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Bbone3Hb HnMaHa—I1nka, Tmn C (toBEHUbHbIN AUCTOHUYECKUU

MNnUao3)
I'. E. PyneHckasa E. 0. 3axapoBa T. M. bykuHa 3. 10. BonkoBa A. C. Ko3nos

bone3sHb HuMmaHa—Iluka (HI) — ayTOCOMHO-peueccnBHoe 3abonesaHme U3 rpynnbl CHOUHIONMNUAO030B,
MMerLee HeCKOSIbKO  KIMHUKO-FeHeTUYecKMx TunoB. PaHee OCHOBHbIMM  cYMTasIUCbL  Tunbl A
(HenpoaereHepaTnBHoe 3aboneBaHMe C paHHMM HayanoM U  b6bicTpor rmbenbto 60MbHBIX) W B
(BucuepanbHoe 3abonesaHne 6e3 nopaxeHus LLHC), reHeTnyeckn cBsi3aHHble C FreHOM CHUHIOMMUENNHA3bI.
B HacTosiwee BpeMmsi Hambonbliee BHMMaHue npuenekaeT Tvn C. DTa reHeTUYecKM caMocTosiTesibHas
6one3Hb BbIWIa Ha NMepBbIv NAaH C pa3BUTUEM MOJIEKYNSPHO-FeHeTU4YecKknx MetonoB. OKasanocb, YTO OHa
BCTpeyaeTcsa ropasgo 4awe, 4YeM cuyumTanocb paHee. [HK-aHanu3 no3BossieT CBOEBPEMEHHO
BepudunuMpoBaTb AMarHO3 y 60JIbHbIX M NPOBOAUTb AOPOAOBYIO AMArHOCTUKY B OTAMOWEHHbIX CEMbSX.
Buoxnmunueckas amarHoctnka 6onesnm HIM tuna C (HM-C) goctaTo4yHO cnoxHa u TpebyeT uccnenosaHus
KYNbTYpbl KOXHbIX (pnbpobsactoB ¢ NpoBeAeHMEM HArpy304HbIX TECTOB.

B Hactosawen nybnukaumu npeactaBneHbl 2 COOBCTBEHHbIX HabnwaeHMa W aHanin3 COOTBETCTBYHOLLEN
nuTepaTypbl C Lenblo AeMOHCTpaumMm 0COH6EeHHOCTEN KIMHUYECKON KapTuHbl 6one3sHn HIM-C v coBpeMeHHbIX
BO3MOXHOCTEN NabopaToOpHON ANArHOCTUKMN.

HabnwoaeHue 1.



BonbHOM 1. — »xwutenb Kypckon obnactm obcneposaH Hamu B 1995—1996 rr. B BOo3pacte 8—9 ner.
Poautenun pycckume, B KPOBHOM pPOACTBE He COCTOAT; cecTpa 60/IbHOro 340poBa.

o 5 ner manbuuk passuBanca 6e3 OTKNOHeHUW, Obll akTMBEH, noaBumXeH. B 5 ner 3amMeTunun uHoraa
BO3HWKaBLUEE U3MEHEHME NOXOAKMU («lapKaHbe»), KOTOpoe caM MOr ucnpasuTb. B 6 neT npucoeamHUNncb
rmMNepKkuMHesbl B BUAE CNOXHbIX CTEpeoTUnMi — XBaTan cebs 3a nsATKy, cBoeobpa3HO BbiYYPHO MOBOAWMN
ronoBon. Toroa Xe MNoSABMINCb HEYETKOCTb peyYnm M HeKoTopass HeyCTOMYMBOCTb MOXOAKW, CHU3WUICS
MHTENNeKT. DTU pacCTpoOUCTBa MOCTENEeHHO nporpeccmpoBanun. B 8 net nowen B WKONY, HO 4yepe3 2 MecC
Ha4vyanuncb anuenTu4YecKkme Npmnagku; yu4nmTbCs He CMOr.

Ha mMomeHT obcnepoBaHusA: XoAMUT C OMNOPOWN, HEyBEepeHHO, MJIOXO YAEPXUBAET npeaMeTbl; 3aTOPMOXEH,
CMNOHTAHHOM peyn HeT, NMOHMMAHME peyn OKpYXalwLWMX KparHe OrpaHuU4yeHO, He KOHTPOoSMpyeT Ta30Bble
YHKUMKW; NPOAO/HKAKOTCA eXeaHeBHble 3nunentudyeckne npunagkn. @OeHotun 06bldHbIM.  OCMOTp
3aTpyaHeH (Manbumk agBuratesnibHO 6€CrnoKOeH, He BbINOMHAET MHCTPYKLUUN).

B HeBponormyeckoMm craTyce: yMepeHHas runeppedrekcusi; atakcusi, 3KCTpanMpamMuAHbIA CUHAPOM —
rmnepcanuBauns, aHapTpusi, NOANMOPdHbIE TOPCUOHHO-ANCTOHUUYECKME U XOPENdOPMHbIE TMNEPKMHESLI B
COYEeTaHUM C TUMNEepKMHEe3aMn BuAA TreHepanM30BaHHbIX TUKOB, JAeMeHuus. WM3-3a HeBbINONHEHUS
WHCTPYKLUMN HE yAanocCb OUEHUTb FnasoaBuratesibHble yHKUNKM, HO CMOHTaHHbIE BEPTUKasbHble ABUXEHUS
rnas npu HECKONIbKMX OCMOTPaxX He perucTpupoBauCh.

Mpu peHTreHOBCKOM KoMnbloTepHon ToMorpadum (KT) rnasHoe gHo 6e3 nameHeHun. KT ronoBHOro mosra:
Hebonbwoe pacwupeHmne cybapaxHouaanbHbIX MNPOCTPAHCTB B No6HOM obnactn. YnbTpa3ByKoBOE
nccnepnoBaHme GpHOWHOM NOJIOCTU MOKa3asio NIerkoe yBenmyeHue nedyeHun m ceneseHkn (PpuamkanbHO 3TU
N3MEHEeHUs He BbISBMSINCD).

[narHocTtnyeckn nepBoHadasbHO npeanosaraan Hanuuue nemkosHuedanutTa; ropMoHasibHasi Tepanumsa He
Aana addekrta. NMpu obcneaosaHnm B Jlabopatopmm HacneacTBeHHbIX 6bonesHen obMeHa BewecTB Meauko-
reHeTUYEeCKOM Hay4yHOM LeHTpe OblIM  UCKAYEHbl raHrnnosngossl GM1 w2, nenkoaucTpodum



MeTaxpomatmyeckasa n Kpabbe. CHMXEHHast akTUBHOCTb CcpuHromnenmHasbl (44,0 HMonb FJoMr B yac npm
HopMe 154,3+67,9) npeanonoXxuTenbHO yKasbiBasa Ha 6one3Hb HIM-C. 2ToT amarHos3 6bi1 noaTBepXKaeH
nocne nccnefoBaHmMsa KynbTypbl KOXHbIX ¢dubpobnactos B MetabonunueckoMm ueHTpe r. JinoHa (®paHums).
OHK-anarHoctuka 6onesHun HIM-C B ToO BpeMs He npoBoauiacs.

B panbHenweM y pebeHKa OTMeYanncb Nepuoibl YPEXeHUs NMpUnaakoB U YMEHbLIEHUS TMNEPKUHE3OB, HO B
Luenom 60se3Hb NporpeccupoBana, U B Bo3pacte 12 NeT OH yMep B COCTOSHMU rNy60KoM MHBanuau3auuu.
MaToMopdoNornyecknMmn AaHHbLIMKU aBTOPbI HE pacrosarator.

Habnwoaenwue 2.

BonbHas E., 9 netr — xwutenbHuua CapaToBCKOW 065.; poAUTENN PYCCKUE, YPOXEHLbl cCoceaHuxX cen;
cecTtpa 7 net 3p0poBa. Npe- U nepuHaTasbHbIiM Nepnoabl, pa3BuTnUe Ha 1-M roay »unsHM — 6e3 naTosIornu.
Bceraa 6blna HEMHOrO «HEYK/HOXEW»; A0 3 NeT OTMeYyanucCb AUCAANUs U HOYHble CTpaxu C aMHe3uen,
pacLeHMBaBLUMECS KaK HEBPOTUYECKHUE.

B Bo3pacte 4 net crana cnerka noABOSlakKMBaTb MPaBYyK HOry, 4eMy He npuaann 3HadeHus, TakK Kak
ABUraTenbHas akTUBHOCTb HE CHM3MMAcb. B UenoM geBOYKY cuuTanu 340poBOoM. B 6 neT nmowna B wWKoOAy,
HO yXe B NepBOM KJlacce BbISSBUINCb TPYAHOCTU B y4yebe n obleHnn co cBepCcTHMKaMn; bolna Heycuaumea,
nosiBuNacb HeyrnopsiAo4YeHHOCTb NOBeAEeHUs. YUUTbCS Ha AOMY MO BCNOMOraTtesibHOM MporpaMMe TOXe He
CMOrna, He Hay4yunacb umtaTtb. [CMXOHeBpoONnornyeckme paccrpomcrtea 6bICTpO HapacTanu: pedyb CTana
3aMef/IeHHOW, pacTAHYTOW, «CMa3aHHOM», a B NOCNeAHUN Mecsl yTpaTuiacb; NosiBUAUCb HEYCTOMUYMBOCTb
NnoxoaKu, runepkumHesbl pykK (ateTtomaHass YCTaHOBKA Kucten, Tpemop), Aaucdarusa, ¢ 9 ner —
reHepanm3oBaHHble CyAOpOXHble npunagkn (B CcpeAHEM ABaXAbl B HeAent); pe3ko Cy3uncs Kpyr
WHTEpecoB, CHU3WINCb MaMsATb, BOCMPUATUE; NEepuUoANYECcKM arpeccuBHa. B nocnegHee Bpemsa yTpatuna
HaBbIKW OMPSATHOCTU M caMoobcnyXmBaHusa. XoAMUT CaMOCTOSATENIbHO, HO HEYCTOMYMBO. 3peHME N CIyX He
HapyweHbl. CoMaTnyeckmnx xanob Hert.



Mpu ocMOTpe YCTaHOBMAEHO, YTO BHELWHOCTb W TenocnoXeHwe obblyHble. B HeBponormyeckoMm craTtyce:
BepTMKanbHasa odTanbmonsermusa (Co cnoB Mmatepu, AaBHASA); 6ynbbapHbii cuHapoM (amncdarnsg, aHapTpus);
NMPaMUAHO-MO3)XEUKOBbIN  CUHAPOM;  3KCTpanupaMmuiHblX CUMMATOMOB Ha MOMEHT OCMOTpa HeT.
BolpaxxeHHass gemeHums, Ho 6onbHasaA crnocobHa OrpaHUYeHHO MOHWMMaTb pedb W BbIMONHSATb MNPOCTblE
WHCTPYKUWK; noBeaeHne yrnopsgoyueHo.

Mpy MarHWTHO-pe30oHaHCHOW Tomorpaduu 6blia BbisiBfieHa reHepanmM3oBaHHasi aTpodus Kopbl 60nbLIMX
nonywapum u Mo3xXeuka, Mpu3HaAKM nopaxeHus 6enoro Bewecrtsa. [1las3Hoe AHO He W3MEHEHO.
YNbTpa3ByKoBOe WUcCClefoBaHWe OprOWHOM MNOSIOCTM  MOKa3ano YMEepeHHYK renaTtocrnjeHoMeranmio
(dbn3nkanbHO OHa He BbISABASIACD).

Hanunune renatocnsieHoMeraimm un OCOBEHHO BepTUMKaNbHOW oOdTanbMonsernm [ano OCHOBaHMe
npeanosioXnTtb Hannumne 6onesnmn HIM-C.

B nnasMe kpoBu 6blna 06HapyXXeHa MNOBbIWEHHAs aKTUBHOCTb XMTOTPMO3MAA3bl, MapKkepHoro depMeHTa

NN30COMHbIX 6onesHen HakonneHus: 575,0 HMomnoeu (Hopma 4,5—198,0 HMeomMnou). CnegyoWwmMM 3TanoMm
aunacb AHK-gmnarHocTmka: nonck mytaumm B reHe NPC1, oTBeTCTBEHHOM 3a nojasnstouiee 60bWNHCTBO
cnydaes 6one3Hun HIM-C. BHayane MeToAoM NOSIMMEPA3HO-LENHON peakuuun bbina UCKtoYeHa OTHOCUTENbHO
yactas MyTauus Ilel06Thr; 3aTeM npoBenn NpssMOe CEKBEHMPOBaHME KOAMPYIOLLMX NOCIenoBaTeIbHOCTEMN
reHa v BbigBMan MyTaumto Prol007Ala B reTepo3mroTHOM COCTOSIHMM (MOUCK BTOPOr0 MyTaHTHOro annens
He nNpoBoAMNCS: Npu peakoM 3aboneBaHuKn, KaknM aensaetcs 6onesnb HIM-C), naeHTMdUKaumnsa gaxe ogHoOm
U3 ABYX MyTauun SBNSETCS AOCTAaTOYHOM ANs NOATBEPXAEHUS AMarHo3a, a TakKXe Ans npoBeaeHus B
nocneaytowem npeHaTtanabHON ANArHOCTUKMN.

MNpencrtasneHHble HabnwaeHUs — nepBble MPUXU3HEHHO BepuduuMpoBaHHble ciydan 6onesHu HIM-C B
Poccun. B Mmpe 6onesHb BCTpeyaeTCs MOBCEMECTHO, HO MMEET o4varm NoKanbHOro HakonseHums B KaHage
(dbpaHKOA3bIYHbIN M30NaT Akaams B npoBuHumMm Hoasa LWotnanHausa) m B CLUA (naTMHoaMepuKaHCKUMN
n3onat B wrtaTte Konopago). Akaackyto opMy paHblue BblAENSAIN KaK caMoCTosATeNnbHbIM Tun D, HO cenyac
OT 3TOro OTKasanucb: B 06omx nsonatax 6onesHb He nmena Kakux-nmbo ocobeHHocTen.



Bone3Hb HIM-C BCcTpeyaeTcsa yvawe, 4yem Tunbl A n B, BMecTe B3dTble. [laHHble 06 ee pacnpoCTpaHEHHOCTU —
npumepHo 1: 150 TbiIC. — HECOMHEHHO 3aHMXEHbl U3-3a TPYAHOCTEN BbiBeHns 19.

Ona 6one3nn HM-C TunmMyHa MaHudectaums B AeTCTBE, XOTS BO3pacT MauMeHToB K Hadany 3aboneBaHus
LWUMPOKO BapbmpyeT — OT CpOKa BHYTPUYTPOOHOro passBuTusa A0 6-ro gecatuneTms XmsHu. OCHOBHYIO 00
(50—60%) cocTaBnsieT oBeHUbHasa opma, AN KOTOPOM TUNUYHO Havano B 5—10 net. B MnageH4yecTse n
paHHeM AeTcTBe pa3BuTue 60/bHbIX HE HapyLWeHO, 3aTeM MOoSBASITCA HapyleHuss noBeaeHns (NOpon mx
3aMeyvyaloT B AETCKOM caay), Herpybas n meaneHHo nporpeccupylowas atakcusa (pebeHka A0Aro cyMTaroT
KHEYKIOXUM>»), AMn3apTpus, 3aTpyAHEHME NMUCbMA, CHMXAETCS YCrNeBaeMOCTb, HO BblpaXKeHHas AeMeHUUs
06bl4HO pasBuBaeTCca AUWb CnycTs rogbl 12, 19, 25. O6a Hawu HabnwaeHuUs OTAMYAKTCS AO0BOJIbHO
paHHMM HadanoMm wn O6bIcTpbIM (0cobeHHO Yy 6onbHOro [1.) TeyeHMeM, HO MO XapakKTepy CUMMNTOMOB
COOTBETCTBYIOT HE AETCKOW, HauYMHatoLWencsa B Bo3pacte 2—4 neT toBeHuNbHOn dopmMme.

OCHOBHble KIMHUYecKne npusHaku 6onesHn HM-C cymMmupoBaHbl B Tabnuue.

Tabsmya 1. KnnHUYeCKue nNnpusHaku roBeHunbHou 6onesHn Humana—MNuka, Tun C



IIpioHak bomnoi IL., 8 ner bommag E, 9 ner IIo pamHER THTEpATYPEI

BospacT Hauana 0OIesHH, TOOEI 5—6 4—6 5—10
Beprixamaeni odrammoniapes + {1 + +
T¥mepiamest ++ + +
ATIKCHA + +/— +
Paccrpolictea peun s + =
Hememmia ++ + +
DIANeTICHT G a i
Karanmexcia — — +
Ibmenenna KI/MPT e & S
TemaTocIeHOMeT A T — 5 +/—

TUNWUYHBIM  CUMMMTOMOM $BNSIETCS TOPCUMOHHAs AUCTOHUSA, B CBA3WM C 4yeM HI-C HasbiBalOT Takxke
«IOBEHW/IbHBbIM AUCTOHUYECKUM NNUNMNAO030M». [UCTOHMS 4AaCTO HAYMHAETCS C HACUIbCTBEHHOro MOBOPOTA
ronoBbl (4TO NOHAYany MOryT pacUeHUTb KakK TUKK), BbIHYXAEHHOIr0o NOJ0XEHUS PYK UAK CTon npu xoabbe,
HO NocCTeneHHO npuobpeTaeT reHepanmM3oBaHHbIA XapakTep. MnepknHesbl 6biIM pe3Ko BblpaXeHHbIMYU,
nonnMopdHbIMK Yy 60nbHOrO M. N NokanbHbIMU, Y 601bHON E. HerpybbiMu.

CneunduyHbii CMMNTOM 3aboneBaHUs — BepTMKaNbHbIM HaabsAAepHbIn odTanbMonapes, CBSA3aHHbIN C
nopa)eHueM CTBOJIOBbIX HEMPOHOB. MIMEHHO 3TOT NpuU3HaK, 0bbIMHO He 3By4awmi B xanobax n Tpebyrowmnmn
NpULENBbHOro BbIIBNEHMS, NO3BONA NPeanosioXnTb Hannumne 6onesHmn HM-C y 6onbHOM E.; 3TOT Npu3HaK y
6onbHOro . 6611 OLEHEH TONIbKO KaK BEPOSTHbIN.



BepTukanbHbih odTanbMonape3 0CO6EHHO TUNMYeH ANS BEeHUNbHOW @GOPMbl, HO He SBASETCH HU
obnuratHbiIM 4, HW NATOrHOMOHWYHbIM TMPU3HAaKOM: OH BO3MOXEH TaKXe npu radrnnmosmpose GM2,
MUTOXOHAPUANbHbIX  60MEe3HAX,  HEeKOTOpbIX  OpraHW4Yyeckux  aumaypusx, renaTtoNeHTUKYSpPHOM
aereHepaumun, xopee eHTUHITOHA, aKaAHTOLMTO3e€ W MOPAXEHUSAX CTBOJSIa HEereHeTU4Yeckom npupoabl 23.
Ewe oanH cneunduyHbin CUMMNTOM (OTCYTCTBYIOLWMUN Y HAWMX 6ONbHbIX) — KaTanaekcus, Kak npasBunio,
npoeBounpyemasi cMexoM (renactunyeckasl); CTeneHb ee pas/indHa — OT JIerKNUX <«KJ/IeBKOB» rOJI0OBOM [0
ATOHMYECKUX MNafeHUN, OCNOXHSAWMXCS TpaBMaMn; 3TOT NPU3HAK TakXe CBA3aH C NOopaXKeHueMm CTBosa U
6bonee xapakTepeH ANa MO34HMX CcTaaun 6onesHn. Bo3MoXHa 3nunencmss C npunagkamm pasHoro
XapakTepa, Kak B 060ux Hawunx HabnoaeHusax. Peakmm cMuMnToM — geMuUesIMHU3npyoLwWwas noamHenponaTus
28. lenatocnneHomeranusa npu 6onesHn HI-C BblpakeHa NO-pa3HOMY; HepeaKO OHa MMeeT NEerkyw uam
YMEepeHHY0 cTeneHb (Kak y Hawwux 60/bHbIX), MOXET yMeHblaTbCs cOo BpeMeHeM, a y 10% 60nbHbIX
BoobLuLie OTCyTCTBYET.

B noapoCcTKoBOM BO3pacTe HacCTymnaeT ncuxuyeckas W ABuratenbHas WHBaNMamMsauus, pa3BUBaKOTCH
ancdarns, pacCTponcTaa AbixaHus, 60nbHblIe YMUPAIOT B KOHLE BTOPOro — Ha TPETbEM AECATUNETUN XKXU3HU
(vHOrpga paHblle, Kak B NepBOM HalweM HabnaeHnn), o6bI4HO OT SIErOYHbIX OCNOXHEHUN.

Hapsay € «Knaccnmyeckom» HBEHUIbHOM CYLLECTBYHOT aTUNMYHbie OpMbl, K KOTOPbIM OTHOCSAT KaK O4YeHb
paHHue, Tak 1 no3aHune (c HavanoMm nocne 18 net). MNMocnegHue He CTONb peakn: Hanpumep, n3 52 601bHbIX
HM-C, neumnBwmnxcsa B knnHmke Mano (CLLUA) B 1976—2000 rr., y 5 6b1510 Ha4ano BO B3poC/nOM Bo3pacTte 13.
Mpn no3aHen passuBlwenca 6onesHn HIM-C Ha nepBbin MAaH BbIXOAAT MNCUXUYECKUME WU KOrFHUTUBHbIE
pacctponcTtBa. OHM 4acTo SABASAKOTCH HayasbHbIMM NpuU3HakaMu 60N1e3HM U MOryT AOJSIFT0 AOMUHMPOBATb B
KIIMHUYECKON KapTUHe, Macknpys gpyrme cumntombl 1, 13, 22, 4TO MHOrAa AaeT OCHOBaHWe npeanosioXnTb
wusodpeHuto 22, 24. NMcmxmyeckne paccTtpomcTea MoryT 6biTb BegyLlwMMuM U NpyM NOAPOCTKOBbLIX (PopMax.
Tak, 6bina onucaHa 2 16-neTHA9 AeBYyLUKA, TSXenbl NCUX03 Y KOTOPOM Mackmposan cabo BblpaXKeHHble
KOFHUTMBHbIE W HEBPONOrM4yecKkne pacCTpoMCTBa, a JAaHHble MarHMTHO-Pe30HaHCHOW ToMorpadum
COOTBETCTBOBa/IM HOpMe. YTO KacaeTcsas HeBpPOAOrnMyecknx CuMnToMoB nosgHen 6onesHnm HIM-C, TO
Hanbonee yacTbl aTakcua (CTaTuyeckas v AMHaMuMyeckas), Au3apTpus; BepTuKasbHas odTanbMonnerns m
AONCTOHUSA HabnwaalTcsa pexe, 4YeM npu tBeHunbHon dopMme (M He B Hadane 6onesHun), elle MeHee



TUNWYHbI NUpaMuaHble M 6ynbbapHble paccTponcTBa, 3nNunencus; cnaeHoMmeranusa wmumeetcsas y 50%
6onbHbIX, renaTomMmeranna — Bcero y 10—15% 9, 11, 16, 19, 21, 22. OnnucaH No3aHUN BapuaHT 6one3Hun
HM-C c kapTMHOW paccesiHHOro cksepo3a 4. EcTb oTAenbHble HabnaeHUs MHOrosieTHEN M30MPOBAHHOMN
Cn/ieHOMeranmu: MNOopon TOJIbKO TUCTONIONMYECKOe UuCcefoBaHUe cenie3eHKM nocne  CrnaeH3KTOMUU
3acTtaBnsieT AONYCTUTb BO3MOXHOCTb pa3suTtusa 6onesHn HIM-C 5, 10, ogHako, Kak nNpaBuio, gaxe ecniv B
Hayane 60ne3HM HeBpOSIornyeckne n TMncuMxmyeckme pacCTpomCcTBa OTCYTCTBYHT, CO BpPeMEHEM OHU
nosiBnsaoTCa 12.

B cemelHbix cnydasax 6one3Hn HIM-C npeobnagaet BHyTpUceMenHoe CXOACTBO MO XapaKTepy pacCTPOWCTB,
XOTH UX TAXKECTb MOXET BapbuposaTtb 15, 16, 27.

N3MeHeHns KapTWHbI FOSIOBHOrMO MO3ra MNpU PEHTFeHOBCKOW M MArHUTHO-pPe30HAaHCHOM ToMmorpaduu B
cny4daax 6onesHn HIM-C HecneumduyHbl: aTpoduyeckme U3MEHeHUst Mo3ra, 0CobeHHO Mo3XeuKa, pexe
U3MEHEHNs MepuBeHTpUKYnspHoro 6enoro Bewectsa (To u gpyroe uMmenocb y 6onbHon E.), B 4yactu
C/ly4aeB OHU Bblpa)XeHbl MUMHMManbHO (Kak y 6onbHoro l.) nnu Boobue oTcyTcTBYOT. KapTuHa 33 Takxe
HecrneundunyHa: anddysHoe 3amenneHme 6M03N1eKTPUYECKON aKTUBHOCTU UM 3NuaenTuyeckas akTMBHOCTb
(BHE 3aBMCUMMOCTM OT HaNMuus NpuMnagkoB). YTo KacaeTcsi AaHHbIX MNATOMMCTONOMMYECKUX MPU3HAKOB, BO
MHOIMMX TKaHAX OOHapy>XWBAKTCA MEHUCTble KNETKW U Na3ypHble FMCTUOUUTbI, HO U OHWU He SABASAKTCA
cneundudHbIMn. Bnoncusa KOCTHOroO MoO3ra Ha paHHUX cTtaauax 6onesHn HeumHdopmaTuBHa; 6Guoncus
neyeHNn wuMeeT [AMAarHOCTUYEeCKOe 3HadeHue TONbKO MNpU paHHMX petckmx ¢opmax. CneunduydHbln
TMCTOXMMUYECKMA Npu3Hak 6onesHn HIM-C — HakonneHue HesaTepnduumMpoBaHHOIO XonecTepuvHa B
nmn3ocoMax. MIMeHHO Ha ero obHapy>eHun oCHOBaHa bMoxmmmyeckasa gMarHoCcTuka 3aboneBaHums.

B koHue 1990-x ropgoB nosiBunacb AHK-amnarHoctuka 6one3nun HI1-C. Bone3Hb okas3anacb reHeTudecku
reteporeHHon: 95% cny4yaeB coctasnseT 6onesHb HIM-C 1-ro tmna (NPC1; MIM 607623), cBsizaHHasa C
reHoM NPC1 B nokyce 18qgll-ql2. B HacToslwee Bpems u3BecTHO 6onee 180 MyTaumm 3TOro reHa,
npeobnagatoT MmcceHc-myTaumm 8. OTHOCUTENbLHO YacTon sBnsieTcs oaHa n3 Hux — Ilel06Thr. W. Park un
coaBT. 18, aHanuaupoBaswme 143 HepoACTBeHHbIX 60nbHbiX HP-C, obHapyxunm 114 mytaumnm NPC1,
npunyeM myTtaumsa Ilel06Thr BcTpetnnack B 18% annenen. Mytaumsa Prol1007Ala, HanaeHHas y 6onbHOM E.,



y>Xe 6bia onmcaHa B 1999 r. 8, HO 60/IbLUMHCTBO MYyTauUUN 3aperucTpupoBaHbl OA4HOKPATHO, T.e. SABASAITCSH
«UHAMBMAYANbHLIMW» AN Kaxaow cembun 1, 6, 18, 19.

Okono 5% cnyyaeB npuxoautcsa Ha 6one3Hb HIM-C 2-ro tuna (NPC2; MIM 607625), cBS3aHHYIO C reHOM
NPC2 (HE1l) B nokyce 14qg24. K HacToslweMy BpeMeHM M3BECTHO nub MeHee 30 BepndMUMPOBAHHbIX
cnyyaeB 8, 26. TeppuTOpManbHOro UM 3THUUECKOro HakKonjeHns 3Ton hopMbl He OTMeyeHo. B uenom no
KnnHun4yeckon kaptuHe HIM-C 2-ro Tnna He otnndaetcsa ot HIM-C 1-ro Tmna, HO nNpu Heun Bbilwe A0S paHHUX
TSXenblX cnyyaeB. M3BeCTHbl M no3gHue BapuaHTbl HIM-C 2-ro tnna. Tak, H. Klunemann un coasT. 14
onucann aByX cectep paHKO-KaHaACKOro MpoUCXOXAeHUs, roMo3nrotT no mytaummn Val39Met, y KoTOpbIX
60one3Hb NposiBMNACh B KOHUE TpeTbero AeCATUNETUS XU3HU NCUXUYECKMMN HapyLEHUSAMU U AeMeHumen C
nocneaywwmm npucoeamHeHneM 3KCTpanupaMuiHbliX pacCTPOUCTB UM BepTUKaANbHOW oOdTanbMonaermu.
OnucaHo okono 20 mytaumin NPC2, ogHa n3 kotopblx, Glu20Stop, 3apeructpmposaHa HeogHOKpaATHO 8, 26.

Mpu o6enx reHeTnyecknx dopmax, ocobeHHo npu 6one3dHm HIM-C 2-ro Tuna, BbIB/EHbl TreHo-
deHoTUNNUECKME Koppensaumu: CBSA3b KAMHWMYECKOW KapTUHbl U BMOXMMUYECKMX NapaMeTpoB C BUAOM
MyTaumm 6, 12, 14, 17, 18, 26. «HebnaronpusaTtHon», B 4acTHOCTU, aBnsdeTca MyTaumsa Glu20Stop, uto
obbsacHseT 60onee BbICOKYIO A0 TSXENbIX CNy4Yaes.

MHOrOUYMCNEHHbIE MOMbITKN MEeAMKAMEHTO3HOro U AMETUYECKOro BO3AEUCTBMS Ha JUMUAHbIN O6M€H, a

TakXe TpaHCnJaHTauumM KOCTHOrNO Mo3ra ueunu nedeHu npu 6onesnmn HM-C He npuBenn K ycnexy 12, 19.
OnHako B nocnegHee BpeMsi NOSIBUNMCH AaHHble O NONOXUTENbHOM 3 deKkTe npenapata MUMCTAT Kak Yy
oTAENbHbIX 60/bHbIX 3, TaK U B KOHTPO/MPYEMbIX UCAbITaHUAX 19. DTOT HEKOMMEpYECKMIM NokKa npenapar,
nepBoHa4yanbHO CO34aHHbIM Ana nedeHus 6onesHn lowe, WMHMMBUpyeT rAMKO3UIULEPAMUACUHTAsy —
pepMeHT, KOTOpbI KaTanu3mpyeT MepByk CTaauilo CUHTE3a MUKOCHUHIoAMnMaoB U TEM CaMblM MOXET
NpenaTcTBOBaTb MX HaKOMAEeHWUo. BaXkHbIM AOCTOMHCTBOM MUIAOCTaTa sIBNSeTCAS CnoCObHOCTb MPOHWMKATb
yepes rematoaHuedannyecknin bapbep.

TepaneBTMYECKME MEPCNEeKTUBbI MOBLIWAT BaXHOCTb CBOEBPEMEHHOW AMArHOCTMKKM 6one3Hn HM-C, B
OCHOBE KOTOPOM AO0JIXKHA NexaTb KIMHMYEeCKasl HaCTOPOXEHHOCTb HEBPOJIOroB, MeauaTpoB, MCUXMATPOB,



TepaneBTOB, MEHETUKOB W Apyrux crneuuannucrtos, B 4be MNoje 3peHuss MOoryt nonagaTtb 60SbHble C
paccMaTpuBaeMbiM 3aboneBaHumeM.
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