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Yupexaenue paspadorunk: [bY3 «HayuHo-mpakTuueckuid UEHTp  JETCKOM
IICUXOHEBpOJIOTUH JlenmapramMmeHTa 3a4paBooXpaHeHus ropoja MoCKBbD»

CocTaBuTtenu: JOKTOp MEIUIMHCKUX Hayk, mpodeccop, nupekrop [BY3
«HayyHo-ipakTHYeCKul  LEHTP  JAETCKOM  IICHXOHEBposoruu»  Jlemapramenra
3apaBooxpaneHuss ropojga Mockeel T.T. barblmeBa, TOKTOp MEIMIMHCKHAX Hayk,
3aMECTUTENh AUPEKTOpa mo Hay4dHou pabore I'bY3 «HaydHo-npakTHYeCKUN ILIEHTP
JIETCKOW IICMXOHeBposiorum» JlemaprameHnra 3apaBooxpaHeHus ropoxa Mockssl O.B.
BbikoBa; KaHAMIAT MEAUIIMHCKUX Hayk, Bpau-reHeTHK ['bY3 «HayuHo-npakTtuueckuit
LIEHTP JETCKOM ICUXOHEBPOJOTrUM» JlemaprameHTa 34paBOOXpaHEHUs ropona MOCKBBI
O.b. KonnakoBa, kanaugaT MeIMIUHCKUX HAYK, 3aB. OTAEJICHHEM KaOuHeTa O0TyInHO-
Tepanuu, Bpay-HEBPOJOr, Bpady (QyHKIUOHANBbHON auarHocTuku JIL.SI. AxanoBa,
KaHIWJAT MEIMIMHCKMX HayK, HaydHbIi coTpyaHuk ['BY3 «Hayuno-nmpakrnueckuit
LIEHTP JETCKOM INCUXOHEBpOJOrum» JlenaprameHTa 34paBoOXpaHeHus ropona MOCKBBI
H.H. HlaTtuaoBa, yuensii cekperapp ['bY3 «Hayuno-nmpakTuyeckuili LEHTp AETCKOM
IICUXOHEBposorum» /lenmapramenra 3apaBooxpanenus ropoga Mockssl C.B. I'1azkoBa.

PeneH3eHT: 1OKTOp MEIMIIMHCKUX HAYK, 3aBEAYIOIIas OTACICHUEM MEIUIIMHCKOMN
reHeTHKH  Poccuiickod aeTckor kKianHudeckor oonpHUILl C. B. Muxaiijiosa

Hasna4yenme: cienuaaucToB MO IETCKOM HEBPOJIOTMHU U TEHETHKE, Bpayell OKPY’KHBIX
KJIMHUKO-AMAarHOCTUYECKUX IIEHTPOB, CTAllMOHAPOB, peaOMIMTALlMOHHBIX [IEHTPOB,
OCYILECTBIISIIOIINX PAHHIOIO AUAarHOCTHKY, JIEUEHHE U PeadMINTaINIO IeTei ¢
MIaTOJIOTUEN LEHTPAIbHON HEPBHOM CUCTEMBI.

JlaHHBIA JOKYMEHT SIBIISieTCS COOCTBEHHOCTHIO JlemaprameHTa 3ApaBOOXpaHEHUS
ropoga MoOCKBBI, HE TOJNIEKHT THPAKHUPOBAHMIO U  PACIpOCTpaHEHUIo  0e3
COOTBETCTBYIOLLETO Pa3pEILICHHUS.



IIpenucaoBue
Penxue 3aboneBanus ectb B Kaxa0il oomactu Meauuuusl. [lpumepno 80 % u3 HUX UMEIOT
FEHETUYECKYI0 npupoay M npumepHo 70% U3 HHUX MNPOTEKAlOT C BOBJICYEHHEM B
MaTOJIOTHYECKUI MPOIECC IEHTPAIbHOU M TepudepruvIecKoil HepBHOM cucTeMbl. Beero ke,
[0 OLIEHKaM JKCIEPTOB, B MHPE HACUUTHIBAETCS OKOJIO 5—7 ThHICSY OMACHBIX JUIS >KU3HH
penkux 3aboneBanuid. Cpenu HHUX BCTPEYAIOTCS BECbMa SK30TUYECKHE HEIYTH: CHHAPOM
kabyku (B EBpone 3adpuxcupoBano oxono 300 cimyuaes), cuanpom Ilammmcrepa-Kunnuana (B
EBponie — 30 cirydaeB), mporpeccupylomias KocTHas rereporuiasus, 6onesns Humana-ITuka,
6one3ub [ome. EcTh u Te, 4TO BCTpeyaroTcs yailie: MyKOBUCLU03, TeMOGUIINS, pa3inuHble
dbopMbI paka, Muenoma, 0oJie3Hb AJbIreliMepa, 0one3Hb [ €eHTHHTTOHA U IpyTHE.
HacnencrBennsie 0Oonesnn Hakoruienus (Lysosomal Storage Diseases) - rpymma
3a00JIeBaHUH, Pa3BUBAIOIIMXCS MIPU HAPYIICHUU Paclajia YriIeBOACOAEPKAIINX COSAMHEHUN
Y HAKOIUICHHHM MaKpOMOJIEKYN B Pa3lMYHBIX OpraHax M TKaHSIX OpraHu3Ma B pe3ysbTare
TeHETHUYECKH 00YCIIOBICHHOTO JeuimTa (PepMEHTOB.
Cpenu Hux HanOOoJbIIee 3HAYCHUE UMEIOT CIEAYIOIINE TPYIIIB O0JIE3HEH:
» mykononucaxapuaossl (MIIC);
* MYKOJIUITUIO3BI;
* MIIMKOIPOTEUHO3BI;
* C(UHTOJIUTINIO3BI;
* psiI IPYTUX JTU30COMHBIX Oose3Hel HakoreHus (6one3ns [lomme).
K HacTosmeMy BpeMeHH BblieTeHO 0koi10 100 pa3auyHbIX HO30J0THUECKUX GopM Oose3Hei
HAKOIUICHUS.
Jlo HexaBHero BpeMeHM MeIulMHa He pacnoiaraia 3(p(EeKTUBHBIMU CPEICTBAMH JICUEHHUS
OOJIBHBIX C HACJIEJICTBEHHBIMU OOJIE3HSMHU HaKOIMJIEHMs. Tepamus HOCWIA MajuIMaTHBHBIHN
xapakrep. C 90-x rr. XX cTonerus HayaTa KJIMHUYECKast KOPPEKIMs JIM30COMHBIX Oose3Heil
HAaKOIUICHUS c ITOMOIIIBIO IIPaKTUYECKH 6e3omacHoit " s¢dexTrBHON
depmenrozamectutenbHoil Tepanuu (Enzyme Replacement Therapy). CyTh 31001 Tepanuu -
BBEJCHHE B  OpraHu3M TMalueHTa (QepMeHTa ¢  HOPMalbHOH  AKTUBHOCTBIO.
MoauduurpoBanHast ¢opma ¢QepMeHTa NOMOraeT NPOHUKATH €My B KIETKH TKaHei
MUIIEHEH, KaTalu3upys THAPOIU3 cyOcTpaToB HakoruieHus. [lockonbky mepuon
MOJTYBBIBEJIEHUSI (pepMEHTa B KJIETKE COCTaBISI€T HECKOJIBKO JECSITKOB 4acoB, HEOOXOIUMO
OPOBOJIUTH ()EPMEHTO3AMECTUTENbHYI0 TEpalui0 B TEYEHHE BCceW IKMU3HMU. boie3Hu
HaKOIJICHUs (CHHOHUM: T€3aypHCMO3bl, HAKOIHUTEIbHBIE PETUKYJIE3bl) — oOOIIee Ha3BaHUE

Oonbmiol  rpymmel  3a0osieBaHU, XapaKTEPU3YIOUIUXCS  BPOKIACHHBIMH WM



nproOpETeHHBIMU HAPYIICHUSIMUA METa0O0M3Ma U TIATOJIOTHYECKUM HAKOIJICHHEM B KPOBH H
(MM) KJIeTKax pa3IMyHbIX OPraHOB MPOTYKTOB OOMEHA BEILIECTB.

bonesns Humana-Iluka oTHOCUTCS K TpynIe HacJIECICTBEHHBIX JIET€HEPATUBHBIX
3a00JICBaHNH HEPBHOW CHUCTEMBI YEJIOBEKA, IPU KOTOPHIX UMEET MECTO HAKOIIJICHUE JINTTUIOB
B TOJIOBHOM M KOCTHOM MO3re, JIMM(MAaTHUECKUX y3JIaxX, CEeIe3EHKE U NEUYCHH, T.€ OTHOCUTCS K
C(UHTOIUIHI03aM.

Beigenstor Tpu kiacca cuHromMnuAOB (CPUHTOMHUEIINHBI, TAHTIIHO3UIBI, TIEPEOPO3HIBI) U,
COOTBETCTBEHHO, TPH TPYIIBI CHUHTOIUMHI030B — CHUHTOMHEINHO3, TaHTJIUO3HI03bl U
1epedpo3n103bl. CHUHTOTMIUA03BI OTHOCATCSA K Te3aypucmo3aM (0OJIe3HSM HAaKOILICHHUS )
— HACJICJICTBEHHBIM 3200JICBaHUSIM, TIPH KOTOPBIX MPOUCXOIUT HAKOIUICHHE KaKOro-THOO
BEIIIECTBA U3-3a OTCYTCTBUS WK JedekTa (hepMeHTa, METaOOIU3UPYIOIIETO €ro.

|. Counromuennnos (6one3nr Humanna—IInka).

II. TaHr O3 I036L

bone3np Tés—Cakca

bonesns Canaxodda—Hopmana—Ilanaunra

KOBeHUIBHBIN raHTIMO3UA03.

I11. Iepebpo3u103sl

['mroxoriepedpo3u 103 (6one3usb ['orie)

["anakronepedpo3nno3 (6one3np Kpadcoe)

bonesnp ®a0pu — HapylieHne 0OMEHa JIU- U TPUTEKCO301IepeOpO3HI0B

Cynbhatunos (6onesns ['pundunma—IIIonbia)

Bonestb OCTHHA — COYETAHHOE HApYIICHHE 0OMEHa CYIb()ATHIOB 1 MyKOMOIHCAXAPHIIOB.
BenymyMu u3aMeHEHUSIMU TIPH BCEX ITUX 3a00JICBAHUSX SBIISIOTCS TIOPAKCHHUS

1. HepBHOW CHUCTEMBI,

2. TeYeHH

3. cele3éHKH.

YuuTeiBas TSHKECTh M MOJUOPTAaHHOCTH MOPaXKEHHS MPH ATOM 3abojeBaHuM B Poccuu mpuHST
CTaHJapT OKa3aHWs CHIHAJIM3UPOBAHHONW MEIUIIMHCKON MOMOLIM MalueHTaM ¢ OO0JIe3HbIO
Humana [luxa tun C. «B cootBeTcTBUU co cTaThelr 37 deaepanbHOro 3akoHa OT 21 HOAOpS
2011 r. N 323-®3 "OO ocHOBax OXpaHbl 310pOBbs IpaxjaaH B Poccuiickoit ®eneparun"
(Cobpanue 3akonomarenscTBa Poccuiickoit ®@enepammu, 2011, N 48, ct. 6724; 2012, N 26, cT.
3442, 3446) npuka3piBal0: YTBEPAUTH CTaHIAPT CIECIHAIM3UPOBAHHONW MEIMITMHCKON TTOMOIIH

netsm npu 6one3nu Humana-ITuka, Tun C coryiacHo NPUIIOKEHHUION.



BBenenue

bonesnpr Humanna-ITuka tuma C (HII-C) penkoe, mporpeccupytoiiee HacaeACTBEHHOE
3a0osneBanue, 60JI€3Hb BHYTPUIM30COMHOTO HAKOIIJICHUS JIUIHJIOB, CBSI3aHHOE C MYTallHUsIMU
B renHax NPC1 u NPC2. HII-C xapakrepu3yeTcs IIMPOKUM KIMHUYECKUM MOTUMOPPHU3IMOM
U MYJIbTUCHUCTEMHOCTHIO  TpPOSBIEHUI:  BHUCIEpalbHbIE,  HEBPOJIOTHYECKHE U
MCUXUATPUYECKHE CUMITOMBI MOTYT BBISBIIATCS KaK M30JUPOBAHO, TaK U B COYETAHUU APYT
¢ gpyrom. Bospact Hauama 3a0oneBaHus, TSKECTh TPOSIBICHUH U CKOPOCTh
IIPOIPECCUPOBAaHUsl TaKKe BapualelnbHbl M MOTYT OTJIMYAThCS Yy pPa3HbIX [AIMEHTOB.
PaznooOpa3zue u HecnerMpUIHOCTh KIMHUYECKUX CUMIITOMOB, a TAKXKe IIMPOKUI AUAana3oH
BO3pacTa MaHu(decTaluu 4acTo NPUBOANT K 3aJepKKe B IOCTAHOBKE JIMAarHO3a B CPEAHEM Ha

5-6 JieT, B psijie Clly4aeB AUArHO3 HE YCTaHABIMBAETCS COBCEM.

Hanuumne marorenerudeckoit cyopar-peayuupytomeid tepanuu (Muriaycrar) mo3BojseT
YMCHBIIIUTh HEBPOJIOTHYCCKHE MPOSIBIICHUS ¥ 3aMEIJIUTh MPOTPECCHPOBAHKUE 3a00JICBaHMS.
O} PeKTUBHOCTD TEpaNUy 3aBHCUT OT BPEMECHH Hadaja JICYCHHUs, Ha 00Jiee PAaHHUX CTaIUsIX
3a0oneBanus JiedeHUue Oosiee (PEKTUBHO, B CBSA3M C YeM, BO3HHUKAET BOIpPOC O Oosee

paHHEM BBISIBICHUH 3a00JI€BaHUS.
HUcTopus Bonmpoca

Bnepsrie 6one3np Humanna-Ilmka tuma C Oblia omumcana B konme 1920 -x romoB
HemerkuMm  niequarpom  Albert Niemann, korTopblii omucaa OCHOBHBIC KIMHUYECKHUE
nposiBiicHus: 3abosieBanus, U Ludwig Pick, kotopsiii ommcan maroMopgorIoruvyecKue
npu3Haku 3abosieBaHus. B nanpHeifmeM ObUIO yCTAHOBIEHO, YTO y psja MAaIMEHTOB
[aTOJIOTUYECKHE MPOSIBICHUS CBS3aHbI ¢ Ae(PUIUTOM KUCIION COUHIOMMENNHA3bI, Y APYTUX
Ke HaOJroaeTcsl HapylIeHne TpaHcnopTa JunuaoB 0e3 depmentHoro aedekra. B 1958 rogy
A.Crocker u Farber Beinenun 4 kimuandeckue Gpopmsr 6ose3nn Humanna-ITuka: A, B, C u D.
Tunm A xapaktepu3yeTcsl TSKEIBIMH BHCHEPaTbHBIMU cuMnToMamu ¢ BoBieueHuem L[HC,
TUN B XapaktepusyeTcst XpOHHUECKUM T€UEHUEM, renaTociaeHoMeranruei, HepBHas CUCTeMa
0o0buHO He BoBiekaercs. O6a tuna (A u B) cBsazansl ¢ myrauusmu B reHe SMPDI u
nedururom chunromuenunaspl. B 1966 rony Brady ¢ coaBTopamu ommcanu OTCYTCTBHE
dbepmentHoro nedekra npu tune C u [I. B 1994 roxy Obuta ycTaHOBIEHA Te€HETHYECKas
camocTosiTennbHOCT,  Oone3Hn Humanna-Iluka tuma C, tunm D B Hacrosimee Bpems

paccmatpuBaetcs kak noarun HII-C.

DMUAEeMHUOJIOT U



bonesnp Humanna-Iluka tnma C — maHdTHHUYECKOE 3a00J€BaHHUE, XOTS B HEKOTOPBIX
cnenupUYecKNX JTHUYECKUX TPYyMNIax MOXKET BcTpedaTbes Oonee dwacrto. HWceruHHas
pacripocTpaHeHHOCTh Oone3Hun Hwumanna-Iluka tunma C BeposSTHO HEJOOLEHUBAECSd H3-3a
nonmuMopdusmMa TpOSABIECHUN W TpyaHOCTEH JOMarHOoCTUKU. Ha  ceromHAmHuUN  1eHb
3aboneBaeMocTh oneHuBaeTcss Mexay 0,66 u 0, 83 na 100 000 >xuBBIX HOBOpOXKACHHBIX (1:120
000 -1:150 000). 3aboneBaeMOCTh OIIEHUBANACH 10 COOTHOIICHUIO BBIIBIEHHBIX cirydaeB HIT-C
[I0 OTHOLICHHIO K YHUCILy HOBOPOXXIEHHBIX B nepuoxa 1988-2002 Bo ®panuuu, I'epmanuu,
BenukoOputanuu. B To ke Bpems, oOHoBiIeHHBIe naHHble (Ppanmms 2000-2009) nmokaspIBaroT,
yTo 3ab0neBaeMocTh coctabmia 0,96 va 100 000 mHoBopoxaeHHbIX (1: 104 000), uro mo3BoOJISIET

MPEIOJIOKHUTH 0OJIEe BBICOKYIO PACIIPOCTPAaHEHHOCTh ATOTO 3a00JICBaHHUS.
ITHOJIOTMA M MATOreHe3

HII-C sBnsieTcst ayTOCOMHO — PELIECCUBHBIM HACJIEICTBEHHBIM 3a00JIEBAaHUEM, CBSI3aHHBIM C
mytarusiva B reHHax NPCL (+ 95% cinyuaeB) u NPC2 (v 4% cnyuaeB), y psiaa HamueHTOB
reHernueckuii aedext ycranoButh He yaaercsa. ['en NPC1 mokanm3oBan Ha xpomocome 18011-
12, comepxkut 25 sk30HOB, reH NPCI pacnomoxken Ha xpomocome 14024.3, comepxut 5
9k30HOB. K HOs10pto 2012 roga Obut0 UAESHTUPUIMPOBAHHO 252 MATOTCHHBIX MYTallMd B T€HE
NPC1 u 18 - B rene NPC2. [ns oTAoenpHBIX MyTalWi ONMUCAHBI Te€HO-(EHOTUIHYECKUE
KOPPEJSIIIAK, B TO K€ BpeMsl HaOJFOMAIOTCS Pa3INYHbIE KIIMHUYCCKHE TPOSBICHUS y CHOCOB C
UIACHTUYHBIMA MyTalusAMH. MyTalud TOPUBOIAT K HAPYUICHUIO BHYTPUIU30COMHOIO
TpPaHCIIOPTa JIMIKUJIOB W HAPYIIEHUIO JCTepUPUKALMU XOJIECTEPUHA, B PE3YIbTaTe YEro
MPOUCXOAUT BHYTPHUKJIETOUHOE HAKOTUICHHE PA3IMYHBIX TUIIOB JIMIHIOB M HapylleHne oOMeHa
TIMKOC(UHTOJIUIIUIOB B PAa3MUYHBIX OpPraHax M TKaHAX, MPUBOJIIEE K XapaKTEPHBIM
KJIIMHUYECKUM TMpOsIBIICHUsM. B medyeHn u cene3eHKe MNPOUCXOJUT MPEUMYLIECTBEHHOE
HAKOIUICHWE HEeICTepU(UIIMPOBAHHOTO XOJecTepruHa H cQUHroMHenuHa (MpeBbIIICHUE
KOHIIGHTpalluid B 2-5 pa3 1O CpaBHEHUIO CO 3J0pPOBBIMH),pocdaToB, TIIMKOJIUITHIOB
(JlakTO3MIIIIEpaMU]T M TIUKO3WIIEPAMHI), & TaKKe CBOOOTHOTO cPUHTO3MHA U cPuHTaHMHA. B
TFOJIOBHOM MO3I€ B MEHBIIEH CTENEHU BBISABIACTCA HAKOIJIEHUE XOJEeCTEepHUHa U
c(UHTOMHUENHNHA, MPEHUMYIIECTBEHHO HAKAIIMBAIOTCS TTMKOCHUHTOIUIH B, ocobenHo GM 2 u
GM3. HakoruieHWe JTUNHIOB BBI3BIBACT YBEIUYCHHE Pa3MEpPOB KIIETKH C TIOCICIYIONICH ee

TUOEIBIO0, UTO M O0YCIIaBIMBACT KIMHUYECKUE TTPOSBIICHHS.

Kinnnyeckue nposijieHus 1 ¢ depeHHaAIbHAS IHATHOCTHKA



bonessr  Humanna-Iluxka

THIIa C SABIIACTCA CHCTCMHBIM 3a00JIeBaHUEM C

MNPEUMYIICCTBCHHBIM IHOPAXCHUCM CCJIC3CHKU, NMCYCHU W T'OJIOBHOTO MO3ra, NpuBOJAIINM K

BUCIIEPAJIHBIM , HEBPOJIOTMUECKUM U TICUXUATpUUecKuM npossieHusM (Tao. 1).

Taoauna 1.

Kaacecndukanmus npossinennii HITI-C

Bucnepanbnsie

N3onupoBaHHast HEOObSICHUMAs! CIIEHOMETalus
I'enaTomeranusi/criieHoMeranus

3aTsKHas HeOHaTaJIbHas X0JIECTaTHUECKasl JKENTyXa
BonasHka miona v acuut mioaa

[laTtomoruss ~ nerkux  (acnupanuoHHas  ITHEBMOHUS,
AJIbBEOJISIPHBIN JIMNIUA03, UHTEPCTULIUANIBHBIE IPOSIBIICHNUS)

TpoMOOIUTOTIEHHS JIETKOW CTENEHHU TSXKECTH

HeBpOHOFI/I‘leCKI/IC

BeprukanbHblil HAXbAAEPHBIN ITapaInyd B30pa
I'enacTuueckas Karamiekcus
ATtakcus

JIucToHus

Juzaprpus

Hucharus

l'unoronus

Heyxmroxects

3azepKKa ICUXOMOTOPHOTO Pa3BUTHS
Cynoporu

Hapymenns ciryxa

HCI/IXI/IanI/I‘leCKI/Ie

3anep)kka IICHUXMYECKOrO0 pa3BUTHA U IPECEHUIbHOE
CHIPKEHHE KOTHUTUBHBIX (QYHKIIMHA

Opranudeckuii ncuxos

JlecTpyKTUBHOE/arpeCCUBHOE MTOBE/ICHHE
[IporpeccupoBanue MICUXUATPUUECKHUX CUMIITOMOB,

PE3UCTCHTHOCTD K TCPAIIuU

B03paCT Haydajia MaHI/I(beCTaI_II/II/I BAapbUPYCT B IUPOKOM AHAIA30HE: OT NCPUHATAIIBHOTO

nepuosia A0 B3pOCIOro, C MHUKOM MaHHdecTanuu B JeTckoM Bozpacte (5-8 ner). HII-C
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XapaKTepU3yeTcsl COYETAaHUEM BHCLEPAIbHBIX, HEBPOJOTUYECKUX U  ICUXHATPUUYECKUX
CUMITOMOB, B TO K€ BpeMsI T'elMaTOCIUICHOMET A MOXET MPEANISCTBOBATh HEBPOJIOTHUECKUM U
MCUXUATPUYECKUM CUMITOMaM B T€YCHHHM MHOTHUX JieT. Hambosiee 4eTkO MyJIbTHCHCTEMHOCTD
MIPOCIIEKUBACTCS MPU paHHEWH MaHH(ecTanuyd 3a00JeBaHuUs, NMPHU MO3IHEM Hayaue Ha MepBbIil
IUTAaH BBIXOJAST MPOrPECCUPYIOIINEe HEBPOJOTHYECKUE U NICHUXUATpUUecKue pacctpoiicta. [lpu
MaHu]ecTalMi B PaHHEM MJIaJIEHYECKOM BO3pacTeé 4YacTo HaOIrofaeTcsl 3aJepikKKa ICHXO-
MOTOPHOTO pa3BUTHs, IpH MaHuecTauuu B Oojee IMO3AHEM BO3pacTe yTpara paHee

MPUOOPETEHHBIX HABBIKOB.
A. Knaccugpuxayusn

B 3aBucumoctu ot Bospacta Hawana 6oie3nu HII-C paznuuaior Heckosibko (opm
0oJe3Hu, pa3nuyaronifecs MO TUIMY TEYEHHS U MPOAODKUTEIBHOCTH KU3HU: HEOHATaabHas
(manudecranus 10 3 MecsAleB), paHHAS MiangeHdeckas (3 mecsma -2 rona), MO3AHSSA
mitaneHdeckas ¢popma (2 — 6 jer), roHomeckas (6 — 15 1er) u B3pocnast popmsl (ctapime 15 ner)

(Tab. 2)
Taoauua 2.

Kaunndeckue IMPOABJICHUSA 0os1e3nn Humanna-Iluka tuna C B 3aBHCHMOCTH OT BO3pacrTa

MaHu(pecTaANH.
Bospacr ®opMa Knunnueckue nposiBieHus
<3 mec IIepunaranbHas e BHYTpPUYTpOOHas BOJSHKA IUIOJA
®  3aTsDKHAS JKENTyXa
e BHYTPUIICUCHOYHBIN X0JIeCTa3
® TIenaTroCIUIEHOMET IS
®  acuWT
e  MbIIIEYHas TUIIOTOHUS
®  33Jep’KKa ICUXOMOTOPHOTO Pa3BUTHUS
e Jlero4YHble HHPUIBTPATHI
Ot 3 Mecs1es 10 2 | Panngas miaageHueckas e TremarocIUIeHOMEraIns
JIeT ® 33/epKKa IICMXOMOTOPHOI'O pa3BUTHUSI
e  MbIIIEYHas TUIIOTOHUS
e IIporpeccupymroime MO3KEUYKOBBIE
paccTpoiictBa  (aTakcus,  IU3apTPHs,




mucharmsi)

Ot 2 1o 6 1eT

[To3auss rernaTocIuieHOMeraius

MJIaZiICHIECKaA yTpara paHee IPUOOPETEHHBIX
MICUXOMOTOPHBIX HABBIKOB
MBIILIEYHAS TUTIOTOHUS
MIPOrPECCUPYIOLIHEe MO3KEUKOBbIE
paccTpoiicTBa  (arakcus,  JaU3apTpus,
mucharus
AIWICNITUYECKUE TPUCTYIIBI
BEPTUKAIBHBIA Tapannd B3opa (y aereit
crapiue 3 jer)

Ot 6 no 15 IOnomeckas rernaTocIieHOMeraius

(kmaccueckast) yTpaTa paHee IpuoOpPETEHHBIX HABBIKOB
MIPOrPECCUPYIOIIHEe MO3KEUKOBBIE
pacctpoiicTBa  (arakcus,  OU3apTpus,
mucharus
AIWICTITUYECKUE TPUCTYIIBI
AKCTpaNUpaMUIHbIE HapYyIICHUS
(TUnepKUHE3bl, MBIILICYHbIE TUCTOHUH)
BEePTHKAIbHBIN Mapainy B3opa
KaTaruieKcus

Crapme 15 ner Bspocnas CIUICHOMETaJIHs1/TemaTOCIIIEHOMET a s

yTparta paHee mpruoOpPETEHHBIX HABBIKOB
KOTHUTHUBHBIC HAPYIICHUA

MNCUXUATPHUICCKUC CHUMIITOMBIL (HCI/IXOSI)I,

JIETIPECCHH, 30 PEHONOI00HbIE
COCTOSIHUA)
MIPOTPECCUPYIOIIHE MO3KE€YKOBEIE
pacctpoiicTBa  (arakcus,  OU3apTpus,
nucharmsi)

SMUJICTITUICCKHUC ITPUCTYIIBI
9KCTpaIupaMuIHbIC HapyIICHUA

(FI/IHCpKI/IHCSH, MBIIICYHBIC I[I/ICTOHI/II/I)




® BEPTHUKAJIBHBIN Mapajiny B30pa

® KaTallJICKCHUA

B. BucuepajibHble nposiBJIeHHsI

N30aupoBaHHasi HeOObsSICHUMAsl CIIEHOMeraJjusi c¢/0e3 remaroMerajum HaOJIromaeTcs y
oompmmaCcTBa mamueHToB ¢ HII-C. Coueranue HEOOBSICHUMOW  CIUIEHOMETAJIUU C
HEBPOJIOTUYECKUMU M MCUXMATPUYECKUMH CHUMITOMAaMHU BCETJa SIBJISETCS  BBICOKUM
npenukropoMm HII-C. BpIpakeHHOCTh CIUICHOMETaINMH KOJEONETCS OT HE3HAYUTEIbHOMH,
BBISIBIIIEMON TOJBKO Ha Y3U, 1m0 BbIpaK€HHOH, 0oJiee 3HAYMMOE YBEJIMYEHUE XapaKTEePHO IS
paHHero JEeTCKOro Bo3pacTa. BakHO, 4TO BBIPaKEHHOCTH CIJICHOMETallud HE KOPPEIHpPYeT ¢
BBIPAKEHHOCTBIO M HAYaJIOM MaHHU(]eCcTali HEBPOJIOTUYECKUX CUMIITOMOB, a TaKXKe TSHKECThIO
3abosneBanus. OTCYTCTBUE CIJICHOMETAIIMU HE SIBJIACTCS MPUYUHOMN NI OTKa3a OT MCKIIIOUCHHS
muarnoza HII-C. YV moapocTkoB M B3pOCIBIX YacTO M3MEHEHUS BBIABIAIOTCS TOJBKO MpHU
MIPOBEJICHUH YJIbTPAa3BYKOBOTO HCCIENOBaHMs. B oTianune OT crjieHOMerajiuu remaToMeraius
sBisieTcss MeHee crnenuduaHbiM cumntomoM HII-C, oObldHO HaOIOMaeTCs B COYETAHUHU C
YBEJIIMUEHUEM CEJIC3€HKH, PEKO M30JUPOBAaHHO. | enaTociuieHoMeranusi MOKeT HaOI0IaThCs U
IpU APYTUX HACIEJCTBEHHBIX OOJE3HAX OOMEHa, TaKUX KaK MYKOIOJIUCaxXapHAo3bl, 0OJE3Hb
HakorieHuss tiukoreHa, Canaxodd cunapom, ranrmosumo3 GD3, medbunmr nm3zocomHOM

KHCJION JIMTa3bl, a Takke rmpu Oose3an Humanna-ITuka tuma A u B.

3aTsKHAs X0JIecTATHYeCKAas JKeJTyXa HOBOPOKIeHHBIX . CIIeKTp MeYeHOYHBIX HapylIIeHUn
B IIEepUOJ  HOBOPOXJIEHHOCTH  KOJEOJEeTcsl OT  TPAaH3UTOPHOM  KOHBIOTALIMOHHOM
TUIEPOMITUPYOMHEMHUH IO TSKEJION XOJIECTaTUUECKON renaTonaTUu C Pa3BUTHEM IE€YEHOYHOU
HEIOCTaTOYHOCTH M CMEpPTH B IEpBbIe TOAbl >KM3HU. Hanmuuue 3aTsDKHOM XosecTaTHUecKOu
KENTYXH  HOBOPOXKJIEHHBIX B aHamMHe3e sBisgercss BbicokuM mpeaukrtopoMm HII-C, Gonee
XapaKTepHO UId NAIlMEeHTOB C paHHEW MIIaJleHYeCKOW W MO3JHEeH MIaJieHuyecKoil (popmoii.
[ToBbilIeHNE YpOBHS KOHBIOTMPOBAaHHOrO OunupyOuHa cocrtaBiuser 10 30% ot obmero
OunupyOMHa Ha MEPUOJ CBbIIIE 2 HEAEIb, MMEET XOJIECTATUYECKYI HPUPOAY. Y MalleHTOB

MO>KET HaOII0JaThCsl aXOMUYHBIN CTYIL.
Boasinka mJjioia WM acuuT y mjiojaa

Bonsuka minoaa Yy NauCHTOB WJIA CHUOCOB YacTo HaGJ’IIO,Z[aCTC}I B MEpruoac HOBOPOKIACHHOCTH
Ipu MHOTUX JMU30COMHBIX 0oJIe3HAX HAKOIUJICHUSA, IIPpU HII-C Ha6J'IIOI[aCTCH peiKE, 4CM IIpU

npyrux Oone3Hsax HakoruieHus. Bonsguka mnona mpu HII-C nMeer HeMMMyHHyIO MpUpoAy U
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BCErZia COIIPOBOXKIAAETCS aCLUTOM, HUKOTZA HE IPOSABIIIETCS KaK KIacCUYeCcKas BOASHKA IJI0a.
OOBIYHO JAMATHOCTHPYETCSI C TOMOINBIO YIbTpPa3ByKa Ha JIOPOJIOBOM JTare, IMpOsBISETCS
OTEYHOCTBIO M HAKOIUICHHUEM >KHUJKOCTH B A0JOMUHAIBHOW WM OKOJIOCEPIEYHOH IOJIOCTAX.
@dakT BOASHKHU IIOJIA YACTO OCTAETCS HEM3BECTEH Neauarpam, T.K. HaOII0aeT 3TO MPOsIBICHUE
akywmep-ruHekosior. JluddepenunanbHas IUAarHOCTUKAa BOJSHKM IUIOJA  MPOBOAMTCA C
XpPOMOCOMHOM  MAaTOJOTHWEH,  BPOKIACHHBIMH  TNOPOKaMU  cepAua,  HH(PEKIMOHHBIMH

3200JIeBaHUSIMH 1 HAPYIICHUSIMH OOMEHA TeMOTTI00HHA.
Jlpyrue cuMnToMbl

Topaosicenue neckux Moxet Habmonatbest kak npu HIT-C1 tak u npu HIT-C2, o0bruHO nipu 601ee
Tsokensix (popmax 3aboneBanms. [Ipu HII-C2 xnuHuueckass kapTHHA MOXKET OBITh CXOIHOM C
XPOHMYECKMM 3a00JIeBaHUEM JIETKMX Y HOBOPOJKICHHBIX, IIPU OTCYTCTBUM AaHAMHECTHYECKUX
IPEINOChUIOK Uit 3Toro. Ha cnvpanbHON KOMIBIOTEPHON TOMOTpauu BBISBISIOTCS IPU3HAKU

HHTCPCTULHUAJIBHOTO IMMOPAKCHNA TKAHHU JICTKUX.

Penxo cooOmanock 0 ciaydasx Jieekou mpomboyumoneHuu B MEPUOIE HOBOPOKICHHOCTH WIIH
nepBbie Mecsbl ku3Hu npu HIT-C. 1o nposiienne HecnenupuyHO, 4acTo HAOMIOIACTCS TpU
CIUICHOMETaJINHN, MOXET HaOII0JaThCsl W MPU JAPYTUX JTHU3OCOMHBIX OOJIE3HSX HAKOIUICHUS.
WudunbpTpanus KOCTHOTO MO3ra neHucmuiMu kKiemkamu MoxeT Habmomarbes mpu HII-C,

00bIYHO Mpu Hanbosee TSKENbIX (OpMax, CONPOBOKIAIOIINXCS BHIPAXKEHHON CIUIEHOMETaIue.
C. HeBposnornueckue nposiiaenus HII-C
BeprukaabHblii HaxbsAAePHBIN napaany B3opa (BHIIB)

BHIIB xapakrtepusyercss 3aMEIJICHHEM CAKKaJUYECKUX JBW)KCHUM TJla3 B BEPTUKAJIBHOU
IUDIOCKOCTH B PE3YJIbTATE MOPAXKEHUS HAIBAAEPHBIX CTpPYKTyp Mo3sra. BHIIB sBasercs
3HaunMbIM TipeaukTopoM HII-C, ocobeHHO B cou€TaHWM CO CIUICHOMETAIHMEH, aTakChel u
ncuxo3oM. Ha mo3gHux ctaausx 3a0oJeBaHUS MPUCOCTUHSETCS U TOPU3OHTAJIBHBIA Mapaind
B30pa, B pe3ylbTaTe MPOrPECCUPYEIIEr0 MOpPaKeHUs HEUPOHOB PETUKYIAPHOU GdopMaruu
napamMeualbHOW 00JIacTH MoOCTa. 3aMeNieHHe CaKKaJU4YeCKUX [BIDKCHMM TJIa3 MOXKET
NPUBOJIUTH K KOMIIEHCATOPHBIM JIBIJKEHUSIM ToioBbl M Mopranuto. BHIIB  o6brunO
JTUATHOCTHPYETCS C Bo3pacTta 2 neT. BakHO npu MpoOBEACHUN HEBPOJIOTHUYECKOTO 00CTIeI0BaHuUs
MPOBEPATH HE TOJIBKO CIIEKEHHE 3a MOJOTOYKOM, HO M CaMOIPOU3BOJIBHBIEC JIBUKEHHUS IJ1a3:
MepeMENICHUE B3TIIsAIa MEXTY IBYMsI 3aUKCHPOBAHHBIMHU TMPEIMETaAMHU B TOPU30HTAIBHON H B

BepTHKaNbHOM miockoctu (Puc 1)
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Pucynoxk 1

Ciaexenue B3raioM CamMonpon3BoJibHbIE IBUKEHUSA
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B otnmnuue ot BHIIB npu HII-C npu oxynoMoTOpHOH ampakcuu yaiie HabdroJaeTcsl napaiuy
B30pa B TOPU3OHTAIBHOM TuIockocTH. [uddepenumansubiii quarno3 BHIIB Taxoke mpoBoautes
C MNOPOrpeECCUPYIOLIMM IapajdyoM B30pa WJIM TaynaTUel, MHOXECTBEHHOW CHUCTEMHOMU
atpoduelt, nemeHnuen ¢ Tenblamu JleBu, cnuHolepeberuspHON aTakcued, OosiesHpro THs-
Cakca, nedpunurom ButamuHa B 12, sHuedanonatueit Bepnuka, Oone3Hbio I'eHTHHITOHa,

Kpetitudenar —Axko0 cuaapoMom.
ATakcus

ATakcus, BO3HHKAIOIIasi B pe3ysibTaTe paHHen rudenu kietok [lypkunbe, sBisieTcs yMEepeHHbIM
npenukropoM HII-C. 3HauMMOCTh [@HHOTO CHMIITOMA YBEJIWYUBAETCS IPU COUYETAHUH C
JUCTOHUYECKUMH MOpakeHMMH B pykax u nune. Atakcus npu HII-C xapakrepusyercs
MEJJICHHBIM IPOrPECCUPOBAHUEM, IIOXOJIKa OCTaeTcs HOPMaJbHOW Ha paHHeW cTaauu
3a0oneBannsg. OOBIMHO aTakCUsi pa3BUBAeTCsl IOCIAE JUCTOHUHU, OJHAKO TMpU pPaHHUX

MIIaACHYCCKUX cbopMax aTaKCHs MOXKET IMMOABIATHCA 10 JUCTOHUMU.

B otnmume ot HacnencTBeHHOW mporpeccupyrorieit rnepedemsipaor atakcuu npu  HII-C: nHe
HaOMIOMAIOTCA pEeTHHAIbHAS/MaKyJsipHas JereHeparuss W mnepudepuyeckas HeWpomaTus y
B3pPOCIIBIX TAIMEHTOB, BBIpaKEHHas aTrpodus Mo3kKeuka HAOMIOJaeTCsl TONBKO Ha MO3THHUX

cragusax 3abonesanus. Y nanuentos ¢ HII-C takxe oObryHO npucytcTByeT BHIIB.
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CoueraHue aTakCuu CO CIJIEHOMETranuen sBisieTcst 3HauuMbIM npeaukropom HIT-C.
leacTuyeckas KaTanjiekcus.

I'enacTrueckass KaTalUIEKCHsl XapaKTEPU3yeTCs HEOKUAAHHOM YTPAaTOW MBILIEYHOIO TOHYCA,
KOTOpass TPUBOIUT B TMAJCHUAM, sBIseTcs 3HAauuMbIM mnpeaukropom HII-C, ocoGeHHo B
coueranun ¢ BHIIB. T'enactudeckas KaTaluleKCcHs HE COIPOBOXKAACTCS IOTEPEW CO3HAHUSA,
CTEIEHb BBIPA)KEHHOCTH MOXXET BAPBUPOBATH OT JIETKUX KMBKOB I'OJIOBBI J0 IIOJHOIO IaJEHUS,
OOBIYHO PETrUCTpUpPYETCS C BO3pacTa 2 JIeT, MOXET MPOBOLUPOBATHCA  AMOLHMOHAIBHBIM
BO3eHCTBHEM (cMexoM).HacTo NaHHBIN CUMIITOM MTPOMYCKAETCS M OMIMOOYHO PACIICHUBAETCS
KaKk IMpOsBJICHUE BTOPUYHON 1epeOemsipHoil atakcuu. M3meHenus Ha DD 0OBIYHO HE
BBISIBJIIIOTCS] B OTJIMYME OT rejlacTUYecKoi snuiencuu. st muddepeHnuanbHol JMarHOCTUKY ©
HApKOJIENITUYECKOM TeTpaZod, KoTopas BKJIKOYAaeT B ce0s KaTalUICKCUIO, HAapKOJICICHIO,
HApyIICHUs CHA, TALTIONUHALWUA BO BpeMsl CHAa, HEOOXOIUMO HCKIIOYHTH HAPKOJIETICHIO,

KoTopas He Habmoxaercs mpu HII-C.
JAucroHus.

,Z[I/ICTOHI/ISI —HCBPOJIOTHYCCKOC HapyumcHue, XapaKTCPpU3YyHOmecCsa HCIIPOMU3BOJIbHBIMUA
MBINICYHBIMH COKPAIICHUAMU, B PE3YIJILTATC IMOPAKCHHUA 0a3alIbHBIX TaHT'JIMCB, B MECHBIIICH
CTCIICHHN MO3KCUYKa. I[aHHLII‘/'I CHMIITOM Ooiee XapaKTCPCH JIA HO,I[pOCTKOBBIX/ B3POCJIbIX (I)OpM

HII-C, pexe BcTpevaercs mpu MiuafeHueckux ¢popmax, ymepeHusiid npenukrop HII-C.

JIMCTOHUS MHOTIa MOXKET MPOSIBIATCA M30JMPOBAHHO, OJHAKO Yallle B COYETAHUU C aTaKCHEH,
YTO MOKET MPUBOAMTH K OIIMOOYHON TUarHOCTUKE HACJIEACTBEHHOM nmepBUYHON quctoHuu. Ha
paHHUX CTaausAX HaOIIOAAIOTCS HApYIIEHUs B KOHEUHOCTSX (crubarenbHble IBUKEHUS BHYTPh B
pyKax) u iuie (HaCHJIbCTBEHHAs yJbIOKa MPH pa3roBOpe), 3aTEM BOBJIEKAIOTCA 1Iesl U TYJIOBULIE,
HapylIeHUs TOXOJAKHM pa3BUBAIOTCS Ha TMO3JHUX CTagusX 3a0ojeBaHMs, MPOSBICHUS

YCUIIUBAKOTCA IPU UHTCPKYPCHTHBIX 3a00JIeBaHUSIX.

HuddepenunansHas TUArHOCTHKA MPOBOAWTCS C JPYTMMU BPOXKICHHBIMH HapyIICHUSIMU
MeTaboii3Ma, BKIIOYass MHTOXOHJpHUAIbHBIE 3a00JI€BaHUsI, COMPOBOKAIOIIMECS HapyIICHHUEM
TKaHEBOTO JbIXaHU, Ne(HUIIMTOM MUPYBAT ACTUIPOTEHA3BI, JeDUIIUTOM TPAHCTIOPTA TIIFOKO3HI 1,
nebunuToM BUTaMuHAa E, opraHudeckod amuaeMuel, HapylIeHHEeM IUKJIa MOYEBUHBI,

roMouucTenypueii, 6o1e3npio Bunscona.

Ju3zaprpus/JAucharus

13



JuzapTpusi nposiBisieTcss 3aMeVIEHHOM U MPEpBIBUCTOM PEUbIO, BBI3BIBAETCS, KAK U aTaKCHUS C

I[I/ICTOHI/Ief/'I, MOPAKCHUECM MO37KCUKA U 0a3aabHBIX TAHIINEB.

Jucdarus, mposBISIFOIIAsCS 3aTPYAHCHHEM TJIOTAaHUsS, BBI3BIBACTCS HE TOJBKO AMChyHKIHEH
CTPYKTYp CTBOJa MO3ra, HO ¥ IMAaTOJIOTUYECKUMHU H3MECHCHHSMH B KOpE JIOOHBIX JIOJICH.
Hucdarus gacteiii cumnrom HII-C, pa3BuBaeTcst Ha paHHUX cTagusx 3aboneBanus. Ha mo3aHux
CTaausax 3a00JeBaHMs BbI3BIBAET CEPhE3HBbIE MPOOJIEMBI, YACTO NMPUBOJS K CMEPTU B pe3yibTare

acNHUPALIMOHHON THEBMOHUH.

Huzaptpus u nucharus sBissoTcs  ymepeHHbiMu npeaukropomu  HII-C, 3HaumMOCTb

MOBBIIIACTCS MIPU COYETAHUU C APYyrumMu criienuduanabivu cumnromamu HIT-C.
I'mnoronus

I'MnoTtoHus — nepBbI HEBPOJIOTMYECKUN CHUMIITOM, IMOSBIIIFOUIMICSA HAa BTOPOM IOy KU3HH,
HecrienupuieH, Mpu MaHU(ECTalluu Ha MEPBOM TOIY MOXKET OBITh MPU3HAKOM 0oJee TSHKEIOon
mianendyeckoir popmel HIT-C. ¥V neteit 1-2 roaa >ku3HM MOXKET HAOMIOAATHCS HEYKIIIOKECTh B
pe3yibTaTe KOMOMHALIMM TUIIOTOHMH, HAYaJlbHBIX CHMITOMOB aTaKCUM U IJ1a30/IBUraTEIbHbIX
HapyILEHNH, YTO YacCTO NMPUBOJIUT K TPYAHOCTSAM C BBIIIOJHEHHEM MAaHUNYJSALHUNA. B MIKOJIBHOM
BO3PACTe HEYKJIIOKECTh OOBIYHO PA3BHBACTCS B PE3yNbTaTe aTaKCUH, Yy AeTed HaOIromarTcs

TPYAHOCTHU ¢ TUCbMOM. [IporpeccupoBaHne HEYKII0KECTH CBA3aHO C PA3BUTUEM JIUCMETPHH.
3ajgepiKKa NCMXOMOTOPHOIO Pa3BUTHS

3anepkka TCHUXOMOTOPHOTO pAa3BUTHS SBJISETCS JONOJHUTENbHBIM npenukropom HII-C,
BKJIIOYAeT B ce0s 3aJepKKy (OpMHUpPOBaHMS MCHUXO-MOTOPHBIX HaBBIKOB, TaKUX Kak X0J.bp0a,
MaHUIYJISUN PYKAMH, YAECPKaHUE TOJOBBI, PEUb, CIEKEHUE B3IVIAOM, 3PUTEIbHBIM KOHTAKT,
COLIMAJIbHOE pa3BUTHE (MHTEpAaKTUBHBbIE HUIpbl). B coderanun co cruieHomeranaueit 0Oe3
renaromeranuu U BHIIB sBusres cneunduunbiv npuznakom HII-C. Ilpaktuuecku Bce Aetu ¢
HII-C, npe3eHTHpyromue 3aAepkKKOM ICUXO-MOTOPHOIO DPAa3BUTHS, HMEIM B aHaMHeE3e
CIUICHOMETAJINI0. BBIpa)KEeHHOCTh [AHHOTO CHUMITOMA BapbUpPyeT B IIMPOKUX Mpelenax,
HaJIMYUe JaHHOTO NPOSBICHUS] MOXET OBbITh IMOJIE3HBIM JUIS ITOCTAHOBKHM JIMarHo3a B paHHEM

MJIaIECHYECKOM BO3PAcCTe.
Cynoporu
Cynoporu He sBisitorcsi cneurduunbiM cuntomoM HII-C, Moryr ObITh mapuuaibHBIMU WU

TCHCPAIN30BaAHHBIMHU, MUOKJIOHUYCCKUMHU HUJIHW TOHHUKO-KIIOHWUYECKMMH, BAPBUPYIOT IO TAXKCECTHU
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nposiBnieHui u yactore. AuddepeHunanpHplii 1MarHo3 MPOBOAUTCS C TaKUMHU 3a00J€BaHUSMU

KaK MHOKJIOHWYECKast SIHJIETICUS 1 MUTOXOHIpUAJIbHBIE 3200JIeBaHNUS.
Hapyumenus ciyxa

HeiipocencopHass TyroyxocTh pa3jiM4HOM CTENEHHU BhIpaxxeHHOCTH HaOmomaercs npu HII-C

npumepHo B 20% ciryuaes, yaie BO B3pOCIOM BO3pacCTe.
J. Icuxnarpuyeckue nposisiaenusi npu HII-C
CHMKeHHe KOTHUTHUBHBIX QyHKIMH

[Iporpeccupyemiee CHHUKEHHE KOTHUTHUBHBIX (yHKIUH xapakrtepHo mis HII-C u sBasercs

crenu(pUIHBIM HHIMKATOPOM STOTO 3a00seBaHus1, 0COOeHHO B coueTannu ¢ BHIIB.

[Tpu B3pocnbx/moapocTkoBbiXx (opmax HII-C xapaktepusyercsi MepBOHAYAIBLHO CHIDKEHHEM
CIIOCOOHOCTH K II€JICHAINIPABICHHON NEATENbHOCTH, C TOCIEAYIOIINM CHIKCHUEM TMaMSATH.
CHKeHHEe KOTHUTHBHBIX (YHKIUN MPOSBISIETCS PaCTOPMOKEHHOCTBIO, MepceBepaueit
(oTcyTcTBMEM THOKOCTH, TPYIHOCTH C TEPEKIIOYEHUEM), CHIDKEHHE KPUTUYHOCTH,
caMOaHajm3a, CIOCOOHOCTH K aOCTparupoBaHHIO, a TaK)Ke CIOCOOHOCTH K KOHIICHTpAIlUU
BHUMaHHMS. Y JE€Tel NaHHBIM CUMIITOM MPOSABISETCA 3aJEPKKOW HOPMAIBHOTO MCHUXHYECKOTO
pa3BUTUS WM YMCTBEHHOW peTapiarueil. OObIYHO AETH JOCTHTalOT OMpPEIEICHHON CTYNEHU
pa3BUTHS, 3aT€M, IIOCIIE MHTEpBaja IUIATO, TEPAIOT JTOCTUTHYThIE HaBbIKU. B neTckoM Bo3pacte

MOXET Ha6J'II-O)IaTI>C$I CHUHAPOM )Ie(l)I/IHI/ITa BHHUMaHUS C TUIICPAKTUBHOCTBIO.

CHMKEHUE  TaMSITH MMPOABIACTCA  3aTPYAHCHHUEM  3allOMHUHAHUSA  HOBBIX COOBITHH H
I[I/I3OPH€HT3HI/ICI>1. HaHHI)Ie IMPOABJICHUSA BbI3BAHbBI U3MCHCHUAMU B THIIOKAMIIC W HAPYHICHUCM

MEXHEHPOHATBHBIX CBSI3eH B OEIOM BEIECTBE JIOOHBIX MOAKOPKOBBIX CTPYKTYP.
Ilcuxo3

[lcuxo3 xapakTepusyeTcsi TalIOUMHALMAMU, OpeIoM W/WIM HapyLIEHHUEM MBICIUTEIbHOTO
npouecca, asisercs ymepeHHelM nHaukatopom HII-C. IIpu HII-C cumnromel ncuxosa vaiue
HaOJI01al0TCS Y TIOAPOCTKOB U B3POCIBIX, MOXKET HAOIIOAATHCS PE3UCTEHTHOCTh K MTPOBOIUMOM

Tepanuu.
AJITOPUTM THATHOCTHKH

FCTCpOI‘ CHHOCTh KIIMHHYCCKHX HpOHBJ’ICHI/Iﬁ SHAYUTCJIBHO 3aTPyAHACT CBOCBPCMCHHYIO

nuarHoctuky 6onesnn Humanna-IIuka tumna C.
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B nacrosimee Bpems rpymnmoi skcreptoB o HII-C paspaboran Uunekc Bepostaoctu HIT-C*,

KOTOprﬁ ImoMoract BpadaM BBISIBUTH Hauboee CHQI_[I/I(l)I/I‘-IHI:IC JJIs1 JaHHOTI'O 3a0071eBaHUs

CHUMIITOMBI ¥ onpenenuts puck Hanmmuusa HII-C B Gamnax.

CornacHo sroit mkane, auarno3 HIIC sBisieTcss BHICOKOBEPOSITHBIM MPU CyMMapHOM HaOope

OaJLIOB:

e Oonee 70 OayIoB - MalMEHTa HEOOXOAMMO HANPaBUTh B CIECHUAIU3UPOBAHHYIO

1ab0paTOPHUIO ISl OATBEPKACHUS WU UCKITFOUEHUS 3a00JIeBaHUs

e ot 40-69 6amioB - HEOOXOOUMO JeTaTbHOE O0CHenoBaHuEe OOJILHOTO C MPHUBICYEHUEM

JOITOJIHUTCIIbHBIX MC€TOJ0B JUAIrHOCTHUKHU

e <40 6amI0B — AMATHO3 CUUTAETCS] MaJIOBEPOSITHBIM

Taoauma 3.

HNupexc BeposstHocTn HII-C

Puck/Karteropus | Bucuyepanvnsie Hegponozuueckue Ilcuxuampuuecxkue
Ouenwv vicoxuil BeprukanbHbiit
40 6annoe/nynkm HaJbsJIEPHBIN Mapainy
B30pa
I'enactuueckas
KaTaruieKCust
Buvicoxuii 3arspKHas CHixeHue
20 b6annoe/nynkm | Kenryxa KOTHUTHBHBIX
HOBOPOXKJICHHBIX byHKIUH 17001
W3onmpoBaHHast PaHHSAS JeMEHITUS
HEOOBsICHUMAS
CIJIEHOMET NS
(B aHamHe3etB
HacT. BpeMms) ¢
WIH 6e3
rernaToMerainu
Cpeonuii Artakcus, CumnToMbl
10 b6annoe/nynkm HEYKITIOKECTh WIn MICHUX03a

HacCTbhIC TaaACHUA

Huzaprpus 1581171

16




nucdarus

Jucronus
Huskuti [Iporpeccupyromas u Pe3ucreHTHOCTD K
5 bannoe/nynkm npuoOpeTeHHas Tepanuu
MBIIICYHAS MICUXHATPUICCKHIX
CIACTUYHOCTh CUMIITOMOB
Hpyrue
MICUXUATPUUECKUE
CUMIITOMBI
Lononnumenvsno | BoasHka mioaa I'unoronus HectpykTuBHOE
1 6ann/nynkm Cubcebl c 3anepKKa NICUXO- WIA  arpecCUBHOE
BOJISTHKOM I1JI0/1a MOTOPHOI'O Pa3BUTUS MIOBE/ICHNE B
Cynoporu JIETCKOM "
(mapruanbHbIe WIIH MOJIPOCTKOBOM
reHepaIN30BaHHbIC) BO3pacTe
Muoknonyc
Cymma no
KATeropusm
KomoOunauus Bucnepansnbie+ BucuepanpHbie+ Hesponorunueckue+
KaTeropuii TICUXUATPUIECKHE HEBPOJIOTHYECKUE TICUXUATPUIECKUE
40 6anoB 40 6annoB 40 6amioB
CemeiinbIii Puck 1 crenenu: Puck 2 crenenu:
aHaMHe3 Pomutenn  wim JBotopoHbIE
cubcesl ¢ HIIC OpaTbsi/cecTpsl
40 6anoB 10 6amnoB

IIpornocruyeckuii 6ann

*WHaeKc He JOCTOBEpeH y aAeTeli 10 4 et

Mendel ¢ coaBTOpamu npeANoKHUIN UHYIO KaTteropu3anuio coueranust cumntomoB HII-C (Tao.

4)

CornacHo JIaHHOM KaTCropusanuu, rnalucHTy HGOGXOI[I/IMO uckimouyats HIT-C IMIPpU HAJIMYNHU XOTA

Obl 2 CHMIITOMOB U3 MPCAJIOKCHHBIX T'PYII, HAlIpUMEPp CIICHOMCTAaJINnU + TUNOTOHUU WU

aTaKCHM B COYETAHUU C AU3APTPUEN.
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Taoauna 4.

Coueranue cumnromoB u nposisiaenuit HII-C a5t npoBenenusi ceJIeKTHUBHOTO0 CKPUHUHTA

Crutenomeranug +

BeptukanbHblil HaABAAESPHBIN TTapaany B3opa

I'unoronus

[[In30dpeHono100HbIH ICHX03

['enacTuueckasa KaTamjieKkcus

33,[[6];))1(1(3 IICUXO-MOTOPHOI'O PA3BUTUSA

Juncronus

ATakcus +

Huzaptpust/nucharus

CHmKeHue KOTHUTUBHBIX (DYHKITHIA

CHMIITOMBI IICHX03a +

CHuKeHre KOTHUTUBHBIX (PYHKIIHIA

bone3sns Humanna — Iluka tuma C sSBISETCS CHCTEMHBIM 3a00JIEBAHUEM, IOATOMY JUISI €rO

BBIAABJICHUSA H€06XOI[I/IMO KOMIIJICKCHOC 06CJIGI[OB3HI/I€ InamucHTa.

Hecnermupuyeckue
HEBPOJIOTHYECKUE CMUIITOMBI
e ATtakcus
e JluzapTpus
e Jlucoarus

e Cypnoporu

Ounenka nIpoOrpeccUpoBaHuUs

3a00JIeBaHUsI M OTBETAa Ha

PerpocniexkTuBHbIN aHanus3

TCUCHHUA HCOHATAJIbHOT'O IICpUOaa

Hamune 3aTSHKHOM
KENTYXHU

Hammune xonecrasa
I'emaTocmiienomeranust B

AHaMHE3C

[TpunensHoe BBISIBJICHUE
crienuPpUIecKux

HEBPOJOTHUYCCKUX CUMIITOMOB

BeprukanbHslii
HaJ{bsICPHBIN rapanuy
B30pa

I'enactuueckas

KaTarjeKkCus

VY31 BHYTpEHHHUX OpPraHOB

CruteHoMeranus
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MIPOBOJIUMYIO TE€PAIHUIO e ['enarocruieHOMeranus

OreHka CUXUYECKOro cTaryca
e Tecrsl Ha  BBIBIECHHE
KOTHUTUBHBIX HAPYIICHUM

o KOHCYJ'IBTaLII/ISI rncuxuarpa

JMuarnoctuxa HII-C

JHK-nuarnoctuka siBnsiercs HaumOosiee MTPEANOUYTUTEIBHBIM METOJAOM BepuduKauu
quartosa. OnucaHo HECKOJIbKO OTHOCHTENIBHO pacipocTpaHeHHbIX MyTanuil B rene NPCI,
KOTOphle Jokanu3oBaHbl B 20-22 sk3oHax reHa NPCI, HO, B OONBIIMHCTBE CIIy4aes,
TpeOyercs monHoe cekBeHUpoBaHue reHoB NPC1 u NPC2 nns BbIsBICHHS MyTalui.

HNH(popMaTUBHOCTh TAKOT'O TECTUPOBAHUS COCTABISIET 0KOJIO 94%.

Bo MHOrmx crpaHax OCHOBHBIM MeTOJOM JaboparopHoil amarHoctuku HIIC sBisercs
Harpy304Hblii TecT ¢ (puaunuuom. Ilpu okpammBaHMM KyJIbTYpHl KJIETOK (pubpobdiacTos
HaOJI0Aal0TCs UHTEHCUBHBIE (IIFOOPECIUPYIONINE 00JaCTH, CKOHLEHTPUPOBAHHBIE BOKPYT
A7pa KJIETKU, KOTOPbIE COOTBETCTBYIOT HAKOIUIEHUIO HEITEPUPHUIIMPOBAHHOTO XOJIECTEPHHA.
OTO uCCleJOBaHUE MPOBOJIUTCS TOJBKO B HEOOJIBILIOM YHCIE 3apyOEKHBIX JIaOOpaTOpHil.
JlononHUTENbHBIMU OMOXUMHUYECKUMH MapKepaMH MOTYT ObITh: CHM)KEHHE AKTHBHOCTH
chuHroMuennHaspl B yelkonutax KpoBu (20-30% OT HOpPMBI), TOBBIINIEHHE AKTUBHOCTH

MapKEpHOIro (I)epMeHTa JIN30COM — XUTOTPUO3HUAA3bl B IJIa3MC KPOBH.

Jlis mepBUYHOTO CKpUHUHTA ncnoib3yercs TecT Ha Okcucrepon/Tpuon meronom I'X TMC.
Oxcuctepon sBIseTCsl MPOAYKTOM MeTaboJin3Ma XOJeCTepuHa M MOBBIMAETCS B IIa3Me

kpoBH y nauuenton ¢ HII-C.
Jleyenue
CyOcTpaT peaylupymomas Tepanus

Murnycrar (N- Oyrunaeokcunoxupumuia; NB-DNJ; OGT-918)— neGonpmas monekyna

MMUHOCaxapa, KoTopas oOpaTMMO HMHTHMOMPYET CHUHTE3 TIJIIOKOLEPaMUJCHUHTA3bl, MEPBOrO
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(dbepMeHTa y9acTBYIOIIETO B CUHTE3€ TiuKochuHrommmuaoB. Ha xuBoTHBIX Monemnsx ¢ HIIC
OBLIO yOeAUTENhHO MPOJAEMOHCTPUPOBAHO, YTO HA (JOHE JICUCHHS] CHUKACTCS HAKOIUICHUE
TaHTJIMO3KUIOB, OCTAHABIMBACTCS HEWpPOHANbHAS TUCHYHKIHUS U 3HAYUTENBHO (25%)
YBEJIMYUBACTCS NPOAODKUTEIBHOCTh JKU3HU Yy JICUEHHBIX JKUBOTHBIX. CrnocOOHOCTD
MUTJTycTaTa MPOHUKATh Yyepe3 remMaTosHedannueckuii bapbep yKazblBalo Ha BO3MOXHOCTh
npuMeHeHus npenapara npu JIbH ¢ npenMyiiecTBEHHBIM BOBICYEHUEM B IIATOJIOrMYECKUN
npolecc HepBHOU cucTeMbl. Ha OCHOBaHMM MPOBEIEHHBIX PaHIOMU3UPOBAHHBIX, IIAIE00
KOHTPOJIMPYEMBIX KIMHUYECKUX MCTBITAHUM U TUHAMUYECKOM HAOJIIOJICHUU MAIlMEHTOB C
HIIC B staBape 2009 roga 3aBecka® (MurirycraT) ObLT 0100pEeH Kak mpernapar ajis JeUSHUs
MPOTPECCUPYIONINX HEBPOJOruUecknx HapyueHuid npu 6one3nn HIIC kak y B3pocCibIX, Tak
u y nereil. Tepanus JaHHBIM IIpenapaToM sIBJISETCS €IUHCTBEHHBIM BUJOM Tepanuu HIIC,
KOTOpasi TMO3BOJIIET 3aMEIJIUTh MPOTPEecCHpOBaHHE OOJIE3HH, U HE HMMEET BBIPAXKEHHBIX
nobounbix s dexrtoB. IIpemapar 3aBecka Ha3HAYalOT MEPOPAIBHO, OH pa3pelieH K
MIPUMEHEHUIO C 4-JIETHETO Bo3pacTa. PekoMenyemas 1o03a 1Jist B3pOCbIX U AeTel cTapiie 12
net cocrapisier 200 mr 3 paza B aeHb. [ersam ot 4 no 11 net no3a — ucxoas M3 IUIOMIAIN

IMOBCPXHOCTHU TCJIA.

CuMnToMaTHdecKast Tepalurd MNPHUMCHACTCA HapsAy C MAaTOMCHCTHYCCKHUM JICHCHHEM U
BKJIIOYAeT B ceOs: aHTURIMIENITHYECKHUE nperaparbl, TPUHHUKIUYCCKUC AHTHUACIIPCCCAHTDLI

AJI1 KYIIMPOBAHUS MPUCTYIIOB KaTaIlJICKCHUU, IpCHapaThl IJIA KOPPCKIHUN HapymeHI/Iﬁ CHa U

JIpyTHe.

3akjaoueHue

Takum 00pa3oM, HA OCHOBaHUU KOMIUIEKCHOTO aHaJIW3a KIMHUYECKUX M MapakIMHUYECKUX
JAHHBIX CETOJIHS BO3MOXHO B paHHUE CPOKU AuarHoctupoBarh Oose3nb HIIC, uro kpaiine
BaXHO Ui MpoBeZeHUs 3((EeKTUBHOW M CBOEBPEMEHHOH maTroreHeTuyeckoi Ttepamuu. B
Hacrosimee BpeMs Oone3sHb Hwmana-Iluka mepenuta B KaTeropuro  KypaOeslbHBIX
HACJIEICTBEHHBIX 3abosneBaHuil. EcTh nuTeparypHble JaHHBIE O  IOJIOKUTEIHLHOM
CUMIITOMaTU4YECKOM M  IIATOTCHETHMYECKOM JCWCTBMM  IpernapaTra MUIJyCcTarT  4YTo
o0ecrieyrBaeT YMEHbBIICHHE HMX HAKOIUIEHHS B KJIETKaX. MHMUIIIycTaT yIydllaeT WiH
CTaOWIIM3UPYET TJ1a30BUraTeNbHble (YHKIHMH, OKa3bIBACT IOJIOKUTEIBHOE BIUSHHE Ha
KOTHUTUBHYIO cdepy, IJIOTaHHe, MUHUMH3UPYET [BUTAaTENbHbIE HApYIICHHS, YTO B
COBOKYIIHOCTH C MPaBUJIBHBIM MEIUIMHCKUM YXOJOM 3HAUUTEIBHO YBEJIMYHUBAECT

MMPpOAOJIKUTCIIbHOCTD JKU3HU ITAIITUCHTOB.
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YuuTeiBass MHUPOBBIE JIUTEPATypHBIE TaHHBIE O 4YacToTe BcTpedaemoctu Oonesnn HIIC wu
TUMUYHYIO MaHH(ecTalMio B JETCTBE, (BO3pacT MAIMEHTOB K JAE0IOTY KIMHUYECKON
CUMITOMAaTUKHA HIMPOKO BApbUPYEeT — OT CpPOKa BHYTPUYTPOOHOTO pa3BUTHUS A0 6-TO
JNECSATUIICTUS  JKM3HM)  HeoOXoJuMMa  HACTOPOXKEHHOCTh U MaKCcUMalbHast
MH()OPMHUPOBAHHOCTH TEIUATPOB, HEBPOJIOrOB, FACTPOIHTEPOJIOrOB U Jp. CHEIHAIUCTOB B
OTHOLICHUH 3TOTO TSHKEJIOTO0 M B TOXKE BpPEeMs HMEIOIIEro CyOcTpaT peaylHUpyIOIIyIO
Tepanuio 3aboneBanus. KpaliHe BaXHBIM SBISETCA U TOT (DAaKT, YTO B HACTOSAIIEE BpPEMS
JIHK-ananu3 no3BoJisieT CBOEBPEMEHHO BepU(ULIUPOBATh AUArHO3 Y OOJBHBIX U MPOBECTH
MpEeHaTaJbHYI0  JUArHOCTUKY B CEMbSIX C OTATOLIEHHBIM aHAMHE30M I10 JaHHOMY

3a00JIEBAHUIO.

I[OHOJ'IHI/ITQJILHRH I/IH(l)OpMaIII/Iﬂ AJIA ClIenaJIuCcrToB

Jlaboparopuass JJHK nmarnoctuka Oonesnum Humana-ITuka: JlaGopartopus HacieICTBEHHBIX
Oone3neld oOMeHa BemiecTB Meauko — TreHeTudeckoro HaydHoro mentpa PAMH 115478, r.
MockBa, yi1. MockBopeube, .1, kab 103, ten/dakc: +7 (499) 324-2004, e-mail:
labnbo@yandex.ru

Nunexc BepositHoctu HIT-C www.NPC-Sl.ru

Nudopmannonnsiii caitr HIT-C www.NPC-info.ru
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