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Hay4HbI ueHTp 3g0opoBbs aeter PAMH, MocKkBa

YBaxaemble Konnerwu!
lMporpecc coBpeMeHHON
HayKu W BHeapeHue B
NPaKTUKY HOBbIX METOL0B
ob6cnenoBaHns (B NepByto
oyepeab MONEKYNAPHO-
reHeTUYECKMUX) MO3BONSIOT
BCe Yalle AMArHOCTUPO-
BaTb 60/Ie3HU, KOTOpPbIE
paHee cyuTanucb KpanHe
peaKMMK U caMoe rnaB-
HOEe — He COBMEeCTUMbIMK
C XM3Hblo. Ho 31O euwe
He Bce. lporpecc Hayku
TakoB, 4TO Mmo3BonfeT
He TOMbKO MOATBEPAUTH
3TOT AMArHO3, HO U che-
naTb €ro UMEHHO AnarHo-
30M, @ He MPUroBOpPOM —
NOTOMY 4YTO pa3paboTaHbl
U YXKe LWMPOKO MPUMEHS-
lOTCS MHOTME NIEKapCTBEH-
Hble CpeAcTBa A/1a npoBe-
[eHUs1 3aMEeCTUTENIbHON U
naToreHeTM4yecKowm Tepa-
nuu. Npu Taknux 601e3HAX
(a Mx oKasanocb Hemano)
KparHe BaXHO KaK MOX-
HO paHblle YyCTAaHOBWTb AMArHO3 M HavyaTb NeYeHne, YTobbl
npeaoTBpaTUTb Pa3BUTME HEOGPATUMbIX MATONOMMYECKUX
NMPOLLECCOB B OPraHWM3Me u/uUnn 3aMeasiuTb UX NPOrpeccu-
poBaHWe, a cnefoBaTe/lbHO — CMAaCTU XU3Hb PEGEHKY, YITyu-
WNTb KA4YECTBO Er0 XKU3HM.

[na Bac, goporve Konnern-negnaTtpbl, KTO NePBbIM CTOUT
Ha CTpa)ke 340POBbSA M MEPBbIM BUAUT Nt06Gble OTKIOHE-
HWUS B COCTOSIHMM 340P0BbS pebeHKa, Mbl PeLIMAN CO3AaTb
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KoMmMmeHTapum K ctatbe «PeKoMmeHaaLuu
No AUArHOCTUKE U JIeYeHUI0 601e3HHU
HumaHHa-lMuka Tvn C»

HOBYIO Py6pPMKY, B KOTOPOM CneLuannucTbl Hallen CTpaHbl
1 3apy6erkba 6yayT AENUTLCS CBOMM OMbITOM B AWArHOCTUKeE
1 BeAEHUUN BOMbHbBIX C PeAKNUMK B6OSIE3HAMM.

OTKpbIBaeM pybpuKy nHbopmauuen o 6onesHn HuvaxHa-NMrka
1N C, KoTopast B HaLLen CTpaHe NoKa elle He AnarHocTMpoBa-
Ha HW y oaHoro pebeHKa. boneaHb HumaHHa-INuka tTvn C — 3to
JIM30COMHast 601e3Hb HAKOMIEHUS, MPY KOTOPOM HapyLleHne
BHYTPUKIETOYHOrO TPAHCMOpPTa IMNUAOB NPUBOAMT K U36bl-
TOYHOMY HAKOM/IEHWIO XONIECTEPUHA U IMIMKOCPUHIONMMUAOB
B FO/IOBHOM MO3re 1 Apyrux TKaHsax. [Npv aTom pa3BrBatoTcs
pasnunyHble NPorpeccupytoLiMe HeBPOIOrMYeCKUe PaccTPom-
CTBa, BKJIIOYAs aTaKCuio, An3apTpuio, aucdaruio 1 yxyaweHve
KOFHUTMBHOM GYHKLUMK (AemeHums). [lo nocnegHero BpeMeHm
He CYLLEeCTBOBAJIO IEKAPCTBEHHbIX NPENapaToB, CNOCOGHbIX
M3MEHUTb Te4yeHne 60ne3Hu, a Tepanus Gblia CUMNTOMaTK-
YyecKow. B 60NbWMHCTBE CTPaAH TaKMe NauMeHTbl HaxoaaTcs
noa Ha6noaeHWeM Bpayen B CreLnanm3npoBaHHbIX LEHTPax.
AneKBaTHOMY BeAEHMIO NaLMEHTOB NPenaTCTBYET OTCYTCTBUE
HaUMOHANbHbIX MAW MEXAYHAPOAHbLIX KIMHUYECKUX PEKO-
MeHAauun. nsa peweHus aton npobnembl YneHbl IKCnepT-
HOro CoBeTa MO peKUM 60oNIe3HAM BCTPETUANUCH B Mapuxe
B sHBape 2009 r., 4yTo6bl 06CYANTb ONTUMAsbHbIE MOAXOAbI
K NeYeHuto aTon 60ne3Hu y AeTel, NOAPOCTKOB M B3POC/bIX
1 pa3paboTaTb COOTBETCTBYIOLME PEKOMEHAALMMN.

K coxkaneHuio, Mbl He MOXKeM MOBEPWTL B TO, YTO B CTpaHe
[EeNCTBUTENIbHO HET TaKMX MauMeHTOoB. MN03TOMy UCKpEHHE
Hageemcsl, YTO peKoMeHaauun mexayHapoaHon Paboyen
rpynnbl No AnarHocTuke 6one3Hn HumaHHa-Muka tnun C
No3BOJIAT BaM BOBPEMS BbISBUTb M HayaTb Jie4eHUe 3TO
TSXKENON NaToNoruu.

[eten ¢ nogo3peHrMemM Ha 60ne3Hb HumaHHa-MuKa TMn
C MOKHO HanpaBWTb Ha 06cneaoBaHue AN YTOYHEHNUS ana-
rHo3a B OTAEeNieHWe BOCCTaHOBWUTENbHOIO le4eHuns geTen
¢ 3a6oneBaHUSIMU HEPBHOM cUcTeMbl Hay4Horo ueHTtpa
3a0poBbs ageten PAMH (3aBeayolwmin oTaeneHnem A.M.H.
MamegbspoB Ag3 MarepamoBuy, Ten. (499) 134-01-69).
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PeKoMmeHaauUuUu No AUarHOCTUKe
U nevyeHuio conesHun HumaHHa-NMuka tTuna C

bonesHb HumaHHa-lMnka Tuna C (HIM-C) — HenpoaereHepa-
TUBHas 60/1€3Hb C ayTOCOMHO-PELIECCUBHbIM TUMOM Hace-
[10BaHuWs, 3a60/1eBaeMOCTb KOTOPbIM COCTaBASET, MO KpaK-
Hen mepe, 1:150000 »KKMBbIX HOBOPOXKAEHHbIX [1—5]. 3TOT
nokasaTeslb, CKopee BCero, 3aHUKeH, a GaKkTnyecKas 3abo-
neBaemMocTb MoxeT gocturatb 1:120 000 »KMBbIX HOBOPOXK-
[IEHHbIX, €C/IM COMOCTaBWUTb YUCNO AMArHOCTUPOBAHHbIX
CNy4yaeB M YUCNO AeTen, poamnBlumxcsa 3a nocnegnue 20 net
(Vanier M. T., Heony6nunkoBaHHble AaHHble). HIM-C xapakTe-
pU3yeTcs pasnuyHbIMU MPOrpPeCCUpPYOWUMU U UHBANNAK-
3UPYIOLMMU HEBPOSIOTMYECKMMMU PACCTPOMNCTBAMMU, BKIIO-
Yyas HEMoOBOPOTIMBOCTb, aTAKCUIO KOHEYHOCTEN U MOXOAKM,
AM3apTpuIo, Ancharuio 1 yxyaleHne KOrHUTUBHOM GYHKLIMK
(aemeHums) [1, 6-8]. B TepmuHanbHon Gpase 3aboneBaHns
nauMeHTbl NPUKOBAHbI K NOCTENU, MONyYaloT NMUTaHKe Yepes
30HA U CTpajatoT AgemeHuuen [6, 7, 9]. HecmoTpsa Ha OTHO-
CUTENbHYIO HEBLICOKYIO pacrnpocTpaHeHHocTb, HIM-C npea-

CTaBAsEeT COO0M 3HaYMTENbHOE 6pemMS (KaK C AMOLMOHasb-
HOM, TaK U 3KOHOMMYECKOM TOYKM 3pEHMS) ANS MaLMEHTOB,
nX 6/IM3KNUX M 06LLLECTBA B LIEIOM.

B otnnyne ot 6onesHn HumanHa-Nuka Tvnos A un B, KoTO-
pble pa3BMBalOTCA B pe3y/braTte NepBUMYHOM HeaocTaTou-
HOCTW Kucnon couHrommenuHasbl, HI-C obycnosneHa
myTauusimmn reHos NPC1 v NPC2 npw OTCYTCTBMM NepBUY-
Horo fgedeKra KaTtabonusupyowmx depmeHtos. MyTauuu
reHa NPC1 onpepgensiotca B 95% cnyyaeB, a MyTauuu
reHa NPC2 — npumepHo B 4%; y oCTaNbHbIX NaLWEHTOB
[MarHo3 ycTaHaBMMBAlOT Ha OCHOBaAHWM GUOXMMMYECKMX
[JaHHbIX, O4HAKO BbIBUTb MyTaumio He yaaetca [10-13].
Ha KNeTo4HOM ypOBHE 3TW MyTalLMW Bbi3biBAOT XapaKTep-
Hble HapyLleHWs TpaHCcrnopTa XONecTepuHa, MUKOCPUHIO-
MnnaoB U chuHrosnHa [14-21]. HapyweHue yHKLUK
npoayktoB NPC1 n NPC2 reHoB, KOTOpble MPUHUMAtOT
y4acTue BO BHYTPUKIETOYHOM TpaHcnopTe avnuaos [1, 14],
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NPUBOAMT K UX HAKOMIEHUIO B IM30COMaX KNETOK PasnnyHbIX
TKaHew. B neyeHn 1 ceneseHKe yBenninMBaeTCs CoaepraHue
HeacTepudUUMPOBAHHOIO X0NleCTEPUHA, CHUHTOMUENUHA,
6uc(MoHoauunrnmuepo)docdata, rMUKOCHOUHIONUNUAOB
M CPUHIO3MHa, @ B TKAHM rOIOBHOIO MO3ra — [J1loKo3unale-
pamuaa, nakto3unauepammaa n GM2 n GM3 raHrnmo3naos
[8, 19, 20, 22-24].

HM-C xapaKTepu3dyeTcsi MCKIOYUTENbHO HEOAHOPOAHOWM
KMHUYECKON KapTUHOM M pasfiMyHbIMKU HecneundUyecKu-
MW CUMMMTOMaMK, KOTOpble MOSIBASIOTCA M HAapacTaloT B pas-
JINYHblEe CPOKM [6—8]. ITO 3aTPYAHSAET AMArHO3 U B HEKOTO-
pbIX cnyyasx NpPUBOAMT K OWKMBOYHbIM AnarHolam. [locne
BbIMO/HEHNS Pa3MYHbIX CKDUHUHIOBbIX TECTOB, MO3BONSIO-
wmx auddepeHunpoaTb HIM-C oT Apyrux HEBPOIOrMYECKUX
3aboneBaHui, AN NOATBEPKAEHUSA AMarHo3a Heo6xoaMmo
NPOBECTU chneuunanbHble BUOXMMUYECKME U MONEKYNSAPHO-
reHeTu4yecKkune uccnegoBanHua [1, 2]. B ¢BA3n ¢ atum, ans
ycTtaHoBneHns anarHo3a HIM-C Tpebyetcsa Bpems, a MHOOp-
MaLmio 06 3ToM 3a60/1EBAHNUN JOIKHbI UMETb NpeacTaBuTe-
I MHOTUX aucumnauH [8, 9, 25]. Ha npoTaxeHnn nepBoro
[ECATUNETUSA XU3HWM Yalle BCero BCTpevaloTcs HeBposo-
rMYecKMe pacCcTpoMcTBa, XOTA paHHiol dopmy 6onesHn
06bI4HO AMArHOCTUPYIOT Ha OCHOBAHWW WM30NMPOBAHHbIX
CUCTEMHbIX NposiBNieHnn [26, 27]. Bo MHOrmMx cnydasx ava-
rHO3 ycTaHaB/NMBAlOT B 3pe/oM Bo3pacTe (MHoraa Ha cefpb-
MOM [ECATUIETUM KKU3HU) [8, 28-30]. BospacT, B KoOTO-
pPOM MOSIBASIOTCA HEBPOOTMYECKME CUMNTOMbI, OKa3blBaeT
BblpaXX€HHOE B/IMSAHME Ha MNporpeccupoBaHue 60ne3HM.
Ecnun cumntombl HabnogaloTcs B MOOAOM BO3pacTe, npo-
rpeccvpoBaHme 06bl4HO MPOMCXOAUT BbICTpee, a CMepTb
HacTynaet paHblue [7, 28, 31].

[lo nocnegHero BpEMEHM He CyLLeCTBOBano CpeacTs, cno-
Co6HbIX MoandunumpoaTb TeyeHue HI-C. JleyeHne orpa-
HMYMBANOCb MPUMEHEHMEM CUMMNTOMATUYECKUX CPELCTB,
B YACTHOCTM YMEHbLIAOWMUX HEBPOSOrMYECKHe NposiBle-
HMa [9, 32]. B cBA3K c 3TUM, HeobxoauMma pa3paboT-
Ka NoAaxoA4oOB K JleYeHuto, CnocobHbIX CcTabunnanpoBaTb
COCTOSIHME MaLMEeHTOB M 3aMeanuTb UK OCTAHOBMUTb MPO-
rpeccMpoBaHne HEBPONOrMYECKUX CUMMNTOMOB. BaHbIM
warom B nedvyeHun HIM-C crtana paspaboTKa muraycra-
Ta, 9bOEKTUBHOCTb KOTOPOro yCTaHOBMEHa B AOK/IUHUYE-
CKMX nccnegoBaHusx [33], NPOCNEKTUBHOM KIWHWYECKOM
nccnegosaHun [34—-36] M peTPOCNEKTUBHOM KOFOPTHOM
nccnegosaHum [31].

Penkoctb HI1-C, BblparkeHHas HEOAHOPOAHOCTb W Hecne-
UMOUYHOCTb KIMHUYECKUX CMMMNTOMOB, TPYAHOCTU AMArHo-
CTUKM, B TOM 4YUCNe TEXHUYECKME, U OTCYTCTBME €AMHOro
MHEHMS Mo NoBOAY NleyeHnss 60Ne3HN CO3L4aloT Cepbe3Hble
npo6sembl NpU BEAEHUU TaKMX NaLMEHTOB. B 60NbLIMHCTBE
cTpaH 6onbHble HIM-C HaxomsTca nog HabnogeHuem cne-
LMann3npoBaHHbIX LIEHTPOB. IPDEKTUBHOMY WX SIEYEHWUIO
NpPensaTcTBYET TaKKe OTCYTCTBME HALMOHAsbHbIX MW MeXay-
HapOAHbIX KIMHUYECKUX PEKOMEHAALIMN.

YneHbl 9KCNePTHOro coBeTa BCTpeYanuch B MNapuke B AHBa-
pe 2009 r., 4yTo6bl 06CYAUTL ONTUMAaNbHbIE NOAXOAbI K Nleve-
Huio HI-C. B gaHHOM [JOKyMEHTe paccMaTpuBaloTCs KO-
4yeBble acrnekTbl BeAeHUs AeTen, NOAPOCTKOB M B3POC/bIX
naumeHToB ¢ HIM-C n coaepatca NpakTMyecKne peKoMeH-
JaLmnKn N0 UX NeYeHUIo, MPUHATbIE Ha KOHbepeHUnn. JaHHble
06 anuaemunonoruun u neyeHmnm 6onbHbix HM-C oTHOoCUTENBHO
HEMHOrO4YUCNIEHHbIE, TEM HE MEHee 3KCMepTbl MOoMbITaanUCh
pa3paboTtatb peKomeHaauMnM Ha OCHOBaHWW ONy6/IMKOBaH-
HbIX MUCC/TIeA0BaHMN.

OBLMUE ACNEKTbI

Tunbl 6oNe3HU U HOMEHKNaTypa

HIM-C xapaKkTepusyeTcs HapylweHWeM TpaHcrnopTa AunuvaoB
M oTnnyaetca ot TmnoB A n B 3a6onesanusa (HIM-A n HI1-B),

KOTOpble BbI3BaHbl MEPBUYHON HEAOCTATOYHOCTbIO KWUCNOWM
couHromumenuHasbl. lpuymHon passutua HI1-C gBnsioT-
Cs MyTauuu ogHoro u3 Apyx reHoB — NPC1 wunu NPC2.
KnuHuyeckue nposisnexnna mytaumm NPC1 n NPC2 He oTnu-
4yaloTcs, @ CUMNTOMaTUYeCKoe fiedeHne naeHTnyHoe. MHorga
MyTauMio BbISIBUTb He yaaeTcs. Huxke o6CyxKaatoTcs MeToabl
CKPUHUHIa, OMArHOCTUKM M CMMNTOMAaTMYECKOM Tepanuu
HM-C B uenom. Ecnu paccmatpuBatoTcs 0CO6EHHOCTM Beae-
HUS NauneHToB ¢ MyTauusamu NPC1 n NPC2, To yka3biBatoTCs
nogtunel ‘NPC1’ 1 ‘NPC2'. TepMuH «60ne3Hb HumaHHa-MrKa
D tnna» (HI-D), KoTopbI NpUMeHanun ans o6o3HavyeHuns pop-
Mbl 3ab60neBaHusd, onucaHHon B Hosou LLotnanamu, ucnosno-
30BaTtb He cneayeT. HIM-D no 6MOXMMUYECKMM HapyLUEHUAM
N KIIMHUYECKUM NMposiBNeHnsaM He otinyaetcs ot HIM-C v ces-
3aHa ¢ myTaunen NPC1 reHa [8, 37].

3a6oneBaemocTb

HIM-C — aTo cnopaamMyeckoe 3aboneBaHue, BCTpedatolleecs
y npeacrtaBuTenen NobblX 3THUYECKUX rpynmn. BbigeneHol
reHeTUYECKME BapuaHTbl, XapaKTepuayolimecs 60nee BbICO-
KO cpefHen 3aboneBaemMocTbio [8, 38].

MporHos

MpaKTnyeckn Bce nauumeHTbl ¢ HIM-C ymupatoT paHblie
CpOKa, XOTS CKOPOCTb MporpeccupoBaHus 3aboneBaHus
M oXuaaemas MPOAO/IKUTENbHOCTb W3HM BapbUpytoTCs
B LUMPOKKUX Mnpejenax B 3aBUCUMOCTM OT Bo3pacTa, Koraa
NosiBNAIOTCA HEBPOSIOrMYECKME CUMMTOMbI. B 04eHb peaKmx
clyvyanx nauueHTbl goxmBatoT 4o 60—70-neTHero Bospacra.
OnucaHbl NauMeHTbl, Y KOTOPbIX MOMHOCTbIO OTCYTCTBOBAN
HEeBPOSIOrMYecKMe paccTponcTea. Bo3pacT, B KOTOPOM Ha4u-
HaeTca 3a6oneBaHue, U NPOrHO3 OLEHUBANIN Ha OCHOBaHUK
nccneaoBaHui, Kotopble nposoaunuck B CLUA u EBpone
[6, 7, 39].

HaGnoaeHue B cneyuannsMpoBaHHbIX LLeHTpax
MauuneHnTbl ¢ HIM-C ob6palatoTcs K BpadyaM pasinyHblX crne-
LManbHOCTEN, BK/IOYAs HEOHATO/IOr0B, CEMEWHbIX Bpayvew,
neguaTpoB, My1bMOHOMIONOB, FEHETUKOB, remMaToforoB,
racTPO3HTEPOSIOroB, HEBPOSIOrOB, TepaneBTOB M MNCUXMa-
TpoB. EcnuM npu cKpuHUHre 3anopo3peH aunarHo3 HI1-C,
nauueHTa cnefyet HanpaBuTb B PernoHanbHblA UKW HaLMO-
HaNbHbIN LUEHTP, 3aHUMatoLWMNCa AMarHOCTUKOM U NeYEeHMU-
€M JIN30COMHbIX 60ne3Hen HakonneHus. Ecnv naumneHTbl
He MOryT npuexaTb B MOAOOHbIN LEHTP, TO HEOOX0AUMO MpPo-
KOHCYNbTUPOBATbLCS CO CMELMANUCTOM.

Accouuvauuu NnaLueHToOB U uccnepoBaTe/ibCKue GoHAabl
OpraHusaumm nauneHToB 1 uccnegoBaTenbckmue GoHabl 0be-
CNeynBaloT NOAAEPKKY NauUMeHTam U Ux G6JIM3KUM U UrpatoT
BaXHYyl0 pOSb B pacnpocTpaHeHun WHdbopmauum o 3abo-
neBaHun. BaxkHoe 3HayeHwe Onsa ynydlweHus pel3ynbraToB
nevyeHus pefkux 3aboneBaHui, Takux Kak HIM-C, umeer
pa3BUTUE COOTBETCTBYIOLWLEN WHPPACTPYKTYpbl, BKIOYas
Cco3[1aHne HalMOHasbHbIX CheuManM3npoBaHHbIX LEHTPOB.
HwuKe nepedncneHbl opraHnsalmm, oKasbiBatollMe NOMOLLb
nauneHtam ¢ HIM-C B EBpone:

Accoumnaymmn nayueHToB

e ®paHuums: Vaincre les Maladies Lysosomales;
http://www.vml-asso.org/.

e [epmaHusa: Niemann-Pick Selbsthilfegruppe. V;
http://www.niemannpick.de/news.php.

* Wranua: Associazione Italiana Niemann-Pick Onlus;
http://www.niemannpick.org/.

* Hwuapepnanabl: Volwassenen, Kinderen en
Stofwisselingsziekten (VKS);
http://www.stofwisselingsziekten.nl/.




e WcnaHus: Fondacion Niemann-Pick de Espana;
http://www.fnp.es/.

* BenukobputaHusa: Niemann-Pick disease group;
http://www.niemannpick.org.uk/.

UccnepoBatenbCcKni ¢poHa
e European Study Group on Lysosomal Diseases (ESGLD);
www.esgld.org.

CKPUHMHI U AUATHO3

XapaKTepHble CUMNTOMbI

HIM-C — 310 3a60oneBaHMe HEPBHOW CUCTEMbI U BHYTPEHHUX
OpraHoB, KOTOPOE NPOSABASETCH CUCTEMHBIMM, HEBPOJIOTUYe-
CKMMM CUMNTOMaMM U NMCUXMYECKMMU PACCTPONCTBAMMU.
Knuunyeckne deHotunoel HM-C BbigenstoT ¢ y4eToM Bo3pac-
Ta, B KOTOPOM HauyuMHaeTcs 3aboneBaHue: npe- uau nepu-
HaTanbHbIN nepuoa [12, 26, 28, 40, 41], HOBOPOXAEHHbIE
[28, 39, 42], neTv gowKonbHoro Bo3pacTta [7, 43-48] u noa-
pocTKku/B3pocnblie [2, 6, 29, 30, 49, 50]. lNMpn ecTeCTBEHHOM
TeyeHun HIM1-C HeBpONoOrnyeckne CUMNTOMblI MOSABASIOTCH
B pa3/IM4HOM BO3pacTe, a Mexay BO3pacTHbIMU KaTeropums-
MW cyllecTByeT nepekpect [6, 28, 39, 40, 44]. OcHOBHble
cumnTombl HIM-C nepeyncneHsl HUxKe.

CucremHble nNposiBIeHNUsS

HIM-C — 370 BaxHasa nNpuyMHa xofectatmyeckoro 3abonesa-
HWUS MEYEHU CO Cr/IeHOMEraamen y HOBOPOXAEHHbIX, a TaKKe
M30IMPOBaHHOM CNEHOMEranuun unun renatocnieHoMeranum
y aeten. HIM-C, pa3BuBalowmnincs B npe- an nepuHatanibHOM
nepuoae, 06bI4HO AUAarHOCTUPYIOT HA OCHOBaHMKW CUCTEMHbIX
NPOSIBIEHNN, TaKMX KaK aHacapKa njoda, acuuT, CTOMKWUH
XosiecTa3 M xosectatuyecKkas renatonartusi, KOtopble MOryT
ObITb U30/IMPOBAHHLIMYU [26].

Y nauueHtoB ¢ HI-C, pa3BuBLIMMCA B CTapllem BoO3pac-
Te, renatocnieHomMeranus 06bI4HO 6ECCUMMTOMHas U 4acto
OCTaeTcs Hepacro3HaHHOW. Pa3mepbl nevyeHun 1 ceneseHKu
HYXXHO OMpefesinTb He TOSIbKO NaibnaTopHO, HO M C MOMOLLbIO
yNbTPa3BYKOBOro uccnefoBaHusg. Mpu M3ydeHnM aHamHesa
4acCTo OTMEYaEeTCs Haln4ue yBennm4eHus NevYeHn uin ceneseH-
KW HESICHOTO reHe3a B IeTCKOM Bo3pacTe. UHdunsTpaums ner-
KWUX MEHUCTbIMU KNETKaMU B OCHOBHOM HabniofaeTcs y nauu-
eHToB ¢ HIM-C, pa3BMBLIMMCS B paHHEM Bo3pacTe.

O¢TasbmMosiorn4iecKkue nposiBJIeHNs

N3MeHeHUss NUrMeHTauMm CeT4aTKM, KOTOPble XapaKTepHbl
AN HEKOTOPbIX IM30COMabHbIX G0NE3HEN HaKOoMIeHus,
He BcTpevatotcs y nauueHToB ¢ HI-C. B yacTHoOCTM, npw
3TOM Tune 3aboneBaHusa He BbIIBASAAW BULLHEBO-KpacHble
naTHa B o6nactv MaKynbl, Habnwaawwmecs npu HI-A
1 HIM-B. CamblM paHHMM HEBPOJIOTMYECKMM CUMITOMOM MpH
HIM-C yacTo OKa3blBalOTCA CaKKagu4yecKue ABUMEHWUS rnas.
Y 60/1bLLIMHCTBA NALMEHTOB OTMEYAIOTCS ABUKEHUSA Ma3HOro
A6/10Ka B BEPTUKANbHOM NIOCKOCTHU, MO3TOMY UM CTAHOBUTCS
TPYAHO CMOTPETb BBEPX MAM BHU3 (@ B KOHEYHOM MTOre —
W BBEPX, U BHM3). B ganbHeENLIEM HapyllaoTCa ABWUKEHUS
rnasHbIX 96710K B FOPM30HTaNbHOM MIOCKOCTH, a 3aTeEM pas-
BMBaETCH HaaAbsAePHbIV napanuy B3opa. [pu aTom yxyalwa-
eTcsl CNOCOBHOCTb NaLMeHTa YNTaTb M CNeanTb 3a ABMMKYLLW-
Mucs obbektamu [51, 52]. Mapanuy B3opa BBEpPX — 3TO
xapaktepHbii cumntom HI-C. HapylweHns ABWKEHUN
rnasHbIX 96/10K Yalle BCero BCTpevaloTes, Korga 3abonesa-
HWe pa3BMBaEeTCa B AETCKOM M CTapluem Bo3pacTe.

Heriponcuxu4yeckme paccTpoicrTsa

Henponcuxnyeckne paccTponctBa 06bIHHO pa3BUBalOT-
ca B AETCKOM M CTapleM Bo3pacTe. Y geTen B Bo3pacTe
6-15 net 4yacto 3aTpyaHeHa y4yeba B LWKONe U/1nn BO3HUKa-
0T HapyweHus noseaexHns. Ecnn 3aboneBaHne HauynHaeTcs

B 6onee cTapliem BO3pacTe, TO HabnwaaTCca Nporpeccu-
pyloLLIMe HENPOMCUXUYECKME NMPOSIBIEHUS, KOTOPbIE Bapbu-
pytoTcs B WKWPOKKX npeaenax [8, 29, 30]. Takne nauneHThbl
06bI4YHO UCMNbITbIBAOT NPo6aeEMbl B 06y4eHUn unm npodec-
CUOHaNbHOM AeATENbHOCTH.

XapaKTepHo nporpeccupytollee yxyalweHue KOrHUTUBHOWM
QYHKUMN — OT CKPbITbIX HapyleHW, KOTopble MOTyT ObiTbh
BbISIBIEHbI TOMIbKO C MOMOLLbIO CreunasnbHbIX NCUXOMETPHU-
YeCKMX Npob, A0 BbIPaXKEHHOW AEMEHLMM, KOTOPas B KOHEeY-
HOM MTOre NPUBOAUT K anaTum U MyTU3MYy.

Mcuxo3 — vale 310 nNposiBNeHue no3gHux dopm 6ones-
HW. ECnM HEBpPONOrMYyeckue CUMMATOMbI OTCYTCTBYIOT WM
He pacno3HaloTcs, TO MOXKET B6biTb YCTAHOBMEH HENpaBMUib-
Hbl AMArHo3 wWu3odbpeHnn mnn apyrmx Gopm Mncuxo30B
[53]. Opyrve pacnpocTpaHeHHble MCUXMYECKME CUMMTOMBbI
BK/IlOYAIOT B ce6s aXkuTaluio, TMNepakTMBHOCTb, PacCTpom-
CTBa CHa, 6MNoNSPHOE PacCTPONCTBO MK Aenpeccuto. XoTs
Nno OTAENbHOCTU 3TU CUMMTOMbI Mano cneunduyHbl, B coye-
TaHUK C YXYAWEHNEM KOTHUTUBHOM QYHKLMU, 3PUTENBHLIMM
rannoumMHauns M, HapacTaHueM noa BAUSHUEM Herponen-
TUKOB W/W KaTaTOHMEN OHW YKa3blBalOT Ha OpraHuyeckoe
3aboneBaHue.

MepBUYHOE 06CNnegoBaHUE (CKPUHUHT)

Lenb ckpuHuHra — aunddeperHumposatb HIM-C ot apyrmux
NIN30cOoMasibHbiXx 6ONE3HEN HaAKOMNEHUSs; NpU BbIBOPE CKPU-
HWHIOBbIX METOOB YYMTbIBAIOT XapaKTep KIMHUYECKUX MpPo-
ABNEHNN. XOTa KnHU4Yeckme npoasnenns HIM-C otnnyatores
y AeTer u B3POCAbIX, ANS CKPUHWHIA U yCTaHOBEHUS aua-
rHO3a MOryT 6blTb MCNOMb30BaHbl OAHWM U Te e MEeTOAbl.
Bbl6Op MepBUYHbIX METOAOB AMArHOCTMKM 3aBUCUT OT WX
JocTtynHocTu. bonee nogpo6HO MeToAbl CKPUHUHIA paccMa-
TPMBAIOTCA HUXKE.

XutoTpnosugasa nnasmbl

XWUTOTpMO3KnAasy nnasmbl CUHUTAOT KPUTEPUEM THAKECTH
N CKPUHWHIOBLIM NapamMeTpoM Mpu APYrux JIM30COMabHbIX
6051e3HAX HaKoNeHus (Hanpumep, 6onesxun lowe) [54, 55].
OaHako MHGOPMATUMBHOCTbL 3TOro nokasartensd npu HIM-C
He ycTaHoBfieHa. AKTMBHOCTb XWTOTPMO3MAa3bl MNaasmbl
MOXET ObITb Mone3Hon npu ckpuHuHre HI1-C, ocobeHHO
y OeTEN C U30/IMPOBAHHON renatocnneHomerannen. OgHaKko
YpOBEHb 3TOr0 PePMEHTa He ABASETCSH HYBCTBUTENbHbIM UK
cneundunyHbiM Mapkepom HIM-C [56].

AKTMBHOCTb XWMTOTPMO3MAA3bl MAa3mbl Y MOJSIOAbIX fiogen
06bI4YHO NOBbIWAETCHA B 6OMbLUEN CTENEHU, YEM Y B3POC/bIX.
MpumepHo y 6% niogen B 06LLein NonynsaLmMm XutoTpuosnaasa
He onpegensietcsa [57].

CraHgapTHbIe 1abopaTopHblie MeToAbl

PesynbTraTtbl CTaHAAPTHbIX OGMOXMMMWYECKUX WCCedoBaHum,
B TOM YMC/e YPOBHM IMNNA0B U HEKOHBIOTMPOBAHHOIO GUK-
py6uHa, y 60bHbIX ¢ HIM-C 06bI4HO HOPMabHbIE, OJHAKO OHM
MOFYT U3MEHWUTLCS Yy MALMEHTOB C FMNEepCrnieHn3MOM Wu
XxonecTaTMyeckMm 3aboneBaHneM neyvexHn. Horaa y naumeH-
TOB CO CrJIEHOMEranuen HabnaaeTcs Hebonbllas TPOM60-
umMToneHuns. HMU3Knin ypoBeHb XoNiecTepUHa NMNONPOTENHOB
HU3KoW NNoTHOCTH (X-JTHIT) — 3TO YacTbii, HO He o6sA3aTenb-
HbIM NPU3HaK. XOT aKTUBHOCTb aMUHOTpaHchepas 06bIYHO
HopmanbHas, ypoBeHb ACT MOXKET MOBbLICUTLCS, HO CO Bpe-
MEHEM OH, KaK MpaBu/io, BO3BpaLLaeTcs K HopMme.

ucronorns

MccnepoBaHve 6GuMONTaTtoB TKAHEW C MOMOLbIO CBETO-
BOW MMUKPOCKONUU MO3BOMSET BbISBUTb XapaKTepHble
(HO HecneuudUYecKne) NEHUCTbIE KIETKU U/UNK ronybble
TMCTUOLMTBI B KOCTHOM MO3re, Cene3eHKe, NeYeHu, Nerkmx
n numdatuyeckmx yanax [8, 43, 58]. B HeKOTopbIX cnyya-
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X AMArHOCTUPYIOT CKPbITOE MOpPaXEeHUEe KOMXMW, CKENeTHbIX
Mbiwy M a3 [8, 59]. lNpu cBETOBOM MUKpPOCKONuK 6e3
3NEKTPOHHOM MUKPOCKOMWUKU BUONTATOB NEeYeHM MOMKHO Mpo-
nyctuTb AvarHo3d HIM-C, nposiBnsiiowmmncs xonectaTuyeckum
nopaeHnem nevyeHn y HOBOPOXKAEHHbIX.

[Mp1 3INEeKTPOHHOW MUKPOCKONUU GMONTATOB KOXM [59] (Mnn
neyvyeHun) MHoraa BbISBASAIOT NOIMMOPOHbIE LiMTONNa3Mmartuye-
CKME BKJIIOYEHUS, KOoTopble GaKTUYECKU MaTOrHOMOHWYHbI
ana HM-C. MHTepnpeTauusa 6uMonTatoB KOXWM NpeanonaraeT
TWaTenbHy NOArOTOBKY 06pa3L0B, KOTOPble AOMKHbI OblTb
M3y4eHbl OMbITHLIM NaTosoroaHaTtoMom [8].

Puc. 1. Anroputm nabopaTopHON AUArHOCTUKK

JlaGopaTopHbIii AUarHo3

B HacTtosllee BpeMsi OCHOBHbIMM METOAaMMW [AWArHOCTU-
Ku HIM-C cyuTtaloT GMOXMMMUYECKME TecTbl, MO3BOJSiOLWMe
BbIIBUTb HapylWweHWe BHYTPUKAETOYHOro TpaHcnopTa
M romMeocTasa xofectepuHa. Hanunume mytaumumn NPC1 wnu
NPC2 reHoB B COYETAHWU C XapaKTEPHbIMU KIMHUYECKMU-
MU MpPOSIBNEHUSMW MOATBEPXKAAET AMarHo3. g uayydeHus
HOBbIX MyTauMh Heo6XoAWMbl AOMNONHWUTENbHbIE MCCNeno-
BaHusA. Ha puc. 1 n3o6paxeH anroputm obcneaoBaHus,
KOTOpoe B wuieane MNO3BONSET YCTAHOBWUTb [LOCTOBEPHbIN
anarHo3s HI-C.

* KOCTHbIN MO3I (MOXET 6bITb UHDOPMATUBHBIM, HO HE 0653aTENBHO): MOMHO BbIIBUTb MEHUCTLIE KIETKW (GUAUMMMUH-NO3UTUBHbIE)

* ECn1 NpoBOAMTCS GMOMNCUS NEeYeHW MU HanuumMm xonectasa, Heobxoanma GpuKcaLms 6uonTara ana uccnegosaqus EM

* CbIBOPOTOYHAS XMTOTPMO3MAA3a: NONESHbIN, HO HEOBSA3aTENbHbIN TECT; 0O6LIYHO (HO HEe BCEria) aKkTMBHOCTb MOBbILIEHa

* WU3onupoBaHHan (renaTo)CnieHOMeranaums: UCKAIYnTL 60ne3Hb lowe u HumaHHa-Tinka Ha 0CHOBaHNUM aKTUBHOCTU GEePMEHTOB
* JlaGopaTopHble U KNTUHUYECKUE AaHHble (HE06X0ANMbI A9 NPAaBUIbLHON UHTEPNPETAaLUKN Pe3yNbLTaToB 06C/1e0BaHUs)

BUONCUA KOXK

e Ecnu Bo3MOXHO: duKkcauma v EM uccnegosaHune
¢ Kynbrypa ¢puGpo6nactoB (0643aTeNbHO)

DdUAMNNUHOBLIN TecT
(61onorvio KNeToK NPOBOAAT ABaXK/bl)

Pe3KOo NoI0XKUTENbHbIA .
o MonoKuUTenbHbIA ¢ YACTBIMU
«Knaccuiecknm JIHM, «<BapuaHTHbIW»
(80-85% naumertos ¢ HM-C) "
= (okono 15% naumeHnTtos ¢ HIM-C)
MpaKTuyeckum o -
o BeposiTHbIi «BapuaHTHbIN»
onpefeneHHbI AUarHos HI-C***
HN-C**

WHTepnpetauus
3aTpygHeHa*
(3—-5% nauwneHToB ¢ HIM-C)

OTpuLaTeNbHbIN

CKopocTb o6pa3oBaHue adpupa
xonectepuHa nog aevicreuem JIHM

MOBTOPHO OLIEHWTb KIMHUYECKME NPOSIBNEHMS.
CneunannanpoBaHHblit LIeHTP. JononHuTeNbHbIe
ncenenoBaHus. Ecnm guarHo3 BeposTeH,
MONEKYNSAPHO-TEHETUYECKOE UCCef0BaHNe

MoKHo
uckmouutb HM-C

NPC1 reH
MyTtauusa p.P1007A U KOROH 992****

UccnepoBanHne NPC1 u NPC2 reHoB

* Yacto npuxoautcsa uccnepoatb gAHK u cJHK

* B 3aBMCMMOCTM OT perMoHa, B nepByto ovepeab uccnegosatb NPCL p.11061T nnum apyryio camyto pacrnpoCTpaHEHHYO MyTaLmio
* BbicTpo npoBecTu uccneposaHue NPC2, ecnu pebeHky < 8—10 mec
e NPC1: MHOXECTBEHHbIE NONMMOPGU3MbI (OLIEHWTb Cerperauuto annenew)

lpumeyaHue.

* — Mpu peduumnte chuHrommenHasbl (BKIOYaA TUN A) BOSMOXKEH COMHUTENbHbIW pe3ynsTaT Npobbl ¢ GUANMNUHOM C HOPManbHON
CKOpOCTbio 06pa3oBaHusa adupa xonectepuHa nog aencrenem JIHIM — reHeTnyeckue nccneaoBaHns B 60bLINHCTBE ClyYaeB No3BoNstoT

nckounTb HIM-C;

** — NIOYKHO-MONOXKUTENbHbIN: 60N1€3Hb |-KNETOK (KAMHUYECKME NPOSIBAEHNS PE3KO OTIMYatoTCS);
**% — y reTepo3nroT MoryT HabnaaTbcs U3MEHEeHUs (OKpacka ¢ GUANMNMNUHOM U KMHETMKA 06pa3oBaHns adupa xonectepmHa), CXogHble

C TaKOBbIMW NPW BapuaHTHOM GeHOoTUNE;

**¥k _ BO MHOIMX CTpaHax Hanbonee pacnpocTpaHeHHbIMU BapuaHTHbIMKU MyTaumnsamu aensiotcd NPCL p.P1007A unu pasnuyHole
missense myTauuu. NMpuMeHeHne: MONeKyNSIPHO-reHeTM4YecKrue UccneaoBaHns MoryT 6biTb NPOBEAEHbI, €CN KIIMHUYECKME CUMNTOMbI
NO3BONSIOT C BbICOKOWM BEPOATHOCTHIO 3anofo3puTb AnarHoa HIM-C, faxe npu oTpuuaTenbHOM pesynbraTte Npobbl ¢ GUANNMUHOM.



PeaynbraTbl NabopaTopHbIX ANArHOCTUYECKMX METOAOB Mpw
HIM-C HeoaHO3HauHbI, @ UHTEPNPEeTUPOBaTh X ObliBaET TPYA-
HO W3-3a pasniMyHbiX MeTogonornyecknx daxktopos. [Mpu
NpoBeAEeHNN UCCnefoBaHUM He06X0AMMO UCNONb30BaTb Kak
NMONOMXUTENbHbLIA, TaK U OTpULATENIbHbIN KOHTPOSb. TecThbl
JONMXKHbI BbIMNONHATBCA B CMELMann3npoBaHHbIX LeHTpax.
HenatenbHo ob6ecneynTb afeKBaTHbIM KOHTPO/Ib KavyecTBa,
4YTO6bl CTAHAAPTU3MPOBATb MCCNEAOBaHWUA B Pa3MUYHbIX
LeHTpax. MeTtoabl uccnefoBaHUs, KOTOPblE MPUMEHSAIOT-
cs Ansl NOATBepXAeHWs amarHo3a HI1-C nocne CKpWHWHIa,
3aBMCAT OT AOCTYMHOCTU COOTBETCTBYIOLLEr0o 060pYAOBaHMS.

Buoxummyeckme meTobl

YTo6bl YyCTAaHOBUTb BUOXMMUYECKUIM anarHo3 HI1-C, Heobxo-
AMMO UMETb XMBble KNETKU (0BbIYHO KyNbTypy Gprbpobnactos
KOXM). CaMbiM 4yBCTBUTENIbHBLIM M CneundUYHbIM METOAOM
anarHoctTnku HIM-C cymTaloT TEeCT ¢ OKpacKon GUAMMNUHOM.
dnbpobnacTbl KyNLTUBUPYIOT B cpeae ¢ 60/blUMM cogeprKa-
HueMm JIHI, nocne 4yero KAeTKM GUKCUPYIOT U OKpalmnBatoT
duannnuHom. Mpun GAOPECLIEHTHON MUKPOCKOMUN NO3UTUB-
HbIX KNIETOK B TUMUYHOM C/ly4ae BbISBASIOT MHOTOYUCIEHHbIE
dnoopecumpyrolLme (3anoIHEHHbIE XONECTEPUHOM) NEPUHY-
KneapHble Ny3blpbKKU. 3TN KNAacCUYECKUE UBMEHEHMSA Habto-
fJatotcs npumepHo B 85% cnydaeB. MeHee BbipaxeHHOe
HaKoneHue xonecteprHa otmevaetcs B 15% cnyyaes («Bapu-
aHTHbIN BGUOXMMMUYECKUIM deHOTUM»). WNHTepnpeTnpoBaTtb
pes3ynbTaTbl MMKPOCKOMUKW B TaKMX Cllyd4asx 4acTto TPYAHO,
a pe3ynbraTbl MOMYT ObITb KaK NOXHO-NOIOXKMUTENbHbIMU, TaK
W NNOXHO-0TpULaTeNbHbiMU [60, 61]. O4HAKO UHKY6aLLMS KySb-
TUBUPYEMbIX KNeToK ¢ JIHI B 0CoOBbIX YC/IOBUSX NO3BONSAET
onTUMMU3NpoBaTb NPoby ¢ GUAMMNUHOM U OBnerdyaeT BbISB-
JIEHWE «BapUaHTHbIX» KNETOYHbIX TMHUI [61].

BTopbiM N0 MHGOPMATMBHOCTU TECTOM SABASIETCA U3MEPEHNE
CKOpOCTU 06pa3oBaHms adupa XonecTepuHa, MHAYLMPOBaH-
Horo JIHI, B KynbType pubpobnacTtoB [60, 61]. B KNeTo4HbIx
JIMHUAX NALMEHTOB C «KACCUYECKMM BUOXMMUYECKUM deHo-
TUNOM» CKOPOCTb 3cTepndmKaLmm xonectepuHa pasHa O unu
O4YeHb HU3Ka. B KIETOYHbIX IMHUAX MNALMEHTOB C «BapuaHT-
HbIM GMOXMMWYECKMM GEHOTUNOM» HabnoaaeTcs Nnerkoe
HapylleHne acTepudurKaummn xonectepmHa. CooTBETCTBEHHO,
pesdynbraTbl TecTa MOryT OKa3aTbCsi HEOAHO3HAYHbIMMU.
B TaKux cnyyvasx 4na noaTBepPKAEHUS AnarHosa Heobxoaum
aHaNn3 reHeTUYECKMX MyTaLMI. Y4UTbIBas CIOKHOCTb, BbICO-
KYI0 CTOMMOCTb M TPYAOEMKOCTb BGMOXMMMUYECKOrO UCCNeao-
BaHUWA, NMpU MNOJIOXKUTENbHOM Npo6e ¢ GUIMANMHOM YacTo
cpasy NPOoBOAAT aHaNu3 MyTaLum (CM. puc. 1).
BuoxumMnyeckrne TecTbl He MO3BONAIOT HaAEXHO WAEHTU-
duuMpoBaTh reTepo3nroTHbix Hocutenen HI1-C. PesynbraThl
npo6bl ¢ GUANNMUHOM MOTYT ObiTb HOPMasbHbIMUK. Y 3HaA4u-
TeNbHOM YacTu HOoCUTENEen HabNtAAOTCS IErKMUE HapyLLEeH s,
CXOAHble C TAaKOBbIMW B «BapMaHTHbIX» KETOUYHbIX JIMHUSIX.
lpeHaTanbHOEe GUMOXMMWYECKOE TECTUPOBaAHWE WMMEET psf
HeaoCTaTKOB W, BO3MOXHO, He BO Bcex cyvasx [62, 63]. OHo
NPOBOAMUTCS TONBbKO B OTAENbHbIX LeHTpax. B cBA3K ¢ aTum,
Ona npeHaTanbHoW auarHoctuku HI-C cnegyeT mcnonb3o-
BaTb MOJIEKYNSIPHO-TEHETUYECKMI METOL.

NccnegoBaHMe Ma3KoB KOCTHOrO MO3ra, OKpalleHHbIX
dununnuHom, a Takke no [Mm3e, NO3BONSAET BbISBUTb
NEHUCTbIE KNETKM, 3arno/IHEHHbIE XONECTEPUHOM, U SABASETCS
3Kcnpecc-metTogoM cKpuHuHra HI-C, ogHako OH He pgaer
BO3MOHOCTb YCTAHOBWUTb OKOHYaTE/bHbIV ANarHos.

leHeTHYeckoe uccrepgoBaHne

MpuynHon HIM-C gasngiorca MyTtaumu aByx reHos — NPC1
(pacnonoxeHHoro Ha xpomocome 18, q11-q12) unn NPC2
(nokanuaylouleroca Ha xpomocome 14; q24.3), KoTopble
nepeaarTcs Mo ayTOCOMHO-PELLECCUBHOMY TuMy. MyTtauuu
NPC1 reHa unmetoTcst 6onee 4eM y 95% 60onbHbix ¢ HI-C,

a myTtaumm NPC2 — npumMepHo Yy 4%. Y ocTaibHbIX MaLMeHToB
NPUYMHOM 3a6oNeBaHnUs CYMTAOT HEYCTAHOB/EHHbIE MyTa-
ummn [10-13]. MoneKynsapHo-reHeTu4yecKoe uccregoBaHue
NPC1 n NPC2 reHoB NpoBOAMTCA B CreLuann3mpoBaHHbIX
na6bopartopusix. BoisButb MyTaumMm NPC1 reHa B HEKOTOPbIX
cnyyasx GblBaeT TpyaHO. 15 3TOro MoxKeT noTpeboBaTbCs
KOMOMHMpoBaHHOe nccnegosanve gAHK v cHK. YauTbiBas
MHOIOYUCNEHHbIE MOAUMOPDU3MbI 3TUX FEHOB, MHTEPMNPETH-
poBaTtb HOBblE MyTaLUK CleayeT OCTOPOXKHO. «BapuaHTHbIN»
OMOXMMUYECKUA GEHOTUN acCcoLMUUpyeTcs C OnpeaeneHHbl-
Mu myTaumamu NPC1 [11].

[eHeTUYeCKoe TecTMpoBaHWE MMEET K/IoYeBOe 3Ha4vyeHue
ANS NOATBEPKAEHUS AMArHo3a y NaLUMEHTOB C «BapUaHTHbIM»
OGUOXMMUYECKUM (PEHOTUMOM, a TaKXKe ANsa MpeHaTanbHOMn
[AnarHocTuku [8, 63]. Ecnu KIMHUYECKME CUMMTOMbI NO3BO-
NIAI0T C BbICOKOM BEPOATHOCTbIO Npeanonaratb AuMarHo3
HIM-C, reHeTnyecKkue uccnenoBaHms MOryT 6biTb NPOBEAEHbI
Jake Npu oTpuLaTeNbHOM pesynbraTte Npo6bl ¢ GUANNNIMHOM
(c™m. pasgen «buoxummn4eckme MeToanl»).

BbisiB/IeHUe HOCUTe/1el M NpeHaTa/lbHbli JUarHo3

Ecnun y pebeHKa BbIiBNEHbI MyTaLuK, To Heo6xoanMmo obcene-
foBaTb ero poavtenen. 3To NO3BOASET BbIABUTb reTEPO3U-
FOTHbIX HOCUTENEN MYTUPOBAHHOrO reHa. Ecaun peaynbraThl
reHetTnyeckmnx tectoB Ha HI1-C nonoxkutenbHble, HEOO6X0an-
Ma reHeTu4yecKas KOHCynbTalMs NaLneHTOB (xapaKTep 3a60-
neBaHus, TMN HacnegoBaHuWs, NiaHUMpoBaHWe ceMbu). Ecnn
y napbl yxe poxganucb aetn ¢ HI-C, cneayetr pekomeHao-
BaTb MpeHaTanbHoe uccnegosaHue. AHK cneagyet uccne-
foBatb y 060MX poauTenen, B uaeane [LO FEeHEeTUYEeCKow
KOHCyNbTaLuu.

lpeHaTanbHbIM  gMarHo3 MOXeT OblTb YCTaHOBNEH
Ha OCHOBaHWW WCCNeaoBaHUA XOPWMOHUYECKUX BOPCUHOK
Ha 10-12-n Hepgene 6epeMeHHOCTU. [peanoyTUTENbHbBIM
CYUTAIOT MOIEKYNAPHO-TEHETUYECKUI aHanua (ana uccnego-
BaHWUSA He TpebyeTcs KynbTypa KNeToK). Ans GMOXMMUYECKOM
npeHaTasbHOM AMArHOCTUKM HeobXoauma KynbTypa KIETOK
(c™m. pasgen «<bnoxmmmnyeckne Metoabl»). ATOT METOA HAOEK-
€H, TO/IbKO €C/M BOSIbHOM YN1eH CEMbU MMEET «KNacCUYECKUN
6unoxmmmnyeckuin deHotun». B HacTosilee Bpems ero npume-
HSIOT TONIbKO B MOCNEeAHI00 o4epeapb [62, 63].

AndppepeHuynanbHbIi JUarHo3

YuutbiBas pa3Hoobpasune KIMHUYecKux nposisneHun, HI-C
npuxoautcs avdpodepeHUnpoBaTb C pasdivyHbiMKM 3abo-
NleBaHUSAMMU, OCOBGEHHO TMpPW HaNMyiuKM dparMeHTapHoOro
deHoTUNa.

CUCTEMHbIE NPOSIBNIEHMS, TAKWE KaK XenTyxa U M30/MpoBa-
HUS CnIeHOMEeranua y HOBOPOXKAEHHOro, HEBPONOTrMYECKNne
CUMMTOMbI, B TOM YMCNe AUCTOHUSA, AEMEHLMSA, KaTanieKcus
W HaabadepHbIM Mapanuy B30pa, BCTpevatoTcs npu pas-
HbIX 3a060/1eBaHUSX, BKOYAA HacNeACTBEHHbIE HapylleHus
MeTabonnama, TakMe Kak GM2 raHrmmo3nao3 1M 605e3Hb
fowe 3 TMna [64].

Henponaronorus

HelponatonorMyeckoe uccnegoBaHue no3BOsSeET NOAyYnTb
cneunduryecKkne aaHHble, OAHaAKO ANs MccnegoBaHUs Heob-
Xxoauma 6GMOMNCUSA FOIOBHOMO MO3ra WM NPSMOW KULLKM,
No3aToMy METOA He npurodeH ans ckpuHuHra HI-C.
XapaKTepHble M3MEHEHUs BKIOYalOT B cebs HakomnneHue
NUNUAOB B HEMpOHaXx, 06pa30BaHME MEraHeBpUTOB, 3KTO-
NMUYECKUM AEHAPUTOrEHE3, HEMPOAKCOHaNbHYIO ANCTPOdUIO,
rnéesib HEMPOHOB U HeMPOobUOPUNNAPHbIE KNYOKK [65—69].
AHanuM3 NMNULOB B 3aMOPOXEHHbIX TKaHAX, NpeanoyTu-
TEeNbHO CENe3eHKU, a TaKKe MeyeHu W roNoBHOro MO3ra,
B crneuvanMaMpoBaHHOM nabopaTtopun MO3BONAET GbICTPO
nony4nTb HEOBXOAUMYIO MHDOPMALMIO.

=
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JNIEMEHUE

[lo nocnegHero BpEMEHU He CyLLLecTBOBaso CpeacTs, Cnocoo-
Hbix MoaubuumnpoBaTtb TedeHue HI-C. CumnTomatnyeckune
cpeactBa ob6napatoT BapuabenbHon 3GDEKTUBHOCTLIO,
HO MOTYT YNy4LWWTb Ka4yeCcTBO XMU3HU NnauuneHToB. Knoyesoe
3HayeHue ANs ynyyleHUs KayecTBa XMU3HU 60MbHbIX ¢ HIM-C
MMEET BbICOKOKayeCcTBEHHasd oblaa neanarpuyeckas
“ MeMLMHCKasa NOMOLLb.

MannuaTuBHblE CPeAcTBa MOTYT MPUMEHATbCH N9 fevye-
HUA OUCTOHWW, KaTamjaeKcuu, Cyaopor, HapylleHWW cHa,
KENYAOUYHO-KULLIEYHbIX CUMNTOMOB U PEAKO — MOpaMeHus
nerkux [9, 32].

Mocne nosBneHns murnycrata Lesbio e4eHnUs MOXKeT OblTb
cTabunnsaLmsa HEBPOIOrMYECKUX NPOSBIAEHUN.

CumnTomMaTuyecKas Tepanus

HeBposnorndyeckne paccTpoucTsa

*  TPUUMKIMYECKME aHTUAENPeCcCaHTbl UKW CPeACcTBa, CTU-
vynupytowme LIHC, no3BonsoT KOHTPOAMpoBaTb KaTa-
nnekcuio [8, 45, 46].

* [lpoTMBO3NUNENTUYECKME CPEACTBA NPeaynpeXaatoT Uu
YMEHbLWAIOT 4acToTy CyA0POr.

e [IUCTOHUS M TPEMOP Y HEKOTOPbIX MALMEHTOB XOPO-
IO OTBEYAlT Ha aHTUXONMHEPruyeckue npenapatbl.
B oTaenbHbIX ciy4asax MOXeT 6biTb 3QbEeKTUBHbIM 6OTY-
JIMHUYECKUIN TOKCUH.

e [1ns nevyeHns 6ECCOHHULbI MOXKHO MPUMEHATb MenaTto-
HWH. B HEKOTOPBLIX Ciy4yasx Mose3Ha KoHCynbTauus cne-
unanucta.

* K pelieHunio NoBEAEHYECKMX NPOBNEM, TaKMX KaK runep-
aKTUBHOCTb, Fa/lloUMHaLMKU U axuTaums, Heobxoanmo
npuBAeKaTb rpynny noaaepKu nauuneHta. BoamorkHa
KOHCyNbTaLmsa ncuxuatpa.

Jle4eHHue cUCTEMHbIX NPOSIB/IEHUN

Mpu HapacTaHum gucdarum y naumeHtos ¢ HIM-C HapylwaeTcs
nutaHme. Cneayet KOHTPONMPOBATb CMOCOOGHOCTb GOJbHbIX
rnotatb MWLLY, Y4MTbIBasi PUCK CKpbITOM acnupauuu. [Mpwu
ancdarnn peKoMeHAyeTca Xuakas W MNOoNyKMAKas nuuwa.
bonbwunHcTBy nauneHTo ¢ HIM-C B KOHEYHOM UTOre NpUXo-
[OWTCS HaKnaAblBaTb racTpocToMy, 4TOGbl o6ecneynTb afeK-
BaTHOE MOTPEOBSIEHNE KWIAKOCTU U Kanopun. Y NauMeHTOB
¢ aucdarnen 4yacto HabnoJaeTca CNOHOOTAENEHNE. B Takmx
cnyvyanx nHoraa apdeKTUBHbI aTPONWUH BHYTPb B HEGONbLLMX
[03ax U cybmaHanMoynspHble UHbEKLMK BOTYIMHUYECKOTO
TOKCWHa. [ucdarnsa 4acto OCNOXKHAETCH BTOPMUYHbIM Mopa-
WeHuem nerkux. NpodunakTMyecKoe MNPUMEHEHUE aHTU-
GMOTMKOB MO3BONSET NpeaynpeavTb pPas3BUTUE NIEFOYHOM
MHOEKUMU. NepBMYHOE NOPaXKEHNE NErKNX, HENOCPEaCTBEH-
Ho cBsizaHHoe ¢ HI-C, BcTpeyaeTtcs peako. [Mpu ero Hanuyunm
noKasaHo neyvyeHne 6GpoHxoAnNaTaTtopamun u nHorga Gusno-
Tepanus. AGPEKTUBHOCTb 3TUX METOAOB B KOHTPOIMPYEMbIX
KIIMHUYECKMX NCCNe0BaHUSAX He U3yvyanach.

Y 60nbHbIX HIM-C 06bI4HO pa3BMBatOTCS KEeNyAOYHO-KMLLEY-
Hble MPOSIBNIEHMS, B YaCTHOCTU AMapes, KoTopas BCTpeya-
eTcs y NalUMeHTOB, NOoyYatoWwmnX U He NOoNyYaloLnX NevyeHme.
Taknm NaumeHTaM Ha3Ha4valoT CPeAcTBa OT AMapen U cneLm-
anbHyto anety. CnegyeT KOHTPOANPOBaTb QYHKLMIO KULLEYHK-
Ka, 4TobObl n36exKaTb 3anopa.

Cneuuduryeckne meToabl ieHeHUs

Llenn neyeHms

Uenn nedenna HIM-C onpepensaiotcs npeanonaraeMbiMu
M U3BECTHbIMU MEXaHM3MaMW NOpParKEeHUss HEPBHOM CUCTe-
Mbl. B uenom, dyHKLMA 3aBUCKUT OT OBLLEro Yyucna XusHe-
CNoco6HbIX HerpoHoB B LIHC. 3Tn HeMpoHbl NpeacTaBnsoT
Cco60M MULIEHb ANs NeYEHUS MPU NPOrPECCUPYIOLLIMX HEMPO-
[lereHepaTnBHbIX 3ab601eBaHnsaX, Takmnx Kak HIM-C.

Korga yctaHaBnmnBaloT AMarHo3 1 HadnHatoT crneundudeckoe
fleyeHne, 4acTb HEMPOHOB YyXKe HeobpaTMMO noBpexaeHa
unu norména, NO3TOMY LieNb ANUTENbHOM Tepanun — cTtabu-
nn3aumsa 3aboneBaHns U CHUKEHWE CKOPOCTU ero nporpec-
CUPOBaHUS.

YuutblBas BaprabenbHOCTb MporpeccupoBaHus 6051e3HU
B pas3/IMYHOM BO3pacTe, NniaH nevyeHus BbIGUpaoT UHANBU-
ZlyanbHo.

MeTtoabl ne4eHusi, pa3apaboTaHHble Ha OCHOBaHUM
3KcnepuMeHTa/lbHbIX AaHHBbIX (in vitro nam onbiTel

Ha XNBOTHbIX)

KneTo4Hble curHanbHble cuctembl. Mobunusauma cogep-
MMOrO 3HAOCOM MOXET ObiTb LIe/blo NPUMEHEHUS HEGONb-
LUMX MOJIEKYN, KOTOPbIE MPOHUKAIOT BHYTPb KAeToK. [psmoe
WK Hernpsmoe yBenuveHue akcnpeccun [Mdasbl, Rab 9,
MOXeT yMeHbWwuTb nposisneHns HM-C M BOCCTaHOBWUTb
TPaHCMopT AUMNUAOB B KynbType TKaHu [70, 71]. B Hepas-
HEM uccnefoBaHWKM GbiN0 MOKa3aHo, YTO MOBbIWEHWE 3KC-
npeccun Rab 9 npuBOAWMT K yMEHbLIEHWIO Aeno AUnuaoB
U YBEJIMYEHUIO ANIUTENbHOCTU XU3HKU Mblwen ¢ HI-C [72].
[oTeHUManbHOM LEeNblo NleYeHUs CcuYMTaloT noAaBieHue
anonto3a M POACTBEHHbIX MEXAHW3MOB rMbenu U ANChyHK-
uMn Knetok [9, 32]. HeobxoaMmo panbHenllee u3yyeHwe
nogo6HbIX NoAX0A0B K nevenHuto HI-C.

HeWpocTtepouabl OKa3biBalOT BAMSAHME Ha PocT U andode-
PEHUMPOBKY HEMPOHOB M MOIYT MOAYIMPOBaTb Pa3finyHble
peuenTopbl HeMpomeanaTopoB. B onbiTax Ha MbllWwax ¢ myTa-
umen NPC1 paHHee BHyTpPUOPIOWIHOE BBeAeHWE annonper-
HaHOMOHa Ha B-UMKIOAEKCTPUHE 3afepXKMBano nporpec-
CMpOBaHWE HEKOTOPbIX HEMPOMNaTONOrM4YECKUX WU3MEHEHUN
M HEBPOJIOMMYECKMX CUMMTOMOB W YBENMYMBAO BblKUBae-
MOCTb [73-75].

Heo6xoanMbl AONONHUTENbHbIE UCCNEA0BAHUS A1 U3YHEHUS
BO3MOXHOM ponu HenpocTeporaos B fiederHnn HI-C.
CpeactBa, cBfi3biBalowiMe xonectepuH. HegaBHO 6bino
NMOKa3aHo, 4TO paHHee MpPUMEHEHUe 2-TMOPOKCHU-[-LUKIIO-
[OEeKCTpuHa y Mblwen ¢ mytaumen NPCL npuBOAMUT K 3HaAUU-
TENIbHOMY CHWXXEHMUIO KOHLIEHTPALUMIW XONIeCTEPUHA B NEYEHU
N ceneseHKe, ynyqyweHuto GYHKUMK MEeYEHM, YMEHbLIEHUIO
HerpoaereHepaTMBHbLIX U3MEHEHUN U YBENUYEHUIO BbIXKU-
BaeMoCTH [76].

Heo6xoanmo ganbHenwee naydyeHune abpeKkTMBHOCTM Nog06-
HbIX cpeacTs npwu HI1-C.

KypKyMHUH OKa3sbiBan 61aronpuatHoOe BAWSHWE Ha BHYTPU-
KNeTOYHbIM romeocTasd Kanbuua M meTabonMam Nunuaos
y Mbllwewn ¢ mytaumen NPC1 [77]. NoBbllWeHWE KOHLLEHTPaL MK
KanbLus B LMTOMIa3Me Moj AENCTBMEM KYPKYMUHA Bbl3bl-
BaNo HOPMaNM3aLMIO KNEeTOYHOro ¢GeHoTUna u yBenmyeHume
BbIXXMBAEMOCTH Y Mblllen ¢ MyTauunen NPC1 [77].
HeobxoauMbl KAMHUYECKME WUCCNEAOBaHUA AN U3YyYeHUs
3OPEKTUBHOCTU KYPKYMUHA.

MeToabl ne4yeHns1, n3y4aBLIMECS B KINHNYECKUX
uccnegoBaHmUsX

TpaHcnnaHTauuas TKaHeM U opraHoB. Bo3MOXHOCTb
nepefayn npoaykta reHa NPC1l KneTKamu He ycTaHoBfe-
Ha, B TO BpeMsa Kak 6enok NPC2 MOXeT CeKpeTupoBaTb-
csl, a 3aTemM 3axBaTblBaTbCA APYrMMWM KneTkamu [13,78].
COOTBETCTBEHHO, TpaHCNAaHTaLUmMs KOCTHOrO MO3ra MOMET
OKa3zaTbcs aQDEKTUBHOM Yy NauneHToB ¢ MyTaumnamu NPC2,
XOTS KIIMHUYECKUI OMNbIT MPUMEHEHMS 3TOr0 BMeLlaTeNnbCTBa
BeCbMa OrpaHW4YyeHHbIn. [OKIMHUYECKME W KIWHUYECKME
nccnegoBaHusa Mokasanu, Y4TO TpaHCMIaHTauMs KOCTHOro
Mo3ra WAu neyeHu MO3BONSET YAaCTMHHO HOPMann3oBaTb
HaKoMnneHne xonectepmHa U CPUHroMmmenmHa B TKaHaX. ITn
mMeToabl HEADGDEKTUBHDBI B SIEYEHUN HEBPOOTMYECKMUX CUM-
NTOMOB Yy NaunMeHToB ¢ myTaumnsamu NPC1 [79-82].



MMnoxonectepuHemMuyecKkue cpeactBa. B KIMHUMYECKMX
nccnegoBaHusax ndydanacb apOEKTUBHOCTb CPEACTB, CHUXKA-
IOLLMX BHYTPUKIETOYHbBIN YPOBEHb XONIECTEPUHA. XOTH KOM-
6MHMpOBaHHasA Tepanusa Bbi3blBana CHUXEHWUE COAEPKaHNUS
X0fieCTepuHa B NeYeHU 1 Nnasme, ynyylweHUs HeBposormye-
CKMX NPOSIBNIEHNI OTMEYEHO He 6bino [83, 84].

Murayctat. MakcumanbHblil 3GdEKT B 3aMeqIEHUN UK
ctabununzaumu HIM-C 6611 AOCTUMHYT NPU NPUMEHEHUN MUTNY-
ctata (N-6ytnnaeokcuHomxmnpummumnH; NB-DNJ; 3aBecka,
Actelion Pharmaceuticals Ltd). Murnyctat — 3710 He6onbLIas
MoJieKyna (MMMHOCcaxap), KoTopast KOHKYPEHTHO UHIMBUpPYET
depMeHT rNoKO3MNLEPaMMA CUHTETA3y, KaTaau3upytoLlyto
nepBbIK 3Tan cuHTesa rmukochuHronunuaos (FCIN) [85, 86].
MurnyctaT nofgaBnsieT HaKoMfeHWe HEWPOTOKCUYHbIX FaH-
rnno3maos GM2 n GM3, naktosunuepamuaa v roKosune-
pamuga. OH He MHTMBMPYET CUHTE3 CHUHTOMMENUHA (OCHOB-
HOro COMHroNMnmuaa) UNn ranakTo3un Lepamuaa (Kno4eBoro
KOMMOHEHTa MuenuHa). lNpenapaT He Bbi3biBAeT HakomMae-
HWe uepamuga [87].

MurayctaT MOMXET TaKXXe OKa3blBaTb HenpsiMoe Moayu-
pyloliee BUSHUE Ha BHYTPUKIETOYHbIM romMeocTad Kasb-
LMS 3a CYET BAUSHUSA Ha YPOBHM rioKo3unLepamuia [88].
HapylweHne romeocTasa KanbLus Npu HAaKoMAeHUn CPUHro-
3MHa MOXET 6blTb MHULMMPYIOWMM GaKTOPOM naToreHesa
NPC1 [77].

B AOKNIMHUYECKUX MCCNefoBaHWUSAX MUIIyCcTaT MpPOHUKan
yepe3 remartosHuedannyecknuin 6apbep [89] n ymeHbluan
HakonneHue 'CJ1 M NnaTtonorMyeckne M3MeHEeHUs roIoBHOMO
MO3ra, 3afep1Ban NosiBIeHNEe HEBPONOrMYECKUX CUMMTO-
MOB ¥ yBeNn4MBan Bbi*MBaemocTb [33].

B EC, CLLA n HeKOTOpbIX APYyrMx cTpaHax MuUraycTaTt npume-
HAIOT ANs leyeHns 60/bHbIX C JIEFKOW MKW CPeaHETAKENoN
dopmamun 6onesHu lowe 1 TMNa, KOTOPbIM He MoKasaHa
3aMecTuTenbHas Tepanua pepmeHTamu [90, 91]. Murnyctat
6bin 3apeructpupoBaH ans nedenms HM-C B EC mu CLUA
B 2006 u 2008 rr., cooTBETCTBEHHO. B AHBape 2009 r.
Komuceunsa EC pacwmpuna nokasaHusa K NPUMEHEHUIO MUTTTY-
cTtaTa A9 nevyeHuss NPOrpeccupylolinx HEeBPOMOTrMYECKMX
nposiBnexHui HIM-C y B3pocnbix 1 aetew [90].

B paHAOMM3MPOBAHHOM KOHTPONIMPYEMOM WCCReAoBaHWM
(OGT-918-007) [36] cpaBHMBanu 3PpGOEKTUBHOCTb, 6€30-
NMacHOCTb U NEePEHOCUMOCTb MurycTata B go3e 200 mr Tpu
pasa B [IeHb U CTaHAApPTHOM Tepanuu y NOAPOCTKOB B BO3-
pacte = 12 net 1 B3pocnblx (n = 29) ¢ HIM-C. B napannens-
HOM ucCneaoBaHuMK U3yy4anu 3PGEKTUBHOCTb MUrycTaTta
y AeTten B Bo3pacte oT 4 go 12 net (n = 12). Ony6arMKoBaHbl
TaKKe pesynbraTbl AUTENbHONO OTKPbLITOrO MCcieaoBaHus
(mno 66 mecsiueB) [34, 35]. CKOpOCTb rOPU30HTasIbHbIX CaKKa-
AMYECKNX OBWXKEHWW rNa3 y aeTen, NoAPOCTKOB U B3POC/bIX
ynyylimnach (No CpaBHEHWIO C KOHTPOEM) B TedeHne 12 mec
[36] u ctabunuaupoBanacb B TedyeHue 24 mec [35]. Kpome
TOro, 6blI0 OTMEYEHO YAyYLEHWE MOoTaHus, ABUraTebHON
aKTMBHOCTU WM KOFHUTMBHOM @yHKuUmn [35, 36]. B uenom,
y 72,4% nauueHTOB, NPOAO/IKaBLIMX NeyeHne = 12 wmec,
Oblfla 0OTMeYeHa cTabunnaaums 3aboneBaHns Ha OCHOBaHUK
CYMMapHOM OLIEHKM FOPM30HTabHbIX CaKKaAWYECKUX [ABW-
KEHWW rnas, ABUraTelbHoM aKTMBHOCTH, MOTaHUSA U KOTHU-
TUBHOM PYHKUMHK [92].

B mexayHapoaHOM, MHOrOLIEHTPOBOM, HabnogaTeNbHOM,
KOrOpTHOM UCCeA0BaHUM PETPOCTNEKTUBHO OLEHUBAM NPO-
rpeccupoBaHne HEeBPOSIOrMYECKUX MPOSBNEHWI y 66 nauu-
€HTOB, MONy4YaBLUMX MUIycTaT B KIAMHWYECKOW NpaKTu-
Ke [93], ¢ nomolblo cneymduyeckon moanduULMpoBaHHON
WKanbl MHBanuan3aumu [39] (cM. pasgen «PyHKLMOHa bHas
HeAoCTaTOYHOCTb KaK O06LUMi roKasaTe/lb yXyAlLEeHus
HEBPOIOrMYECKON QYHKUMKU»). Y OGONbLUMHCTBA MaLMEHTOB
[10 Ha3HayeHWUs MuUrayctata oTMeYanucb HapylweHne GyHK-
LMK 1 NporpeccrpoBaHue 3aboneBanns [93], B TO BpeMs Kak

nocne Havyana fe4yeHunst COCTosHME O0CTaBanochb CTabuibHbIM
WK yaydwmnnocb. MegvaHa AnnTenbHOCTH Ie4EHUS COCTaBM-
na 533 gHA (18-1646). B TeyeHMe yKa3aHHOIo CPOKa exe-
rofjHas CKOPOCTb YXYALIEHUSA CYMMapHOro MHAeKca no wKane
WHBaNMAN3aUMMU 3HAYUTENbHO CHU3UAUCL. Y 75,4% nauu-
€HTOB OTBET Ha Jle4yeHne Obln pacLeHeH KaK «XOPOLUMWM».
YacTtoTa oTBeTa 6bl1a Bbille Y NauMeHToB ¢ 60/1ee NO34HUM
pa3BuTMeM 3aboneBaHus [93].

B KAMHM4YecKMXx wuccnepaoBaHuax adpdeKTbl Muraycra-
Ta Ha cucTemHble nposBnaeHna HIM-C He wu3yyvanucob
1 He onucaHbl.

besonacHocTb M nepeHocuMocTb murayctata npu HI-C
OblIM CXOOHbIMM C TaKOBbIMW Mpu 60ne3Hu lowe 1 Trna
[94-96] n B uenom 6blIK CONOCTaBMMbIMMU Yy AeTen U Noa-
pocTkoB/B3pochbix ¢ HIMN-C. OCHOBHbIMUK HeXenatenbHbIMK
ABMEHUAMM OblIN Nerkas v ymMepeHHas auapes, B3gytme
MBOTA, CHUXKEHME Macchl Tena v Tpemop [35]. XenyaoyHo-
KULWeYHble HapyleHns U HebGOoNblLoe U YMEPEHHOE CHUXKe-
HMe Macchl Tena (B uenom, y 50% nauMeHToB) yMeHblLaancb
npu NPOAOSIKEHUN Tepanun (METOAbl KOPPEKLIMK CM. B pas-
aene «Mogupukaumsa v npexkpaljeHue tepanuu»). Y aeten
M NOAPOCTKOB CKOPOCTb IMHEMHOIO POCTa He M3MeHsanachb
[35]. Y HeKoTOpbIX NauMEHTOB OTMe4yanocb Hebosblioe
CHUXEHWe 4ucna TPoOMOBOUMTOB, KOTOpOE PeKoMeHAayeTcs
KOHTpOAMpoBaTh Y Taknx 60abHbIX [90]. MurnyctaT He cne-
AyeT Ha3HayaTb BO BPeMs 6EPEMEHHOCTU MU KOPMEHUS
rpyabto. B onbiTax Ha Kpbicax 6bI10 MOKa3aHo, YTo MUIIyCcTaT
OKa3blBaeT HexenatenbHOe BAWSHWE Ha cnepmartoreHes
W NoKasaTeNn CnepMbl U CHUXKAET PEenpPOAYKTUBHYIO bYHK-
umio [97, 98]. B To e BpeMs, B MUIOTHOM MUCCeaoBaHWn
6-HefenbHas Tepanusa MUIYCTaTom y 340POBbIX MYXK4YMH
He BAMSIa Ha KOHUEHTPaL Mo, NOABUKHOCTb U MOPGOIOrnio
cnepmaTto3ongoB [99]. loka He 6ygeT nofydyeHa AOMNOS-
HUTENbHas WMHbOPMALMS, MyXKUYMHAM, MbiTalOWKUMCS 3aBe-
CTW JeTen, cnefyeTt npekpaTtuTb NpUem 3Toro npenapaTta,
a BO BpeMmsl neyvyeHus cnegyet Nofib30BaTbCA HaAeXKHbIMU
MeTogamu KoHTpauenuuu [90].

PekomeHagyemass fo3a murnyctata npu nedenuu HI1-C
y B3pocnblX M noapocTkoB cocTtaBnser 200 Mr Tpu pasa
B aeHb [90]. Y peten B Bo3pacte oT 4 ao 12 net no3y noa-
6upatoT ¢ y4eTom nnowaan nosepxHoctu Ttena [90]. OnbIT
nNPUMEHeHUs MuraycTata y Aeten B Bo3pacte meHee 4 net
OrpaHuyeH.

Komy noka3aHo neyeHue?

MannuaTuBHYyO dapmaKoTepanuio NPOBOAAT ANS YMEHblLe-
HUSE OCHOBHbIX HEBPONOTMYECKUX U KENYAOYHO-KULLEYHbIX
nposiieHnin HIM-C B COOTBETCTBUU C 3apErncTpUpPOBaHHbIMHK
NOKa3aHUsAMM.

B HacToflllee Bpemsi MuryctaT SBASETCS €4UHCTBEHHbIM
cneundryecKnm npenapatomM, pas3pelleHHbIM Ang npume-
HeHusa npu HIM-C. Ha puc. 2 n3obpaxkeH anropuTtm neyeHus
murayctatom. PopmasnbHbIX MPOTUBONOKA3aHUI K NPUMEHe-
HUIO MUMIycTaTa nNpu Noobix GopmMax 6071E3HN HET.

Y nauMeHToB C HEBPOIOTMYECKUMM NPOSIBAEHUAMM fleHeHne
cnefyeT HauyuMHaTb HeMeasieHHo. Ecnv HeBponorvyeckue
CUMMNTOMbI OTCYTCTBYIOT, HO MOXHO MNpeAcKasaTb WX pas-
BUTWE C Y4ETOM CEMENHOro aHamHesa, TO fle4eHne cneayet
Ha4YyMHaTb C y4ETOM OXXMAAEMOIrO CPOKa NOSIBAEHUS HEBPOJIO-
TMYECKNX PacCTPOUCTB (pucC. 2).

Y naumeHToB ¢ HI-C, pa3BuBLIECS BCKOPE NOCNe poxae-
HUS, U BONbHbIX C TAXKENOW AEMEHLMEN B TEPMUHANbLHOM
cTagmn 60/1€3HM BEPOSTHOCTb OTBETA Ha MUIMYCTaT HUXKeE,
NO3TOMY BOMPOC O JleYeHun crnegyeT pewaTtb WHAWMBM-
AyanbHo.

Mpwu neyeHuun HIM-C HEOBXOAMMO y4MUTbIBaTL SlIOKaNbHbIE NOA-
XOAbl M IOPUANYECKNE acneKTbl, 06CYKAEHMNE KOTOPbIX BbIXO-
[MT 33 PaMKW HaCTOSILLMX PEKOMEHAALIMA.
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Puc. 2. Anroputm nedexua muranyctatom npu HM-C

’ MoATBEPMAEHHDIN AnarHos HM-Ct ‘

’ JTio6ble HEBPONOrMYECKUE NPOABEHUS ‘

Ja Het

’ JleyeHve ‘ ’ CeMeHbIi aHaMHe3 ‘

[a Her

M3BecTeH M BOBMOXHbIN CPOK

Ha6ntoaeHune
MOSIBAEHMNS CUMMTOMOB?2 A

[a Het

Hauatb neyeHune

Ha6nioaeHune
[0 OXMAAEMOro CPOKa

lpumevaHue:

1 GUOXMMUYECKUI 1/UNK MONEKYNSIPHO-TEHETUECKUI AUaArHO3 £
CUCTEMHbIE UK APYrUe KNUHUYECKUE NPOSBIEHUS;

2 _ 6ecCHMNTOMHbIE NaLMEHTbI MY U30AUPOBaHHas
cnaeHomeranusa + no KpavHen mepe oanH CUBC ctapliero
BO3pacTa, y KOTOPOro U3BECTHbI CPOKMU NOSIBIEHUS
HEBPOSIOrMYECKMUX CUMMTOMOB M CKOPOCTb NMPOrpeccupoBaHms.

Korga HauuHaTtb neyeHme?

e [lannuatmBHylo dapmMaKkoTepanuio Ha4dyuMHaloT nocne
NOSIBNEHUS OCHOBHbIX HEBPOJOTMYECKUX W KENyaou-
HO-KuLWeYHbIx cumntomoB HI-C (cm. pasgen «Cumnro-
maTmyeckas Tepanus).

e JleyeHne MUIIyCTaTOM clefdyeT HayuHaTb KaK MOXHO
paHbllie (puc. 2, CM. TakXKe pasgen «Komy rnokasaHo
JIEYEHNE?»).

* Y nauueHTtoB ¢ HI-C, pa3BuBLLENCSH BCKOPE MNOCE POXK-
[IEHUS, KNTMHUYECKUIM 3bdEKT MHOrAa oTMeYaeTcs TONbKO
yepe3 6-12 mec, a y NaUMEHTOB C NO3AHMMKU HopmMamMm
6one3Hn — yepes 2-3 roga.

MoauduKauua u npeKkpalieHue Tepanuu

e [lannnatuBHylo dapmaKoTepanuio npexkpallaT Cc yye-
TOM MHEHus Bpaya.

* T[lpu Xopolen NepeHOCUMMOCTU U OTCYTCTBUU Hexena-
TeNbHbIX PeaKkUuin Tepanuio MUrIycTatoM MnpofosiKaoT
[10 Tex rnop, NoOKa COXPaHSETCs OWYTUMbIM TepaneBTuye-
CKUM addeKT.

°  YyuTbiBas 3Ha4yMTENbHYIO BapuabenbHOCTb KIWHUYE-
CKMX NPOSBIEHUIM U CKOPOCTU nporpeccupoBaHus HI-C,
peleHne O NpPeKpalleHUn WaKM NPOLOMIKEHUN Tepanuu
MUFYCTaToOM NMPUHUMALIOT MHANBUAYaNbHO NOCc/ie 06CYX-
[eHns 3Toro Bonpoca ¢ naLumMeHToM U ero 6JIM3KNUMHU.

e OCHOBHbIMW HexenatesbHbiIMK 3ddEeKTaMn MUrnycra-
Ta SABNSAIOTCH XeNyLOYHO-KULEYHble pacCTponcTBa, Ans
YMEHbLIEHUSA KOTOPbIX MPUMEHSIOT CMMNTOMaTU4YeCcKue
cpefcTtBa (Hanpumep, nonepamua) uiv aneTy (CHUXeHne
noTpebneHns naKkTo3bl U Apyrux yrnesogos) [90, 94];
B HEKOTOPbIX CydYasx MOXeT oKasaTbCs 3PDEKTUBHbLIM
BPEMEHHOE CHUXKeHMe A03bl [90].

e Ecnu otBeT oTcyTCTBYET, BO3MOXHO M3MEHEHWEe A03bl
C Y4E€TOM COOTHOLUEHUS MOMb3a/PUCK U MEPEHOCUMOCTH.

Kom6uHupoBaHHas Tepanus
BbonbwKrHCTBO 60MbHbIX HIM-C nony4atoT pasnnyHblie nekap-
CTBEHHbIE NpenapaTbl. MUrnycTaT He MHIMBUPYET U HE UHAY-

umpyet nsodepmeHTbl LuToxpoma P450 B nedvenun [90].
dapmMaKOKMHETUYECKOE B3anMOAENCTBME C npenapaTamu,
aBasfoWmMMMca cybeTpatamu U30bepMEeHTOB LMTOXpoMa
P450, manoBeposiTHO.

MOHUTOPUPOBAHME 3ABOJIEBAHUA
MoHuTOpUpOBaHHUE NporpeccupoBaHus

M OoTBETa Ha JieyeHue

Mpn nepBnyHOM 06CNENOBaHWMM MNaLMEHTOB C MOATBEPHK-
OeHHbIM AaunarHo3om HI-C (cm. pasgpenbl «[lepBuyHoOE
obcnegoBaHue» U «JlabopaTopHbI AMArHo3») HeobxoanMo
OLLEHUTb OCHOBHbIE HEBPOIOTMYECKME CUMMNTOMbI B 3aBUCK-
MOCTHM OT PEHOTMUMOB, KOTOPbIE BbIAENSAIOT C Y4ETOM BO3pacTa
Ha MOMEHT Ha4yana 60/1e3HM.

[ns KOHTpons nporpeccupoBaHus 60ne3HM Lienecoodbpas-
HO NMPOBOAWTb BWMAE03aNMUCb KIMHUYECKOro o6cneaoBaHuUs
(peyb, xoabba, AMCMETPUS, MUCbMO, AUCTOHWUS U ABUKEHMUSA
rnasHblXx 6/10K) (CM. [TpunoKeHune).

DyHKYMOHaNbHasA HeOCTaTOYHOCTb KaK OGLYHH
nokKa3saTte/b yXyALeHUs1 HeBPOJIOrH4eCKON PyHKLNMN
YT06bl KOHTPONMPOBATL NPOrpeccupoBaHne 601Ee3HMN U oLie-
HMBaTb OTBET MaLMEHTa Ha fleyeHne, HeobxoaMMo ornpe-
[ennuTb CcTeneHb WHBaNUAM3aLMKM MauueHTa, CBS3aHHYLO
C HEBPONIOTMYECKUMM PACCTPONCTBaAMMU.

lturriaga v coaBT. NPEaNOXKUN LWKay, OCHOBAHHYIO Ha aHa-
nm3e 4 KN4YeBbiX HEBPONOrMYECKUX MapameTpoB: ABM-
raTenbHas aKTUBHOCTb, MaHWMNynsLUMK, pedb W [NIOTaHUe.
YXyaweHre Kaxaoro napameTpa oOLueHuBatoT B 6Gannax,
3aTeM pPacCYMTbIBAOT CyMMapHbIi WMHAEKC, OTparkalowui
061Uy PYHKLMOHaNbHYO HEJOCTaTOYHOCTb [39].

M3yyeHne ¢yHKUMOHANbHOM HeLOCTaTO4YHOCTU OOJbHbIX
¢ HM-C ¢ nomouwbio yKa3aHHOM WKajlbl MMEET BaxHoe
3Ha4YeHne Ona ux ANUTEeNbHOro HabnaeHus. XoTa WKana
noKa He BanuaupoBaHa B CheLManbHbIX WCCNeAO0BaHU-
fX, OHa MO3BONSET BbIIBUTb PA3HULLY THAXKECTU U CKOPO-
cTn nporpeccupoBaHusa HIN-C B pasnnyHbiX BO3PaCTHbIX
rpynnax [31].

PacyeTHble MHAOEKCHI, KaK W nobble KIMHUYECKME MOKa3a-
TeNn, MOryT MEHATbCSA CMOHTaHHO. B ¢cBA3K ¢ 3TUM, cneayeT
OLleHMBaTb MaKCMMasnbHYylo GYyHKLMIO NaLumneHTa 3a npeablay-
Lyto Hefilento v Mecsd,.

HAononHutenbHble HEBPO/IOrMYE€CKNE TECTbI

XOoT9 WKana OLEHKU (YHKLMOHaNIbHOW HEeLOCTaTO4HOCTH
No3BONSET B LENOM OLEHUTb NporpeccupoBaHune 3abo-
JleBaHus, CYLWEeCTBYIOT [OMNOJIHUTENIbHbIE HEeBPONoruye-
CKMe Npo6bl, KOTOPblE UCMONL3YIOT A48 6onee TuwaTte/lbHON
OLLEHKM onpeeneHHbIXx JoMeHOB. OHM NepeyncieHbl HUXKE.
HeBponornyeckne uccnenoBaHus cnefgyer GUKCUMpOBaTb
Ha BUAeO.

[ABuKeHUN: CTaHAapTHbIK MHAEKC Xay3epa [100], KoTopbln
OTpaXKaeT cnocoB6HOCTb NaLMeHTa NPonTK 7,62 M (25 ¢yToB).
Xoabby oueHnBatoT no WwKane ot O (CMMNTOMbI OTCYTCTBYIOT,
aKTUMBHOCTb NosnHas) Ao 5 (HeobxoanMMa ABYCTOPOHHAS Noa-
OepxKa, npoxoaut 7,62 m 6onee yem 3a 20 c) n 9 (moxeT
nepeaBuUraTbCs TOJIbKO B Kpecsie-KaTtasKe).

[ABuratenbHaa GYHKUUSA/KOHTPObL: BaXkHYl0O WHbOpMa-
LMIO MOXHO MOYy41Tb C NMOMOLLLIO JOMONIHUTENbHBIX TECTOB,
TaKUX KaK KMHeMaTU4eCKUM aHanM3 C NOMOLLbIO aKcenepo-
METPUU (TPEMOP) U aneKTpomuorpadpusa (oblme HapyLleHns
OBUXKEHUN).

fnoTtaHue: HapylweHWe rNoTaHUsA, KOTOPOe Ha MO3JHMUX
cTagunsax 60ne3Hn HabnwhaeTcs y BCcex NaLlMeHToB, OLEeH!-
BaloT NPU OCMOTPE (CNOCOBHOCTb NMPOrNOTUTL pasnyHble
NPOAYKThI, OTIMYatOWMECH N0 KOHCUCTEHUMU, Hanpumep,
BOAY, NOpe, MATKYIO U TBEPAYIO NULLY) U C NOMOLLbIO GOo-
POCKOMMUM.



Apyrne meTtoabi

LBvxKeHUs1 rna3HbIX 610K

KaKk 1 npu cKpuHuHre (CM. pasgen «XapaKTepHble CUMMATO-
MbI»), MOXET OLLeHUBATLCA ABUKEHME rMa3HblX 16/710K C NOMO-
LLIblO CTAHAAPTU3NPOBAHHbIX MPOTOKO/IOB (CM. MNMpunoxKeHue).
CneuuanbHbll aHanM3 CaKKagM4YeCKUX ABUXKEHWN rnas3
MOET NPOBOANTLCHA HA OCHOBAHWKN BUAEO3AMUCHU ABUKEHUN
rnasHbix 9670K. C NOMOLLbIO KOMMNblOTEPa M3MEPSIOT MakK-
CUManbHYl0 CKOPOCTb, aMMaUTYay M AJIMTENbHOCTb CaKKajg
B rOPM30HTaNIbHOM M BepPTUKanbHOM nnocKocTtsx [101].

lcrnxomeTpuyecKme LKasbl

Y naumnenToB ¢ HIM-C HabntogaoTcs nporpeccupytowmne Hen-
POMNCUXMYECKME PACCTPOWCTBA, MpEXae BCEro yxyaleHue
KOTHUTUBHOW DYHKUMUK (AeMeHUMs). N5 NCUXOMETPUYECKO-
ro o6cnenoBaHns 60nbHbIX ¢ HIMN-C ncnonb3yoT pasnnyHblie
LWKasbl, ONbIT MPUMEHEHNS KOTOPbLIX OT/IMYAETCH B Pa3HbIX
pernoHax.

LUkana MMSE (Mini-Mental State Examination) — aT0 wupo-
KO MCNONb3yeMbl MHCTPYMEHT OLEHKU KOTHUTUBHON YHK-
umm [102], KoTopbin 6bin BanuanpoBaH y aeten [103, 104].
XOTa LWKana XapaKTepu3yeTcs HEBbICOKOM YyBCTBUTENbHO-
CTblO B AMarHoctTuke aemeHuuun npu HIM-C, oHa npumeHsnach
B MCCNeLoOBaHMAX, B KOTOPbIX M3ydyanu nporpeccupyrollee
yXyALWeHUe HEMPOMNCUXUYECKON QYHKLMUHN.

Wkana FAB (Frontal Assessment Battery) npumeHser-
Ccs AN OLEHKWM [LOMEHOB KOTHUTMBHOW YHKLMK, KOTO-
pble 4Yacto cTpagatoT npu HIM-C, oco6eHHo y nauuMeHToB
¢ no3gHumu dpopmamu 60ne3Hn ¢ npeobnagatoLLen 106HON
nemeHuuen [105].

[na ob6cnenoBaHMa HOBOPOXAEHHbIX M AeTer MPUMEHSIOT
OLIEHOYHbIE LWKabl Pa3BUTUSA.

Busyanusupyrouime MeToabl

Y nauMeHToB C MeASIEHHO nporpeccupyouen dopmon
60/1€3HM MpPU MarHUTHO-pEe30HaHCHOM Tomorpadun (MPT)
MOXHO BbISIBUTb LepebpasbHyio atpoduio n/wmnv Bbipa-
EHHYIO aTpodUI0 HEPBS MO3MXKEUYKA U MEHEE BbIPAXKEHHYIO
LiepebpanbHyto atpoduto Ha NO3AHUX CpOoKax 6one3Hun [29].
[dpyrne nameHeHus BKIOYalOT B ce65 MCTOHYEHUE MO30JU-
CTOro Tena u yCuneHue CUrHanoB oT NoJlyoBasibHOro LIEHTPa,
oTparkatoliee BTOPUYHYIO AeMUENTUHU3ALMIO.

Y nauuneHToB C HenponaTudyeckon dopmorn 6onesHu, pas-
BMBLUENCS BCKOpE Moc/ie POXAEHUS, MOXHO BbIIBUTb
NoBbllEHWE WHTEHCUMBHOCTU CUrHanoB 6enoro BelecTBa
Ha T2-B3BelWeHHbIX MPT.

Ha ocHOBaHMM HEMHOTOYNCNEHHbIX HABNIOAEHWI B KaYecTBe
60/1ee YyBCTBUTENIbHOIO METOAA KOHTPONS NporpeccupoBa-
Hua HIM-C npennoxeHa NpoToHHAas MarHMTHO-Pe30HaHCHas
cnektpockonua (MMPC), nossonsaowas M3MEPUTb OTHO-
lleHne YypOoBHeN XonnHa M KpeaTuHa [106]. Y nauuneHToB
¢ HM-C koadpdpuumeHT N-aueTnnacnaprtat/KpeaTuH 3Ha-
YUTENIbHO CHUXKaEeTCa B Kope N06GHOM M TEMEHHOW Jonen,
noslyoBasbHOM LEHTPe M XBOCTaTOM aape, a KoadbuumeHT
XO/IMH/KpeaTuH yBennynBaeTcsd B JI0OHOW Kope W nony-
oBafibHOM LUeHTpe. NMMPC npumeHsieTca AN AMarHoCTu-
KW HECKONbKUX BPOXAEHHbIX HapylweHuh meTabonuama
M NO3BOASET MOJMy4YUTb OOBLEKTUBHbLIE KOMYECTBEHHbIE
OaHHble [107, 108].

Y 3 60nbHbIX, NoAy4yaBWKUX MUrIycTat, ¢ nomouibto NMMVIPC
OblNI0 BbISIBEHO yny4ylleHne OGMOXMMMM TONOBHOMO MoO3ra
[107], ogHako Heob6XxoAMMO [AanbHenlliee U3yyYeHwe 3TOro
MeToja uccnegoBaHus.

Metop DTl (Diffusion Tensor Imaging), no3sonsiowmi oLe-
HWUTb LIEJIOCTHOCTb 6€e10ro BelwecTBa Ha OCHOBaHUK andoy-
311 BO/Ibl B FOJIOBHOM MO3I, TAKXKE MOXET OKa3aTbCs Nones-
HbIM 41151 MOHUTOPMPOBAHUS M3MEHEHNsT 6enoro BelecTsa
npu HM-C [109].

Buoxmnmmyeckue mapKepsbl

B HacTtosillee BpeMs He CyLLeCTBYET HafeXHbIX M Banuau-
POBaHHbIX BGUOXMMUYECKUX MapPKEpPOB TAXeCTU/nporpec-
CUPOBaHUS HeBponornyecknx paccrponcts npu HI-C. Xota
CTaHfapTHble 6GMOXMMMUYECKMe noKasaTenu nnasmobl
He nHbopMaTMBHBI Npu HIM-C, OHW UMeloT BarKHOE 3HayYeHne
ANS KOHTpoNA 6€30MacHOCTU U NEPEHOCUMOCTHM IEYEHUS.
XutoTprMo3vagasa nnasmbl — 3TO MHOOPMATUBHbLIN MOKa-
3aTeNb, KOTOPbIA MPUMEHSIOT ANS CKPUHMHra (CM. pas-
aen «Xutotpuosugasa nna3mbl»), OQHAKO OH He Mo3BonseT
KOHTPONMpOBaTb TeyeHne OO0NEe3HU, Y4uTbiBass OTCYTCTBUE
Koppensuun ¢ nporpeccupoBaHMemM HEBPOOMMYECKMX pac-
CTPOWCTB.

NMEPCHNEKTUBbI

[aHHbIN JOKYMEHT NpeacTaBnseT coboin nepBble peKoMeHaa-
LMK MO NNEYEHMIO ITOMO PEKOro HacneAcTBEHHOMO 3aboneBa-
Hus. B 6yaywiem pekoMmeHaauuun 6yayt 06HOBNATLCS MO Mepe
ny6AvKauMM HOBbIX [JaHHbIX. B cneunanusanpoBaHHbIX LEH-
Tpax MPOO/MKAETCH M3y4eHUE 3MUMAEMUONOrnK, Natopuano-
NorMK, METOAOB AMArHOCTMKM W fiedeHus HI-C. B TeuveHue
OnvKanLero roga oXxuaaetcs nyénvKauusa BaXKHbIX JaHHbIX,
KacaloLMXCs CKPUHUHIA M METOAO0B KOHTPOS TedeHus HI-C.

NMPUNOMXEHME: ctaHAapTHbIA BUAEO MPOTOKOJ KJIMHU-

YyecKoro oécaepoBaHua

1. Peub (30-45 cek).

CKraxute, Hanpumep: «[1pMBET, CErogHs MNpeKpacHbIn
[eHb» (TpK pasa).

2. CupeTtb B KpoBaTH, He Kacasicb Horamu nona, 1 BbiTS-
HYTb PYKHM (45 ceK).

3. ABuKXeHua Kuctamu. [pu BbINOTHEHWKU creaylowmnx
yrpaXKHEeHMN NauMeHT AOIKEH CUAETb B YAOOHOM Mono-
eHun (Npyn HeobxoaMMOCTM cneayeT obecneynTb noa-
LEPXKKy CTonam 1 TyN0oBULLY):

° nevaTtalolme ABUKEHHUS (BbICTPbIE COeLUHEHNS BONb-
LIOro W yKasatenbHoro nanbles 5-10 pa3);

® CXaTb M pasxaTtb NagoHun (5-10 pa3s);

®  ObICTPblE anbTEPHUPYIOLLME ABUKEHUS 06EUMU pyKa-
Mn (5-10 pa3s, 06e pykn 0AHOBPEMEHHO);

e npoba Ha NpoTMBOMOCTaBfieHWe 6OMbLIOro nanbla
(nooyepenHoe KacaHue 60NbWOro nanbla ocTalb-
HbIX NanbLIEB KUCTH);

° nanble-HocoBas npoba ¢ LWMPOKO OTKPLITbIMU FNa3a-
mu (5-10 pa3).

4. Cronbl:

e yaap ctonoi no nony (10 pa3 Kaxaon);

° nogbeM W onyckaHue natku (Heel-shin) (5 pas
Kaxaon).

5. CrtosiHMe U XxoAb6a 60CUKOM:

° cBob6OAHas CTOWKa (6e3 noaaeprku) (15 cek);

® CTOMKa «HOCKM W NATKU BMecTe» (15 cek);

° CTOWKa «ofHa cTona nepeg apyrom» (15 cek);

e xoabba + noBopoT (15 ceK);

e xogbba C MOCTAHOBKOW MSATKM OAHOW HOMM nepeq
nanbLamun Apyrov BOpUTbIK (No NnHuK) (15 cek).

6. Mucbmo/pucoBaHue (JOMUHMPYIOLLAS PyKa).
Hanvwute npegnoxeHue, Hanpumep, «CerogHs npe-
KpacHbIW AeHb». ManeHbKMM AeTaM npegnaratoT YTo-To
HapucoBaTb UK M306pa3unTb cnMpans.

7. OBWXeHUA rnasHbIMU A6JI0KaMU:

° MPOW3BOJIbHbIE [ABUXKEHUS BBEpPX, BHMU3, BMNpaBO
1 BNEBO (ABa UMKAa);

° CleXeHue rmasamMu 3a nanblem: BBEPX, BHWU3, BNpa-
BO, BIEBO (ABa pas3a, OLLEeHMBAOT CKOPOCTh).

Cr1COK IMTepaTypbl MOXHO MOCMOTPETb B PEAaKLIMM XypHasa.
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