOHATILHOTO COCTO-
SIHUSI MMOKapZa y A€Te U B3pOCIbIX NalMeHTOB ¢ quarnozom I'KMII.
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[uneprpodust nesoro xkemynouxa (IJDK)

[eneTnueckuit
cyOCTpar He BbIsIBJIEH
+ HET OYeBUJIHbIX
MPU3HAKOB CHHPOMA,
ACCOLUMPOBAHHOIO
¢ FTKMIT

v h 4

YeraHoBJIEHbBI
capKoMepHble MyTaliK

| [uneprpoduueckas kapaoMuonaTus

Puc. 1. Knaccudukaumusa FrKMI (no Maron B. et al., 2009)

METOJbl NCCNEOOBAHUS

B uccnenoBanuu npussuin ydactue 98 manueHToB
C AMarHo30M TunepTpodudeckas KapJuOMHUOIIATHI —
29 nereit u 69 B3pocibix. Bcem 00MBHBIM TPOBOANIOCH
o0cJiefoBaHue, BKIIOYAIOIIEe B ce0sl 0CMOTP, 3JIEKTPO-
Kapauorpaduro, cyrounoe wmoHuTopupoBanue OKI
mo Xontepy W 3xokapauorpadmuro. sl BBISBICHUS
cinyuaeB cuHapomos I'KMII B cTpykType nonuoraHHOU
MaTOJOTUU B KaXKIOM CITydae MPOBOIMIICS MOAPOOHBIH
aHaJM3 aHAMHECTUYECKUX CBEICHHH, OCOOCHHOCTEH
KJIMHUYECKOTO TeUEHUs 3a001€BaHMsl, COITYyTCTBYIOIIEH
MaTOJIOTHH.

PE3Y/IbTATbl NCCNEOOBAHUSA

OneHka OCOOGHHOCTEH KIIMHUYECKOTO —TEUeHHS
W JAHHBIX WHCTPYMEHTAIBHOTO OOCIeNOBaHHS B CO-
BOKYITHOCTH C JETaJbHBIM aHAJIM30M COITyTCTBYIOIIEH
naronoruu y narnuentoB ¢ ['KMII mo3Bonunu BHISIBUTH
3 ciyuast cungpomoB ['KMII B crpykrype nmommopras-
HOW TIaToJOrWu. Y JIBYX IAIMEHTOB OBLI YCTaHOBIICH
nuarHo3 I'KMII B cTpyKType BpOXKIEHHBIX MOJIHUOP-
TaHHBIX CHHAPOMOB JIeTell paHHEro Bo3pacTa. Y malu-
enta 7 ner ¢ 'KMII, nuarnoctupoBanHoii Ha 1-M roIy
JKH3HHU, OBbUIM BBISIBJICHBI CHMITOMBI, KIIMHUYECKH CO-
oTBeTcTByroIMe Kputepusim cunapoma LEOPARD:
L — lentigines (JieHTHro — MATHA HA KOXKE I[BETA KOe
C MOJIOKOM M TEMHO-KOPUYHEBBIC «KO(EeiHbICY MSTHA),
E — electrocardiographic abnormalities (u3mMeHeHus
Ha OKI' — mnapymenus npoBoaumoctn), O — ocular
hypertelorism (rma3uoii runieprenopusm), P— pulmonary
stenosis or HCM (mynsmoHanbpHbIH cTeHo3 uin ['KMIT),
A — abnormalities of genitalia (M3MeHeHHs TeHHTa-
ik — xpunropxusm), R — retardation of growth (3a-
nepxkka pocra), D — deafness (mmyxora — y gaHHOTO
MayeHTa 3TOT TMPHU3HAK Ha MOMEHT 00COJeIOBaHUA
orcyrctBoBan). Y mamumenta 1,5 mer ¢ TKMII ¢ kpu-
THUYECKOW OOCTPYKIMEH BBIXOZHOTO TpaKTa MPaBOrO
xemynodka (BTIDK), morpeOoBaBiieli Xupyprudecko-
TO BMEIIATENLCTBA B BO3pAcTe 5 MECAIEeB, OTMEUAINCh

Cucremuble
MeTabOoJIMUeCKHe U
MOJIMOPraHHble CUHAPOMBI,
aCCOLUUPOBAHHBIE
¢ [KMIT

[euHapom|* ¢ kapanomuonaTHeit
*wanpumep Cunapom NOONAN ¢ TKMIT

CHUMIITOMBl KJIMHHYECKH COOTBETCTBYIOLINE CHHAPOMY
Noonan: 'KMII ¢ ooctpykrmert BTIDK, mumeBoit mu3-
Mopdu3M (IITO3, HU3KO MMOCAKEHHBIE YITHbIE PAKOBHHBI,
MUKPOTHATHS ), THIIOTPOGHS, U3MEHEHUsI TPYIHOM KIeT-
KU, 331ePKKa TICUXUYECKOTO PasBUTHSL, THIPOHEDPO3.

Tperuit ciay4aid TpencTaBIsT  COOOM  CHHIPOM
I'KMII B ctpykType HE Bepu(HUIMPOBAHHOTO HEPBHO-
MBIIIEUHOTO 3a0o0jeBanus. Y mamnuenrta 43 ner uMena
MECTO acCHMMETpPUYHAas TUIEPTPOQHUS JICBOTO HKEITYI0U-
Ka C CHTMOBHUIHOW (DOPMOH MENOKETyIOUYKOBOM Iepe-
roponku (MXKII), mareHTHOH OOCTPYKITNEH BBIXOITHOTO
TpakTa seBoro xenynouka (BTJDK) n auactommueckoit
JucyHKIMEH MUOKap/a 1Mo PUTHAHOMY THITY, 8 TaKkkKe
SMUIeNTU(GOPMHBIE MPUIAIKA U MPU3HAKH [TPOTrPECCH-
pyromier Mo3KedKoBOH arakcuu. OcloXKHEHHEM 3a00-
JIeBaHUsl ObUIM KETyIOUKOBbIE HApYIIEHHs CEPIEUHOrO
pUTMa BBICOKHX Tpajaliii, MPOTEKAIoUIe C IoTepei
co3Hanus. CeMelHbI aHaMHe3 MaIMEeHTa CBUAETEINb-
CTBOBAJI O TOM, YTO y AOYEPH MALUEHTA, C JIOLIKOJIBHOTO
BO3pacTa, CTPAIAIOIICH CXOXKEN HEBPOJIOTUYECKON CUM-
MITOMATHKOM, M yMepIleil BHe3armHo B Bo3pacTe 14 e,
M0 pe3ynbTaTaM IaToJIOr0aHATOMHUYECKOTO HCCIIE0-
BaHUS Takke OblIa BBISIBICHA aCUMMETPHYHAsI THIIEp-
Tpoduss MHOKap/a JIEBOTO JKEIYIOYKa. DTO MO3BOJIMIO
C OIpeIeNIEHHOM J0J1e BEpOSATHOCTH MPEANOIOKHUTH Ha-
smune cunapoma I'KMII B cTpykType Hacae1cTBEHHOrO
HEPBHO-MBIIICYHOTO 3a00JICBaHHUSI C BBICOKUM PHUCKOM
pasBuTHs BHe3anHo# cepueunoit cmeptu (BCC).

Taxkum 06pa3om, IO HAIIUM JaHHBIM, YacTOTa CHH-
npomoB I'KMII cocraBuna 3% cpean Bceld KOTOPTHI
00cCIIe/IOBaHHBIX TALIMEHTOB C TunepTpodudeckum de-
HotunoM U 10% cpenu mauueHToB AETCKOrO BO3pacTa.
I'pynna cunagpomos I'KMII B cTpyKType nosmopraHHoM
[IaTOJIOTMHU B KOTOPTE HMALMEHTOB C TUNEPTPOPUIECKUM
(EHOTHIIOM BBIJIeJICHA HA OCHOBAaHHUH aHAJIN3a KIIMHUYe-
CKHX JIaHHBIX, IMOKa3aresieii Mop(ho-(QyHKIIMOHAIBHOTO
COCTOSIHMSI MHOKap/ia, ¢ y4eTOM BKJIaJa COIyTCTBYIO-
niell marojoruu. Beigenenue qaHHON IPyMITbl MALMCH-
TOB HEOOXOIMMO JUIsl OITUMH3ALMU 0TOOpa MALEHTOB
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Tabnuya 1

AnroputMbl auddepeHumansHoi anarHoctuki TKMIM u cunapomos TKMI B cTpyKType NonnopraHHoM natonorum y Aetei u B3pocnbix

Tuneptpoduyeckuin beHotnn

luneptpodurueckuit GeHoTMN Npu

TMneptpoduryeckunin
dbeHoTMN NpH

Tun HacnepoBaHUs

[NOMWHAHTHbIN

ayTOCOMHO-peU.eCCI/IBHbIl‘;I

AyTOCOMHO-PEeLLeCCUBHbI,
X-CLEenneHHbIn

Mpu3Hak CapkomepHble TKMI Npy BPOXAEHHbIX MOMMOPraHHbIX
6051€3HAX HaKoMNEeHUS HepBHO-MbILLEYHbIX
CMHApOMax
3aboneBaHnax
o AyTOCOMHO-AOMUHMHTHbIN,
AyTOCOMHO- AyTOCOMHO-A,OMUHAHTHbIN, AyTOCOMHO-

LNOMMWHAHTHbIN

KM, nopaxeHune pasHbix opra-

3aboneBaHus HepBHO-

CeMeliHblit aHaMHe3 BCC, KMIN Kak npaBuno, He otarowieH MbILLIEYHOWN CUCTEMDI,
HOB U CUCTEM
BCC, KMIN
. MpenmyLLecTBEHHO NEPBBIV O, B 3aBMCcKMMOCTM OT OCHOBHOIO Kak npasuno, nocne
Bospact pebrota Trobon penmMy P A P
XM3HM 3aboneBaHus 10 net
CreneHb BbipaxeHHas, ocobeHHO npu Kak npasuno —
PasHoobpasHa Kak npaBuno, BblpaxeHHas
rmneptpodum MyTaumsax LAMP2 yMepeHHas
Jlokanuszaums rvnep- |  lNpenMyLLecTBEHHO "
il p penmyLy Hepenko BoBneueHMe NpaBoro CpenHexenynoykoBas MakcumyM B BepxHe#
Tpodumn, Mopdono- | cpegHexenynsoykoBas KENVI0uKa runeptpodus MXT1, MoxeT BbiTb | Tpetn MXKIT (curmoBua-
rma MXI runepTpodus MXI YA cumMmeTpuyHas K Has MXIT)
XapakTepHa o6ctpykumns BTIDK v/ Kak npaBuno — ymepeH-
O6cTpyKLMa PasHoobpasHa He xapakTepHa
pyku P mnun BT/TX P P Has obcTpykums BT/DK
OnekTpodu3sno- XenypoukoBble KT WPW CuHApOM paHHel peno-
noruyeckue Taxukapaum (KT) HapVLeHms: NpoBEaEHMS HaDVLeHms NDOBEaEHMS NAPU3aLLMK XKENYL04KOB
HapyLieHus orn Py posea Py poBeA XT
Mopdonoruueckne | Oesopranusaums KMLU, | Tuneptpodus KMLL, B oTcyTcTBME Bakyonusauus, Hakonnexnue 5
U3MEHEHUs (disarray), ®n6po3 disarry u ¢pubposa rMKOreHa ’
Mporpeccupytowas TunuyHa, 0cOBEHHO Npu MyTaum-
XCH He tvnnyHa He tvnnyna ax LAMP2 He tvnnyna
®dusnueckoe o .
passuTHe be3 ocobeHHoCTEN C oTcTaBaHuem OTcTaBaHue npu paHHeM febiote be3 ocobeHHoCTEN

Mpu3Haku nonuop-

OTcyTcTBYHOT
raHHOTO MOPaXeHUS

Crurmbl omM3ambpuoreHesa, nopa-
YKEHWE KOXM, aHOMANUM U NMOPOKM
pa3BUTMS BHYTPEHHUX OPraHoB

MoryT np1cyTCTBOBaTH B pas-
JIMYHBIX COYETAHUAX MpOrpeccu-
pytoLLee nopaxeHue noyek, XKT,

npbixatensHon cutctemsl, LIHC,

MbILLIL,

MNMopaxeHne HepBHOM
(cymopoXkHble NpUNaaKu,
aTakcus) M/Mamn Mblley-
HOM cucTeM (MMonaTtus)

JUIE TCHETHUYECKOH BepU(HKALMU JUarHosa B Oymy-
meM. [locTraHoBKa OKOHYATENBFHOTO JUArHO3a IOBBI-
cuT 3QPEKTUBHOCTh BpaueOHON TaKTUKH, OCHOBAHHOM
Ha CBOCBPEMEHHOM HA3HAYEHUM ITHONATOI€HEeTHYe-
CKOU Tepanuu U MPOQUIAKTUKHA OCIIOKHEHHH,

Ha ocHoBe ananm3a KIMHHYECKOTO TEYEHHUS 3a00-
JIeBaHUS, JaHHBIX MHCTPYMEHTAJILHOTO HCCIIEIOBaHMS
nauueHToB ¢ cuHapomamu I'KMII u cBepgenuil nute-
parypbl Mbl IPEANIPHUHSUIIN TIOTIBITKY pa3padoTaTrh ajro-
put™ muddepernnansHon muarnoctuku 'KMIT u cun-
npomoB 'KMII B cTpykType nosnmopraHHoi narosoruu
(Tabm. 1).

3AKJTIOYEHUE

luneprpoduyeckuii GpeHOTHIT KaK YacTb KaKoro-
00 CHHAPOMa — HE PEelIKOe sIBJICHHE, COCTABIISIOIIEE,
10 JaHHBIM JIUTEpaTypsl, 10 26 % ciaydaes I'KMII cpe-
I TALMEHTOB JIETCKOTo Bo3pacTa. I[IpeobOnananue xap-
JIMATBHBIX TPOSIBJICHUH 3a00JICBAHUSI MOJKET MPUBECTH
K TUIepauarHocTuke ciydaeB cooctsenHo I'KMIL. Ox-
HAaKO TUIATEIbHBIA aHaIW3 aHAMHECTHYECKUX IaHHBIX
U COITyTCTBYIOIIEH MAaTOJIOTHH IIOMOTAaeT BBISIBUTD IPH-

3HAaK{ TOTO WJIM MHOTO CHHJpOMa. DTO MO3BOJISIET OTO-
Oparh MAalMEHTOB JUIS HPHLEIFHOTO TE€HETHYECKOTO
UCCIIEIOBAHMS], IPOBECTH FEHETHUECKOE KOHCYIBTHPOBA-
HHUE CEeMbH U BbIOPATh ONTUMAJIbHYIO TAKTHKY BEIEHHUS
TaKMX MALUEHTOB, UCIIOJIb3Ysl JaHHBIE MUPOBOI'O OIIBITA.

Kaxnprii BoisiBnennsnii ciaywaid ['KMIT TpeGyer
TIIATEIBHON OLEHKH COIYTCTBYIOLIEW MATOJIOTMM IS
uckimrouenus: cuaapomoB ['KMII B cTpykrype noauop-
ra"HbeIxX 3a0oieBanuii. Ycranosiienue guardosa I KMIT
B PAHHEM JE€TCKOM BO3PACTE JOJKHO ONpPENEIATh I0-
kazaHus K guddepenuuansHoil auarnoctuke ['KMIT
U runeprpopuueckoro GEeHoTHIIa B CTPYKTYpPE BPOXK-
JICHHBIX MTOJMOPTaHHBIX CHHIPOMOB.
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THE DIFFERENTIAL DIAGNOSIS ALGORITHMS
OF HYPERTROPHIC CARDIOMYOPATHY AND
HYPERTROPHIC CARDIOMYOPATHY SYNDROMES

Turalchuk M.V., Novik G.A., Goodkova A. Ya.

¢ Resume. The differential diagnosis in HCM patients is dis-
cussed. Literature data and results of 98 hypertrophic car-
diomyopathy patients examination are given. The differential
diagnosis algorithms for HCM and HCM syndromes are pro-
posed.

¢ Key words: hypertrophic cardiomyopathy; hypertrophic car-
diomyopathy syndrome; differential diagnosis.
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