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CUHOPOM KAT6A Y NEBOYKHU 6 JNIET

dunarosa E.A., PasyBaena 10.10.
HayuHbin pykoBoguTtens: poueHT B.C. JlegHeBa

BopoHexckuin rocyqapcTBeHHbIN MEAULMHCKUIA YHUBEPCUTET
umenn H.H. BypaoeHko MuHsgpasa Poccun, BopoHex, Poccus

Knrowesbie criosa: knuHu4Yeckul crydat, demu, cuUHOPoOM
KAT6A, duasHocmuka

Axmyanvnocms. Cuagpom KAT6A — 310 penxoe reHetn-
4yeckoe 3a0oseBaHue, BhI3BaHHOE MyTanuei rena KAT6A, xoTo-
PBIi pacronokeH Ha 8- XpOMOCOME U PETyIHPYeT CUHTE3 Oelka
JIPyTUMH TeHaMHU. XapaKTepHbIE CHMIITOMBI 3TOTO CHHAPOMA: 3a-
JIeprKKa IICMXOMOTOPHOI'O ¥ PEYEBOr0 Pa3BUTUs peOEHKa, IaToo-
THUs CepACYHO-COCYAUCTON CHUCTEMBI, IV1a3 M JKeIyA04YHO-KUIIIeY-
HOTO TpakTa. B GompmmHCTBE cinyuyaeB myTanuu B rene KAT6A4
BO3HHMKAIOT CIIOHTAHHO.

Onucanue kaunuueckozo cayuas. JleBouka, 6 nert, ot 3-ii Oe-
PEMEHHOCTH, MpOoTeKaBIIell Ha (GOHEe TOKCUKO3a, YTPpO3bl IIPEPhI-
BaHUA. Pozbl 2-e cpouHble, MaTONOTHYecKue, MyTEM KecapeBa
ceueHus. 13 poayoma nepeBezieHa B OT/IENICHHE T1aTOJIOTUU HO-
BOPOXAEHHBIX. Y IEBOYKH OTMEYAJIOCh OTCTaBaHHE HEWPOIICH-
XHUYECKOTO Pa3BUTHA: CAMOCTOSTEIbHO CUINT C 8,5 MecC, XOIUT C
1,3 neT, rOoBOPHUT OHO CJIOBO. B 00111eM aHasm3e KpOBH BBISBIIC-
HbI TpOMOOLUTONEH s 110 35 % 10°/1, nefikonenus no 1,7 x 10/,
He#rponienust 10 0,3 x 10°11. Bbuta nmepeBeneHa B OHKOreMaro-
noruueckoe otnesnenue. B urone 2018 r. 6onpHO# ObLIO MpoOBe-
JICHO TTOJIHO3K30MHOE CEKBEHHPOBAaHHME IK30Ma: BBISIBIICHA paHee
He OIMCaHHas I'eTepO3UTroTHas MyTanus B 17-M dK30reHe reHa
KAT6A (chr8:41790988G>A), npuBoasias K MOSBICHUIO Caii-
Ta MPEXIEBPEMEHHON TePMUHALMK TPAaHCISIUHU B 1584 xomoHe
(p.GInl1584Ter, NM_006766.3). JIonOTHUTENBHO OBUIM BBHICTAB-
JICHBI TUArHO3BI: TacTpod3odareanbHas pedarokcHas 00JIe3Hb
¢ 930()aruToM, NOBEPXHOCTHBIN TACTPHT; JIAPUHTOTPAXEOMAJIs-
s, qucdarus, TU3apTpusl; aTaKCHIeCKUH CHHIPOM; BTOPHYHBIH
HEPBHO-MBILIEYHbIH CUHAPOM. BblsiBiieHa TskEnas BpokAEHHAs
TPEXPOCTKOBAS aIlla3usi KPOBETBOPEHHSI B PAMKaX I€HETHYECKO-
ro cunapoma. [IpoBoaunace cTUMyIAIUs Jieiikonossa — 6e3 -
¢exra. [IpoBeneHo 19 remorpanchy3uil IpUTPOLUTAPHON B3BE-
cu O(I)Rh(+). B centsa6pe 2019 r. 6bu1a npoBeeHa aoreHHas
TPAHCIIAHTALUSA TEMOIIOITHYECKUX CTBOJIOBBIX KJIETOK OT HEPOJI-
CTBEHHOTO JTOHOPA. BRIpaXkeHbl CTUTMBI JU33MOpHOTeHe3a (TH-
MOTEJIOPU3M, DNHUKAHT, aCUMMETPHUs JIMLA, YIUIOIEHHBIH KOHYUK
HOCa, MMTMEHTHBIE MATHA KO(EHHOro 1[BeTa Ha TYJIOBUILE, HHU3-
KO PacIOJIOKEHHBIE YIITHbIE PAKOBHHBI, TOTHYECKoe HEOO, OTCTO-
sme OOJbIIKe MaNblbl PyK). bobHas MO KH3HEHHBIM MTOKa3a-
HUSIM MOJTy4YaeT aHTHOAKTEepUATBHYIO TEPANHIo: OUIMIUTHH-5 10
600 Teic. EJl 1 pa3 B 4 Hex; CONMPOBOIUTENBHYIO TEPAMTUIO BUTA-
muHoM D o 1000 ME 1 pa3 B neHb BHYTpb AJTUTENBHO.

3aknouenue. Ha ceronusuHuiil 1eHb 0 BCEMY MUpPY Hacdu-
teiBaetcs 90 nanuenToB ¢ cunapoMoM KAT6A. C kaxasiM roqom
YITyYIIAFOTCS METOABI ANATHOCTHKHU U OTIPEIeNIeHs (heHOTHITHIe-
CKoif xapakTepucTuku rena KAT6A.
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