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0oJie3Hn Humanna—

C.A. Karownuros

Pa3Hoo6pa3Hble HEBPOJIOTMYECKUE HAPYLIEHUS MOryT
OblTb XapakTepHbIM MPOSBNIEHMEM OONbLIOrO YMcna PeaKmx
dopM reHeTMyeckn 0OYCnoBieHHbIX Gone3Her obmeHa Be-
wects. MHorve 13 atTux 3aboneBaHnii BCTPEYAOTCS NMOYTM UC-
KNIOYUTENBHO B NMeAMaTPUYECKO MPaKTUKE U NNLWb B PeaKmX
cnyyasx MaHndecTUpytoT y B3poc/bIx. narHocTuka Hacnen-
CTBEHHbIX 60Nie3Heit oOMeHa Hepedko NpeacTaBnsieT coboin
TPYAHYIO 3a4a4y M OCHOBBIBAETCS HA MPOBEAEHNM pPsaa cre-
uMduYecKmx GUOXMMUNYECKNX TMOO MONEKYNIIPHO-FEHETNYEC-
Knx nccnefosanuii, OfHa 13 4acTbiX KITMHUYECKUX XapakTepu-
CTVK 3TWX 3ab0neBaHunii — 3aepxKa NCUXOMOTOPHOrO Pa3Bu-
. Mpw 6onee no3aHem AebioTe, Kak NPaBuio, UMeeT MeCTO
yTpara paHee NprobpPEeTEHHbLIX HABLIKOB U Pa3BUTUE PA3HO00-
pasHoW NCUXOHEBPOJSIOMMYECKON CUMNTOMATUKW, BXHOE Me-
CTO B KOTOPOW 3aHMMAIOT Pa3nnyHble ABUraTebHbIE HapyLLe-
HUS1 — An3apTpus, odTanbMonIerns, KOOPAMHATOPHbIE pac-
CTPOICTBA, ANCTOHNUS, TPEMOP, PUTMAHOCTb U ApYrue aKCTpa-
nupamMuaHbie HapyleHus, CrnacTMY4eckuin TeTpanapes.
XapakTepHbl TaKkxe Cyaoporu, MOAMHEBPOMATAM, aMMOTPO-
dun, pereHepaumns ceTyaTkm, HEMPOCEHCOPHAa TYroyxocCTb,
KOTHWUTWBHbIE M NCUXMYeckne HapyLieHns. CUCTEMHBIN xapak-
Tep MeTabonunyeckux AedekToB 0OYyCNOBAMBAET COYETaHWe
NCWXOHEBPOJIOMMYECKNX PACCTPOWCTB C pa3HO0bpasHbIMU Co-
MaTMYECKUMU MPOSIBIEHUSIMU — renaTocrnyieHoMeranumen,
aHeMuen, SHOOKpPUHOMATMAMM, Kapauonatnen n gp. Takomn
KOMOVHMPOBAHHbIV GEHOTUMN — BaXKHENLWWIA KoY K AMarHoc-
TWUKE HacneACTBEeHHbIX 6one3Hel 0bMeHa.

OfHVMM 13 penkux HacnenCTBEHHbIX ayTOCOMHO-PeLec-
CVBHbIX HapyLLUeHWn obMeHa siBnsieTcs 6one3Hb HumanHa-Mu-
ka, Tun C (BHM-C), oTHocsLWAsCca K IM30COMHbIM 60NE3HAM
Hakonnexus. bonesHb HumanHa-lMuka, Tn C — ogHa 3 dopm
COUHrONMNNA030B, XapaKTEPUIYIOLLMXCS NPOrPECCUPYIOLLM
HaKoMIeHNeM MUKOCHUHIOANNNLAOB M XONecTepuHa B pas-
NINYHBIX OpraHax u TkaHsx. O6a poautens SBASOTCS HOCUTeE-
NSIMW MYTaHTHBIX annenei, puck poxzaeHust 60bHoro pebeHka
cocTaBnsieT 25%. McTopuyeckn [0 OTKPLITUS MONEKYNSIPHO-
reHeTunyeckoro aedekra BHM-C oTHocunack k reTeporeHHom
rpynne metabonnMyeckux SH3MMONaTWiA, Nosy4mBLLMX obLuee
HavMeHoBaHue “6one3Hb HumarnHa—-luka” (no dpamunuam He-
mMeuknx nccneposatenenn A. Niemann un L. Pick, onucaBumnx
JaHHble 3ab6onesaHust B 1914 1 1933 rogax coOTBETCTBEHHO) U
COMPOBOX/ABLUNXCS Pa3BUTNEM Pa3HOOOPa3HbIX HEBPOSOr -
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YECKMX N COMATUYECKMX PACCTPONCTB, B MEPBYIO 04epenp re-
naTo/siMeHanbHoOro CMHApomMa. B ganbHenwem no pekomeHaa-
umm A. Crocker (1961) 6onesHb HumanHa-Tvka ctanv pasae-
NSTb HA pasfnyHble KMHUYeckne GeHoTUnbl. B yacTHoCTH,
1N A xapaktepuaoBancs AebioToM B rpyaHOM Bo3pacTe, Oyp-
HbIM MPOrPECCHPOBAHNEM MOPAXEHNS HEPBHOW CUCTEMbI U
renaToNMeHaNbHOro0 CMHAPOMA C NeTanbHbIM UCX0A0M [10 A0-
CTvxeHus 3-neTHero Bo3pacta. Tun B, HanpoTuBe, oTimyancs
60nee NO3LHVM HayYanom, MeAJIEHHbIM NPOrPECCPOBAHNEM
COMaTUYECKMX HapyLUeHWnii 6e3 BOBNEYEeHUS B NMPOLECC HEPB-
HOW CUCTEMbI, NaumeHTbl 00bIYHO AOXMBANM [0 B3POCOro
Bo3spacrta. Tunbl C n D xapaktepusoBanvch gebotoM 3abone-
BaHWs B Nt0OOM BO3pacTe, Co4eTaHMEM pPas3HOOOpasHbIX HEB-
PONOrMYECKUX, MCUXMYECKMX M COMATUYECKUX HapyLUEHWN,
CPaBHUTENIbHO ME[JIEHHbIM MPOrpeccMpoBaHEM, 3aBUCS-
MM, OfiHaKo, OT Bo3pacTa MaHudbecTaumn 3abonesaHus —
4eM paHbLLE NOSIBASANCL CUMMNTOMbI, TEM BbICTPEE NpoTekana
60ne3Hb (BMIOTb 4,0 NOAOCTPOrO TEYEHNS C TSKENOM NEYeHOu-
HOW omMcdyHKLMER 1 BbICTPOI cMepPTbIo). B nocnenyiowme ro-
[bl ObINO BbISIBNEHO, YTO MEPBUYHOE CHUKEHUE aKTUBHOCTU
dbepmeHTa cHrHrommenmHassl HabnAAEeTCs TONLKO NPU K-
Huyeckux opmax 6onesun HumanHa-TMvka, Tunsl An B, a npu
KnuHuyeckoMm ¢eHoTune C HapyliaeTcs BHYTPUKIIETOYHLI
TPaHCNOPT AMNWUAOB U XONECTEPUHA, YTO NMPUBOAMT K HAKOMNE-
HUWIO 3TUX MeTab0IMTOB B Pa3/INYHbIX OPraHax M TKaHsX C Hapy-
LweHreM GYHKLMOHMPOBaHUS 1 rnbenbto kneTtok. Mporpeccu-
pylowiee HakonneHne COUHroMUENHaA B HEPBHON cuUcTeMe
NPOUCXOAUT Takke Gnarofaps BTOPUYHOMY CHUXEHMIO aKTUB-
HOCTW COVHrOMUENVHA3bI BCIEACTBUE HAPYLUEHWS €€ CUHTE-
3a, BbI3BAHHOMO arperaunsamu xonectepuHa. Hosonornyeckas
camocTosiTenbHocTs BHIM-C Gbina okoHYaTeNbHO NOATBEPX-
neHa B 1990-e rogbl, koraa 6bin OTKPLIT NEPBUYHBIA FreHETHYE-
ckuii nedekT npu faHHom 3abonesaHun. BoiseneHo, 4to de-
HoTun BHIM-C Bbi3biBaeTca MyTaumsamu reHoB NPC1 (nokyc
18q11-q12, MIM #257220) n NPC2 (nokyc 14g24, MIM
#607625). Mytauum reHa NPC1, KOGMPYIOLLEro CUHTE3 OAHO-
ro U3 MeMOpPaHHbIX CTEPONYYBCTBUTENbHBIX TPAHCMOPTHbBIX
6enkoB, OTBETCTBEHHbI 3a 95% cnyyaeB 3aboneBaHus, Npu-
mepHo 5% cnyyaeB BHM-C cBsi3aHbl ¢ MyTauusamm reHa NPC2,
KOOVMPYIOLLErO CUHTE3 BHYTPWUIM30COMHOrO Genika-nepeHoc-
ymka xonectepuHa. B HacTosillee Bpemsa onucaHo Gonee
300 myTaumin B aTMX reHax, nogasnsiowiee 60MbLIMHCTBO M3
Hux oTHocuTCS K reHy NPC1. Pag mytauunin rena NPC1 o0THO-
CUTCS K YaCTbIM, ApYre BCTPEYAIOTCS pexe, pacnpeaeneHne
4aCTOT Pa3/IMYHbIX MyTaUMA UMEET MOMNYSLUMOHHYIO Creuu-
duyHocTb. OTKpbITUE TeHeTuyeckoro aedekta npu BHM-C
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cAenano BO3MOXHbIM NpoeeaeHue npamon JHK-guarHoctnkm
[JAHHOrO HACNeACTBEHHOro 3aboneBaHusl, KOTopas, 0JHako,
[JOCTYMHa NLUb CNeLMann3vpoBaHHbIM MOJIEKYISIPHO-FEHETH-
yeckum nabopaTtopusam, Hanpumep nabopaTopun HacneacTt-
BEHHbIX 6one3Hein obmeHa BellecTB MeayKo-reHeTUYECKOro
Hay4Horo ueHtpa (MIrHLU) PAMH. BO3MOXHOCTb paHHen To4-
HOW MONEKYNSPHOI AnarHOCTMKM 3a60oneBaHus Hapsay ¢ Apy-
r’MMW HOBEWLUMMUK MeToAamu NabopaTopHON AMArHOCTUKM
NO3BONWAN CYLLECTBEHHO YBEIMYNTb KOIMYECTBO BbISIBNIEHHBIX
HoBbIX cnydaeB BHIM-C. B HacTosLee Bpemsi N0 OPUEHTUPO-
BOYHOV OLIEHKe 4YacToTa AaHHOro 3aboneBaHusi B MUPEe Co-
ctasnsiet 1:120000-1: 150000, ato cpaBHUMO, HanpuMep, ¢
4aCTOTON MHOMMX GOPM NPOrPECCUPYIOLLMX HACTEACTBEHHbIX
aTakCuii, 4TO AenaeT akTyaslbHbIM BnafaeHne nHdopmaumein oo
9TON NIM30COMHON GONE3HN ANs KaX[oro npakTUKYIoLLEro
HeBposora.

CrnoxHocTb knuHuyeckoi amartoctuku BHIM-C obycnos-
NleHa WMPOKMM GEeHOTUMUYECKMM MOANMOPPU3MOM 3abone-
BaHMWS, xapakTepuayioLerocs AebioTom B Ntlo6om Bo3pacTe U
MYABTUCUCTEMHOCTBIO KIMHNYECKMX NPOSBAEHNIA. [10 AaHHbIM
M.T. Vanier (2010), B 3aB1CMMOCTYM OT Bo3pacTa aebiota 3abo-
NeBaHuvis BblaensioTcs cnepyowme popmel BHM-C: HeoHaTanb-
Has (BO3HMKAIOLWAs A0 3 MEC XU3HW), PaHHAS MafeHyeckas
(oT 3 mec o 2 neT), N03oHss MnageHyeckas (ot 2 oo 6 ner),
toHoweckas (0T 6 no 15 net), B3pocnast (aebioT nocne 15 net).
HeoHaTtanbHas ¢popma Hanbonee Tsxenas, XxapakTepHa BHY-
TpuyTpoOHas BOAsHKA Nnoja, XonecTaTuyeckas XenTyxa,
NPOrpeccupyioLLIMii renaTtonneHanbHbIi CUHAPOM, B PSIAE Cy-
yaeB — ObICTPOE Pa3BUTME MPOrPECCHPYIOLLEN NEYEHOYHOM 1
[blXaTeNbHON HeJoCTaTOYHOCTU C feTaNibHbIM UCXOA0M Ha
1-M rogy Xxu3Hu. HeBponormnyeckue NnposiBNeEHNs npeacTasne-
Hbl B OCHOBHOM MbILLEYHOW rMNOTOHNEN 1 3a4ePXKOM NMCUXO0-
MOTOPHOrO pa3suTus. PaHHas MmnapeHyeckas dopma He-
penko [ebloTMpyeT M30IMPOBAHHON renaTocnieHOMeranmen,
B AaNbHEWLEM NPUCOEAVHAETCS MbILLIEYHAs rMNOTOHMS, 3a-
[epXKa NCUXOMOTOPHOro pa3BuTus, pa3HoobpasHasi HEBPO-
flornyeckasl CUMNToMaTuka — CrnacTUYeckuii CUHAPOM, Bynb-
6GapHble pPacCTPONCTBa, TPEMOP, SNUNENTUYECKVE NPUNALKK,
HENpOCeHCOopHaa TyroyxocTb. lMo3pHas mnapeHyeckas
dopma BcTpeuaetca B 2/3 Bcex cnyyae BHIM-C, Hepenko
nepBbLIM NPosiBNeHneM 3a60eBaHNsl CYXUT M30NPOBAHHAs
cnneHomeranus, BoisBnsieMas Cny4aHO Npu PyTUHHOM YAbT-
pa3BykOBOM nccnenosaHuu (Y3M) BHyTPEHHMX OPraHoB y pe-
6eHka. B panbHenwemM npucoeauHaOTCS 3agepkka Ncuxo-
MOTOPHOIO ¥ PEYEBOrO Pa3BUTHUS, MO3XEUKOBLIE HAPYLUEHNUS]
(CTaTMKO-NOKOMOTOPHAsA WM AMHaMM4Yeckas atakcus). Yacto
PErncTpUpyeTcs cynpaHykieapHblii odTanbMonapes ¢ Hapy-
LIEHNEM BEPTMKABLHOr0 B30pa. Ha HayanbHbIx cTaausx 3abo-
NleBaHNS OTMEYAETCS NMLLb HAPYLUEHWNE CMOHTAHHbLIX ABUXE-
HUIA TnasHbix s670K, OOHAKO MaUMEHT COXpaHsieT crnocob-
HOCTb CNeauTb 3a MOJIOTOYKOM, B AafbHENLLEM MAapes Hapac-
TaeT, MHOrAA BMOTb 10 pa3BuTus opranbmonneruu. Mo mepe
pa3BuTMs 3a00N1EeBaHNS BO3HWKAET Apyras HEBPOoruyeckas
cuMmnTomMaTuka — nepudepuyeckas nonmHesponatus, Gynb-
6apHbie 1 nceBnobynbbapHbIe pacCTPONCTBA, AN3apTPUS, re-

Hepann3oBaHHble 1 hoKabHble ANUNPUNaaK1, CNacTUYeCcKunin
TeTpanape3. CBoeoOpa3HbiM nposiBiieHneM 3abonieBaHns
CAYXWT renactuyeckasl kKatannekcusl, XapakTepuaymoLascs
NpUCTyNamMmun reHepann30BaHHOW MbILLEYHOW MMMNOTOHUU, He-
penko NPUBOASLLEN K NafieHnsaM naumeHta 6e3 yTpaTbl Co-
3HaHuWs. YacTo renacTnyeckas katannekcus npoBOLMpPYyeTCs
CWJbHBIMY MO3UTUBHLIMU MCUXO3MOLMOHANbHBIMU PeaKLms-
MU (Hanpumep, cmexoMm). PasBuBaeTcs nporpeccupyowas
nemeHumsi. O6bl4HO GOMbHLIE HE AOXMBAIOT [0 BO3pacTa ny-
6epTaTa, norndas 0T MHTEPKYPPEHTHbLIX MHMEKLMIA, Cepaey-
HO-COCYOMCTON 1 ApIxaTenbHoM HegocTatoyHocTu. KOHoLwe-
ckasa popma BHIM-C Takke Hepenko nebroTmpyeTt n3onmnpo-
BaHHOW CMJieHOMeranvMen unu renaTocryieHoMerannen, B
aHaMHe3e y Takux NauMeHTOB NMEETCS 3aTAHYBLLASCS XEeNTy-
Xa HOBOPOXEHHbIX, HEPEAKO B COYETaHUN C renatosineHasb-
HbIM CYHOPOMOM. [lepBbIMU MCUXOHEBPOAOrMYECKUMU MPO-
sBNeHnaMu 3aboneBaHns GbIBAIOT CHUKEHME YCNEBAEMOCTM B
LUKOSE, NOCTENEHHAs yTpaTa paHee NpMoBPETEHHbLIX HABLIKOB
1 3HaHWI. NOCTENEHHO KOTHUTUBHBIE U IMYHOCTHBIE HAapyLUe-
HWSI NPOrPECCUPYIOT, NPUCOEAMHSETCS pasHoobpasHas HeB-
ponormyeckas CMMNTOMaTuKa, CX04Has C TakOBOM Npuv No3a-
Hen mnageHyeckon popme, xapakTepHa nporpeccupyowas
aTakcusi, AMCTOHMYECKME U XOPEeUdOPMHbIE TMNEPKMHESbI.
Ha TepMuHanbHOM CTagum NPOUCXOAMT NOMHbIA pacnag, nny-
HOCTW, pa3BuBaeTcs AelepebpaunoHHas puUrugHocTb, rpy-
Oble cTBONOBbLIE GynbOapHbie paccTpoicTa. MauneHTsl He-
peaKko AoXMBAIOT A0 3-ro AecaTuneTvst XusHu. HakoHel, B
rnocnegHee Bpemsi BCE Halle AMarHOCTMPYIOTCS B3pOCIble
dopmei BHIM-C ¢ nebiotom 3abonesaHuns Ha 3-M, 4-M 1 faxe
7-M pecatTuneTusx Xunsuu. NosaHne manmdectaumm BHM-C
OTNINYAIOTCA MefJIEHHbIM MPOrpeccrpoBaHem, MepBbiMUI
cumMnTomMamy 0BbIYHO CryXaT pa3HoobpasHble NMCUXOHEBPO-
NOrMYecKme NPosIBNEHNS. XapakTepHbIM Ae6I0THLIM CUMMTO-
MOM 3ab0neBaHNa FIBNSIETCS CYMpPaHykeapHblii opTanbmMo-
napes, 4T0 Hepeako OWMBOYHO NPUHMMAETCS 3a NPOSIBNEHNS
3KCTpanMpammaHoro 3aboneBaHus — NPOrpPecCMpyIoLLEro Cy-
npaHykneapHoro napanuya. Hesponornyeckas cUMATOMaTu-
Ka, OMMCaHHas Bbille, OTMEYAETCS B TON WUAW MHOW CTEMEHN
npakTU4yeckn y BCex naumeHToB. [ng B3pocnoi Gopmbl
BHM-C xapakTepHbl pa3HOOOpasHble NCUXUYECKNE HapyLue-
HYS, BKITIoYas addeKTMBHbIE PACCTPOMCTBA, OCTPbIE NMCUXO3bI
C pasBMTMEM ranniouMHaumin n 6pena, HapyweHns nosese-
HWS M MOTMBAUMIA (FHEBAMBOCTb, arpecCyBHOCTb, anaTus),
06CeCCBHO-KOMMY/bCVBHBIE PacCTpoicTBA. Ha no3pHux
cTaausx 3aboneBaHus Takke pPa3BUBAIOTCA TeTpanapessbl,
OynbbapHble HAPYLIEHNS, AEMEHLMS.

CoBpeMeHHble METOAB! HEMPOBU3Yann3aummn 1 3neKTpo-
Henpoduanonornm B guarHoctmke BHM-C nmelot Bcnomora-
TENbHOE 3HaYeHne, Tak Kak 0OHAPYXEHHbIE NBMEHEHNS HE SIB-
NISHOTCS NATOrHOMOHWYHBIMU U MOCTOSAHHBIMU. [PV MarHUTHO-
pe30HaHCHOW ToMorpadun BbISBASIOTCA 00/1aCT TMNepuH-
TEHCMBHOrO curHana B T2-pexume, NPeumyLeCTBEHHO B
NepyBEHTPUKYNSPHBLIX OTAENax NoayLiapuii 60abLLOoro Mo3ra,
npu3Haku atpodum nonyLiapuii 6onbLLIOro MO3ra, YepBs 1 Nno-
NyLuapuin Mo3xeydka. AHann3 anekTpoaHuedanorpaMmMbl nos-
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BOJISIET BbISBUTL HAPYLLEHNS GOHOBOW B1O3NEKTPUYECKON aK-
TUBHOCTM TFOJIOBHOMO MO3ra, MapokCu3masbHble 3Haku. [pu
nccnefoBaHnM akyCTUHECKNX CTBOJSIOBbLIX BbI3BAHHbIX MOTEH-
LManoB 1 KOrHUTMBHbIX noTeHumanos P300 pernctpupytotes,
B 3aBMCMMOCTM OT CTaAMM NaTONOMMYEeCKOro NpoLecca, Hapy-
LLIEHNS CTBONOBOM MPOBOAMMOCTY U KOTHUTUBHBIX QYHKLNIA.
YunTblBas WMPOKYIO BapuabenbHOCTbL Bo3pacta AebioTa
3aboneBaHust 1 kpaliHe BblpaXeHHbI GEeHOTUNMYECKINIA NOSN-
mMopdusm, npu amarHoctrke BHM-C Tpebyetcs npoBoauThb
InddepeHumanbHblii AnarHo3 ¢ 60NbLUUM KONMYECTBOM HEB-
POIOrMYECcKMX M coMaTuyeckrx 3aboneBaHnii oeTen u B3poc-
NbIX, Apyrumm 6onesHamn obMmeHa. Heobxoanmo MMeTh B BU-
[ly pa3HO0OpasHble CUHAPOMbI, COMPOBOXAAOLWMECS BPOX-
OEHHONM renaTocnieHoOMeranmMen n XenTyxom, OHKOremarto-
noruyeckne 3sabonesaHna, apyrue GOPMbl M30COMHbIX
6onesHeir, 0cOHEHHO NMNUOO3bI (BKIO4as 6onesHb lMowwe, 60-
nesHb HumanHa-Tuka, tinsl A n B, raHrmnosnaossl, nemnko-
anctpoduu, 6onesHs Gapbepa u ap.) n AMNodycUMHO3bI, M-
TOXOHAPWAbHbIE LUTONATUMN, PACCESHHbBIN CKNEPO3 1 Apyrue
OopMbl AEMUENNHN3NPYIOLLMX 3a00NIEBAHNIA HEPBHOW CUCTe-
Mbl, MPVYOHHbIE 3a00NEBaHNS, PA3NNYHbIE GOPMbI TOKANbHBIX 1
reHepasI30BaHHbIX AWCTOHNYECKMX CUHAPOMOB, renaTosfieH-
TUKYNSIPHYIO AereHepaumio (bonesHb BunbcoHa-KoHoBasnosa),
HACNEeACTBEHHbIE U CNOPaaMyeckne NporpeccupyoLme Mos-
XEUKOBbIE AereHepaLuny, pasnnyHble NapKMHCOHNYECKME CUH-
[POMblI, Ncuxmyeckme 3abonesanus 1 ap. C Lenbto CyLwecTBeH-
Horo obneryeHns KaMHudeckon amarHoctukn BHM-C mexay-
HApPOZHON rpynnon akcnepToB no usydenuio BHIM-C nop py-
KOBOACTBOM ronnaHackoro uccnepmosatens ®.A. Bubypra
(FA. Wijburg) B 2011 r. 6bina npeanoxeHa 6annbHas anarHoc-
Tnyeckas wkana sepositHocTy BHIM-C, npegHasHavyeHHas gns
OLIEHKM CNeundUYHOCTU OTAENbHBLIX CUMNTOMOB 1 MX COYeTa-
HWIA, NOMOraroLLas BblAENUTb NaLMEHTOB C 6onee BbICOKOI Be-
posiTHOCTbIO Hanuums y HUX BHM-C (puc. 1). Mpu cymme 6an-
nos 6onee 70 guarHo3 BHIM-C cunTaetcs BbICOKOBEPOSTHBIM,
meHee 40 - ManoBeposiTHbIM. [pakTMyeckoe NpUMeEHeHVe
LKanbl Bnbypra XopoLuo UAIOCTPUPYETCS CREAYIOWUM NPpu-
Mepom. B HeliporeHeTnyeckom (V HEBPOIOrMYeCckoM) oTaene-
HuM HayyHoro ueHtpa HeBponorum PAMH Habntoganach
18-neTHaa naumneHTka, y kotopol ¢ 14-15-neTHero Bo3pacra
NOSIBUNMCH M NOCTENEHHO HapacTan KOrHUTUBHBIE W JINYHOCT-
Hble HapyLLeHust Ha GoHe Herpyboit runoMuMmn, GpaavkmHe-
3un, AN3apPTPUM, HEMOCTOSIHHOM AUCTOHWUM CTOM, NErkov AucC-
KoopAavHaumm npu xoasbe; npu Y3 BHYTPEHHNX OPraHoB Obl-
Na BbISIBNIeHAa YMEPEHHasl CrnjieHOMeranuns, oTMeyanucb OCT-
pble ncuxoTnyeckme anmaodpl. CueT no wkane Bubypra 6bin
cnenylowmm: cnneHomeranus — 20 6annoB, CHUXEHNE KOTHU-
TUBHbIX PyHKUMI — 20 6annos, atakcus — 10 6annos, AmM3ap-
Tpus — 10 6anno., auctoHus — 10 6annoB, CUMATOMbI NCKXO-
3a — 10 6annoBs. [lononHUTENEHO KOMOMHALUWMS BUCLIEPaSIbHbIX
(cnneHomeranusa) M MNCUXMATPUYECKMX CUMMTOMOB Aana
40 6annoB, BUCLEpPanbHbIX U HeBposorndeckux — etle 40 6an-
JI0B, HEBPONOrMyeckux u ncuxmatpuyecknx — 20 6annos.
B cymme nonyumnock 180 6annoB, 4TO MO3BOSMIO OLEHUTb
puck Hannuus BHIM-C kak BbICOKMIA M HanNpaBWTb MALMEHTKY
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ana nposeneHuns OHK-guarHoctukm B nabopatopuio MIHL,
PAMH, roe n 6bin nogTBepxaeH auvarHo3. Takum obpasom,
wkana Bubypra no3sonsietT yHubuumposaTth KIMHUYECKWIA Mo-
nck npu anarHoctuke BHIM-C 1 cyLiecTBEHHO NOBLICUTL TOY-
HOCTb AMArHOCTUKMN 3TOro pPeaKoro 3aboneBaHus.

OcHoBHbIM MeTOAOM Bepudumkauum auarHosa bHIM-C sB-
N9eTC MOMEKYNSPHO-TEHETUYECKUIA aHanuad — npsmMas
OHK-gnarHoctuka mytaumii reHos NPC1 n NPC2, no3sonsto-
Las NpakTMYecKkyn BCerga noaTBepaMTb MM ONPOBEPrHYThb
npegnonaraemsli gnarHos. iccnenosaHne BecbMa TPyL0EM-
KO 1, KaK OTMeYasnocCh Bbille, MPOBOAUTCS NKLLb B Cneumanu-
3upoBaHHbix OHK-nabopaTopusax. B GonblIMHCTBE ClyyaeB
TpebyeTca nosHoe cekBeHvpoBaHue reHa NPC1, npu oTcyT-
CTBUM B HEM MyTaLMii NPOBOANTCS CUKBEHC reHa NPC2. [py-
rMM BaXHbIM TA00OPATOPHLIM METOA0M VMCCNEN0BAHNS SBNSI-
eTCs TaK HasblBaeMbli GUANMUHOBLIA TECT, MO3BONAOLLMN
npun okpaLwmBaHUK KyabTypbl Grépo6aacToB GUANMMHOM No-
NIY4NTb XapakTepPHOe (IOOPECLEHTHOE CBEYEHME MEPUHYK-
JleapHbIX CKOMNEHUA HE3CTEPUDULLMPOBAHHOIO XONecTepu-
Ha. B Hallei cTpaHe NnpuopuTeT B 1abopaTopHOI AnarHocTu-
Ke OTHAETCS MONEKYASPHO-FEHETUYECKOMY WCCNELOBAHMIO.
MprMeHsBLUMECS paHee MeToAbl UCCNeA0BaHNS aKTUBHOCTH
COUHrOMMUENMHA3bl NENKOLMTOB M XMTOTPUO3MAa3bl Naasmbl
KPOBY (Mapkepa MM30COM) B HACTOSLLEE BPEMS UMEIOT MEHb-
Lee 3HaYeHne BCNeaCTBUE HEBLICOKONM cneundunyHoctu. Uc-
nosb3oBaHne metoga AHK-amarHocTnkm no3sonseT npoBec-
TW NMOJHOLEHHOE MELMKO-TeHETUHECKOe KOHCY/bTMPOBaHUE
OTSArOLLEHHbIX CeMel 1 Npu HeobX0AMMOCTM NPeaJSIoXnTb Be-
PEMEHHBIM C BbICOKUM PUCKOM PoXaeHUst 60nbHOro pebeHka
npoBeAeHne npeHaTasbHON WAM NPENMMNAHTALNOHHON
OHK-nmarHoctuky. CxeMaTtuyHO anropuT™M KNMHUYECKON 1 na-
6opaTopHO-NHCTPYMeHTasnbHO amnarHocTukmn BHM-C npeg-
CTaB/IeH Ha puc. 2.

Takum 06pa3oM, aHaNM3 COYETAHUS XapaKTEePHbIX COMATU-
YECKUX, NMCUXNYECKUX N HEBPOJIOTMYECKIMX NMPOSIBIIEHIA B COBO-
KYMHOCTY C MPUMEHEHMEM HOBEMLLNX METOL0B MOJSIEKYNISIPHOMN,
WHCTPYMEHTasIbHOW 1 1abopaToOpHOI ANarHoCTUKN NO3BONISET
BOBpeEMS AnarHoctuposatb BHIM-C, 4To kpaiiHe BaxHO Ans
nposeaeHnst 9GPEeKTUBHOM NaTOreHeTUYeCcKon Tepannmn aTomn
Tshkenon natonormun. B Hactoswee spems BHIM-C nepewna B
KaTeropuio YaCcTMYHO KypabenbHbIX HacNeaCcTBEHHbIX 3ab0e-
BaHWn. ECTb JaHHbIE O MOIOXUTENILHOM CUMMNTOMATUYECKOM U
naToreHeTU4YeCcKoM AeNCTBMN NpenapaTa 3aBecka (MUrnycTar)
weeiuapckoi dupmbl Actelion Pharmaceuticals Ltd., nHrnbu-
PYIOLLEro MMKO3ULEPaMUACUHTAY, GEPMEHT, KaTannampy-
IOLLMIA NepBbIf 3Tan CUHTE3a GOMbLIMHCTBA MMUKOCPUHTONN-
nuaoB, 4To ob6ecrneynBaeT YMEHbLUEHWE WUX HAKOMIeHUs B
knetkax. Murnycrtat yny4waet uiam ctabunusupyer rnasonsu-
ratenbHble GYHKLMMN, KOTHATUBHYIO Cdepy, IMoTaHue, HABENN-
pyeT OBuraTefibHble HapyLlleHusl, YBeM4MBaeT MPOAOJIKM-
TENbHOCTb XM3HW NaLMEHTOB. POCCMINCKUM NPEACTABUTENLCT-
BOoM upmbl “AkTenvoH Papmackiotukana PYC” nokannsosaH
caiiT (Www.npc-si.ru), nocssiLeHHblIn guarHoctuke BHI-C,
noapo06Ho npeacTtaensowmii “Mingekc seposatHocTy BHM-C” n
OPYyrne MHCTPYMEHTbI, CMOCOOHbIE CYLLECTBEHHO MOMOYb
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Hesponorunyeckunin anropytm

Knunnyeckuin peHotun
BospacT gebioTa

e Xapaktep maHudecTauuu,
TeyeHvie 3abonesaHns

. Bmcu.epaanble CMMNTOMBbI
e HeBponornyeckme CUMMTOMbI

nCI/IXI/lanI/I‘-IeCKI/Ie CAMMNTOMbI

WUHCcTpyMeHTanbHbie MeToAbl
nccnepoBaHus
Y3W BHYTpEHHUX OpraHoB
(rematocnneHomeranua?)
Hewnpoeusyanusauusa (MPT, KT)
AnekTpoHelpodpuanonorus

AHLIIA e CoyeTaHus BUCLEPabHbIX,
CewmeiiHblii aHaMHes, . HeBponoqueCKL:lxp (93T, BbI3BaHHbIE MOTEHLMANbI,
KJIMHUKO-reHeasniorm4eckum 3NeKTPOHepoMIorpadus)
aHanus 1 NCUXMATPUYECKMX CUMIMTOMOB
Y

AuvarHocTuyeckas wkana seposatHoctu BHIM-C (wukana BuGypra)

==

\

i

\

MHpekc BeposaTHocTu MmeHee 40 | | WHpekc BeposTHocTu 40-69 | | MHpekc BeposaTHocTu 6onee 70

)

KoHcynbTaums cneumanmcTos
LLleHTpa, 3aHumatioLerocs BHIMN-C

Y \ Y
LunarHos BHIM-C manoBepositeH | | [JwnarHo3 BHIM-C BepoaTeH | | JunarHos BHIM-C BbicokoBeposTeH
ﬂva /
Het Y
| JAHK-gmnarHoctuka |
— +
Y
JanbHenwnin Y

[MNarHoCTUYECKNI NOUCK

| [wnarHos BHIM-C noareepxaeH |

Puc. 2. Anropntm gmnarHoctukm BHIM-C. KT — komnbtoTepHas Tomorpadus, MPT — MarHMTHO-pe3oHaHcHas Tomorpadus, 93l —

anekTpoaHuedanorpadus.

crneuvanucTam BbISIBNSTL MauMeHToB, cTpasatowmx BHIM-C.
MakcumanbHas nHGOPMMPOBAHHOCTb HEBPOJIOrOB 1 neamar-
poB o BHI-C sBngeTcsa 3an0rom yCneLwHon AMarHoCTuku 1 ne-
YEHWS 3TOrO TSXKENOro HACNeACTBEHHOMO 3a60NeBaHMS.
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