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Cnmcok cokpameHui
AJIT — amanmHamuHOTpaHcdepasa
ACT — acnapraramuHoTpaHchepasa
BHIIB — BepTHUKanbHBIN HAIbAIEPHBIN ITapaInyd B30pa
BOXX-MC/MC — Bbeicokod((eKkTHBHAS KUIKOCTHAS XpoMarorpadusi ¢ TaHIEMHON
Macc-CIEeKTPOMETPUE
I'TT — ramma-rmyramuiaTpancdepasa
I'’X-MC — ra3oBas xpomaTorpadusi Macc-ClieKTpOMETpHUs
NB HII-C — unnekc BepostHoctu HIT-C
KT — xomnerorepHast Tomorpadus
JIIIBIT — nunomnpoTenHbl BBICOKOW INIOTHOCTH
JIITHIT — nummonpoTernHbl HU3KOW INIOTHOCTH
JICM 509 — mu3ocdurromuenus 509
MHO — mex1yHapoJHO€ HOPMAIM30BAHHOE OTHOLLIEHUE
MPT — marHuTHO-pe30HaHCHAsE TOMOTrpadus
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[ITB — npoTpoMO1HOBOE BpeMsI
[ITHU — npoTpoMOUHOBBIN HHIEKC
CII' — cakkagniecKue JIBHIKCHUS Iiia3
CPJ1 — cyGctpat penyuupyrouias Tepanus
VY31 — ynbTpa3ByKOBOE HCCIIEIOBAHUE
[I[®d — menounas pocdaraza

MLPA — mynbTHUIIIEKCHAs IUTa3Hask peaKkius



TepMI/IHI)I H onmpeacjJcHus
CyOcTpar-peayuupyomasi Tepanusi — I[OXH3HEHHOE BBEJEHHE Ipernapara,
BJIMSIOLIET0 HAa METa0OJIU3M HaKaIlUIMBaeMbIX CyOCTpaToB, y MAIMEHTOB C HAapyIIeHHEM OOMeHa
BELIECTB.
JInzocomHble 00/1e3HH HAKOIUIEHHSI — Tpylla HACIEACTBEHHBIX MOHOI'€HHBIX

3a00JIeBaHUH, CBSI3aHHBIX C HAPYLIEHUEM (PYHKIIMH JTU30COM.



1. KpaTkas nagopmManus mo 3a00J1eBAHNI0 UM COCTOSTHHUIO (rpynme

3a00J1eBaHUIl UM COCTOSIHUI)

1.1 Onpeaejenue 3a00JeBaHNA HWJIH COCTOAHUA (rpynnbl 32a00JeBAHMIT WU

COCTOSIHM)

bonesnp Humanna-lIluka, tuma C (HII-C) sBasercs peakum HaACICACTBEHHBIM

MYJIbTUCUCTEMHBIM 3a0ojieBaHMEM. XapakTepHble HeBposiormdeckue nposisienuss HII-C —
IJ1a30/IBUTATENIbHBIE PACCTPOMCTBA B BHJIE€ HApYIIEHUN cakkaaudeckux ABvxeHuid rnaz (CHI)
WIM BEPTUKAJIBHOIO HagbsepHoro mnapaiunya B3opa (BHIIB), mo3xeukoBble HapylieHUs
(aTakcusi, TUCMETpUs), JUCTOHMS, IU3apTPUs, AUcharus u renacTuueckas karamiekcus. Takxke y
MAIMEHTOB YaCcTO HAOIIOAAI0TCS AIIICITUYECKUE CyIoposkHbIe mpuctymsl [1-7, 19, 20]. O6s14HO
HAyYaJI0 HEBPOJIOTHYECKUX TPOSBICHUNA MPUXOJUTCS HA JETCKUH BO3paAcT, XOTs BCE Oosbliee
KOJIMYECTBO CIIY4YaeB BBISABISETCS U JUAarHOCTUPYETCS B 3pEJIOM BO3pPACTe B CBA3H C MO3JHUM
IIOSIBJICHUEM HEBPOJIOTMYECKUX U IICUXUATPUYECKUX CUMIITOMOB. Pacnpenenenue nanyeHToB 1o
BO3PaCTy MaHHU(pECTallMd HEBPOJIOIMYECKHX IpOsBICHUN (Hauyano 3a0ojeBaHUS B pPaHHEM
JIETCKOM, TIO3JTHEM JETCKOM, IOBEHHJILHOM M ITOJPOCTKOBOM/B3POCIOM BO3pacTe) MOXKET OBbITh
MOJIE3HBIM JIJIsi OIICHKU Te4YeHUsi 3a0oiieBaHUs W OTBeTa Ha JiedeHue. B centsOpe 2012 Obun
OIyOJIMKOBaHBl OOHOBJIEHHBIE PEKOMEH/IAllMH, BBIPAOOTAaHHBIE B X0 OYEPETHOTO COBEIIAHHs B
[Tapuxe, PpanHuus Trpynmnol MeXIyHApoOAHBIX dKkcneproB, B 2018 romy oOHOBIIEHBI
PEKOMEH/IAINY 110 CEJICKTUBHOMY CKPHHUHTY M quarHoctuke u stedenuto HIT-C [8, 19, 20].

Ot0op manueHTOB I JAMArHOCTUKHM OCYIIECTBIISETCS HAa OCHOBAaHUU CEJIEKTUBHOTO
CKpUHUHITAa — BBIIEICHUE TPYNIbl MAUEHTOB, HMMEKOIIMUX XapaKTepHbIE I JaHHOTO
3a00J1eBaHNs KIMHUYECKUE CUMITOMBI (BUCLEpalbHbIE, HEBPOJIOTHYECKUE, TICUXHATPHUECKUE),
TSl TIPOBEJICHUSI TalibHEHIIero JadoparopHoro tectupopanusi [20].

[Ipn Hamuuum COOTBETCTBYIOUIEH KIMHMYECKOW KapTUHBI JMArHo3 IOJITBEPKIAACTCS

OMOXMMHUYECKUMHU M MOJICKYJISIPHO-TeHETHYeCKUMHU MeToiamu [4, 8, 19, 20].

1.2 DTHOJOTrHS K HATOreHe3 32001eBAHNUS I COCTOAHNSA (IPYIIbI 32001eBAHNIT UJIN

COCTOSIHMIA)

[TpuuanHOit 3a00eBaHus ABIIAIOTCS MaToreHHbie BapuaHThl B TeHax NPCL (B 95% citydaeB)

win NPC2 (okono 4% ciydaeB), 4TO BeleT K HapyIIEHUIO BHYTPUKJIETOUYHOTO TpPaHCIOPTa
JMMUAJOB U HAKOIUIEHUIO XOJIECTEPHHA U TIIMKOC(HHUHIOIUIMJIOB B TOJOBHOM MO3Te M APYTUX
TKaHsAX. THIT HaclIeTOBaHKsI ayTOCOMHO-pereccuBHbIi [13].

I'east NPC1 u NPC2 xoaupyroT OelKu KJIETOYHOM MEMOPaHbI, OTBEUAIOIINE 32 TPAHCTIOPT

xojecrtepuHa U IunuaAoB BHYTph KieTkn. NPC1l oTHOocHTCS K ceMeiCTBY T'€HOB, KOJIUPYIOIIUX
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MeMOpaHHO-CBsI3aHHBIE CTEPOTIYBCTBUTEIbHBIC Oenkn. Ha KieTouHbIX Monensax npu aedexTax
NPC1l ycraHoBieHO HapylleHHE BHYTPUKIETOYHOTO TpaHcmopTa (3¢ ¢iarokca) cBOOOIHOTO
XOJIECTepHHA, TMOTJIOMAeMOr0 KJIeTKaMHu C (pakiusMU JUMOMPOTCHHOB HU3KOW TUIOTHOCTH.
BHYTpUIM30COMHOE HAKOIUICHHE XOJIECTEpPHHA WHTHOMPYET aKTUBHOCTh C(PMHTOMHMEIIMHA3BI U
MPUBOAUT K HAKOIUICHUIO CPUHTOMHENIMHA B KJICTKAaX MapeHXUMATO3HBIX OpPraHOB (IIEUCHH,
CEJIC3CHKH, TIOYKaX) U HepBHOU cucTeMe. [Ipu MUKpOCKOTHH BO BCEX OpraHax OOHAPYKUBAIOTCS
IEHUCTBIC» KIIETKH, TaK Has3biBaeMmble KiaeTku Hwumanna-Iluka. Ilpu wucnosib30BaHUM
crienu(PUIecKuX OKPacoOK ITUTOIIa3Ma THCTHOILMTOB MPHUOOpETaeT 1BET MOPCKOM BOJIHBI («sea-
blue histiocytes») u3-3a OTJIOKEHHS JUIOMATMEHTa WK iepoua. OIHAKO TH KJIETKH HE TaK

tunuyHbl 11 6osesnn HIT-C, kak s tumoB A u B [1,12].

1.3 DnuaeMuoJiorusi_3a00/1€BAHUSA MM __COCTOSIHUS (rpynnpl_3a00JieBaHUI_WJIH

COCTOSIHUM)

3aboneBanue nmaH3THUUecKoe. Yacrora 3aboaeBanus cocrapisier B cpearem 0,66-0,83 Ha

100 000 »uBBIX HOBOPOXKICHHBIX [13].

1.4 Oco0eHHOCTH KOTUPOBaAHNS 3200J1€BAHNS HJIHM COCTOSIHUA (TPYIIIbLI 3200J1€eBaAHUI

WIN _COCTOsIHMI) 1o MeKAVHAPOAHOH CTATHCTHYECKO kJjaaccupukanuu 0oJiesHell H

npoo0.ieM, CBA3AHHbBIX CO 3/I0POBbLEM

E75.2 — Jlpyrue chUHroMmmua035l.

1.5 Kaaccudukanus 3a00JeBaHNAg WJIM cOCTOAHUA (rpynnbl 3a00J€BAHHUHA WU

COCTOAHUI

HII-C oTHOCHTCS K IM30COMHBIM OOJIE3HSAM HAKOIJICHUS, TOATPYIIe CHUHTOTUIHI030B.
Knaccudpukanms HII-C ocHoBama Ha Bo3pacte Manupecranmuu 3aboneBanus [12,13]. B
HacToslee Bpems npuHATH cineayroume Gopmsl HII-C: nepunaransHas (Hayano B Bo3pacTe <3
MECSIIEB), paHHSS MiIaJieHYeckas (B BO3pacTe OT 3 MecsIeB 110 2 JIeT), MO3AHsIS MIlaJieHuecKas (B
BO3pacte 2 10 6 IeT), BEeHWIbHAs (B Bo3pacTe 6-15 neT) u moapocTkoBasi/B3pocias (B BO3pacTe

crapmie 15 ner) [3, 12, 13].

1.6 Kinyundyeckass KAPTHHA 3200J1eBAHNA UM COCTOSHUA (Irpynnbl 3a00JeBaHUN WJIH

COCTOSTHU M

HII-C sBnsercss MynbTUCUCTEMHBIM 3a005ieBaHreM. KITMHUYeCKHe MPOsIBICHUS, KOTOpPhIE
YKa3bIBaIOT Ha BO3MOKHBIN auarao3 HII-C, BkirovaroT B ce0st BUCIIEpaIbHbIC, HEBPOJIOTHYECKUE
U TICUXUATPUUYECKUE CUMITOMBI. BbIpaxkeHHOCTh kimHHuYeckux mnpossieHuid HII-C B pazHom

Bo3pacte npuseaeHa B [Ipunoxenun I'1.



Yacto Habmomaercst paznuuHoe kiauHudeckoe tedeHue HII-C y cubcoB, HecMOTps Ha
TOXKIAECTBEHHOCTh TeHoTHNa 1 Onoxumuueckoro penoruna [8, 12, 13]. [TanuenTsl, poauBIIHECS
C TSOKEIION mepuHaTanbHOH (HOPMOH, MOTyT HMMETh CHOCOB C HA4aJOM HEBPOJOTHYECKHX
IIPOSIBJIEHUH B IETCKOM WJIM IIOJIPOCTKOBOM BO3pACTE.

HespoJsiornyeckue nposiBJIeHusl.

Hesponornueckue napymenus npu HII-C yacto pa3BuBaroTCs MOCTENIEHHO, 1E0IOTHPYS
TaKUMHU HecTeHU(UUIECKUMU CHMIITOMAMHU KaK CHHKEHHE MBIIIECYHOTO TOHYca (LEHTpaibHas
TUIIOTOHUS) WM YacThle MaJCHUs, HEYKIIIOKECTh B ClydyasX Hayaja 3a00JIeBaHUS B CTaplleM
JETCKOM BO3pacTe.

B cnyuasx npebrora HII-C B panHeM M MO31HEM MIIQJEHUYECKOM BO3pacTe OOBIYHO
BO3HHMKACT 3aJICpPKKa WM NpEKpalleHHe pa3BUTHS (YHKIMHM pedd C 3aIepiKKOi oOIero
KOTHUTHBHOT'O M/MJIM MOTOPHOI'O pa3BUTHS WK Oe3 TakoBoii [3, 5, 8, 13, 19].

HauunHas ¢ mo3aHero miaieH4eckoro Bo3pacTa M craplie 4acTo HaOJtoJaeTcs OUH WU
HECKOJIbKO MO3)KEUKOBBIX CUMITOMOB. K THUNHYHBIM HeBposiornyeckuM mnposisieHusm HII-C
OTHOCSITCSI:  HapyllleHWe TOXOJKHM, MO3KEUKOBasg  aTakCus, JAUCTOHMS, JTUCMETpUS,
JTUCIIMAIOXOKUHE3, AW3apTpUsl U Jucharus, TeinacTUdeckas KaTaluleKCHs, SHHICNTHYECKHUe
IPUIAJIKU, HelipoceHcopHas Tyroyxocts [1-8, 13, 19].

Mo3soiceuxosas amakcusi SIBASETCS YacTbIM TPOSIBICHHEM B clydasx MaHudecTranuu
3a00JIeBaHUs BO B3pOCIIOM BO3pacCTe.

Jucmonus cBsi3aHa ¢ TOpaKEHUEM T0J0CaTOro Teja U 4acTo MaHU(ecTUpyeT (HoKaIbHOM
JUCTOHHEHN, NOpaXKarolled KUCTH W JIMLO. ['eHepann3oBaHHas AMCTOHUS MOYKET IPOSBIATHCS
HapyIIEHWEM MOXOJIKHM, NMaTOJOTHYeCKUMH o3aMu. OCTpbI MUOKIOHYC WIA MUOKIOHUYECKUL
mpemop MOTYT pa3BUBaThCs [10 MEPE MPOrpeccupoBaHmsl 3a00JI€BaHNs WK MHOT/Aa BOZHUKATh Ha
panHux craauax passutus HII-C.

Hucgazus MOXKeT MOABIATHCS Ha paHHUX CTAIUAX 3a00JI€BaHUS WM PA3BUBATHCS MO3XKE
U TPEJCTaBISIET CEPbEe3HYI0 MpoOJeMy Ui KIMHUYECKOTO BENEHHS OOJBHOTO, IMOCKOJIBKY
CEpbE3HO HapylIaeT BO3MOXKHOCTb CaMOCTOSITEIbHOTO THUTAHHUS Ha TO3JHUX CTaJAUsIX
3a00J1eBaHts, TIOBBIIIAs PUCK ACTTUPALIUU U, BCIEACTBUE 3TOTO, CEPHE3HBIX JIETOUHBIX MH(EKIUH.
Jucdarust MoxKeT HAaYMHATHCS € MPOCTOTO MOMEPXUBAHUS WIH KAIUIs IPU ITpUeMe MUIIH, OOBIYHO
IIpU YyHOTPEeOICHUH KUKOCTH.

Okynomomophnvie  Hapywienusi  SIBISAIOTCS  OTAMYMTENbHBIM — npusHakoM  HII-C,
HaOmronatorcss 'y 81% mMamueHToB MO pe3ylbTaTaM KpYMHOMAcIITaOHOTO PEeTPOCHEKTHBHOIO
uccnenoBanus [9], oOBIYHO HAUMHAIOTCS B CTapLIeM MJIAJIEHYECKOM BO3pacTe ¢ HapyIIeHUs

cakkagnueckux nBuwkeHud rnaz (CHAD). Hapymenuss C/II' mMoryr OBITH NpOMYIIEHBI IpH



KIIMHUYECKOM OCMOTpE, €CJIM HE OIICHHBAIOTCS CaMOIIPOU3BOJIbHBIE JBUKEHUS TJa3HBIX S0JIOK.
JlaHHBII CUMIITOM BBISIBIIsIETCA TMpakTHuecku y Bcex namueHtoB ¢ HII-C mpu mpaBuibHOM
oOcienoBaHuy, W  peajbHas  pacCHpPOCTPAHEHHOCTb  JAHHOIO  CHUMITOMA, BEPOSITHO,
HeloolleHnBaeTca. [lepBoHayallbHO TMOpa)kalOTCd BEPTUKAIbHBIC JBIJKEHUS TJa3, 3aTeM
MIPUCOCIUHSIOTCS HapYIICHUs TOPU3OHTAIBHBIX cakkax [3, 8, 12, 13, 16, 29]. M3navanpHO
CTPaJaloT TOJIBKO CaMOIIPOMU3BOJIBHBIE CAKKAaIWYECKUE JBUKEHHUS, a MEIUICHHbBIE IIJIaBHbIC
ClelslIMe JBW)KEHMUsI TIJla3 MOryT ObITh HOpMaibHbIMU. CO BpPEMEHEM 3TH HapyLIEHUs
POTPECCUPYIOT A0 MOJHOTO BEPTUKAIBHOTO HAIbsAAEPHOTO Mapainya B3opa [13, 19], HaunHasch
C MPOTPECCUPYIOIIETO YMEHBIICHUS CKOPOCTH CaKKaAMUECKUX JIBIKEHUH (XOTs BpeMsl 3aJepKKU
CaKKaJMYeCKUX JBW)KCHHUHW OCTaeTcsi HOPMajlbHbIM), MpPHUBOJAS K IOJHOMY THapajiudy
CaKKaJMYECKUX JBI)KCHUH Tia3. BecTnOynmooKyssIpHBIA pediiekc 4acTo COXpPaHEH B TEUYCHHUE
JUIMTETIbHOTO BpPEMEHH, 4YTO TMOATBEpkKIaeT TOT (hakT, 4YTO TMapaiuy B3Opa SBIAETCS
NEHCTBUTENBHO HAIBSACPHBIM 10 CBOEH IIPUPO/IE.

Kamannexcus sBRsieTcsi OTHOCHUTEIBHO CHEIU(PUUYHBIM M YacTBIM HEBPOJIOTHMYECKHM
npuznakom HII-C, maGmronaempim, B 1enoMm, Oojiee 4eM y MOJOBMHBI mamueHToB. OHa pexe
HaOM01aeTCsl y MAIMEHTOB paHHEro JIETCKOro BO3pacTa, Yalle OTMEYasich B CIIydasx Hadala
3a00yieBaHUs B TO3JHEM MIIaJIECHYECKOM U IoHoIIeckoM Bo3zpacte [3, 13, 19]. Karamnekcus
MIPOSIBIISIETCS] BHE3AITHOM MOTEpEel MBILIEYHOTO TOHYCA B HOTaxX MJIM, MHOT' /1A, B UEIIOCTH UJIH 111ee
U TPOBOLUPYETCS 3MOLHUAMHU, HAIpUMEp, CMEXOM (rejacTuueckas KaTaruiekcus). JlaHHbIN
MPU3HAK JIETKO MPOMYCKAETCA U 4acTO OUITMOOYHO WHTEPIPETHPYETCS KaK BTOPUYHBIC TaJCHUS
13-3a aTaKCUU UJIU KaK aTOHUYECKHE MUIIECNITUYECKUE TPUCTYTIBIL.

Onunenmuueckue npucmynsl pexe HaOIIOAI0TCS y MALUEHTOB ¢ HaYaJIoM 3a00JIeBaHUsI B
paHHEeM MJIaJICHYECKOM HJIA B3pocioM Bo3pacte [13, 19], uem B ciayuasx ¢ HauajaoMm 3a00J€BaHMS
B IIO3/IHEM MJIQJICHYECKOM M IOHOIIEeCKOM Bo3pacte. Y mauueHtoB ¢ HII-C moryr ormedarscs
T00BIe THUIBI AMHIENTUYECKUX MPUCTYNOB (TapuuanbHble/(hoKaTbHbIe, TeHEPATU3UPOBAHHBIC,
abcaHChl, MUOKJIOHUYECKUE, TOHUKO-KIIOHUYECKHE); MPUCTYIBI MOTYT 3HAUUTEIbHO OTIMYATHCS
10 UHTEHCUBHOCTHU U YacCTOTE.

Hetipocencopnas myeoyxocms 4acTo BCTpedaeTcsl Ha NMpaKTHUKE, HO OIMyOJUKOBaHHBIE
cooO1IeHns o JaHHOMY HeBpoJoruueckomy npossiernto HIT-C nemuorouuncnennst [12,13].

Ilepugepuueckas netiponamus SBISETCS peAKUM ocioxHeHHeM y manueHtoB ¢ HII-C,
KOTOpO€ MOXKET HaOJoJaThesl Mpu MilajeHdeckux (opmax. OHa HUKOra He HaOroAanach B
CIIyJasix Havaja 3a0oJeBaHMs B FOHOIIIECKOM HIIM B3pociioM Bo3pacte [12,13,19].

KoranTuBHbIe HApYILIEHHA.



CHuoicenue KoecHumueHbIx GynKyuii HAOIOAAETCS NPAKTUYEeCKH y Beex nauuenTos ¢ HII-
C ¢ nebrotoM 3a00sieBaHUS B MOAPOCTKOBOM/B3POCIIOM BO3pacTe, HAUMHAS C OMPEICICHHOTO
MOMEHTA Pa3BUTH 3a00JI€BaHU, HO PEIKO PACIIO3HACTCS B IETCTBE HA paHHUX ATaraxX Pa3BUTHUSA
HII-C[1, 7, 13, 19].

VY nanueHToB ¢ HayaJloM 3a00J1€BaHUs B IO3JHEM MJIAICHYECKOM U IOHOLIIECKOM BO3pacTe
OTMEYAIIX IIJI0XYIO IIKOJIBHYIO YCIIEBAEMOCTh U 3aTPYAHEHUS IPU 00YUYEHHUH.

Koruurusnsie Hapymenust npu HII-C, B o0cHOBHOM, HAUMHAIOTCS € JIOOHO-TIOJKOPKOBBIX
pacCTpOCTB M XapaKTEepU3UPYIOTCS CHMKEHHEM HCIOJIHUTENbHONH (YHKLIHUU U CIIOBECHOM
HaMsITH, a TaKXKe YMEHbLUIEHHEM CKOPOCTH 00pabOTKH HH(OpPMALHH.

[Ipu nporpeccupoBanuu HII-C, y manueHToB oTMeuaercst Oosiee SIBHOE YXYJIIEHHE
KOTHUTHUBHBIX (PYHKIIMH, BeIylllee BO MHOTUX CIIy4asX K BBIPaXXCHHOW NEMEHIMH C IpyObIM

JMCPETryJIATOPHBIM CHHIPOMOM U HapyiieHneM namsru [15, 19, 23, 27].
IMcnxuaTpuyeckue NposiBJIEHHS.

[MaruenTs! ¢ HIT-C ¢ Havanom 3a0o1eBaHus B TOJIPOCTKOBOM/B3POCIIOM BO3PACTE YacTO
NeOI0TUPYIOT ICUXUYECKUMU POSIBICHUSIMHE, TAKXKE COOOIIATIOCh O MAlMEeHTaX ¢ MaHU(ecTauen
3a00J1eBaHNs B IOHOILLIECKOM BO3pPAacTe € MOBEJICHYECKUMH OTKJIIOHEHUSIMU B aHAMHE3€ U IPYTUMHU
NPOSIBIEHUSMH, 00palaBIInXCs O3KE MO MOBOAY NCUXUYECKHX 3a0oneBanuii [15].

VY mnanueHToB ¢ HayaloM 3a00JIeBaHMS B IOHOLIECKOM BO3pacTe€ 4acTo HaOJI0JAI0TCs
npoOJIeMbl TIOBEICHHUS, HapyIIeHHe OOYydYeHHs, pacCTPOHCTBO SKCIIPECCUBHOW PEUH, CHHAPOM
neduiuTa BHUMaHMs C TMIIEpaKTUBHOCTRIO [ 1, 2, 7, 13, 19].

Ilcuxo3 ¢ mHU30(ppeHONOJOOHBIMU TPOSIBICHUSMH SIBJISETCSI YacTbIM CHUMIITOMOM Yy
nospoctkoB/B3pocibix nanueHtoB ¢ HII-C, ormewaerca c wactotoit a0 25% ciyuaes.
Knuanyeckre mposBICHUS YacTO HEOTIMYUMBI OT MIHM30(PEHHH C THIMYHBIMH CITYXOBBIMH
TaJUTIOLIMHAIMAMH, OpEIOBBIMM HJIESMH, PACCTPOWCTBOM MBIIIJICHUS M TOBEJICHHS, MOTYT
HaOJI0AaThCS MapKepbl OPraHUYECKOro ICHUX03a, B TOM YHCJE 3pHUTEIbHbIE TaJUTIOLIMHAINH,
HapyIIeHHe KOTHUTUBHBIX (QYHKIIUI U PE3UCTEHTHOCTh K ICUXOTPOIHOM Tepanui [ 19, 20].

Taxxe MoxkeT HaONMONAThCA Kamamouusi, Hauboyee YacTo — Yy TMAaIlMeHTOB ¢ HadajioM
3a0oneBaHus B paHHeM Bo3pacTe. OHa 4yacTO HE MOJJAETCS JICYEHUI0 U MOXKET CUUTAThCA
MPU3HAKOM OPTraHMYECKOro TICHXHUecKoro 3aboneBanus [12, 13, 19].

Coo0manoch 0 JPYruX CEephe3HBIX ICUXHUYECKUX IMPOSBICHUSAX, BKIIOYAs JICTPECCHIO,
ourossspHOe 1 00CECCHBHO-KOMITYILCHBHOE paccTpoiicTsa [8, 9, 13, 15, 24].

B3spocasie B Bozpacte ctapiie 30 jet yaie 00paiaroTcs ¢ TUCPETyISTOPHBIM CHHIPOMOM,

KOTOPBIN XapaKTepU3UPYETCs HAPYLICHUSAMU TOPMOXKCHUS, IUIAHUPOBAHUSA W OPraHU3alUU, a
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TaKXe CHI)KEHUEM KPUTHUYECKONW CaMOOLIEHKH M KOTHUTUBHOW I'MOKOCTH, BOSHUKAIOLUX PaHbIIIe
Pa3BUTHS HAPYILIECHU MaMATH U APYruX obnacteit mo3Hanus [19].

Bucnepanbubie mposiBienus. Bucnepansubie cumnromsl HIT-C  Bkimiowaror B cels
IPOSIBJIIEHUS CO CTOPOHBI II€YEHHU, CEJIE3EHKH, JIETKUX U IPYTUX OPraHoB.

[IposBnenus 6oneznn HII-C B HeoHarampHOM mepuoje orMmevaercsa B 45-65% ciydaes.
Haubonee paHHUM KIMHHYECKUM TIPOSIBICHUEM, HE3aBUCUMO OT KIMHUYECKOH (HOPMBI
3a005IeBaHUs, SBISAETCS CHUHAPOM XOJIECTA3a, HO MOXET OTMEYaThCsl HM30JIMPOBAHHAA
CIUIEHOMETaJIMsl WM TenaToCIuleHOMeranus. Takke ONUCAHbl clydal HEMMMYHHOW BOJSIHKH,
aclMTa M rernarocijaeHoMerainy mioja. Cuntaercss IaTOrHOMOHMYHBIM COYETaHUE XO0JIecTasa co
3HAUUTEIBHOM CTENEHBIO BBIPAXEHHOCTH CIUIEHOMETaIUU 0€3 MPU3HAKOB IOPTAIBHOU
runepreH3ud. B OoJIbIIMHCTBE Ciay4yaeB MPU3HAKM XoOJecTa3a Ipd 3TOM 3a00JieBaHUU
CaMOIPOM3BOJIHO pa3peliaoTcs K 6-8-My Mecslly JKU3HHU, IPU 3TOM YBEIMUYEHHE NE€YEHU U
CeJIe3CHKH COXpaHseTcs emle JuuTenbHoe Bpems [17]. B 10% ciiyuaeB nipu panHei Manuectanuu
HII-C nmeer MOTHUEHOCHOE TEUEHHUE C PA3BUTHEM NIEYEHOYHON HEJAOCTATOYHOCTH U JIETAIbHBIM
HCXO0JIOM B TEUEHHE repBoro roja sxusuu [17, 19, 20].

HeonaTanpHblil X0J1€CTa3, reNaTOCINIEHOMET sl WIIM U30JUPOBAaHHAs CIFICHOMETallus B
aHaMHe3€ YacTO OTMEYAIOTCS y MAlMEHTOB C HauaIoM 3a00JIeBaHUs B pAHHEM U CTaplIeM JIETCKOM
BO3pacTe.

Y  mammeHToB ¢ HayajioM 3a0ojeBaHuss B Oojiee  cTapuieM — BO3pacTe
renaToCIUIEHOMETalINs/M30JIMPOBAaHHAs CIUIEHOMETaUs SIBJISETCSl OOBIYHO OECCUMIITOMHOM U
4acTO KJIMHUYECKH HE paclio3HaeTcs, yTo Tpelyer, B ciydasx nojpospenus Ha HII-C, nposenenus
yIbTPa3ByKOBOTO HCCIIEIOBaHMsI OpraHoB OpromHoN mnosoctd. [lo uMeromumcs JaHHBIM
npubau3uTenbHo y 15% Bcex nanuenToB ¢ HII-C 1 nmouty y mosioBUHBI NAIMEHTOB ¢ HaYajIoM
3a00J1eBaHMs B IOJJPOCTKOBOM/B3POCIIOM BO3pacTe OTCYTCTBYET YBEIMUYEHHUE Pa3MEPOB MEUEHU U
ceneseHku  [15]. OpHako 3TM  JaHHBIE HE OTPAXKAIOT HMCTHUHHYIO PAaclpOCTPaHEHHOCTh
renaTocIIeHOMET iy, TOTOMY YTO YJIbTPa3ByKOBOE HCCIIEA0BaHNE OPTaHOB OPIOLTHON OJIOCTH
9acTo He MPOBOAMIOCH [15].

B TO BpeMs Kkak cCruieHOMeraiaus NpakThdecku Bcerga Habmogaercs npu HII-C,
rernaToMeraius pexxe Habmomaercs y B3pocibix [19]. ¥V manumeHToB ¢ HelpoaereHepaTuBHBIMU
WM TICUXUYECKUMH HapyLICHUSIMH, HAIUYUE U30JUPOBAHHOMN CIIJIEHOMETaJIud PU OTCYTCTBUH
MPU3HAKOB MOPTAJIBbHOM TMIEPTEH3UU U 3a00JI€BaHMs N€YEHN B 3HAUUTEIBHON Mepe MO3BOJIsSET

npeanonarars Hanuue HIT-C [19].
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HUngpunompamer 6 1neekux TEHUCTBIMH KJICTKaMH, Kak IPaBWIO, HaOIOHaeTCs
UCKIIIOYHUTENIFHO Y MAIIMEHTOB C pAHHUM HavajioM 3a00JIeBaHMS WU Y AIIMEHTOB C MyTaI[MsSIMH B
rene NPC2 [13, 19].

BucuepanbHbie POsIBIICHNUS, IPU UX HAJIMYHH, BCETIA MPEALICCTBYIOT HEBPOJIOTHYECKUM
cumnroMam. boiee Toro, Bo3pact Hayajaa MaHH(ECTaluy BUCLEPATbHBIX CUMIITOMOB HE CBSI3aH C
BO3pacTOM Haudaja HEBPOJOTMYECKUX TMPOSBICHHI; HEBPOJOIHYECKUE CHMITOMBI MOTYT
NOSBUTBCS 4Y€pe3 MHOTO JIET WIM JaXe ACCATHICTHN IOCIe MOSIBICHUS BHUCLEPATbHBIX

CHUMIITOMOB.

2. IlnmarHocTuka 3a00/1eBaHUs WM COCTOSIHUA (TpyNnbl 3a001eBaHU
WIH COCTOSTHMH), MEAUIMHCKUE TOKA3AHUS U IPOTUBONOKA3AHUA K

NPUMEHCHHUI0O METOA0B THATHOCTHKHA
Juacnoz HII-C ycmanasnueaemcss Ha OCHOBAHUU COBOKYNHOCMU. AHAMHECMUYECKUX
OAHHBIX, KIUHUYECKUX OAHHBIX, Pe3VIbMamos 1ad0pamopHO20 UCCIe008aHUS (DUOXUMUYECKO20 U
MOJIEKYIAPHO-2eHEeMU1ecK020 ananusa). B knunuyeckoii ouaeHocmuke nomo2arom wKaivl OYeHKU

unoekca sepossmuocmu ouaenoza HII-C, npuseodennvie 6 Ilpunoscenuu 2, 3.

2.1 ’Kaj100LI 1 aHAMHE3

Cumnmomvr HII-C mozym pazeusamvcsi 6 pasmvie so3pacmuule nepuoodwvt. Coop anamuesa
Modcem nomousb 8pavy evisgums panuue nposeienuss HII-C. B neonamanvhom nepuooe y
nayuenmos ¢ HII-C  moocem  ommeuamvcs — 3amaAdCHAA — Jicelmyxd, — Xoaecmas U
2enamocnieHoMe2anus, Komopvle MOZYn pa3peuamscs ¢ 803pacmom. B danvhetiwem makue
nayueHmsl  MO2ym — MAaHugecmuposams — HEGPONOSUHECKUMU — UTU  NCUXUAMPUYECKUMU
cumnmomamu [13, 19].

B cembe moeym mabarooamvcs cayuau Mepmeopo#COeHUs, SHYMPUYMPOOHOU cubenu
niooa om neycmanogieHuvix npuuun [13, 19].

Mo pazeumus 6vipadiceHHbIX HeBPONOUYECKUX NPOABIEHUN HA HAYANbHbIX dMANax
3a001€8aHUsI OMMEUAOMCIL HEYKTIIOHNCECMb U YACTble NAOEeHUS N0 NPUYUHE 21A3008USAMENbHbIX

napywenui [13, 15, 19].

2.2 duzukaJbLHOe 00CJIe10BAHNE

Pexkomenayercst Bcem narueHTam ¢ nopo3penrem Ha HIT-C npoBeaeHre moaTHOTro KOMILUIEKCHOTO
obcrmenoBanus Uil BepUPUKAMM  JWarHo3a, BKIIOYAOIMIETO B ce0s:  OLCHKY
AHTPOIIOMETPUYECKHX ITOKa3aTeae (BO3MOXKHO NMOHMKCHHOE NMUTAaHUE, OTCTAaBaHUE B POCTE);

OLIEHKY HEBPOJIOTMYECKOTO CTaTyca, BKIIOYask 0053aTEIbHYIO OIIEHKY OKOJTYMOTOPHBIX (PYHKIUH
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U (QYHKIMH TIIOTaHUS, OICHKA NCHXOMOTOPHOTO M PEYEBOIO PAa3BUTHS C IICNBIO BBISBICHUS
3aJIEPIKKHU TICHXO-PEYEBOT0 PA3BUTHUS, OTCTABAHUS B MOTOPHOM Pa3BUTHH, KOTHUTHBHBIX WA
NCUXUYECKUX HAPYIICHWUN; OIEHKA BUCIEPAJIbHBIX HApYIICHWH (KEJITyXa, XOJecTas,
remarociuienomeranus) [3, 19, 30-32].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 4)

2.3 JIaGopaTopHbIe JTHATHOCTHYECKHE MCCIAeT0BAHUS

PexkomeHnayercs HcciaeI0BaHUE YPOBHS OKCUCTEPOIIOB (XoJiecTan-3-0era,S-anbda,6-06era-Tproa
U 7-KeTOXOJIECTePHHA) B IUIa3M€ KPOBH METOJIOM BBICOKOI(D()EKTUBHOM KHMIKOCTHOM
XpoMaTorpaduu TaHIEMHOM Macc-CIEeKTPOMETpUH (KOMIUIEKC UCCICIOBAHUI Il TUATHOCTUKH
6onesun Humanua-ITuka, Tunm C) B KadecTBE JMArHOCTHYCCKMX TECTOB INEPBOH JIMHHUHM BCEM
NanueHTaM ¢ KIMHUYeCKMMH Tpu3Hakamu Oone3nn Humanna Iluka, tunm C ¢ mensio
Bepudukanuu auarnosa [3, 8, 13, 19, 20, 30-32].

YpoBeHb yoenuTeIbHOCTH pexkoMeHaanuii C (YpoBeHb I0CTOBEPHOCTH JI0KA3aTEIbCTB — 4)
KoMmMeHTapuM: nogvluienue ypoeHs npoOyKmMo8 OKUCIeHUs XolecmepuHa (xorecmawn-3,5,6-
mpuoaa u 7-kemocmepona) y nooeti ¢ namozennvimu eapuanmamu 6 2enax NPCI1 u NPC2, no
OAHHBIM NYOTUKAYUL, SAETAEMCIL YYECEUMENbHbIM U CNEYUPUUECKUM MAPKEPOM Ollsi CKDUHUHSA
HII-C. Vposenv Oaunbix Mmemaboiumos He NOGLIUACMCS Y NAYUEHMO8 C  Opyeumu
HetipoodezeHepamusHulMu 3a6onesanusmu. Onpedenums 3mu COCOUHEHUS MONCHO C NOMOUbIO
Memooa 2az080u xpomamoepaghuu macc-cnekmpomempuu (I'’X-MC) unu evicokosaghghexmuenoii
ACUOKOCMHOU Xpomamozpapuu mandemHot macc-cnekmpomempuu (BOXKX-MC/MC) [3, 8, 19,
20].

Pexomenayercst  uccieoBaHHWE  YpPOBHS — JIM30C(HUHTOIUNNAOB  (JIM30C(UHIOMUENNHA,
nu3ocuaTOMUETMHA-509, NMHU30TI000TpUA3MICHUHTO3MHA W TeKCAaWJIC(HUHTO3UHA) B MSATHAX
BBICYIIICHHONH KPOBU METOJOM BBICOKOI(DPEKTUBHON KHUIKOCTHOM Xpomarorpaduu TaHAEMHON
MacC-CIIeKTPOMETPUH (KOMITJIEKC UCCIE0BaHUM sl TUarHoCcTUKY 6one3nn Humanna-ITuka, tumn
C) BceM manueHTaM TpU KIMHUYECKOM IOJ03peHHH Ha Oone3np Humanna-Iluka, tum C B
Ka4eCcTBE JTHArHOCTUYECKHUX TECTOB MEPBOU JIMHUM C IEIbI0 BepuduKanuu auaruosa [8, 19, 20,
33].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTeJILCTB — 4)

KommenTapuu: & n1abopamopusx, npogoosuwux oociedosanue, 00JHCHbL OblMb YCMAHOBIEHLL
cobcmeennvie peghepeHcHble 3HAYeHUsL OAHHbIX Memaboaumos. Takace HeobX00uMo ommemums,
umo Hapyulenue mpeOo8aHull K XpaHeHuo U mpaHcnopmuposke oopasyos Aeiaemcs npuduHol

JIOJHCHO nonodcumenvuvix pesyarbmamos [8, 19, 20, 33]. Ilpasuna 3a60pa kposu na cmanoapmmuyio
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Kapmouky-gunomp npuseoenvt 6 Ilpunooswcenuu I'8. Onpedenumsv s3mu cOCOUHEHUS MONCHO C

nomouyvio memooa I'’X-MC unu BOJKX-MC/MC [3, 8, 19, 20].

Pexomennyercs onpenencaue mytanuii B reie NPCL (u B rene NPC2 — nipu Heo0OX0AMMOCTH) B
KPOBH METOJIOM CEeKBeHHpoBaHUs 1m0 CeHrepy (KOMIUIEKC HCCICIOBAaHUN JUIS JTUATHOCTUKU
6osie3nn Humanna-ITuka, tun C) manueHTam ¢ KIMHAYECKUMU U OMOXUMHYECKUMU MTPHU3HAKAMH
6one3an Humanna-ITuka, Tum C B mpoliecce MOCTaHOBKM AMArHO3a C LEIBI0 MOJEKYJISPHO-
TFCeHETUYECKOTO MOATBEPIKACHUs auarnosa [3, 8, 19, 20, 32].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
Kommenrapun: o6onesns HII-C  06ycnosiena namocenHbLMU/6epOsIMHO  NAMO2EHHbIMU
sapuanmamu 2enog NPC1 u NPC2. 95% cnyuaeé cesa3ambvl ¢ HYKIOMUOHBIMU 3AMEHAMU 8 2EHe
NPCI1 (noxkyc 18q11—ql2), okono 4% cayuaes — c eapuanmamu 6 cene NPC2 (noxyc 14q24),
npumepro 8 1% cyuaes MONEKYISAPHO- 2eHemudecKutl Oehekm udenmupuyuposams He yOaemcs.
B 2ene NPC1 onucano 6onee 300 Hyxnieomuonvix 3amen, oxono 60 pasiuuHulX ROAUMOPPHBIX
sapuanmos. M36ecmHno HecKOIbKO OMHOCUMENbHO PACNPOCmpanentbix sapuanmos 6 cene NPC1,
komopule 1okanuzosamsl 6 20—22 sxzonax cena (p.llel061Thr, p.Ser954Leu u p.Prol007Ala.), no,
6 bobuUHCMEe ClyYaes, mpebyemcs NOIHOe CeK8eHUPoB8aHue Kooupyrwux sk3oHos 2enog NPC1
u NPC2. Hngpopmamusnocme maxoeo mecmuposanus cocmagisem oxono 94%. Taxowce moeym
APUMEHAMbCSL MEeMOObl CeKeeHuposanust Hoo2o noxonenus (NGS) — ananuz naneneii eenog unu
KAUHUYLECKO20/NOIH020 IK30MA.

Mynomunnexcuas npobo3asucumas 1uea3nas peakyus ¢ nociedyiouell amniupurayuetrl
(MLPA) npumensiemcs 0151 8blsi6/1eHUsL KPYNHBIX NEPECMPOEK 2eHA.

B paoe cnyuaes cywecmeyiom ob6vekmugHvie MpYOHOCMU NpU  UHMEPHpemayuu
Pe3YIbmamos MONeKYIAPHO-2eHEMUYECK020 aHAIU3a U OUAeHO3 Modcem Oblmb YCMAHOBIEH HA
OCHOBAHUU COBOKYNHOCMU KIUHUYECKUX, OUOXUMUUECKUX U UHCMPYMEHMATbHBIX OAHHDIX.

Ilayuenmsi, y KOMoOpvix BblAGNIEeH MOILKO O00UH NAMOSEHHDIU/GEPOSAMHO NAMOSEHHDIIL
sapuanm 6 cene NPCL wunu NPC2 oonoicnvl Obims mwamenvho 006ciedosamvi, u MHEHUE O
OUAcHO3e UNU BaAPUAHME HOCUMETbCMEA 3a001e6AHUSL COCNABTIACMC KOMNE2UALHO.

Tlouck namoceHHvIX/8EPOAMHO NAMO2EHHLIX 8apuanmos (ocobenno ona eena NPCI)
Modrcem Obimb 3ampYOHUMENbHBIM U MOXMCEm mpedo8ams KOMOUHUposanHwix uccredosanuti JJHK
u k/[HK, a makoice onpedenenus nociedo8ameibHOCMU NPOMOYMepos U 2nyO0KUX UHMPOHHbIX
obnacmetl, NOCKOILKY 6 dMUX 001acmsax MO2Ym HAX0OUMbCsL KPYNHble NepecmpouKuy, oereyuu u
oynaukayuu. Mynomuniexcuas amnaugurayus npod ¢ nomowwto aueuposanusi (MLPA) moocem

ObIMb none3Holl 015l ONnpeoesieHUs IMUX YUacmKos.
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B psioe cnyuaes ouacnos boneznv Humanna-Iluxa, muna C mooicem 6vimb YCmManosieH Ha
OCHOBAHUU XAPAKMEPHOU KIUHUYECKOU KAPMUHbL, NOBLIUEHHO20 YPOBHS OUOMAPKEPOS U HANUYUS
00H020 NAMO2EHHO20 8APUAHMA.

PexoMenayercsi mpoBeieHre oOmero (KIMHAYECKOTO) aHalu3a KPOBH Pa3BEPHYTOIO BCEM
NalueHTaM ¢ KIMHWYeCKMMH Tnpu3HakamMu Humanna-Iluka, tunm C B mporecce NMOCTaHOBKH
JIMarHo3a C IIeNIbI0 OIIGHKM OCHOBHBIX IapaMETPOB KpPOBETBOPEHUS, OLCHKU TOPaKEHHS
CEePACYHO-COCYTUCTON CUCTEMBbI U BBISIBIICHHUS BO3MOYKHBIX HHPEKIIMOHHBIX mporieccos [8, 13, 17,
19, 20, 38].

YpoBeHb yoenuTeIbHOCTH pexkoMeHaanuii C (YpoBeHb I0CTOBEPHOCTH JI0KA3aTEIbCTB — 5)

KomMmenTapuu: nposoosm ucciedoeanue YposHs o00ue2o 2emMo2ilobuna, 3pumpoyumos,
JIeUKOYUMOo8, mpomoOoOyuUmos 8 Kpogu, OYeHKAa 2eMamoKpuma, ucciedosanue CKOpoCmu 0ce0anus

IPUMPOYUMO8, OUphepeHyupo8anuvlii NOOCYem JeUKoyumos (etKoyumapHas Gopmyia)).

PexomeHyeTcsi pOBElICHUE aHAINM3a KPOBU OMOXMMHYECKOTO OOLICTEPANCBTUYECKOTO BCEM
NalMeHTaM ¢ KJIMHUYeCKUMHU Tmpu3Hakamu Oone3nn Humanna-Iluka, tanm C B mpouecce
MIOCTAaHOBKH JIMarHO3a C IIEJIbI0 IMarHOCTUKU TICYCHOYHON HEJJOCTATOYHOCTH, OIIEHKH COCTOSHHS
BHYTpeHHHUX opranos [3, 8, 13, 17, 19, 20, 38, 40].

YpoBeHb yoenuteabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 4)

KomMmeHnTapumu: npogoosim (onpedenenue aKmMu6HOCMU — ACRAPMAMaMUHOmMpancgepasvl,
ANAHUHAMUHOMPAHChepasvl,  1aKkmamoecuopo2enasvl,  WeilouHou  ¢ocghamasvl, ecamma-
2MOMAMUIMPAHCHepasvl 8 KPOBU, UCCIe008aHUe YPOGHS obweco Ounupyouna, ourupyouna
CBA3AHHO20 (KOHBIO2UPOBAHHO20), XOJleCMepuHd, XOoleCmepuHd JIUNnonpomeuHos GblCoKOU
NIOMHOCMU, XONeCMEPUHA TUNONPOMEUHO8 HUZKOU NIOMHOCMU, MPUSTUYEPUIO8, AlbOYMUHA,
2NIIOKO3bl, KpeamuHuna, ooue2o beika, Hampus, Kaius, oowe2o Kauvyus, ubpurozena 8 Kposi)
8 PEOKUX CYHasaX NpU pa3eumuu Ne4eHoYHol HeOOCMAamoOYHOCU BbIABISION CHUNCEHUE 8 KDOBU
nokazamenet, OMmpaicarowux CUHMemudeckyro (QYHKYur nevenu: anbOymMund, @ubpuHozeHda,
JabopamopHble nokasamenu, onpeoeisemvie 01 OYeHKU GHEUHe20 NYmu C8EPMbIBAHUSA KPOBU,
xonecmepuna u op. [3, 8, 13, 17, 19, 20]. B 60ree cmapwem so3pacme 1ab6opamoprwvle usMeHeHUs.
Moz2ym omcymcemeosams unu Haoaooaemces ymepenuoe nosviuenue AJIT, ACT, mpuenuyepudos,
cnudicenue JIITHIT u JITIBII [3, 19, 20]. B mobom 6o3pacme modicem nabuodamvcs pazsumiue
mpomboyumoneruu, umo odyciosneno eunepcnienusmom [3, 19, 20].

Pexomenayercsi Mcciie0BaHHE KOAryJaorpaMMbl (OPUEHTHPOBOYHOTO UCCIICOBAHHS CHCTEMBI
reMOCTa3a) BCEM MalMeHTaM ¢ KJIMHUYCCKMMHU Npu3Hakamu Oosne3nun Humanua-ITuka, Tun C B
npoliecce MOCTAHOBKHU JIMArHo3a C LENbI0 OIICHKH IMoKa3aTesiei cBepThiBaeMOCTH KpoBu [8, 13,

17, 19, 20].
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YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — D)

KommeHnTapuii: neobxooumo npogooums onpeoeieHue aKmusupo8aHHO20 YACMUYHO20
MPOMOONAACMUHOB020 8DEMEHU, MPOMOUHOB020 6DEMeHU 6 KpOS8U, NPOMPOMOUHOBO20
(mpomboniacmuno8020) 8pemeHu 8 Kposu Uil 6 niazme, UCCiedo8anue YposHs pubpurocena 8
KpO8U.

PexoMenayercss mpoBeneHue oO0miero (KJIMHAYECKOTO) aHajik3a MOYHM TalMeHTaM C
KIIMHUYECKUMHY Tpu3Hakamu 0one3nn Humanna-ITuka, Tun C B mporiecce MOCTaHOBKY JUATHO3a
C LIEJIBIO OLICHKH COCTOSHHS MOYEBBIBOISIIMX MyTei U mouek [19].

YpoBeHb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
Kommenrapuii: y nayuenmog ¢ HII-C 803M02iCcHO pazeumue HetpO2eHHO20 MO4e8020 NYy3bulpsl,

PeYUOUBUPYIOWUX UHPEKYULL MOUEBbI800AUUX NYMell, HUKMYPUU, HENOTHOU I8aKYAyUU MOYU.

2.4 UHCTPpYMEHTAJbHBIE JIUATHOCTHYECKHE MCCJIETOBAHUS

Pexomenayercs poBeieHNE MarHUTHO-PE30HAHCHOU TOMOTpa( K TOJIOBHOTO MO3ra MallMeHTaM
C KJIMHWUYECKUMU Tpu3Hakamu 00s1e3uu Humanna [Tuka, Tun C B mporiecce MOCTaHOBKY TUArHO3a
C LIEJIbIO BBIABJICHHUS IOPayKEHMsI roj0BHOro Mo3ra [8, 12, 13, 19, 20, 38].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

KomMmeHnTapuu: 603moocHo nposedenue MacHumHo-pe30HaAHCHOU MOMOZpapuu 20106H020 MO32d
¢ xoumpacmupoganuem. Maenumnas pesounancnas momoepagua (MPT) conosnozo mozea y
nayuenmos ¢ HII-C ¢ no30HumM HAyaiom Hespolo2UHeCcKUX pacCmpoucms yYdacmo Gbulasiisem
YepedpANbHYIO U/UTU MO3HCEUKO8YI0 ampouio, a mMaxdce 2UNepPUHMeHCUBHBIU CUSHATL OMm
NepUBEHMPUKYIAPHO20 0elloco eeujecmaa 201081020 mo3zea 6 pexcumax T2 u FLAIR y nayuenmos
¢ Hayanom 3a001eeanus 6 parnem oemckom eospacme. K opyeum obnacmsam 2onoenozo mosea,
KOmopbvie NpeumMyujeCmeeHHo Nopaxdcaiomcs no OAHHLIM HeUpo8U3YAIU3ayulu, OMHOCAMCSA
UNNOKAMN, manamyc u norocamoe meno. Kpome moeo, wacmo uabnrooaemcs ucmouyeHue
MO30IUCMO20 Mela U HeKOmopoe YMeHbuleHue obnacmu cpeoHe2o Mo32d HA CPEeOUHHOM
cacummanvrom cpeze. MPT cnekmpockonusa (H-MRSI) npumensemcs 6 nacmosiuee epems 0is
OUACHOCMUKYU U MOHUMOPUH2A HEKOMOPBIX OPY2UX 8POHCOECHHBIX HAPYULeHUTI 0OMeHa 8eujecms ¢
Hayynou yenvto. [na ouaenocmuxu HII-C 6 knunuueckoiui npakmuxe OAHHASL MemMOOUKA He

noayuuia wiupoxozo pacnpocmpanerus [8, 19, 20, 40].

PexomMenayercsi mpoBeneHue diekTpodHIedanorpadud  MaMEHTaM C  KIWHUYECKUMHU
npu3HakamMu Oojne3nn Humanna [luka, Tum C B mporecce MOCTAHOBKH JIMAarHO3a C IIEJBIO

CBOEBPEMEHHOM quarHocTuku snwierncu [8, 19, 20, 43].
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YpoBenb yoeaureabHocTH pekomMenaanuii C (YypoBeHb J0CTOBEPHOCTH J0KA3aTEJbCTB — D)
KomMmenTapuii: 6o3mooicno nposedenie snekmposnyeghanoepagpuu ¢ udeomMoHumopuneom, npu
Heobxooumocmu. C yenvlo HA3HAYEHUs NPOMUBOINULIENMUYECKOU mMepanuu Heobxoouma

KOHCybmayusl epada-nespoioza.

PexoMeHnayeTcsi TIpOBEICHUE YIbTPA3BYKOBOTO HCCIICJOBAHUSI OPraHOB OpPIOIIHOW ITOJIOCTH
(KOMILIEKCHOTO) BCEM MAIMEHTaM C KIMHUYSCKUMU Mpu3Hakamu 0osne3nn Humanna [Muka, tun C
B IIPOLIECCE MOCTAHOBKM JIMAarHo3a C IEeIbI0 BBIBJICHUS CIUIEHO-/Tenarociuienomeranuu [19, 20,
38].

YpoBeHb yoenuTeabHoCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

PexoMeHnayercsi TPOBEICHUE DIICKTPOHEUPOMHUOTpAUU CTHMYJSIIUOHHOW OJHOTO HEpBa
MarUeHTaM C KIMHUYeCKMMH Tpu3Hakamu Oonesnnm Humanmna Iluka, tum C B mpormecce
MOCTAaHOBKH JIMAarHO3a C [eJIbI0 THarHOCTUKH TojuHenponaruu [38, 39].

YpoBeHb yoenuteabHocTH pekoMenanuii C (ypoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5).
PexoMenayeTcsi mpoBeIeHHE MPOTOHHOW MAarHUTHO-PE30HAHCHOM CIIEKTPOCKOIIUHU MAIIMEHTaM C
KJIMHUYECKMMHU npu3Hakamu Oosie3nn Humanna [Tuka, Tun C B mpoliecce MOCTaHOBKHU JHAarHo3a
C IENbI0 TMEepBOHAYATIHLHONW OIEHKU CTETeHH MOpPa)KEHUS TOJIOBHOTO MO3Ta, B TUHAMHKE — C
11E€JTb}0 MOHUTOPUHTA IIPOrPECCUPOBAHUS 3a00JIEBAHMS, @ TAK)KE OIEHKH A((HEKTUBHOCTHU TEpANTuu
[38, 40].

YposeHb yoenureqabHocTH pekoMenaanuii C (ypoBeHb T0CTOBEPHOCTH I0KA3aTEIbCTB — 5).
Kommenrtapuii: H-MRSI nosseonsem oonoepemenno uzmepsamo unmencuenocms cuenanog N-
ayemun acnapmama (NA), coedunenuii, cooepacawux xonun (Cho), kpeamun u ¢pocghoxpeamun
(Cre), raxkmama (Lac). ¥ nayuenmos ¢ HI1-C nabarooaemces cuusicenue yposnsi NA/Cre 6 10601l
u memernHol Kope, nosviutenue yposus Cho/Cre 6 100HOU KOpe U NOTYOBANLHOM YeHmMpe MO32d.
Takorce Ovina oOHapysicena Kopperayus mexcoy 6aiIamu no wKaie KIUHU4ecKko2o CmaoupoaHsl
HII-C u omxnonenuamu 6 pesyromamax H-MRSI. H-MRSI noxazvisaem oughghyznoe nopasicenue
2071061020 Mo3ea y nayuenmos ¢ HII-C, coomeemcmeyrowee namonocuieckum 0coOeHHoCmsam
sabonesanusi. H-MRSI| signsemcs obvexmuenviv u uyscmeumenvuvimM UHCMPYMEHMOM OJis
Hesponocuueckol oyenxu nayuenmos ¢ HII-C [40].

Pexomenayercsi TpOBEJCHWE TOHAIBHOH ayJIHOMETPUM TAIIMCHTaM C KIMHHYECKUMHA
npu3Hakamu 6one3nn Humanna [Tuka, Tun C B mpoliecce MOCTaHOBKH TMArHO3a ¢ IEeNbI0 OIEHKU
ciyxa [19, 42].

YpoBenb yoenuTebHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJILCTB — 5).
KomMmeHTapuii: ¢ yenvio oyenku cayxa makace mMo2ym npo8ooumvcs ciedyrouue uccie008aHusL:

uccineoosanue omoakycmuquKoﬁ amuccuu Ha vacmonie npoc)ykma UCKAOJNCEHUA, uccineoosanue
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KOPOMKOJIAMEHMHBIX ~ BbI36AHHBIX NOMEHYUAN08, PecUCMPayusi 6bl36AHHLIX AKYCMUYECKUX
omeemoe8 Mo3ea Ha NOCMOSIHHbLE MOOYIUpo8anHvle moHvl (ASSR mecm).

Pexomenayercst npoBeieHUE IIEKTPOOKYIOrpaduu MarueHTaM ¢ KIMHUYECKUMU MPU3HAKAMU
6one3nn Humanna [luka, Tum C B mporecce MOCTAHOBKH JIMArHO3a C IENIBI0 PErHCTpaIiy 1
OLIEHKH CaKKaJM4YCCKHX JBIKCHMH T1a3 [19, 36].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3aTENbCTB — 5).
KommenTapuii: xapaxmepnvimu nesponocuueckumu nposenenuamu HII-C asnsaromes napywenue
CAKKAOUYECKUX OBUNCEHULI 21143 UTU 8ePMUKATbHDILI HAOBLAOEPHBIU NAPAIUY 830Dd.
PexoMeHayeTcsi IPOBEJCHUE CIHPAILHONW KOMIBIOTEPHOH TOMOTpaduu JETKUX IMalUeHTaM C
KIIMHUYCCKUMHY Tipu3Hakamu 0one3nn Humanna [Muka, Tun C B mporiecce MOCTaHOBKH JUArHO3a
C LIEJIbI0 CBOEBPEMEHHOTO BBISBIICHHSI TOPaXKeHNUs JierkuX [37].

YpoBeHb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTeIbCTB — 5).
KommenrTapuii: vy nayuenmos mozcym Habniodamscs uacmeie peyuousupylowjue uHgpexyuu

HUMCHUX ObIXAMeNbHbIX nymetl, Ough@y3Has uHmepCmuyuaibHas UHGUILMPAYUS T1eSKUX.

2.5 UHble fuarHocTuyeckme Nccjaei0Banus

Xapaxmepuvie ons HII-C  sucyepanvhvie cumnmomvl (HEOHAMANbHASL JHCENMYXd,
UBONUPOBAHHAA CNIIEHOME2ANUS UTU 2eNamome2anus) U Hespoocuyeckue npusHaKy (Hanpumep,
ympama unu 3a0epicKa pazeumus  08USAMENbHbIX HABLIKOS, MO3HCEUKOBble CUMNIOMbL)
BO3HUKAIOM NPU HEKOMOPHIX OPY2UX BPONCOCHHBIX HAPYUIEHUSX O0OMEeHA 6eujecms, GKIoHas
bone3ns 3anoxoghgha, bonesus I'owe muna 2,3, 6onesns Humanna-Iluxa mun A u B, 6onesns Tes-
Caxca, nedocmamounocms xucaou aunasel [1, 3,8, 12,13, 19, 20].

YV Ho6opodtcoennvix u demetl 2pyOHO20 803pACMA ¢ BUCYEPATLHBIMU CUMNMOMAMU OONE3HU
Humanna-Iluxa mun C ougghepenyuanvhuiii 0uaznos npogooumcs ¢ 0OWUPpHOU epynnoti Opyux
3a601e6aHull, NPOAGIAIOUWUXC CUHOPOMOM XOJIeCMA3a U, 8 Mmom yucie, ¢ OUIUAPHOU ampe3sueli U
MemadonudecKuUMyu — HapyweHusmu:  earakmoszemueti,  Oeuyumom  o-l-anmumpuncuna,
mupo3unemued mun I, yumpyiuHemueu 2  mMuna, NpoSpeccupyiOWUM — CeMetHbIM
BHYMPUNEUEHOUHBIM X0Jlecmazom 3 mund, MumoxoHOPUATbHLIMU HAPYUEHUSMU, CUHOPOMOM
Anasicuns u opyeue nacieocmeennvie 6one3nu ¢ nopascenuem nevenu [3, 17, 19].

IIpu 60ne3nu Bunbcona u Hekomopwix Opyeux OO0Je3HAX HAKONJEHUs Memaios, Yuppos
HeYeHU Maxice MOANCem AcCoOyuuposamvcs ¢ N030HO 803HUKaowel Helipooezenepayuell [3, 8,
19].

B noopocmrosom unu onoweckom gospacme nayuenmol ¢ HII-C yacmo manugecmupyrom
CUMNMOMAMU ~ NCUX03d,  OUNONAPHLIM — PACCMPOUCMBOM,  Oenpeccueli, — AMUNUYHLLMU

WU30PDPEHONOOOOHBIMU PACCMPOUCMBAMYU U/UTU OPYUMU NCUXUAMPULECKUMU CUMNIMOMAMU
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BKIIIOYASL CUHOPOM Oepuyuma 6HUMAHUS, NPOABIEHUAMU, NOXONCUMU HA CUHOpoM Acnepeepa u
oucpeeynismopnoiil cunopom [1, 14,16, 24, 28].

CHudiceHue KOZHUMUBHBIX CHOCOOHOCMeEU, amakxcus, O08ueamenbHvle HAPYWEHUSs U
BEPMUKANILHBIL  HAOBAOEPHLIL  NaApaiuy 630pa Mo2ym HAOA0amvCcs Yy NAYUEeHmMo8 C
HAYUHAIOWUMUCS 80 83DOCIIOM 803PACHE HEUPOOe2eHepamueHbiMU HaAPYUEHUAMUY, MAKUMU KAK
60/1e3Hb T'enmunemona, CUHOPOM T'epcmmanna-LlImpeyccnepa-ILlleiinkepa unu
npozpeccupyrowuil.  Haovaoepuvili  napaiuy. (QOHako nepgvie 06a 3a00nNe6aHU  UMEIOM
aAymocoOMHO-00OMUHAHMHBIL NYMb HACIE008AHUS, A NPOSPECCUPYIOWULE HAOBAOEPHbIU NApaIuy
00bIYHO HAYUHAEMCsl HA NAMOM-ceObMom Oecsimke dcusHu. Hu oOHo uz smux mapywenuii He

accoyuuposamo ¢ ysenuueHuem enympennux opearos [3, 8, 19, 20].

e He pexoMeHnayercsi NpoOBEJEHHE NATOJIOr0-aHATOMMYECKOTO HCCIIEN0BAaHUS OUOICHITHOIO
(omepalMoOHHOr0) MaTrepuajia TEeYEeHH, KOCTHOIO MO3ra WM CEJe3eHKH TMalleHTaM ¢
KIIMHUYECKUMH Tpu3Hakamu O0one3nn Humanna [luka tun C g moaTBep»KASHUs AUArHo3a ¢
LOCJIBIO MPEAOTBPAICHUA PA3BUTHA TSIKCIIBIX OCIIOKHCHUSA W YXYAIICHHUA COCTOAHHA IMAllMCHTA
[19, 20].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KOMMeHTapI/II/I: ceemosasi MUKpOCKORUA mMoaucem onpedeﬂumb XapakmepHble neHucmaole Kienku
8 pa3MUYHbIX MKAHAX, HO OaHHble USMEHEHUs He AGIAI0Mmcsa cneyuguueckumu Ons OonesHu
Humanna-Iluxa mun C. Buoncus KocmHnoz2o mo3ea: npu 803MOICHOCIMU NPOGeOeHUs OAHHO20
anaausa, acnupayusl KOCMHRO20 M032A MOMHCENT BbLABUNTb NEHUCMblE KNIEemMKU. Cﬂedyem NOMHUM®b,
ymo qubqubmpauu}l KOCMHO20 MO032ad NEHUCMbIMU KIemKadMu Koppeaupyem CcO Chmenensbio
msaxcecmu 3a0601e8anus U Modcem Oblmb MUHUMANLHOU Y NAYUEHMO8 HA PAHHUX 2Manax
3abonesanus. Muoocecmsennvie nIAUKU KOCMHO20 M0O32a MPeOVIOmcs OJisl UCKAI0YeHUs. OUUOKU

ombopa npobwi; 8 nepayio ouepeds ciedyem nposooUums MeHee UHBA3UBHbLE NPOYEOYPb.

o Pexomenayercs mpueM (OCMOTp, KOHCYJIbTallMsI) Bpaua-r€eHETUKa NMEPBUYHBIN BCEM NMallMEHTaM
C KIWHUYECKUMH Tpu3HakamMu Ooyiesan Hwumanna I[luka, tam C ¢ menpio MpoBeneHUs
nuddepeHIaTbHO-TMarHOCTUYECKOTO TOMCKA CPeAr JAPYTUX HACIEACTBEHHBIX OOJIe3HEW u

OTIpEICIICHUs ONITUMAJILHOTO 00beMa reHeTUYeCKHX ucciaenoBanuii [19, 43].
YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — D).

o Pexomenayercsi mpuem (OCMOTp, KOHCYJIbTAIMS) Bpaya-HEBPOJIOTra IEPBUYHBIN BCEM MAI[MEHTaM

C KIMHUYCCKHMHU IIpHU3HAKaMU 6onesnu Humanna HI/IKa, mn C ¢ OCJIbI0 AUAarHOoCTUKHU
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COHYTCTBYI-OI_Heﬁ HCBPOHOFHHCCKOﬁ IMaTOJOrun U ONpPCACICHHUA TAaKTUKH z[aaneﬁmeﬁ TEparinu
[19, 43].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH 10KA3aTEJbCTB — 5).

Pexomenayercsi mpueM (OCMOTp, KOHCYIbTAIMs1) Bpada-o(TaabMOoIIOra epBUYHbIH MalueHTam
C KJIMHUYECKUMH Ipu3Hakamu Oone3Hu Humanna Iluka, tun C ¢ 1enplo AMAarHOCTUKH
COIYTCTBYIOILIEH IAaTOJIOTMEN OpPraHOB 3PEHMS MU ONPEIEICHUS TaKTUKHU JaJbHEHIIECH Tepanuu
[19, 36, 43].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTeIbLCTB — D).

Pexomenayercst mpuem (OCMOTp, KOHCYNbTallusi) Bpaua-TieidaTpa WM Bpada-TepareBTa
NEPBUYHBIN BCEM MalMEHTaM C KIMHUYECKUMH mpu3Hakamu Oone3snn Humanna Iluka, tun C c
LeJIbI0 IMAarHOCTUKU CONYTCTBYIOIIEH TepaneBTUUECKON NaTOJIOTUH, OLEHKH OOILEro COCTOSTHUS

3JI0POBbs U OIIPEACIICHIS TAKTUKHU NanbHeiel Tepanuu [19, 43].
YpoBeHb yoenutesbHoCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTeIbCTB — 5).

KommenTapmii: max e 603mModcHO npogedenue npuema (Oocmompa, KOHCYAbmayuu) epaia

obwell npakmuxu (cemelinozo epava,).

Pexomenayercsi mnpueMm (OCMOTp, KOHCYJbTAIlMsI) Bpada-raCTPOIHTEPOJIOra TEPBHUYHBIHN
naueHTaM ¢ KIMHUYeCKUMHU Npu3HakaMu 6oe3nn Humanna [Tuka, tun C ¢ uenbio TMarHoCTUKA
CONYTCTBYIOIIEN TaCTPOIHTEPOJOTHUYECKON MATOJOTUHA W ONPENEIICHUS TAaKTHKUA JadbHEUIEH
tepanuu [19, 43].

YposeHb yoenuteqabHocTH pekoMenaanuii C (ypoBeHb JT0CTOBEPHOCTH J0KA3aTEIbCTB — 5).

Pexomenayercss mpueM (OCMOTp, KOHCYJbTallMsl) Bpaya-OTOPHHOJIAPMHIOJIOrA W/WIM Bpada
CYpA0JI0ra-0TOPUHOJIAPUHTOJIOTa TEPBUYHBIN MAIUEHTaM C KITMHUYECKUMHU pU3HaKaMH 00JIe3HU

Humanna [uka, Tun C ¢ 11e/1b0 IUarHOCTUKK COMYyTCTBYIOMIEH marosoruu JIOP-opranos [38, 42,
44].

YpoBensb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEJIbCTB — 5).

PexomMenayercst npueM (OCMOTpP, KOHCYJIbTAIlMs) Bpadya-MICUXHATpa/Bpada-TiICHXuaTpa JETCKOTO
MIEPBUYHBIN MAIIMEHTaM ¢ KIIMHUYSCKUMU TIpu3Hakamu 0ose3nn Humanna IMuka, tun C ¢ mensio
JAArHOCTUKMA CONYTCTBYIOLIEH TICHUXUATPUYECKOW TNATOJIOTHMM UM PELIEHUs BoOmpoca O

HEOOXOIMMOCTH Ha3HadYeHus Tepanuu [19, 43].
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YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJbCTB — D).

Pexomenayercst mpueM (OCMOTpP, KOHCYJbTalUsl) Bpaya-AMETOJIOra MEPBUYHBIN NAIlUEHTaM C
KJIMHUYECKMMH Tpu3Hakamu Oone3nn Humanna ITuka, tTun C ¢ nenpto ¢popMHpOBaHUs IJIaHA

JUETOTEpaNuy, Ha3HaYeHus JtedeOHoro muranus [19, 43].
YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJLCTB — D).

Pexomenayercs prueM (TeCTUPOBAaHUE, KOHCYJIBTAIMS) METUITUHCKOTO TICUXO0JIOTa MTEPBUIHBIN
BCEM TAIMCHTaM C KJIMHUYECKUMU mpu3Hakamu Oone3nn Humanna Iluka, Tun C B mpomecce
MIOCTAaHOBKH JIMarHO3a, a TAKXKE UX CEMbSIM /UM 3aKOHHBIM MPEICTABUTEIISM C IISIIBI0 OKa3aHUs
KJIMHHKO-TICHXO0JI0rHYECKOM oMo [8, 19].

YpoBeHnb yoenurenbHocTu pekoMmenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5).

3. .JqueHne, BRJIKOYad MCAUKAMECHTO3ZHYI0 1 HEMCIUKAMCHTO3HYIO
TEpaluu, IMETOTEPAINIO, 066360J'II/IB3HHG, MECIUINHCKHC NMTOKA3aHUA U

NMPOTHBOINIOKA3aHUA K IPUMECHCHUIO METOA0B JICHCHUS
Jlewenue HII-C exnrouaem namoceHemuyeckyro U CUMNMOMAMUYECKYIO Mepanuio.
Cnedyem yyumvieamo, umo 3¢hghexm om namoceHemuyeckou mepanuu 60 MHO2OM 3d8UCUM OM
603pacma Ha4ana JeveHus U No360Jisiem 3amelNiums Npocpeccuposarue 3a001e8anus, HO He
OCMAHOBUMb €20 NOTHOCMbIO. [ KIUHUYECKOU OYeHKU 08U2amelbHbIX HA (oHe nposooumol
mepanuu MONCHO NPUMEHAMb CIMAHOAPMHDBLLL 8UOe0 NPOMOKOI, npusedeHHblll 8 [Ipunosxcenuu 4.

3.1 [1aToreHern4yeckoe JeuyeHue

PexoMenayercs npuem (OCMOTp, KOHCYJIbTAIMsI) Bpaua-reHeTUKa (WK JPYroro CrenuaaucTta,
MMEIOIET0 OMbBIT JICYCHHs MalueHTOB ¢ OonesHbro Humanna [luka, tun C) mepBUYHBIA |
MIOBTOPHBIHN (TIPH HEOOXOIMMOCTH ) BCEM TMaIeHTam ¢ 6one3npro Humanna [luka, Tam C ¢ nenbro
Ha3HAYCHUS MTATOTCHETHYECKOTO JICUCHUSI U KOHTPOJIS ero 3G GeKTUBHOCTH U Oe3omacHocTH [19,
43].

YpoBensb yoenutelbHOCTH pekomMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5).
KomMmeHnTapumu: wuasnauenue u KOppeKmupoeky HAMO2eHemu4ecKko20 JNedeHus MOodHcem
ocywecmenams  8pay-2ceHemuK, epau-mepanesm/gpay-neouamp, 6pay oowjel  NpaKmuxu
(cemetinblil 8pay), 8pay-He8poN0e Ui OPy20U CReYUAIUC, UMEIOWUL ONbLM ledeHue NAYUueHmos

¢ 6onesnvio Humanna [uxa, mun C.
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o PexomeHayercsi Ha3HaYCHUE/KOPPEKTHPOBKA CyOCTpaT-pPEAyIUPYIOMICH TEpanuy MpernapaTomM

Al6AX muraycrar®* BceMm manueHTaM C yCTAaHOBJICHHBIM AMarHo3oMm Oone3nb Humanna [luka,
tun C, COriacHO MHCTPYKIIMHU IO IPUMEHEHHUIO, C IIEITBI0 TPOBEACHUS TATOT€HETHUECKON TepaITuu
U 3aMeJUIEHHUs TporpeccupoBanus 3aboaesanus [9-11, 21, 22].
YpoBeHb yoeauTeIbHOCTH PeKOMeHIaluil A (YpoOBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 2).
KommenTapum: nayuenmam 6 gospacme 4-12 nem, umerowum He8poIO2UHECKUE HAPYUIEHUS,
003a muenycmama™* paccuumvléaemcs ucxoos u3 niowjaou NOGEPXHOCMuU meid (RPUnodiceHue
A3, mabauya 1); nayuenmam 12-mu nem u cmapuie, umerOwum HespoaIocUYeCcKUe HaApyuleHus,
pekomenoosannas 00ze muenycmama™* cocmaensem 200 me 3 paza 6 0eHvb 01 OOCHMUNCEHUSL
mepanesmuueckoco a¢pexma. Muenycmam**  (N-6ymun-oeoxcunotiupumuyun, NB-DNJ)
A671emcsl HeOONbUIOU MOJIEKYIOU UMUHOCAXaApa, KOmopas Oeticmeyem KaxK KOHKYPEeHMHbll
uneubumop  epmenma, 2nOKOUPYEPAMUOCUHMAZDL, KOMOPLIL  KAMAIU3Upyem nepeulil
Quxcuposannwiti 5man cunmesa aauxocguneorunuoos (I'CJI).

Muenycmam** moowcem nponuxamv uepes cemamosnye@anruveckuii bapvep, u 0OvLIO
noKazano, umo oH ymeHvuwiaem Haxonnenue I'CJI 6 conosHom mosee, 3amednsem pazeumue
HeBPOLOSUYECKOU — CUMNMOMAMUKY U YOTUHSEM  BbIJICUBAEMOCMb  NPU  OOKIUHUYECKUX
uccneooganusix. OH ModCem makice HEenpsIMbIM 00PA30M pPeSyiuposams GHYMPUKIEMOYHbL
20MeoCcmas Kanbyus, C8A3AHHbINU C HAKONIEHUEeM CQUH2O3UHA — NPeOnonazaemvbiM NYCKOBbIM
gaxmopom 6 namozeneze HIIC1 — nymem @1usHus Ha KOHYEHMPAYUIo 2IHOKO3UIYEPAMUOA.

Habniwooaeman 6esonacnocmv u  nepenocumocms — mueaycmama™*  npu  HII-C
npubIUZUMenbHO maxas Jce, Kak npu oonesnu Iowe 1 muna, u 6 yeiom cxoOHa 6 NONYIAYUU
oemetl U 83POCAbIX/MONI00bIX nayuenmos. Haubonee wacmo ommeuaemvimu HedxiceramenbHbIMU
AGNeHUAMU OblIa C1abas Uy ymepeHHdas ouapesi, Memeopusm, nNomeps eca u mpemop.

Heocenamenvhole s6neHust co CMopoHbl HCenyOOUHO-KUUEYHO20 MPAKmMa U HeboIbuldsl
unu ymepenHas nomeps eeca (8 yenom naomooaemas y 50% nayuenmos) umenu menoeHyuio K
CHUDICEHUIO CO BPEMEHEeM NPU HeNnPepbleHOLl Mepanuu U yYCnewno Koumpoauposaucs [9-11,22].
Jlannvie KnuHuYeCcKUx Uccied08anuil ¢ npumeHenuem mueaycmama™* oboowenul 6 Ipunoscenuu
I" 5 [22]. B cssa3u ¢ neiipodezenepamusnoii npupooou HII-C, cmabunuzayus 3abonesanus uiu
VMeHbuleHue CmeneHu npozpeccupo8anusi 3a001e6anus A6IAIOMCA, Haudoee pearucmuyHbIMu
yenamu, Komopvie MOHCHO OOCMUSHYMb NPU OTUMENbHOU cneyuguyeckoll mepanuu 3a0071e6aHusl.

Buoumwiii nonoscumenvhvill Kiunuueckuti peyiomam y nayuenmos ¢ HII-C moocem
Habnooamvcss uepez 6 mecsayes-1 200. B ciayuasx meoneHHO npozpeccupyiowux Gopm

3ab01e6aHUs (Hanpumep, Yy nayuermoe C Havaiom 3abonesanusi 60 63POC/I10M 603pacme),
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aghghexmut om JneyeHus mocym Habaroamvcs uepes ewje 0Oojee ONUMENbHLIL NPOMEICYMOK
spemenu [3,8-11, 19,23].

B cryuaax nanuvus masicenvix HepoI02ULeCcKUX HapyueHUll yice Ha MOMEHM NOCMAHO8KU
0UacHo3a, 6 O0COOeHHOCMU )y NAYUEHMO8 pPAHHE20 B03PACMA, CYUujecmeyem MeHbUulas

8EPOSIMHOCMb MO20, YUMo Munycmam™** npunecem cyujecmeenHyo mepaneemuieckyio noib3y.

PexoMeHayeTcsi M3MEHEHNE TUETHI W/MIIM YMEHBIICHUE 036 MUTIyCTaTa™™* n/uiam HazHaueHHe
npenaparoB rpymnsl AO7DA (mpemnapaThl, CHIXKAIOIIME MOTOPHUKY >KEIYTOYHO-KHIIEYHOTO
TpakTa), Hampumep, Jonepamua** mamuentam ¢ 6one3nsto Humanna [uka, Tun C, momydarommm
TEpanui0 MUTITyCTaTOM™** U UMEIOIUM MPU3HAKU MTOPAKEHUS KEITYT0UHO-KUIIEYHOTO TPAKTa, C
1eJIbI0 KOPPEKIIMU HeXKeNnaTebHbIX peakimi [3, 18].

YpoBeHb YOeAUTEJIHLHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJLCTB — 5).
KommenTapwuii: moowcem nabriooamvcs onumenvHas ouapesi, aboomunaivHvle ooau. Jleuenue

cumnmomamudecKkoe, 603MOMNCHO HA3HAYEHUE CNAZMOIUMUYECKOU mepanuu, no nOKAa3anusim.

PexoMenayercss TpeKpalleHHE MATOICHETHYECKOW Tepalmuu TpenapaTtoM MUTriaycrar™*
naneHTam ¢ Oone3npto Humanna [luka, tim C, y KOTOpBIX pa3BHBAIOTCS CEPbE3HBIC
HE)KeJaTeNIbHbIE PEaKIUU CO CTOPOHBI JKEITYI0YHO-KUIIIEUHOTO TPAKTa C LIEIbI0 MPEJOTBPALLICHHS
YXYIIICHAS COCTOSIHUS TarenTos [3, 18, 19].

YpoBeHb yoenuTeqabHOCTH pekoMenaanuii C (ypoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
KommenTapuu: yenecoobpaznocms npooosdicenuss eyeHus Mueiycmamom™* nayuenmos c
MAACENLIMU  NPOSPECCUPYIOWUMU  HAPYULEHUAMU, NPUBCOUUMU K HACMYNIAEHUIO 21YOO0KOU
ACUXOHEBPOSI02UYECKOL UHBATUOUZAYUU HEOYEBUOHA, U HYHCOAemcsl 8 OallbHeliueM 00CYIHCOeHUU.
Pewenue o 6Hecenuu uzmeHeHull Uuiu NPeKPAUJeHUU MePaAnuu MuIycmamom™*, 0o0axicHbl
OCHOBbIBAMbCS HA UHOUBUOYANbHBIX XAPAKMEPUCMUKAX NAYUEHMA U NPUHUMAMBCSA COBMECTHO

cneyuaitucmom 6 obnacmu memaboIUYecKux 36160]18861HU12, a makoikce podumeﬂﬂmu u yieHamu

cemvu [3, 18, 19].

3.2 CuMITOMATHYECKOE JICUYCHH e

Ilo cumnmomamuyeckou mepanuu HII-C nem pan0omMu3upo8amHvlx KOHMPOIUDYEMbIX
uccneooganuil. Bce npusedennvie Hudice peKOMEHOAYUU OMPAdXCAlom IKCHEePMHOe MHEHUe
cneyuanucmos uz pasnvix cmpawu. Ilpenapamul 015 1eueHus HE6PONIOSUHECKUX OCIOHCHEHUL,
NUNENCUU, NCUXUYECKUX HAPYWEHULl HA3HAYalom 6 COOMEemcmeuu ¢ KIUHUYeCKUMU
pekomeHOayusamMu, papabomanHvlMu O coomgeemcmeyroweri namonocuu (Ilpunoscenue A3

maobauya 2) [3, 8, 12, 13, 19, 23].
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o Pexomenayercsi MOHUTOPUHT (DYHKIIMH [JIOTAHUS Y MAMEHTOB ¢ Oosie3Hbro HumanHa [luka, Tun
C, KOoTOpble OTHOCATCS K IpYIIE PHCKA [0 acHUpaluy C LEIbi0 00eCHedeHHs J0CTaTOYHOTO
NOCTYIUICHUSI KHUJKOCTH M Kajopui. Bompoc 00 opraHu3anuu NUTaHUS M W/WIM JICYCHUH
aucaruy JODKEH OBITh PEelIeH KaK MOXKHO paHbLIe, IPU 3TOM PEKOMEHIOBAHBI CIIEIYIOIINE
Mepbl: OoJiee MsITKasi WK TyCTasi MUILA, 30HA0BOE MUTAaHKE, HAIO)KEHHE TracTPOCTOMBI (JIJIS TOTO,
4TO0BI 00ECIICYNTD JTOCTATOUYHOE TOCTYIICHUE XKHUIKOCTH U Kanopwuid) [3, 8-11, 21, 29, 34].

YpoBeHb yoenuTeILHOCTH peKoMeH1anuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3)

e Pexomennyercsi nanuentam ¢ HII-C B ciaydae pa3BuTHg BTOPUYHOM JIETOYHOM MAaTOJOTMHU B
pe3ynbTaTe acnupaluyd Ha3HAUYCHHE AHTHOAKTepUANbHOW Tepanuu IMpernapaTaMu IIUPOKOTro
CIIEKTpa JACHCTBUS JUIS IPEJAOTBPAIICHHUS pa3BUTHs ociiokHenuit [3,8-11,21,29].

YpoBeHnb yoenurenabHocTn pekomenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB - 5)

o Pexomenayercs mnanuentam c¢ HII-C, umeromux AaHHBIM CUMOTOM, [Jis YMEHBILIEHUS
cmoHoTeueHuss npumeHsaTh AO03BAO1  arponun** mepopansHo, wuHBeknmEH MO3AXO01
OOTYJIMHUYECKOTO TOKCHHA THIIA AA B OKOJIOYIIHYIO HJIH ITOAYEITIOCTHYIO *kene3y [3,19].

YpoBeHb yoenuTebHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB - 5)

KommenTapuii: neobxoouma koucynomayus 6paia-negponoza.

o Pexomenayercsa mnanuentamM c¢ HII-C, wumerommx [aHHBIA CUMOTOM, JJs1 KOPPEKLHMH
HApKOJICTICUU, WHBEPCUM CHA W/WJIM CUHIPOMA OOCTPYKTHBHOT'O amHO? BO CHE, NMPUMEHEHUE
NO5CHO1 MmenaToHnHA U JIeUEHHUE METOJIOM CO3JaHHS IIOCTOSSHHOT'O MOJIOKHUTEILHOTO JIABICHHS
B AbixatenbHbIX TyTax (CPAP-tepanus) [3,19].

YposeHnb yoenureabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB - 5)

e Pexomenayerca nanuentam c¢ HII-C ¢ skcrpanupaMugHbIMH HapylmIEHUSMH IPUMEHEHHE
npernapatoB  rpynnsl  NOSAX npyrue aHTUIICHUXOTUYECKHE CPEACTBA U PETYJSPHBIN
HEBPOJIOTUYECKU MOHUTOPUHI C LEJIbI0 MHUHUMH3ALUU IPOTPECCUPOBAHUS  JIOOBIX
COMYTCTBYIOIIMX 3KCTpAaMpPaMUIHbIX posiBieHui [8,19,24,28].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTEJIbLCTB — 5)
KomMmeHTapum: ncuxos uacmo noooaemcs ne4eHur0 aumuncuxomuyecKkumu 1eKapCcmeenHulMu
npenapamamu, xoms y Hekomopulx nayuenmos ¢ HII-C nabniooaemcs omcymemeue omeema Ha

Jleuenue unu 0axce napadokcaibHoe yxyouleHue.

o Pexomenayercsi Bcem mnammentam ¢ HII-C, ans nedenus OunomsapHbIX ad@eKTHBHBIX

paccTpoiicTB, cTabuIu3aTopsl HacTpoeHus, Takue kak NO3AGO1 BanbnpoeBast KUCIOTa*™ (IeTsM
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¢ 3 51eT), a 1A TEepalHy JICIPECCUH Ha3HAUYCHUE CEJICKTUBHBIX HHIHOUTOPOB OOPAaTHOTO 3axBaTa
ceporoHuHa [8,19].

YpoBeHnb yoenurenabnocTn pekomenanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB - 5)

o Pexomenayercs Bcem nanuentam ¢ HIT-C pannero Bo3pacta (HOBOPOXAEHHBIE U JIETH MEPBBIX
JIET JKU3HH), TIPH PA3BUTHHM CHHIPOMA XOJIecTa3a jKerderonHas Tepamnus npenapatom A0SAA02
YPCO/IC30KCHXO0JICBOI KUCIOTHI (cycrien3usi) B no3e 10-30 mr/kr/cyt [35].

YpoBenb yoenuTebHOCTH pekoMenanuii C (YypoBeHb 10CTOBEPHOCTH JI0KA3aTEJIbCTB - 4)

o Pexomenayercss Bcem mnamuentam c¢ HII-C panHero Bo3pacta C 3aMeCTUTENBHON LEIBIO
Ha3HaA4arTCs xupopacTBopumMble Butamuubl (A, 1, E u K) [3].

YpoBeHb yoenureabHocTn pekomenanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB - 5)

o He pexomenayercs BceM nanuenram ¢ HII-C B ciydae pa3BuTus neueHOUHOM HEJOCTaTOYHOCTH
IpOBe/ICHNE TPaHCIUIaHTauu evyenu [17, 19].

YpoBeHb yoenutesbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB - 5)
KommenTapuu: credyem npogodums pezyiaphviii MOHUMOPUHE NAYUEHMO8 C OUACHO30M,
VCMAHOBNIEHHbIM 6 pe3yibmanie CKPUHUH2A CUOCO8 UL HA OCHO8E BUCYEPATIbHBIX CUMNINOMO8, HA
npeomem BO3HUKHOBEHUsl HEeBPOJIOCUYEeCKUX NPOAGIeHUll, U Ccledyem peuums 60onpoc o

HA3Ha4YeHuu 1e4eHus npu nepevix NPUHAKax Haiyania Hegponocuieckux paccmpoticms [3,8,19].

e Pexomenayercsi npuem (0OCMOTpP, KOHCYJIbTAIMsI) Bpada-HEBPOJIOTA MMEPBUYHBIA M MOBTOPHBIN
(pu HEOOXOIMMOCTH ) TIAITeHTaM ¢ Ooie3Hbio Humanna [Muka, Tun C, mpy HATMIUY TTOKa3aHUH,
C IeNbl0 HAa3HAYEHUS CHUMIITOMATHYECKOTO JIEYEHHS M KOHTPOJds ero 3S(h(ekTUBHOCTH U
6e3omacHoCTH [].

YposeHnb yoenurenbHocTu pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 5).

o Pexomenayercss mpueM (OCMOTp, KOHCYJIbTAllUs) Bpada-opTaabMOJIOTa MEPBUYHBIA U
MOBTOPHBIN (TIpH HEOOXOIMMOCTH ) TarieHTam ¢ 6one3Hbio Humanna [uka, Tun C, npu Hanuuuu
MOKa3aHUH, C [eNIbI0 HA3HAYCHHS CUMIITOMATHYECKOT 0 JICYUEHHUSI U KOHTPOJIS ero 3(ppekTuBHOCTH
u Ge3omacHoctH [36].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJILCTB — 5).

o Pexomenayercss npueMm (OCMOTp, KOHCYJbTallusl) Bpada-lieinaTpa WM Bpada-TepareBTa
NEPBUYHBII U TOBTOPHBIH (ITpH HEOOXOANMOCTH) NaIeHTaM ¢ 6osie3npto Humanna [luka, Tun C
C LEeJbI0 HA3HAYEHUS CHMITOMATHYECKOrO JIEYEHHUS U KOHTPOJsA €ro 3(PQPEeKTUBHOCTH U

6e3omacHocTH [].
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YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — D).

o Pexomenayercsi npuem (0CMOTp, KOHCYJbTAIMsI) Bpaya-OTOPHUHOJAPUHIOJIOTAa W/MIM Bpada
CYpZ10JIOTa-OTOPHHOJIAPHHTOJIOTA IEPBUYHBIN M MMOBTOPHBIN (IIPU HEOOXOIUMOCTH ) MAIIMEHTaM C
6one3nbto Humanna I1uka, Tun C ¢ 11e51p10 Ha3HAYEeHUs! CUMIITOMATUYECKOT 0 JICYEHUS] U KOHTPOJIS

ero 3 HeKTHBHOCTH ¥ 6E30MaCHOCTH [].
YpoBeHb yoeauteabHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 0KA3aTEIbCTB — 5).

o Pexomenayercsi npuem (OCMOTp, KOHCYJIbTAIMS) Bpada-TICUXHATPa/Bpavya-IcHXuaTpa JeTCKOro
MIEPBUYHBIN U TOBTOPHBIN (MpU HEOOXOAMMOCTH) MarueHTam ¢ 6one3npto Humanna [luka, tun C
C IeNbl0 Ha3HAYEHUS CHMITOMATHYECKOrO JIEYEHUS M KOHTPOJs ero 3()(eKTUBHOCTH U

6e3omnacHocTH [].
YpoBenn yoenureabHocTH pekoMmenaamnuii C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTeJIbCTB — 5).

o Pexomenayercsi npueM (OCMOTp, KOHCYJIbTAallUsl) Bpada-racCTPOIHTEPOJIOra IMEPBUYHBIA U
HOBTOPHBIH (ITpU HEOOXOIUMOCTH) MarueHTam ¢ 0ose3npio0 Humanna [Tuka, tun C, npu Hanu4uu
HOKa3aHI/II>'I, C OCJIbIO Ha3HAYCHHUA CUMIITOMATUYCCKOI'O JICHCHUA U KOHTPOJIA €T0 3(1)(1)GKTI/IBHOCTI/I
u Oe3o0macHoCTH [].

YpoBensb yoeaurebHOCTH pekoMenaanuii — C (YypoBeHb 10CTOBEPHOCTH /10KA3aTeJIbCTB 5).

o Pexomenayercs mpueMm (OCMOTpP, KOHCYJbTAIlMs) Bpada-AHeTONIOra MEPBUYHBIN U MOBTOPHBIN
(pu HEOOXOTMMOCTH ) TIAITeHTaM ¢ OoJie3Hbio Humanna [Muka, Tun C, mpy HATMYIUY TOKa3aHUH,
C 1enblo (HOpMUPOBAHUS/KOPPEKIIUU TUTAHA AUETOTEpANuU, Ha3HAYCHHUS JIEYEOHOTO MUTAHUA,

KOHTpOJIsA ero 3P PEeKTUBHOCTH U 6e30MmacHOCTH [].
YpoBensb yoenuteabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5).

3.3 Jluerorepanusi

(] PCKOMCHI[yeTCﬂ AJd  YCTpaHCHHUA WM YMCHBUICHUSA  BBIPAXKCHHOCTH  JUCIICIITUYCCKHUX
paccTpoiCTB TaKMX Kak, AUapesi, TONIHOTA, pPBOTA, CHIDKEHUS Beca, O0IH B )KMBOTE TIPH JICYCHUN
MUJITYCTaTOM**  cOONIOJICHNEe JHUEThl C TOHIKEHHBIM COJEp)KaHUEM JAHCAaXapuioB U
osmmrocaxapos [3,13,19].

YpoBenb yoeauTebHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB - D)
Kommenrtapum. /lpu npumenenuu npenapama muenycmam** y nayuenmos ¢ HIIC moeym

Habnodamvcs ouapes, OOIU 6 Hcusome, MemeopusM CesA3aHHble ¢ OOKUposanuem gepmenma,
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pacweniaouezo ou- U 01U20caxapuobdl. 8 nepsvie Heoelu Hauaid mepanuu, ¢ HOCIeOVIOWUM C ee
pacwuperuem 3a cuem npooykmos, ykasannwix 6 korouke « O PAHUYUTDy» (npunosicenue I 6).
Ha nepsom smane nasnauenus cyocmpam pedyyupyrowei mepanuu xHceiamenbHo Ha3HadeHue
NPOOUOMUKOB, KOMOpPble CHUNCAIOM DUCK BO3HUKHOBEHUS JHCEeIYOOUHO-KUUEYHbIX Npobiem u
yaydwarom pabomy KUueyHuKa.

Hasznauenue ouemvl npogoosam 6 mpu nociedo8amenbHulX SMand.:

1. Cmpoeas ouema ¢ UCKOYeHuem OUCaxapuoos;

2. Pacwupennas ouema ¢ nocmenennvimM 66edeHueM NPOOYKMOSE NUMAHUS,
cooeparcamux oucaxapuovl,

3. Ilpakmuuecku HopmanvHas oOuema, 3a UCKIIOYEHUEM NPOOYKMOE NUMAHUS,
KOmopbie NioX0 NepeHoCAmCs.

IIpooondicumenvHocms  Kaxcoo2o smana eapvupyem oOm HecKOIbKUX Hedelb 00
Heckonbkux mecayes. CobnodeHue ouemvl N0360.715em CHU3UMb NoOoUHbLe I¢hhekmbl npenapama
Muerycmam™>* u obecneuusaem 0ocmamoynoe nocmynieHue HeoOXo0UMbLX 8eujecmes U dHepeUun

0J151 HOPMALHO20 PYyHKYUOHUPOBanus opearnuzma [3,18].

4. MeauuuHcKas peaduauTanus, MeAMUINHCKUAE MOKA3aHUS U

MNPOTHBOINIOKaA3aHUA K IPUMECHCHUIO METO0B peaﬁnnnTaum{

o Pexomennyerca qna nauuentoB ¢ HII-C Bpauom-¢dusunorepanesrom u Bpauom-JIOK
pa3pabaThIBaTh UHIUBUAYATBHBIN KypC peaOuIuTaIli1, BKIIOYAIONIUN MacCax, JeYeOHYI0
Gu3KynbTYpYy, PusnoTEepaneBTHUECKUE Mpoueayps [3,19].

Yposenb  yOenurenbHocTH  pexkoMengaumii C  (ypoBeHb  J1OCTOBEPHOCTH

JI0KA3aTeJILCTB - 5)

e PexoMenayercsi peaOWIMTalMOHHBIE Kypchl  (MeAMUMHCKMM — maccax, JIOK,
(bu3HONpPOIeAYPhI, TICUXOJIOTO—TIEAArornueckasl TMOMOIb) >KEIaTeIhbHO MPOBOJIUTH B
YCIIOBHSIX IHEBHOT'O CTallMOHApa MPOBOJUTCS C 4acTOTOM 3-4 pasa B rof, JIMTEIbHOCTb —
ONPENIETAETCS TAKECThIO COCTOSIHUS U OTBETOM Ha MPOBOAMMBIE MeponpusiTus [3,19].

YpoBenb yOenurtesbHOCTH pexoMenaanuii C (ypoBeHb J0CTOBEPHOCTH
J0KA3aTeJbCTB - D)

Ilcuxonoco-nedazocuveckas noMoulb

e Pexomenayercsi mpoBOAUTH ICHUXOJIOTO-Tiegarorundeckyto mnomomis aersm ¢ HII-C B
KOMIUIEKCE  peaOWIMTAlMOHHBIX — Meporpusatuil.  KoppekuuoHHo-nenarornueckoe

BO3I[CI\/'ICTBI/IG ONnpeaAcisICTCA B 3aBUCHUMOCTH OT TSXKCCTHU W MJIWUTCIBHOCTU TCUCHUA
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00Jie3HU, CTPYKTYPHl HApyLICHUI 3I0POBBS, CTECIICHH HEJOPA3BHTHS ITO3HABATEIHHOM
JeSITeIbHOCTH, TUTIA SMOIIMOHATILHOTO PearupoBaHusi, 0COOEHHOCTEH MoBeIeHUS peOCHKA.
Britouenne  KOPPEKIMOHHO-TIENAarOTMYECKOr0  CONPOBOXKACHUS B KOMILICKC
BOCCTAHOBUTEIILHBIX MEPONIPHUATHH OOECIIeYNBaCT OMOJHUTEIBHYIO OLEHKY AMHAMHUKH
NCUXMYECKOTO PA3BHTHUSl KAaK OJHOTO M3 BAKHBIX IOKA3aTENICH COCTOSHHS 30POBBS,
noBbIIAET 3(PPEKTUBHOCTD TEPANEBTUUECKUX BMEIIATEIBCTB, CHIYKAET IKOHOMHUYECKOE
OpemMsi JaHHOW TATOJOTHM 32 CYET COLMAIM3AIMU MAIMeHTOB M COXPaHEHHSA
IICUXOJIOTUYECKOTO TOTEHIHANa TPYAOCIOCOOHBIX UJIEHOB CEMbU. PeKOMeHI0BaHO
NPOBEJCHUE PpEryJspHON OLIEHKHM KOTHUTHBHOTO CTaryca MalWeHTOB C IEJbI0
OIIpEeJICTICHUST BOBMOXHO# (hopMbl 00yueHHs (KOPPEKIIMOHHBIN Kiace) [3, 19].

YpoBenb  yOenureabHocTH ~ pekoMmeHaaumii C  (YypoBeHb  10CTOBEPHOCTH
JA0KA3aTEJbCTB - D)

Iannuamusnas nomoutob

e Pexomenayercsi okazaHHe BCECTOPOHHEH MOMOIIM (MEAUITUHCKON, IICUXOCOIMAIIBHONU U
MaTepHaJIBHOﬁ) JACTAM C HECU3JIICUNMbIMU OrpaHn4uBarOIiMun CpOK KHU3HU
3a0o0yieBaHUAMU. B cOCTaB MamMaTUBHBIX CIYXO BXOAST Bpauyd, MEAUIIMHCKUE CECTPBI,
IICHXOJIOTH M COLMalibHbIe paboTHUKU. HecMOTps Ha Tskeaoe COCTOSIHUE U TOCTOSIHHYIO
HOTp€6HOCTI) B MOHUTOPUHIC, BCC MALMUCHTHBI MIPCUMYIICCTBCHHO HAXOAATCA 10OMaA B KPYTI'y
cBoeil cembu U Apy3edl. OCHOBHON Lenbl0 paOOThl MaUVIMATUBHBIX CIYXO sBIsieTCA
CO3/1aHME BCEX HEOOXOIMMBIX YCIOBHUH Al 0OecledeHUs HaxXOXJIEHUS MAaIleHTOB B
JIOMAIIIHUX YCJIOBUSX, @ HE B CTE€HAX JICUEOHOTO YUPEKACHUs, YTO MO3BOJISIET HE TOJIBKO
YJIY4IIUTh KauCeCTBO JXKHM3HHU ITAOUCHTOB M HX ceMeﬁ, HO W CYHICCTBCHHO CHH3UTH
roCy/IapCTBEHHbIE 3aTpaThl Ha MOCTOSHHOE CTAIlMOHAPHOE JIEYEHHWE TAKUX MalleHTOB
[19].

YpoBenb  yOenurtenbHocTH  pekoMengaumii C  (ypoBeHb  JIOCTOBEPHOCTH

J0KA3aTeJbCTB - D)

5. llpodpuaakTuka U AMCNAHCEPHOe HAOII0IeHUEe, MeIUITUHCKHUE

IMOKa3aHUA U ITIPOTUBONIOKA3aHUA K IPUMECHCHHUIO METO/I0B l'[pO(i)I/I.]IaKTl/IKI/I

Ilepuoouunocms nosmopHuix oocredosanuil nayuenmog ¢ HII-C npuseoena 6 Ilpunoscenuu 7. B
3asucumMocmu om ocobenHocmell meueHus 3a001e6aHUsA YACmoma nOGMOPHBIX 00CIe008aHULL

moacem onpe()eﬂﬂmbwz Jqevawmum epaiom uH()ueu()yaﬂbno.
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e PexomeHnayercsi mpoBeeHUE 001IIeT0 (KIMHUYECKOT0) aHATN3a KPOBU PAa3BEPHYTOTO MAalMEHTaM
¢ 6one3npto Humanna-ITuka, Tun C B mporecce AUCIAHCEPHOTO HAOIOJICHHS C IETbI0 OI[CHKH
OCHOBHBIX ITapaMETPOB KPOBETBOPEHHSI U BBISBJICHHS BO3MOXHBIX HHPEKIIMOHHBIX IPOIIECCOB [].
YpoBeHb y0equTeIbHOCTH pekoMeHaanuii C (ypoBeHb JIOCTOBEPHOCTH 10KA3aTeJIbLCTB — D)
KommeHnTapuii: nposodsm uccrnedosanue YposHs o00we2o0 2emo2iobuna, 3pumpoyumos,
JIEUKOYUMO8, MPOMOOYUMOE 8 KPOBU, OYEHKA 2eMAMOKPUMA, UCCIe008aHUe CKOPOCMU 0Ce0aHUs!
apuUmMpoyumos, oughgepenyuposanHvill. noOcyem Jaeukoyumos (netkoyumapHas ¢Gopmyna),

yacmoma — no NOKA3aHUusAM.

o Pexomenayercsi TpoBeleHHE aHadM3a KPOBH OWOXMMHYECKOTO OOIIETEPArieBTUYCCKOTO
narueHnTtam ¢ 6one3nbto Humanna-ITuka, Tun C B iporiecce AUCIaHCEPHOTO HAOIIOACHUS C IEITBIO
JTMArHOCTHKY TIEYCHOYHOM HEAOCTATOUHOCTH, OIICHKH COCTOSIHHMSI BHYTPEHHUX opraHoB [3, 8, 13,
17, 19, 20, 38].

YpoBeHb yoenuteabHoCTH pekoMenianuii C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 4)

KomMmeHTapuu. neobxooumo (onpedenenue axKmusHOCMU ACHAPMAMAMUHOMPAHChHepaswl,
ananuHamMuHompancgepasvl,  1aKMamoecuOpoceHasvl,  wleiounou  gocgamasel, eamma-
2MOMAMUIMPAHCHepasvl 8 KPOBU, UCCAe008aHUe YPOGHs obweco oOunupyouna, ourupyouna
CBA3AHHO20 (KOHBIO2UPOBAHHO20), XOJIeCMepUuHd, XONeCmepuHa JUNONPOMeuUHo8 GblCOKOU
NIOMHOCMU, XONeCMEPUHA TUNONPOMEUHO8 HU3KOU NAOMHOCMU, MPUSTUYEPUO08, aAlbOYMUHA,
2NIIOKO3bl, KpeamuHuna, ooue2o beika, Hampus, Kaius, oowe2o Kauvyus, ubpurozena 6 Kposi)
8 PEOKUX CYUAsAX NPU PA3GUMUU NeYeHOYHOU HeOOCMAMOYHOCMU 8bIAGIAIOM CHUMNCEHUE 8 KPOBU
nokazameinet, OMpaxicarowux CUHMemudecKyro QYHKYUuro nedenu: anbOyMuHa, @GubpuHozeHda,
JabopamopHvle nokasamenu, onpeoensemvie 0l OYEeHKU GHEUHe20 NYmu CEPMbIEAHUSL KPOBU,
xonecmepuna u op. [3, 8, 13, 17, 19, 20]. B 6onee cmapuiem 6o3pacme 1abopamopHvie usMeHeHus
Moz2ym omcymcemeosams unu Haoaooaemces ymepentoe nosviuerue AJIT, ACT, mpuenuyepuoos,
cnudicenue JIITHIT u JITIBII [3, 19, 20]. B mobom 6o3pacme modicem nabuooamvcs pazsumiue
mpomboyumonenuu, wmo obycioeieno eunepcnaenusmom [3, 19, 20]. Yacmoma — no
HOKA3AHUAM.

e Pexomenayercs uccleIOBaHUE KOArylorpaMMbl (OPUEHTHPOBOUYHOTO HCCIEIOBAHUS CHCTEMBI
remMocrasa) mnamnueHTam Ooje3Hbto Hwumanna-Iluka, tunm C B mpolecce TUCITAHCEPHOTO
HaOJTFOICHNUS C [ENBIO0 OIIEHKH oKa3aTesiei cBepTeiBaeMocTd Kposu [3, 8, 13, 17, 19, 20].
YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
KomMmeHTapuii: neobxooumo npogooums onpeoeieHue aKmusupo8aHHO20 YACMUYHO20

MPOMOONNACMUHOB020 8DEMEHU, MPOMOUHOB020 6pDEMeHU 6 KpO8U, NPpOMPOMOUHOBO20

29



(mpomboniacmuno8020) 8pemeHu 8 Kposu Uil 8 niazme, UCCiedo8anue yposHs Guopurozena 6
Kposu. Yacmoma — no nokazaHusm.

Pexomenayercs poBeieHUE MarHUTHO-PE30HAHCHOU TOMOTpa( K TOJIOBHOTO MO3ra MallMeHTaM
¢ 6onesnpto Humanna [Muka, Tun C B mporiecce qucnaHCepHOTO HAOIIOICHUS C IETBIO BBISIBIICHUS
opakeHus rojjoBHOro mo3ra [8, 12, 13, 19, 20].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
KoMMeHTapuu: 803M0JCHO npoGedenue MAZHUMHO-PE30HAHCHOU MOMOSPAdUU 20108HO20 MO32A
¢ Kommpacmuposanuem. Maenumnasn pezonancnas momoepagus (MPT) eonosnozo mosea y
nayuenmos ¢ HII-C ¢ no30Hum HAyaiom Hespolo2UHeCcKUX pacCmpoucms Yacmo Gbulasiisem
YepedpanbHYI0 U/UTU MO3JHCEUKO8YI0 ampouio, a makxdice 2UNePUHMEHCUBHBIU CUSHAL OMm
NepUBEeHMPUKYIAPHO20 belloco eeujecmaa 2010681020 mo3zea 6 pedxcumax T2 u FLAIR y nayuenmos
¢ Hayanom 3a001eeanus 6 pannem oemckom gospacme. K opyeum obnacmsam 2conoénozo mosea,
KOmopbie NpeumMyujeCmeeHHo nopax;calomcs no OAHHLIM HeUposuU3yaIu3ayuu, OMHOCAMCA
eunnokamn, manamyc u nonocamoe meno. Kpome moeco, wacmo nabnrooaemcs ucmouuenue
MO30IUCMO20 meNa U HEeKOmopoe YMeHbUleHUue 001acmu CcpeoHe20 MO032a HA CPeOUHHOM
cacummanvrom cpeze. MPT cnekmpockonusa (H-MRSI) npumensemcs 6 nacmosiuee epems 0is
OUACHOCMUKYU U MOHUMOPUH2A HEKOMOPBIX OPY2UX 8POHCOEHHBIX HAPYULeHUTI 0OMeHa 8eujecms ¢
Hayunou yenvio. [nsa ouaenocmuxu HII-C 6 kiunuyeckou npakxmuxe OAHHASL MemMOOUKA He

nonyuuna wupoxozo pacnpocmpanenus [8, 19, 20]. Yacmoma — no nokasanusim.

Pexomenayercs npoBeseHue anekTposnuedanorpadun nauentam ¢ 6one3npio Humanna [uka,
tun C B mporecce AMCIAHCEPHOTO HAOIIONCHHUS C IIETbI0 CBOCBPEMEHHON JIMAarHOCTHKH
srunenicuu [8, 19, 20].

YposeHb yoeauTeabHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEJILCTB — D)
KommenTapuii: 603moorcno nposedenue anekmpoanyeganocpaguu ¢ 6u0eoMOHUMOPUH2OM, NPU

HeoOxX00UMOCmu.

Pexomenayercsi mpoBeACHHUE YIbTPA3BYKOBOTO HCCIEAOBAHUS OPTaHOB OPIOLIHOW TOJIOCTH
(KOMILIIEKCHOTO0) BCeM MarueHTam ¢ 6ose3ubio Humanna [uka, Tun C B mporiecce TMCIaHCEPHOTO
HAOJTFOICHHUS C LENTBIO BBISIBIIEHUS CIJICHO-/TenarociieHomeranuu [ 19, 20, 38].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5)
Pexomenayercst mpoBeneHHE BJIEKTpOHEHpOMHUOrpa@uu CTUMYJISIIMOHHON OJHOTO HepBa
narueHTam ¢ 6ose3usto Humanna [Tuka, Tun C B mporiecce quCaHCepHOTO HAOTIOICHUS C IIEITBI0
JIMAarHOCTUKY mosnHeiponatuu [38, 39].

YpoBeHb yoenuTelbHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEILCTB — 5).
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o PexomeHnayercs poBEICHUE TOHATBHOW ayTMOMETPUU NallieHTaM ¢ Oone3ubo Humanna [Tuka,

tun C B mpolecce TUCIaHCePHOTo HAOIIOICHHUS C LIENIbIO OLCHKH ciiyXa [].
YpoBenb yoenuTeabHOCTH pekomMeHaanuii C (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEJILCTB — 5).
KomMmeHnTapuii: ¢ yenvlo oyenku cayxa maxace mMo2ym npoeooumvcs ciedyrouue uccie008aHusL:
UCCIe008aAHUEe OMOAKYCMUYECKOU SMUCCUU HA 4acmome NPOOYKMA UCKANCEHUS, UCCLe008aAHUe
KOPOMKOIAMEHMHBIX ~ BbI36AHHLIX NOMEHYUAN08, PeSUCPAYUsl BbI36AHHLIX AKYCMUYECKUX
omeemoe8 Mo3ea Ha NOCMOSIHHbLE MOOYIUpPosanHvle monbl (ASSR mecm).

e PexomeHnayeTcsi MpoBeCHHE YICKTPOOKYIorpaduu nanuentam ¢ 6oie3npro Humanna [Muka, Tamn
C B mporecce AUCHAHCEPHOTO HAONIOJCHHUS C LENBbI0 PETUCTPAIMKA M OIEHKH CAKKaJIMYeCKUX
IBIOKeHUH a3 [36].

YposeHb yoenureabHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — D).
Kommenrapuii: xapakmeprvimu nesponocuveckumu nposenenusmu HII-C senssiomes napywerue
CAKKAOUYECKUX OBUNCEHULL 21A3 UNU 8EPMUKAIbHBIN HAObAOEPHBLU NAPAIUY 830pd.

e PexomeHayeTcsi IPOBEICHUE CIIUPATBHON KOMITBIOTEPHOW TOMOTpaduu JIETKUX MAIlMEHTaM C
6one3npto Humanna Iluka, tum C B mpomecce AWCHAHCEPHOTO HAOIIOACHUS C MENBIO
CBOEBPEMCHHOTO BBISBICHUSI TOpaXKeHUs Jierkux [37].

YposeHb yoenuteabHocTH pekomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — D).
KommenrTapuii: y nayuenmos mozcym Habnodamvcsi yacmoeie peyuousupyiowue uHgexyuu
HUJCHUX ObIXAMEeNbHbIX Nymeti, OUPDy3Hasi UHMepCMUYUaIbHas UHGUILMPAYUS TeSKUX.

e Pexomenayercs mpoBeeHNE MPOTOHHON MarHUTHO-PE30HAHCHOM CIEKTPOCKOMHH MAaIlMeHTaM C
6one3npto Humanna [uka, Tun C B mporecce TUCHIAHCEPHOTO HAOIMIOACHUS C IIETBI0 OICHKH
CTETICHH TTOPAKCHHSI TOJIOBHOTO MO3Ta M MOHUTOPHHTA MTPOTPECCUPOBAHUS 3a00ICBaHMS, 8 TAKIKE
otieHKH 3¢ dekTuBHOCTH Tepanuu [38, 40].

YpoBens yoeauteabHOCTH pekoMenaanuii — C (ypoBeHb JOCTOBEPHOCTH A0KA3aTeIbCTB 5).
KommenTtapuii: H-MRSI nozeonsiem oonospemenno uzmepsime unmencusnocms cucnanos N-
ayemun acnapmama (NA), coedunenuii, cooepacawux xonur (Cho), kpeamun u pocghoxpeamun
(Cre), raxkmama (Lac). ¥ nayuenmos ¢ HII-C nabarooaemces crusicenue ypoeus NA/Cre 6 1061011
u memenHou Kope, nosviutenue yposus Cho/Cre 6 100101 KOpe U NOLYOBANLHOM YeHmpe MO32d.
Taxoice Ovina oOHapysHcena Koppensyus mexrcoy 06aiiamu no wKale KIuHU4ecKko2o cmaoupo8aHus.
HII-C u omxnonenusimu 6 pesynomamax H-MRSI. H-MRSI noxasvisaem oughghysnoe nopasicenue
2071061020 Mo32a y nayuenmos ¢ HII-C, coomeemcmeyiowee namonocuieckum 0coOeHHoCmam
3abonesanusi. H-MRS| sgnsemcs obvexmueuviv u uyscmeumenvHviM UHCMPYMEHMOM OJA

Hesponocuueckoll oyenxu nayuenmos ¢ HIT-C [40].
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o Pexomenayercs npueM (0CMOTp, KOHCYJIbTallMs) Bpaya-reHeTHKa IepBUYHBIN U TOBTOPHBIN (IIpU
HEOOXO/IMMOCTH )/ TUCTIAHCEPHBIA  TIpUeM  (OCMOTpP, KOHCYJbTAallMK) Bpaya-TeHETUKAa BCEM
nanentam ¢ Oonesnpto Humanna Iluka, Tun C ¢ MOATBEP)KICHHBIM IHATHO30M W/WJIM HX
o(ULMaNbHBIM IPEJCTABUTEINSAM, C LIEJIbI0 Pa3bsCHEHUH T€HETHYECKOI'o PHUCKa, OOCYKAECHUS
BO3MOXKHOCTEH NpEHATaJbHOM M NPEUMIUIAHTALlMOHHOW JMAarHOCTUKM B CEMbE, KOHTPOJISA
3¢ PEeKTUBHOCTH U OE30MACHOCTH NAaTOreHeTuIecko Tepanuu [19].

Yposenb yoenurensnocTu pekoMenanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB — 5).
KommeHTapum: 6 cembsx, 20e ecmb nayuenm ¢ YCMAHOBNEHHOU Mymayuell, cyujecmeyem
B03MOJICHOCb ~ NPOBEOeHUs  NPEUMNIAAHMAYUOHHOU U NPEeHAmanbHOUu  OUASHOCHUKU.
TlpenamanvHnas ouacHocmurka 803MOHCHA Memooamu npsamou uiu koceennou JJ[HK-ouaenocmuku

07151 cemell ¢ U38eCMHbIM eHOMUNOM.

e Pexomenayercs mpuem (OCMOTp, KOHCYJIbTAIlMsl) Bpaya-HEBPOJIOra MEPBUYHBIA M MOBTOPHBIN
(mpu  HEOOXOAMMOCTH )/IUCIIAHCEPHBI MpHeM (OCMOTpP, KOHCYJbTAIlMs) Bpada-HEBPOJIOra
nanueHTam ¢ 6osie3apto Humanna Iluka, tun C, B mporecce TUCIaHCEPHOTO HAOIOACHUS, TIPU
HAIMYUU TIOKA3aHUH, C 1EIbI0 KOHTPOJISI COCTOSIHHS, CBOCBPEMEHHOW TUATHOCTUKU U JICUCHUS
HEBPOJIOTUYECKON MATONOTHH, KOHTPOII dPPEKTUBHOCTH U 0€30MaCHOCTU CUMIITOMATHYECKOTO
gedenus [].

YposeHnb yoenurenbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB — 5).

o Pexomenayercss mpueM (OCMOTp, KOHCYJIbTalUs) Bpada-opTaabMOJIOTa TEPBUYHBIA U
HOBTOPHBIA (IIpU HEOOXOAMMOCTH)/AUCHAHCEPHBIM MpueM (O0CMOTpP, KOHCYJbTallUsl) Bpaya-
odranbmonora namuentam ¢ 6one3Hbto Humanna Iluka, Tun C, B mporecce AMCIIaHCEPHOTO
HAOJIOZIEHUs, TIPH HAIMYMM TIOKAa3aHWH, C IENBI0 KOHTPOJS COCTOSIHHS, CBOEBPEMEHHOU
JTUAarHOCTUKK ¥ JIeUeHHUs] O(TAIBMOJIOTHYECKOW IaTOJOTHH, KOHTPOJIsS 3()(HEKTHBHOCTH W
0€30IMaCHOCTH CUMIITOMATHYECKOTo JieueHus [36].

YpoBensb yoenuteabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEJILCTB — 5).

o Pexomenayercss mnpuem (OCMOTp, KOHCYJbTalusi) Bpaua-liedaTpa WM Bpada-TepareBTa
MEPBUYHBIN U TOBTOPHBIN (ITpH HEOOXOAMMOCTH )/ IUCIIAHCEPHBII TpUeM (OCMOTP, KOHCYJIbTALIHS)
Bpaua-neuarpa WM Bpauya-TepaneBTa mnaiueHtam c¢ Ooje3nbto Humanna Iluka, tun C, B
npoliecce JUCIaHCePHOro HAOMIO/IEHUs, IPU HAIWYUM TOKa3aHUHM, C LENbI0 CBOEBPEMEHHOM
JTUArHOCTHKHU COIYTCTBYIOIIEH TepaneBTHUYECKON MaTOJIOTMH, MOHUTOPUHTA OOLIEr0 COCTOSHUS

30POBbsI K KOHTPOJIS 3 HEKTUBHOCTH U O€30MaCHOCTH CHMITTOMATHIECKOTO JicueHus [].
YpoBeHnsb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH T0KA3aTEJbCTB — 5).
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KommenTapuii: max e 603M0ICHO nposedenue npuema (0OCMOmMpa, KOHCYIbMAyuu) 8paia
obwell npakmuxu (cemetino2o 8paia)/OUcnancepHo2o npuema (0CMompa, KOHCYIibmayuu) epaia

obwel npakmuxu (cemetino2o epava,).

Pexomenayercsi mpueM (OCMOTpP, KOHCYJbTaIlMsi) Bpavya-raCTPOIHTEPOJIOra TMEPBUYHBIA U
MOBTOPHBIA (MPU HEOOXOIMMOCTH )/AUCTIAHCEPHBIA TpHEeM (OCMOTp, KOHCYJbTallds) Bpada-
racTpod’HTepoJora nanueHTam ¢ 6onesnpto Humanna [uka, Tun C, B mporecce TUCIIaHCEPHOTO
HAOMIO/IEHUsI, TPU HAIWYUHM TIOKA3aHWHA, C IEJIbI0 KOHTPOJS COCTOSIHHS, CBOEBPEMEHHOM
JIMArHOCTUKU W JICYCHHUSI TaCTPOIHTEPOJIOTHYECKON MATONOTUU, KOHTpoJs 3ddekTuBHOCTH U
0€30MacHOCTH CHMITTOMATHYECKOTO JIeueHHs [].

YpoBeHnb yoenurenbHocTu pekoMmenanuii C (ypoBeHb J10CTOBEPHOCTH 0KA3aTEIbCTB — 5).

Pexomenayercst mpueM (OCMOTpP KOHCYJbTAIMs) Bpada-OTOPUHOJIAPHHIOJIOTa W/HIIM Bpada
CypAOJI0Tra-0TOPUHOIAPUHTOJIOTa MIePBUYHBIH u MTOBTOPHBIN (mpu
HEO0OXOIUMOCTH )/AUCIIAHCEPHBIN TIpUeM (OCMOTp, KOHCYIBTAIMs) Bpada-OTOPHUHOIAPHHIOJIOTA
W/WJIH Bpada CypJ0JIora-0TOPHHOIAPUHTOJIOTa manueHTam ¢ 6ose3npto Humanna [Tuka, tun C, B
IIPOLIECCE AUCIIAHCEPHOro HAOIIOJEHUS, IPU HAJIMYMY TOKA3aHUH, C 11€JIbI0 KOHTPOJISL COCTOSHHUS,

CBOEBPEMEHHOM JMArHOCTHKH U JieueHus nopaxenus: JIOP-oprauos [].
YposeHb yoenureabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5).

Pexomenayercs npueM (OCMOTp, KOHCYJIbTAIMsI) Bpaya-reMaTosiora NepBUYHBIM U TOBTOPHBIN
(mpu HEOOXOAMMOCTH )/IUCIIAHCEPHBIN TMpUeM (OCMOTpP, KOHCYJbTAalUsl) Bpaya-reMaTosora
nanueHTam ¢ 6onesnbto Humanna Iluka, Tun C, B mpoliecce TUCIaHCEPHOTo HAOIIOAEHUS, IPU
HaJIMYUU NOKA3aHUM, C LENbI0 KOHTPOJISI COCTOSIHMSI, CBOEBPEMEHHON TUArHOCTUKU U JIEUYECHUS

MOPAXCHUS CUCTEMBI KPOBH U KPOBETBOPHBIX OPTraHoB [].
YpoBenb yoenuteabHOCTH pekomeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — 5).

Pexomenayercst mpueM (OCMOTp, KOHCYNBTAIINS) Bpaya-TICUXUATpa/Bpaya-lcuXuaTpa AETCKOro
MIEPBUYHBIN U TOBTOPHBIN (ITPH HEOOXOAMMOCTH )/ IUCTIAHCEPHBIN TTpHEM (OCMOTP, KOHCYIbTAIIHS )
Bpada-TICUXHaTpa/Bpada-lcuxuaTpa JIETCKOTO MaueHTaM ¢ 6one3nsio Huvanna [Muka, Tam C, B
MpOLECCe TUCTAaHCEPHOT0 HAOMIOACHUS, TPU HATMYUU MOKAa3aHUH C 1eIbI0 KOHTPOJISl COCTOSIHMUS,
JTUATHOCTHKHU COIYTCTBYIOIIEH TCHUXHATPUYECKON TMATONOTUU, KOHTPOJS >PQPEKTUBHOCTH H

0€30MaCHOCTH CUMIITOMATHYECKOM Tepanud [].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH H0KA3aTEJbCTB — D).
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o Pexomenayercsi npueM (0CMOTp, KOHCYJIbTAIMsI) Bpadya-AHeToJIora MEPBUYHBIA ¥ MOBTOPHBIN
(mpu He0OX0AMMOCTH) MareHTaM ¢ 6one3npio Humanna [uka, Tun C, mpy HaTMYUU MOKa3aHUM,
C uenblo (GopMHUPOBAHUS/KOPPEKIINY IUIaHA AUETOTEPAIllid, HA3HAYCHHS JICUCOHOTO MHUTAHUS,

KOHTPOJIS €ro 3 GEKTUBHOCTH U Oe30macHoCTH [].
YpoBenb yoeauTebHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJbCTB — D).

o Pexomenayercsi npuem (TeCTUPOBAHHE, KOHCYIbTALNS) MEAUIIMHCKOTO TICHXO0JIOTA MEPBUYHBIN
¥ TIOBTOPHBIH (IIpy HEOOXOIMMOCTH) areHTam ¢ 6oneznpto Humanna [luka, Tun C, a Takxke ux
CeMbSIM W/WIIM 3aKOHHBIM TIPEICTABUTENSIM B IIpOLECCE TUCIAHCEPHOTo HAONIOJCHUS, NpPU
HaJMYHU [TOKA3aHUH, C LENbI0 OKa3aHHsl KIMHUKO-TICUXOJIOrn4eckoii momornu [8,19].

YpoBeHnb yoenurenbHocTn pekoMmenanuii C (ypoBeHb J0CTOBEPHOCTH 0KA3aTEIbCTB — 5).

6. Opranusanus oka3aHusi MeIUIIMHCKON MOMOIIH
IMoka3zaHust 1Jisl IIAHOBOI rOCIUTAIM3ALMH B MEMIINHCKYI0 OPTaHU3ALHUIO:

— [IlpoBeneHne OMAarHOCTUKM W JIEYCHHUs, TpeOyrolmme KpYyrJIOCYyTOYHOTO
MEAUIIMHCKOTO HA0JII0IEHUSI.

— CocrosiHue, TpeOyroliee akTUBHOIO JIEYEHHS U KPYTJIOCYTOYHOTO MEAUIIMHCKOTO
HaOJIOICHHUS;

— CocrosHue, Tpedyroliee IPOBEICHUS BHICOKOTEXHOJIOTUYHBIX METOIOB JICUCHHUS

— HeoOxoaumocTs npoBeieHUs pa3IMYHbIX BUI0B SKCIIEPTU3 WM 00CIeI0BaHUS B
MEIUIMHCKOW OpraHW3allid TPH  HEBO3MOXXHOCTH TPOBEACHUS WX B
aMOyNnaTOPHBIX YCIOBUSAX, TPEOYIOIIMX IUHAMUYECKOrO HaOMoJeHus (B TOM
qucie opopMIIeHHE 3aKIII0UeHUs (eiepabHOTO0 KOHCUIINYMA).

IToka3zaHus K IKCTPEHHOM rOCHUTAIM3ANMHU:

— Ocrtpble 3a0o0neBaHusi, 00OCTPEHHUs] XPOHUYECKUX Ooie3Hell, oTpaBieHUS U
TPaBMBI, COCTOSIHHSI, TpeOYIOIIMEe WHTCHCHBHOW TEpalmuud W IepeBOAa B
pEeaHNMAIMOHHBIE OT/ENICHHUS WINM OTIENCHUS MHTCHCHBHOW Tepanny, a TaKkKe
KPYIJIOCYTOYHOTO MEAMLIMHCKOTO HAOMIONEHUM M TPOBENEHUS CIEIHaIbHBIX
BUJIOB 0OCJICZIOBAHUS U JICUCHHUSI.

IMoka3aHus K BHINMMCKE MANMEHTA U3 MeIMIIHHCKOW OPraHu3anuu:

— OrcyTCcTBHE YrpO3bl )KU3HU MALUCHTA;

— OtcyTcTBHUE YIPO3bI PA3BUTHS OCIIOKHEHUN, TPEOYIOIUX HEOTIOKHOTO JICUCHHUS;
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— Crabunu3anust COCTOSHHUS M OCHOBHBIX KIIMHUKO-JTa0OpAaTOPHBIX ITOKa3aTelneit
MaTOJIOTUYECKOTO MPOoliecca 0 OCHOBHOMY 3a00JI€BaHUIO;

— OrtcyrcTBUE HEOOXOIMMOCTH B IOCTOSHHOM BpaueOHOM U KpPYTJIOCYTOYHOM
MEIUIIMHCKOM Ha0JII0IEHUU TI0 OCHOBHOMY 3a00JIEBAHUIO;

— Heo6xogumoctu mepeBoja MalMeHTa B JAPYryl0 OOJBHUIYY WIH YUpEKICHUE

COIIMaJIbHOI'O obecreyeHus.

7. JonosHuTebHAsE HHPopManus (B TOM 4Yucje (PaKTOPbI, BJUAIOIIHNE

HAa MCX0/] 3200J1eBaHUSI HJIM COCTOSTHHS)

Pannas ouacnocmuka u nauano namozseHemuuecko20 U CUMNMOMAMUYECKO20 JledeHus
MO2YM 3HAYUMENbHO NOSIUAMb HA NPO2HO3 U ucxoo 3abonesanus [13,20,23].

Hecmomps na nanuuue namoeenemuyeckoeo jieyenus, npoeHo3 npu oonesnu Humanna-
Iluka, mun C npoodoadxcaem ocmasamvcs HeOIA2ONPUAMHBIM. Xapakmep NpocpeccupoBaHisl
3a001e8aHUsL U NPOOOIHCUMENbHOCIb HcusHU Y nayuenmos ¢ HIT-C kpatine eapuabenvhubl.

Csoespemennoe Ha3HaueHue Namo2eHemu4ecKol mepanuu (cyocmpam-peoyyupyowast
mepaniisy) Modxcem Yayuuums npocros nayuernmos [8-13,19,23,27].

Pexomendyemcs npogedenuss CKpuHuHea 2pynn 8blCOK020 PUCKA (RayueHmsl ¢ amaxcuel,
Kamaniexcueti) ¢ yeavio evisigneHus nayuenmos ¢ HII-C [7,12].

Tayuenmel, y KOMOPbIX pazsueaemcsi Msadiceids SNUIencust, KaK npasuio, UMeom Xyouutl
NPOCHO3 U MEHbUYIO HPOOOINCUMETbHOCMb JHCU3HU, NO CPABHEHUI0 ¢ nayueHmamu 0Oe3 ¢

anunenmudeckux npucmynos [19].

Kpurepuu oneHku kayecTsa MeAULMHCKON IOMOLIH

Ne Ounenka
Kpurepun kayecrsa
BBINOJIHEHUS
1. Bemmonaeno omnpenenenne JICMS09 B msaTHax KpoBH
u/unm  XojectaH-3,5,6-Tpuona B mia3Me KpPOBH U Ta/ker
MOJIEKYJISIPHO-TEHETHUECKOEe MCCIIe/JIOBaHUE (BBISBICHUE
mytanuii B rene NPC1, NPC2) npu nocTaHoBKe Juarsosa
2. BoimonHeno — HasHaueHMe — cyOcTpaT-peaylupyrolei Ha/uer
TEpaInuy MperapaToM MUTITYCTa, €KEeTHEBHO, IIEPOPAITHHO.
3. BeItonHEHO onpeiesieHue pa3MepoOB NIEYEHHU U CEIIE3EHKN Ha/uer
[0 JaHHBIM YJIBTPAa3BYKOBOIO HCCIENIOBaHMs, €CIM He
IPOBOJMIIOCH MTOCIIEIHUE 6 MECAIEB
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BeimonHeHa  anekTposHuedanorpaMma, €M He
IPOBOJIMIIOCH B TIOCIIEIHUE 6 MECSIICB

Ha/uer

Beinonnena MarHUTHO-PE30HAHCHAs TOMOTpadus
TOJIOBHOT'O MO3ra, €CIIM He MPOBOAWIOCH B IOciIeqHue 12
MecCsALEB

Ha/uer

BrimonnHeHa ayauomeTpus, €ClId  HE  MPOBOJMJIACH
nocienuue 12 Mecsies

Ja/aet

BrinosiHEHA KOHCYJbTAallMsl BPAavOM-HEBPOJIOTOM  IIPH
HaJIMYMU TIATOJIOTUH CO CTOPOHBI LIEHTPAJIbHON HEPBHOM
CHUCTEMBI

Ha/uer

Brinmonnena KOHCYJIbTalUsl Bpa4OM-I'CHCTUKOM €CJIM HC
IMpOBOANJIACH PAHECC

Ja/aet

Bremonnena KOHCYJIbTalusA BpPaYOM-IICUXHATPOM IIPpU
HAJINYWHU IICUXUATPUICCKUX HpO?IBJ'IeHI/II\/JI

Ha/uer
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~ 1

UCCIJIE0BATEIbCKUN HEHTP 310poBbs Aetei" M3 PO, unen Coro3a nenuatpos Poccun.
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9. MmuxaiisioBa Csersiana ButajgbeBHa -1.M.H., 3aBenaywoomias otneineHueM OI'BY
«Poccuiickas [erckas Knunnueckas bonsuuiay M3 PO.

10. IpoumisikoBa Tarpsina FOpbeBHa- k.0.H., C.H.c. Ja0OpaTOPUU HACIEICTBEHHBIX
oosezneit oomena pemects ®I'BHY "Menuko-renernyeckuii HaydHblid meHtp um. H.IT.
BouxoBa", wien Poccuiickoro oo1iecTsa MeJUIIMHCKIX T€HETHKOB.

11. MonknernoBa Tarbana BuaaguMupoBHa- K.M.H., C.H.C. Ja0OpaTOpHHM pEIKUX
HacleICTBEHHBIX Oone3Heil y nereit ®I'AY "HayuHblii MeAUIIMHCKUI UCCIIE10BATEIbCKUHA
eHTp 310poBbs Aetel" M3 PO, unen Coroza neauatpoB Poccun.

12. Cemauknna Ayia HukojaeBHa- I.M.H., I.H.C. OTACICHHUS KIMHHYECKOH T'€HETHKHU
OI'bY «Mockosckuit HUM nennarpun u aerckoit xupyprun Munszapasa Poccuny, dinen

Accoumanuy MEIUIMHCKUX reHeTukoB (AMI).

ABTOpBI TIOATBEPXKIAIOT OTCYTCTBHE (PHMHAHCOBOM IOAJICPKKU/KOH(IUKTA WHTEPECOB,

KOTOPBIIl HEOOXOAMMO 0OHAPO0BATh.
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IIpunoxenue A2. MeTonoJiorus pa3spadoTKi KJINHHYECKHUX

PeKOMEeHAANI

HaCTOSIH_II/Ie PECKOMCHAAINN MnpeaHa3Ha4uYCHbI JJISL MMPHUMCHCHUA MCOUIIMHCKUMHAU
OpTraHU3aLUAMH U YUPEKICHUAMHE (eiepaabHbIX, TEPPUTOPUATBHBIX U MYHHIIMIIATBHBIX OPraHOB
yIpaBiICHUS 3/IpaBOOXPAaHEHUEM, CHCTEM O0053aTelbHOr0 M JA0OPOBOJIBHOTO MEAMIIMHCKOTO
CTpaxOBaHMUsl, APYTUMU METUIIUHCKUMU OPTaHU3ALUAMH PA3IMYHBIX OpPraHU3aI[MOHHO-TIPABOBBIX
dbopM AeSITeNT HOCTH, HAPABICHHON HA OKa3aHHE MEIUITMTHCKOM TOMOIITH.

HaCTOSIIJ_II/Ie PCKOMCHAAIIMN YCTAHABJIMWBAIOT BU/BI, 0o0BbeEM U HWHJIUKATOPBI KadyeCTBa
MeaunuHckod momomu manueHtaM npu HII-C u Obuinm  paccmotpensl B pamkax |
Bceepoccuiickuii HaydyHO-TIPaKTUYECKUI KOHIpecca ¢ MEXKAYHapOoJHbIM ydacTueM «OpdaHHbIE
6one3nn» (31.05.2018 - 02.06.2018) u na XXI Konrpecce nenuarpoB Poccuu ¢ MexayHapoaHbIM
ydacTHeM «AKTyaibHbIe Tpo0iaeMbl neauatpun» 15-17 gpespans 2019 r.

Knunuyeckne pexkoMeHAalMM CO3JaHbl HAa OCHOBAaHUU CHCTEMAaTHYECKOro o0030pa
autepatypsl 1992-2019 rr. Medline (Pubmedversion), Embase (Dialogversion) u Cochrane
Library databases, ¢ ucronb30BaHHEM CO3aHHBIX MPOTOKOJIOB, COBPEMEHHBIX MEXTYHAPOHBIX
KIIMHUYECKUX peKOMCHIIaIII/Iﬁ 10 AUarHoCTHKCEC, JICYCHUIO U BCIACHUIO 0O0JILHBIX C
metabonuueckumu Oonesrsimu (Tarekegn Geberhiwot et al. Consensus clinical management
guidelines for Niemann-Pick disease type C: Orphanet Journal of Rare Diseases (2018) 13:50.;
Patterson Marc C. et al. Recommendations for the detection and diagnosis of Niemann-Pick
disease type C. An update. Neurol Clin Pract 2017;7:1-13)

HII-C otHocuTCS K pEeIKMM HACJIEICTBEHHbIM 3a00JIEBaHUSM, UTO MCKIIIOYAET
BO3MOXKHOCTh MPOBEJEHHsI OOJBIIMX KOTOPTHBIX M PAaHIOMHU3UPOBAHHBIX KOHTPOJIMPOBAHHBIX
I/ICCJ'Ie]lOBaHI/Iﬁ U IJId CO3aaHusA IMPOTOKOJOB AWArHOCTUKH W TCpalvu HCIOJIB3YIOTCA JIUMIIb
TEMATUYCCKUEC UCCIICAOBAHUA OKCIICPTOB, OHY6J'II/IKOB21HHI>I€ B IIOCJICAHUEC IBA NECATUIICTHA.

OneHka ypoBHEH JIOCTOBEpPHOCTH [JOKa3aTelIbCTB UM YPOBHEW yOEIUTEIbHOCTH
peKoMeHaluii MPOBOAMIIACh B COOTBETCTBUM ¢ Tabmuus! 1, 2,3.

[eseBast ayIMTOPUA JAHHBIX KIMHUYECKHUX PEKOMEHIAMIM:

Bpauu oOmieit BpaueOHOM NpaKTUKH (CeMeHbIe BpauH);
Bpaun- neauatpsr;

Bpauu-tepaneBTsr,

Bpauu —reneTuku;

Bpauu -nmaGoparopHbie TEHETHKH,

Bpauu- nespouiory;

N o a k~ wDd e

Bpauu-opransmornory;
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10.
11.
12.
13.
14.
15.

Bpauu QpyHKIIMOHAIBHON TMAarHOCTUKY;
Bpauu-ncuxuarpsr;

Bpauu-nicuxuarpsl JE€TCKHUE;
Bpaun-nicuxuarpel MOAPOCTKOBBIE;
MenuuuHCKHE NICUXOJI0TH;
Bpauu-racrposnreposory;
Bpaun-remarosory;

Crynentsl MmenuuHckux BY30B;

Ta6auuna 1. [llkana orieHku ypoBHE# 10ocToBepHOCTH H0oKazatenbeTs (Y /1) mist MeToioB

JUAarHOCTUKHU (I[I/IaFHOCTI/I‘ICCKI/IX BMGHIaTeJ'II)CTB)

YA

PacmdpoBka

1

CucremaTndeckre 0030pbl UCCIEIOBAHHUM C KOHTPOJIEM pedepeHCHBIM
METOJIOM WM CUCTEMATUYECKUN 0030p paHAOMU3HPOBAHHBIX KIMHUYECKUX
MCCJIEI0BAHNI C IPUMEHEHHEM MeTa-aHallu3a

OTtnenpHBIC WCCIICIOBAHUS ¢ KOHTPOJIEM PePEpEeHCHBIM METOJIOM HIIN
OTICNbHBIC  PAHJIOMH3MPOBAHHBIC  KIMHUYECKUE  HUCCICAOBAHUS U
cUCTeMaTHYecKre 0030pbl MCCIIEOBAaHMMA JII000T0 JAM3aiiHa, 32 MCKIIOYCHUEM
PaHIOMHU3UPOBAHHBIX KJIMHUYECKUX HCCICIOBAHUN, C MPUMEHECHHEM METa-
aHaym3a

UccnenoBanuss 0e3 MOCIEIOBAaTENbHOTO KOHTPONA pedepeHCHBIM
METOJIOM WJIM HCCIEIOBaHUS C pe(EepeHCHBIM METOJOM, HE SBISIOIIMMCS
HE3aBUCUMBIM OT MCCIElyeMOr0 MeETOJa WIM HEPaHIOMU3UPOBAHHbIE
CpaBHUTEJIbHBIC UCCIICOBAHUS, B TOM YHCJIC€ KOTOPTHBIE UCCIICIOBAHUS

HeCpaBHI/ITeHLHHe HCCIICAO0BaHN, OITMCAHNEC KIIMHUYCCKOTO CJIyvas

Nmeercs e 00OCHOBaHME MEXaHM3Ma NEHCTBUA WM MHEHHUE
HKCIIEPTOB

Tabéauuna 2. 1llkana oreHkn ypoBHEH 10cTOBepHOCTH ToKazarenbcTs (Y ) ais metonoB

npoUIAKTUKY, JI€UEHUS U peaduauTanuu (MpouiakTHYecKuX, Je4eOHbIX, peaOuIuTallMOHHBIX

BMEIIIATENILCTB)
YA Pacuiugposka
1 Cucrematnueckuit 063op PKU ¢ npuMenennem mera-ananusa
2 Otnenbubie PKU u cucremarndeckue 0030pbl HCCIIEAOBAHUM 100600

nu3aiHa, 3a uckinoyennem PKU, ¢ npuMeHeHnem meTta-aHanusa

3 Hepannomu3upoBaHHbIE CPAaBHUTEIHHBIC UCCIIETOBAHMS, B T.U. KOTOPTHBIE
WCCJICIOBAHMS

4 HecpaBHuTensHbIE HCCIEIOBAHUS, OMMCAHUE KIMHUYECKOTO CIIydas WU
CEpUH CITyYaeB, UCCIEIOBAHUS «CIy4yail-KOHTPOJIb»

5 Nwmeercs mums 000CHOBaHHWE MeXaHU3Ma JEHCTBUS BMEIIATEILCTBA

()IOKJ'II/IHI/ILIQCKI/Ie I/ICCJ'IG)IOBaHI/ISI) HJIN MHCHUE OSKCIICPTOB

Taboauua 3. [llkama oueHKH ypoBHEW yOemuTenbHOCTH pexomeHmaruii (YVYP) mis

METOMOB MNpPOQUIAKTUKY, AMATHOCTUKH, JIeUeHHss M peaOuwnmurtanuu (IpoQHIaKTHYECKUX,

JUAarHOCTU4YCCKUX, HC‘IGGHBIX, peaGI/IJII/ITaL[I/IOHHBIX BMGI_HaTCJIBCTB)
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YyP

Pacmmgposka

CunpHass  pekoMeHAauus  (Bce  paccMaTpUBaeMble  KpPUTEpUU
3¢ ($eKTUBHOCTH (MCXO/bl) SBISAIOTCS Ba)XHBIMH, BCE MCCIEIOBAHUS HMEIOT
BBICOKOE€ WJIM YJIOBJIETBOPUTEIBLHOE METO/I0JIOIMUECKOE Ka4eCTBO, UX BBIBOJIBI
110 UHTEPECYIOIIUM HCXO0JIaM SIBJISIIOTCS COTJIaCOBAaHHBIMM)

VYcnoBHas pekoMmeHjanus (HE BCE paccMaTpUBAEMbIE KPUTEPUU
3¢ (EeKTUBHOCTH (UCXOABI) ABISIOTCS BaKHBIMHU, HE BCE HCCIICAOBAHUS MMEIOT
BBICOKO€ WJIM YJOBJIETBOPHUTEIHHOE METOA0JIOTUYECKOE KAaueCTBO H/MIM HUX
BBIBO/IbI 10 HHTEPECYIOIUM HCX0JJaM He SIBJISIOTCS] COIJIACOBAaHHBIMU )

Cnabass pexomeHgaiusi (OTCYTCTBHE JOKA3aTeNIbCTB HAJIEKAIIETO
KauyecTBa (Bce paccMaTpuBaeMbie KpuUTepud 3(HHEKTUBHOCTH  (MCXOJIbI)
SIBIISIFOTCS. HEBOKHBIMH, BCE MCCIEAOBAHUS MMEIOT HU3KOE METOJI0JIOTHYECKOE
KayecTBO M MX BBIBOJBl [0 HMHTEPECYIOIIUM HCXOJaM HE SBISIOTCS
COTJIACOBAHHBIMH)

IMopsinok 00HOBJIEHUS KIMHUYECKUX PeKOMEH AL,

MexaHu3m OOHOBJIEHUS KIIMHUYCCKHX pCKOMeH,Z[aI_[I/Iﬁ npeaycmMaTrpuBacT nux

CUCTCMATHUUYCCKYIO aKTyaJIu3allui0 — HC PEIKEC YCM OJJHMH pa3 B TpHU roaa, a TakKXxe Ipu MOsABJICHUN

HOBBIX JAaHHBIX C IIO3HMIINU HOKaSaTeHBHOﬁ MCIUIMHEBI IO BOIpOCaM JUArHOCTHKH, JICHCHHA,

HpO(l)I/IJ'IaKTI/IKI/I n pea6I/IJ'II/ITaI_II/II/I KOHKPCTHBIX 38.60J'I€B8.HI/II71, HAJIMYMU  00OCHOBAHHBIX

JOTIOTHEeHU/3aMeuanuil K panee yrBepkaéHHbM KP, HO He yaie 1 pa3a B 6 MecsIes.
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IIpunoxkenue A3. CripaBo4HbIe MATEPHAJIbI, BKJIIOYAs COOTBETCTBHE
NMOKA3aHM K NPUMEHEHHUI0 U IPOTUBONOKA3AHUI, CII0CO00B NPUMEHEHUS U
103 JIEKAPCTBEHHBIX MPeNnapaToB, HHCTPYKIUM 10 NPUMeHEHUI0
JIEKAPCTBEHHOI'0 Mpenapara

1. [Tpuka3 MunucrepcrBa 3xapaBooxpaneHusi PO "OO6 yreepxxaenuu [lopsiaka
OKa3aHMsl MEIUIMHCKOH MNOMOIIM OOJbHBIM C BPOXAEHHBIMU U (WJIM) HaClE€ACTBEHHBIMU

3aboneBanusaMu" ot 15 HosiOpst 2012 . N 9171).

2. [Tpuxa3z Munzapasa Poccuu ot 09.11.2012 N 7211 «O6 yrBepxkaenun CtanmapTa

CIIECIUATTU3UPOBAHHON MEAUITMHCKON ITOMOIIH JIeTsM Tpu 0oe3un Humanna-ITuka tuma Cy.

Tadoauna 1. PekoMeHI0BaHHBIE 103bI MUTJIYCTATA B 3ABUCUMOCTH OT

IJiomaau moBEPXHOCTH TEJIa

ILomaabL MoBEPXHOCTH Tea (M?) PexoMeH10BaHHas 1032
>1,25 200 mr Tpu pa3a B JIeHb
>0,88-1,25 200 mr jBa pa3a B JICHb
>0,73-0,88 100 mr Tpu pasza B J€Hb
>0,47-0,73 100 mr 71Ba pasa B IeHb
<0,47 100 Mr oguH pa3 B A€Hb
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Tadoauna 2. CuMnroMmaTuveckoe JiedyeHue PacCTpPoiicTB y 00JbHBIX €

ooJie3ubi0 Humanna-Iluka tun C

Kiaunn4veckne cMMIITOMBI

Jleuenune

Karamiekcus

Tpunuknuueckue aHTUAETPECCAHThI
niu cruMyastopsl ITHC

Jluctonus u Tpemop

XOJIUHOIUTHYECKUE CpCacCTBa

JlBurarenbHble HAPYIICHUS Pusnorepanus
ONWIENTUYECKUE NPUCTYIIbI AHTHKOHBYJIbCAHTBI
Hapymenus cna MenaroHuH 1581051 CeaTUBHBIE

Ipcraparsl ICpPC] CHOM

HapymeHI/m IIUTaHUA

3OHI[OBOC IMUTAHUC, TACTPOCTOMMUS

PecniuparopHbie 0CiIOKHEHUS

®uznorepanus c
OpOHXOMIIATATOPAMHU; AHTUOMOTUKOTEPATUS

CnroHoTeueHue ATpONMH mNepopanbHO, HHBEKLUUU
OOTYJIOTOKCHMHAa A B OKOJOYLIHYIO WU
HOIYENIIOCTHYIO  JKEJie3y,  T'MOCLIMHOBBIE
IUIACTBIPU WJIM TIIMKONIMPPOHUS OpPOMU]T

Kararonus DJIEKTPOLIOKOBAsI Tepanus

IIcuxuyeckue HapyILICHUA

Banbnpoar Hatpus a8 JedeHUs
OUIONIAPHBIX  aQQEKTHBHBIX PACCTPONCTB,
CEeNIEKTUBHBIE =~ WHTUOMTOPHI  OOpaTHOro
3axXBara CEpOTOHMHA IPU AETPECCHUSIX

Huapes

I[I/IeTa, JionepamMujg
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Ipuioxkenue b. AJiropuT™MbI 1eHCTBUH Bpaya

Mpu3Haku HMCy nauneHTa

4 )\

JlabopaTtopHasn AMarHocTmka

. J

Avdd.amnarHocTuka ¢ [OuarHos

Apyrimu noaTeep:KaeH?
3aboneBaHMAMM

Mmetotca
NoKasaHusa K
cPa?

MoHUTOPUHT
COCTOAHMA NaLMeHTa

Tepanus
apPeKTUBHA?

cPa,

PaccmoTpeHUa BO3MOXHOCTel
APYTUX METOAOB NeYeHUs

CP/I — cyOceTpar peayuupyromas Tepanus
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Hpuiaoxenue B. Undopmauus 114 namueHra

bone3ns Humanna-ITuka tumna C

Ipuyunel 601e31u

bonesnr Humanna-Iluka tuna C (HII-C) peaxoe, HacnenctBenHoe 3aboseBanue. Ilpu
9TOM OO0JIE3HN HapyIIaeTCs MPOILECC pacHpeesieHHs] 0cOO0ro BEIIeCTBA- XOJIECTEpUHA BHYTPU
KJIETKH. XOJIECTEPUH - 3TO CJIOKHOE M Ba)XXHOE BEIIECTBO, OTBETCTBEHHOE 3a BBINOJHEHUE
HIMPOKOTO CIIeKTpa (PyHKIMI B oprann3Me. M oH 0ueHb BaKHBIA U IIPU 3TOM KpaifHe KOBApHBIiL.
OOMeH XoJecTeprHa YpPE3BBIYAWHO CIIOKEH - TOJNBKO JUII €ro CHHTE3a HEeoO0X0IUMO
ocymectBieHue okono 100 mocnemoBatenbHbIX peakiuil. [lo  Oompiieid wactu, OH
TPAHCIIOPTUPYETCS B KPOBU HE B YHCTOM BHJIE, & B KOMIUIEKCHBIX COSTUHEHHSIX, KOTOPbIE OBIBAIOT
2 BuJIOB: JunonpotenHbl HU3K0M muotHoctu (JIIIHII) u nunonporenHsl BHICOKOW MIOTHOCTU
(JIIIBIT). T coenuHEHUs B HEMPABUIBLHOM COOTHOIICHHH, TAKXKE KaK M BBICOKHI OOIUit
YPOBEHb XOJECTEPUHA, MOTYT MPHUBECTH K CEPbEIHBIM CEPACUYHO-COCYIUCTHIM 3a00JICBAHUIM.
OpnnHako, XOJECTepHH SIBISETCS >KM3HEHHO HEOOXOAMMBIM BELIECTBOM, T.K. OH HTPAaeT O4YeHb
BOKHYIO POJb B MeTabonu3me KiaeTok. OH SBISETCS HEOOXOJWMBIM KOMIIOHEHTOM BCEX
KJICTOYHBIX MEMOpaH U MPUHUMAET y4acTUE B BBIPAOOTKE BCEX TOPMOHOB, BKIIFOUAsi TECTOCTEPOH,
3CTpOreH W KopTu3od. OH Takke HEeoOXOauM JUIs Mo3ra, M cHa0XaeT TKaHM OpraHu3Ma
AQHTUOKCHUJIAHTaMH. XOJIECTEpUH, NPUHOCUMBIN KpoBblo B Buie JIIIHII, mocrymaer BHYTpB
0COOBIX My3bIPHKOB B KiieTke mociie coenunenus JITTHIT ¢ ero penentopamu  Ha memOpane, a
3atem JIIIHII moctymaroT B KJI€TOYHBIE OpraHesuibl- Jm3ocoMbl. Ilocie atoro JIITHII
NepEeBapUBAIOTCS, B ATUX PEAKIUIX MPUHUMAIOT y4aCTUE HECKOJIBKO (PEPMEHTOB U OEIIKOB, B TOM
yucne Oenku NPC1, NPC2, a BbeicBOOOIMBIIHMIICS XOJEeCTEpHH uepe3 MeMOpaHy JIHU30COM
MOCTyNAaeT B LUTOIIa3My. VI3BECTHO HECKOJIBKO PEIKMX HACIIEACTBEHHBIX 3a00JIeBaHmil, KOTOpbIE
CBs3aHbl C HapyLIEHUSIMHU oOMeHa xoJsiecteprHa. OJHM U3 HUX CBSA3aHbl C HAPYLICHUSIMHU €ro
MeTaboaM3Ma BHYTPU KIIETOYHBIX OpPraHel — JIM30COM: HEJOCTATOYHOCTh KHCIION JIMIA3bI,
6one3np Humanna-ITuka tun C. [Ipyrue 3aboneBanusi oOyciOBI€Hbl HApYyLIEHUSMHU Ipolieca
3axBaTa M LUPKYJIMPOBAHUS XOJIECTEpHUHA B KPOBU- CEMEIHAs THIIEPX0JIECTEPUHEMHUSL.

bonesnr Humanna-Iuka tuma C — oueHs penkoe 3a007€BaHUE U BCTPEUYAETCS C YaCTOTOM
1:120 000 -1:150 000 >kuBBIX HOBOPOKICHHBIX, CBsA3aHHOE ¢ MyTarusamu B reHax NPC1 u NPC2.

Hacneoosanue

Hacnenyerca cunapom HII-C mo ayrocomHO- perieccuBHOMY THIly. bonbHOI pebGeHok
HacJIeyeT M0 OJJHOMY U3MEHEHHOMY I'eHy (F€HYy C MyTalMeld B CBOEH MOCIIeI0BaTeIbHOCTH) OT

KaXXaoro us pO[[PITGJIGfI. B CCMbAX, TAC POAUTCIIN ABJISAOTCA HOCHTCISAMU 60J183HI/I, PUCK
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pokIIeHus 00JILHOTO peOeHKa cocTaBisieT 25% Ha Kaxayro OepeMeHHOCTbh. [lo3ToMy eciu B ceMbe
poausicst 00pHON PeOSHOK, 3TO HE 03HAYAET UTO BCE IETH OyIyT OOJBHEI.

Knunuuecxkue nposaenenus HII-C

HII-C moser HaunHaThCs B 1I000M Bo3pacTe. B 3aBUCHMOCTH OT BO3pacTa MOSBICHUS
MEPBBIX CUMIITOMOB 3a00JIEBaHUS Pa3INyaloT HECKOJIbKO (hopM: HeoHaTajdbHas (MaHUdecTarus
JI0 TPEX MECSLIEB), paHHs MIIaJieHYeCKast (TpU Mecslla — JIBa rojia), MO3/IHss MilaJieHYecKas (J1Ba
— IIECTh JIET), toHoIIeckas (6—15 net) u B3pocinas (crapiie 15 ner).

OcHOBHbBIE CUMIITOMBI OOJIC3HU:

. 3arspKHas )KeNTyxa B HEOHATAIbHOM IIEPUO/Ie

. ['enarocmyieHomeranus (yBeJIMUYEHUE II€UYEHU) WIM YMEpPEHHas CIUICHOMeraius

(yBEenmMueHUE CEIE3EHKH )

. 3azepKKa MCUXUYECKOr0 pa3BUTHS

. DKCTpanupaMHIHbIE HApYLIECHUS

. ATtakcus

. Karamiektuueckue mpucTyIibl

. BepTukanbHbIi HaIbAECPHBINA ITapaIny B30pa

Bospact nauana 3aboseBaHUSs, TSHKECTh MPOSIBICHUH W CKOPOCTh MPOTPECCHPOBAHUS
Tak)Ke BapHaOeTbHBI M MOTYT OTJIMYATHCS Y Pa3HBIX MAI[UCHTOB.

[Tpu navane 3a0oyieBaHMs B paHHEM JIETCKOM BO3pacTe HAONIONACTCS 3allepiKKa MCHXO-
MOTOPHOTO pa3BHUTHS, YBEJIMYEHUE MeYeHH U cene3eHKku. [Ipm Hauane 3aboneBaHus B Oolee
MO3JHEM BO3pAaCTe Ha TMEpBbI TUIaH BBIXOAAT HEBPOJIOTUYECKHUE CHMITOMBI, TaKHe Kak
HAPYIICHUS TIOXOJKH, TJIOTaHUs, W TOHYCAa MBIIII. Y OOJBIIMHCTBA MAIMEHTOB HAOIOIAIOTCS
TaK)Ke KOTHUTHBHBIC HAPYIIICHUS, B PSJIE CITy4acB MOTYT HAOJIFOIaThCS IICUXUYECKIE HAPYIICHUS.

Kak ycranaBinBaioT 1uarios

Bpaun Ha ocHOBaHMM KITMHUYECKUX CUMIITOMOB MOTYT 3aIl0/I03pUTh 00JIE3Hb. 3aTeM
POBOJATCST Ta0OpaTOPHBIE TECTHI M WHCTPYMEHTAIbHOE HcciienoBaHue. [10CKONBKY pa3HbIe
00JIe3HN OYEHb TOXOXKH IO CBOMM KIIMHUYCCKUM TIPOSBICHUSAM, HEOOXOJMMO TMOJITBEPINUTH
IUarHo3 C TIOMOIIbI0 JaboparopHbix MmetonoB. lloaTBepknarommas auarnoctuka HIT-C
3aKJTFOYAETCS B OMPEAeIEHUH KOHIIEHTPAIIMUA OCOOBIX METa0O0IMTOB B MATHAX BHICYIIEHHOW KPOBH
WK T1a3Me KPoBH (OKCHCTEPOIThI, tn3ochurromuennu-509). B manbHeiieM peKoOMeHIyeTCs

nposenenue JJHK nuarnoctuxu (ecam MeTaboauThl OBbLIN MOBBIIIEHBI).
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Jleuenue, Ha0JII0IeHNE U MJIAHOBBIE 00CJI€I0BaHUS

B Hacrosimee Bpemsi s JaHHOTO 3a00JeBaHHS pa3padoOTaHO JieueHHe cyopar-
peaynupyrouiasa Tepamnuda, I[MO3BOJAoIaas YMCHBIINTL HCBPOJOTMYCCKHUEC IIPOABIICHHUA U
3aMeITUTh MTPOrPECCUPOBaHUE 3a00ICBaAHHS.

DTOT mpenapaT He MO3BOJISIET BHUICYHTH 00JIE3Hb, HO MHOTHE TPOSIBICHUS 3a00JICBaHHUS
MOT'YT 6BITB 3aMCIJICHBI U CMATYCHBI.

[Tpu npuMeHeHnu 3TOro mpernapara HeoOXOAMMO COOTIOIATh TUETY, YTOOBI CHU3UTH PUCK
HApPYIICHUH CO CTOPOHBI JKEIIYIOYHO-KHIIEYHOTO TpakTa. B Tabiwile mpuBeneHbI MPOIYKTHI,
yIoOTpeOIeHHE KOTOPBIX JOJKHO OBITh O'PAaHHYCHO.

I'pynmel  POIYKTOB, KOTOpBIE CJENYET HCKIIOYUTH/OrPaHUYUTH/ TIPUMEHATh — 0e3
OFpaHI/I‘-IeHHﬁ B IICPBLIC HCACIN TCpallin

W3BETATh | OIPAHUYUTL | BE3 OTPAHUUEHUN
Myunvie uzdenus, kpyni

Xne® Oenblif, BEIICYKA, Xeb YEPHBIA,
neveHbe MaKapOHBI
Xionesl sl 3aBTpakKa C Xnombs 0€3 MOJIOKa,
MOJIOKOM KyKypy3a
Puc, 6000BBIC Manka I'peuxa
MscHvie/polOonbie uzdenus, Hcupol
Konbacusle u3nenust Bce BuIBI HaTYpabHOTO
Msica, siIa
Bce pacTuTeNbHbIE
KHPBI

Bce Buubl HarypanbHOI
PBIOBI, MOPENPOYKTHI, PHIOHBIC
KOHCEPBBI B Maclie

Monounvie npodyxmuol

Mouounsle NPOAYKTBI Momnoko c IIpeccoBaHHBIi ChIp
(MoroKko0, TBOpOT, HOTYpT), KpOME | COJIep>KaHUEM JIAKTO3BI
OTJEIBHBIX COPTOB CHIPOB MeHee 90%

Osgowu/chpyxmot

Kanycra, nyk, orypus! Kaprodens, cBexia Bce CBEXKUE,

3aMOPOKCHHBIC OBOIIU (KpOMC
NEPCUUCICHHBIX B Apyrux

paszienax)
HarypanbHbie Hecnankue QpykThl
(PYKTOBBIE COKH, MIOPE
Lecepmui, nanumxu
HecepTsl, cnagoctu opexu I'roxo3a, ppykTo3a, mex
Bapense, CHUPOIIBI, TpaBsiHbIE yau c
CIaJKU€ COKH, Ta3HpOBaHHBIE [JIFOKO30M, OTBAp UIMIIOBHUKA

HaITUTKHU

Habniooenue, nianosvie 006ciedo8anus u mecmol
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Jlyis Toro, 4ToOBl OLIEHWBATH COCTOSIHHME ManueHTa, 3¢(GeKT mpoBOAUMON (EepMEHTHOM
Tepanuu, (GU3NOTEpaNnuy CYIIECTBYIOT pPA3JIMYHBIE TECThl W MIKaidbl. O4YEeHb BAXHO HE
OTKa3bIBaThCsl OT TMPOBEACHHSI 3TUX MCCICIOBAHUM, MOTOMY YTO OHHM IIOMOTAIOT Bpadyam
O00BEKTUBHO OLEHMBATh COCTOSIHUE MallMeHTa, 0OOCHOBATh JICUEHUE WM BBECTH HW3MEHEHHUS B
porpaMMbl peaduinTanuu U aduiurauuu. B Talmiuie nepeuncieHbl OCHOBHbBIE MCCIIEI0OBAaHUS

quist nauuenToB ¢ HIT-C u neproanyHOCTh UX MPOBEIEHUS.

[TeproaruHOCTH TOBTOPHBIX OOCIIEIOBAHMI IMAIIMEHTOB ¢ OoJsie3Hbl0 HumanHa -ITuka tuma C

IlepuoguyHOCTH
ITapameTpsI .
NMOBTOPHBIX 00C/1€10BAHM A
Oouwue
ITonaoe (u3HKaAIBHOE o0caeoBanue,
BKJIIOYAasi M3MEpPEHHUE pOCTa, BeCa, OKPYKHOCTH Kaxxapie 6 mec
TOJIOBEI
Heeponozuueckoe obcnedosanue
Onenka o mkaiie naBaaugaoctd HIIC Kaxnwie 6 mec
BUI/I[I€038,HI/ICI> OCHOBHEIX  JBHIaTCIbHBIX Kaskasie 612 mec
byHKIMI
Buneo—331" MOHUTOPHUHT, IO BO3MOXHOCTH,
JHEBHOI'O MJIM HOYHOI'O CHa Kaxnawie 612 mec

/pyzue noxazamenu

OneHka ICUXOHEBPOJIOTHYECKOro cTaryca Kaxnpie 612 mec
Aynuomerpus CITyXOBEIC BBI3BAHHBIE
yA pHA, yX Kaxnwie 612 mec
MOTEHIIAABI
3puTenbHbIC BEI3BAaHHBIC TOTEHITAAIIBI Kaxneie 6-12 mec
bunokynsapHas ANEKTPOOKyorpadus

. Kaxnplie 6-12 mec
(peructpanysi CakKaJuueCcKHUX JBH)KEHUH TJ1a3)

Jlabopamopuwvie noxazamenu
buoxumuuecknit ananu3 kposu (ACT, AJIT,
KaJbIuil 00IInii)

Kaxnasie 6-12 mec

OO6mwmit aHaIu3 KPOBU Kaxnapie 12 mec
HccnenoBanue AKTUBHOCTH epMeHTa
A (bep Kaxxnpie 12 mec
XUTOTPHO3H]IA3bI TJIa3Mbl KPOBH (II0 BOZMOXKHOCTH)
VY3U opranoB OpromHON MOJIOCTH Kaxnapie 12 mec
MPT umnu KT ronosuoro mosra Kaxneie 12 mec

Meauko-reHeTu4ecKasi KOHCYJIbTalu s
Cembsm, B KoTopbix ecTh nanueHT ¢ HII-C, oueHb BaXKHO MOCETUTH Bpaya reHETUKA.
Jlewanue Bpauu He Bcerja MMEIOT BO3MOXXHOCTh MOTOBOPHUTH C CEMBEW M paccKa3aTh O BCEX
PHUCKaX U BO3MOXXHOCTSIX, KOTOPBIE MOXKET MPEIOCTABUTH COBPEMEHHAsI TeHETUYECKas Ciryx0a. Y

Bpaya TeHETHKa MOXKHO y3HAaTh O BO3MOXXKHOM PHCKE POXJIEHHUS OOJBHOrO peOeHKa B JaHHOM
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ceMbe, MPOITH 00ciIe0BaHNe POACTBEHHUKAM, €ClIi 3TO He0O0Xx0oauMo. OOCyIUTh BO3MOKHOCTH
MPEHATAIBHON ¥ NPEUMILIAHTALMOHHON JUAarHOCTUKM.

[IpenaranpHas auarHoctuka npoBoautTcs Ha 9-11 menmensx OepemeHHOCTH. B KieTkax,
BBIJICJICHHBIX M3 BOPCHH XOpHOHA, (TO, M3 Yero B MoOcieayronieM (OpMHUPYETCs IUIAleHTa)
OTIpPECIIAI0T aKTUBHOCTh (pepMEHTa, U MPOBOAST aHAIW3 JJIs BbIABICHUS MyTauuid B rene. Ha
OCHOBAHMU MPOBEJICHHOTO aHAJIM3a AETIA0T BBIBOJ O TOM 00JIEH TUI0A 1iu 310poB. COBpEMEHHBIE
TEXHOJIOTHHU TO3BOJISIIOT MPOBOJUTh M NPEUMILUIAHTAMOHHYIO JHArHOCTHKY: OILUIOAOTBOPEHUE
MPOBOAUTCS B MPOOUPKE, 3aT€M OTOMPAIOT TOJIBKO T€ OIUIOJOTBOPEHHBIE SMOPHOHBI (Ha CTaIuu
HECKOJIbKUX 0JIaCTOMEpOB), B KOTOPBIX HET CEMEHHONM MyTallud U UIMEHHO MX UMIUIAHUTUPYIOT
(moacaxuBaroT) B opranusM matepu. [Ipu qanHoi nporeaype ecTh CBOU PUCKH, KOTOPBIE MOXKET

Pa3BACHUTH Bpad I'CHCTHUK.

I'ne B Poccuu 3aHMMAIOTCH JTHATHOCTUKON M JIeYeHHEM

B naueii crpane ectb MHOTO IEHTPOB, KOTOpble moMoraroT nauuenram ¢ HII-C u npyrumu
penkuMu 3a00JeBaHMSAMH. B KaXJOM W3 PETHOHOB 3a ONPEICNICHHOM KIMHUKON Takke
3aKperieHbl 00s3aTenbcTBa 10  MPOBEIEHUIO (EPMEHTHOM 3aMECTUTEIbHOM Tepamui.
Heo6x01uMo0 yTOYHHTS y Balllero Bpaua-reHeTHKa B PErMOHE M0CiIe YCTaHOBIICHUS AMAarHo3a Ky/a

BaM CJIeAlyeT o0palaThCs 3a MJIAHOBOM M 32 SKCTPEHHOM MOMOIIBIO, €CITH OHA TTOHAJO0UTCSL.

Y3Harb 0oJib1e
B Mupe ecth MHOTO Opranu3zanuii, KOTOpble MOI'yT IOMOUYb BaM HaWTH OTBETHI Ha JIOObIE
npyrue Bonpocsl, cBsa3anHbix ¢ HIT-C:

MexyHapOoIHBIN MOpTAJ IO peIKuM 0oJe3HsIM WWW.orpha.net

EBpOHeﬁCKaH OopraHusanus, 06LeﬂI/IH}IIOH_Ia}I MManueHTOB € pa3HbIMU PECAKHUMU

3abonesanusmu EURORDIS www.eurordis.org

Oo0wmecTBenHbie opranusanuu U ¢gouasl Poccun

HII-C tuna BXOoJuT B epeueHb opdaHHbIX 3a00JIeBaHUH, IeueHHEe KOTOPHIX IPOBOJUTCS
3a CU€T CpENICTB PErMOHAJIBHBIX OIOKETOB, M MAIlMEHThl MMEIOT BO3MOXKHOCThH JICUUTHCS B
Poccuu. TloMoub manyeHTamM MOJNYy4YUTh Ji€UYE€HUE, TOBBICUTh MH(OPMUPOBAHHOCTH OOIIECTBA O
penkux Ooye3HsX, a TaKkke JOOMBATHCS MPOJBUKEHUS 3aKOHOJATEbHBIX HHULIMATUB B 00JaCTH
op¢aHHbIX 3a00J€BaHUI MOTYT OOILIECTBEHHbIE OpraHU3allMi. B ceTn MHTEpHET MOXKHO HaWTH

UHPOPMALIUIO O TAKUX HEKOMMEPUYECKUX 00bEIMHEHUSIX.
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ITomoms ceMbH

KoneuHno, MHOrO€ 3aBHCHT OT Bpaya, CKOJIBKO OH 3HAET IO Bale 3a00JeBaHUE, Kak
NPaBUIBHO OH HAa3HAYWII JICYCHHE M KaK XOPOIIO OH OOBSCHMI BaM MPUHIUIBI Tepanuu. Ho He
3a0bIBaiiTe - OT CeMbU 3aBUCHT YCIEX JIYeHHs HE B MeHblueil creneHu. HyxxHo coOmonats
PEKOMEHIalli, HA TIPU KaKUX YCIOBUSX HE TEPSITh HAJEKIY U CAMOMY CTaTh 3KCIIEPTOM B CBOEM
3aboneBanuu. Yuraiite nureparypy, 00IANTECh C CEMbSIMU, HE CTECHAMTECH 3a/1aBaTh BOIIPOCHI.
N naxe ecnu Bbl He moOenuTe OOJIE3HD IMOJHOCTHIO, U3MEHHUTH JKU3Hb K JIy4lIeMy, CAeJaTbh
POJIHOTO BaM YeJIOBEKa CYACTIIMBLIM B BalllUX CHJax!

Jnisa moniedt ¢ Markoit popmoit 3a00s1eBaHNsg HEOOXOAUMO HAYYUTHCS OBITh HE3aBUCUMBIMU
0T cBoux cemeil. He naBaiite peGEHKY M MOAPOCTKY 3aMKHYTHCS B cebe. EMy HYXHBI py3bs,

06HI€HI/I€ M HaBBIKA CaMOCTOSTSIBbHOM KU3HH.
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Ipunoxenune I'l. BoipaxkenHocTh kanHn4Yeckux nposisjaenuii HII-C B

Pa3HoOM BO3pacTe

Bo3spacr dopma Knunnueckue nposiieHus
<3 mec ITepunaransnas e  HEMMMYHHas BOJSHKA IJIOJA
e  acuuT miuoja
®  renarocIyICHOMETalus Mo
e  BHYTPUIICYECHOYHBIN XOJIECTA3
®  IrenarocIyICHOMETalus
e  MBIIICYHAS TUITOTOHHS
®  33/Iep’KKa ICHXOMOTOPHOTO Pa3BUTHS
e  uH(UIBTPATHI B JIETKUX
Or 3 mecsines 10 2 | Pannss e  IenaroCIIEHOMETAIHs
Jer MUIaIeHYeCKas! ®  33/Iep’KKa IICUXOMOTOPHOT'O Pa3BUTHS
e  MbIIIEYHAs TUIIOTOHMS
e  [IpOrpeccUpyromue MO3)KE€UKOBbIE
paccTpoiicTBa (aTaKcusl)
e  OynpOapHBIi ¥  1CEeBHOOYIBOAPHBIN
CUHIPOMBI (IU3apTpus, qucharus)
Ot 2 510 6 ner [To3auss ®  TeNaTroCIIEHOMETalusl
MIIaJIeHIecKas e  yTpara paHee IPUOOPETEHHBIX
MICUXOMOTOPHBIX HABBIKOB
e MbIIIEYHAs TUIIOTOHUS
e  [pOrpeccUpyomue MO3)KE€UKOBbIE
paccTpoiicTBa (aTakcusi)
e  OynpOapHBId U  1CeBIOOYIbOAPHBIN
CHHJIPOMBI (In3apTpusi, Aucharus)
®  DIWIENTHYECKUE TPUCTYIIBI
e  BEpTHKAIBHBINA Mapaiand B3opa (y aeren
cTapuie 3 Jier)
Or 6 1o 15 FOnomeckas ®  TIenaroCIICHOMEralus
(kmaccuyeckas) e  yTpaTa paHee NpUOOPETEHHBIX HAaBBIKOB
e  [IporpeccUpyomue MO3)KE€UKOBbIE
pacctpoiicTBa (aTakcusi)
e  OynpOapHBIE U 1CeBAOOYNbOAPHBIN
CHHJIPOMBI (In3apTpusi, Aucharus)
®  DIWICNTUYECKUE TIPUCTYIIBI
®  OKCTpamupamHIHBIC HapyIICHHS
(TMmepKuHE3Hl, MBIIICYHBIE JIVICTOHHH,
OpaauKUHEe3HsI)
e  BEPTUKAIbHBIN HAIbAACPHBIA Napany
B30pa
®  rejacTHYEecKasi KaTalIeKCHs
Crape 15 ner B3spocnas ®  CIUICHOMETaJHs/TenaToCIIEHOMETaIHsl
e  yTpaTa paHee IpUOOPETEHHBIX HAaBBIKOB
®  KOTHUTHBHBIEC HAPYLICHUS
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®  [ICUXMATPUYECKHE CUMITOMBI
(mCUXo03bl, Jenpeccuu, Mu30(ppeHonoa00HbIe
COCTOSIHUS)

®  [IPOrpeccUupyrolme MO3KEUKOBbIE
paccTpoiicTBa (aTakcusi, Au3apTpusi, aucharus)

®  DIWICNTUYCCKUE MPUCTYIIBI

e  BKCTpamupamHIHbIC HapYIICHUS
(TUnepKuHE3bl, MBIILICYHbIE TUCTOHUH)

e  BEpPTHUKAIbHBIA HaIbsACPHBIA Mapanuy
B30pa

®  TeacTHYEeCKas KaTaruleKCHs
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IIpunoxenue I'2. Uuaexc BepositnocTu auarnosa HII-C y nereit no 4

JeT

HazBanue Ha pycckom si3bike: Mnaexe BepositHocTu Auarnosa HII-C y nereii 1o 4 jiet

OpurunasibpHoe Ha3Banue (ecnu ecth): The NPC-suspicion index in patients aged <4
years.

Hcrounuk (oHIIHanbHbIi CAiT pa3paboTUYNKOB, MyOIHMKanus ¢ Banuaanuei): Pineda,
M., Mengel, E., Jahnova, H. et al. A Suspicion Index to aid screening of early-onset Niemann-
Pick disease Type C (NP-C). BMC Pediatr 16, 107 (2016) doi:10.1186/s12887-016-0641-7

Tun (Moa4epKHYTH):

- LIKaJ1a OLICHKHU

- WHJIEKC

- BOIIPOCHUK

B ApYroe

Ha3znauenue: kiamHMYecCKas AMArHOCTMKA — OleHKa BeposTtHocth auarnoza HII-C y
MAlMEeHTOB MJIaIIe 4 JIeT.

Conepxxkanne (ma0lOH): KaXJAOMY W3 CHUMITOMOB, xapaktepHeix qis  HII-C
MpHUCBaMBaeTCS OMpEIeJeHHBIH 0al B 3aBUCMMOCTA OT 3HAYMMOCTH JTOTO CHMIITOMa B
JTUATHOCTHKE 3a00JIeBaHUSI.

Kitou (uHTEpnperanus): npu cymMMme O6aioB 6osiee 6 BEpOATHOCTH JUArHO3a CUUTAETCS

BBICOKOU
HeoHaTanbHbli AHaMHe3
LHC CeneseHka MeyeHb Nerkue nepuoa CEMETHBIR
CnneHo- rf\‘ Jlero4Hsie —
Mmeranus AN MHUNLTPaTLI %)
lenactuuyeckas (3 3artamHan (3
3 3 |
KaTannekcus 2 HMentyxa 2
— Y — BopaHka _| Poautenn
- unu acumt [ 2 || unn cubesl [ 6
BepTuKaneHbll o N .
HanbAnenHbiA [ 2 ) T npamoro 0 nnoga c HN-C
ABAAED N Gunupybuna =
napanuy B3opa
[enato- R
meranus (N
[ononHutensHo [ononHutensHo
LHC+ cniieHoMeranua +
ATakcua (2| Atakcus (1)
S \N A
Ymcieennan | YmciseHnan \/ \/ \/ \/
0TCTanocTb \_* )| orcranocts 1)
woro ()

Pucynok 1. Unekc Bepoaraoctu quarnosa HII-C y nereit no 4 ner
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[Ipumeuanue:  CuMNTOMBI ~ aTakCusi W YMCTBEHHas  OTCTaJOCTb  SBJISAIOTCA
JIOTIOJIHUTEIBHBIMU U YUUTBIBAIOTCS TOJIBKO IIPY HAJTMYUHM OCHOBHBIX CUMIITOMOB (TeJacTu4ecKas
KaTaIlIEKCHUsl, BEpTUKAJIBHBIM HAabsIEPHBIN NTapajany B30pa, CIIJICHOMEraus)
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Ipunoxenne I'3. Ungexc BepositnocTu Auarno3a HII-C y nereit

crapuie 4 Jier

HasBanue Ha pycckowm si3bike: Mnaexc BepositHocTu auarno3a HII-C y naunenToB
crapuie 4 jet

OpurunaibpHOe Ha3BaHue (eciu ecth): The NPC-suspicion index.

Hcrounnk (oduiuanbHblii CalT pa3paboTYrKoB, myOnukaus ¢ Banuaammei): Wijburg
FA, Sedel F, Pineda M, Hendriksz CJ, Fahey M, Walterfang M, et al. Development of a
suspicion index to aid diagnosis of Niemann-Pick disease type C. Neurology. 2012;78:1560-7.

Tun (MOIYEpKHYTH):

- L1KaJ1a OIIEHKU

- UHJEKC

- BOIIPOCHUK

B Apyroe

Hasnauenuwe: kimHMYecKkas AMArHOCTHKAa — OlleHKa BepositHoctu nuarnoza HII-C y
MAIMEHTOB cTapiue 4 Jer.

Conepxxanune (1abioH): KaXIOMy H3 CHUMOTOMOB, XapakTepHbix g HII-C
IpUCBaMBaeTCs OIpEIeJIeHHbI 0al B 3aBUCMMOCTH OT 3HAYMMOCTHM JTOrO0 CHUMIITOMa B
JIMarHOCTHKE 3a00eBaHus.

Kmtou (unrepmperarus): [uarno3 Oonesun Hwumanna -Iluka tuma C cuutaercs

BBICOKOBEPOATHOW NpU cymme 6asioB 6onee 70
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i N N RN

6. COBOKYMHbIN BAJUI MO LUKAJIE HN-C )

BUCLIEPAJIbHLIE HEBPOJIOTMYECKUE NCUXUATPUHECKUE

PUCK 0YeHb BbICOKUA (40 6annos / nyHKT)

BepmukaneHeili HadvAadepHbill

o)
napanuy 83opa (4°)
lenacmuyeckas r_m\l
Kamannekcus 49

Puck Bbicokuit (20 6annos / nyHKT)

3amaxcaan Heenmyxa

20 |
HOBOPOMOEHHBIX UNU X0Necmas |
CHuMCeHUe KO2HUMUBHBIX

H3onuposarHan HeobbACHUMARA hyHKYUL UNU PAHHAR |C2():\
cnieHomMez2anusa demeyqu;;

(8 anamuese = 8 Hacm. spems) 20
¢ wiu 6e3 zenamomezanuu

Puck cpeauuii (10 6annoB / nyHKT)

ATaKCUA, HEYKITIOKECTb (10)
WKW YacTble NajeHus (S,
(10| | Cumnmomsi ncuxoza (10)
AuzapTpus unu gucarus (L10) (N,
OuctoHua 10)
AN A
PUCK HU3KUIA (5 6annoB [ NyHKT)
Pe3UCTEHTHOCTb K Tepanuu 5
Mporpeccupytowan ~—— | | mcuxuarpuyecknx cumnromos -
1 NpuobpeTeHHan MblleyHan (5)
CNacTUYHOCTb — [pyrue ncuxuaTpuyeckue -
CUMMTOMBI (=,
PucK gononHuTenbHblii (1 6anno. [ NyHKT)
oy ISP
Boaauka nnoga [ 1 Tunotonus 1
a A 1) )
3agepKKa NCUXoMOTOPHOTO —
agas:mn P [ 1 ) [lecTpyKTUBHOE MU
P arpeccuBHoOe NoBefeHne )
o R
Cubcbl ¢ BOAAHKOM Nnoaa 1) Cypoporu (napuuansHsle B ABTCKOM U MOAPOCTKOBOM -
— WK reHepann3oBaHHble) ( BO3pacrte

1)
i
MuoKnoHyc (1)
AN

Cymma 6annoe no Kateropuam

_—

) c ) )

KomBuHauua Kateropuii (40 6annos — Bucu&ncux; 40 6annoB — BUCU&HeBP; 20 6annoB — HeBP&NCKX)

( BucuepanbHble + ncuxuaTpuyeckue [ﬁ) )
\ J N J

IS A
( BucuepantHele + HeBpoNorMyecKue '\40 ) (HeBponormeCKHe + NCUXMATPUYECKKE |\20/|)

CeMeiiHblii aHamHe3 (1 cTeneHu — 40 6annoB; 2 cTeneHn — 10 6annos)

Puck 2 cmenenu: -
dsoiopodHbie 6pambs/ (10)
cecmpsi —

( nrorHocTmueckuinsann () J

Puck 1 cmeneHu: /:0)
podumenu unu cubeol ¢ HN-C .

Pucynok 2. Unnexc BepostHoctu quarHosa HII-C y nanuenTos crapie 4 et
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IIpunoxenue I'4. CTanaapTHbI BUAEO NPOTOKOJI I KIMHUYECKOMN

OLICHKH ABUIaTEJbHbIX (PYyHKIMHT

HazBanue na PYCCKOM A3BIKC: BUACO-IIPOTOKOJ OCHKH NABUTI'aATECJIbHbBIX (l)yHKIII/Iﬁ npu
HII-C

OpurunanasHoe Ha3Banue (ecnu ectp): Standard video protocol for clinical assessment

Hcrounnk (oduimanbHbIA CalT pa3padOTUYNKOB, IyOJIUKaIUs ¢ Bamyaanuei): James E.
Wraith, Matthias R. Baumgartner, et al. Recommendations on the diagnosis and management of
Niemann-Pick disease type C, Molecular Genetics and Metabolism, 2009,VVolume 98, Pages
152-165,Tun (o J4epKHyTh):

= IKaJia OHCHKHU

- HHJECKC

= BOIIPOCHHUK

= APpYTroc (BI/II[CO IIPOTOKOJ AJId ONCHKH ABHUIATCIbHBIX (bVHKHPIﬁ)

Ha3naueHue: KIMHHYECKAsl TUArHOCTUKA — OIICHKA JBUTATCIbHBIX (DYHKIMIA 0 Tepauy U Ha
done neueHus

Conepxanue (11a0JI0H): BUIECO PETHCTPAIUs OCHOBHBIX CUMITTOMOB, XapakTepHbix st HIT-C.

Kittou (nHTEpripeTanus): moMoraet 3aUKCHpOBaTh OCHOBHBIE KIIMHUYECKUe nposiBienus HIT-
C 1 oLIeHUTh AUHAMUKY UX U3MEHEHHMH Ha (OHE JIeUueHus

Buneo nporokoin

1) Peun (30-45 ¢)

. [Tpousnecure ¢pazy, Hanpumep, «IIpuBet, ceroans dyaecHslit 1eHb» (3 pasa)

2) JIBuxeHUs pyK

o CxuMmanue u pazxxumanue kucrei (5-10 pa3 kaxmoi)

o [TpoTrBOMOCTaBIIEHUS OOJBIIOTO MATBIIA TIOOYEPETHO C KAKIABIM MaTblIeM

. [TanbuienocoBast mpo0a ¢ OTKPHITHIMU I1a3zamu (5—10 pa3 ¢ Kax a0l CTOPOHBI)

3) Crosiaue 1 X01502 60CUKOM

. Crosiaue: crombl BMecTe (15 ¢)

o CrostHue: CTOIBI OHa 3a Apyroi (15 ¢)

. Xoarba + HOpMaIbHBIN TOy000poT (15 )

. Tangemuas xonp0a (cTombl oj1Ha 3a npyroi) (15 ¢)

4) Tlucemo/pucoBaHue (JOMHHAHTHAS PYyKa)

o Hanumure ¢pa3zy, nanpumep «Ceroans 4ylecHbI JeHb». [lJii MaJlleHbKUX JETeH:
c/ienaiTe pUCyHOK MITH CIIUPAJIb

. CxonupyiTe CTpaHUIly

5) JIBuxeHus ria3

o Camonpon3BOIBHEIE JBIKEHHS TJ1a3: BBEPX, BHH3, BIIPABO, BIIEBO (J1Ba ITUKJIA)

o CnexeHue riazamMu (3a MajbleM): BBEpX, BHU3, BIPABO, BJIEBO (ABa pa3a, OIEHKA
CKOPOCTH)

[Tpumeuanue: IlanmeHTHl MIIAEHYECKOTO BO3pacTa C HEOOJBIION BEPOSTHOCTBIO CMOTYT

BBITIOJTHUTB HCKOTOPBIC TCCThI, YHOMSHYTBIC BBIIIC; BUACO3aIINCh JOJIKHA IPOBOAUTCA C COTJIaCUA
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pPOaUTEIA WK OIIEKYHA Y IAUCHTOB JCTCKOI'0 BO3pacTa UJIM C CorjiaCus nmauyvueHTa, €Ciu OH/OHa

ABJIACTCA B3POCJIbIM.
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Hpuiaoxenue I'S. Kiiunnuyeckue ucciae0BaHus ¢ IPUMEHEHUEM

murJycrata npu 0one3nun Humanna-Ilnka, Tuna C

HasBanue Ju3zaiin Kpurepun onenku | 3axiroueHue YpoBeHb
UCCIICIOBAHHS M | MCCIICIOBAHUS 3P PEKTUBHOCTH J0Ka3are
aBTOPBI (6ezomacHOCTH) JBHOCTH
(myOnuKanum)

Kiaunnnueckoe 12 MecauHoe | IlepBuunas [TonoxurensH | B 2
HCCIeI0BaHNe | PAaHJIOMM3UPOBaHH | KOHEYHas TOYKA | BIi ap ekt
OGT918-007: oe, 3¢ (hEeKTUBHOCTH - | MUTIIycTaTa Ha
PangoMu3upoB | KOHTpOJIHMpyeMoe UK CKOPOCTH | HEBPOJIOTUYECK
aHHoe, UCCIIC/IOBAaHHE TOPU30HTAIBHBIX Y€ MPOSBICHHS
KOHTpoJupyeM | 3(p(eKTUBHOCTH U | caKaJUuecKux 0oJIe3HN
oe MIEPEHOCUMOCTH JIBUOKEHU I rna3, | Humanua-ITuka
HccaeI0BaHue | Tpernapara HSEM-(alpha), uma C vy
no 3aBecka® OLICHUBAJIACh C | B3pOCIBIX/TIONP
NpPUMEHEHHU IO (Muromycrar) y 29 | moMoIpko OCTKOB W JIeTeil
MHIJIyCTaTa Yy | B3pPOCIBIX U | KOMIIBIOTEPU3UPOBa | OBLI
BPOCJIBIX u | nmogpoctkoB (20 | HHBIX METO/IOB. | CTAOWJIBHBIM U
neren ¢ | IAlUEHTOB Bropuunsie COXpaHsiICAd Ha
00J1€3HBI0 MOJIyYalii JICYCHUE | KOHCUHbIE  TOYKH: | MPOTSDKECHUH
Humanna- pernapaToM HSEM-b Teparuu 24
Iuka Tuna C MUTJIYCTaT, 9- | (mepBuYHas Mecsa.

Patterson MC, | maxommiuce Ha | MakCHUMaJIbHas JlmuTenbHBIN
Vecchio D, | cranmaptHoii CKOpOCTb OCHOBHOH | IpHUeM
Prady H, Abel | tepanuu).29 MOCJICAOBATEIHLHOCT | MUTIIyCTaTa
L, Wraith JE. | B3pocibix nu HSEM- mHnakmoH | obecrieuynBaer
Miglustat ~ for | GonbHBIX, U3 | aMIUTHTYIBI), TEPaNeBTHUECKY
treatment of | xoTopsIx 20 | rnoranwue, 10 II0Jb3Yy, 4YTO
Niemann-Pick TIOJTyJaJTi B | CITOCOOHOCTB K | TIOATBEPKIAETC
type C disease: a | Teuenue 12 | mepeaBIKEHUIO U | 5
randomized MECSIICB Helipodusmoornde | cradbmiusanuei
controlled MHIIIyCTaT B JI03€ | CKHI CTaTyc OCHOBHBIX
study. Lancet | 200 mMr Tpu pasa B mapaMeTpoB
Neurol JIeHb, a 9 YenoBek porpeccupona
2007;6(9):765- | momyuanu HUS
72; Wraith JE, | cranmaptHyto HEBPOJIOTUYECK
Vecchio D, | Tepamnwuro. B UX TPOSBICHUIN
Jaklin E, Abel L, | crexyromue 12 3a0oneBaHusd Y
Chadha- MECSIIEB BCE OOJIBIIMHCTBA
Boreham H, | 6onpHbBIE HaIAEHTOB.
Luzy C, | mpuHUMaNH
Giorgino R, | murmycrar.

Patterson MC. | Jletu B BO3pacte

Miglustat in
adult and
juvenile patients
with Niemann-
Pick disease
type C: long —

4-11 ner, npenapat
NPUMEHSUTH B JI03€,
pacCUYUTaHHOMN
UCXons u3
TUTOIIA M
IIOBEPXHOCTH Tea.
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term data from a
clinical trial.
Molec Gen 2009
[10,11]

[TameHTs!,
3apepmmBIIMEe 12
MecsuHylo  (asy
HCCIICAOBAHUS,
MTPOIOJDKHITA
Tepanuio U CMOTJIU
MIPOJIOJKHTH
ydactue B
[ (13% 11 12
MECSYHOM
OTKPBITOM,
HEKOHTPOJIUPYEMO
M JTare
nuccienoBanus. 12
MECSIYHOE,
OTKPBITOE,
HECpPaBHUTEIBHOE,
II dazbr
HCCIIeIOBAHUE
MIPUMEHEHUS
npenapara
3aBecka® y gereit
B Bo3pacte 4-12

JIET OBLIO
MIPOBEICHO
napauieIbHO c
pPaHJIOMU3HPOBAHH
BIM
UCCIICIOBAaHUEM Y
B3POCIIBIX
MMAIEHTOB.

HaI_II/IeHTBI, TaK X<
Kak W B IICPBOM

WCCJIEIOBAaHHH,
MPOJOJIKIIIN
Tepanuio B 12
MECSITYHOMN
OTKPHITOH (aze.

MyJabTHIEHT PerpocrniekTnBHO Orenka Crabunusanus C3
poBoe e, 3¢ (HeKTUBHOCTH HEBPOJIOTHYECK
Ha0oaTeIbH | HaOIIOaTeIbHOE npernapara WX TPOSIBICHUN
oe KOTOPTHOE 3aBecka® 3a00s1eBaHUS
PETPOCHEKTHB | UCClenoBaHue y 66 | (MUIIIyCTaT) SABJSICTCS
HOe KOTrOpTHOe | MAallUEHTOB, MIPOBOAMNIIACH Mo | HaWIydIei
HcceoBaHue | TOTy4YaBIIMX TIKaJe JOCTHKUMOU
NpUMeHeHHs JIe4YeHne unBanuaHoctu HII- | TepameBTHuecko
MHIJIyCTaTa Yy | IpernapaTtoM C, U3MepeHus | i  1enpo Yy
nanueHToB ¢ | 3aBecka® IPOBOAWINCH TIO 4 | MAMEHTOB  C
0ose3nbw HII- | (Muraycrat) BHE | KIHOYEBBIM HII-C,

C KITMHUYIECKHIX KPUTEPUIM MMEIOIITNX
HCCJIEIOBAaHUM B | HEBPOJOTMUYECKOTO | HEBPOJIOTHYECK

64




Pineda M,
Woraith JE, Sedel

F, Hwu WL,
Rorhbach M,
Bembi B,
Walterfang M,
Koronke  GC,
Marquardt T,
Luzy C,
Giorgino R,
Patterson MC.
Miglustat in
patients  with
Niemann Pick
disease Type C
(NP-C):
multicenter
observational
retrospective
cohort  study.
Mol Gen Metab.
2009Nov;98(3):
243-9 [9]

CpE€AHEM B TCUCHHC

1,5 JIET.
VyactBoBamu 25
AKCIIEPTHBIX
IIEHTPOB,
MIPOBOJIUIIACH

OLIEHKA MallMEHTOB,
HAOJIIOIaBIINXCS B
2003-2008 IT.
OreHka

s dexTuBHOCTH
npernapara
3aBecka®
MPOBOAWIIACE  TIO
IIKaJje
WHBAJIMAHOCTH
HII-C

VX YAICHUS pH
HII-C: criocobHOCTE
K

CaMOCTOSITEIILHOMY
MepPEeABUKCHUIO,
MaHUTYJISITIT
pyKamu

(TucToHUS/ TUCMETD
us), peyb u
rnoranue. OleHka
MIPOM3BOIMIIACH
TPUXAbI (HA MOMEHT
IMOCTAaHOBKHU
JIarHosa, Ha
MOMEHT HaJana

JIeYeHUs1, TOCIEeTHUN
OCMOTp)

ue MPOSIBICHUSA,
OTpakaroIue
HEOOpaTUMYIO
rUOeIL/TIOBPEK
JIeHUE
HEUPOHOB.
Hacrosmee
HCCIIeIOBAaHHE
JIEMOHCTpHpYE,
9TO MUTIYCTaT
MO>KET
CTaOMIIN3UPOBA
Th
HEBPOJIOTUIECK
ue MPOSBICHUS
3a00yieBaHUs Y
OOJIBIITMHCTBA
NalMeHTOB, B
YaCTHOCTH y
B3POCIIBIX u
TIOJIPOCTKOB.
Bospact Ha
MOMEHT
JTMarHOCTUKHU
OKa3bIBaI
BIIMSTHUE Ha
OTBET Ha
JieueHue, a
KIIMHUYIEeCKas
MoJib3a (t.e.
3aMeIeHHe
IpOrpeccupoBa
HUS
3a00sieBaHus)
Habonanach u
y  TAalHeHTOB
paHHETO
BO3pacTa.
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Ipuioxenne I'6. I'pynnbl npoayKTOB, KOTOPBIE CJIeAyeT

HCKJIIO‘II/IT])/OFpaHI/I‘II/ITL/HpI/lMeHSIT]) oe3 orpaaneHm‘i B II€PBbIC HEAC/IN

TepanuM NpenapaToM MHUIJIYCTAT

N3BEI'ATH OI'PAHUYUTDH BE3
OI'PAHUYEHUN
Myunvie uzoenus, kpynvi
Xie6 Oenblii, BBIIIEYKA, Xi1eb YEpPHBIH,
MeYCHBE MaKapOHbI
Xonbs s 3aBTpaKa ¢ Xonbs 0e3
MOJIOKOM MOJIOKa, KYKypy3a
Puc, 6060BbIC Manka ['peuxa
MscHovle/polOHble U30enus, Heupol
KounbacHbie uznenus Bce BUJIBI
HaTypaJbHOTO Msca, ila
Bce pacTUTEIIbHBIC
KHUPBI
Bce BUIBI
HaTypaJIbHON PBIOHI,
MOPETPOYKTHI, PBIOHBIC

KOHCCPBEI B MacCJIC

Monounvie npodykmol

MoiioyHble  NPOAYKTHI Momnoko c IIpeccoBaHHBI CBIP
(MoOJIOKO,  TBOpOT, HOTYPT), | COAEPKAHUEM  JIAKTO3bI
KpOME€  OTIEeNbHBIX  cOopTOB | MeHee 90%
CBIPOB
Osowu/cppyxmul
Kamycra, nyk, orypust Kaprodens, cBexna Bcee CBEXKUE,
3aMOPOKECHHbBIE OBOILU
(KpoMe mepedMCIeHHBIX B
JPYTUX pa3jenax)

Harypanbnsie
(pPYKTOBBIE COKH, MIOPE

Hecnankue ppykTs

ﬂecepmbl, HanumkKu

[eceprtsl, cnagoctu

opexu

['moko3a,  ¢pykTo3a,

M€l

Bapense, CUPOIIBIL,
CIIaJKU€ COKH, Tra3UpOBAHHBIE
HAIIMTKN

TpaBsHple wam  C
[JIFOKO30M, OTBap LIUIIOBHUKA
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Ipunoxenue I'7. [leppoguaHOCTH, NOBTOPHBIX 00C/I€10BAHUI

nanueHToB ¢ 0oJe3ub0 Humanna -Ilnka tuna C

IlepuoguyHOCTH
ITapamerpbl .
NMOBTOPHBIX 00CJIe0BAHUIT
Obuue
ITomHoE (dbu3uKaIbHOE o0caeaoBanue,
BKIIIOYasi U3MEPEHHE pOCTa, BECa, OKPYKHOCTU Kaxnpre 6 mec
T'OJIOBEI

Heeponozuueckoe obcnedosanue

Onenka 1o mkaie naBanugaocta HIIC

Kaxnpie 6 mec

Buneosamnuch  OCHOBHBIX  JIBUTATEJILHBIX
byHKIMI

Kaxnsie 6-12 mec

Buneo—331" MOHMTOPHUHT, IO BO3MOYKHOCTH,
JIHEBHOT'O MJIM HOYHOI'O CHA

Kaxnasie 6-12 mec

/lpyzue noxazamenu

OI_IGHKa TIICUXOHCBPOJIOTHICCKOI'0 CTATyCa

Kaxnpsie 6-12 mec

Aynuomerpus CIIyXOBbIE BbI3BaHHBIE
YA TP, X Kaxnbie 6-12 mec
HOTEHIMAJIbI
3puTenbHbIE BBI3BAHHBIE NOTEHIIUAIBI Kaxpie 6-12 mec
bunokynsipHas JIEKTPOOKYJorpadus

(peructpanysi CakKaauueCcKUX JBH)KEHUH TJ1a3)

Kaxnpsie 6-12 mec

Jlabopamopnuie no

KasameJu

buoxumnuecknii ananus xposu (ACT, AJIT,
KaJIbIUI 00Iuni )

Kaxnasie 6-12 mec

OOuwmii aHaJIM3 KPOBU

Kaxnapie 12 mec

UccnenoBanue nuzochunromuenuna 509 B
MSATHAX KPOBU /WM XOJIECTaH TPUOJIA B TIa3Me
KpOBU

Kaxnaeie 12 mec

Y3U opranoB OpronIHON MOIOCTH

Kaxnapie 12 mec

MPT wmnu KT rososHoro mosra

Kaxneie 12 mec
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IIpunoxenue I'8. [IpaBusia 3a60pa OMomMaTepuasa J1Jisi NPoBeAeHUS

AUATHOCTHKHU B IIATHAX BblcyHIeHHOﬁ KpoBH

KpoBb coOupaercs Ha  CTaHAAapPTHYIO
KapTOYKY-(PHIbTp (Ne903), KOTOpast
IPUMCHSICTCS TUTS CKpUHHHTA

HOBOPOXACHHBIX B Poccuiickon denepanuu
WIA QHAJIOTUYHYIO JUISl TOJIyYEHHUS CyXOro
naTHa KpoBu. KpoBb MokeT ObITh, Kak
KamwuisipHass (W3 Tanbla, MATKH), TaK U
BEHO3HasA. BeHO3Hast KpoBb coOMpaeTcs B
npoOUpKy, AaKKypaTHO TIEPEeMEUIMBACTCS M|
3areM  OBICTPO C  TOMOLIBI0  IHIETKU
HaHOCHUTCA Ha GuiabTp mo 25-50 MKJI KpOBH Ha
KaXIyI0 BbIIEIeHHYI0 001acTs. HeoOxoanmo
XOPOIIO MPOIUTATh BBIACICHHYIO 00JIacTh Ha
¢mwietpe  (puc. 1). IIpeanouyrurensHO
cobupaTh 00pa3ibl nocie epl uepes 40 MUHyT
- 1 vac. Bo3MOXHO TaKkke OCyIIECTBUTh 3a00p
KPOBH M HATOIIAK.

Ha KapToukKe-(uiIbTpe 00s13aTeNIbHO
JOJDKHBI OBbITh YeTko ykazanel ®UO, kem u
OTKY/Ia HaIlpaBJIeH MAIMEHT, aTa POXKICHUS U
TenedoH Jieyaniero Bpadya (pUucyHoK 2).

O06pa3zer] cyxoro nsaTHa KpOBH BKJIaIbIBAETCS
B YHCTHIH KOHBEPT, JMOO B YHUCTHIN (ailn.
Kaprouka-¢puibTp He JOIDKHA COMPHKACATHCS
C TPS3HOW TMOBEPXHOCTBIO M C OOpasiamu
Jpyrux nanueHToB. Heo0xoauMo npuiioXxuTh
K oOpa3naM HWH(POPMHPOBAHHBIE COTJIACHS
MaIMeHTa WM €ro 3aKOHHBIX NPeICTaBUTeNeH

Ha MpoBeieHHE J1a00PaTOPHBIX UCCIIETOBAHUIMA

XXXL

Kanam A0nKHEl NONHOCTBIO NPONUTaTL KPYXKN ¢ 06paTHOI CTOPOHBI
He kacaiitecs 061acTit, NponNMTaHHO KPOBLIO

Pucynoxk 1. O6pa3zen npaBuIbHOTO

HaHeCeHHs KPOBU Ha KapTOUYKY-(DUIBTD

’N\ - — - - -

s TN TN TN
DIVIIIO
\
903 & 2023-10 000002Q/W001

XpauuTs npu +2 - +25 C*

6 0010608

®HO0 Naymnenra

[Dara powaeHus J[ara 83ATUA KPOBK MNon
DUO Bpava

nny / fopoa / Aapec

E-mail epaua
TenedoH spava

Tect
DGaGpu D Nomne Dl’ome D Mnc1 DLvso-GL 1 D Lyso-GL-3

l:] CemenHbIA CKPUHKMHI. MyTauun:

Pucynok 2. O6pasen kapTouku-QpuibTpa

AJITOPUTM JelCTBHH MeIMIMHCKOI0 IMepPCOHAJIA IIPH B3ITHH 00pa3L0B KPOBH
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®  BBIMBITh PYKH (TUTHEHUYECKUN YPOBEHb), HA/IETh IEPUATKHY;

e  BBIMBITH PYKH NalMeHTa (MATKY peOeHKa, B CIIydae, €CIM KPOBb OepeTcst U3 MATKH);

®  [pOTepeTh 00JaCTh MPOKAIBIBAHUS CTEPHIIbHON caneTKoid, cMoueHHoi 70% crnupTom,
IPOMOKHYTb CyXOW CTEPHIIBHON Cali(heTKOM; - MPOKOJIOTh CTEPUIIBHBIM OJHOPA30BBIM
cKapu(dUKaTopoM;

®  CHSTH NEPBYIO KAIUTIO KPOBH CTEPUIIBHBIM CYXHUM TaMIIOHOM;

e  MSAIKO HA/IaBUTh JUIS MTOJyYSHUS BTOPOW KAl KPOBH;

®  [PUJIOXKHUTH NEPIECHANKYIISIPHO TECT-OaHK K Karjie KPOBH U MPOMUTATh €ro KPOBBIO HACKBO3b;

®  AHAJIOTMYHBIM 00pPa30M HaHECTH Ha TecT-OJaHK 6-8 Kamelb, BUJ ISTEH KPOBU J10JKEH ObITh
OJIMHAKOBBIM ¢ 00€HUX CTOPOH.

®  BBICYIIUTH TECT-OJaHK B TOPH30HTAIILHOM MOJIOKEHUH Ha YHCTON 00€3’)KUPEHHON TTOBEPXHOCTH
He MeHee 4 4 0e3 MpUMEeHEHHsI TeTUTOBOH 00paOOTKH | MOMaIaHus IPSIMBIX COJTHEYHBIX JIydei;

e  YIaKOBaTh TECT-OJIAHKU B YMCTHI KOHBEPT TAaKUM 00pa3oM, 4TOOBI MSATHA KPOBH HE

CONIpUKaACAINCh.

Oco0enHocTH Ipy HH(PY3HOHHOH Tepanuu
HexoTtopsie manueHTsl MOTYT TIOJIy4aTh HHGY3UOHHYIO TEPAINHIO, TIEpPETMBAaHIE KOMIIOHEHTOB
KpOBHU, YTO MOXET OKa3aTh BJIMSHHE Ha pe3yabTarhl TecToB. Hampumep, npu mepenuBaHUM TIa3Mbl
KPOBH MOTYT OBITh MOJIyYEHBI JIO)KHO-OTPHUIIATeNIbHbIE PE3yAbTaThl, TAK KaK onpeaensieMbie (pepMeHTHI
HAXOJATCS B TUIa3Me U B KJIETKaX KpoBU. PekoMeHayeTcst ocyIiecTBUTh 3a00p KpoBU A (hepMeHTHOH
u JIHK-nmuaraoctuku He 9 paHee yem uepe3 6-7 THEH Mocie MepeTMBanus I1a3Mbl KpoBU U uepe3 7-10
JTHEW MocJie MepeInBaHus KOMIIOHEHTOB KPOBH
He nonyckaercs 3a60p KpoBu
e Cpazy MocJe MPOBEAEHUS MAMeHTY HH()Y3MOHHON TepaIui;
e Cpa3y IOCIJIEe 3aMEHHOTO NIEPEINBAHUS KPOBHU.
XpaHeHHne U TPAHCIIOPTHPOBKA OMoMaTepuaJia
OO0pa3ibl BBICYIICHHBIX MATEH KPOBH MOXXHO XPaHUTh B OOBIYHON KaMepe XOIOAMIbHUKA
nipu +40C 1o otnpaBku. Cpok XpaHEHUs 10 MOMEHTA OTIPABKHU HE JOJKEH MPEBBIIATH 7 JTHEH.
Ecnu xpanuth nonbiie u mpu 0osiee BBICOKOW TEMIIEpaType, TO aKTUBHOCTh ()epMEHTa Jaxke B

HOPMEC MOXKET CHUKXATHCA, YTO ITPUBCACT K JIOKHO-TIOJIOKUTCIIBHBIM PE3yJIbTaTaMa
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