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«CTYOEHUKNHCKWME YTEHNA» (MOCKBA, 2 IEKABPA 2022 r.)

MONEKYNAPHO-FrEHETUMECKUE OCOBEHHOCTHU
PECTPUKTUBHON KAPAUOMWUONATUN Y OETEU

3apaouHa E.E.
HayuHbIn pykoBoguTensb: A.6.H. K.B. CaBocTbsiHOB

HaumoHanbHbIi MEOULNHCKUI UCCnenoBaTeNbCKUM LEHTP
3popoBbs geten Munsgpasa Poccnn, Mockea

Knouesbie criosa: demu, kapOuomuonamuu, uazHocmuka

Axmyanenocme. PectpuktuBHas kapauomuonarus (PKMII) ompe-
JIeTSIeTCsT KaK MaTOJIOTUUSCKOe COCTOSHIE, XapaKTepu3ylommeecs pe-
CTPUKTUBHON (YU3HOIOTHEH HKEeTyA0UKOB MIPH HATMYUH HOPMaIbHO-
IO WM YMEHBIIEHHOTO AUACTOIMYECKOro o0béMa (0QHOTO Min 000-
UX JKETyI0YKOB), HOPMATIBHOTO MIINM YMEHBIIEHHOTO CHCTOIHMYECKOTO
00bEMa M HOPMAJILHO TOJIIMHBI CTEHKH xenygouka. PKMIT — sto
penkas kapauomuonarus (KMIT), mpu koTopoit HapyIaeTcs paccia-
GIIeHHE XKEITy/I04KOB B IUACTOITY M HApacTaeT cepedHas HeJoCTaTou-
HOCTB. EnMHCTBEHHBIM 3(p(heKTHBHBIM CITOCOOOM JIEUEHHUS SIBISETCS
TpaHcIulaHTanus cepaua y aereil. PKMII — monmstronorndeckoe 3a-
OoneBaHNe, MPEHMYIIIECTBEHHO TeHETHIECKOH PHPOJIBI, UTO TPeOdy-
€T paHHeH TeHeTHIeCKOH ANarHOCTUKH JUTS IIPOTHO3HPOBAHUS JIeue-
HUS U TIOATOTOBKM peOEHKa K TpaHcIutaHTauuu cepaua. [Ipu PKMIT
Yalle BCEro BCTPEYAIOTCs TATOT€HHBIE BApUAHTHI B TeHAX, KOTHPYIO-
LIMX CapKOMepHbIe U nuTockineTHsle 6enku: MYH7, ACTC, MYBPC3,
TNNI3 v TNNT2. B CHIA na nonto PKMIT u apyrux HeaunaranyoH-
HBIX min runeprpopudecknx KMIT mpuxogurest 1o 3% cpenu Beex
KMII y nereit (no 18 ner). B Poccuu B HacTosiiee BpeMsl TOUHBIX
naHHbIxX 1o pacnpoctpanénnoctu PKMIT ne onucano.

Lenv: onpenenuts gonu PKMII u KMII ¢ pecTpukTUBHBIM TH-
IIOM T€éMOJIMHAMHKH CPEIN BCEX CIIy4aeB FeHETHUECKH 00yCIIOBIIEH-
HbIX KMII 11 ycTaHOBUTH OTHOCUTENBHBIE YACTOTHI U CIIEKTP HyKIIEO-
TUTHBIX BapUAHTOB F'eéHOMa y 00CIIe/JOBAHHBIX JETEH.

Mamepuanvr u memoowr. Obcnenosano 619 nereit ¢ KMII. Beem
JIeTSAM [IPOBOJMIIOCH MOJIEKYJIIPHO-TEHETHYECKOE UCCIIEI0BAHUE Tap-
reTHBIX o0nacTeii 408 reHOB, OTBETCTBEHHBIX 32 PA3BUTHE PA3IHMIHBIX
KMII u xanajzonatuii, METOIOM MacCOBOTO MapajjIeIbHOTO CEKBe-
HUPOBAHYSL.

Pesynvmamul. Ycranosneno, uro y 30 nereit ¢ PKMII (cpen-
Hul Bo3pact 8 niet 3,5 mec, Mmeauana Bo3pacta 7 jiet 8 mec) B 19 pas-
JIMYHBIX TeHaX OBLIO BEIABIEHO 37 HYKICOTHIHBIX BAapHAHTOB, 18 13
KOTOPBIX OBUTH OMHMCaHbI paHee Kak maroreHHele. Y 19 (63,3%) ne-
Te ObUIN BEISIBIICHBI HyKJICOTH/THBIE BAPUAHTHI B TeHAX CApKOMEPOB,
TOTJa KaK HyKJIEOTHAHbIE BAPUAHTHI B APYTHX T'€HAX BCTPETUIINCH
y 11 (36,7%) nereii. HykneoTnaHele BapuaHThl B OJJHOM I'eHE OBI-
1 BEIABIEHBI Y 23 (76,7%) meteit, Torna Kak BApHAHTH B HECKOJb-
KUX TeHax Obuth oOHapysxeHsl Hamu y 7 (23,3%) nereit. Yae npy-
THX BCTPEUAJNCh BapHaHTHI B reHe 7NN/3. OHN ObUIH BBISBICHBI Y
7 (23,3%) neteit ¢ PKMII u npencTaBiaeHs! NATbIO Pa3IUIHBIMU HY-
KJICOTHAHBIMYU BapuaHTamu B rene TNNI3. [1o 4 BapnanTa oOHapyxe-
Ho B reHax TPMI uw MYH?7, no 3 Bapuanta — B reHax FLNC u DES,
2 HYKJIEOTHHBIX BapuaHTa HaiaeHbl B reHe 7NNT2 1 110 OHOMY Hy-
KIICOTHIHOMY BapuaHTty B reHax DSG2, FHLI, JUP, LMNA, LZTR1,

MYBPC3, MYL2, NEBL, PRKAG2, PTPNI11l, RYR2, TBX20 un
VCL. JInib 3 mytauun — ¢.575G>A n ¢.509G>A B rene TNNI3 u
c.484G>A B rene MYL2 — ObLIH BBIABICHBI HAaMU JBaXK/IbI, TOT/IA
KaK OCTaJIbHBIC HYKJICOTHTHBIC BAPHAHTHI ObLTH YHUKAJIbHBIMHU, 4TO
TOBOPHT O OOJBIION FreHETHYECKOM TeTeporeHHocTH aeteid ¢ PKMIT.

3akmouenue. Briepsble B Poccuu orpeiesieHbl OTHOCUTENIbHBIE Ya-
CTOTBI U CIIEKTp MaTOr€HHBIX BAPUAHTOB I'eHoma B rpymre aereii ¢ PKMIL



