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V HAYYHO-MPAKTUYECKAA KOHOEPEHLA CTYOEHTOB M MONOAbIX YHEHBIX CNEPAHCKVE UTEHUSA — 2025

NABOPATOPHbIE U MOJIEKYNAPHO- arHo3a, BIHMSIONIEH Ha KaueCTBO XU3HHU OONBHBIX M 3P dHeKTHB-
FEHETUYECKWUE MAPKEPbI MUOMATUW Y OETEN HOCTB JICUCHHS MUOTIATHH y JCTeil.
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AKTyaJbHOCTb. MHOIIAaTUH TPEACTABIAIOT CO00M reTepo-
TeHHYIO TPYIITy 3a00J1eBaHHi, BKIIOYAIOMINX KaK HACIEACTBEH-
HBIC, TaK U IpUOOpeTEéHHBIE (POPMBI, XapaKTepU3yIOIUecs Hapy-
LICHUSIMH CTPYKTYPBI M GYHKIIMH MbIIIEYHOU TKaHU. PaHHEee BbI-
SIBIICHHE HACJIEICTBEHHBIX (JOPM MHONATHII UMEET KIMHUYECKOE
3HAYEeHHUE IS Hayalla CBOeBpeMeHHoro jeueHus. Kpearunnudoc-
¢doxunaza (KOK) sBisercs KitodeBbiM pepMEHTOM — TIOKa3a-
TeJeM Ui TUAarHOCTUKU 3TUX CHHIPOMOB, OHAKO €€ ypOBEHb
MOJKET MOBBIIIATHCS U IPU IPYTUX COCTOSHMSIX, YCIOKHSISA UH-
TeprpeTanuo JaHHbIX. Lesb paboThl: ONpeaesnTh 3HAYUMOCTh
n3MeHeHul aktuBHocTH KOK 1 1pyrux 6MoMapkepoB B JUarHo-
CTHKE MHONIATHH y AeTei.

Marepuajibl 1 Metoabl. O0cienoBanbl 25 GOMBHBIX
(20 manpumMKOB U 5 AeBOYEK) B Bo3pacte 1—16 ner (cpeaHuii Bo3-
pact 7,64 + 4,66 rona). Bce netn npoxoauiu KIMHUYECKOe, OHO-
XMMHUYECKOE ¥ TEHETHUECKOE 00CIeJOBaH s, BKIIOUAIOLINE OIIpe-
nenenue ypoHelt KOK, JI/II, a Taxke akTHBHOCTH TpaHCAMHHA3
B CHIBOPOTKE KPOBU. | @eHETHUECKOE TECTHPOBAHHE MPOBOIMIH
C UCIOJIb30BAHUEM MOJIEKYIISIPHO-T€HETUYECKUX METOJ0B (ma-
Henb «I10sICHO-KOHEUHOCTHBIE MBIIIEYHBIE AUCTPODUI» U MOT-
HOTEHOMHOE CEKBEHHPOBAHHE).

Pe3yabTarsel. TpyaHocTy npu noabEMe M0 JIECTHULE UMeE-
much B 8 (32%) ciyuasx, y 7 (28%) neteii BbIsIBICHBI CHHKCHUE
MBIIIEYHOM CHUIIBI U HapyIIEeHUs MOX0IKH, y 6 (24%) — xonp6a
Ha naipnax cror, y 3 (12%) — HenepeHOCHMOCTh HU3HUYECKOM
HarpysKu, 4acTas yToOMJIseMOCTh, TPYAHOCTH NIPH NPUCEIaHuH,
OTCYTCTBHE HaBBIKOB X0Ab0bI, ¥ 2 (8%) — medopmarus crom.
Bo Bcex ciyuasx HaOmoganach 3aepxkKa MOTOPHOTO Pa3BUTHS,
B 17 (68%) — 3amepxka pedeBoro pa3Butusi. Manudecrupo-
BaHME 3200JIeBaHHUS OTMEUYEHO B BO3pacTe OT 5 Mec 10 3 ner.
[Ipu MONeKyIsApPHO-TEeHETHYECKOM aHAIU3€ BBISIBICHBI I1aTOJIO-
rudeckue BapuanTsl B reHax SPTANI, RYRI, TRRAP, LAMA?2,
INF2, DMD, KIF54, TRIM32, ASXL3, ANOS, QRICHI, POLG,
KIFIB, PRX, FKBP14, SMN2, NKX2-1, TTN, ACADM. Han6o-
JIee 4acTo BCTPEYAIUCh MYTallUU B IeHaX, aCCOLMMPOBAHHBIX
¢ nucrpodueit Jromenna—bekkepa (n = 3) u MHONATUAMH, CBSI-
3aHHBIMHU C Je(UIUTOM aHoTa3nHa (n = 2). [eHeTnyeckas na-
TOJIOTHSI TPH MUOTIATHH oOHapyxeHa y 19 (76%) nerei. [Toka-
3arenu aktuBHOCTH KOK y GonbHbIX coctaBunu 63—7380 EJI/n
1 ObLIM BBIIIE HOPMAIbHBIX 3HaUeHUH B 18 (72%) cinydasx. Ak-
tuBHOCTh JI/II" BapsupoBana ot 135 no 1953 EJ/n; B 18 (72%)
ciydasix ObLJIO 3apEeruCTPUPOBAHO YBEIMYEHUE 3TOTO IMOKa-
3aTens Bbllle HOpMasbHBIX 3HaueHui: AJIT — B 12 (48%),
ACT — 11 (44%).

3aku0uenue. BoisiBinenue MyTaiuii B reHax, acCOLUUPOBaH-
HBIX C MHOIIATUSIMH, TIO3BOJIIET TOYHO YCTAHOBUTH AMArHo3. W3-
MeHeHus koHneHTpanuii KOK u JIAT" aBistoTcst BaXXKHBIMU Map-
Kepamu Muonaruii. KoMruiekcHblii moxoa B TMarHoCTHKE, BKITIO-
Yasi MOJIEKYJISIPHO-T€HETHYECKOe TECTUPOBAHUE U MOHUTOPUHT
ypoBueit KOK u JI/IT, ciocoOcTByeT paHHel BepudUKauu 1u-



