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PE3IOME

B cTtatbe NpeACTABAEHO KAUMHUYECKOE HABAIOAEHUE, BbISBUBLLIEE CHUXKXEHUE CEIMEHTAPHON AECDOPMALIMU MMOKAPAQ AEBOTO XXEAYAOYKA
y MOAPOCTKA 15 A€T HO PAHHEN CTAAMM ACUMMMETPUYHON HEOBCTPYKTMBHOM MrMNepTpOogbmieCcKon Kapanommonatim (TKMI). Arg oueHkmn
CUCTOAMYECKOM CPYHKLIMM MMOKAPAQ MCCAEAOBOAMCH: PPAKLIMM BbIBPOCA U YKOPOYEHMS A@BOTO XXEAYAOUYKA, A TAKXKE MOKA3ATEAM TAOBAALHOM
N CEIMEHTAPHOMN AECDOPMALMM MUOKAPAQ, OMPEAEAIEMbIE MPH IXOKAPAMOTPACOUIECKOM MCCACAOBAHMM B PEXMME METOAQ 2D speckle-
tracking. OTMEe4YaAOCh OTCYTCTBUE M3MEHEHMI CPPAKLIMM BbIBPOCA M YKOPOYEHMS AEBOTO XXEAYAOYKA, TAOBAALHOM MPOAOALHOM AEDOPMALIMM
MMOKQAPAQ, HO MPU TOM HABAIOAQAOChH CHUXKEHME MPOAOALHOM M LIMPKYAIPHOM ACDOPMALMM B OTAEABHbIX CETMEHTAX AEBOTO XXEAYAOYKA, HTO,
B TOM YNCAE, IBUAOCHb OCHOBAHUNEM AAS HA3HAYEHMA KO[OAMOFIDOTGKTHBHOI;I Tepanmn.

KAIOYEBBIE CAOBA: rinepTpocbnyeckas KAPAMOMMONATUS, AETH, AECDOPMALIMA MMOKAPAQ, 2D CNeKA-TPEKMHT, PAHHSA AMArHOCTUKA, IXO-
Kapanorpadpms.
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SUMMARY

The article presents a clinical observation that revealed a decrease in segmental deformation of the left ventricular myocardium in a 15-year-old
teenager at the early stage of asymmetric non-obstructive hypertrophic cardiomyopathy (HCM). To assess myocardial systolic function, the fol-
lowing were used: ejection fraction and shortening of the left ventricle, as well as indicators of global and segmental myocardial deformation,
determined by echocardiographic study using the 2D speckle-tracking method. There was no change in ejection fractions and shortening
of the left ventricle, global longitudinal deformation of the myocardium, but there was a decrease in longitudinal and circular deformation
in individual segments of the left ventricle, which, in general, was the basis for prescribing cardioprotective therapy.
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Brenenne

l'uneprpoduyeckast KapAXOMHOIIATHS SIBIISCTCS TSKEITBIM
MHBAIHU3UPYIONUM 3a00JIeBAHUEM U HMEET HEeOIaronpu-
SITHBIN JJ1s )KU3HU NporHo3. Pacnpoctpanennocts ['KMIT
y Aeteit cocrasisieT oT 3—5: 1 MIIH 10 KyMyJIITUBHOM pac-
npoctpanerHoctd 9:10 000 k 18 romam [ 1-3]. [Ipobnema BbI-
coxoif cmeptHocTH Aeteit ¢ 'KMII no Hacrosiiero BpemMeHu
OCTaeTCs aKTyaJIbHOM, TaKk KaK BHE3alHas CMEPTh 4acTo CTa-
HOBUTCS IEPBBIM U €IMHCTBEHHBIM MPOSIBIICHUEM 3a00I1€e-
BaHUS M, HECMOTPS Ha U3BECTHbIC (DAKTOPBI PHUCKA, SIBIISCT-
csl TpyAHONPOrHO3UupyeMoH [2, 4—8]. DTo npenomnpenenser
HEO0OXOAMMOCTh BBEICHHUS B IIMPOKYIO JTUATHOCTHUYECKYIO
MPAKTUKY KPUTEPUEB ISl BBIICIECHUS TPy OBBIIIEHHO-
TO PUCKA Pa3BUTUS )KU3HEYTPOKAIOIIUX COCTOSHUN Yy AeTel
¢ I'KMII, a raxxe npoBeeHUEe paHHEH MEIUKaMEHTO3HON
PO MIAKTHKN 1 KOPPEKIMU 00pa3a sku3HU. [1o JaHHBIM KITH-
Huueckux pexoMenganuii mo 'KMII k rpymnne noBsieHHOro
pHCcKa, KOTOpOi HeoOX0MMa MEIMKaMEHTO3Has! PO UIIaKTH-
Ka M KOPPEKIHst 00pa3a )KNU3HU, OTHOCSTCS TOJILKO: OOJIBHBIE
¢ 00CTpYKIMEH BBIXOHOTO TPaKTa JICBOTO JKelyiouka Oosee
30 MM PT. CT.; CO CHIXKCHHOW II00AbHOM CHCTOMYCCKOM
¢dynxumeit (ppakust Beiopoca meree 50%); co cTeHOKapIu-
TUYECKUMHU MPOSIBICHUSAMH; C JKU3HEYTPOXKAIOILUMY apUTMHU-
aMu [5]. Bce 3T okaszaHust COOTBETCTBYIOT HNPOSIBIICHUSIM
nexomnencanuu 'KMII, a neuenue B cTauio 1eKOMIEHCALUU
IIPOrHOCTHYECKH HeOMaronpusTHO U MeHee 3G (eKTHBHO, YeM
neyeHne Ha paHHuX ctagusix. [lammenram ¢ [KMIT 6e3 yka-
3aHHBIX [TOKA3aHUIl JIeueHNs HEe TIPOBOJUTCS, HO TAKUX JAETeH,
ocobeHHO 1pu panHeM BoisiBieHnH [ KMII B cembsix ¢ reHeTn-
YECKU YCTAHOBJIEHHBIM TUarHO30M, HACUMTHIBAETCS HEMAJIO.

B cBs3u ¢ atuM HeoOxonuM quddepeHnnpoBaHHbIH Moa-
X0/ K BBIJICJICHUIO IPYIIIbI PHCKA BHE3AMHOM CeplIeyHON cMep-
TH C LIE/IBI0 PAHHETO HA3HAYEHUS KapJUONPOTEKTUBHOMU Tepa-
mmu [9—11]. OOUmIEIPUHATHIM TOKA3aHUEM K €€ TIPOBEICHUIO
SBIISICTCS] CHIDKEHHE ITOKa3aTelieii I1o0aabHON CHCTOInYe-
CKOH (pyHKIIMM MHOKap/ia KEJIYI0YKOB, K KOTOPBIM OTHOCSITCS
(pakiuy BEIOpOCa ¥ YKOPOUEHHS, ONPe/IesIsieMbIe IPU CTaH-
JIapTHOM SXOKapIuorpaduueckoM uccienoanuy S5, 12—-14].
Ho B TeueHue 1aUTENBHOrO BPEMEHU JaHHbIE TOKA3aTEIN
y meteit ¢ TKMII mMoryT ocTaBathes B Ipeieaax HOPMaTUBHBIX
3HAYEHUH BCIEACTBUE KOMIICHCATOPHOH alanTallui MHOKap/a.
Wx cHmKeHune HaOIoaeTcst NP BOBJICUCHNUHN B ITATOJIOTH-
YECKHH MpoIecc He eIMHUYHBIX, a OOJIBITMHCTBA CETMEH-
ToB MHoKapaa. [Toatomy y nereit ¢ 'KMII BaxHoe 3HaueHMe
MpHOOpETAET OLIEHKA HE TOJIBKO MI00AIBHOM, HO U CETMEH-
TapHON CUCTOIMYECKON (yHKIIMH MHUOKap/a, TO3BOJISIOIICH
OINpENeNATh HapyIIEHHsI B OTAENbHBIX CETMEHTaX Ha paHHEH
craauu 3adonesanus. K Hanbosee nHOpMaTHBHBIM MTOKa3a-
TEJSIM KaK TII00aIbHOM, TaK M CErMEHTapHOH CHCTOIMYECKOH
(GyHKIMU OTHOCHUTCS AeopManys MUOKapya (strain), Kotopast
rpeacTaBisieT co00i N3MEHEHNE UCXOIHOW TeOMETPHUN MH-
OKapja B MPOLECCEe COKPAILEHUS B PA3IUYHBIX HANIPABICHH-
AX (IPOJOIIBHOM, paJinaIbHOM, IUPKYJsIpHOM). OHA MOXKET
OBITH N3MEpEHa MPU CTAHAAPTHOM 3XOKapIrorpadpuyecKoM
nccienoBannu B pesxxnme metona 2D speckle-tracking, ko-
TOPBIIl OCHOBAH Ha OTCIIEKUBAHUU TPAEKTOPUU JIBUIKEHUS
aKyCTUYECKHX MAPKEPOB MHOKapAa WM CHEKIOB B TEUCHUE
CepJEUHOro LUK BHE 3aBUCUMOCTH OT yIJla CKAHUPOBaHHUS

U NOCTYMNaTeNbHbIX IBUKEHUH cepaua [15]. Jlanublil meton
HaxOIMT Bce Oolblliee MPUMEHEHHE MPH OLICHKE JieopMarnm
Muokapaa y nauueHTtoB ¢ ['KMII [16-20].

LlesbI0 HaIIErO UCCIICIOBAHNUS SIBUIJIACH IEMOHCTpAINs
KIIMHUYECKOTO HAOIIOICHUS PAaHHEH JIMarHOCTUKH CHIKCHUS
CerMeHTapHO! JeopMalii MUOKap/Aa JIEBOTO JKEJIyA04uKa,
ornpezernseMoi B pexxume metona 2D speckle-tracking y mon-
poctka ¢ Brepsble BbisiBlIeHHOH 'KMIT.

Kannnueckoe Hadaonenne

[Moapocrox 15 neT mocTynui B KIMHUKY Ha 0OcienoBa-
HHUE B CBSI3U C BHE3AITHON CMEPTHIO CTapliero opara B BO3-
pacre 25 siet. ’Kano0bl Ha MOMEHT HOCTYIUICHHS OTCYTCTBO-
BaJM. AHaMHE3 )KU3HU: ITAlUeHT OT BTOPOH OEPEMEHHOCTH
(mepBast 0epeMEHHOCTh — ChIH, BHE3aITHast CMEPTh B 25 JIeT),
MpoTeKaBIeii 6e3 0COOEHHOCTEH, BTOPBIX ONEPaTHBHBIX PO-
JoB B 36 Henenb recrauuu. Macca tena npu poxxaenuu 3750
r, mHa Tena 50 cm. Ouenka mo mkane Anrap 8—9 6an-
noB. PanHee usndeckoe 1 HEPBHOIICHXUUYECKOE PAa3BUTHE
B COOTBETCTBUU € Bo3pacToM. IlepeHecennsle 3aboeBa-
HUSL: 4YacThIe OCTPBIE PECIIUPAaTOPHBIC 3a00ICBaHNUS, TPEIIH-
Ha JIy4yeBOH KocTH B 13 net, MasoOepioBoit KocTH B 15 Jer.
B pannem Bo3pacte HaOOAAICS y HEBPOJIOTA 110 TIOBO/LY
THKOB. COCTONT Ha yuere y oTalbMOJIora 10 OBOY MH-
OIUU CpejHel creneHu, acturmarusma. HacneacrBeHHbIN
aHaMHe3 OTATOWICH: y MarepH (Bo3pacT 44 roja) runepro-
HHYecKast 00JIe3Hb, 10 JINHUW MaTepy BHE3aIHasi CMEPTh
Jeqa B 65 net, BHe3amHasi CMEpTh Npajena B 78 JerT, BHe-
3aIrHasi CMEpTh pOJHOTO OpaTa mpazaena B 65 Jiet; y oTna
(Bo3pact 52 rona) — nieMudeckas 60JIe3Hb Cep/ua, 1o JIH-
HUU OTHA y Je/la — UHCYIbT C JIETAJIBHBIM UCXOA0M B 65 JIET.
Ha OKI y ckoHuaBmierocsi Opata OTKJIOHEHHE JJIEKTpHYe-
CKOH OCH cepjlia BIEBO, HEMOHast OJI0Kaia MpaBoil HOXKKH
U nepeaHell BeTBU JIeBOM HOXKKHM Imyuka ['nca, HapymieHue
npouecca penofisipuzanuu Muokapaa. Ha OKI' ponureneit
3HAYMMOMH I1aTOJIOTMH HE BBISBICHO. AHaMHe3 3a00JieBa-
HHUSI: OTMEUAIOTCS YaCThle MPEJCUHKONAIbHBIE COCTOSIHUS
B JIyIIHBIX IOMEICHUAX U NPU NOBBIIIEHHON 3MOIMOHATb-
HOM Harpy3ke. CHHKONaJIbHbIE COCTOSIHUA oTpunaet. [To
pe3ysbTaraM MarHMTHO-PE30HAHCHOM ToMorpaduu cepiaia
C KOHTPACTUPOBAHUEM, BBIIOJIHEHHOH 3a 3 Mecsa 0 MOCTy-
TUICHUSI B CTAI[OHAP, OTMEYajlach HadalbHasi THIIEpTPoQus
CTEHOK JIEBOTO JKeIy0uKa. bbIT BBISBICH BHYTPUMBbIIIEUHBIN
MOCTHK CpeJHEN TpeTH NepeaHell MexOKeIyJ04KOBOI BETBU
JIeBOH KopoHapHoi aprepuu. [lokazarenn GpyHKIMOHAIBHO-
TO COCTOSIHUA CepAlla HE U3MEHEHBbl. Y YaCTKH JIOKAIbHOIO
HapyIIEeHNUsI COKPaTUMOCTH, (GUOPO3HBIE U BOCIIATUTEIIb-
Hble U3MEHEHUS B MHOKap/e He ONpeAesianuch. JJauHbIx
3a HEKOMIIAKTHBIM MUOKap/ WU apUTMOTEHHYIO AMCILIa-
3HI0 HE MOJIyYEHO.

[Ipu moctynieHuu COCTOSIHUE yAOBIETBOPUTEIBHOE.
Cosnanue sicnoe. [TauneHTt koHTakTeH, akTHBeH. Bec/macca
Terna = 73,5kr (mepueHTWIb > 97%). Poct/mmaa = 180,5¢M (miep-
neHTHIb = 75-90%). [Tnomans noBepxHoctyu tena = 1,92 M2
KoxxHble TOKPOBBI, CIU3UCTBIC YUCTHIE. 3€B HE U3MEHEH.
KocTHo-MbIIeuHast cucrema 6e3 ocodbenHocreil. HocoBoe
Jpixanue ceodoanoe. Yacrora apixanust 20 B MUHYTY, OJBIIIKA
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HeT. B nerkux apIxaHue Be3UKyIsIpHOE, XpUIoB HeT. [Tynbe
72 ynapa B MUHYTY, PUTM IPaBUIbHBIA. ApTepuanbsHOe 1aB-
nernune 110/70 mm pr. ct. ToHBI cepiiia OTYCTIANBEIE, PUTMHY-
HBIE, ITYMOB HET. ANNETUT coxXpaHeH. S3bIk uncThlid. JKusot
MSTKHi, 6e3001e3HeHHbIN. [IeueHs n cene3eHKa He NajbIupy-
torcst. Ctyn He n3MeHeH. Mouenciyckanue 6e3001e3HEHHOE.
Jun3ypudeckue siBiIeHus 0OTCYTCTBYIOT. [Icnxudeckoe pazBuTHe
COOTBETCTBYET BO3pacty. [larosoruuecknx pediekcoB HeT.
Cayx He n3meneH. OTMeuaeTcst OJIM30pyKOCTh, aCTUTMATH3M.

[Ipu obGciienoBanuyM B 001IEM aHAIM3€ MOYH, 00IIEM
1 OMOXMMHYECKOM aHaJIn3e KPOBH, TOPMOHAIIBHOM IpOQHIIe
LIUTOBHJIHOM KeJIe3bl N3MEHEHNH He BBIsIBIEHO. VcKkirode-
HUE COCTaBMIN OEJIKOBBIE (PPAKIMK KPOBU: HE3HAYUTEIBLHOE
cHIDKeHHe anbOymuHa (55,6%, Hopma 58—65,2%) u a2-11o-
oymuaOB (10,1%, HOpMa 10,7—-14,7%), a TakKe yBEIHYCHHC
B-1 moGymuHOB (6,7%, HOpMa 4,1-6,4%) 1 Y-TII00YITMHOB
(19,1%, nopma 8,6—17,4%). buoxuMuaeckue MapKepsl HIlIe-
MHH MHOKapza (TporoHuH [=2,7 nir/mi, Hopma 10 22,9 rir/mi;
kpearuHpochoknnaza-MB = 1 ur/mn, nopma 0,7-4,6 Hr/n),
XPOHHYECKOH CeplIedHOl HEJIOCTaTOYHOCTH (HaTpUilypeTHye-
ckuit nentuy tuna B = 28 nr/mi, Hopma 0—100 nir/mur) 6butr
B TIpeJieliax oMy CTUMbIX 3HaUCHHH.

[Tpu npoBeieHNK TECTa ¢ MIECTH MUHYTHOH X0/15001 OBLI
BhIsIBIICH (DyHKIMOHaNBHEIHN Kitace I (mo NYHA), crenens
HapyuieHus kpoBooOpatuenus 0.

Ha cranmapTHOii 251eKTpoKapIrorpaMMe MOKost OTMedascst
cunycoBblil put™, YCC = 75-79 B MuHYyTY, HerosHas Oiokazaa
npaBoil HoxkH ['uca. 3nauenus unrepsana QTc BapprpoBaIn
ot 445 Mc 110 451 Mc, B opTOCTa3e ONpeaelsiyioch yAJTUHEHUE
QTec o 486—491 mc, nocne Gpu3nveckoi Harpy3Ku — OT HOP-
MaJIbHBIX 3HaUeHUH 10 ymyuHenus 10 509 mc. [1o ganubiM
XOJITEPOBCKOTO MOHUTOPHPOBAHUS CEPJEUYHOTO PUTMa Ha-
OiromasIcs CHHYCOBBIM PUTM CO CpefHel yacToToi 64 ynapa
B MHUHYTY; yMepeHHasi OpaauKapus B TCUCHUE CYTOK; /-
nmuHenne unrepBasia QTc 6onee 450 mc B Teuenue 79% 3a-
MUCH, TOCTYNHOH aHanu3y; cpeanee 3HaueHue QTc 465 mc;
Ha MakcuMansHoi HCC = 121 ynapoB B MHHYTY OTMEUAJIOCh
yuuHenue QTe no 528 mc. o pesynsratam TpeaMUI-TECTa
HapyLICHUI pUTMa U IPOBOJUMOCTHU HE 3apErHCTPUPOBAHO,
3HaueHus naTepBaia QTc B mpeTecTe OBUTM OT HOPMATIBHBIX
(442 mc) no yummHeHHBIX (460 Mc), HopManHu3anus okasa-
Tests HaOJTio1aslach Ha HarpysKke, yIJIMHEHHE B IepHoJie BOC-
cTaHoBJeHUs ObUTO 10 459470 Mc.

[To maHHBIM 3X0KapaAnOrpaduu MOPOKOB CepAlia HE BbI-
SIBJICHO. BO BpeMsi ucciieJoBaHMsI OTMEYAJICSl CHHYCOBBIH
put™m, opagukapaus (UCC = 62—64 ynapa B Munyty). Paz-
MepBHI ITOJIOCTEH cepAla B Ipeziesiax HOPMAaTUBHBIX 3HaYe-
HUI: TIepeiHe-3a{H1i pa3Mep JIeBOro npeacepaus = 33 MM
(17,18 mm?); mepemnHe-3aJHUN pa3Mep MPaBoOro mpeacep
aust = 32 MM (16,7 Mm?); ipaBbIi X&KenmyoueK (IIpUTOYHBIH-BBI-
xoHOH otaen) = 23 mum (11,9 MM?); JIeBBIi xKeynodek (Ko-
HEYHBII 1MaCTONMYECKUH — KOHEUHBIH CUCTOIMYECKTH pas-
Mep) = 49-31,85 mm (25,5-16,5 mm?). HesnauurensHoe yBe-
JM4eHne oobeMa JIeBOTo rpecepaus (0obem = 68 MiI; UH-
nekc oobeMa=35,4 mn/m?, HopMa < 34 mi/m?). Kitananuas
peryprutanus (MUTpajbHas, TPUKYCIHIAIbHAS, JIETOYHAasT )
MUHUMaJIbHAs, B IIpeseiax (GU3noaornueckoil Hopmsl. He-
3HAYUTEINILHAS TUIIEPTPO(US MEXIKEITYJOYKOBOM IEPErOPOAKI

Ha Oa3anbHOM ypoBHE (10 13 MM BHE MecTa KperuIeHHs MO-
JIEpaToOpHOTO ITyYKa U TPaOEKyJIbI JIEBOTO XKEITyI0UKa) C Iepe-
XOZIOM Ha 0a3aJIbHBIM HIEepeJHNI CETMEHT JIEBOTO XKETyAouKa.
OOCTpYKIMH B BBIXOJJHOM OTJIEJIE JIEBOTO JKEIYJI0UKA HE BBISB-
JIeHO (MaKCUMaJIbHBIN IpaJueHT faBiaeHus = 9,86 MM pT. CT.).
JlareHTHas1 0OCTPYKIMSI TTOCIIC IPOBEACHHS HATPY30UHOM
poOkI He onpexaeisuiack. Macca muokapna=241,84 r; uH-
neke maccel muokapna (ASE) = 106,19 r/m?. TTokazarenu
II00aJIBHOM CHCTOJINYECKON (QYHKITUH JICBOTO JKEITy/104Ka!
¢pakuus BeiOpoca o Cumriicony = 65% (Hopma 52—-72%),
¢pakuns ykopouenust = 35% (nopma 30-45%), rirobainn-
Hasi mponobHas aedopmanus = -25,6% (HopMa He MeHee
-19%) 6buTH B Tipeaenax HOpMbL. OTMEYAIOCh CHUYKEHUE T10-
KazaTesell cerMeHTapHoi nedopmannu Muokapra (<-19%):
MIPOIONIEHOW Aedopmaruu 110 -15% B 6a3aipHOM HIepeHEM
cerMeHTe u 10 -17% B 6a3aibHOM 3aJHEIIEPEropog0YHOM Cer-
MEHTE; IIMPKYJSIpHOH nedopmaruu 10 -9,16% B 6azambHOM
nepeaHeM cermeHTe; 110 -10,53% B GazanbHOM nepenHe0o-
KOoBOM 1 710 -17,31% B 6a3abHOM 33 JHEOOKOBOM CETMEHTAX;
1o -15,75% B nepeaaebokoBoM U 10 -10,91% B 3a1HE60KOBOM
CpEe/IHMX CErMEHTax) U IUIaTO Ha MHUKax aedopmaryu B 60IIb-
IIMHCTBE CErMEHTOB JIEBOTO Xeyrygouka. Cucronndeckas
(YHKIHS ITPaBOTO HKETYyN0UKa (CHCTOIMYECKAast SKCKypCHs
TPUKYCITUJIAJIBHOTO KOJIbIA = 22 MM; IJI00aJIbHas POJIOJIbHAS
nedopmanus cBOOOTHON CTeHKH = -35-37%) He HapyIIcHa.
PacueTHOE cHcTONMYECKOE JaBJICHUE B IIPABOM JKEITyJ0UKe
(31 MM pr. cT.) B ipeaenax HOPMEI (10 35 MM pT. cT.). ua-
CTOIMYEcKast (yHKIIHS JIEBOTO XKETyI0uKa 0e3 0COOEHHOCTEH,
nnnekc E/e’ (4,9) B mpenenax HopMsl (< 14).

C 11emp10 BepUQUKALMN THarH03a, ONPE/ICICHHS IIPOTHO-
3a 3a00J1eBaHuUs M JAIbHEHINIECH TAKTUKN BEICHUS TOPOCT-
Ky OBLIO IPOBE/ICHO MOJHOTeHOMHOE cekBeHnposanue JJHK
C TIOMCKOM ITaTOT€HHBIX MyTallMi, aCCOLIMMPOBAHHBIX C Ha-
MIPaBUTEIBHBIM TUarHO30M M ITPOYHMMH HACIIECICTBCHHBIMA
3a00JIEBAHUSIMH CO CXOJHBIMH ()EHOTUITUYECKUMU TPOSIB-
nenusiMu. OOHapyKEH MaToreHHbI BapuaHT 1s397516357
B I€TEPO3UTOTHOM COCTOSIHUU B 3k30He 8 n3 8 reHa TNNI3,
MPUBOJISININN K aMHUHOKHUCIOTHOH 3ameHe p.Argl86Gln.
[TaroreHnHsle reTepo3uroTHsle BapuaHTsl B reHe TNNI3
TIPUBOAAT K PA3BUTHIO HECKOJIIBKUX THUIIOB KapIHOMHUOIIATHH,
B TOM YHCIIE — FHIIEPTPOPUUECKON KapANOMHOIIATHH, THIT
7 (OMIM 613690) ¢ ayToCOMHO-TOMIHHAHTHBIM THUIIOM Ha-
cienoBaHus. BapuaHT BcTpedaeTcs B 6a3e JaHHBIX ITOMYJIs-
OUOHHBIX YacToT gnomAD v3.1.1 ¢ Hu3KO# "acToToii (1 HO-
CHTEJIb), pacIioyiaraeTcsl B MOJIyKOHCEPBATUBHOM caiiTe
(GERP++), npenicka3aH OKa3bIBaTh 11aTOTCHHBIN 3P QeKT
Ha Oesok koMnbloTepHbIME anroputMamu (CADD, FATHMM,
LRT, MetaSVM, MutationTaster) 1 He OKa3bIBaTh HaTOT€HHO-
ro sddekra Ha Oestok KoMIbroTepHbIMH anroputMam (SIFT,
PrimateAl, PROVEAN, Polyphen). BapuanTt anHoTHpOBaH
MIaTOT€HHBIM/BEPOSITHO MTaTOreHHBIM B 0a3e naHHbIx ClinVar
11 naboparopusimu. B nanpHeiimem ObUIO TPOBEICHO CEKBE-
HUpoBaHKE 110 CIHTEPY C LENBI0 CErPEraliMOHHOTO aHAN3a
JUTSL BADHAHTOB, BBISIBJICHHBIX ITPH ITOJIHOTEHOMHOM CEKBE-
Huposannu JJHK. Y pebenka ObL10 MOATBEPKICHO HAJIH-
yue BapuanTa ¢.557G>A rena TNNI3K coorBeTcTBYIO1MIMI
rs397516357 (19:2.55151910C>T), B reTepO3UrOTHOM CO-
CTOSIHUH.
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Ha ocHOBaHMM KJIMHUKO-aHAMHECTHYECKUX, JIAbopaTop-
HBIX, QYHKIIMOHAJIBHBIX, YIBTPA3BYKOBBIX M T€HETHUYECKUX
MCCIIEeI0BaHUM TTOCTaBIIEH AUarHo3: I uneprpoduyeckas kap-
JUOMHOIIATHSI, aCHMMETpHUYHast, HeOOCTPYKTHBHAs (hopma,
¢ynxumonansueii xiace I (mo NYHA), creniens HapymeHus
kpoBooOpamenus 0. [To COBOKYITHOCTH ITaHHBIX BEPOSATHOCTh
CHHZpOMa y/uIMHeHHOTo nHTepBaia QT Obuta pacueHeHa Kak
HU3Kasl.

BBuny Hannuus y nanpeHTa FeHeTHUECKHU MOITBEPK ICH-
HOM rUnepTpopuuecKoil KapIMOMHUOIIATHH C HapyIICHHEM
CerMEHTapHOI COKPATUTENBHOM (DYHKIIMH JIEBOTO XKEITyI04Ka
U pEeMOJICIUPOBAHUEM JIEBOTO MPEICEpANs, OTATOLIEHHBIN ce-
MEHHBII aHaMHE3 110 BHE3aITHOW cep/IeYHON cMepTH y Opara
npo6aH/a, HaTMYKe y npodan/a yauuHenHoro narepsaia QT,
HECMOTpsI Ha TO, UTO B COBPEMEHHBIX KiIMHMUeCKUX peKoMeH-
nanusix [5] «He pekoMmeHyeTcst Ha3Ha4YeHHE OeTa-aapeHo0I0-
KaTOpOB. .. AllUEHTaM ¢ OeccuMITOMHBIM TedueHreM [ KMIT,
TaK KaK X I10JIe3HOE JICHCTBHE HE JI0Ka3aHO» ObLIO MPUHS-
TO pelIeHHEe O HAa3HAYCHUH JUTUTEIBHON Tepanun 6era-0io-
kaTopoM (Oucomnpororn 2,5 Mrx1 pa3 B JIeHb) C BO3MOXXHBIM
MOCJIEYIOIUM MOBBIIIEHUEM J03bl B YCIOBHSIX CTAllIOHApa
rocJie mpoBeieHust 00ciIe[0Banus B JUHAMUKe. Bo Bpems
MIpeObIBaHMs B CTAIIMOHAPE TPOBOANIACH KAPAUOIIPOTEKTHB-
Has Tepanus KarrorpuioM (12,5 mrx3 pasa B nens). bouio
pEKOMEHI0BaHO HaOJIIOIEHNE TIeuarpa, JeTCKOTo Kapano-
JI0Ta 110 MECTY KUTEIIbCTBA, OCBOOOKACHHE OT 3aHSTHI (U3~
KYyJIBTYPOMH, CIIOPTOM, HMHTEHCUBHBIX (DU3NYECKUX HArpy30K,
IIPOBEJICHUE KOHTPOJIBHOM SXOKapAHorpaduu U Ii1aHOBas
TOCHUTANIN3AIMS Yepe3 6 MECHIIEB.

Obcy:xnenue

Taxum 00pa3om, TaHHOE KIMHUYECKOE HAOIIOICHHE Ha-
IVISIIHO IEMOHCTPUPYET paHHHUE HApyIIEHHUs] CETMEHTAapHOI
COKpaTUTEIbHON (DYHKIIMH JIEBOTO XKETyJ0UKa y MOAPOCTKA
C BIIEPBHIEC BBISIBIEHHONW U F€HETUUECKU MOATBEPKACHHON
ACHMMETPHYHON HEOOCTPYKTHUBHOM rurneprpoduaeckoi
kapauomuonarueil. HecMoTpst Ha coxpaHHbIE TOKa3aTenu
100aIbHON CUCTOJINYECKON (DYHKITHH JICBOTO XKEITy04Ka
(pakiuun BEIOpOCa M yKOpOUEHHS, IPOAOIbHAS 1e(opMariys
MHOKap/a), OTMEUaI0Ch CHIDKEHHE ITOKa3aTelIeii pooib-
HOW M IMPKYISIPHOW AiepopManyu B OTJIEIBHBIX CErMEHTax
1 11aTo aeopMaruy BO BCEX CETMEHTAaXx JIEBOT0 KeTyaouKa
IIPY OTCYTCTBHU U3MEHEHHH pajMalibHOM AedopMaruu, 4o,
B COBOKYITHOCTH C aHAMHECTHYECKUMU (BHE3aIHAsI Cepcy-
Has cMepTh cubca B 25 JIeT) ¥ APYyriuMH J1a00paTOPHO-MHCTPY-
MEHTaJIbHBIMU AaHHbIME (yutnHeHHe uHTepBana QT, BbIsB-
JICHHBIH ITaTOreHHBII reHeTHyeckuii BapuanT B rene TNNI3),
SIBUIOCh OCHOBaHMEM At nocTaHoBkU auarno3a 'KMII u Ha-
3HAUEHUS KapAUONPOTEKTUBHON Tepanuu. Clenyer OTMETUTb,
YTO KU3HEYTPOXKAIOLINE HAPYLIEHUsI CEPIeUHOr0 PUTMA U BbI-
COKYI0 4aCTOTy BHE3AIHOM CepieuHOl CMepTU MpU MyTaIUaxX
JJAHHOT'O TeHAa OTMEYAIOT U APYTUe HCCIIeI0BATENH, TAKXKe U
OTCYTCTBUU BBIPAKEHHOTO PEMOEIUPOBAHUS MUOKapzaa [21].

3akinioueHune

JlnarHocTuka paHHUX HapyIIe€HUN CErMEHTApHOU Co-
KparutenbHol (yHKIMK Muokapaa y aereit ¢ 'KMII ¢ npu-
MEHEHHEM IToKa3aresel nqedopmManuy MUOKap/a sBIsieTCs

MIPUOPUTETHOM 3a/1a4ei B PpO(MIIaKTHKE TIPOTPECCUPOBAHUS
3a0o0JIeBaHMs, IPEIOTBPAILCHUHN KU3HEYTPOXKAIOIINX COCTO-
SIHUI ¥ BHE3AITHOU CEpIEUHON CMEPTH.
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