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VII HAYYHO-NPAKTUYECKAA KOHOEPEHLMA CTYOEHTOB M MONOAbIX YHEHbLIX « CTYAEHUKUHCKUE YTEHUS»

CEMEWHASAA ®OPMA T'MMNEPTPO®UYECKON
KAPOVUOMMUOMNATWUN, OBYCINOBIEHHASA ABYMSA
HYKNEOTUAHBLIMW BAPUAHTAMMU B FTEHAX MYH7
U FLNC

XykoBckas E.B., CaBurosa H.A.

Hay4Hble pykoBoauTenu: AOKTOp Men. HayK, npod.
E.H. BacapruHa, goktop 6uon. Hayk
K.B. CaBocTbsiHOB

HaunoHanbHbI MEOUUVHCKMIA UCCNeqoBaTeNbCKUA LIEHTP
3popoBbs aeten MuHsgpasa Poccuun, Mocksa, Poccus

KnioueBbie cnoBa: demu; asunepmpogpuyeckas
Kapduomuonamusi; peHomuribl; duagHocmuka

AKTyaJbHOCTBb. ['uneprpoduueckas KapAHOMHOTATHS
(FKMII) — 3aboneBaHre MUOKapia, XapakTepu3yromieecs ru-
neprpodueil 1eBOro W/UIU IPaBoOro >KEIy/104Ka, Jalle acCHMMe-
TPUYHOTO XapakTepa 3a CYET NPEUMYLIECTBEHHOTO YTOJIIECHUS
MexokenynoukoBoi neperoponku (MXKIT). Bonbiras gacts hopm
9TOMH MaTONIOTHH cepia 00yCIOBIeHa eANHUIHBIMEI MY TaIMIMH
B CapKOMEPHBIX I'€HaX, OIHAKO BCTPEYAIOTCS ClIydyau, KOTzia MpH-
4YUHOM 3a00J1€BaHNS SBIACTCS OHOMOMEHTHAs Ilepeaaya IByX Hy-
KJIEOTHHBIX BAPUAHTOB OT 00OUX pOAUTENCH.

Onucanne KIMHUYecKOro ciayyas. Jlesouka XK., oocneno-
BaHa B Bo3pacte 11 Mec mpH OTCYTCTBUH 3HaYUMBIX JKaslo0 n3-3a
OTATOLIEHHOW HACJIEAICTBEHHOCTHU: y CTapiiero opara Oblia nqua-
rHoctrpoBana ['KMII, notpeboBaBiias Xupypruieckoi KOppekx-
oOun (HpOTeSI/IpOBaHI/IC MUTPAJIbHOI'O KJIallaHa, CEIITaJIbHast MUOK-
TOMUSI) X aPUTMOJIOTMUECKOI TOMOIIY (ParodacToTHas abnanus,
MMIUTaHTAIUs KapanoBeprepa-aedudbpumiatopa). Ilpu sxoxap-
nuorpaduu (IxoKI') y neBoukn ObUia BhISIBIICHA YMEPEHHAs! TH-
neprpodust muokapaa (MXKII 7,5 mm, Z-score 2,4) 6e3 npusHa-
KOB OOCTPYKIINH, JIEBOCTOPOHHSIsSI aTpuoMeranus (23 x 31 mm,
Z-score 2,1), nuactonueckas qucyHKIMS 1o iepBomy Tuiy. Ha-
pYLIEHHH pUTMa cep/lia 1 MPOBOIAMMOCTH He BbIsBIeHO. Ha3Haue-
Ha Tepanus OeTa-01okaTopoM. IIpy MoneKyIsIpHO-TeHeTHYECKOI
JIUarHOCTHKE y peOEHKa BBISABICHbI 2 HYKICOTHIHBIX BapHaHTa:
c.2779G>A B rene MYH7 n c.850+4T>G B rene FLNC B retepo-
3UTOTHOM COCTOSIHUU. BbII0 MHUIMKMPOBaHO 00CIEI0BaHNE CEMbBU:
y MaTepy BbIABIEH aHAJIOTUYHBIN BapuaHT B rene MYH7 B rere-
PO3UrOTHOM cocTosiHuH, Mpu DX0KI' — acuMMmeTpuydHas runep-
Tpodus nepeiHe-1eperopo0YHbIX 0a3anbHBIX CETMEHTOB, TUKO-
BBII IPaZMEHT B BBIBOJHOM TPAKTE JIEBOIO XKeyaouka 10 19 Mmm
pT. cT. Y otiia o6HapyskeH BapuaHT B rene FLNC, npu IxoKT ot-
MmeueHbl npuszHaku [KMII ¢ naTreHTHOW 00CTpyKIMEH BBIHOCS-
IIEr0 TPAKTA JIEBOT'O XKeIyJouka. ¥ (heHOTUN-TIO3UTUBHOTO Opa-
ta ¢ 'KMII, norpe6oBaBILeil XUpypruueckoro JeUeH s, BbISBICH
BapuaHT B reHe MYH7. Y cpenHell cecTphl HaliIeH BapHUaHT B Te-
He FLNC 6e3 KIMHHUYECKHUX MPOSIBIICHHUH, HE UCKITIOUCH 1e0I0T 3a-
OosieBaHMs B OoJiee cTapiieM BO3pacTe, 3a JCBOYKOHM YCTaHOBIIE-
HO TMHaMHYeCKOe HaOMIOeHHUE.

3axJouenue. [IpencrapieHHbIN KIMHUUECKUN IPUMEp CBU-
JETENBbCTBYET O 3HAUUMOCTH ceMeiHoro ckpununra npu I'KMII
C MPUMEHEHHEM KaK MHCTPYMEHTAJIbHBIX, TAK U MOJIEKYJISIPHO-
TeHETHYECKHX HCCIIEIOBAaHHH, TTIOCKOJIBKY Oe3 IPOBEIEHUS BCECTO-
pOHHeTo 00CIIeIOBaHNS JIMHKSI HACIICIOBAHUS TIPH cOOpe ceMeii-
HOT'O aHaMHE3a He BCEI/la OUeBH/IHA U BO3MOYKHA OJJHOBPEMEHHAs
nepeziada MaToreHHbIX HyKJICOTUIHBIX BAPUAHTOB OT 000UX (eHO-
THUII-TTO3UTUBHBIX U T€HOTUII-TIO3UTHBHBIX POAMUTEIEH.



