MATEPIAJIU MIDKHAPOLHOITO CUMITIO3IYMY
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Xapvrosckuili mexicooaacmHol cneyuaiu3upo8aHHbll MeOUKO-eeHemuyeCcKull yeHmp —
yenmp peoxux bonesHell

CUHEPTMUYECKUN Y®PPEKT MUTOXOHAPUAJTBHON MYTAIIUN
Y PEBEHKA C I/IH(DAHTI/IJII)HOI@ SMUWJIENTUYECKOU
SHIEPAJONATHUEN TUIIA 18

BCTYIIVIEHUE

Pannsst vHaHTUIBHAS STMIENTHYECKAs SHIIE-
¢danonmatuss TMma 18 — TsDKemoe  ayTOCOMHO-
pelLiecCMBHOE  HEBPOJIOTHYECKOE  PacCcTpOICTBO.
Cynoporu, pe3HCTeHTHbIE K Teparlud BO3HHKAIOT
Ha TIEPBOM TOAY JKU3HH, AETH OTCTAlOT B IICH-
XOMOTOPHOM pPa3BUTHH, UMEIOT JIULEBBIE TU3MOP-
¢uu. 3aboseBaHue OOYCIOBJICHO MYyTallUsSIMU B
rede SZT2.

MpI coobmiaem o peberke ¢ Bapuantamu SZT2
c.82C> T p. (Arg28 *) mu SZT2 ¢.6190C> T p.
(Arg2064 *). O6a BapuaHTa KiIaccU(UIIMPOBAHBI
KaK BEpOSITHO MaToreHHsle. Kpome TOro, B MHTO-
XOHJIPHATBHOM TEeHOME OBLT OOHApY>KCH PEIKHi
Bapuant, NC_012920.1 MT-CYB: m.15534A> G
p-CYTB: (Asn263Ser), B TroMomia3mMaTu4eckoM
coctosiHMM. [lomHOE 5K30MHOE CEKBEHHUPOBAHHE
MHUTOXOHJPUAIIFHOTO TI'€HOMa IPOBOJAWIOCH B
nadoparopun Centogene AG (prof. Dr. Bauer, Dr.
Iris Hovel,PhD).

HAIIE HABJIIOAEHUE

Manbuuk, 2 roga, poauics OT MOJIOJBIX POAU-
TeNel, He SBIAIOIIMXCS KPOBHBIMH POJCTBEHHHU-
kamu. bepeMeHHOCTH 2, mpoTekana Ha (OHe rema-
TO3a, MPEIKIAMIICUM TSDKEJION cTeneHu. B cBs3u ¢
yIpo30i IS 30pOBBS JKEHIIMHBI B CPOKE TrecTa-
uun 29 Hemenb ObLIa MpoBeIEHa omepanus Keca-
peBo cedyenne. Pebenok poamncs ¢ maccoir 1000 T.
[lepBrie CymOpOXHBIE TPHUCTYIBI HAYaIHCh B
6 wmecsmeB. B denotune pebenka obparmaet
BHUMaHUE — JIMIEBbIe TU3MOp(HN, areHe3us JIeBOI

MTOYKH, BEHTPHUKYJIOMET AN, TpyOast 3ajepKKa pas-
BUTHS, MU Gy3HAsA MBIIICUHAS TUIIOTOHUS, BCKapM-
JUBAETCSA Yepe3 30H], TOTUMOPQHBIE CYI0POKHBIC
MIPUCTYTIBI, PE3UCTEHTHBIE K TPOBOAMMOM TEpaItvu.
Ilpu oOcnenoBaHWM BBISBICHO CHHXCHHE YPOBHSI
MarHusi, IIMHKa, Meau, (OJMEeBOU KHUCIIOTHI, BUTA-
MuHOB E, B6, ymepeHHOE NOBBILIEHUE TOMOIUCTE-
WHa, rematoMmeranus, muddy3Hble W3MECHEHUS Ta-
PEHXUM TICUCHH, X0JiecTa3, He()POKAJIBI[MHO3 Ipa-
BOl mouku. OpraHuveckod alumypuu, crenudu-
YECKOTO HapylleHHs OOMeHa aMHHOKHCIOT He
BBISIBJICHO.

OBCYKJIEHUE

Bapuant mytammu B rene MT-CYB He omu-
caH B 0a3e JaHHBIX MHUTOXOHJAPHAILHOTO TEHOMA
YelloBeKa, II03TOMY B HACTOSIIEe BpeMs OH
paccMmaTpuBaeTcsd Kak BapHaHT HEONpPEeAeICHHOIO
3HaueHus (kinacc 3). M3BecTHbIE MyTalldd B 3TOM
TeHe MPUBOMAT K Pa3BUTHIO MHUTOXOHAPHUAIBHBIX
3a00s1eBaHUl (MyJIBTHCHCTEMHAS TTATOJIOTHS). Y UH-
ThIBasl BpeMsi MaHH(]ecTaluu, TedyeHue 3abosieBa-
HUS, KIUHUYECKYI0 KapTHHY, TOIHOPTaHHOCTh
MOpa)KeHUs y HaIIero MalnrueHTa, MOKHO IyMaTh O
COUYETAaHHOH MAaTOJNIOTUH: paHHEH WH()AHTUIBHON
SMUWICTITUYECKON SHIedanonatuu Tun 18 U MuUTO-
XOHJIPHABHOTO 3a00seBaHUsA. (ITATOJIOTHS KOMII-
nexca III nprxaTenbHOM 1enH), KOTOPOE COMPOBOXK-
JlaeTcsd BOBJIEYEHHEM B NATOJOTHYECKHMH Mpolecc
HECKOIILKUX OPraHOB W cHCTeM. MOXHO IyMaTh,
YTO JMaHHBIA BapmaHT Mmyrtanuu B rene MT-CYB
SBIISIETCSI, BEPOATHEE BCETO, ATOTCHHBIM.
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