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BBenenne. Xopest [eHTUHITOHA — HeliponereHepaTUBHOE HAC/IEACTBEHHO O0YCIOBIIEHHOE ayTOCOMHO-
JOMUHAHTHOE 3ab0JieBaHKe ¢ BLICOKOM MeHeTpaHTHOCThIO (80-85%). Bo3HUKaeT BCIeACTBUE TMHAMMYE-
CKOI MyTallMM TeHa TeHTUHITUHA. PACIIOJIOKEHHOIO B KOPOTKOM IIEUe YETBEPTOM XPOMOCOMEI, YTO IIPH-
BOJIUT K 00pa30BaHMIO MYTAHTHOTO OejiKa TeHTUHITHHA (MHTETpMHA), KOTOPBI OKa3bIBA€T TOKCUUECKOE
JeCTBHE Ha KJIETKU U BRI3BIBAeT 00JIe3Hb. Xopes [eHTUHITOHA IPOSIBISIETCS IICUXUYSCKIUMU HapyIIeHNsI -
MU, JOCTUTAIOIINMHM JeMEHIIMKA 1 HapacTaloIIMM XOpendeCKMM IruIiepKruHe3oM. Ha paHHuX crammsx 3a00-
JIeBaHMSI, TTAIIMeHTHI He Bcerma o0palllaroTcs 3a MEAULIMHCKON ITOMOIIIBIO, KakK IPaBUJIO, JaHHYIO ITaToJI0-
TUIO BBISIBJISIOT IICUXOHEBPOJIOTH B CTaIMU pa3BepHYTOM KIMHUKU. IlocTaHOBKa mMarHo3a Ha OCHOBAaHUU
KIIMHAYECKUX MPOSIBIICHUI MOXET ObITh 3aTpyaHEHa, OCOOCHHO B aTUIIMYECKUX cirydasx. IlanmeHTs Mo-
TYT HAOMIOOAThCS C Pa3IMIHBIMU IICUXMYECKMMM PACCTPOCTBAMU, HEBPOJOTMYECKON CHUMITTOMATUKOM
¥ TOJIBKO IPHU PETPOCIIEKTMBHOM aHAIN3¢ POIOCIOBHOM, BEIIBICHINN CEMEMHOTO XapaKTepa 3a00J1eBaHMSs
MOKHO 3aII0J03PUTh HACEACTBEHHYIO IIPUUYMHY ITaTOJIOTHU. B TaKMX CiIydasix ¢ 1eJIbIo BhISIBICHUSI MyTaH-
THOTO aJljIejIs HEOOXOAMMO IIPUMEHEHNE MOJIEKYJIIPHO-TeHETUYECKMX METONOB TUaTHOCTUKU.

Ieap uccaemoanusi. OOOCHOBaHME HEOOXOAMMOCTH MEAUKO-T€HETUYECKOr0 KOHCYJIBTUPOBAHUS
¥ IIPUMEHEHNE COBPEMEHHEBIX MOJICKYJISIPHO-TeHETUIECKIX METOIOB TP CEMEITHOM XapaKTepe Helipoe-
TeHepaTUBHBIX 3a00JIeBaHUI C MO3AHEN MaHU(eCTaLue.

Marepuaibl 1 MeToAbl. OOCIeO0BaHbI TPU MOKOJEHUS CEMbU, B KOTOPOI MMEINCH Cllydau Helipoaere-
HepaTUBHOM maTonoruu. Mcrnoab30BaHbl KIMHUKOIICUXOIATOJIOTUYECKUI, SKCIIEPEMEHTAIbHO-ICUXOI0-
ruyeckuii, uHcrpymeHTaiabHblii (MPT, B3I, POI'), coMaTo-reHeTU4eCKUil, KIMHUKO-TeHeaTOTUUECKUIA,
MOJIEKYJISIPHO-TEHETUYECKUI METObI CCAEAOBAHMSI.

Pesyasrarnl n oocyxknenne. [IcCMXOHEBPOJIOroM Ha MEIMKO-TEHETHUYCCKYIO KOHCYJIBTALIMIO OB Ha-
MpaBJieH MallleHT, 36 JeT, pycCKuii, ypoxeHell JlyraHcka, oG6pa3oBaHue BBICIIEE TEXHUUIECKOE, YACTHBINA
npeanpuHUMaTesb, XeHaT, UMeeT Tpex nouepeit 11, 9 u 2 netT. B TeyeHHMU 5 1eT oTMeUaeT KoyebaHus Ha-
CTPOCHUSI B CTOPOHY TPEBOKHOCTH, BCHBILIKY FTHEBA B KPYTy CEMbU, 3aMKaHKWE B CTPECCOBBIX CUTyaLIUSIX.
Ha npoTsxeHuy nocaeaHero roaa UCIbIThIBAeT TPYAHOCTA NPU HEOOXOAUMOCTHU COCPENOTOUNTHCS, OTME-
YaeT CHIDKEHUE TPYAOCITOCOOHOCTH, UTO CBI3BbIBAET C 3arpy>KEHHOCThIO Ha padoTe. Bo BpeMs ocMoTpa cyeT-
JIUB, HEYCUIUUB. AHAJIU3 POAOCIOBHOMN. Y 0a0Kku npodaHaa nocie 40 jeT MosIBUINCH HapyllleHUe KOOPA-
HallUM U MIPU3HAKY JEMEHIIMU, yMepJia B ICUXUATPUIECKON 6OIbHUILIE B Bo3pacTte 62 neT. MaTth mpobaHa,
58 net, epBbIe TIPU3HAKY TICUXUYECKOTO HApYIIEHUS MPOSBUIKCH B Bo3pacTe 38 JeT B BUAE HaBI3UMBOIA
PEBHOCTH, MOSIBUJIACH HEBPOJOTUYECKAs! CUMIITOMATUKa (TMKU, CYeTJIMBOCTb), HAa MPOTSKEHUU MOCTed-
HUX 6 JIET IBJISETCS UHBATUAOM | IpyIIIbI IO HEBPOJOIMUECKOMY 3a00J1eBaHmI0. Y MIaallero 6para ¢ my-
OepTaTHOro Mepuoaa OTMeYaeTcsl alAuTUBHOE MOBEeJAEHUE, CKIIOHHOCTb K Mapa3uTUYECKOMY CYIIECTBOBA-
HUIO, B MOTOPHOI cepe — TUKU, CYeTIUBOCThb, HEYCUAYMBOCTh. YUNUThIBAs aHAJIU3 POAOCIOBHOM, MPOOaHI
M ero OpaT ObLIM OTHECEHBI B ITPYIIIY PUCKa MO0 ayTOCOMHO-IOMUHAHTHOMY HelpoaereHepaTuBHOMY 3a00-
JneBaHuIO (ammupudeckuil puck 50%). B pesynsrate nposeaenus JHK-ananmu3a, y mpo6aHaa B OTHON U3
4-11 xpoMocoM BbIsIBIeHO yBeanueHue ynciaa konuit CAG-nostopa (CAG)n, (n1<35, n2=43), nokanuzo-
BaHHOTO B 5-001actu reHa IT-15: aBnsiercss HocuteneM xoper [eHTMHITOHA. DMOUPUYECKUA PUCK IS €T0
noroMctBa cocTaBiseT 50%. s BhIIBIEHUS MyTaHTHOIO T'eHa U JaIbHEMIIEro IMporHo3a peKOMEHI0BaHa
JAHK-auarHoctrka aetsim nmpobaHaa.

BruiBoapl. BHeapeHe B IpakTUKY NMCUXOHEBPOJIOra 00s13aTeIbHOE MEANKO-TEHETUUECKOE KOHCYIbTH -
pOBaHMe NalMeHTOB C HelipoJereHepaTUBHBIMU 3a001€BaHUSIMU HEOOXOAMMO 1 OCOOEHHO BaXKHO B HESIC-
HBIX CJIyYasx, a TaKXKe MPU HeMOJIHOM MPOSBIACHUU CUMIITOMOB. MCIIOb30BaHNUE COBPEMEHHBIX METOAO0B
JUArHOCTUKM HACJIEeACTBEHHBIX 3a00JieBaHUIi, B YACTHOCTU MOJIEKYJISIPHO-TEHETUYECKUX, TTO3BOJISIET BbI-
SIBUTh 9TUOJIOTUUYECKU1 (pakTop, T. €. BepudULIUPOBATh AMArHO3, Ja€T HEOOXOAUMYIO MHMOPMALUIO IS
KOPPEKTHOro MpOrHo3a Io JaHHOMY 3a00JIEBAaHUIO Y KPOBHBIX POACTBEHHMKOB, a TaKXKe BO3MOXKHOCTD
npeaynpexaeHus HacJeICTBEHHOM MaTOJI0TUU y OyayIlero moToMCTBa.



