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MYTaHTHOTO T€Ha — ayTOCOMHO-PEIECCUBHBIN, B TTOIABIISIIOIIEM
GonmbIMHCTBe ciydaeB (okosmo 95%) 3aboneBaHre OOYCIOBIEHO

bonesnb Humanna—ITuka tuna C (HIT-C) — ogHa u3 Ho-
30JI0rMYeCcKrX (hOPM HACJIEACTBEHHBIX HEMPOBUCLIEPATIbHBIX 3a-

0oJeBaHUt, OTHOCSIIUXCS K JIM30COMHBIM OO0JIE3HSIM HAKOTLIEe-
HUST, TPUUMHON Pa3BUTHSI KOTOPOIA SIBIISIETCS] HAPYILIIEHNE BHYT-
PUKJIETOYHOTO TPAHCIIOPTa XOJIECTEPUHA C HAKOTUIEHUEM €ero
HeaCcTepUdUUUPOBAHHON (QpaKiMy, TIMKOCHUHTOIUNUAOB,
chunromuenuHa B LIHC, opraHax peTUKyJIO3HAOTEIUATbHON
cUCTeMbl (IEYEHU U ceie3eHKe), Jierkux [1—3]. Tun nepegaun

OouayutenbHbIMU MyTaumsiMu B teHe NPC1 (18ql1-ql12) [4], mpu-
61m13uTeNbHO B 5% cityuaeB — B reHe NPC2 (14q24.3) [5]. B Hopme
oenku, kogupyeMble reHamu NPCI u NPC2, peryavipyloT UHTpa-
LIeJUTIOJISIPHOE TIepepaciipe/ie/IieHUe X0JIeCcTepuHa 1 TNTMKOC(HUHTO-
JIUTIIOB Yepe3 MeTaboIM3M oKcHcTeposioB [6, 7]. PesyiasraTom
MyTaluii B JIIOOOM 13 NaHHBIX TEHOB SIBJISIETCSI PA3BUTHE CXO[I-



HBIX TUTIOBBIX KJIETOYHBIX TTATOJIOTMUYECKUX MPOIIECCOB, BKITIO-
YalolIUX OJOKMPOBaHUE 3CTepU(pUKAIIMN XOJIECTEpUHA, Hapy-
IIeHWe BHYTPUKJIETOUHOTO TpaHCIOpTa JIMIUIOB, Pa3BUTHE
arnonNTOTUYECKOTO Kackaja, YTO U MPUBOJUT K MMOCTETIEHHOM -
0eqM KJIETOK opraHoB-muiieHeir [8, 9]. 3abosneBaHue uMMeeT
XPOHUYECKOe HEYKJIOHHO TpOrpeccupylolliee TeUeHne, Xapak-
Tepu3yloleecst pa3BUTEM IJTYOOKOI MHBATUAN3AIINN U TIPEXIe-
BPEMEHHOU CMEPTHIO TTALIMEHTOB.

B HacTosiiee BpeMsi B 3aBUCHUMOCTH OT BO3pacTa ae0roTa
HII-C BbiAensiioT neprHaTaabHYyIO, MIaJIeHYECKYIO (pPaHHIOI U
MO3/IHIO), IOBEHWIbHYI0O M B3pOCylo (opMbl 3a00JieBaHUs
[10]. HanbGonee yacTo BcTpeuyaeTcs 0BeHUIbHas (popma, KOTo-
past nieGroTupyeT B Bo3pacte 6—15 siet (varie g0 10 jet). Bapoc-
nast ¢opma 3a00JIeBaHUS C HAYaJIOM TTOCJIe 15 JIET BBISBIISIETCS Y
10% GonbHbix [11, 12].

HII-C xapakrepusyercsl KpailHeil cTerneHblo0 Bapuadesb-
HOCTU BUCLEPAIbHBIX, HEBPOJOTMYECKUX U TICUXUUYECKUX Hapy-
MIeHNI, UMEIoIel 3aBUCUMOCTh OT BO3pacTa IOSIBJICHUS TIep-
BBIX KIIMHUYECKUX TTPU3HAKOB. BuciiepaibHbIe CUMITTOMBI TIpe-
BaJIUPYIOT TIpU HauboJlee TSKeIoil paHHelr MaHUdecTalluy 3a-
0oJieBaHMSI, HEBPOJOTUYECKME U MCUXUIECKHE HAaPYIIEHUST BbI-
XOMIIT Ha TIEPEIHUI TIJIaH TI0 Mepe YBEIMYEHUS BO3pacTa 1edroTa
3a0oseBaHus. Kak mpaBuiio, nepuHataibHasl U paHHsISI MJIaJeH-
yeckast popmbl HIT-C nis munaneHuUeB JieTaabHbl, TPOSIBIISIIOTCS
deTarbHBIM acIIMTOM B aHaMHe3e, TenaToCIUIeHOMeTaInei Ho-
BOPOXICHHBIX C JUTUTETLHOM KEITYXOM WIIA XOJIECTa30M, pa3BU-
THEM JIETOYHOTO MH(MWIBTPATUBHOTO MPOLIECCca, MBIIIIEUHOM TH-
notonueit. [Ipu neGrote 3a6oseBaHus B 2—6 JieT (IMTO3IHSST Mya-
neHyeckasi hopma) HabJII0JA0TCs TPOTrPeCcCUpyIOLIe HEBPOIO-
TUYecKre HapylmeHUsT U 3aepkKa ICUXOMOTOPHOTO Pa3BUTHSI,
TeTIaTOCTUIEHOMETAINST WJIM W30JIMPOBAHHAS CIUICHOMeTaIus,
YacTO HOCSIIAs XapaKTep «IeIMKATHOTO» YBEJIIMUCHUSI CeIe3¢H-
KU, BBISIBJISIEMOTO TOJIbKO Mpu Y3U BHyTpeHHUX opraHos [13],
KOTOPOE MPaKTUUECKN HE KOPPEJIUPYET C HEBPOJIOTUYECKUM Jie-
GULIMTOM, TSKECThIO WM CTaaueit 3a0o1eBaHus.

Ha riwoHomeckyro ¢dopmy HII-C npuxonutcs 06ogee
2/3 Bcex MaHUdecTanuii 3a00JIcBaHMS, OHA XapaKTEePU3YeTCsI
«KJTACCUYECKUMI» KIIMHUICCKUMU TPOSBICHUSIMHU. TUITMYHBI-
MU CUMIITOMaMHU TpU 1e0r0Te TaHHON (POPMBI SIBISIIOTCS HEYK-
JIIOKECTh, CIIOXKHOCTU C BBITTOJIHEHMEM HOPMATUMBOB Ha YpoKax
GbU3KYJIBTYpbl B IIKOJe. B nanbHeiiliem aBuraresibHble pac-
CTpOICTBA HApacTaloT, Pa3BUBAIOTCS aTakcusl U (hOKaJlbHbIE, a
3aTeM U TeHEPaTM30BaHHBIC MPOSBIICHUS TUCTOHUH, BO3MOXKHBI
XOpeoaTeTOMIHbIE TUIIEPKUHE3bI, MUOKJIOHIH, TPEMOD, TIPHUCOE-
IMHEeHWEe OpamvKMHETMYECKOTO CHHIpPOMa, MOTOPHOM arpak-
cun. Becbma xapaktepHbIM (Goiiee yeM y 90% malmeHTOB) paH-
HuM npuzHakoM HII-C sBisiercst cyrnpaHyKJeapHbIil odTaib-
MoTiape3 ¢ HapyleHueM BepTUKaJILHOTO B30opa, 6oiee BhIpaXkeH-
HBIM TIPH TIOTIBITKE ClieXXeHUs BHU3. CodyeTaHue BEpPTUKATBHOTO
CyMnpaHyKJIeapHOTo Tapajiiya B30pa ¢ aTaKCUe U TUCTOHUEH Y
MalMeHTOB MOJIOIOTO BO3pacTa CUMTAETCsl OMHUM M3 HamboJsee
naTorHoMoHWYHbIX nposiBiieHuii HIT-C. 1o Mepe pa3Butus 3a-
GoJsieBaHMsI TIPUCOETUHSIOTCS OyIbOapHbIe U TICeBIOOYIbOapHbIe
paccTpoiicTBa, TPOrpeccupyeT KOTHUTUBHBINA NeUIIUT BITIOTh
IO pa3BUTHS IPyOOil JEMEHIINM.

3amepskKa IICUXOMOTOPHOTO ¥ peYeBOTO Pa3BUTHSI — Xapa-
KTEpHOE TICUXOHEBPOJOTMUYECKOE TPOSIBJICHUE 3a00JeBaHUS Y
nereii. YacTo katacTpoduueckoe CHUXKEHUE IIKOJIbHOM ycreBa-
eMocTH siBjsietcst iepBbiM cummntoMoM HIT-C. Y 30—50% manm-
€HTOB BO3HMKAIOT TapIaibHbIe WM TeHepaTn30BaHHbIC TN -
JIETITUYIECKYE TIPUTIAAKY, Y TIOJIOBUHBI AeTel HaOI0oaacTCs rejia-
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CTUUECKasl KaTaruleKCUsl — TIPUCTYITBI TeHePaTM30BaHHOM MBbI-
[IEYHOI aTOHWW, TIPUBOJSIIINE K TAJeHUSIM 0e3 yTpaThl CO3Ha-
HUSI, IPOBOLIUPYEMbIE TIPEUMYIIECTBEHHO MO3UTUBHBIMU TICHU-
XOOMOLIMOHATBHBIMU peakiusiMu. [1oapocTkoBble U B3pocibie
opmbI 3a60JIeBaHNST MOTYT Ie0IOTUPOBATH CXOTHBIMU HEBPOJIO-
TMYECKUMU HapyIIeHUsSIMH, XOTsS U ¢ 0ojiee MEIICHHBIM IpO-
IpecCUpoBaHKMEM, BIUIOTh 0 5—6-i1 IeKabl )KU3HU. Y MOIPOCT-
KOB M B3POCITBIX MOTYT HAaOJIOAAThCS TAKKE SIBHBIE TICUXUIECKUE
HapyleHus — apheKTUBHBIE PacCTPOMCTBA (Aempeccusi, OUIo-
JISIPHBIE PACCTPOMCTBA), TTPOSIBIICHUSI 00CECCUBHO-KOMITYJIbCUB-
HOTO CHUHIpOMa, IM30(DPEHONOA00HbIE TICUX03bl C OperoM U
raJuTolMHauusIMu, arpeccueii [12, 14].

Brnunemuonorus HII-C n3yyeHa HegocTaTouHO, OTHA-
KO WMEIONINecs] NaHHbIe, BKIIOYAIOIINE TMOATBEPXKISHHBIE
MpeHaTajbHble CIy4Yaud, 3aKOHUYMBIIUECS] BHYTPUYTPOOHOI
CMEpPThIO TLI0/A, CBUIAETENbCTBYIOT O TOM, YTO B MOMYJISILUU
3anaaHoii EBpornbl 3a601eBaeMOCTb cocTaBisieT 10 1 ciyydast
Ha 100 Tbic. XXuBbIX HOBOpOXIeHHbIX [10]. [Tockonbky HIT-C
OTHOCUTCS K OpdaHHBIM 00JIe3HSIM, UCTUHHAS YacToTa ee B
TIOTYJISIIIUY MOXeT OBITh BechMa HEIOOIIEHeHa BCJIEeNCTBUE
CJIOKHOCTU AMATHOCTUKM U HEAOCTAaTOYHOU OCBEIOMJIEHHO-
CTU HEBPOJIOTOB U MEIUATPOB O JaHHOU Ho3osoruu. B nure-
patype onyOJMKOBaHO 0OJIbIIIOE KOJUYECTBO MCCIEeIOBaHUI,
TTOCBSIIIIEHHBIX ATUOJIOTUH, TMAaTOTeHe3y, TMarHOCTUKE U M-
dbepenumansuoit nuarHoctuke HIT-C, pazpaboraHbl MHIEKC
BEPOSITHOCTU HaMuMs 3a00eBaHus [15] U KauHUYeCcKue pe-
KOMEHIAILMKU 110 JUarHOCTUKE U BeAeHUIO maiueHToB [16]. B
MOCJeHUE TOAbl MOSIBUIUCH OTEYECTBEHHBbIE MyOJIUKAlLIUU,
Kacaloluecsl pa3JIMYHbIX acleKTOB KIMHMYECKHUX IPOSsIBIIE-
Huii u nuardHoctuku HII-C [3, 14, 17-22].

HII-C gaBnsercss ogHUM W3 HEMHOTUX HelipomereHepa-
TUBHBIX 3200JIeBaHUI, AJISI KOTOPBIX pa3paboTaHO 3THOMATOTe-
HETUYECKOE JIeYeHNe ¢ TPUMEHEHUEeM Mpernapara MUraycTar' B
KauyecTBe cyOcTpaTpeayuupyloiieii Tepanuu. Muriaycrar, siB-
Js1sicb N-aJIKMJIMPOBAaHHBIM MMUHOCAXapoM, KOHKYPEHTHO
WHTUOUPYET MIIOKO3WIEPAMUICUHTA3Y, KaTaau3UpPYIOILyIO
TePBBIA 3Tall CHHTEe3a OOJBIIMHCTBA TIIMKOCHUHTOIUITUIOB,
YTO YMEHBIIIAeT UX WHTpALeJUTIONsIpHOe HaKoruieHue. [Ipema-
paT cTabuaM3upyeT raa3oABUraTeabHble GyHKIIMNA, KOTHUTUB-
Hyl10 cdepy, IJIoTaHue, YMEHbIIAeT BIPAXXEHHOCTb IBUTaTeb-
HBIX HapylIeHU, YBEIUUYMBAET MPOJOJIKUTEIBHOCTh XU3HU
ManueHToB, 3G@MEeKTUBEH TPU TCUXUYECKUX HaPYIIEHUSX
[23—25]. HeoOxoauMbIM MOKa3aHUEM JJIs1 HA3HAYEHUS MUTITY-
cTaTa SIBJISIETCS HATW4YKE Y TTalleHTa HEBPOJIOTUYECKUX Hapy-
meHuii [16].

IIpencrasisieM cOOCTBEHHOE KIIMHMYECKOE HaOJIIOAeHUE
cayyas HIT-C y B3pocioit nmaiyueHTKH.

llayuenmra I., 32 nem, eduncmeennas 0o4v y podumeneil,
cocmosuux 6 Hepodcmeennom 6paxe. IlIpu ocmompe cama xcanosa-
Aacb HA 8bIpadiceHHoe 3ampyoHenue eromanus u peuu. Podumenu
donoansAu 24canodbl HA 3HAYUMENbHYIO NOMEPI0 MACCbl meaa y 00-
yepu (bonee 30 ke 3a 5 aem), C8A3AHHYIO C HAPYULEHUEM 2A0MAHUS
U XpOHU"ecKUm Hedoeoanuem, No8MopHbvle SnU300bl ACNUPAUUU NU-
wetl ¢ pasgumuem JHCU3HEY2PONICAIOWUX CUMYayuil, a makdice wam-
KYI0 NOX0OKY ¢ yacmuvimu NadeHusMu, UsMeHeHue no6e0eHuUs: U CHU-
Jcenue namsamu.

Co cn06 mamepu, GepemeHHOCHb MPUICObI OCAONUCHANACH Ye-
D030l npepuléanus, podbl OCYU,eCMEAeHbl NOCPEOCBOM Kecapeaa
ceuenus. [locae poycoenus y desouxu ¢ meuenue 18 oneii nabaroda-
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aace yceamyxa. Pannee pazsumue npoxoouno 6e3 ocobenrnocmei,
Hauana 206opums ¢ 1,5 nem, uumamo — ¢ 4 aem.

B demcmee nayuenmia paseusasace HOpMaAbHO, comMamu-
yecku Oblia 300p06a, U3 NEPEHECEHHbIX 3A00Ae8AHULL OMMEHANUCH
AUUb npocmyorbvle 60ae3HU U Kopb, MeHapxe — ¢ 14 nem. B wikone
yuunacy nocpedcmeento. Ilpu akmuenom paccnpoce mams cooo-
wuna, 4mo no PusKyaenype 0o4b Hauje NOAYHAAA MPOUKU, MAK
KaK 0bl1a Hen08KolL, 0cobble npodaembl ucnvimoléana npu bece. Om-
MeHanuch HeKOHMAaKmMHOCMb U 3aMKHYMOCMb HpU 00WeHUU co
ceepcmuukamu. C 14 nem nauasucoe mpyonocmu 6 06y4eHuu, 00Ha-
KO Nayuenmka 3aKOHYUAA MY3bIKAAbHYIO WKOAY U HOCMYRUAQ 8
mysvikanvhoe yuuauue. C 16 nem nosguauce Hewemkocms peyu,
CAOHOMeueHue, USMEHUAOCh HACMPOeHUe: Cmana NAAKCcUugoli, nepe-
Ccmana o0uamucsi ¢ nOOPy2ami, 6bIX00UMb HA YAULY, CYUCCBEHHO
yxyowunracs ychesaemocmos 6 Koanedxuce. Podumenu ommeuanu
paszdpanxcumensHocms u azpeccughocms doyepu. Ilocmenento Ha-
DpyuleHue peuu ycuau8anoch, HOABUAUCH INU300bl NONEPXUBAHUS B0
eépems eodvl, noxodka cmana wamkoi. CHudceHue namsamu, npo-
epeccupyroujue HegpoaoeutecKue U nogedeHuecKue paccmpoiicmed
AGUAUCH NPUMUHOL NPEKPAUEHUs 00YHeHUs: nOCAe OKOHUAHUS MY-
3bIKAABHO20 KOAAEONCA NAUUEHMKA NOCMYNUAA 8 Ne0a20eUtecKull
uHcmumym, 00HaKo, He CHPAGUSUIUCH C HAZDY3KAMU, ObLAA BbIHYIIC-
dena eco ocmasumo. B 22 eoda pazeunoce ocmpoe ncuxomuueckoe
coCMosHUe: Nepecmana y3Haeams pOOCMEEHHUK08, NOSGUUCH bec-
nokoticmeo u 6030yicdenue. bBoina cocnumanuzuposana 6 ncuxua-
Mpu4ecKulli CmayuoHap, nocae 8blINUCKU Haxoo0uaach nod Hadawde-
HUeM 8paua-ncuxuampa no Mecmy MCUmeAbCmeda U NpUHUMANd
Heliposenmuk (pucnepudor). Tem He meHee ommeuanucoe NOBMop-
Hble ncuxomuyecKue 3MU300bl, U HA NPOMSICEHUU NOCACOYIOULUX
10 nem nayuenmxa yemvipe paza nocmynaia Ha AeHeHue 8 NCuxu-
ampuueckuti cmayuorap. Hapady ¢ ncuxuveckumu napyuernusmu
Hapacmanu u KOGHUMUGHbve paccmpoticmea: ¢ mpyoom 3anoMuHa-
A HOBYH) UHOPMAUUIO, He MO2AA B0CHPOU3BECIU PAHee NOAYHeH-
Hble ceedenus. Ho ocobeHHo podcmeeHHUK08 6ecnokouao noseéne-
HUe U npoepeccuposaniie HeepoN0UMeCKOl CUMNIMOMAMUKY — HA-
pyuwieHuil pevu, eromanus u koopdurayuu. Heiiposuzyasuzayuon-
Hoe uccaedosanue (KOMNbIOMEPHAs MOMOPAPUA 20108H020 MO32d
6 2005 e., MG2HUMHO-DE30HAHCHAS MOMOSPAPUS 20106HO20 MO32A 8
2007 e.) nokasano Haauvue Kucmul npo3pa4Hoil nepecopooku, He-
601bUL0E pacuiuperue 3a0HUX PO208 DOK0BbIX JHCeayO0OHKO8.

B sospacme 23 aem nayuenmka enepévie 00pamuiacs no Ha-
npasaeHul0 Heeponoea 6 MeOUKO-2eHeMUUeCKYH0 KOHCYAbMAUUI
Pecnybauxanckoeo nepunamanvrozo yenmpa (Yga) ¢ nooosperuem
Ha HellpodeeenepamusHoe 3abonesanue. l[Iposoduracy dugpgepen-
YUANbHAas OUACHOCIMUKA MeXCOy 2enamoieHmuKyIsapHoll deeexepa-
yueil (6oae3nv Burvcona— Konosanosea) u cnunoyepebenrnaphoil oe-
eenepayuell. buoxumuueckue nokazamenu medHo20 00MeHa U ypos-
HA Uepyaonaasmuna Oviau 6 npedesax Hopmul, Koavya Kaiize-
pa—Daetiwepa npu ocmompe OKYAUCIOM He 00HapydiceHvl, U 60-
Ae3Hb Buascona— Konosanosa Obina uckaruena.

Ilpednonoxcen duacHo3 aymocomMHO-peueccueHoil cRuHoye-
pebennsapHoll OeeeHepayuu, peKomMeHO08aAHO HabarOeHue U CUM-
nmomamuueckoe aeverue no mecmy scumenvcmea. Illoesmoproe 06-
paujerue cemvl 8 MeOUKO-2eHeMUHecKylo KOHCYAbMAayuro 8 Hoaope
2015 e. 6bL10 €853aHO ¢ NPOSPECCUPYIOUWUM MeyeHUeM 3a001e6aHUs
U HApaAcMauuem HegpON0UYEeCKOU CUMNMOMAMUKY Y NAUUEHMKU.

Ilpu o6sexmuseHom ocmompe nayueHmMKU Gvis6aeH depuyum
maccol meaa: npu pocme 170 cm eecum 48 ke (undexc maccol meaa
16,6). Koxcnvie nokpoewvt 6aednvle, Ha auye 6 06aacmu 6UCKO8 U
CKYA08bIX KOCMell onpedensiemcs HecKoavko muauymos. Omexos
Hem. B neexux dvixanue npogodumesi no 6cem noasim, 4acmoma obi-

xanuil — 18 6 munymy, momnsl cepoya pummu4Hsle, 4acmoma cep-
deunvix cokpauenuii — 68 ¢ munymy. XKueom npu narvhayuu oe3-
b0ne3HeHHblIl, nevenb — No Kparo pebepHoil dyeu, cene3eHKa He
nanenupyemcs. B nesponoeuueckom cmamyce: enasmvie wjeau u
3pauku paswvie, caedsaujue OBUNCEHUs 2AA3HbIX AON0K 6 20PU3OH-
manvHoU naockocmu He Hapywienvl. Tlapanuy é3opa enu3s npu cae-
JICeHUU U NOAHYLI NAPaNUY 830pa NO 6epMUKAU NPU CHOHMAHHbIX
deudcenusx enaz. Okynroyegharuneckuil peghrexc no eepmuraiu no-
A0dcumensvHulil. Jluyo cummempuyroe, OMmme4aomes: SUROMUMUSL U
caronomeueHue. Boipajcennas duzapmpus u ducghaeus, peuv mu-
xas, epemenamu Hepazbopuuea. Ilpu evigedenuu u3 nosocmu pma
A3bIK pacnonazaemcs no cpedneti aunuu. Iloroxcumenvivie xobom-
Ko@ulii U HazonabuansHblil pegaekcol. Ilapezos Koneurnocmeil Hem.
Mblweunslii monyc nosviuieH no nAACMU4ecKoMy mMuny 6 pykax,
6 Hoeax — eunomonus. Jughghysnas meiweunas ampogus Ha gone
anumenmapnoii Hedocmamoynocmu. Ommeuaemcs HeNOCMOAHHAS
ducmoHnus 6 Kucmsx u npednieuvsax obeux pyk. CyxoxcuivHule peg-
AeKcyl ouhgysHo oxcusnervl ¢ 08yx cmopor. Kucmeswie peghaexcot
Topmana u Poccorumo nonoxcumenvhot, D>S. Pegpaexc Babuncko-
20 noaodcumenet ¢ 08yx cmopoH. Iloxooka amaxmuueckas c 2ne-
Menmamu d6padukunesuu. B nosze Pombepea neycmoiinusa. Koopou-
HayuoHHble NPoObL 8biNoAHAem ¢ uHmeHyuel. /leuicenus nasvyamu
PYK (mannune) 3amedneHvl u HepummuyHsl. 4yecmeumenvruix Ha-
pyutenuil, a makice OUCHYHKYUU MA308bIX 0P2AHO8 He BblsBAEHO.
Ilposedeno metiponcuxonoeuueckoe mecmuposanue: pe3ynbmamol
mecma Kpamkoul wKaavl oyeHKu ncuxuveckoeo cmamyca (16 6an-
/108) U Mecma puco8anus 4acog cO0OMeemcmeosanu 0eMeHyul yme-
DeHHOll cmenenu gvipadcenHocmu. Ilapamempusl pymunnsix aabopa-
MOPHBIX Uccaredosanull — 6 npedenax peghepercHolx 3navenuil. Ilpu
VY3HU opeanos bprowitoll nosocmu 8visi6AeHA 2eNAMOCHACHOME2ANUS:
monuwuna npaesoii doau newernu — 13,7 cm (6 nopme 11,2—12,6 cm),
Ae6otl doau — 5,2 cm; pasmepot ceaezenku — 124 x 86 mm (6 Hopme
120 x 60 mm). C yuemom couemanusi He8pPOA0UYECKOU CUMNMOMA-
MUKU ¢ NCUXUHECKUMU HAPYUEHUAMU, 2enamocnaeHomeanueil 0via
npeononoxcer duaenoz HII-C, das eepughuxayuu komopoeo npoge-
deHbl coomeemcmayrouue OUOXUMUYECKUe U MOAEKYAAPHO-eeHe-
muueckue uccae008aHus 8 1a60pamopuu HacaeocmeeHHvix 60ae3-
Hell oomena geujecme Meduko-eeHemuueckoeo Hay4Ho20 UeHmMpa.
Beisignerno nogvluenue KoHueHmpayuyu npou3800HsIX X01ecmepuna
OKCUCMEpoa08 6 naasme Kpogu: xosecmatn-3f,5a,6B-mpuora —
67,2 ne/mn (nopma 2,0—50 me/mn) u 7-kemoxosecmepuna —
196 ne/ma (nopma 10—75 ne/mn), a makice hepmenma Xumompuo-
3udazvl 00 775 Hmoav/u/ma (nopma 2,5—100 umonv/u/mn). Ilpu
ananuze eena NPC1 evisenenvt mymayuu c.286 IC>T (p.Ser954Leu)
u c.1910T>G (p.Leu637Arg) 6 komnayHno-eemepo3ueomHom cocmo-
auuu. Mymauyus c.1910T>G (p.Leu637Arg) — noeas, paree He 6bi-
aa onucana 6 aumepamype, mymauus c.2861C>T (p.Ser954Leu)
onucama pawee, 8 Mom 4ucie y NAYUEHmMo8 U3 poCCUlICKOl NONYAs-
yuu [14, 22, 26]. Y podumeneii nauyueHmxu 6vis161€HO HOCUMEAbCHL -
60 MO O00HOU U3 ONUCAHHbIX Mymayuil: y mamepu — c¢.2861C>T
(p-Ser954Leu), y omya — c. 1910T>G (p.Leu637Arg).

Taxum o6pazom, duaenoz HII-C 6bin noomeepicden ¢ nomo-
Wbl0 Memo0o8 OUOXUMUHECKOU U MOAEKYAAPHO-2eHeMU1eCKoll ouae-
Hocmuku. Ilayuenmke Haznavena namoeenemuyeckas cyocmpam-pe-
Oyuupyrouias mepanus MUayCcmamom no HCU3HeHHbIM NOKA3AHUAM.

Oo6cyxnenue. Kimmamueckast nuarnoctuka HIT-C sBisiercst
3aTPyIHUTETLHON BCIIEACTBIE BapruabeTbHOTO BO3pacTa MaHude-
CTallUM U IIIMPOKOTo CIIEKTpa CUMIITOMOB 3a0oseBaHus. B kiac-
cudukanuu KamHuyeckux BapuanToB HIT-C ectb pazHOUTEHMSI,
Ha 4To yKasbiBajioch B padote I.E. PyneHckoii u coanr. [14]. He-
KOTOpBIE MCCIIENoBAaTeNIn K B3pOCioil opMe 6OJIe3HU OTHOCSIT



cJiyyau ¢ HavyajioM Tociie 18 jieT, Ho OOJIBIIMHCTBO, KaK U peKo-
MEHIIOBaHO, CUMTAIOT B3pociIoi (popMoii 3a001eBaHusST BCe CITy-
yau ¢ ge6roToM nocie 15 netr. OqHako B OCIETHUE TOIbI BEpXHEM
TrpaHULICH TTOSBJICHUsI IOHOLIECKOM (hOPMbI MHOTIA CYUTAIOT 12
JIET, a B3pOcCJioii (hopMbl — Bo3pacT cTapiue 12 jet [27].

XoTs 1oHoueckasi hopma 00Jie3HUM BCTpeyaeTcst Haubosee
yacTto, B3pocias dopma HII-C takke cocrapisier 3HAYUMYIO
4acTh clyJaeB 3a0ojieBaHus. Tak, mo maHHbBIM M. Sevin 1 coaBT.
[11], B3pocnas ¢dopma HII-C Obuta guarHoctupoBaHa y 13
(10%) u3 133 mauueHTOB ¢ 3TUM 3aboseBaHUMeM. B Takom xe
MpOLIeHTe cllyyaeB Obljla ycTaHOBJIEHA B3pociiast hopMa 60sie3HU
(B 5 u3 52 3aperucrpupoBaHHbix ciydyaeB HIT-C), o gaHHbIM
K. Josephs u coaBr. [12]. B onucaHHBIX ciydasx 3a0oJieBaHUE
HAYMHAJIOCh C HEBPOJIOTUUECKUX WM TICUXUYECKUX pac-
cTpoiicTB. OKOJIO TTOJIOBUHBI ciiydaeB B3pocioit popmbl HIT-C
MaHUGECTUPOBAIO € TICUX03a, PEeXe C APYTUX TMCUXUYECKUX
CUMIITOMOB — JIEMPECCUU, HApYLIEHUS ITOBEACHUS C arpeccueit
v camousojisiumveii. HeBposiornueckass cuMnToMaTuka OblLia
TIpeNiCTaB/IeHa aTaKCuel, BepTUKAIbHBIM TTape3oM B30opa, Tu3-
apTpueit, nucdarveil, TUCTOHKWEH, pexe APYTUMU ABUTATEIIb-
HBIMU HapylIeHUsIMU (Xopeeli, MMOKJIOHYCOM, MapKUHCOHU3-
MoM). C yyeToM HaJIMuus y Hallleii TalMeHTKU TIceBao0yabpbap-
HOTO CHMHAPOMa B COYETAHWU C aTaKCHUeil, TMCTOHUEN U TMoBe-
JNIEHYECKUMM HapyLIEHUSIMU 11€1eCO00pa3HO ObLIO TMPOBECTH
nuddepeHInaTbHYI0 AMarHOCTUKY € 00J1e3HbI0 BuibcoHa—Ko-
HoBasioBa. [ToMrMMO remaToJeHTUKYJ/ISIPHOI IeTeHepalliy, B CO-
OTBETCTBUHU C KIIMHUYECKOM CUMIITOMATUKOM B CITMCOK audde-
peHUMATbHOM AMAarHoCcTUKMU B3pocioi (popmbl HIT-C Bkittoya-
0T CIIMHOLEPEOe/UISIpHbIE NereHepaluu, Mu30@peHuto, Hell-
poJliereHepaTUBHbBIE 3a00JieBaHMsI TUTIA O0JIe3HU AJbIreliMepa,
dpoHTOTEMITOpATTHLHON AereHepaluu U T. 1. JomosHuTe bHast
CJIOXXHOCTh IMAaTHOCTUKHU CBSI3aHA C TeM, YTO HEKOTOPHIC U3 Tie-
peuncieHHbiXx npu HIT-C aBuratenbHbIX HapylleHU (IMCTO-
HUs, MapKUHCOHU3M, IU3apTPUs) MOTYT SIBJISTHCS MOOOUHBIM
NEeCTBUEM HEHPOJIENITUKOB, MO3TOMY MX BO3HMKHOBEHMIO Ha
doHe JIeYeHUsT TICUXUIECKUX PACCTPOMCTB TperapaTaMy JaH-
HOM TPYyNIIbI YacTO He MPUAAIOT AMArHOCTUYECKOTO 3HAYCHUS
|14, 28]. CnenyeT OTMETUTb, YTO y HaIlIC MMAIITMEHTKN HEBPOJIO-
ruJeckasi CMMIITOMaTHKa MOosIBUIach B AeOr0Te 3a00J1eBaHus, 10
Havajia mpreMa HelpoJenTUKOB.

Bucuepanbusie cumntomel HIT-C B Buje rematocrieHo-
MeTaJIuy WIX U30JIMPOBAHHOMN CIIIICHOMETaJ MY BCTPEYATUCH 10
naHHbIM Y3U Gosiee yeM B moJjioBuHe ciydaes [16]. Kak ykasa-
HO BBIIlIe, MHOTHE MCCIIEA0OBATE OTMEYAIOT JIETKYIO WIJIU YMe-
PEHHYIO CTETEHb YBEJIMUYEHUS CeJIe3eHKHU, KOTOPYIO 4acTo He
BBISIBJISIIOT C TIOMOILbIO (DU3MKAJTIBbHBIX METOIOB UCCIEIOBAHMS,
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YTO HaOJIONAJIOCH U B HAllleM cirydae. B 1iemoM 1 Bospact nebiora
3a0osieBaHus y atieHTKu (14—16 J1eT) 1 ero Havyauio ¢ HEBPOJIO-
TMUYECKOM CUMIITOMATUKU (KOOPAMHATOPHBIE pACCTPONCTBA, 13-
apTpusi) B COYETAaHUU C MCUXUIECKUMU HapYLUEHUSIMU, a TaKXKe
KJIMHUYeCKasl KapTUHa, B KOTOPOIA TIPeICTaBJIeHbI TIepeurCIIeH-
HBIE paHee CUMITTOMBI, B TOM UKCJIe U XapaKTEPHBIN BEPTUKAb-
HBII HaIbSIIEPHBIN TTape3 B30pa, XOPOIIO COIIACYIOTCS C OIU-
CaHHBIMM KIIMHUYECKUMU cirydassmMu B3pocioit dopmber HIT-C.
Bricokast BeposiTHOCTh Hammuus y narmeHTku HIT-C moarsep-
JKJIaeTcsl OLIEHKOM ee 3a00eBaHMsl 1O AMAarHOCTUYECKO 1iKaie
BepositHoctu HIT-C [15], cuet mo Kotopoii coctaBua 251 6asn
(ripu >70 6asnoB auarHo3 HIT-C sBisieTcs: BBICOKOBEPOSITHBIM).

B ma6oparopnoii nuarnoctuke HIT-C ucrnonb3yrorest kak
ompeziesieHe aKTUBHOCTH XUTOTPUO3UIA3bl (MapKepHbIil (ep-
MEHT JIN30COMHBIX 0O0JIe3Hel HaKOIUIeHUsT), TaK U UCCIIeA0Ba-
HME COAEpXaHUs B MIa3Me KPOBU OKCHUCTEPOJIOB — MPOU3BO/I-
HBIX XoJIecTeprHa. [{71s1 OATBEPXACHUST HAPYLLIEHHOTO BHYTPH -
KJIETOYHOTO TPAHCIIOPTa XOJIECTEPUHA TaKXKe BBIITOJHSIOT WC-
CJIefIOBaHME KYJIBTYPhI KOXKHBIX (DrOPOOIaCcTOB C IpUMEHEHUEM
bumunHoBorO TecTa. HO «30/10THIM CTaHIAPTOM» TMATHOCTH-
KU SIBJISIETCS MOJIEKYJSIPHO-TeHETUYeCKUil aHanu3. B renHe
NPC1 BuisiBneHo 6osee 400 mytanuii. B 00JbIIMHCTBE Cy4yaes,
B TOM YKCJIe ¥ B OMMMCAHHOM HaMU, MyTallM¥ Y TTAallMEHTOB 00-
HapYXUBAJVCh B KOMIIAyH/I-T€TEPO3UTOTHOM COCTOSTHUM, U Te-
HoeHOoTUTIMIeCKUit aHamu3 ObuT 3aTpyaHeH. OmHa U3 BBISIB-
JIEHHBIX B HallleM HaOJIIOIeHUM MyTauuii — 3ameHa ¢.2861C>T
(p.Ser954Leu) — ObLIa onMcaHa paHee MPU B3POCIOi U IOHOIIIe-
ckoit popmax HIT-C [14, 22, 26].

Kak oTrmeueHo BblllIe, Halllel MTAMEHTKE 110 XXU3HEHHBIM
TOKa3aHUsIM ObUT Ha3HaYeH MUTITyCTaT. MHTMOUPYS TITMKO3MII-
LIEpaMUIICUHTA3Y, TIpeTiapaT MpeIoTBPaIlaeT HaKOTUIEHUEe TN -
KOC(UHTOTUTIUAOB. MUTITyCTAT IPOHUKAET Yepe3 TeMaTOdHIIe-
danuueckuit 6apbep U 3hGEKTUBHO BIMSIET Ha HEBPOJIOTMYE-
CKYIO CUMNTOMAaTHKY, TO3TOMY €ro Ha3HaueHHe OCOOEHHO lie-
JlecooOpa3Ho TMpY IHOUIECKO 1 B3pociioi dhopMax 60sie3HH,
YTO OKa3aHO MHOTOYMCICHHBIMU KIMHUIECKUMU HUCCIIeI0Ba-
Husmu. B Poccuiickoit Deneparuu 1mo 3aKOHOMATETLCTBY (TI0-
craHossieHue [pasurenbctBa PO ot 26.04.2012 Ne 403) nauu-
entsl ¢ nuarHo3om HIT-C Bximouatorcs B DemepaibHbIl pe-
TUCTP W JOJKHBI oOecreuyuBaTbCsl JAaHHBIM TpernapaToM.
B mpencraBieHHOM HaMU ciiydae MUIJIYCTaT OCOOEHHO MOKa-
3aH, TaK Kak, [0 JAaHHBIM JUTepaTypsl [24], MO3BOJSET yMEHb-
IIUTH CTETIEHb BRIPAXKEHHOCTU TUChAruy U TeM CaMbIM CHU3UTh
PUCK pa3BUTHUS KU3HEyrpoxaromux cutryaunii. Kpome Ttoro,
MpueM Mpernapata CrocoOCTBYET CYLIECTBEHHOMY YIy4IIEHUIO
KayecTBa XXKM3HU U ee mpoajieHuto y nauueHton ¢ HIT-C.
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Hccnenosanue nmpoBeaeHo Mpu moaaepxkke «AkreanoH Papmaceiotrkain3 PYC». ABTOpBI HECYT MOJHYIO OTBETCTBEHHOCTD 3a
MpeaoCTaBlieHe OKOHYATEIbHOM BEpCUM PYKOIMCH B ITeyaTh. Bce aBTOpBI MPUHUMAIKM ydacThe B pa3paboTKe KOHIEIIIMM CTaTbU 1
HancaHuu pykornucu. OKoHYaTelIbHas BepCysl pyKOIMCH OblTa 0m00peHa BCeMU aBTOPaMM.

70



