Poccuiickuii neamnatpudeckuin xypHan. 2025; 28(Mpunoxenne 4)

https://doi.org/10.46563/1560-9561-2025-28-S4 23

«OCEHHUE ®UNATOBCKUNE YTEHNA — BAXKHBIE BOMNMPOCHI AETCKOIO 3[PABOOXPAHEHNA»

k %k ok

XAPAKTEPUCTUKA BOMbHbIX

C TMNEPTPO®UYECKON KAPOUOMUOMATUEWN,
BbI3BAHHON BAPUAHTAMU B HECAPKOMEPHbIX
FEHAX

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

HaunoHanbHbIN MEAULIMHCKUIA NCCRefoBaTENbCKUN LEHTP
3nopoBbsa aetert Munsgpasa Poccun, Mockea, Poccusi

KnioueBble cnoBa: demu; aunepmpogpuyeckasi
Kapduomuonamusi; duaeHOCMuKa

AKTyaabHOCTB. ['Hneprpodudeckas KapIuOMHUOTIATH
(CKMII) y nmeteit siBseTCsI TCHETUICCKU TETEPOTCHHBIM 3a-
OoneBaHUEM, HACJIEAYETCSI B OCHOBHOM IO ayTOCOMHO-/IOMH-
HaHTHOMY THILY, XapaKTepu3yeTcs BapuadeIbHbBIM BO3pacTOM
MaHU(ECTAIMN U Pa3INYHON TSDKECTHIO KIIMHUYECKHUX MPOSIB-
nenuid. B 60% cirydaeB npuunHO# 3a005eBaHuS SIBISIOTCS Ta-
TOTCHHBIE BapHAHTHI CAPKOMEPHBIX TeHOB, U3 KOTOphIX 70% co-
craBisitoT reusl MYH7 u MYBPC3. K HecapKOMEpHBIM OTHO-
CSIT T€HBI, KOIUPYIOHe OEIIKH, CIIOCOOCTBYIOIIIE PETyIISLIUH
KaJIbIMS, MHTETPaluu Z-AUCKa U MEKKIIETOUHBIX COCIHMHE-
Huitl. Ileab: onpenenuTs 0COOEHHOCTH KIMHUYECKOTO Teue-
Hust ['KMII, BbI3BaHHOH BapuaHTaMH B HECAPKOMEPHBIX T'e-
Hax, y JAeTeu.

Marepuansl 1 MeToAbI. [IpoBeseHa MoJIeKyIIsIpHO-TeHE-
traeckas quarHoctiuka [KMIT y 191 6onbHOTO B CIIEAYIOIINX
00B&Max: pacIIMpeHHas KapAauojaorniyeckas mnaneisb (420 re-
HOB) — y 158 meteil, CeKBeHUpOBaHUE KIIMHUIECKOTO IK30-
Ma — y 24, IOJHOTO ’K30Ma — y 3, CeMEHMHbIN cerperaunoH-
HBII aHAJIM3 C IOMOIIBIO CeKBeHHpOoBaHus 1o CaHrepy — y 6.

PesyabTarsl. B kauecTBe nmpuunHBl 3a001eBaHUS
y 137 (72%) nereit BepupHUINPOBAHBI HYKICOTHIHBIC BApH-
aHTHI B CAPKOMEPHBIX TeHax, y 18 (9%) — B HecapKOMEpHBIX
reHax, Takux kak FHLI (n = 1), JPH2 (n =2), DES (n = 1),
AKAP9 (n = 1), SCN54 (n = 1), FLNC (n = 4), CACNAIC
(n=2), PRDM16 (n=1),RYR2 (n=1), TCAP (n=1), TRIM63
(n=1), FHOD3 (n = 2). Y 36 (19%) OompHBIX onpenencH-
HYIO IPUYUHY PEMOJICTIMPOBaHNS MUOKap/ia BEISIBUTH HE y/a-
nocs. [Toarpynity GONBHBIX ¢ HECAPKOMEPHBIMH BapHaHTAMHU
I'KMII cocraumu 3 (17%) nesouku u 15 (83%) MasauKoB.
Menuana Bo3pacrta coctaBuia 12,8 [3,7; 16,0] rona, meauana
Habmonenuss — 2,7 [1,4; 5,5] rona. CeMeiHbII XapakTep 3a-
6oneBanue BousBICH B 6 (33%) cinydasx. ['panueHT o6cTpyK-

un peructpupoBaiics B 3 (16%) cnydasx: y 2 nereit — BHy-
TPIKETYIOYKOBBIHM, HA YPOBHE MeIHAIbHBIX ceTMEHTOB (37
n 182 MM pT. cT.) ©'y | — B BBIBOJJHOM OT/AEJIE MPABOTO XKe-
nynouka (14 MM pr. c1.). Meauana TOJIIIHUHBI MEXKKETyT04KO-
BO# meperopoaku cocraBuna 14,75 [12,00; 15,96] mm u 3,65
[2,65-4,74] Z-score, 3aiHel CTEHKH JIEBOTO XKesnyaouka — 9,2
[7,00; 10,75] mm 1 1,3 [0,62; 2,26] Z-score. ['uneprpodus npa-
BOTO xenmynoyka ormedeHa y 1 (5%) pe6éuka. Hapymenue u-
ACTOJIMYECKOH (PYHKLMH 110 IEPBOMY THITy PETUCTPUPOBAIOCH
y 14 (78%) nereit. CHUKEHUSI COKPATUTEIBHON CIIOCOOHO-
CTH, IPU3HAKOB JIETOYHOU I'MIIEPTEH3UU, 3HAYMMOM HEJ0CTa-
TOYHOCTH Ha KJalaHaxX He OTMEUEHO HU y OJHOTO OOJIBHOTO.
[Tpu anexrpokapauorpauueckoM HCCIeJOBaHUH, BKIHOYAs
CyTOYHOE MOHHUTOpHUpOBaHUE O Xontepy, y 3 (16%) 6onb-
HBIX peructpupoBaics ¢penomer Boibpa—Ilapkuncona—Yaiita
ny 1 (5%)— snu3onsl HEYCTOWYIHBOH KETyT0IKOBON TaXUKap-
JTAH C 4aCTOTOU cepaeyHbIX cokpaiienuit 90—120 yu/mMuH, mo-
Hasi Ookaa jieBoit Hokku myuka ['uca (JIHIIT) — y 1 (5%),
omokana nepenueit Bereu JIHIIT — y 3 (16%). MPT cepana
C BHYTPHBEHHBIM KOHTPACTUPOBAHUEM IIPOBE/IeHa 9 OONIbHBIM,
1pu 3ToM Yy 4 ObLIH BhIsIBIICHBI (PUOPO3HBIE U3MEHEHUS B 00b-
&me 4-15%, ¢ yBenuueHnueM B auHamuke 10 5—40%. Menuna-
Ha ypoBHs N-TepMHHAIBHOTO ()parMeHTa MO3roBOro HaTpHi-
yperudeckoro nentuia cocrasmia 312 [109,9; 752,4] or/mi.
3aperucTpupoBaHbl CIEeIyIOIINE UCXOABI: CENTalbHAsg MUO-
9KTOMHUS IIpoBezieHa | peOEHKY, MMILIaHTaluUs KapAHoBepTe-
pa-nedubpusitopa — 3, nocturiu 18 et 10 6onbHbIX. bec-
coObITHITHASI BEDKUBAEMOCTh uepes 4, 8, 12,5 ner cocrasis-
na 100%, gepes 16,5 rona — 92,3% (95% AU 56,6-98,9%).

3akouenne. MoneKy/IIpHO-TeHETHYECKasl BepUUKaLus
I'KMII siBnsieTcst 3HAYMMBIM STaroM TUAarHOCTHKH U TIOKa3aHa
BceM OO0JIbHBIM AeTsIM. VIHTepnpeTanys reHeTu4ecKoro TeCTr-
pOBaHUs OCTAETCS CIIOKHOU 3aj1aueid, 4YTo ONpeaensieT Heo0Xo-
JIMMOCTB IEPUOANYECKOM MEPEOLIEHKU KIIaCCU(BHUKALH BapH-
QHTOB [0 Mepe TOSBICHUS HOBBIX 3HAHUII O IaTOreHe3e U KITH-
HUYECKHX XapaKTepUCTHUKaX 3a00J1eBaHMsI.
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