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DKCKITIO3UBHOCTE 00s1e3HN Buiscona-KonoBaosa
1 OCHOBHAas COCPEIOTOYEHHOCTh TaKUX IaI[MEHTOB B
Hay4YHO-HCCIIE0BATEIBCKUX LIEHTPAX pa3MbIBAeT
(hOKyC BHUMaHUS CIIEIUATMCTOB IIEPBUYHOTO 3BEHA

3APAaBOOXPAHEHUS IIPU BCTPEYE C JAHHOU ITaTOJIOTHUEH.

Huzkast 0CBEIOMJIEHHOCTh O TEYEHUU 3a00JI€BaHUs

U BO3MOXKHOCTSX JICYEHHUSI, KOPEOJ OOPEUCHHOCTU
BBy HEOIAronpusTHOIO MPOTHO3a —

(akTOphl, MPEHATCTBYIOIIUE JITUTEIBHON PEMUCCUH U
YIOBJIETBOPUTEIIBHOMY Ka4€CTBY KMU3HU ITAIUCHTOB,

4qTO IIpCaACTaBJICHO B HACTOAIICM KIIMHHUYCCKOM CJIy4ac.

[Toka3arh BIUSHHE MEXIUCIUIUIMHAPHOTO MOIX0/1a U
IIPEeMCTBEHHOCTH Ha TeUCHHE 3a00JIeBaHUs TIPU
BEIEHUU MAIMEHTOB ¢ 00Jie3HbI0 ByibcoHa-

KonoBaoga.




Kenmuny 23 net ¢ HOs0ps 2022 T. cTainu 0€CIIOKOUTh
YXYIIICHUE TTAMATH U KOHLICHTPALUU, CHUXKEHUE
HACTPOECHMUSI, TTOSIBJICHUE TPEBOTU. [IepBbIE CUMITTOMBI
MOSIBWJIMCH IoJioM paHee. JKeHiuHa oOpaiaiack K
HeBpoJiory, pu MPT rojioBHOro MO3ra BbIsIBJICHBI
CMHUYHBIC OYaru B 0€JIOM BEIIECTBE JOOHBIX J0JIeH
TOJIOBHOTO Mo3ra. JlaapHenee 1000cIeI0BaHNE
MAIMEHTKA HE MPOIIIa BBUAY CAMOCTOATEIBHOTO
pazpemenuss CMMITOMOB. CITyCTsSI HECKOJIBKO MECSIIECB
IIpY TIOBTOPHOM OOpaIleHUH K HEBPOJIOTY U3-3a
peuyrBa Oblia JuarHocuupoBana 0os1e3Hb BuibcoHa-
KonoBanoBa, pekOMEHIOBaHbI KypCOM MEHUITIAMHUH U

BUTaMUHBI Ipymnbl B, koTopsie He naBaiu 3 dexra.

BBuy nmporpeccupoBaHus CHMITOMATHKY MMAllUEHTKa
oOparuiiack K ractposnreposory C3I'MY. JlabopaTopHo
B 00111eM ¥ OMoxumMuyeckoM aHanusze kposu (ACT,
AJIT, ounupyOuH, caxap, XoJeCTEpHH, KPEaTUHUH,
MoueBHHA), Tpu Y3 opraHoB OpIOITHOM MOJOCTH HE

OBLIO BBISIBJIEHO U3MEHEHUH.




OcoO0bIif HHTEPEC MPECTABISCT HACIEACTBEHHOCTD
nmanueHTku. M3sectHo, uyto B 2019 r B Bo3pacte 16 et
Opary auarHocigpoBaHa 0oJjie3Hb BuibcoHa-
Konosasnosa, meueHouHasi hopma, IpOsBIISIBIIASICS
O0ecCHMMNTOMHBIM IUTOKM30M. CaMa MmarueHTKa mpoIia
reHEeTHYECKOe 00Ce/IoBaHue - Oblila BBISABICHA MYy TallUs
H1069Q B rene ATP/B B romo3urornoi gopme,
SBJISIONIASCS KJIaCCUUeCKOM 11s 6osie3Hn BuibcoHa-
KonoBasioBa. ¥ Marepu naniueHTKHU BbISIBJICHA TaKas ke
MyTallusl B TETEPO3UTOTHOU PopMe, OHa C FOHOIIIECTBA
oTMedasa IMepuonIecKoe HaJIMUhe TPEMOpa BEPXHUX

KOHG‘IHOCTCP'I, HO HC 06pamanac1: 3a IIOMOIIbIO.

OO6paian Ha ce0s BHUMaHuE (PakT cMEpTH OTIIA
nainueHTku B Bo3pacte S0 net. Otelr cTpajgan ot

HESICHOTO 3a00JIeBaHUS IICUCHMU.

J10 HACTOSIIEr0 MOMEHTA HUKTO U3 CEMbU HE HAXOIUJICS
OJ1 MEAUIIMHCKUM HAOJIOICHUEM, B TOM YKCIIE U OpaT C

yCTaHOBJIEHHOH Oone3Hbto Buiibcona-KonoBamoga.




C y4eToM OTSTOIICHHON HACIeACTBEHHOCTH MalluEHTKA
nepenana HeBpojoram C3I'MY ¢ nogo3peHuem Ha
IeKOMIIEHCAIIMIO IiepeOpanbHOM (hopMbI 00JIE3HH
Buiscona-KonosanoBa. Ha oCHOBaHMY reHETHYECKOU
myTanuu, MPT npu3sHakoB MHOT00O4aroBOro ImOpaKeHUst
TOJIOBHOTO MO3Tra COCYAMCTOTO I'€HE3a, HEBPOJIOTUYECKOU
Y IICUXUYECKOM CUMIITOMATUKH, HECMOTPS HA
HOPMAaJIbHBIM YPOBEHbB LIEPYJIOIIA3MUHA U MEJIU B

KpOBH, JUArHO3 MOJITBEPKJEH — 00Jie3Hb BuiabcoHa-
KonoBasoBa, apoxarenbHas popma ¢ COMyTCTBYIOINM

IMapaHONIAHbBIM CUHAPOMOM.

Ha dbone npoBoaumoii Tepanuu D-nieHUIMILIaMUHOM,
KBETHAIIMHOM, AJIMMEMA3UHOM, PUCIIEPUIOHOM OTMEYEHO
CHUXECHUE TPEMOPA U BHYTPECHHEUN TpeBoru. [Ipu
BBIITUCKE PEKOMEHI0BAHO MPOAOJIAKATH MOKU3HEHHO
Teparuio NeHUIWLIaMUHOM 750 MT, ITUHKa CyJibhaTom

248 Mr u KBeTHarmuHoM 175 Mmr,

CnycTs Mecsill )KEHIMHA CaMOCTOSITEIbHO OTMEHUJIA
KBE€THANMUH U CHU3MIA NeHumaMud 10 500 Mr, Ha
(oHe yero peruaMBupoBajia TPEBOra U CHIKEHHE
KOHIICHTpAIlUH, JJAOOPATOPHO BIIEPBBIC 3aPETUCTPUPOBAH

LATOJIN3 C YPOBHEM TpaHcamuHas 2,5 BI'H.




[TarueHTKE CKOPPEKTUPOBAH IUArHO3 - 00JIE3Hb
Bunbscona-KonoBasnoBa, neueHoOUHas 1 1iepedpaibHasi
(dopmbl. JKeHIMHE yBeIUYeHa JO3UPOBKa
neHunmuiamMmuda 10 1000 mr, npogomkeHa Tepanus
IIMHKA CYJIb()AaTOM, PEKOMEH/I0BaHa KOHCYIbTAIIMS
ncuxuarpa. CiycTs HECKOJIBKO JHEW MallMEeHTKA
OTMETWJIAa YMEHBIIIEHUE TPEBOTU. Kpome 3Toro, marepu
MAIUEHTKE PEKOMEHI0BAHO MPOBEICHUE
71000CIIeIOBaHUs Y HEBPOJIOTa M TaCTPOIHTEPOJIOTA.

[IponomxkaeTcs nanpHelIee HaOIOICHHUE.

MexxTuCIUIITTMHAPHBIN MOJIX0/ K BEJICHUIO HAILIUCHTOB C
oose3dp0 Bunbcona-KoHoBas1oBa MOXET CTATh
KJIFOUEBLIM MOMEHTOM B JIAJIbHEUIIIEM TEUECHUUN

3a00JICBaHUS.

TpeOyetcs coruanbHas U HH(POPMaLIMOHHAS TTOIIEPIKKa
NalueHToB ¢ 0one3Hbl0 Bunbcona-KonoBanosa

Il YIIYHYIICHHUA ITPOTrHO3a U Ka4CCTBA KU3HU.




