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boae3ns Humanna—IIuka, Tun C —
JIM30COMHAS NATOJIOTUS C HapylIeHHeM
BHYTPHKJIETOYHOTO TPAHCIIOPTA JIUIUIOB

C.A. Karowmnurkos

MpencTtaBneH 0630p COBpPEeMEHHbIX cBeageHuin o 6onesHn HumaHHa—-Muka, Tun C — 0AHOM U3 HacneACTBEHHbIX HGopM nu-
30COMHbIX O0Ne3HEeN HAKOMNEHUs, CBA3AHHOM C HAapYyLLUEHNEeM BHYTPUKIIETOYHOrO TpaHCNopTa NMN1UAOB, B NEPBYIO oYepeb
xonecTtepuHa. NprBeaeHbl AaHHble MO 3TUOMOMMKM N NaTtoreHedy 3abosieBaHus, KIMHUYECKON CUHAPOMOOrnnN, NogpobHO
OCBeELLEHbl KPUTEPUN N METOAbI KITMHUYECKOW 1 NabopaTopHOM AnarHoCcTukX. NpeacTaBneHbl MMeloLmMecs MeToapl Ie4eHus
6one3Hn HumaHHa-Muka, Tun C, BkoYas cybcTpaTpeayLMpyIoLLyo Tepanuio npenapaTtoM MUrycTarT, a Takke BCcromMora-
TENbHYIO M CUMNTOMATUYECKYIO0 Tepanuio. MprBeaeH kpaTkuii 0630p paspabaTeiBaeMbiX MEPCNEKTUBHbLIX METOAOB JIeYeHMs,
OCHOBaHHbIX Ha COBPEMEHHbIX JOCTUXEHUAX MOJIEKYISAPHON BLUONOrMN U HEAPOXUMUIN.

KnioueBble cnoBa: 6one3Hb HumaHHa—-lMuka, Tun C, TM30COMHbIe 60/1e3HM HAKOMJIEHUS, UHTPALEIIONAPHbINA TPaHCHoOPT
MNNOoB, KNMHMYeckmne GeHoTUNbI, CriIeHOMeranusl, BepTuKasbHbI CynpaHykiieapHbli napanny B3opa, MHAEKC BEPOSITHO-
CTW, MOJIEKYIIPHO-TEHETUYECKMI aHann3, cybcTpaTpeayumpyoLlas Tepanus, MUriycrar.

B HacTosLlee BpeMs TepMuHoM “6one3Hb HumanHa-luka,
Tun C” (BHM-C) o603HayaeTcs OTAenbHas HO30/10rMyeckas
dopma penkoit HempoBUCLLEPaNbHOW JIM30COMHON Oones-
HM HaKOMeHWs, XapaKTepu3YIOLLENCs YHUKaNbHBIMU Hapy-
LUEHVSMN UHTPALENNONAPHOrO TPAHCNOpTa XONecTepunHa u
APYryx IMNMaoB C CEKBECTPaLUMen HeacTePUGULMPOBAHHOIO
XONecTepuHa B NM30CoMax 1 aHgocomax [1-7]. bonesHb Hu-
mMaHHa-Iwvka, Tnn C — HacneaCTBEHHAs NaToNOrvs, nepeaato-
LLLasAca MO ayTOCOMHO-PELLECCUBHOMY TUMY. ITO XPOHUYECKOE,
HEYKJIOHHO NMpOorpeccupyioLLiee, HBanMau3upyiolee 3abone-
BaHue, passuBatoLLieecs B S0OOM BO3pacTe U NpUBOAsLLEE
K npexaeBpemMeHHol cmeptu [8, 9]. KnuHnyeckas kapTuHa
BHIM-C xapakTepu3yeTca KpanhHen cTeneHblo dheHoTunuye-
CKOro nonmmopduama C CoYyeTaHVEM Pa3HOOOPA3HbIX BUC-
LepasnbHbIX, HEBPOIOMMYECKNX M NCUXMATPUYECKMX MaHube-
CTauuii, KOTOpble HA Pa3HbIX CTaaWsX Pa3BuUTHs 3ab0eBaHUs
MOryT ObITb M30NMPOBaHHLIMU. Bo3pacT aebioTa 1 TeueHne
BHIM-C Takke MOryT BapbUpoBaTh B LUMPOKMX Mpedenax kak
y 60/IbHbIX 13 pa3HbIX Cemeit, Tak 1y cnbcoB [8, 9]. BonbLuoi
npobnemoit aBnseTcs TOT BakT, 4To M3-3a HECTIELMPUYHOCTA
MHOIMX KNMHMYeckmx nposenennin BHM-C Hepeako naumeHThbl
nepBOHaYanbHO NOMafaloT Ha NpreM K Bpayam obLuLeln npak-
TUKWN, HE SBASIOWMMCS Y3KONPOPUAbHBIMI CNeumManMcTamu,
BCNeACTBME 4ero 601e3Hb OCTAETCS HEPACMO3HAHHOW Ha NPo-
TSOKEHWUN MHOTUX IET; CPEAHUIA CPOK NOCTaHOBKM BepuduLm-
POBAHHOMO KAMHWYECKOrO AMarHosa coctaBnseT 5-6 net no-
cne Hayana HeBposnoruyeckux cumntomos [10-14]. Cnenyet
OTMETUTb, YTO OTAEJIbHbIE KAMHUYECKne nposenexnms BHI-C
He SBNSOTCS NATOrHOMOHWYHBIMU AN 3TOro 3aboneBaHus,
OOHAKO COYETaHMs MHOMMX CMMMTOMOB SIBASIOTCS BeCbMa
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cneunduyHbIMK, Tak 4TO TLLATENBHBIN aHANN3 COYETAHMI pas-
HOOBPa3HbIX KIMHWUYECKMX CUMMNTOMOB U BbILE/NEHNE BEAYLLEe-
ro KJMHMYECKOro CMHAPOMA CRyXaT KPaeyrofbHbIM KAMHEM B
nocTaHOBKe KnuHM4eckoro anarto3a BHIM-C, TpebytoLero no-
cneayoLein nabopaTopHO (GUOXMMUYECKOI U MONEKYISIPHO-
reHeTM4eckon) Bepudukaumnn.

KpaTkas ucropuyeckas

TepMuHosiorn4yeckas cnpaska

TepMmuH “60onesHb HumanHa-IMuka” (BHIM) npumexsncsa ¢
koHua 1920-x ronos ans 0603HAYEHNsI FrETEPOreHHON rpynmbi
ayTOCOMHO-PELLECCUBHBIX NM30COMHbIX G0ne3Hei Hakonne-
HYS, AN KOTOPbIX XapakTEPHO PA3BUTME renaTocrieHoMe-
ranMn n HakonjeHwe cOUHroMmenvHa B PeETUKYN03HA0TENN-
anbHOW TKaHW 1 MapeHXMMe Pas3nnyHbIX OPraHoB, Kak C BOB/e-
YeHVeM, Tak 1 6e3 BOBJIEYEHUS HEPBHOIN cucTEMbI. BonesHb
nosyynna HaseaHWe MO WMMEHaM BbIAAIOLIMXCS HEeMELKMX
nccneposatenei — spada A. Niemann n mopdonora L. Pick,
OMMCABLUMX OAHHYIO FPYNMy M30COMHbIX 6one3Hert. B 1958 r.
A. Crocker n S. Farber yctaHOBMM, 4TO MMEETCS LWIMPOKast
BaprabenbHOCTb BO3pacTa Hayana v KIMHWUYECKUX NposiBie-
HWIA 3TOI NaTONOrMK, 4TO B AanbHelem nodbyamno A. Crocker
knaccuouumposatb BHMHa 4 Tvna- A, B, Cu D [15, 16]. Tun A
no KMHWYECKOMY TEYEHMIO — Hanbonee Tsxenas, 3nokaye-
cTBeHHasa Gopma 3aboneBaHNs ¢ paHHUM Pa3BUTMEM NATONO-
TN LEHTPanbHOM HepBHOM cuctemsl (LIHC) 1 BucuepanbHbiMm
NopaxeHns MK, a Takke MACCUBHBIMI BUCLIEPANbHBIMA U Lie-
pebpanbHbIMK HakonaeHsIMU cuHrommenvHa. Tun B xapak-
Tepu3oBanca MeaJsieHHbIM 1 6onee [O6POKAYECTBEHHBIM XPO-
HMYECKUM TEYEHUEM C BbIPAXEHHbLIM BUCLIEPAsIbHBIM BOB/EYE-
Huem 6e3 nopaxerus LIHC. Tunel C n D xapaktepn3oBanmcb
YMEPEHHO TSKENbIM U MEAJIEHHO NMPOrPECCUPYIOLLIMM TEYEHN-
€M C MEHee BbIPAXEHHbLIM BUCLLEpaNibHbIM NopaxeHueM. Mpu
aToM T1N D Habnopancs NCKNOYUTENBHO Y NaLMEHTOB dpaH-



Hay4HbIh 0630p

KO-aKafcKoro MPoMCXoXaeHnst (oaHa 13 rpynn COBPEMEHHbBIX
¢paHko-kaHagues) 13 Hoson LLotnaHgnu, sBnsowencs va-
cTbto Kanagel. B 1966 r. R.O. Brady et al. BnepBble BbiiBUAM
rpy6bii AedUUUT aKTUBHOCTU CHPUHIOMUENMHA3I B TKAHSX Y
nauneHToB, ctpagatowmx BHIM-A n BHIM-B [17]. aHHbIA 3H-
3MMHbIA gedekT oTCcyTcTBOBan y nvu, ctpagawwmx BHIM-C
n BHI-D, 370 ABMNOCH NEPBLIM CBUOETENLCTBOM TOro ¢ak-
Ta, YTO nocnegHue aga tmuna otamnyatotcs ot BHIM-A n BHIM-B
Nno CBOEN 3TMONATOreHeTMYeCKon CcywHocTh. B uenom psae
JanbHenLWnx nccnefoBaHmin Gbina NoaTBepXAeHa KOHLENLMS
BHIM-C kak atTunuyHoi IM30COMHOV 60NE3HU HAKOMNEHUS], HEe
CBSI3aHHON C gedekTom depmeHTa chuHrommennHassl [1-7,
9, 18]. B HacTtosulee Bpemss TepMuHoM “BHIM” o6o3HavaioT
[BEe BeCbMa 3HauuTeNbHO ANGdEPEHUMPOBaHHbIE PYMnb
NN30COMHbIX 3aboneBaHnini — 601e3Hn ¢ AedUUUTOM KMUCTOoW
cOUHroMmenuHassl Npu Mytaumsx B reHe SMPD1 B nokyce
11p15.4-p15.1 (Tvnbl A 1 B) n BHIM-C ¢ Hapywexnem Tpadu-
Ka SHOOLENI0NSPHOrO X0NecTepuHa — Mytauum B reHax NPC1
(nokyc 18g11.2) nnn NPC2 (nokyc 14g24.3). Tun D B HacToS-
LLiee BPeMS OTAESIbHO He BblAeNSeTCs.

STtuonorusa n natoreHes

CoBpeMeHHbIe OCTUXEHUS MONIEKYNSIPHOM FEHETUKM Mo-
3gomnmn B 1990-x-Havane 2000-x rofoB yCTaHOBUTb Mep-
BUYHbIA MonekynsapHbeii aedekt npu BHIM-C. Onucaxbl aBa
Pa3NNYHbIX FEHEeTUYECKMX NoKyca 3ab0neBaHns 1 UAEHTUDU-
LMPOBaHbl ABa OTAESbHbIX FEHA, OTBETCTBEHHBIX 32 Pa3BUTHE
ooHoro u Toro xe deHotuna [19-22]. Mytaumn reHa NPC1
BCTpeyatoTcs y 95% cemeit, Bkmoyasi ceMbit ¢ BHIM, 0603Hava-
emolii paHee kak Tun D [20, 23]. Mytauuun B rene NPC2 BCcTpe-
4aloTCH B 3HAYUTENIBHO MEHbBLUEM YMCNE CEMEN (NpUMepPHO 4%
cny4yaes), eule B 1% cnyyaeB, BOSMOXHO, MMEIOT MECTO A10 CUX
nop He NAeHTUPUUMPOBAHHbIE MyTaumn [8, 22, 24].

Mpoaykt reHa NPC1 saBnsieTCs MHTErpypOBaHHbLIM MEM-
6GpaHHbIM NPOTEMHOM, cofepxalmnM 13 TpaHcMeMOpaHHbIX
[IOMEHOB, NOKANIM30BAHHBIX B TaK HA3bIBAEMbIX “MO3OHUX 3H-
pocomax”. Ero dyHkums 0o KoHua He pacwmdpoBaHa, oaHako
CYMTAETCS, YTO OH UrpaeT LeHTPanbHYK posib B MOAYIMPOBA-
HUW BHYTPWKNETOYHOIO NepepacrnpeneneHnst XonecTepuHa un
rnKochUHronmnuaoB [6, 25-27]. benok, kKoaMpyeMbIii FeHOM
NPC2, aBnSeTcs rMMKONPOTENHOM, KOTOPbIN 9KCNPEeCCUpyeTcs
BO BCEX OPraHax 1 TKaHsIX, C MakCMMaJlbHOM KOHLIEHTpaLueii B
ANVAVAMMANBHOW XUAKOCTU, IKYKax, Novkax 1 neveHn. benok
NPC2 aBnsieTcsi paCTBOPMMBIM NMEPEHOCHNKOM XONEeCTEPUHA.
Mpennonaraetcs, 4to 6enok NPC1 paboTaeT B TeCHOW “CBA3-
ke” ¢ 6enkom NPC2 [28, 29]. BuisiBneHo, 4to 6enku NPC1 un
NPC2 perynvpytoT MHTPaLENTIONSPHBIA FOMEeoCcTas CTEPOJIOB
0onocpenoBaHHO Yepes okcucteponsl [30]. MyTtaumm B nto6omM
U3 TeHOB MPUBOASAT K OLMHAKOBOMY KIETOYHOMY OedekTy,
BKJIIOYAIOLLEMY HAPYLUEHHYIO 3cTepudukaumio xonectepuHa
U UHTPALENIONSPHLIA TPAHCMOPT AWUNWUAOB, CTUMYIMPYIOT
passuTtue anonto3a [2, 31-33]. 3T0 NpUBOAUT K BHYTPUKIIE-
TOYHOMY HaKOM/IEHWIO PA3NNYHbIX IMMAOB 1 BTOPUYHOMY Ha-
pyLIeHnI0 MeTabonmama COUHrONUMUAOB C NMOCTENEHHON -

6enbio KNETOK OpraHoB-MuLLEHEN, NpenmMyLecTBeHHO LIHC 1
PETVKYNOSHAOTENNANBHON CUCTEMBI, YTO BbI3bIBAET PA3BUTUE
deHoTuNa 3a6oneBaHns. B KOCTHOM MO3re, ceneseHke, neye-
HU 1 OPYrMX OpraHax v TKaHsX BbISBASIOTCS Tak Ha3blBaeMble
“NeHnCTble KNeTKn” — 3arpyXXeHHble unuaamv Makpodaru.

feH NPC1 conepxuT 25 3k30HOB, reH NPC2 — 3HaunTeNbHO
MeHbLUe (Bcero 5 ak30HoB) [34, 35]. Ha koHeu, 2013 . o6Hapy-
XeHo cBblwe 300 MyTaumnii B NepBOM reHe 1 NnpubnnautenbHo
20 — BO BTOPOM, C aBCOMOTHBIM NPEBAIMPOBAHNEM TOUKOBBIX
myTauuii [36]. Ana onpefeneHHbIX FreHeTUHEeCKMX MyTaLuuia Bbl-
SBNAOTCA reHODEHOTUNNYECKME KOPPENsumMn, B H4aCTHOCTM
3aBMCMMOCTb MEXAY HOCUTENIbCTBOM KOHKPETHO MyTauuu v
TAXECTbIO KNMHMYecKux nposisneHnii [9]. Tak, B reHe NPC1 Bbl-
sIBNeHbl cneaytowme koppenaunu: 1) npu mytauum ¢.3182T7>C
(p.lle1061Thr) B nonynsiumm BuixoaLes 13 JIaTUHCKO AMEpPUKM
B fonuHe pekn Pro-TpaHae Ha toro-3anage CesepHon Ame-
pvikn, B Bennkobputanum n @paHumm H1 OLMH U3 MHOMBULY-
YMOB He UMeN TaxXenNblX MHPaHTUnbHbIX dopm BHI-C; 2) Ton
Xe rpynnoi uccneposatenein 0OHAPYXEHO, 4TO MyTauuu,
NPEeXAEBPEMEHHO TEPMUHMPYIOLLME KOLOH, 3aTparvBaioLLme
CTEepPONYYBCTBUTESbHLIN AOMEH, a Takke MyTaumus ¢.3160G>A
(p.Ala1054Thr) accounpoBaHbl C paHHUM Hayanom 6ones-
HU 1 “KnaccuyecknMmn” GUOXUMUYECKUMI HapyLLEHUaMU; 3) B
ncenefoBaHum, Bkmovaswem 40 HEepPOACTBEHHbIX WHAOMBU-
[lyyMOB VCMaHCKOro MPOUCXOXAEHMUS, OblO BbISBIEHO, YTO
vua, roMo3unroTHele no Mytauum ¢.2324A>C (p.GIn775Pro),
HacneayloT TaxeNble MHQAHTUNbHLIE HEBPOIOTMYECKME Bapy-
aHTbl BHM-C, a y nuu, romo3nroTHebix no mytauun ¢.530G>A
(p.Cys177Tyr), Habnoganca NO3AHUA UHOAHTUNBHBIA KITNHK-
yeckuii peHotumn [37-39].

Mpu nccnepoBaHun reHa NPC2 oTmedeHbl cnepytoLime
reHopeHoTUnNMueckme koppenaumn: 1) 6bino 0BHapyXeHo
5 myTauuit, Bce, kpome ¢.190+5G>A (IVS2+5G>A), accoumm-
POBaINCH C TAXENBbIM KIIMHUYECKM (DEHOTUMOM — NErOYHbI-
MU MHPWUNbTPATaMK, PECNMPATOPHOM HEA0CTATOYHOCTLIO U
CMEpPTbIO B BO3pacTe [0 4 neT. Y 2 MHAMBUAYYMOB C yKa3aHHOM
CMnaniCMHroBol MyTauuein nven MecTo OBEHWUNbHLIA aebloT
60ne3Hn 1 60MbLLAs NPOACIKUTENBHOCTL XM3HW; 2) 60ne3Hb
C NO3OHVM HayanoM Yy B3pOCAbIX 1 C aTpodueii No6HOWM fou
onncaHa B accoumaumn ¢ mytaumen ¢.115G>A (p.Val39Met);
3) nebioT 3ab0neBaHUs B HEOHATaNIbHOM WM PaHHEM Mna-
[EHYECKOM Nepuofe U CMepPTb B PAHHEM OETCTBE OTMEYEHbI
y AeTel, roMo3uroTHelx no mytaumsam ¢.133C>T (p.GInd5*),
¢.141C>A (p.Cys47*) n ¢.295T>C (p.Cys99Arg), B TO Xe Bpe-
Msi 6onee AnMTENbHOE BbIXMBAHWE B CPEOHEM BO3pacTe Ha-
6n1104a10Ch Y UL, TOMO3MroTHbIX M0 ¢.115G>A (p.Val39Met) n
¢.199T>C (p.Ser67Pro) [38, 40, 41].

OcTaloTCsl HEPELLEHHbIMI BOMPOCHI, KaCaloLLMECS TOYHbIX
PyHkumnii reHoB NPC1 n NPC2, Tak xe KaK 1 ponu COUHroanHa
1 ApYyrux NUNaoB B natoreHese 3aboneaHus [31]. TpebyioT-
ca panbHelmne nccnenoBaHns GUOXUMMUYECKUX M KNETOUHbIX
MEXaHN3MOB, BELYLLUNX K Pa3BUTMIO 3ab0neBaHns, ang paspa-
BOTKM HOBOW MATOreHeTUYECKO Tepanum.
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Anugemuonorus

bone3Hb HumanHa-luka, Tn C BCTpeyaeTcs BO BCEX 3T-
HUYECKMX FPynnax, XoTs HEKOTOpble MyTaLyM MOTYT NpeBanu-
poBaTh B OMNpeaesieHHbIx aTHocax [42, 43]. dpaHko-akaaLbl B
Hoson LLoTnanamm, nuua natMHoaMeprkaHCKOro nponCcXoX-
LeHns n3 Konopazo v Heto-Mekcuko (CLUA), a Takxe 6emyuHbl
13 N3pauns 06pasyioT reHeTuyeckmne n3onstbl ¢ 6oee BbICO-
KO 3260/1EBAEMOCTBIO, HTO MOXET ObITb 0ObSICHEHO HANIMYNEM
“addekTa ocHoatens” (founder effect). icTuHHyto 3abonesa-
€MOCTb OLEHUTb BeCbMa CNoxHO. 1o 1990-x rogos (koraa 6bini
OTKPBIT MONEKYNAPHbIN AedekT 3a60NeBaHNs) BO MHOTUX Ciy-
yasx BHIM-C octaBanack Hepacno3HaHHOM, Tak Kak ¢paTtanbHble
MHGAHTUIbHBIE Clydan 3a00N1eBAHNS YACTO HE AUAarHOCTMPO-
Ba/IMCb ¥ OTCYTCTBOBA/IM CreLmanbHble 4OCTOBEPHbIE METObI
nabopaTopHOM AMArHOCTUKM HOBOPOXAEHHbIX [9]. B HacTo-
llee BPeMsS MUHMManbHas OueHMBaemasi 3ab0ieBaeMOCTb
BHM-C cocTaensaet 1 cnyyait Ha 120000 XuMBbIX HOBOPOXAEH-
HbIX, €e YacToTa B nonynsuum oueHmneaetcs kak 1: 1,25 MiH.,
XOT$Sl CYUTAETCS, YTO 3TOT YPOBEHb BECbMA HEA0OLIEHEH BCNE -
CTBME CNOXHOCTEN AMarHOCTMKM 3aboneBaHus. Ecnm B cTa-
TUCTWKY BKIIOYAIOT MOATBEPXAEHHbIE MpeHaTasbHble Crydau,
3aKOHYMBLUMECS BHYTPUYTPOBHOI cMepThio noaa, 3abonesa-
emocTb yBenm4meaetca go 1: 100000 [9]. O6wias pacnpocTpa-
HEHHOCTb, BO3MOXHO, HECKONbKO BblllE, YEM MOACYMTAHHAS
3aboneBaeMocTb, 6narogapsi OTHOCUTENIbHO NPOOOSIKUTESNb-
HOW OUTENbHOCTM XU3HW Y NNL, C MO3AHUM HaYanom 60nesHu,
XOTS1 AOCTOBEPHbIE AaHHbIE BCE eLLe OTCYTCTBYIOT.

Ta6nuua 1. Knaccudukaums KMHUYECKUX CUMNTOMOB U CUHAPO-

mMoB npw BHIM-C (no [10])
PaccrtpoiicTBa CumMnTOMBI

BucuepanbHbiii
CUHAPOM

M3onupoBaHHas cnieHomeranus
HEsICHOro reHe3a
[enaTtocnneHomeranus

[nutenbHas xonectatnyeckas
HeoHaTaslbHas XenTyxa

BopasaHka nnoga nnmn deTtanbHbI acumT
JleroyHble HapyLleHus (acnupauyoHHas
NMHEBMOHWSI, aNbBEONSPHBINA IMNNA03,
NHTEPCTULMANbHAs MHEBMOHMS)
TpombouuToneHus

Hesponornyeckuii | BCINB

CUHLPOM Atakcus

OncToHus

[wnsaptpus

Ouncodarua

MbiLLieyHas runoToHus
HeykioxecTb
[enactunyeckas katannekcus
3apepxka NCXOMOTOPHOro Pa3BUTUS
AnunenTuyeckre npunagku
MoTeps cnyxa

PaHHWe KorHUT1BHBIE paccTpoicTea
MepBuyHble Wr3odpeHonogobHbIe
Ncyxo3bl

ArpeccrBHOe noBefeHne
HeyknoHHOe nporpeccrpoBanve
NCUXMYECKMNX HAPYLLEHWIA,
PE3NCTEHTHbIX K Tepanum

Mcuxnyeckne
HapyLLeHus
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KnuHunyeckne cumntombl, GeHOTUNDI
M TeyeHue 3ab0oneBaHus

TwaTtenbHbI aHanM3 aHamHe3a U KIMHUYECKOM KapTWHbI
3aboneBaHNs SBASETCA KPaeyroflbHbIM KaMHEeM YCMeLlHOW
[ONarHocTukn. B TeyeHne MHOrMx NeT nNpoBOAMANCL OTOOP U
aHann3 KAMHNYeCKx GEHOTUMOB MOATBEPXKAEHHbLIX CNy4YaeB
BHM-C. BonbLwioii Bknag, B pa3paboTKy KAMHUYECKUX KpUTEPU-
eB 3aboneBaHns BHecna @paHuy3ckas 1ccnenoBaTeNbHMua
M.T. Vanier, koTopas B 1997 r. cdbopmynmpoBana KImH1u4eckme
kputepun BHM-C [44]. Mo M.T. Vanier, anarto3 BHIM-C Hano
npeanonaratb y WHAMBUOYYMOB CO CrefyloLyvMn nposieie-
HusMu: 1) BoasHKa nnoga nmMbo HeoHaTanbHOe MopaxeHue
reyeHn, COMPOBOXIAIOLLEECS MPOLOIKUTENIbHON XKEeNnTyXon
WM XONEeCTa30M W NIEr04HbIMU MHPUALTPATaMK; 2) rMnoTOHUS
y MnageHueB 6e3 SBHOro NporpeccupoBaHnst Ha NPOTSXKEHUN
HECKOJIbKMX MECSILEEB UL NET; 3) BEPTMKASbHbBIN CynpaHykie-
apHbIi napanuy B3opa (BCIMB), conpoBoxaalowmincs npo-
rpeccupyloLLenn atakcuen, ou3apTpuen, QUCTOHMER, nHoraa
AMUNENTNHECKMMMN NPUNaaKaMMU U renacTUHeckon kataniek-
cuvelt, HaYMHAIOWMMUCS B IETCTBE M MEeOJIEHHO NPOrpeccupy-
IOLLIMU Ha NPOTSIXXEHUM MHOTMX neT. M3peaka nogo0HbIe HEB-
posnoruyeckne NposiBAEHWUs MOTYT HaYMHATLCS B MOAPOCTKO-
BOM NEPUOLE NN Y B3POCHbIX; 4) NCUXNYECKME PACCTPONCTBA,
HanoMuVHatoLLMe AENPECCUI0 UK LIM30DPEHUIO, B COYETAHNM
C OTAENIbHLIMU HEBPOOTMYECKMMU MPOSIBIEHNSIMU, HAYMHAIO-
LLMMKCS Y NOAPOCTKOB MO0 Y B3POCTIbIX.

B 2010 . M.T. Vanier npegnoxwuna knaccupukaumo Kim-
HMYeCckux GEeHOTMMNOB B 3aBNCMMOCTU OT BO3pacTa aebioTa 3a-
6oneBaHns, NCMNONb30BAHHYIO NPU Pa3paboTke KIMHUYECKMX
pekoMeHaaumi no auarHoctuke n nedenunio bHM-C [8, 9]. Bbi-
nenexsl cnepyoume dopmbl BHIM-C: nepuHaTtansHas (BO3HU-
KatoLLasa 10 2 MeC XU3HW), paHHas MiafeHyeckas (0T 2 Mec 10
2 neT), N03aHsAa MnaaeHyeckas (0T 2 4o 6 neT), loHoweckas (0T
6 0o 15 net), B3pocnas (oebtoT nocne 15 net). B HacTosILee
BPEMS BEPXHWIN BO3PACT IOHOLLECKON HOPMbI MHOTrAa OrpaHu-
4ymBaloT 12-N1ETHUM BO3PACTOM, @ MOAPOCTKOBYIO 1 B3POCYIO
GopMbI BbIAENAOT Npu AebioTe 3aboneBaHnst B BO3pacTe no-
cne 12 net [10].

B 2011-2012 rogax MexayHapOaHO rpynnow 3KCnepToB
Nnoz PYKOBOACTBOM rosinaHackoro nceneposarens FA. Wijburg
6bina pa3paboTaHa OLeHOYHas Likana — UHAEKC BEPOSITHOCTM
BHIM-C, - no3Bonsiowas KonnM4ecTBeHHO (B H6annax) OueHUTb
KNIMHMYECKMe NposiBneHns 3aboneBaHus 1 co3naHHas, 4Tobbl
NMOMOYb KIIMHULMCTaM 0TOOpaTh NALMEHTOB C BLICOKOW CTemne-
HblO BEPOSTHOCTM Hanuumsa BHIM-C ons npoBeneHws ganbHemn-
el nabopaTopHoli auarHoctuku [45-47]. LLkana noctpoeHa
Ha MPVHUMNE OLEHKN YYBCTBUTENBHOCTU U CMEUMUYHOCTM
OTLENbHBIX KNMHMYeckmx nposisneHnit BHIM-C n nx kombuHa-
upii. Mpu cymme 6annos 6onee 70 auarHo3 BHIM-C cuutaeTcs
BbICOKOBEPOSTHLIM (NALMEHT A0IKeH BbiTb HANpaBJeH B cre-
Lmann3npoBaHHyto labopartopuio), Npu cymme 6annos MeHee
40 - manoBeposTHbIM. MNpy NPOMEXYTOYHOM pe3ynbTaTe (0T
40 po 69 6annoB) HEOOXOAMMO MPUBNIEYEHNE CMELMANIMCTOB
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1 UCMOJIb30BaHNE AOMONHUTENBHBIX METOLOB UCCNe0BaHNIA.
MmeeTcs pycckosi3blyHas MHTepakTMBHas BeO-Bepcus MHOEK-
ca BeposatHocTu BHIM-C (http://www.npc-si.ru).

BonesHb HumanHa-Tuka, Tvn C — cuctemHoe 3abonesa-
HME, Kak M MHOrMe JIM30COMHble BONe3HN NPOSBASIOLEECcs
NopaxeHWeM CeNe3eHKN, MeYeHn, Mo3ra, ero KiavHuyeckas
CVHAPOMONOrnS NPeacTaBneHa pa3HoobpasHbiM COYETAHNEM
BUCLIEPaSIbHbIX, HEBPOMOTMYECKMX Y MCUXUHECKMX MPOSIBEHNI
(tabn. 1) [10]. XapakTepHble KOMOMHALMN CUMMTOMOB, KOTO-
pble ¢ 00MbLIOV [0fel BEPOATHOCTY NO3BOSIOT NPEANosno-
XuTb Hannume BHIM-C, — aTo cnneHomeranusa n BCINB, cnneHo-
Meranus u atakcusi, CrijieHoMeranus u Wwm3odpeHonofobHbIe
NCKX03bl, NCUXNYECKNE HAPYLLEHNS 1 KOTHUTUBHLIA AeduuuT,
atakcus C OUCTOHWEN, an3dapTpuen/ancdarvein n KorHuTme-
HbiM feduumTtom (Tabn. 2) [10]. Huxe 6onee nogpobHo pac-
CMOTPEHbI OTAESbHbIE KNMHUYECKME nposisneHns BHIM-C.

BucuepasnbHble CUMNTOMbI

W3onupoBaHHas cnneHomeranus B COYETaHWUU C rena-
ToMeranvein unu 6e3 Hee HabnogaeTcs y 60NbLIMHCTBA Nauy-
eHToB ¢ BHIM-C 1 aBnseTca 3HauMMbIM UHOMKATOPOM 00Ne3HM
no MHAEKCY BEPOATHOCTM, 0COBEHHO NPW ee CoYeTaHn C Apy-
FUMV HEBPONOTMYECKUMUN U/UAW NCUXMHECKMMUN CUMATOMaMM
(BCNB, atakcueit, wm3obpeHonofobHbIMM cuMmnTomamu) [8,
45, 48]. BblpaxeHHOCTb CMIEHOMErannuy BapbMpyeT OT fner-
KON [0 3HAYUTENbHOW, NMPUYEM ee CTeMNeHb He Koppennpyet
C HEBPONOrMYECKNM AePULMTOM, TSXKECTbIO UK CTaamen 3a-
6oneBaHus. Mpy HanMuMM U30NMPOBAHHON HEOOBLACHUMON
cnneHomeranumn y noboro naumeHTa Bcerga HeobGXoaMmMo
BkJitoueHne BHIM-C B kpyr anddepeHumansHOM AnarHoCTUKM 1
NPOBEAEHME LieNIeHanpPaBieHHOro NOMCKa APYrmx BO3MOXHbIX
nposiBneHnii 3abonesaHus. OTCYTCTBME CrIEHOMEranum He
npeanonaraeT mckmodeHns amarHosda BHIM-C. Co BpemeHem
CnaeHoMeranunsa MoXeT perpeccmpoBarts [9].

Y petei Hanuyme cnieHomeranMnm MoxeT ObiTb OLEHEHO
npu NPOCTOV Nanbnawumu, NPUYEM NanbNUPYOLLASCS CENe3eH-
Ka CBMOETENbCTBYET 00 YBENIMUYEHNM ee pasMepa No KpanHen
Mepe B 2 pasa. Y nofpoCTKOB M B3POCHbIX CrIEHOMEranus
00bI4HO MOXET ObITb ONPEAENeHa TOMbKO C MOMOLLbIO YAbTPa-
3BYKOBOro nccnegosanus (Y3U) [8, 11].

lfenmatomeranus BCTPEYAETCS ropasfo Pexe y B3POCbIX
NauMeHTOB 1 ABNSETCS HecrneumduyHbIM CUMNTOMOM, 0ObIYHO
OHa Pa3BMBAETCH B COYETAHWUM CO CMIEHOMEranven, nHorga
MOXET ObITb U30/IMPOBAHHO, HE MEET TEHAEHLMM K CNIOHTaH-
HOMY perpeccy co BpemeHeM [8, 11]. XapakTepHo, 4To cTene-
HW BbIPaXXEHHOCTW renaToMeranny u CrjaeHoMeranmmn He CBs-
3aHbl APYr C APYrom.

BecnpuuuHHaa wnu pnuTenbHas Xxonecratuyeckas
xentyxa. Ee BbIpaXeHHOCTb MOXET BapbMpPOBaTb OT TPaH3u-
TOPHOI rMNepounMpybuHEMIUM C NPEUMYLLECTBEHHBIM MOBbI-
LLIEHNEM YPOBHSI NMPSIMOT0 (KOHLIOrMPOBAHHOM0) GunpybrHa
00 TSKENON X0necTaTMyeckon renaronaTum, NPUBOOSLLEN K
neYyeHOYHOV HeJOCTaTOYHOCTU U CMEPTM B Bo3pacTe Ao 1 ro-
fa. ABNSeTcs BbICOKO3HAYMMbIM BUCLEPAbHBIM CUMNTOMOM

Ta6nuua 2. CMITOMbI U KOMOVHALWMM CUMITOMOB, XapakTepHble
ons BHM-C (no [10])

CnneHomeranus + [BCINB

MbliLweyHas rmnoToHMs
LLInsodppeHonoao6HbIE NCUXO3bI
[enacTnyeckas katannekcus

3afepxka NCYXoMOTOPHOrO Pa3BUTUS

Atakcusa + | AucToHns
[wnzaptpusi/oncdarns
Perpecc KOrHUTUBHBIX YHKLMN
Meuxnyeckne + | Perpecc KOrHUTUBHbIX PYHKLWN
HapyLueHus

BHM-C, yacTo HabnofalowmMMes y AeTe ¢ paHHUMM Uv No3[-
HUMU MHaHTUNBHBIMK hopMamy 3aboneBanus [45, 49-51].
Mpn BHIM-C xentyxa Bcerma XonectaT4eckoro MpouMCXOX-
[EeHUs, NPy 3TOM KOHBIOTMPOBAHHLI GUAMPYOUH ChIBOPOTKYM
KpOBM MMeET ypoBeHb Gonee 20 MKMOAbL/N, cocTaBnsis bonee
30% Bcero 6unupybuHa, Ha NpoTsKeHUN nepronda 6onee 2 Hep,
[8]. OzHako ypoBeHb rnnepbunmpybuHEMUM 1 CKOPOCTb €€ pe-
rpecca He HecyT kakoi-nnéo cneunduku npy BHM-C.
®deTanbHaa BoasiHKa. Hanvyve nepuHatansHoi BOASHKM
1M cMBCOB C BOASIHKOW BCTPEYAeTCs BeCbMa 4acTo Y HOBO-
POXOEHHBIX C IM30COMHBLIMU B60NE3HAMY HakonneHus [52, 53].
OfHaKo AaHHbIi cuMnTom Hecneunduyer ans BHM-C [45, 49].
Mpu BHM-C rugponc MMeeT HEMMMYHHOE MPOUCXOXAEHWE U
BCEraa Co4eTaeTcs C aCLMTOM B OTAMYME OT KNTaCCUYECKON BO-
osHkm nnoga. OH 06bl4HO anarHocTupyetcsa npu Y3W nnopa v
BbIFNSAANT Kak reHepann3oBaHHbl peTanbHbii 0TEK C Hakome-
HMEM XMAKOCTY B GPIOLLIHOM NONOCTU MU B NEPUKApPLE.
Jlero4Hble MHGUNbLTPaATbLI MOrYT BCTPeYaTbcs npu obe-
nx popmax BHIM-C 1 yacTo accouumpytotcst ¢ 6onee Taxenbim
TeyeHuem 3abonesanus. Mpu BHM-C, BbI3BaHHOW MyTaLMaMU
reHa NPC2, knuHnyeckas kapTuHa MoXeT ObITb Nofo6Ha Tako-
BOW XPOHMYECKMx 60s1e3Hei nerkmx HoBOpOXaeHHbIX [54, 55].
Cneupndnryeckaa Tepanus neroyHbix MaHudecTaumin He pas-
paboTaHa, X0Ts eCTb COODLLEHNS 0 MONOXUTENBHOM addekTe
TpaHCMaHTaLMmn KOCTHOrO MO3ra y Takux nauyeHToB [56].
TpomOouMUTONEHUS Y HOBOPOXIEHHbIX U AETE NepBblX
1,5 neT Xun3Hu aBnaeTcs HecneumPuyHbIM CUMNTOMOM, Tak Kak
naronorms TpoMGOLMTOB 06bIYHA B CITyHasX CrIEHOMEraamm 1
onuncaHa npu Apyrux nM3oCoMHbIX 601e3Hsx HakonneHus [8].
NHbMRbTpaLmm KOCTHOrO MO3ra “neHnCTbiMy KnetTkamm” MoryT
Takxe Bbl3blBaTb TPOMOOLMTONEHUIO Y HOBOPOXAEHHbIX. OBbIY-
HO Y NAUMEHTOB C HANMYMEM TUMWUYHBIX “MEHUCTBLIX KNETOK”
HabNoJAI0TCS BbIPaXeHHas criaeHoMeranus, TpombouuTone-
HMSI, KOCTHOMO3roBble MHOUNLTPATLI U Apyrast BUCLepasibHas
cumnToMaTvka. B peakmx cnydasx naumeHTbl C TUMMYHBIMA
“NEHNCTBIMM KNeTKamu” 1 CraeHOMEeranmen, 0TMeYaioLLMMICS
C paHHEro BO3pacTa, MOryT OCTaBaTbCs aCUMMTOMHbBIMY B HEB-
PONOrMYECKOM MAHE HA MPOTSXKEHUM MHOTUX JET.

HeBponoruyeckue cMMNTOMbI

BepTukanbHbIi cynpaHykneapHbii napanuy B3opa.
XapakTepun3yeTcs HapyLlleHWeM CakKagypyloLmx OBUMKEHWUNA
rnasHbix 00K B BEPTMKANIbHOM HampaBiieHUn BCReacTBue

HepsHsbie 6s1e3Hun 172014
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cynpaHykieapHoro nopaxenus [57]. Y nauperTos ¢ BCIMB Ha-
PYLUEHbI NPON3BOJIbHBLIE U PEPIEKTOPHbLIE BEPTUKANbHbIE Cak-
KafZibl, @ Takxe BeCTUOYNOOKyNSpHbIA HUCTarm. BepTukanbHblii
CyMnpaHyK/ieapHbli napanuy B3opa SBASETCH XapakTepHbIM
HeBponornyecknm npusHakom BHIM-C, a B coveTaHum ¢ apyru-
MW CUMNTOMamu (CnaeHOMeranven, atakeue, NCUXNYECKMm
HapyLUEeHVSMIN) CTaHOBUTCS BbICOKOAOCTOBEPHBIM CUMITOMOM
3abonesaHus [45]. fopu3oHTanbHble Cakkaabl TakKe CTpaaaloT
Ha No3gHWX cTagusax GONEsHW, YTO OTPaXaeT MPOorpeccupy-
IOLLYI0 JereHepaumio HEMPOHOB B Npeaenax napamennaHHomn
peTtukynapHon dopmaummn mocta [57-59]. MoTeps HeMPOHOB
B POCTPabHbIX MHTEPCTULMAMBHBIX S4pax MeAManbHOro Npo-
[0NbHOMO My4Ka MPUBOAUT K HAPYLLEHUIO NPOU3BOJbHBIX U HE-
NPOU3BOJIbHBIX BEPTUKANBHBIX Cakkaz, ObIcTpoi dasbl BepTU-
KanbHOro HucTarma. MNpv aToM BeCTUOYNIOO0KYSAPHLIN pednekc
4acTO OCTAeTCs COXPaHHLIM [0 NO3HWX CTafunii 3aboneBaHms.
MepnneHHble BepTuKanbHble Cakkaapl C HENOAHOM aMnanMTyA0N
1 NOCNEAYIOLLUMY KOMMNEHCUPYIOWMMUN ABMXEHUSMU FOM0BbI
MOryT ObITb NEPBbLIM CUMMNTOMOM Y LEeTel U MNafeHLEeB 3a-
[ONro 40 pasBuTMS napanuya B3opa, Ae6TUpys B BO3pacTe
[0 2 net. Ecnn y pebeHka 0TMEYaeTCS HEYKIOXECTb 1 YacTble
nanexus, Ho BCINB He avarHoctTupyeTcs, AOMKHbI ObiTb OLie-
HEHbl UHALMALMS, CKOPOCTb M aMNANTYAA BEPTUKA/bHbIX Cak-
kaz. PebGeHoOK 3akpblBaeT rnasa, Korga nbiTaeTcs NoCMOTPETh
BBEPX, M OTKPLIBAET VX, KOrAa AOCTUraeT BEPXHEN no3vumu,
nmbo MOXET MopraTb, KOrfa ero npocsT NOCMOTPETb BBEPX.
Y 6onee cTapLumx geTei, NoAPOCTKOB U B3POCIbIX B3NS, BHU3
MOXET NopaxaTbCsl NepBbIM. ATO MOXET BbIMMAAETh Kak KMBOK
rofI0Bbl BHW3 MPW NCbME W APYrnx AeNCTBUSX nMbo nposis-
NATLCA B BUAE 3aTPYLHEHWI NPpY NEPeABUXEHUM NO NECTHULLE.
Mpu HEBPONOrMYECKOM OCMOTPE HEOOXOAMMO OLEHMBAThL
NPOV3BOJIbHbIE BEPTUKANbHbIE CakKafpl, @ HE TOMbKO cneas-
LMe OBVKEHWS rasHbix s6nok [57]. BepTtukanbHbilii cynpa-
HyKNleapHbI napanuy B30pa MOXET OblTb HEMPABWIBLHO WH-
TEPNPETUPOBAH Kak BEPTMKANIbHAS OKYIOMOTOPHAs anpakcus
(OMA), npu KOTOpOW Takxke MOryT CTpafaTb BepTUKasbHble
cakkagbl. Ix Hapo anddepeHumposatb, oueHnBas pednek-
TOPHbIE CakKazpl, KOTOPbIE BOBJIEYEHbI B MATONOMMYECKMIA NPO-
uecc npu BCIMB, Ho 6onee coxpaHHbl npu OMA [57]. Kpome
Toro, BCIB BbI3bIBaeT CHUXEHME CKOPOCTW CaKkag, U YMeHb-
LeHve nx obbema, B TO Bpems kak cakkagsl npy OMA xapak-
TepusyloTcs AedUUUTOM MHULMALMK NPOU3BOJIbHBIX BEPTU-
KaNibHbIX Cakkaj, C COXPaHEHVEeM HOPMasibHOW BepTUKaIbHON
ObicTpoit dasbl HUcTarma. Y neteit OMA 00Obl4HO BO3HUKAET
B FOPV30HTaNbHOM NIOCKOCTW, OOHAKO HaNnyMe HapyLweHHON
VHULLMALMN 1 CKOPOCTU BEPTUKANbHBIX Cakkad AenaeT AnarHo3
OMA meHee BeposiTHbIM 1 M03BONSIET Npeanonoxuts BCIB.
Atakcusa. AccoummpoBaHa C paHHen gereHepauven un
notepen knetok MypkmHee [60, 61]. Mpu BHM-C aTtakcusa co-
NPOBOXAAETCA 3aMELJIEHHOCTbIO [OBWXEHWA B CPABHEHWM
C aTaKTVY4ecKMMM CMHAPOMAaMKU Mpu Apyrux 3aboneBaHusx.
Ha paHHux cTagusix 3aboneBaHnsi MOXoAKa MOXET OCTaBaTh-
¢ HopmanbHon. letn ¢ markumm dopmamm BHIM-C Beirnagar
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MeaauTenbHbIMU. ATakcusi 06bIHHO BO3HMKAET MOChe MosiB-
NIEHNS AUCTOHUM, OLHAKO MPU MHPAHTUIBHBIX Clyvasx aTak-
CYsl MOXET pa3BuBaTtbCs paHblue. Mauuertsl ¢ BHM-C moryT
HOpPMaJIbHO BbIMOJHATL MO3Xe4KOBble Npobbl, HO 6Gonee mea-
neHHo. bonesub HumanHa-Tuka, Tvn C g9BnSeTca OgHUM K3
NPUMEPOB ayTOCOMHO-PELIECCHBHBIX LiepebennsapHbiX atak-
cuii [62]. OunddepeHumanbHo-aMarHocTYeckne npuaHaku,
otnuyatowme BHIM-C ot apyrux BUOOB HAaCNeACTBEHHbIX aTak-
CUviA, cnefyioLime: OTCYTCTBYET MUIMEHTHAs AereHepaums ceT-
yaTkum, 06bIYHO HE BCTPeYaeTCs nepudepuryeckas HeBponaTms
Y B3POCIbIX NMALMEHTOB, BbIPXEHHAs aTpOdUs MO3XKeuKa Ha-
6n0aeTcs TONbKO Ha NO3AHUX Pa3BEPHYTLIX CTaamsax 6ones-
HW. Hanuune conytcTayiowmx BCIB B codeTaHnm co CniaeHo-
mMeranuei o6bl4HO NoaTBepxAaeT anarHo3 BHM-C.
lenacTuyeckas katanjieKCus — 3MM304bl BHE3AMHOW
noTepy MbILLEYHOro TOHyca 6e3 nMoTepu CO3HaHWs, KOTOpble
MOFYT NPUBOAUTL K NALEHUAM, — SBNSETCS OAHUM U3 YaCTbIX
cumnTomoB BHIM-C [45]. MoxeT BapbUpoBaTb OT OLLYLLEHWS
“PE3NHOBLIX HOr” 1 HanU4Ms cnabblx KMBKOB FONOBbLI A0 MON-
HOro Kosnnamnca TynoBMWA, OObIYHO MOSIBASIETCS HAuMHas C
2-neTHero BO3pacTa, kak MpaBuo, CBsi3aHa C AMOLMOHASb-
HbIMW CTUMYNaMK, yallle No3uTUBHOrO xapakTepa (cmex) [8].
Y petel nageHus BCneacTeme Katanaekcmm MoryT Henpasusib-
HO WHTEPNPETMPOBATLCS Kak MNPOsiBNeHUs LepebennspHoi
atakcum [63]. TenacTuyeckyto KaTamjekcuio, COMpOoBOXAaA-
IOLLYIOCS HOPManbHOM 3NeKTPO3HUedanorpamMmmon, cnegyet
andodepeHumpoBaTb OT reacTnyecknx NpUnagkoB, KOTopbie
CKNagplBalOTCA M3 KAMHWUYECKMX CMMMTOMOB 3nuaencum wu
N3MEHEHUI Ha 9NeKTpo3sHuedanorpamme. Tak Kak renactu-
yeckas kataniekcusi MoXeT OblTb 4aCTbio HApKOMeNnTUYeCKOW
TeTpaabl, BKNOYAOLLEN KaTannekcuto, Hapkonencuto, 6eCcoH-
HULLY W TUMHArornyeckre raamiouyHaumm, To Heobxoaumo ee
MCKItoYaTb, Tak Kak oHa 00bI4HO He HabntopaeTcs npu BHIM-C.
AnctoHnsa. Becbma pacnpocTpaHeHa y MauMeHTOB C
BHMM-C, vawe oHa BCTpeyaeTcs y NOAPOCTKOB U B3POCHbIX,
4yeM npw 1BEHWULHBIX popmax [9, 63]. Mpu BHIM-C atoT cumn-
TOM penKo GblBaeT 130MPOBaHHLIM, 0ObIMHO OH COYETaETCs
C arakcuen, 4yto BecbMa cneunduyHo ana BHM-C [64]. Mpwu
N30/IMPOBAHHOW ANCTOHUN 3TO MOXET NPUBOAUTL K MOCTaHOB-
Ke oWKnBOoYHOro AmarHo3a HacneacTBeHHbIX AMCTOHMIA DYT1
1 DYT6. MNpwn BHIM-C aMcToHMs nopaxaet KOHEYHOCTU 1N Mu-
MUYECKYIO MyCKynaTypy. Ha no3gHux ctaamsix 601e3Hu Takke
MOIYT BOBJ/IEKaTbCS TY/IOBULLE M LLES, CTpadaTh noxoaka [65].
TUNMYHLIMU ABASIIOTCS TakMe CUMNTOMBI, Kak poKanbHas auc-
TOHWSI KUCTEN co crmbaHmnem 3anacTuii, GopcrMpoBaHHas ner-
Kas ynelbka Npy Pa3roBOpe B pe3ysbrate ANCTOHUM HUXKHEN
YENCTN U CKNIaA4aToCTb N6a. [AIMCTOHMS CO BPEMEHEM MPO-
rpeccupyet. OnbdepeHumanbHbli AMarHO3 OWCTOHWUA Mpu
BPOXAEHHbIX 60ne3Hsax obMeHa BELLECTB BK/IOHYaeT 60ne3Hu
[ObIXaTeNnbHOW Uenu, AeduumnT NMpyBaTAErMaporeHassl, Ae-
GuunT TpaHcnopTepa Mioko3bl 1, gednunt ButamuHa E, op-
raHM4YecKMe auyaeMun, HapyLeHnst UyKia MOYEBMHBI, FOMO-
uMCTUHYpUto, 6onesHb BunbcoHa-KoHoBanosa. leHeTnyeckune
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GOopMbI NEPBUYHBIX ANCTOHUIA HE SBNSOTCS HelpopereHepa-
TUBHbIMU 3200N1EBAHNSIMU.

AunsapTpus. NpoaBNSeTCA HEYETKON Peyblo C HapyLleH-
HbIM MPOW3HOLLEHNEM 3BYKOB U CNIOrOB BCNEACTBME HapyLLe-
HUS1 KOOPAMHUPOBAHHOCTM MOTOPHbLIX PEYEBLIX cucTeM [66].
370 SBNSETCA Pe3yNbTaTOM COYETaHNS AM3apTPUN 1 ANCTOHUN
1 BO3HUKAET MNPV MO3XEYKOBOW NaTonornm u nopaxexHum 6a-
3asibHbIX raHrmuves. Jucdarus (HapyLleHve rnoTaHns) ces3aHa
He TONbKO ¢ BynbbapHLIM CUHAPOMOM (MOPaXKeHNE MOTOPHBIX
N CEHCOPHbIX KOMMOHEHTOB 0TaHMS), HO U C MOPaXeHUem
Kopbl NIOGHOV [0MM FONOBHOrO Mo3ra 1 nceBnobynbbapHbIM
cvHapoMom. Mpu BHM-C cumnTom 06bLIMHO MPOSBNSIETCS,
paHo unu nosaHo [8]. Aucdarmsa 4acTo coYeTaeTcs ¢ acnum-
PaLMOHHOW MHEBMOHME, OQHON N3 Hanbonee YacTbIX MPUYKH
cmepTy npy BHIMN-C [67, 68].

Mbilie4yHas TUMNOTOHUS — MEPBbIE HEBPONIOrMYECKME
nposenenns BHIM-C, Bo3HuKaoWwye Ha 2-M rofy Xu3Hu. 310
Hecneunduyeckuii NpuaHak 3aboneBaHusl, 0OHAKO paHHee
NOsIBNEHNE MMMNOTOHUM accoLmMMpyeTces ¢ 6onee TAXENbIM 1H-
daHTUnbHBIM TNoM BHIM-C [45]. Y geTei, HauMHaLWMX camo-
CTOSATENBHO XOAUTh, HEYKIIIOXECTb CKNaablBaeTcs U3 Komou-
HaLMW rMnoToHuK, febioTa aTakCum U HapyLLEHHbIX ABVXEHUI
rnasHbIx S6N0K, YTO NPUBOAMT K CMOTLIKAHUSIM O NPENSTCTBUS.
Y LUKONBHMKOB HEYKIIOXECTb 0ObIYHO CBsi3aHa C aTakcuen u
MOXET MaHU(bECTMPOBaTh B BUAE YXYALIEHNS NOYepKa, acco-
LMMPOBAHHOIO C TakUM MO3XEYKOBbIM CUMMTOMOM, KaK AuC-
MeTpUS.

3apepxka passutua npu BHIM-C BkntoyaeT 3agepxky
MOTOPHOrO Pa3BUTUS (MEAJIEHHbIE OBVXEHNS BO BPEMS XOb-
Obl M NEPEHOCKN 0OBEKTOB, HEYKITIOXECTb), 3aAEPXKY PEYEBO-
ro Pa3BUTUS, HapyLUEHWS OKYIOMOTOPHbIX QYHKLMIA, 3a0EPXKY
dopmMmnpoBaHns coumanbHbix CBA3eN. [Npy codeTanum ¢ apyru-
MK nNposineHnamn (cnneHomeranuein, BCMNB) 3agepxka pas-
BUTUS BeCbMa cneumduyHa ans BHIM-C. MpakTuyeckn y Bcex
neteli ¢ BHIM-C, nmetowmx 3afepxky pas3BuTusl, BoIIBASETCS
cnneHomeranusi. 3TOT CUMMNTOM BECbMa CUAbHO BapbupyeT
B CBOEW BbIpaXEHHOCTW. YacThiin cumnTom npu BHIM-C - 3a-
Jepxka NosiBNEeHNs peyn BnnoTb A0 3-4 ner.

AnunenTtuyeckue npunagku. MoryT ObiTb NapumanbHbl-
MWU/NOKaNbHBIMN MW FEHePaNN30BaHHbIMU, MUOKNOHUYECKN-
MU AN TOHUKO-KINOHUYECKUMI, BAPbUPOBAThb MO BbIPAXEHHO-
CTU 1 HTEHcuBHOCTU [8]. Mpn npoBeaeHun anddepeHumanb-
HOWM AMarHOCTMKM HEOBXOAMMO WCKIYaTb MUTOXOHAPUASb-
Hble 6ONE3HM U MUOKIOHYC-3MUNENCUN.

MoTeps cnyxa. Betpeyaetcs y 20% naumentos ¢ BHI-C,
MOXET ObITb PA3HON CTENEHM BbIPAXEHHOCTY, Yalle Habnoaa-
eTcsly B3pocnbix [9].

Mcuxuyeckue Hapywenua npu BHM-C

KorHutueHbie HapyweHus. [porpeccupylowme KorHm-
TUBHbIE PaCCTPOICTBa pa3BuBaloTcs y Bcex 60nbHbIX BHIM-C
1 SBASIOTCS XapakTepHbIM CUMNTOMOM 3aboneBaHus, Gyayymn
0co60 crneundunyHbiMmn B KomObuHauumn ¢ BCIMB [45]. Y B3poc-
NbIX TUNWUYHBIA KOTHUTUBHBIN AeduunT xapakTepuayeTcs pas-

BUTWEM CVMHAPOMA HaPYLUEHWA yNpaBasionx GyHKumin (HYD)
1 HapyLleHneM namstv. HavanbHble NpPOsSiBNEHNSI MOTYT ObiTh
MArkMMU. HapylieHns ynpaensiowmx GyHKUMA NpeacTasne-
Hbl PaCTOPMOXEHHOCTbLIO, NepceBepaumsMn (PUrMAHOCTLIO,
3aCTPEBAHNAMMN MbILLJIEHUS Y TPYOHOCTAMU NEPEKTIIOYEHNs),
HapYLLUEHVEM CYXAEHNI N aBCTPAKTHOrO MbILLNEHNS!, AedULLA-
TOM BHVMMAaHWS, KOTHUTVBHLIM 3aMefieHneM. PacTOpMOXeH-
HOCTb 4aCTO SIBNSIETCS PAHHUM CUMMTOMOM Hapsiay C MHECTU-
4eCKUMM PacCTPONCTBAMMU.

KOrHWTVBHbIE HapyLleHUs y AeTen MaHUPEeCTMpYOT 3a-
[EPXKON HOPMANbHOIO KOTHUTVBHOIO Pa3BUTUS UM YMCTBEH-
Hol peTappaumein. ObblYHO pebeHOK J0CTUraeT onpeaeneH-
HOI CTamu pa3BuUTKS, 3aTEM NEepPecTaeT pa3BMBaTbCA U Hauu-
HaeT nporpeccupytoLLe gerpagmposatb. CuHgpom geduumra
BHVMMaHVS 1 MMNEPaKTUBHOCTU B AETCKOM BO3PacTe MOXET
ObITb NpekypcopoM pa3sutus BHIM-C B OHOCTM 1 BO B3POCIOM
BO3pacTe.

MHecTnyeckne paccTponcTBa, BKOYas HapyLleHHoe 3a-
NOMUHAHVE N AEe30PUEHTALMIO, OTPaXalT pas3BuUTME naTo-
JIOrMYECKUX M3MeHeHuii B runnokamne [69]. KorHutueHOE
3amMefneHne MOXeT ObiTb CNEACTBUEM U3MEHEHWI B BenoM
BELLECTBE, BbI3bIBAs HApyLLUEHVEe N0OHO-MOAKOPKOBbIX CBS3EN
[70]. Kpome TOro, HenocpeACTBEHHOE MOPAXEHNe CTpraTyMa
BbI3bIBAET Pa3BUTME MOOKOPKOBON AEMEHLUM MOCPEACTBOM
HapyLeHs GPOHTOCTPUAPHBIX CBA3EN.

BonesHb HumaHHa-lMuka, Tmn C Heobxoaumo anddepeH-
uMpoBaTtb OT 6one3Hn AnbureriMepa, Takke XapakTepuayto-
LECs pa3BUTUEM OEMEHLIMN U HAPYLUEHWEM KPATKOBPEMEH-
HOM namsaTh. KorHnTrBHble HapyLieHns npy BHIM-C xapakTepu-
3yloTCst 60Nee BbIPAXEHHLIM MOPaXeHneM NPePPOHTasIbHbIX
OTZENOB B MPOTMBOMONIOXHOCTL G0Nee reHepan3oBaHHOMN
nemeHuun, Habnopaemor npu 6onesHu Anbureiivepa, Benes-
cTBMe Yero y naupeHToB ¢ BHIM-C uyawe oTmevatorca HY®D
N pacTopmoxeHHocTb. Hanuune BCMB n MOTOpHbIX pac-
CTPOWCTB (aTtakCum 1 ANCTOHMK) NO3BOASET AnddepeHLmpo-
BaTtb BHIM-C y B3pocabix nauneHToB 1 GPOHTOTEMMNOPABbHYIO
[EMEHULMIO, NMPU KOTOPOW crHapom HYD y B3pochbix nogobeH
TakoBOMY y naumeHToB ¢ BHIM-C.

Mcuxo3bl. XapakTepusytoTcs rannoumHaumsmm, 6peaom,
[e30PNEHTUPOBAHHOCTBIO, PACCTPONCTBAMM MbILLeHUS. cn-
XOTUYECKME CUMMTOMbI 0OLIYHO Pa3BMBAIOTCS Y MOAPOCTKOB
WM B3POCSbIX, MOTYT BbITb PE3UCTEHTHBLI K Tepanuu Henpo-
NEeNTUKaMm1 1 YyBCTBUTESbHBI K MOSIBIEHNIO HEMPONENTUYECKNX
no60o4HbIX 3 DHEKTOB (0COOEHHO ANCTOHMM), @ TaKKE aCCOoLMM-
poBaTbCH CO BTOPUYHLIMU MCUXUYECKMMU PACCTPONCTBAMM
(3puTenbHblE ranaoumMHaummn, kKatatoHum) [71].

ArpeccuBHoOe noBeaeHne — He ABNSETCH CreundryHbIM
cumntomom gns BHIM-C [45]. Y noapoCTKOB MOXET AOMNOMHATH
KOTHUTVBHbIE HAPYLIEHWS 1N MOBEAEHYECKYI0 PACTOPMOXEH-
HOCTb.

Knunuuyeckasa kaptuHa BHIN-C B pazanuyHoM Bo3pacTte
HeoHaTanbHblie u MHPaHTUNBLHbIE dopmbl. MaHnde-
ctaumm BHIM-C B paHHeM neproge Xu3Hu HecrneundbuyHbl 1
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MOryT ObITb HE pacno3HaHbl CneuuannucTaMmm, He MELMM
onbITa AMArHoOCTMKN peakmx 3abonesaHuit. MHoraoa npu Y3U
Ha NO3aHMX cpokax 6epemMeHHOCTN MOXET ObiTb BbisiBeH de-
TanbHbIA acumT. Y MNaAeHLUEB NMPU 3TOM B TUMWUYHBIX ClyYasx
HabnoOalTCa TsXenas renatonaTust ¢ XenTyxol uam xone-
CTa3oM 1 NEPCUCTUPYIOWMM acumuTom. MHdunbsTpaumsa nerkmx
“NEHNCTLIMK KeTKaMm” MOXET CONPOBOXAATL NATONOIMI0 Ne-
YeHM UK BbITb NEPBUYHLIM NPOSiIBNEHNEM. MHOrve MnafieHLbl
¢ BHM-C Ha atoii ctagmm nornbaioT. 3 BbIXUBLUMX Y HEKOTO-
pbIX MaHUDECTUPYET rMNOTOHNS N OTMEYAETCS 3aePXKKa NCu-
XOMOTOPHOrO Pa3BuTUS, B TO BPEMS KaK Y APYrUX AeTen CUMM-
TOMbI MOTYT MOJIHOCTBIO PErPECCUPOBAThL U 3a00NeBaHNe Ye-
pe3 HeCKONbKO NeT MaHUMECTUPYET YXe HEBPOIOrMYECKMU
HapyleHusMu. Y geTein ¢ cCUMNTOMamy renatocnieHonaTum
006bIYHO HAOMOJAETCA M30NMPOBAHHAS CraeHOMeranus unm
renaTocnieHoMeranus, 0aHako BbKMBLUME [ETW HacTo “nepe-
pacTalT” CBOW OpraHbl, U B AajlbHeiWeM opraHoMeranus y
HUX MOXET He NposiBAATLCS. [1py 3TOM OTCYTCTBME OpraHoMe-
ranMm He uckodaet amardoda BHIM-C. Y gpyroit nogrpynmbi
OETen MeTCS MUHUMaSbHbIE NEYEHOYHBIE MW NErOYHbIE Ha-
pyLeHns Ha GOHE MbILLEYHON MMNOTOHMM N 3a0EPXKKN Pa3Bu-
s, O6bI4HO Yy HUX oTcyTCcTBYET BCIB B Havane 3abonesaHus,
HO 3TOT CMMNTOM BO3HUKAET Yepes OnpeaeneHHbIli MPOMEXY-
TOK BPEMEHU, KOraa MOSIBASIOTCS APYrvMe NpusHakyM Nporpec-
cupyloLLen sHuedanonatmu.

IOBeHunbHbie ¢Gopmbl. CumTaloTcs  “Knaccu4ecknmm’
nposieneHnsMu BHM-C. Je6oTnpyoT HEpeaKo HEYKIIOXECTbIO
1 HapYyLUIEHWEM MOXOIKWU, Y B KOHEYHOM CYETe Pa3BMBAETCS
arakcus. Bo MHOrMx cnyyasax poauteny oTMedatoT y pebeHka
HapyLleHe BEPTMKANbHOMO B30pa, KOTOPOE CNYXWUT BECbMa
paHHMM MposiBNeHMeM 3aboneBaHus. BepTukanbHbli cynpa-
HyKJleapHbIi Napanuy B3opa BHavane AebTrpyeT yBENNYEH-
HOW NaTEHTHOCTbLIO B MHMLIMALMM BEPTMKANIbHBIX Cakkagl, nocne
Yero cakkaampyloLLme OBUXEHNS MOCTENEHHO 3aMeaNsaioTcs 1
B MTOre NOJIHOCTbLIO MCHe3aloT. Ha no3aHux cTaamsx 3abonesa-
HVSI BbINAZAIOT TakKe ropu3oHTasbHble cakkaabl. [porpeccu-
pYeT KOrHWUTMBHbIA AePULIMT, YacTO NoHavany owmnboyHO nNpu-
HVYMaeMbli1 3a 06bI4HYI0 HECNOCOBHOCTL K 06y4eHuto. Mo mepe
nporpeccupoBaHmns 3aboneBaHnsi CTaHOBUTCS O4EBMAOHO, 4TO 'Y
pebeHKka MMEeIOTCSH KOrHUTUBHbIE HAPYLLEHNS.

B 0ononHeHre K ONMCaHHbIM Bbile NPOSIBAEHUSM Y MHO-
rmx AeTeil UMEeeT MecTO AMCTOHMS, 0ObIYHO HauMHaloLlascs
KaK aKUMOHHAs ANCTOHUS B OOHOWM KOHEYHOCTU M MOCTEMEHHO
PacnpoCTPaHSIOWAACa C BOBNEYEHMEM BCEX KOHEYHOCTEN U
aKkcuanbHOM MyCcKynaTypbl. Pedb nporpeccupyloLLe yxyalaeT-
€S C passuTHEM an3apTpun 1 aucdoHun. InchdoHna nporpec-
CYpyeT napannesnbHO C AM3apTpuel, 1 NepopasibHOe NUTaHNe
CTaHOBUTCS 3aTPYAHEHHBIM TN HEBO3MOXHBIM.

MpumepHo B 1/3 10BEHWUNBHLIX cnydaeB BHIM-C otmeyaioT-
€S napumanbHble v reHepann3oBaHHble npunaaku. Mpunaa-
kv 0ObIYHO PErPECCHPYIOT, ECNN BbXMBaHWE pebeHka npoae-
BAETCS, 3TO “ynyylleHne” oTpaxaeT NPOoLODKAIOLLYIOCS Npo-
rpeccupyoLLyto NoTepio HepoHoB. MpumepHo y 20% petel
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¢ BHM-C HabniogaeTcs renactuyeckas katannekcus, Kotopas
B 3HAYUTENIbHOW CTEMEHN MOXET CnocobCTBOBATb MHBANUAM-
3aummn pebeHka, NCMbITLIBAIOLLErO EXEAHEBHLIE MHOXECTBEH-
Hbl€ NPUCTYMbI, CONPOBOXAAIOLLMECS TPABMaMU U MAAEHNSIMU.
CMepTb OT acnupauyoHHON NMHEBMOHUK 0BLIYHO CRy4aeTcs B
koHue Il unn Il pekaapl xm3aHm [68].

NoppocTkoBbie u B3pochblie popmbl. MoryT febioTupo-
BaTb HEBPOJIOMMYECKMMU HAPYLLEHUSIMW, ONMCAHHLIMU BhILLE,
X0TS 1 ¢ 6onee MefIeHHbIM NPOrPECCMPOBAHNEM, BNIOTb A0
VIl pekafbl Xn3Hu. Y MHAMBUOYYMOB B CTapLUeM BO3pacTte Mo-
ryT TaKXe HabMoAaTbCs SBHbIE MCUXNYECKNE HAPYLLEHUS, MHO-
raa NposiBNSIOLLMECS Kak 6onbLias aenpeccus unm wmdodpe-
HOMOAJO6HbIA cuHAPOM [72]. Mcmxmyeckne HapyLIEHUST MOTYT
nepekpbiBaTb HEBPOIOrMYECKME NPOSIBAEHUS, XOTS NOCeaHNe
00bI4HO BCeraa BbISBASIOTCA NPy TLLATENbHOM 0cMoTpe. Onu-
caHa MaHudecTaums B3pocaoin Gopmel B BUAE 6UNONSPHOro
HapyLleHus [73]. HemeLkne nccnenoBatenm ONMChIBAIOT ABYX
B3POC/bIX MHAVBUAYYMOB C AeMeHUMel 1 atpodueli nobHoi
nonn 6e3 BucLEPasbHbIX MPOSIBAEHWIA, YTO XapaKTepHO AJist
BHM-C ¢ nebiotom y B3pocsbix [40].

AunarHocTtuka

Crpaterus pmarHocTtukmu BHIM-C Bkntouaet cbop makcu-
MaJsibHO MOSIHOrO aHaMHe3a 1 NoapobHOe KIMHMYeckoe, HeB-
pOorMyeckoe 1 HemponcuxmMaTpmyeckoe obcnefoBaHne ans
BbISIBIEHNS XapakTEPHbIX CMMNTOMOB C MOC/EAYIOLLMM NPOBE-
neHnem guddepeHumanbHOM AMarHoCTUKKA AN UCKITIOYEHWS
OPYrmx BO3MOXHbIX MPUYMH NATONIOMMYECKOro NpoLLecca 1, Ha-
KoHeu, noateepxaeHne BHIM-C ¢ noMoLLbto 6UOXUMUYECKNX 1
MOJNEKYNSIPHO-TeHETUYECKMX METOLO0B AnarHocTuky [8]. Kak
yXe OTMEYaNioCh BbillE, B LENSX NEPBUYHOMO KIMHUYECKOrO
CKPVHMHIa NauMEHTOB C BbICOKON BEPOSITHOCTLIO Pa3BUTUS
BHIM-C npumeHseTca nnaekc seposatHocTy BHIM-C [45].

Heiipoeusayanusauua. MarHutHo-pe3oHaHcHas TOMO-
rpamMma rofIoBHOro Mo3ra 06bl4HO OCTAETCS B HOPME BMIOTh
[10 NO3[HWX CTafunii 6oNe3Hun, Koraa MoryT ObiTb 0OHAPYXEHbI
BblpaxXeHHas atpodus BepxXHEro/nepenHero OoTaena 4epss
MO3Xeuka, UCTOHYEHNE MO30NCTOro Tena, Herpybas uepe-
BpanbHas aTpodus. Takke MoXeT HabMoAaTLCS NMOBbILLEHHbIN
CWrHan OT NEPUBEHTPUKYASPHOrO 6eoro BeLecTsa, oTpaxa-
IOWMIA BTOPUYHYIO AeMUenHn3aumio. MNpy KoNn4ecTBEHHOM
aHanM3e MarHUTHO-PE30HAHCHBIX TOMOrPaMM Yy B3POCHbIX,
ctpagatomx BHM-C, 6binn 06HapyXeHbl pacnpocTpaHeHHbIe
ropaxeHns ceporo 1 6enoro BewwecTsa U UCTOHYEHNE MO30-
JIMCTOro Tena no Mepe nporpeccupoBaHns 3abonesaxus [74,
75]. Kpome TOro, BbISIBNEHO, YTO M3MEHEHWE COOTHOLUEHUS
MOCT—CPeaHUIA MO3I KOPPENPYET C HAPYLLIEHUSMU OKYIOMO-
TOPHOI QYHKLMM 1 TSXECTbIo 60ne3Hu [76].

McTonorus. TkaHeBas OGMONCUS U MIUNUAHBIA aHANN3 TKa-
HE cenyac Ncnonb3ylTCs PeaKo. OTU MHBA3MBHbLIE METOAbI
[MNAarHOCTVKU BKJKOYAIOT UCCNefoBaHMe GMONTATOB KOCTHOrO
MO03ra, CeneseHkun, MeYyeHn, KOTopble coaepXaT “MeHucCTble
KkneTkn”, ronybbie (sea-blue) ructmouutel MOryT 6biTb OOHAPY-
XEHbl B KOCTHOM MO3re.
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Buoxumus. Beprdukaums anarHosa BHIM-C npepnonara-
€T BbISIBJIEHMNE HAPYLUEHHOrO BHYTPMKIETOYHOrO roMeocTasa
xonecTtepuHa B KynbType ¢pubpobnactos [2]. HabniopaeTcs
CHVXEHHasi CrMoCOBHOCTb 3TUX KNETOK 3cTepudMUMpPOBaTh
XONECTEPUH NOCE BBEAEHNS 9K30reHHOro XonecTepmHa B Co-
CTaBe NMNonpoTena0B HU3KOWM NNOTHOCTU. Mpy okpalumeaHum
GUIMNMHOM 0TMEeYaeTCs NaTTepPH MHTEHCUBHOM GNI0OPECLIEH-
LMKn BOKPYF S4ep KIeTOK, OTPaxaloLwWwymin HakonneHe HeacTe-
prdULMPOBAHHOTO XonectepuHa. Y GOnbLIMHCTBA BGOJbHBIX
BHIM-C oTcyTcTBYET 3cTEpUdUUMPOBAHHbIA XONECTEPUH UK
€ro o4eHb Mano. MpumepHo y 15% nHAMBMAYYMOB UMEIOT Me-
CTO “NPOMEXYTOYHbIE BapuaHTbl” acTepUdUKaLmm xonecTepu-
Ha 1 MeHee Y4eTKUil NaTTepH okpawvsaHug. [na xapakrepu-
CTUKN BMOXMMMYECKOrO AedekTa B Takux Cryyasx TpebyioTcs
60onee TOHKME METObLI BUOXMMUYECKON AMArHOCTUKM [77].

MccnenoBaHme ypOBHS OKCUCTEPOJIOB B KPOBM, BO3MOXHO,
CNOCcOBHO BLITECHUTL BMOMNCUI0 KOXMW U CTaTb CKPUHWUHIOBBLIM
TecToM Bbibopa B amarHoctuke BHM-C B Gavxaiiwem Oyay-
wem [8, 78, 79].

MonekynapHo-reHeTu4eckuii aHanus. B HacTosllee
BPEMS MPSIMOE CEKBEHMPOBAHME BCEX AK30HOB reHoB NPC1 1
NPC2 aBnsieTcsi cBOe0Opa3HbIM “3010TbIM CTaHAAPTOM” Ana-
rHocTukm BHIM-C. Hannyme mytauuii reHoB CRyXUT XECTKUM
KpUTEPVEM TOYHO AnarHocTrkM 3abonesaHns. OfHaKo Cnox-
HOCTb 1 JOPOroBM3HA METOAA B COYETAHWMN C ANUTENBHOCTLIO
€ro NpoBeAeHVs OEeNalT MONEKYNSPHbIA aHanu3 AOCTYMHbIM
Wb ANs cneumanM3npoBaHHbix nabopatopuii. Tem He MeHee
B pside CTpaH, B TOM uncne B Poccuiickoin degepaumm, aT0T
MeTOp, ABNsieTcs “cTparterveli Boibopa” B Bepudukaumm ama-
rHosa BHIM-C [46, 47, 80]. Kpome TOro, MOnekynsipHo-reHeTm-
4eckoe MCCnefoBaHne HE3aMEeHUMO Npu TECTUPOBAHWUW /ML
W3 rPyrnbl PUCKA B OTATOLLLEHHON CEMbE, KOTOPOE NMPOBOANUTCS
TONIbKO NOCANe MPeALUIeCTBYIOLEN nAeHTUGUKaUUM MyTauui y
4neHoB CeMbW. Mpu 3TOM BbISIBNEHHbIE 340POBbLIE HOCUTENN
reHa fBngTCA reTepo3nroTHBIMU 1 HE MMEIOT PUCKA Pa3BUTUS
3abonesaHus B Oyoywem. JHK-aHanm3 nponsBoamnTcs Takxe
Npuv NPOBEAEHUM NPEHATANbHOW M NPEUMMIAHTALMOHHOW Ana-
rHOCTUKWN Y BEPEMEHHBIX U3 rPYNMbl prUcka, YTO HE0OX0AMMO B
Lensix NIaHMpOBaHNS CEMbU.

OnddepeHumanbHag puarHocTuka

HeoHaTtanbHble 1 nHdaHTUNbHBbIE POPMbI — NPU NPO-
BELEHUM ANArHOCTUKIN UCKOYaIOT BUANapHYIO aTpeanto, KOH-
reHuTasIbHble UHbEKUMM, 0edUUNT o, -aHTUTPUNCKUHA, TUPO-
3MHEMMIO, 3110KAYeCTBEHHbIE HOBOOOPA30BaHUS (Neikemus,
NMMGOMbI, TUCTUOLMTO3bI), Apyrne OONesHW HakomneHust
(6onesHb Nowe, BHIM-A 1 BHIM-B), nidekummn (Hanpumep, KOM-
nnekc TORCH (Toxoplasmaosis, Other (syphilis, varicella-zoster,
parvovirus B19), Rubella, Cytomegalovirus, and Herpes)).

OBeHunbHbie PopmMbl ANGDEPEHLMPYIOT C ONYXOAsMU
CpenHero Mosra U1 LWMLLIKOBUOHOW Xenesbl, rugpouedanvent,
GM2-raHrnno3vnao3oM, MUTOXOHAPUANbHbIMK  3ab0neBaHu-
aMu, 6onesHblo “KNeHoOBOro cupona”, cUHAPOMOM Aeduum-
Ta BHUMaHWS U TMNepakTUBHOCTbIO, aBCaHCHON anunencuen,

OpYyrMn 6ONEe3HSIMM, BbI3bIBAIOLLMMA AEMEHLUMN B AETCKOM
BO3pacTe, UanMonaTMyeckon TOPCMOHHOW AMCTOHMERN, foda-
YYBCTBUTENIbHON AMCTOHMe, GonesHblo BunbcoHa—-KoHoBa-
f10BA, amMVHOAUUAYPUSIMU Y OPraHUYECKMMM aumaonatusamm
(Hanpumep, rnyTapoBon aumaypuen | Tuna), NceBoOAEMEH-
umaMn  (Benpeccuun), HempoHanbHbIM - Lepona-nnnodycum-
HO30M, MOAOCTPLIM CKIEPO3VPYIOWUM  NaH3HLEPAINTOM,
BW/Y-3HUedanonatmelr, paccTpocTBamMyn CHa, CUHKOMamu,
neproanyecknumM Napannmyom (runepkaimeMmyecknii nepruoam-
4yeckunin napanuy | Tuna u rmnokanueMmyeckuii Nneproanyeckui
napanuy).

MoapocTkoBbie 1 B3pocnbie Gpopmbl HALO0 anddepeH-
umpoBath ¢ 6onesHamu AnblreiMepa u Muka, GPOHTOTEMMO-
panbHON AEMEHLMEN, NPOrpPecCUpYOLLMM CynpaHykineapHbim
napannyoMm, SM30COMHbIMY BONE3HSMU HAKOMNIEHWS C MO374-
HVYM Hayanom, Herpocudunmcom, BUY-gemeHumen, nepemy-
HbIMU NCUXUYECKUMI PACCTPONCTBAMMU.

JleueHue v BegeHue 6onbHbIX BHIM-C

MexayHapooHoOW mnccnenoBaTesibCKon rpynnon cneuuna-
JIMCTOB pa3paboTaHO PYKOBOACTBO MO BEAEHWIO MaLMEH-
ToB ¢ BHI-C [8]. B HacTosWee Bpems npenapat Muraycrart
(N-butyldeoxynojirimycin), BbinyckaeMblin NO4 KOMMEPHYECKUM
Ha3BaHneM 3aBecka (Actelion Pharmaceuticals Ltd., LLsen-
Lapwsi), IBNSIETCH €AMHCTBEHHBIM Pa3pPeLLEHHbIM B PSiAE CTPaH
(nckntovas CLUA) npenapatom gns neyeHust Nporpeccupyto-
LLIMX HEBPOOTMYECKNX NPOSIBNEHNI 3ab60oneBanns y aeTei u
B3pocnbIX. lMpenapat npefHasHavyeH ons OauTenbHoro (mo-
XM3HEHHOr0) NMpMemMa B kayecTBe creuuduyeckoin cyberpar-
peayumpyioLer Tepanun. BoisBneHo, 4To MuraycTar yayywaet
Uy cTabunmanpyeT rnasonpuraTenbHble GYHKUWMN, KOTHUTUB-
Hyl0 cPepy, rnoTaHne, HUBENVPYET ABUraTeNbHbIE HAPYLLEHWS,
YBENNYMBAET NPOOOIKUTENBHOCT XM3HW NAUMEHTOB, addek-
TUBEH NPU NCUXOTUYECKUX PACCTPONCTBAX, CONMPOBOXAAOLLINX
BHIM-C. 3¢ dekTBHOCTL Npenaparta nokasaHa kak B KNnHuye-
CKUX UCCNEN0BaHUSX, TakK U B KIMHUYECKOW npakTuke [81-91].
MpenapaT npeactasnsieT cob6oin N-ankuaMpoBaHHbIA UMUHO-
caxap, KOHKYPEHTHO WHIMOMPYIOLLMIA FIIOKO3UILEPAMUACHH-
Tasy, KaTannsmpyloLLylo NepBblii 3Tan cuHTe3a GOMbLUMHCTBA
FAMKOCOUHIONMNAOB, YTO YMEHBLLAET UX UHTPALENIONSPHOE
HakonneHue. MNpenapat obuumansHO 3aperncTpuposaH B Poc-
cuiickoin Penepaumnn B 2009 r. MNpenapat 3aBecka BbiNyckaeT-
csa B kancynax no 100 mr, NpuHMMAETCS BHYTPb HE3aBNCUMO OT
npuema num B pekoMmenayemon nose 200 mr 3 pasa B AieHb
(&ns B3poCnbIx U feTen ctapwe 12 net). [ina geTeit B Bo3pac-
Te 00 12 net pacyeT CyTOYHOM A03bl NPOBOAUTCS B 3aBUCK-
MOCTW OT MJIOLLAAN NMOBEPXHOCTM Tena. [lpyruM nokasaHuem
NS npremMa murnycrata ssnsetcs 6onesHb Mowe | Trna. Mpe-
napat 00bIYHO XOPOLUO MEePEHOCUTCH, TUMUYHBIM MOBOYHBIM
ahdeKToOM SBNSETCS CHUXEHME Macehl Tena, Habnoaaolee-
ca'y 2/3 NauMEeHTOB 1 MakCMasbHO HapacTaloLLEee B TEYEHNE
1-ro roga npuema npenapaTta, B fJanbHelwemM 06bi4HO Macca
Tena cTabunmanpyeTcs U BOCCTAHABIMBAETCH OO WCXOAHON.
Ewe ogHM noboyHbIM addekTom sBnseTca avapes u apy-
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rme OMCnencuyeckne sIBNEHNS, CBA3aHHbIE C MHIMOMPOBaHU-
eM Jucaxapvaasbl XenynoyHo-KuweyHoro Tpakrta. Metogom
KOppeKLmy aToro noboyHoro addekTa cnyxuT aveTa co CHU-
XEHHbIM COAEPXaHMEM B PaLLMOHE ONMrocaxapvaos, KoTopas
B JaNbHeNLIEM MOXET OblTb pacLUMPEHa NPW HUBENMPOBAHWN
CMMMTOMOB AMCMNENCUYECKNX PACCTPONCTB, a Takxe npuem
NpobroTNKOB 1 HEPMEHTHBIX NpenapaTos. CneayeT noayepk-
HYTb, YTO HEOOXOLMMbIM (M [OCTATOYHLIM) MOKa3aHUeM [Ans
Tepanuu npenapaTtom 3asecka npu BHIMN-C aengetca Hannyve
y NaumeHTa HEBPONOTMYECKMX HapyLLieHwii [8]. Ans ctabunu-
3auuy UIN 3amMmenJieHrst NPOrPECCUMPOBAHMS HEBPONIOTMYECKIX
PacCTPOMCTB TEPanuio MUIYCTaTOM CleAyeT HauMHATb Npu
nepBbIX NPOSBIEHUSAX HEBPONOrMYECKMX CUMMTOMOB 3abose-
BaHus [8]. MaumeHTam 6e3 HEBPOIOrMYECKNX PACCTPOCTB Te-
panus MUrycTaToM He NoKa3aHa.

Kpome npumeHeHus murnyctata HeobxoAMMO MpoBeae-
HVe pa3Ho0Opa3HOl BCMOMOraTeflbHOM 1 CUMNTOMATUYECKOM
Tepanuu. MporHo3 npu BHIM-C B 3HaUMTENLHON CTENeHN Kop-
penupyet ¢ Bo3pacTtoM aebiota 3aboneBaHus — 6onee paH-
HVe POopPMbl MPOrPECCUPYIOT 3HaUNTENbHO ObicTpeit [8]. Auc-
daruns — maeHbIli GakTop prucka cMepTu nauneHTo ¢ BHM-C
[68]. HapyLweHHoe rnoTaHMe accoumMMpyeTcs C acnmpaumoH-
HO NMHEBMOHWEN, YTO SBASIETCS OCHOBHOW MPUYMHON CMEPTU
npw TSKeNbIX HelipoaereHepaTBHbIX 3a001EBaHNSIX, BKIKOYas
BHIM-C [67, 68]. YnydwweHne GyHKUMM IOTaHNS MOXET NOMOYb
NPOAAWTb XMN3Hb NaumeHTy. CnenyeT NpoBOAWTb MOCTOSIHHBIN
MOHUWTOPUHI N10TaHWs, Npy HeoBXoAMMOCTH, KOraa acnmpa-
LSt N NPobiembl C MMTAHMEM CTAHOBSITCS HEOTBPATUMbIMM,
[Lo/MKHa BbITb CBOEBPEMEHHO BbINOJIHEHA racTpocTomus. Ansi
NPOMUNAKTUKM NEFOYHBIX OCTOXHEHWUI Y MHTEPKYPPEHTHBIX UH-
dekupin nokasaHbl pazHooOpasHble GusnoTepaneBTMHecKue
npoLenypbl Ha 061aCTb FPYAHON KNeTKU, NPy MHPEKLMOHHBIX
OCNIOXHEHNMSIX — arpeccuBHas OpoHxoamnaTaums n aHTMbuno-
TukoTepanus, 6POHX0aNbBEONSPHBIA NaBaX, KOTOPLIN TakKe
apdekTnBeH B 60pbbe C neroyHbiMu MHdunsTpatamun [92].
Y mauveHTOB C HapyLIeHHbIM MepPeaBMXeHneM HeobxoaMmo
nopfepxueatb GYHKUMIO KMLLIEYHMKA AN NPefoTBpaLleHus
ONUTENbHBIX 3aePXEK CTyNa, CNOCOBHbLIX PE3KO YXYALINTL Ca-
MouyBcTBMe 6onbHOro. Pusmotepanus 1 nededbHas PUakysb-
Typa nokasaHbl 418 NoaAepXaHns MoObMIbHOCTY NaumeHTa Ha
NpYeMIEMOM YPOBHE Kak MOXHO Aonbliue. CuMmntoMaTmyeckas
Tepanus Takxe NPUMEHSEeTCH B OTHOLUEHUM 3NUAEnTUYeCKUX
NpUnagkoB, ANCTOHNYECKMX PACCTPOMCTB U HApYLLEHWIA CHa.

MpoponxaeTcs pa3paboTka HOBbLIX NEPCMNEKTUBHBLIX METO-
008 nevenuns bHIM-C. B nocnegHne rogbl B 3KCNEPUMEHTE U Ha
XMBOTHbIX (MbILLM, KOLUKW) BbIIBAEH “ApamMaTUyHbIA” NONOXM-
TenbHbI 9PdEKT N0 CBA3LIBAHMIO XONECTEPUHA U OPYIUX Nn-
nMOO0B U MX MOBUAN3ALMN 13 IM30COM/3HAOCOM C MOMOLLbIO
XENaTHOro  areHta  2-ruapoKcunponui-B-uyknogekcTpuHa
(CYCLO) [93-99]. B HacTosiee Bpemsi paspabatbiBaeTcs
NPOTOKON MPUMEHEHUS Npenapata Ha Ao6poBosbLAX, CTpa-
paouwmx BHM-C. ApyruMm MHOroo6eLuaiowymM MeTOA0M fede-
HUS MOXET ObITb MCMONb30BaHNE MHMMOUTOPOB AealeTnnasd

HepsBHbIe Oste3Hu 172014

rnctoHoB (HDAC), HanpsiMyto BAUSIOLLIMX HA 9KCMIPECCUIO reHa
NPC1 1 cnocobHbIX B 3HAYUTENLHOW CTEMNEHN NONOXUTENBHO
B/IMSITb HA BbIKMBAEMOCTb HEMPOHOB. [pYMEHeHKEe 0JHOro 13
HDAC-UHrbrTopoB cnocobHO Hapsy CO CHUMKEHUEM aKTUB-
HocTv HDAC B kneTkax, HeCyLLUmx MyTaHTHbIi reH NPC1, cyule-
CTBEHHO CHUXATb HAKOMEHME XONecTeprHa 1 Apyrnx IMNuLoB
B K/1IeTO4HbIX komnapTmeHTax [100, 101]. HecomHeHHO, panb-
Helillee nocTynaTeNibHoe Pa3BUTE MONEKYNSIPHO BGruonorum
1N HENPOXMMUM NO3BOSIUT JOCTUMHYTL ycnexa B 6opbOe C Taku-
MW TSKENbIMU Helyramm yenoseka, kak BHIM-C.
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