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«OCEHHUE ®UNATOBCKUNE YTEHNA — BAXKHBIE BOMNMPOCHI AETCKOIO 3[PABOOXPAHEHNA»
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FEHAX
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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, KOIUPYIOre OEIKH, CIIOCOOCTBYIOIHE PETyIISLIUH
KaJIbIMS, MHTETPaluu Z-AUCKa U MEKKIIETOUHBIX COCIHMHE-
Huil. Ileab: onpeneauts 0COOEHHOCTH KIMHUYECKOTO Teue-
Hust ['KMII, BbI3BaHHOH BapuaHTaMH B HECAPKOMEPHBIX T'e-
Hax, y JeTeu.

Marepuansl 1 MeToABbI. [IpoBeneHa MoseKyIIsIpHO-TeHE-
traeckas quarHoctiuka [KMIT y 191 6onbHOTO B CIIEAYIOIINX
00B&Max: pacIIMpeHHas Kapauojaorniyeckas mnaueisb (420 re-
HOB) — y 158 meteif, cCeKkBeHUpOBaHUE KIMHUIECKOTO IK30-
Ma — y 24, IOJHOTO ’K30Ma — y 3, CeMEMHbIN cerperaunoH-
HBII aHAJIM3 C IOMOIIBIO CeKBeHHpOoBaHus 1o CaHrepy — y 6.

PesyasTaThl. B xauecTBe mpuynHBI 3a001€BaHUS
y 137 (72%) nereit BepubUIMPOBaHBI HYKJICOTHIHBIC BapH-
aHTHI B CAPKOMEPHBIX reHax, 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), PRDMI16 (n = 1), RYR2 (n=1), TCAP (n = 1),
TRIM63 (n=1), FHOD3 (n = 2). Ilonrpyniy O0JIbHBIX C He-
capkomepHbeiMu Bapuantamu ' KMIT cocrasunu 3 (17%) ne-
Boukd U 15 (83%) manpunkoB. MeamaHa BO3pacTa cOCTa-
puna 12,8 [3,7; 16,0] roma, mequana HadmoneHus — 2,7
[1,4; 5,5] roma. CemeitHbIlH XapakTep 3a00JICBaHUE BBHISIBICH

B 6 (33%) ciyudasx. ['pagreHT 00CTPYKIIUU PETUCTPUPOBAIICS
B 3 (16%) cayuasx: y 2 neTeil — BHYTPHIKEIYJOUKOBBIil, Ha
YpOBHE MeAHaIbHbBIX cerMeHToB (37 1 182 MM pT. cT.) iy 1 —
B BBIBOJHOM OT/eJie MPaBoro kenynodka (14 Mm pT. CT.).
MenuaHa TOJIMHBI MEXKETYJOYKOBOI EPEropoAKH COCTa-
Buna 14,75 [12,00; 15,96] mm u 3,65 [2,65—4,74] Z-score, 3a1-
Hel CTEHKH JIEBOTO kenynouka — 9,2 [7,00; 10,751 mm u 1,3
[0,62; 2,26] Z-score. [unepTpodus mpaBoro xeiayaouka OTMe-
yena y 1 (5%) pe6éuka. Hapyinenne nuactonnueckoi GyHK-
LMY TI0 TIEPBOMY THUITY peructpupoBanock y 14 (78%) aereii.
CHUXEHUS COKPAaTUTENIBHON CTIOCOOHOCTH, TPU3HAKOB JIET0Y-
HOU TMIIEPTEH3UH, 3HAUMMOM HEJ0CTATOYHOCTHU Ha KJIallaHax
HE OTMEYEHO HH y OJHOro OosbHOTO. [IpH snekTpokapauo-
rpauYecKoM HCCIIEI0OBaHUH, BKIIIOYAsi CyTOYHOE MOHUTOPH-
poBanue 1o Xonrepy, y 3 (16%) 601IbHBIX pErHCTPUPOBATICS
tdhenomen Bonbha—Tlapkuncona—Yaiitauy 1 (5%) — smu-
30/1bl HEYCTOMUYHBOM JKEJTYIOUKOBOM TaXUKapUU C YaCTOTOU
cepaeuHbix cokpamenuit 90—120 ya/muH, monHas Onokana
neBoii HoxKu ydka ['uca (JIHIIT) — y 1 (5%), Giokana me-
penneii Bersu JIHIII — y 3 (16%). MPT cepaua ¢ BHyTpH-
BEHHBIM KOHTPAaCTHPOBAaHUEM IpOBeieHa 9 OONBHBIM, IIPH
5TOM Yy 4 ObLIM BBIsIBIEHBI (PUOPO3HbIE U3MEHEHHS B 00b-
&me 4-15%, c ysenuueHuemM B tuHamuke 10 5—40%. Menua-
Ha ypoBHs N-TepMHHAIBHOTO ()parMeHTa MO3roBOr0 HATPHIA-
ypeTudeckoro nentuaa cocrapmia 312 [109,9; 752,4] nr/mi.
3aperucTpupoBaHbl CIeIyIOIINE UCXOABI: CENTalbHasg MHO-
9KTOMHMS IpoBefeHa | peOEHKY, UMILIAaHTALs KapIuOBepTe-
pa-nedudbpusitopa — 3, nocturiu 18 net 10 6onbHbIX. bec-
COOBITHITHAS BBDKHBAEMOCTh 4Yepes 4, 8, 12,5 et cocTaris-
na 100%, gepe3 16,5 roma — 92,3% (95% AU 56,6-98,9%).

3akouenne. MoseKy/IIpHO-TeHETHYECKasl BepUUKaLs
I'KMII siBnsieTcst 3HAYMMBIM STaroM TUAarHOCTHKH U TIOKa3aHa
BceM OO0JIbHBIM AeTsIM. VIHTepnpeTanys reHeTH4ecKoro TeCTu-
pOBaHUs OCTAETCS CIIOKHOU 3aj1aueid, 4YTo ONpeaeNsieT Heo0xo-
JIMMOCTB IEPUOANYECKOM MEPEOIIEHKN KIIaCCU(HUKALH BapH-
AHTOB I10 MEpE MOSBIICHUS HOBBIX 3HaHHUH O IaTOreHe3€e U KU~
HUYECKHX XapaKTepUCTHUKaX 3a00J1eBaHMsI.



