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XAPAKTEPUCTUKA BOMbHbIX

C TMNEPTPO®UYECKOU KAPOVUOMUOMATUEN
BE3 UOEHTU®ULIMPOBAHHOM
MONEKYNAPHO-TrEHETUYECKOW MPUYUHbI

ManpaeBa J1.A., KaBepuna B.I,, AlaBbigoBa 10.U.,
BacapruHa E.H., CaBocTbsiHOB K.B.

HaunoHanbHbIN MEANLIMHCKUIA NCCReqoBaTeNbCKUN LEHTP
3nopoBbsa aetert Munsgpasa Poccun, Mockea, Poccust

KnioueBble cnoBa: demu,; sunepmpoguyeckasi
Kapduomuonamusi; duaeHOCMuKa

AKTyaJbHOCTB. B nocienHue roael Beqyuiei 3THON0rnyie-
CKO¥ mprarHOH runeprpodudeckoii kapauomuonaruu (I'KMIT)
TIPUHSTO CYUTAThH ITaTOTCHHBIC BAPUAHTHI B T€HAX, KOIUPYIO-
mwmx 6enku capkoMepa. OHAKO TeHEeTHIECKUE UCCIEAOBaHMUS
ToKa3ay, 9To AetepMuHaHThl (heHOTHITa ' KMIT MOTYT OBITH
MHOTO(aKTOPHBIMH, a TeHETHYECKasi IPUINHA 3a00IeBaHUS
octaércs HESCHOM B mojoBUHE ciaydaeB. Lleab: onpenenuTs
ocobeHHocTH KiarmHIYIeckoro TeueHus [ KMII 6e3 nneHTHhN-
LPOBAHHOW MOJIEKYJIIPHO-TEHETHUECKON IPUYUHBI y JETeH.

MarepuaJjisl 1 MeTobI. [IpoBeieHa MOJIEKyIIIPHO-TEHETH-
yeckas quarHoctuka 315 nersam ¢ [KMIL, B Tom uucine 191 pe-
6éuxy c nepranoit [ KMII B 00b&Me: pacimpeHHast KapIauoio-
rrdeckas manens (420 reHoB) — y 158 nmeteit, cekBeHHpOBaHHE
KIIMHAYECKOTO 3K30Ma — Yy 24 OOJBHBIX, MOIHOTO 3K30Ma —
y 3 nereid, ceMeilHbIN cerperaliOHHbIN aHaIN3 C MOMOILIBIO
cekBeHHpoBaHMs 110 CaHrepy — y 6 OONBHBIX.

Pesyasrarsl. B kauecTBe mpuumHB 3abo0ieBa-
Hus y 77/191 (40%) nereit BepuumupoBaHbl HYKJICOTHI-
Hble BapuaHTHl B reHe MYH7, y 48/191 (25%) — B rene
MYBPC3, y 30/191 (16%) — B cnenyromux reHax: TPMI,
MYL2, FHLI, JPH2, DES, TNNT2, AKAP9, SCN5A4, FLNC,
TNNI3, MYL3, TTN, CACNAIC, PRDM16, RYR2, TCAP,
ACTCI, TRIM63, FHOD3. Y 36/315 (11%) GonbpHBIX
JOCTOBEPHYIO IPHUYMHY PEMOICITUPOBAHIS MAOKAp/ia BBIIBUTH
He ynanock. [lonrpynimy 60mbHBIX 63 HASHTH(OUINPOBAHHON
npuanabel [KMII coctaBmmm 5 (14%) neBouek u 31 (86%)
ManpuuK. Meaunana Bo3pacra cocrasuia 7,6 [0,9-11,6] ner,
MeAHnaHa MPOAOCIDKUTEIBHOCTH HAOIIONEHHS cocTaBmia 2,5
[1,87-4,30] roma. CemeitHbIii XapakTep 3a00JICBaHNS OTMEYA-
cs1'y 8 OONIBHBIX, ITPH 3TOM 2 U3 eTel ObUIM pOTHBIMU cHOCa-
mu. OOcTpykTHBHAs opma 3a0oneBaHus OblIa Y 8 OONBHBIX.
MenuaHa TOMIIMHBI MEXOKEITYIOYKOBOH TIEPErOPOAKH COCTa-
puia 13,64 [10,00-19,00] mm u 4,20 [2,70-5,61] Z-score, 3a1-
HeH CTeHKH J1eBoro xemynouka — 8,10 [6,00-13,00] mm u 2,58
[1,72-3,92] Z-score. ['mnepTpodust mpaBoro KenyaodKa Oblia
BBIABIICHA y 3 JeTeH, HapylIeHHe TUacTOINIECKO (QyHKINU
110 TiepBoMY THITY — Yy 20 OONBbHBIX, TOTpaHIYHAs IETOYHAs TH-
meprer3us — y 1 (38 MM pt. c1.) 6ompHOTO. [IpH 31ekTpoKap-
JrorpauIecKoM HCCIIeIOBaHNH, BKITIOYast CyTOYHOE MOHHTO-
pHpOBaHUE 10 X0nTepy, y 4 neTel perucTpupoBaiics (PeHOMEH
Bonbda—Ilapkuncona—Yaiita u y 1 — KOpOTKHit 3mH3071 Cy-
MIPaBEHTPHUKYIAPHOH TaXHUKapIUH C YaCTOTOH CepleuHBIX CO-
kpamenuit 122—-164 yn/mun ogaokpatao. MPT cepaia ¢ BHY-
TPUBEHHBIM KOHTPAaCTUPOBAHHEM ObIJIa MpoBesicHa 9 OONBHbIM,
TIpH 3TOM y 4 OBLTH BBIABICHB PUOPO3HBIC H3MEHEHNUS B 00BE-
me 5-10%, ¢ yBennueHuem B AMHaMuKe 10 7-25%. Meauana
ypoBHs N-TepMHUHAIBHOTO (hparMeHTa MO3TOBOTO HAaTpHIype-
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THYeckoro nentuaa cocrasuia 193,00 [80,83-698,45] mir/mi.
3aperucTpUpOBaHbl CIIEAYIOLINE HCXOABL: CeNTaIbHas MHOIKTO-
MM IPOBeJIeHa 2 AeTsIM, JOCTUINHN 18 et — 7, eTasbHbIi uc-
xon — 1. beccoObITniiHas BEDKUBAEMOCTh Yepe3 4 roja cocra-
Buna 100%, uepes 8 net — 95,5%, uepe3 12,5 rona — 77,6%
(95% 1 50,3-91,0%).

3akiiouenue. ['enernueckas sepupukanus ['KMII y ne-
TEeH MMeEET KJIIOUEBOE 3HAYCHHE 1A ITIOHUMAaHUA IIaTOreHe3a
Ka)XI0T0 KJIMHHUYECKOTO CIIy4Yasi, OIIpe/IeJICHUs] TAKTHKH Jieue-
HUSA U OLUCHKU IIPOrHo3a 336OHeBaHl/IH. YyuTeiBas Ja0CTarod-
HO BBICOKHH MPOUECHT OTPpHUUATCIIbHbIX TCHETUICCKUX TECTOB,
HEJIb351 UCKIIIOUMTh MHOTO(aKTOPHYIO 3THOJIOTHIO 3a00JIeBaH s
y aeTeﬁ, B TOM YHCJIC BJIMSIHUEC DIIMI'CHCTUYCCKUX (baKTOpOB.
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