Bone3aHb HumaHHa-luka

Bone3sHb HumaHHa-lNuka nmeetr TN 1 1 Tun Il.

0 | Tun 6one3Hn HumaHHa—Tlvka passmBaeTcs nNpy HegocTaTke COUMHIOMUENTNHASBI, HTO
NPUBOAUT K HAKOMEHMIO B NMN30COMaxX CAPUHrOMMUENNHA N XONnecTepuHa. 3abonesaHve
obycnoeneHo mytaumein ASM (11p15.4-p15.1). OTNoXeHne NMMNNOoB NPONCXOOMNT BO
BHYTPEHHUX opraHax, NpenMyLlecTBEHHO MOHOHYKIeapHbIX cparoumTax.

0 NumdpaTuyeckune y3nbl U NeveHb yBennyeHbl, npuobpeTaroT XEnToli uBeT. CeneséHka
TakXe yBenMyeHa, Ha paspese XOpoLWo BUAHbI KpacHoBaTble oonnukynbl. HakonnexHvne
nMNOoB Habno[aT TakXe B HaANo4YeYyHuKax, nérkumx, noykax. Mukpockonmyecku B
NOpaxE&HHbIX opraHax BUA4HbI KPYMnHble NeHUCTble KneTkn (knetku MNuka), nmerowme sng
TyTOBOW siroAapl. MNpu 91eKTPOHHOW MUKPOCKOMMM B Makpodparax 0bHapyXBaroT BaKyonm ¢
MeMOpPaHONoA06HbIMU CTPYKTYpaMn, MUENNHONOAOOHBIMU BKTHOUYEHNSMU.

0 BHauMTEeNbHbIE N3MEHEHMS HabN AT B FONIOBHOM MO3re: Kopa OnycToWweHa, COXpaHHbIe
HEMNPOHbI

Habyxwwne, ¢ BaKyonnM3nmpoBaHHON LunTonnaamoi, 6enoe BeWeCTBO C AeMUeNnHn3aLmen n
FNnMo3oM. NeHncTble KNeTkn 0bHapyXMBaKT TakXe B MATKMX MO3roBbIX 000/104Kax,
COCYOUCTbIX CNIETEHUSAX.

0 Hanbonee yacto AmarHoCTUPYOT UHCPAHTUbHBIR HelpoBMCcLepanbHbli TN 6onesHu. Mpw
HEM renaTtocnieHoMeranusl NosIiBNSIeTCs K 6 Mec, Koxa npuHumaeT BypoBaTo-XENTyto
okpacky. Y 30-50% 60onbHbIx 06HapyX1BaOT BUWHEBO-KPACHbIE NATHA Ha ceTyaTke rnas.
PaHo BO3HMKaeT nporpeccupytowas HeBponormyeckas cCuMnToMaTtuka, npmBoaswas K
cnaboyMuto 1 BblpaxXeHHbIM HapyleHnsIM MOTOPUKK. CMepTb HacTynaeT Ha 3—4 roay >XWU3HW.

0 Mopdgoonorunyeckas guarHoctuka 6onesHn HumaHHa—lrka ocHoBaHa Ha obHapyXeHnu
TUMNYHBIX NMEHUCTBIX TMCTUOLMTOB B KOCTHOM MO3re 1 BK/IIOYEHWIA NPU 3NeKTPOHHOM
MUKPOCKONUM BUONTATOB KOXW NN KOHBbIOHKTMBbLI. OKOHYaTeNbHbIN AnarHo3 ycTaHaBnueatoT,
nccnepys akTMBHOCTb CCOMHroMMenHasbl B numdooumTax nnm pubpobnacrax.

0 1l Tun 6one3xHn HumaHHa—Tuka Bbi3BaH HapyLweHneM obpa3oBaHns 3ONPOB XONEeCTepUuHa.
Ina aToro Tuna xapakTepHo 6onee MeaneHHoe pa3BUTUE KIMHUYECKON CUMITOMATUKMN.
JunarHo3 ocHoBaH Ha n3y4YeHun aTepugorKkaumm XxonectepmHa u HakonneHns xonecteprHa B
KynbType coubpobnacTos.
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