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Knunndeckue pekoMeHaalny o JUarHoCTUKE U JieueHuto 0one3nn HumanHna-
[Tuka, Tun C (HII-C) y neteit 1 B3pocibIx

1. Memoooaozus

MeTo/1p1, UCIIONIB30BAaHHBIE U1 COOpa/CeNeKIINU JOKa3aTEeIbCTR:

ITowuck B anekTpoHHBIX Oa3ax manHbix PUbMed u Medline.

JlaHHBIE KIMHUYECKHE PEKOMEHAAIMH TIOAITOTOBJIEHBI HA OCHOBAHUH MEKyHAPOIHBIX
KIIMHUYECKUX PEKOMEHIAINI O JMarHOCTUKE U TaKTUKE BeneHwus Oone3san Humanna-ITuka
tuma C (Niemann-Pick type C), pazpaboTaHHBIX TpYIIION SKCIepToB 1o 6osie3nn Humanna-
[Muxka, Tun C, a Taxoke 0030pa MyOIMKAINH KIMHHYECKUX UCCIIETOBAHHA.

Mertoabl UCIIONB30BAaHHBIE /7151 OLIEHKU KaueCTBa U CUJIbI I0Ka3aTEIbCTB:

KoHcencyc akcniepros

OneHka 3HaY4MMOCTH B COOTBETCTBHH C PEUTUHIOBOM cXxeMoii (Tabu. ).

Tabauua 1. PeliTuaroBas cxema Jis OIICHKH CHIIBI PEKOMEHTAIIHA.

Cuna OnucaHye 3HAYUMOCTH
pEeKOMEHIALNM

A CuitbHas (00sI13aTEIIBHBIC)

B Cpenusis (peKOMEHTyeMBIE)

C Cnabas (BO3MOXKHEIE)

Tab6auua 2. PeiftruHroBas cxema /st OIeHKH Kiacca (YpOBHS) T0Ka3aTeNbCTB.

Krnaccel (ypoBHM) J0Ka3aTENLCTB Onucanue

Knacc I (ypoBens A) Bonbinye aBOiHBIE cliemnble MIaneO0KOHTPOIHPYEMBbIe
HCCJICIOBAaHUA, a TAKKE JTaHHBIC, IOJTYYCHHBIC IPU META-aHAJIN3E
HECKOJIbKUX PaHIOMHU3UPOBAHHBIX KOHTPOIUPYEMBIX
HUCCIIEI0BaHUMN

Kinacc II (ypoens B) Hebonpmme paHaoMI3UpOBaHHBIC U KOHTPOIUPYEMEIC
HCCIIEIOBAHMS, ITPU KOTOPBIX CTATUCTUYECKUE JAHHBIE TOCTPOEHBI
Ha HeOOJIBIIIOM YHciIe O0JIBHBIX

Knacc III (ypoeens C) HepannomuzupoBaHHble KIMHUYECKUE UCCIIEA0BAaHUS Ha
OrPaHUYEHHOM KOJHMYECTBE NAllUEHTOB

Knacc IV (yposens D) BripaboTka KOHCEeHCyca TpyHIIoi SKCIIEPTOB 110 ONpeeIEHHON
npoOieme

2. OmnpenejieHue, NPUHIMIBI THATHOCTUKH

Kox MKB-10



E75.2 - Ipyrue chUHTOIUI 0361

bonesnp Hwumanna-ITuka, tunm C (HII-C) sBasercs peakuM HacCIEACTBEHHBIM
MYJIbTUCUCTEMHBIM 3a0oJieBaHUEM, BbI3bIBaeMbIM MyTanusimMu B reHax NPCLl (B 95%
ciydaeB) win NPC2 (okonmo 4% ciy4aeB), 4TO BeOeT K HAPYIICHUIO BHYTPUKIETOYHOTO
TPAHCHOPTA JIMIHUIOB U HAKOIUIEHUIO XOJECTEPUHA U TIMKOCHUHTOIMIHUIOB B T'OJOBHOM
Mo3re W Jpyrux TkaHsx. Yacrora 3aboneBanust cocrasisier 1:100000-1:120000 >xuBbIx
HOBOPOXJIeHHBIX. Cpen XapakTepHbIX HeBposornyeckux nposisiaenuid HIT-C nabmogaroTes
OKYJIOMOTOPHBIE PAacCTpPOWCTBAa B BUJIC HapyUIEHUN cakkaguueckux nBmkeHuit riaz (CUI)
WIM BEPTUKAJIBHOIO HaabajaepHoro napanuda B3opa (BHIIB), mo3xeukoBble HapylieHUs
(arakcus, AUCMETPHUs), MUCTOHHUS, AU3ApTpUs, mucharus MU rejgacTHYecKas KaTaruIeKCHS.
Taxke y mNanuMEeHTOB YacTO HAOMIOAAIOTCS HHIICNITUYECKHE CYIOPOKHBIE IMPUCTYIIBI.
OOBIYHO HAYATIO HEBPOJIOTUYECKUX MPOSBICHUI MPUXOAUTCSA HA JETCKHI BO3PacT, XOTSI BCe
0o0JIbIlIee KOJTMUYECTBO CIy4YaeB BBISIBISIETCSA U JUArHOCTUPYETCS B 3pEJIOM BO3PACTe, B CBA3ZH C
MO3JHUM IPOSIBIIECHUEM HEBPOJIOTUYECKUX U MCUXUATPUUECKUX CUMITOMOB. Pacnipenenenue
MAIeHTOB TI0 BO3pacTy MaHU(ECTAllMd HEBPOJIOTUYECKUX NPOSBICHUH  (Ha4ao
3a0ojeBaHMss B~ paHHEM  JETCKOM,  TO3JHEM  JIETCKOM,  IOBCHWJIBHOM W
MOJIPOCTKOBOM/B3POCIIOM ~ BO3pPacTe€) MOXKET OBITh TOJE3HBIM JJIi OICHKH TEYCHHUS
3a0oneBaHus W OTBeTa Ha JiedeHwe. llepBoe MeXAyHapOJHOE PYKOBOJCTBO IO
knuHudyeckomy BeneHuto HII-C y nereit m B3pocnbix Obuio omyOnukoBano B 2009. B
ceHtsiope 2012 ObuTK OmMyOIMKOBaHBI OOHOBJICHHBIE PEKOMEHIAIINN, BBIPAOOTAHHBIE B XOJE
ouepenHoro cosenianus B [Tapmxke, @paHiius rpynmnonl MexXIyHAPOIHBIX SKCIIEPTOB.

OT0op mnanMeHTOB [UId JMArHOCTHUKH OCYHIECTBISETCS HA OCHOBAHMU CEJIEKTUBHOTO
CKPUHUHTAa — BBIJEJICHHE TPYIIbl MAlMEHTOB, HMMEIONIMX XapaKTepHblEe MAJs JIaHHOTO
3a0oseBaHus KIIMHUYECKHE CUMIITOMBI (BUCLIEpaANIbHBIE, HEBPOJIOTUYECKHE,
MICUXUATPUYECKHE) JIs IPOBEACHUS ajbHeIIero 1a00paTopHOTO TECTUPOBAHHUS.

HpI/I HaJIM4nun COOTBeTCTBYIOH_[eﬁ KJIMHUYECKOH KapTUHbl JUArHo3 IIOATBCPKAACTCH
OMOXUMUYECKUMH H MOJICKYJIAPHO-TCHCTUUCCKUMU MCTOJaMU.

2.1 KnuHuyeckue NpU3HAKHA U CUMITOMBI, XapakTepusie 1Jst HII-C

HII-C sBnsiercs MynbTUCUCTEMHBIM 3a00JI€BaHHEM; KITMHUYECKHUE TIPOSBICHHS, KOTOPBIE
yKa3pIBalOT Ha BO3MOXHBIM aumarHo3 HII-C, Bkmrouator B cebs  BUCIHEpaAIbHbBIE,
HEBPOJIOTHYECKUE U ICUXUATPUUECKUE CUMIITOMBI.

B nactosmee Bpems npussThl cieaytouie gopmbl HII-C, ocHoBaHHBIE Ha Bo3pacTte
MaHU(peCcTallM HEBPOJIOTUYECKUX MPOsBIECHUIN 3a00ieBaHMs. TepuHATalbHAas (HAdano B
Bo3pacTe <3 MecsIleB), paHHsA MiaJeHuecKas (B BO3pacTe OT 3 MecsIeB 70 2 JIeT), MO3aHIS
MianeHdeckas (B Bo3pacte 2 1m0 6 neT), loBeHWIbHas (B Bospacte 6-15 ner) u
MOAPOCTKOBast/B3pocias (B Bo3pacTe crapie 15 ier).

Yacro nabmongaercs paznuuyHoe knuHudeckoe TeueHue HII-C y cubcoB, HecMOTpsl Ha
TOXJACCTBEHHOCTh TEHOTHUINA W Ouoxumudeckoro (enoruma. [lamueHTHI, POAUBIIHMECS C
TSOKENION TMepuHATAIbHOW (QOpMOIi, MOTYT UMETh CHOCOB C HayalloM HEBPOJIOTHUYECKUX
MIPOSIBJICHUH B JIETCKOM WJIH TIOJJPOCTKOBOM BO3pacTe.



2.1.1 HespoJioruueckue nposiBjaeHust

Heponoruueckue Hapymenus npu HIT-C yacTo pa3BHUBarOTCS MOCTENEHHO, NCOIOTHPYS
TAaKUMHA  HECTICU(PUUYECKUMU CHUMITOMAaMH, KaK CHIDKEHHE MBIINIEYHOTO0  TOHYyCa
(meHTpasbHasE THWIOTOHUS) WM 4YacThle TNAJCHUS, HEYKIIOKECTh B CIydasx Hadala
3a00JIeBaHUs B CTapIEeM JIETCKOM BO3pacTe.

B cnygasx ne6iora HII-C B panHeM W TO3MHEM MIIQJICHYECKOM BO3pacTe OOBIYHO
BO3ZHUKACT 300epiicKa UIU NpeKpawjeHue pazeumusi OYHKYuu pedu ¢ 3a0epiuckou obueco
KOCHUMUBHO20 W/ MOMOPHO20 pa36umusi Uau 03 TaKOBOH.

Haunnasi ¢ mo3aHero MiIaJieHIeckoro Bo3pacTta 1 crapiie, 9acTo HaOJII01aeTCsl OUH WIIH
HECKOJIBKO MO3’KEUKOBBIX CUMOTOMOB. K TUNMYHBIM HeBpoJiorndeckum nposieHusm HII-C
OTHOCSITCS ~ HapylICHUE IOXOAKH, MO3KE€UKOBasi AaTakCHs, JHUCTOHMS, JIUCMETPHS,
TUCANAI0XOKHWHE3, MU3apTpus U aucdarvs, rexacTudeckas KaTarwieKCHs, SMIICTITHYSCKUE
MPUTIAJIKU, HEUPOCEHCOPHAs TYTOYXOCTb.

Mo3soiceuxkosas amaxcus SBISETCS YaCThIM MPOSBICHHEM B Clydasx MaHU(eCTaluu
3a00JIeBaHUS BO B3POCIIOM BO3pACTe.

Jlucmonus cBsizaHa C MOpPaKEHUEM T0J0CATOr0 Tejla U 4acTo MaHu(ecTupyer (hoKaabHOM
JMCTOHHEN, ITOPaXKAIOIIEH KUCTU U JTULO. [ 'eHepanrn30BaHHas TUCTOHUS MOYKET MPOSIBIATHCS
HapylIEHUEM  IOXOJIKM, MaTOJOTMYECKMMH  mo3aMu. OCTpbld  MuUoOKIoOHyc — WU
MUOKJIOHUYECKULl mpemMop MOTYT Pa3BUBATHCS B MPOIECCE MPOTPECCUPOBAHUS 3a00IeBaHUS
WJIM UHOTJ]a BO3HUKATh Ha paHHUX craausx pazsutus HII-C.

Jlucghazuss MOXKET TOSBIATHCS HA PAaHHUX CTAIUsAX 3a00JICBaHUS WIA PAa3BUBATHCS MO3KE U
MIPEJICTABISET CEPhE3HYI0 MpOoOIeMy JUIsi KIMHUYECKOTO BeICHHsSI OONBHOTO, IMOCKOJBKY
CEpPbE3HO HapYIIA€T BO3MOYKHOCTh CAMOCTOSITEILHOIO IHTAaHWUA Ha TMO3JHUX CTagUsAX
3a00J1€BaHUs, TOBBIMIAS PHUCK AaCHUpaIllMd M, BCICACTBHE 3TOTO, CEPHE3HBIX JICTOYHBIX
nHpeknmidi. Jlucdarus MoXKeT HaYMHATHCS C TPOCTOrO TOMEPXHBAHHS WM KAl IPU
MpreMe MU, OOBIYHO MPHU YIIOTPEOICHUH KUIKOCTH.

Oxynomomophvie HapyuwieHus SBISIOTCS oTanyuTeNbHbIM npusHakoM HII-C, nabmomasce y
81% mamueHTOB MO pe3yibTaTaM KPYMHOMACHITAOHOTO PETPOCIEKTHBHOTO HCCIIEIOBAHUS,
OOBIYHO HAYMHAIOTCS B CTapIIeM MJIaJIEHYECKOM BO3pAcCTe C HAPYIICHHS CAKKaJIUYeCKHX
newkenuit rma3z (CADY). Hapymenus CJIT moryT ObITh HpOMYIIEHBl HPU KIWHUYECKOM
OCMOTpE, €CJIM HEe OIEHUBAIOTCS CaMOIPOU3BOJILHBIC IBMXKCHHS TJIa3HBIX sI0JOK. [laHHBII
CUMIITOM BBIABIISIETCSI TpakTUyecku y Bcex mnanueHtoB ¢ HII-C npu npaBuiabHOM
oOcneoBaHUU, W peajdbHas PACIPOCTPAHCHHOCTH JAHHOTO CHMIITOMA, BEPOSTHO,
HelooleHnBaeTcsd. [lepBoHaYaIbHO MOPa)XarOTCS BEPTUKAIbHBIE JBHXKEHHUS IJa3, 3aTeEM
MPUCOEIUHSIOTCS HApYIIEHHUS TOPU3OHTAIBHBIX Cakkald. M3HayalnbHO CTPAalarOT TOJIBKO
CaMOIIPOU3BOJIbHBIE CAKKAIMYECKUE IBUKEHHUS, & MEJUJICHHBIC IUIABHBIE CIICIAIINE ABUKCHUS
IJ1a3 MOTYT OBITh HOpMaJbHBIMU. CO BpEMEHEM 3TH HapYIICHUS TPOTPECCUPYIOT 10 MOJTHOTO
BEPMUKAILHO20  HAOBAOEPHO20 NApAIU4a 630pd, HAUMHASACH C MPOTPECCUPYIOMIETO
YMEHBIIIEHUS CKOPOCTH CAKKAJIWYECKHX IBIKEHUU (XOTS BpeMs 3aICPKKU CAKKATUIECKUX
JBUKEHUU OCTAE€TCS HOPMAJIbHBIM), MPHUBOAS K TMOJHOMY TMapajiudy CaKKaJHuueCKUX
IBUKEHUH T71a3. BecTuOynookynspHblil pedekc 4acTo COXpaHEH B TEUYEHUE JITUTEIBHOTO
BPEMEHH, YTO TMOATBEPXk,AAeT TOT (PAaKT, YTO Mapanuy B30Opa SBISIETCS JEHCTBUTEIHLHO
HaJIbSIIEPHBIM 1O CBOEH IPUPOJIE.

Kamannexcus sBNS€TCS OTHOCUTENBHO CHEUU(DUUYHBIM U YacTHIM HEBPOJIOTHUYECKUM
npusznakoMm HII-C, HabmiomaeMbIm, B 11e710M, 0ojiee YeM y TTOJIOBHHBI TarmeHToB. OHa pexe
HaOII01aeTCs y MAIMEHTOB PaHHETO JIETCKOTO BO3pAacTa, Yallle OTMEYasiCh B CIIydasx Hayala
3a00J1€BaHUs B TIO3THEM MJIQJICHYECKOM U FOHOIIECKOM Bo3pacte. KaTamiekcus mposBiseTcs
BHE3AHOM IOTEPEN MBILIEYHOIO TOHYCAa B HOrax WM, MHOT/A, B YEIIOCTH WM LIee U
MIPOBOIMPYETCS SMOIMSIMH, HalpuUMEp CMexoM (TeracThuueckas KaTaruiekcus). JlanHbrit



MPU3HAK JIETKO MPOMYCKAaeTCs M YacTo OLIMOOYHO MHTEPIPETUPYETCS Kak BTOPHYHBIC
MaJICHUS M3-32 aTAKCUH WA KaK aTOHUYECKUE SMUICTITUICCKUE TIPUCTYIIBI.

Onunenmuueckue npucmynsl pexe HaOJIIOAAIOTCSA Y MALMEHTOB C HadaioM 3a00JieBaHHS B
paHHEM MIIAJICHYECKOM WJIM B3pPOCIIOM BO3pAacTe, YeM B CIIyYasx C Ha4ajJoM 3a00JICBaHUS B
MO3JHEM MJIQJIEHYECKOM U oHOIIecKoM Bo3pacte. Y mauueHtoB ¢ HII-C moryt ormeuaTsest
no0bIe THITBI AMUIEITHICCKUX MIPUCTYIIOB (mapuuanbHbIe/POKATBHBIC,
reHepaTN3UPOBAHHbIC, A0CAHCHI, MUOKIIOHHYECKUE, TOHUKO-KJIIOHUYECKHE); IPUCTYIIBI MOTYT
3HAYUTEIBHO OTJINYATHCS 10 HHTEHCUBHOCTH U YacTOTE.

Hetipocencopnas myzoyxocms YacTo BCTpeYaeTcss Ha MPAKTUKE, HO OMyOJIMKOBAaHHBIE
COOONICHHUS TI0 JAHHOMY HeBpoJioruueckoMy nposieiernto HI1-C HeMHOrouncieHHBI.
Ilepughepuueckasn meuponamus SBASETCS peAKUM ocioxHeHueMm y mnamnuentoB c¢ HII-C,
KOTOPOE MOXET HaOII0IaThCsl PU MitafieHdecknx (popmax. OHa HUKOTAa HE HAOJIIO1aIach B
cllydasix Havajia 3a00JIeBaHMs B IOHOIIIECKOM HIIM B3POCIIOM BO3pacTe.

2.1.2 KorHUTHBHbIE HAPYLIIEHUS

CHuotcenue KoeHumuenvlx @yHnKyul HadIIOJaeTCsl MPAKTHYECKH y BeexX manueHToB ¢ HII-
C ¢ nebrotom 3a60s1€BaHuUs B M1OIPOCTKOBOM/B3POCIOM BO3pACTE, HAUMHASL C OIIPEICIIEHHOIO
MOMEHTa pa3BUTHUs 3a00JI€BaHUS, HO PEJIKO DPACIIO3HAETCS B JIETCTBE HAa paHHUX ATarax
pa3zsutus HII-C.
VY manueHToB ¢ HayaJioM 3a00JIEBaHUS B MO3JHEM MIIAJICHYECKOM M FOHOIIECKOM BO3pacTe
OTMEYaJIM IUIOXYIO IIKOJIBHYIO YCIIEBAEMOCTh M 3aTPYAHEHUS U O0YUEHUH.
Koruurusnsie Hapymenuss npu HII-C, B ocHOBHOM, HauMHarTCAd C JIOOHO-ITOAKOPKOBBIX
paccTpOICTB U XapaKTEPU3UPYIOTCS CHUKEHHEM HCIOJIHMUTENBbHOM (DYHKIMM U CIOBECHOH
MaMsITH, a TAK)KE YMEHBIICHUEM CKOPOCTH 00paboTKH MHPOPMAITUH.
IIpu mnporpeccupoBanun HII-C, y mnauueHTOoB OTMeuaercs Oojiee SBHOE YXYALICHHE
KOTHUTHUBHBIX (DYHKLIMH, Belyllee BO MHOTHX CIIy4dasix K BBIPQXKEHHOH JIeMEHIUU C rpyObIM
JUCPETYISATOPHBIM CUHAPOMOM U HAPYILIEHUEM MaMSITH.

2.1.3. IlcuxuaTpuyecKkne NposiBJeHUA

[TaumenTs! ¢ HIT-C ¢ Hauanom 3a0oneBaHus B OJPOCTKOBOM/B3pPOCIIOM BO3pacTe 4acTo
NEOIOTUPYIOT TICHXUYECKUMU TPOSIBICHUSMH, TaKXe COOOIMAJIOCh O TAalMeHTax ¢
MaHH]ecTalel 3a601eBaHus B IOHOILIECKOM BO3pacTe C MOBEJCHUECKUMH OTKJIIOHEHUSIMU B
AHAMHE3€ U JAPYTMMHU IIPOABJICHUSMU, O6paHIaBIHI/IXC$I MMO3KEC IO MOBOAY ICUXHMYCCKHUX
3a00JIeBaHUH.

VY mamueHToB ¢ HadajuoM 3a00JieBaHUS B IOHOIIECKOM BO3pacTe 4acTo HaOIIOAAroTCs
npobeMvl nogedenus:, HapyuieHue 00y4uenusl, paccmpolcmeo IKCNPecCU8HoOU pedu, CUHOPOM
Ooepuyuma 6HUMAHUSL C SUNEPAKMUBHOCMBIO.

Ilcuxo3 ¢ 1M30()PEeHONOJOOHBIMU MPOSBICHUSAMHU SIBJISETCS YacThIM CHMIITOMOM Y
noapocTkoB/B3pocibix manueHToB ¢ HII-C, ormeuaercst ¢ wacrotoit no 25% ciyuaes.
Knunnueckue nposBIeHUS YacTO HEOTIMYMMBI OT MIHU30(PEHUU C THUIIUYHBIMU CIYXOBBIMU
TaJIFOIUHAIIUIMU, 6pe)IOBI)IMI/I naesamMu, paCCTpOﬁCTBOM MBINIJICHUA W IIOBCACHUA, MOT'YT
HaAOII0AAaThCS MapKepbl OPraHMYECKOTO TICHX03a, B TOM YHCJE 3pUTEIbHbIE TaJLTIOIMHALINY,
HapylIeHHe KOTHUTUBHBIX (YHKIMNA U PE3UCTEHTHOCTh K IICUXOTPOITHOM Tepanuu.

Taxxke MoXeT HaOmoJaTbcs Kamamouus, HaubOojiee 4acTo — Yy MAIMEeHTOB C HayajJoM
3a0oJeBaHnsl B paHHeM Bo3pacte. OHa 4acTO He MOAJACTCS JICYCHUIO M MOXKET CUHUTAThCS
MIPU3HAKOM OPraHMYECKOr0 ICUXUYECKOTo 3a00JIeBaHMUS.

Coo0manoch 0 IPYrHX CEphEe3HBIX ICUXWYECKUX TIPOSIBICHUSX, BKIIOUAS Oenpeccuro,
ounonsaproe u 06ceccu8HO-KOMNYIbCUBHOE PACCMPOLUCMEA.



B3pocnsie B Bo3pacte >30 yeT uamie oOpamialTcs ¢ OucpeyisamopHuiM CUHOPOMOM,
KOTOPBI XapaKkTepU3UpyeTcs HApyIIEHUIMUA TOPMOXKECHHUSI, INIAHUPOBAHUS U OPraHU3alluH, a
TaK)KE CHIDKCHHEM KPUTHYECKOW CaMOOIICHKHM M KOTHUTHUBHOW THOKOCTH, BO3HHMKAIOIIHX
paHbllle pa3BUTHUS HAPYILICHUS AMSATH U JPYrux oOnacTeld mo3HaHUS.

2.1.4 BucuepaJjbHble NPOsIBJIEHUS

Bucnepansnbie cumnromsl HIT-C BrirodaroT B ceOs IpOSIBIEHUS CO CTOPOHBI NEYEHHU,
CEJIE3eHKH, JIETKUX U APYTUX OPraHOB
[IposiBnenuss 6onesnn HII-C B HeonatanpbHOM mepuoae orMmedaercs B 45-65%

cnydaeB. Hambonee paHHMM KIMHHYECKHM TPOSBICHUEM, HE3aBUCHMO OT KIMHHUYECKON
(bopMbI 3a00sIeBaHMs, SBISIETCS CHHIIPOM XOJIECTa3a, HO MOXKET OTMEYaThCsl M30JIMPOBAHHAS
CIIJICHOMET AN WX TelaTOCIUICHOMETalIns. TakKe OIMMCaHbI cirydan HGHMMYHHOﬁ BOASAHKU,
acuMTa W remarociyieHoMeranuu 1ofa. CymTaeTcs NAaTOTHOMOHMYHBIM —COYETaHHE
XOJIECTa3a CO 3HAYUTEIBHOH CTENEHbIO BBIPAKCHHOCTH CIUICHOMETalnH Oe3 TPU3HAKOB
NOPTAIbHOW TUNEpPTeH3WH. B OoNbIIMHCTBE CilydyaeB MNPH3HAKM XOJIECTa3a MHpPU ITOM
3a00JIEBAaHUN CaMOIIPOM3BOJIBHO pa3pemalorcss K 6-8-My Mecdlly >KM3HH, HpPH 3TOM
YBEJIMUEHUE NIEUEHU U CEJIE3EHKU COXpaHseTcs elle AauTenpHoe BpeMs. B 10% ciayuyaes npu
panneit manugecrauun HIIC mmeeT MOJIHHMEHOCHOE TEYCHHE C PAa3BUTHUEM IEYCHOYHON
HEJIOCTAaTOYHOCTH U JICTAILHBIM HCXOJIOM B TEYEHHE NIEPBOTO r0J1a KHU3HH .

Heonamanvnuwii xojecmas, cenamocnjleHomezaiusd WU U30JAUPOBAHHAS ChnleHoMezdalusl B
aHaMHEe3€ YacTO OTMEYAIOTCS Yy IMAaIlMeHTOB C HayajoM 3a00JIeBaHUS B paHHEM H CTapIleM
JIETCKOM BO3pacTe.

Y  namuenTtoB ¢ HavamoM  3abojeBaHuss B OoJee  cTapmieM  BO3pacTe
remaToCIIEHOMET A s/ M30IUPOBAHHAS CTNICHOMET AU SIBJISIETCS OOBIYHO OECCUMITTOMHON U
4acTO KJIMHUYECKH HE pacmo3HaeTcsi, 4ro TpeOyeT, B ciydasx momo3peHuss nHa HII-C,
MPOBEJICHUS YIbTPA3BYKOBOTO MCCIIEIOBAaHUS OPraHOB OpronrHoi monocty. [1o umeronmmces
JTaHHBIM NpuoIM3uTenbHo Y 15% Beex nanuenToB ¢ HIT-C v mouTu y nojioBUHBI MAllUEHTOB
C HayaloM 3a00lleBaHUs B TMOAPOCTKOBOM/B3POCIOM BO3PacTe€ OTCYTCTBYET YBEIMUCHUE
pa3MepoB TICUCHH M CEJIe3CHKH. OpHako 3T JaHHBIE HE OTPAKAKT HCTUHHYIO
pacipoCTPaHEHHOCTh TENaTOCIUIEHOMETAINH, TTOTOMY 4YTO YJIbTPa3BYKOBOE HCCIIEIOBAHUE
OpTaHOB OPIONTHOM MOJOCTH YaCTO HE MPOBOJAMUIIOCH.

B To Bpems kak cCIUleHOMeramusi HpakTHuecku Bceraa HaOmonmaercs npu HII-C,
rermaToMerains pexe HaOIoaeTcs y B3pOCHBIX. Y TMAIMEHTOB ¢ HEHpOJereHepaTHBHBIMU
WIM TICUXWYECKMMH HApYIICHUSMH, HAIUYUE W30JUPOBAHHOW CIUICHOMETAIUU TPU
OTCYTCTBHHU ITPHU3HAKOB HOpT&J’IBHOfI THIICPTCH3UN U 3a00/1€BaHNs [IEYEHN B 3HAYUTEIILHOMN
Mepe mo3BossieT npeamnonarath Hanuuue HIT-C.

Ungunempamet 6 Jneekux TEHUCTBIMH KJIETKaMH, KaK TIPaBWIIO, HAOIIOJaeTCs
UCKITIOYUTENIbHO Y TAIMEeHTOB C pAaHHMM HadajoM 3a0O0JeBaHUS WIU Y TMAIlMEHTOB C
MyTtauusimu B reae NPC2.

BucinepanbHbie posiBIeHUS, IPU UX HAIMYMHU, BCETJAa MIPEALIECTBYIOT HEBPOJIOTUUECKUM
cumnromaM. boiee Toro, Bo3pacT Havajia MaHHU(ECTAIlMU BUCIEPATHHBIX CHMIITOMOB HE
CBS3aH C BO3pPAacTOM Hauaja HEBPOJOTMUYECKHUX IMPOSBICHUN; HEBPOJIOTUYECKHUE CHUMIITOMBI
MOTYT TOSIBUTHCSI YE€PE3 MHOTO JIET WU JaXKe JACCSITUICTHI TOCIIe TMOSBICHUS BUCIIEPATHHBIX
CHMIITOMOB.



Tabmuia 2

Knuanueckue mposiBJIeHUs B 3aBUCHMOCTH OT BO3pacTa MaHU(eCTaIlH

Bo3spact

dopma

Kimmanueckne IMPOABJICHUA

<3 Mec

[lepunaranbHas

HEMMMYHHAas BOJSHKA IUI0JA
acLMT IJI0Ja

renaToCIUIEHOMET It 1101
BHYTPUIICYEHOYHBIN X0JIECTa3
renaToCIUIEHOMET NS

MBbIIICYHAasA THIIOTOHUA

3a/IepKKa ICUXOMOTOPHOT'O Pa3BUTHUSA
WHQWIBTPATHI B JIETKUX

Ot 3 wMecsdueB
IIo 2 JIET

Panusas

MIIaICHYCCKast

rernaToCIICHOMET aTHs
3aJiepKKa IICHXOMOTOPHOTO PAa3BUTHUS
MBIIICYHAS THIIOTOHUS
IPOTPECCUPYIOIINE MO3KE€YKOBBIC
paccTpoiicTBa (aTakcus)

OynbOapHbli U 1ICeBIOOYNbOApHBIN

CUHIPOMBI (IU3apTpus, Jucharus)

Ot 2 510 6 €T

Ilo3naasa

MIIaICHYCCKast

renaTocIIeHOMEraaus
yTpara IPUOOPETEHHBIX

IICUXOMOTOPHBIX HABBIKOB

paHee

MBIIIIEYHAs! TUTIOTOHUS
MIPOTPECCUPYIONIHE MO3KE€YKOBEIE
paccTpoiicTBa (aTakcus)

OynbOapHbIi W TICeBIOOYNbOApHBIN
CUHJIPOMBI (Iu3apTpusi, Aucharus)
AMIIIENTHYECKUE TPUCTYIIBI
BEPTUKAIbHBIA Mapanuy B3opa (y OeTei

cTapuie 3 Jier)

Ot 6 1o 15

IOnomeckas
(kmaccudeckas)

TenaToOCIIJICHOMCET aAJIUA

yTpara paHee IpHoOPETEHHBIX HABBHIKOB

Iporpeccupyomme MO3KE€UKOBbIE
paccTpoiicTBa (aTakcus)
OynbOapHpli M TICeBAOOYIHOAPHBIi




CUHIPOMBI (IU3apTpus, gucharus)
AMIICHTHYCCKUE TPUCTYIIBI
JKCTpaupaMUIHbIE HaPYIICHUS
(TMTIepKUHE3bl, MBIIICYHBIC JIHCTOHHH,
OpaIuKUHE3HS )

BEPTUKAIBHBIN HAIbIICPHBIA  Hapainy
B30pa

reJ1acTudeCKasa KaTallJICKCHUA

Crapie 15 net

B3pocnas

CIUIEHOMET AT/ TeNaTOCINIEHOMET AT sl
yTpaTra paHee HpI/IO6peTeHHBIX HaBBIKOB
KOTHUTHUBHBIC HAPYIICHHUA

NCUXUATPHUICCKUC CHUMIITOMBIL (HCI/IXO?,I)I,

JIETIPECCHH, mu30(pEeHON0T00HbIC
COCTOSTHHS)

IPOTrPECCUPYIOIIHE MO3KEUKOBbBIE
paccTpoiicTBa  (arakcus,  AW3ApTPHS,
nucdarvs)

OMUJICTITUYCCKUC ITPUCTYIIBL
OKCTpanmupaMHuIHbIC HApYyIICHUA

(TUnIepKUHE3bI, MBIILICYHbIE TUCTOHHH )

BEPTUKAIbHBIN HabiJIepHBIA Mapaiuy

B30pa

ICJIaCTUYCCKaA KaTallJICKCHUA

2.2. AHamMHue3

Cumnromsl HIT-C moryt pa3BuBathcs B pasHble Bo3pacTHble mnepuojbl. COop

aHaMHe3a MOJXKET IOMO4Yb Bpady BbIABUTH paHHue mnposiaeHus HII-C. B HeoHarampHOM

nepuone y mnanueHToB ¢ HII-C Moxer oTmedaThCsl 3aTsDKHAsL JKENTyXa, XOJIecTa3 H

rernaToCIjiCHOMETalinuA, KOTOPhIC MOT'YT paspiIaTbCsa C BO3pacCTOM. B }IaHBHeﬁmeM TaKHue

ManueHTbl  MOTYT MaHI/I(bCCTI/IpOBaTB

CHUMIITOMAaMH.

HCBPOJIOTUYCCKUMHU WM TICUXHUATPUUCCKUMU




B cembe MoryT HaOmoAaTbes Ciydan MEPTBOPOXKIACHUS, BHYTpUYTPOOHOH rubenu mioaa ot
HEYCTAaHOBJICHHBIX MTPUYKH.

Jlo pa3BUTHS BBIPAXKCHHBIX HEBPOJOTMYECKUX IIPOSIBJICHUMM HAa HAYaJIbHBIX JTalax
3a00J€BaHMUs  OTMEYAIOTCS  HEYKIIOKECTb W 4YacThle  MaJeHus 10  I[pPUYUHE
[JIa30IBUTATEIIbHBIX HAPYIICHHUMN.

2.3.CeleKTUBHBII CKPUHUHT

Kmuangeckue cumnrombl HIT-C Moryt ObITh KpaitHe pa3HOOOpa3Hbl M HecHeU(PUIHBI.
Bpauu pasHBIX CrenUanbHOCTEH CTAIKMBAIOTCS C HEOOXOAWMOCTHIO MCKIIIOYEHHS TAHHOTO
3a0onieBanus. CelleKTUBHBIA CKPUHUHI OCHOBAH HAa COYETAHHM XAPAKTEPHBIX KIMHHUYECKUX
cumntomMoB. /Jlng moBbimenus s¢dexkruBHOCTH nupdepeHIuaNbHON JAUAaTHOCTUKH U
MPOBEACHUS CEJICKTUBHOTO CKPUHHMHTA MEKIyHApOIHOM rpynmoit skcneptoB o HIT-C 6pl1a
pa3pabotana 6amutpHas [1Ikana oleHKH BEpOSITHOCTH TAHHOTO 3a00JICBaHMS.

2.3.1 llkana BepostHocTu HII-C

[Mkana BepostHoctu HII-C sBnsieTcss MONE3HBIM WHCTPYMEHTOM, pa3pabOTaHHBIM C
LEJIBI0  YIIYUIICHUST AMarHOCTHKH Oone3nn HwumanHa-Iluka tuma C  (Www.NPC-Sl.ru)
MEXIYHAPOAHOU TPYIIIONH 3KCIEPTOB, MOXKET HPUMEHATHCA B IIMPOKOM KIMHHUYECKOU
IIPAKTHUKE IS IPOBEACHUS CEJIEKTUBHOIO CKPUHHHTIA.

HNannas Illkana BxirouaeT B ceOst OalIbHYIO OLIEHKY BHCLEPAIbHBIX, HEBPOJIOTHYECKUX U
MICUXUATPUUECKUX MTPU3HAKOB U CUMIITOMOB, KOTOpbIE sBJsIFOTCS cnenuduunbivu 11 HIT-C,
Juig pacdera Oaia nporHoctudeckoro pucka ans HIT-C, npuHumaroTcs Takke BO BHUMaHUE
CeMeHBII aHaAMHE3 U COBOKYITHOCTh CHMIITOMOB M3 pa3HbiX kKareropuii (Tabmuria 3).
YyBCTBUTENBHOCTh U CNEHU(PUYHOCTh JAHHOTO MHCTpYMEHTa A nporHo3a Hanuuus HII-C
OLICHUBAJIUCh B PETPOCIEKTUBHOM HCCIIEIOBAaHUM: MPOAHATIN3UPOBaHbl 71 ncropus 601e3HU
NAalMeHToB ¢ mnonarBepxkaeHHbIMU ciyyamu HII-C, 65 wuctopuil 0oie3HM MNAIUEHTOB C
nogo3perrem Ha HII-C, Ho HeratuBHbIM pryunuH TecToM U 80 KOHTPOJIBHBIX CiIydaeB (He
nono3pesanace HII-C, Ho npucyrcrBoBan xots 01 1 cnenuduunstit s HII-C cumntom) B
EBpomne u ABcTpaiuu.

Hannas Ilkana BeposTHOCTH Masio HH(OPMATUBHA y AeTel 110 4 NeT.

Tabmumna 3
kana BepositHoct HIT-C

Puck/Kateropus | Bucuepanvhnuie Hesponocuueckue Icuxuampuueckue
CUMNIOMbBL CUMRMOMBL CUMNIOMDBL
Ouenb vicokuil Beprukanbnbiii
40 6annos/nynkm HaAbAACPHBIN
napajguy B3opa
I'emactuueckas
KaTaIyIeKcus
Buvicokuu Xonecras uim CHmxeHue
20 6annoe/nynkm | AnUTENbHAS KOTHUTHBHBIX
HeoOBbsICHUMAs byHKIMN 1u
KENTyxa paHHsA IeMEHIUs
HOBOPOKICHHBIX
W3omupoBanHas
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HEOObSICHUMAS
CIUICHOMeTauus (B
aHaMHE3€e+B HaCT.
BpeMs) ¢ win 6e3
rermaToMerainu

Cpeonuti
10 6annos/nynkm

ATtaxcus,
HEYKJIIO)KECTh WU
YacThIC TaJICHUS

CHUMIITOMBI
IICUX03a

Juzaprpus unu

nucharus
Hucronus
Husxuu [Iporpeccupyromas Pe3ucteHTHOCTD K
5 6annos/nynkm MBIIIICYHAS Tepanuu
CIIACTUYHOCTh MCUXUATPUYECKUX
CHMIITOMOB
Hpyrue
MICUXUATPUIECCKUE
CHUMITOMBI
[HononnumenvHo Boxasaka miiona ['unmoronus HectpykTrBHOE

1 6ann/nynkm

WJTH arpecCuBHOE

Cubcrl ¢ 3aﬂep>KKa IICHUXO0- IIOBEICHUE B
BOJISIHKOM IJI011a MOTOPHOT'O Pa3BUTHUS JIETCKOM H
Cynoporu MOJIPOCTKOBOM
(mapuuanbHble WU BO3pacTe
reHepaI30BaHHbIE)
Muoxkiionyc
Cymma no
KATeropusiMm
KomoOunanus Bucnepanbasie+ Bucnepansabie+ Heponornueckue+
KaTeropui NICUXUATPUUECKUE HEBPOJIOTUYECKHE NICUXUATPUYECKHE
40 GamioB 40 GaytoB 20 GayutoB
CemeliHbIi Puck 1 crenenu: Puck 2 crenenu:
aHaMHe3 Ponurenu nim JIBoroponHbIe
cubceel ¢ HIIC Opatbsi/cecTphl
40 6amoB 10 6amoB

IIpornocTuyeckuii 6ajn

HNHuTepnperanus pe3yjbTaToB

=70

HeobxonuMo HanpaBuTh
MalycHTa B
CHEIHATN3UPOBAHHYIO
1abopaTopuIO IS
TECTHUPOBAHUS

40 - 69

Heo0xomumMo mansHeHIee
HaOJI0/ICHUS: PEKOMEHIOBaHO
MIPOKOHCYJILTUPOBATHCS CO
CIIENIUAJICTOM
METa00IMIECKOTO IISHTPA IS
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WCKITIOUEHUS IPYTUX
0oJIe3HEH HAKOIIJIECHNSI,
MIPOBECTH JOMOIHUTEIHHOE
o0cienoBanue

<40 Huskas BepostHocTs HII-C

3. AuddepeHunanbHbIi THATHO3

Yactele Bucuepanbubie cumnrombl HII-C (HeoHatanbHas jxentyxa, H30JUpOBaHHAs
CIJICHOMET M WJTU TeTIaTOMETaINs) U HEBPOJIOTHYECKHE MPU3HAKHU (HAIlpUMep, yTpaTa Hiu
3aJiepKKa Pa3BUTHs JBUTATEIbHBIX HABBIKOB, MO3)KEUKOBBIE CHUMIITOMBI) BO3HMKAIOT IPU
HEKOTOPBIX JIPYTUX BPOXKIEHHBIX HApPYIICHHSAX OOMEHA BEIIECTB, BKJIIOYAs CHHIPOM
3anoxopga, dboresnv I'owe muna 2,3, bonesnv Humanna-Iluka, mun A u B, bore3nv Tes-
Caxca, nedocmamouHoCmb KUCIOU TUNA3bL.

VY HOBOpOXAEHHBIX U JI€TeH IpyIHOro BO3pacTa € BHUCLEPAIbHBIMH CHUMITOMaMH
6one3nn Humanna-ITuka, tun C muddepeHnnanbHbplii JHarHo3 MPOBOAUTCS € OOMIMpPHOU
IpyNnno Apyrux 3ab0sieBaHUM, MPOSBIAIOLIMXCS CHHAPOMOM XOJecTa3a M, B TOM 4YHCIE
OunmapHO arpe3nell 1 MeTa0OIMYECKUMHU HAPYIICHHSIMH: TaJaKTo3eMHel, neduurom a-1-
aQHTUTPUIICUHA, TUPO3UHEMHEH, LUTPYIMHEMHEH 2 Tuma, NpOrpecCUpyIOIIUM CeMeHHBbIM
BHYTPHUIICYCHOUHBIM XOJIECTa30M 3 THIIa, MUTOXOHAPHAIBLHBIMU HAPYIICHUSMH, CHHAPOMOM
AJQXWIIb U JIp.

[Ipu 6onesnu Bunbcona M HEKOTOPBIX JIpYrux OO0JIE3HSIX HAKOIUJIEHUS METAJIOB,
LUPpPO3  IEYEHHM TaKKEe MOXKET  acCOUMHUpPOBATbcd C  IMO3AHO  BO3HUKAIOLIECH
HeWpoaereHepanuen.

B moapoctkoBoM wuiau  roHomeckoM Bo3pacte mnamueHtsl ¢ HII-C  wacrto
MaHU(ECTUPYIOT CHUMITOMAMM HCUX03A, OUNOJIAPHLIM PACCMPOUCMBOM, Oenpeccuell,
amunuyHsLMU wWuU30¢hpeHono0ooHbLIMU paccmpoiicmeamu u/unu JIpYTUMU
MICUXUATPUIECKUMHU CHMIITOMaMH BKJIIOUYAsi CHHIPOM JIeQHUIMTa BHUMAHUS, TPOSBICHUSIMH,
MIOXOKUMH Ha CUHIAPOM Acnepeepa u oucpezyisimopubiti CUHOPOM.

CHWXEeHHE KOTHUTHBHBIX CHOCOOHOCTEH, arakcus, JBHTaTelbHbIE HApYIICHUS W
BEPTUKAJIBHBIA HaIbSACPHBI Napanud B30pa MOTYyT HaOMIONATbCsl Yy MAIMEHTOB C
HAYMHAIOMIMMHUCS BO B3POCJIOM BO3pPAcTe€ HEHPOAECTEHEPATHBHBIMH HAPYIICHUSMH, TAKHMHA
Kak oOonesuv [emwmunemona, cunopom Iepcmmanua-LlImpeyccaepa-Illeiinkepa wnu
npoepeccupyrowuil. Haowvsaoepuvili naparuy. OpHAKO TIepBbIe JaBa 3a00JI€BaHUS HUMEIOT
ayTOCOMHO-JIOMUHAHTHBIM IyTh HaclelOBaHMs, a MPOrpeCCUPYIOMUN HaIbsIEPHbINA
napanuy OOBIYHO HAYMHAETCS Ha IATOM-CEJIbMOM JIECATKE JKM3HM. Hu omHO M3 3THX
HapyLIEHUH HE aCCOLIMUPOBAHO C YBEJINYCHUEM BHYTPEHHUX OPTaHOB.

4. NHcTpyMeHTAJIbHBIE U JIA00PATOPHBIE METOAbI JUATHOCTHUKHU
4.1. HeitpoBu3yaau3zanus

B HekoTopbIX ciyyasx IaHHBIE [0 HEHPOBHU3YyalM3alMH TOJOBHOTO MO3Ta MOTYT
IIOMOYb B ONPEIEIECHUN HaJIW4Yus WM IPOrpPECCUPOBAHUS HEBPOJOTMYECKUX PaCCTPOMCTB
npu HII-C, a Tak’)ke MOHUTOPHUHIE OTBETA HA JICUEHNE.

Maenumnopeszonanucnas momoepagus (MPT) y mnamumentoB ¢ HII-C ¢ mo3mgHum
HA4yaJioM HEBPOJIOTUYECKUX PACCTPOMCTB 4YacTO BBIABIAET ILepeOpajbHYI0  W/HUIU
MO3KE€UKOBYIO aTpo(uIO, a TaK)Ke TMIEPUHTEHCUBHOCTH OEJIOro BEIIECTBa T'OJIOBHOI'O MO3ra
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B pexkuMmax T2 u FLAIR y nmanueHToB ¢ HayaioM 3a00JieBaHUS B PaHHEM JIETCKOM BO3pacTe.
K npyrum oOnactsM ToOJOBHOTO MO3ra, KOTOpPbIE MPEUMYIIECTBEHHO MOPAXXaroTCs I10
JAHHBIM HEHUPOBU3yaIU3allMU, OTHOCSTCS THINOKAMII, TaJlaMyC U mosiocatoe Teino. Kpome
TOT0, 4acTo HaOJIoJaeTcs HCTOHYEHHE MO30JIUCTOTO Tela U HEKOTOpOE YMEHbIICHHE
00JacTH CpeTHero Mo3ra Ha CPeJUHHOM CarMTTaIbHOM Cpe3e.

MPT cnexkmpockonus (H-MRSI) npuMeHsieTCst B HACTOSAIIEE BPEMS JUIs THATHOCTHKA
1 MOHHTOPHHTa HEKOTOPBIX APYTUX BPOXKICHHBIX HAPYIICHH OOMEHA BEIISCTB C HAYYHOU
uenbto. s quarnoctuku HIT-C B kMHMYECKON NMpaKTUKE AaHHAs METOAMKA HE MOJIy4yusa
LIUPOKOTO PACIPOCTPAHECHHUSI.

4.2. YabTpa3BykoBoe ucciaenopanme (Y3/) BHyTpeHHUX OPraHOB
VY 3U BHYTpEHHUX OPTraHOB JOJKHO MPOBOJUTHCS BCEM MALIMEHTAaM C IOJO3PEHUEM Ha
HII-C mis BeISBIEHUS CINIEHO/TENATOCINIEHOMET AJINH.

4.3. XuroTrpuo3uaaza

AKTUBHOCTh (epMEHTa XHUTOTPUO3UIA3bI B IJIa3Me KPOBHU IOBBIIIAETCS IPU HEKOTOPBIX
JU30COMHBIX OO0JIE3HSX HAKOIUICHUS M, B TOM 4YHcie, y nanueHToB ¢ 6osesnpio HII-C. Tak,
npu Oonesnu l'ome — ona mnpesbimaer Hopmy B 10-20 pa3, npu HII-C noBbiieHue
aKTUBHOCTH HE CTOJIb 3HAaYUTEJIbHO, HO BHICOKAsl aKTUBHOCTh XUTOTPUO3UIA3bl y MAllMEHTA C
W30JIMPOBAaHHON TEMaTOCIUICHOMETANNEe M KaKUM-THOO HEBPOJIOTUYECKUM CHMIITOMOM,
onucaHHbIM B Pazniene 2, sBnsercs BakHbIM KputepueM, BepositHocTd HII-C. HopmanbHas
aKTUBHOCTH (pepMEHTA HE MCKIIIOYaeT HaIM4YKe 3a001eBaHus, KpoMe Toro, npumepoHo y 10%
HacesnieHus1 B EBponeicKKrX cTpaHax MPUCYTBYIOT MyTallid B T€HE CaMOW XUTOTPUO3UIA3bI,
YTO, HE BbI3bIBas KIMHUYECKHUX I[IOCIEACTBUH, SBISETCS NPUUYMHOW €€ KpailHe HU3KOU
AKTUBHOCTH. DTO CJIEAYET YUYUTHIBATh MIPU IPOBEICHUN OMOXUMHYECKOTO TECTUPOBAHMUSI.

4.4 IIpoayKThbl OKHCJIEHHS X0JIeCTepPUHA

[ToBbIIeHUe ypOBHS MPOJYKTOB OKUCIIEHUS XoJecTepuHa (XosecTan-3,5,6-puona u
7-KeToCcTepoJia) Yy KUBOTHBIX W Jtojiel ¢ mytanusamu B reHax NPC1 u NPC2, no ganHbIM
MyOJIMKANUH, SBISIETCS YyBCTBUTEIFHBIM M CIICTU(PHUECKUM MapKepoM Jutst ckpuauHTa HIT-
C. VYpoBeHb MJaHHBIX META0OJUTOB HE TMOBBIIIACTCS y TAIHWEHTOB C JAPYTHMH
HelpoiereHepaTUBHBIMU 3a00J1eBaHUsAMU. ONPeNeuTh STH COSTUHEHHSI MOXKHO C TTOMOIIBIO
MeToza ra3oBoil xpomaTtorpaduu Macc-cnekrpomerpun (I'X-MC) unu Beicokod(hhekTrBHON
KHUJIKOCTHOM  Xpomarorpagpuu TaHaeMHol Macc-cnekTpomerpun  (BOXKX-MC/MC).
[Tocnennuii MeTox SBISIETCS MPEANOYTUTENBHBIM, MOCKOJIbKY MO3BOJISIET ONPEIENsATh ITH
COEJMHEHUS B HEOOJIBIIOM KOJIMYECTBE OHOJIOTMYECKOTO MaTepuaia M He TpedyeT
JUTUTEIbHON IpoO0onoAroToBkHy, kak npu I'X-MC.

Omnpenenenne ypoBHS XoJecTaH-3,5,6-Tpuosia W 7-KeTocTeposia  PEeKOMEHIOBAHO IS
MPOBEACHUE TNEPBUYHOrO celekTuBHOro ckpuHunra Ha HII-C. B nabGoparopusix,
MPOBOAAIIUX O0OCIe0OBaHUE, JOJKHBI OBITh YCTAaHOBJIEHBI COOCTBEHHBIE pedepeHCHBIE
3HAUeHUs JaHHBIX MeTabonuToB. Takke HEOOXOOUMO OTMETHTh, YTO HApyIIEHUE
TpeOOBaHUN K XPAHCHHIO U TPAHCIIOPTHPOBKE OOPA3IOB SBISCTCS MPUYHHOU JIOXKHO
MOJIOKUTEIBHBIX PE3YJIHTATOB.
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4.5. Hecnenuguyeckne J1adopaTopHbIe aHAJIMU3bI

B TeueHune mnepBbIX MecALEB MOXKET OTMEUYaThbCs IMOBBIIICHUE OHOXUMUYECKUX
MapKepoB XoJiecTa3a: OMIMpyOrHa 3a CUET NPSAMOM (PpaKIiK, X0JIeCTeprUHa, TPUTIIULIEPHUIOB,
ITT u P, cuaapom nwmronusa (moBeimeHue AJIT m ACT). B penkux ciydasx mpu
pa3BUTUM TIEYEHOYHON HENOCTaTOUYHOCTH XapaKTepHO CHW)KEHHE B KPOBU IOKa3aTeNei,
OTPAXKAIOIINX CHHTETHUYECKYI0 (PYHKIHIO TMedeHu: anbOymuHa, GubpuHoreHa, [1TU wnm
[ITB, X3, xonecrepuna u ap.

B Oonee crapmem Bo3pacTe nabOpaTOpHbIE M3MEHEHHs] MOTYT OTCYTCTBOBaTh MWIIU
HaOmomaeTcss ymepeHHoe moBbimieHne tpancamunaz (AJIT, ACT), Tpuriunepuuos,
camwkenue JITTHIT u JITIBII.

B mro6om BO3pacTC MOIKCT Ha6JHO,Z[aTBCH Pa3BUTHC TpOM6OHI/ITOHeHI/II/I, qTo O6YCJ'IOBJ'IGHO
THIICPCIIVIICHU3MOM.

4.6. I'ucroioru4yeckKoe uccjaeIoBanmue

Ceemosasi MuKpockonusi MOXeT OIPEICIUTh XapaKTEPHbBIC NIEHUCTHIC KIETKHA B Pa3IMIHBIX
TKaHSIX, HO JIaHHbIC M3MEHEHHUsS HE SBIAIOTCS crenuduyecKuMu s OosiesHn HumanHa-
IIuka, Tun C

buoncus xocmnoeo moszea. Ilpy BO3MOXKHOCTH TPOBEICHUS JAHHOTO aHAIIN3a, aCIUPAIHS

KOCTHOTO MO3Ta MOKET BBISIBUTH IEHUCTHIE KIETKH. ClieayeT MOMHUTh, YTO MH(OWIBTpALUs
KOCTHOTO MO3Tra MEHUCThIMM KJIETKAMHM KOPPEIUPYET CO CTENEHbIO TSHKECTU 3a00JIeBaHUS U
MOJKET ObITh MHHUMAJIBHOW y MAIMEeHTOB HA PAHHUX 3Tamnax 3a0ojieBaHus. MHOKECTBEHHbIE
IUTALIKKA KOCTHOT'O MO3ra TpeOyroTCs AJIi MCKIIOYEHUs OMIMOKU OTOOpa MpoObl; B MEPBYIO
ouepe.ib CIeyeT IPOBOAUTh MEHEE NHBA3UBHBIE IIPOLIETYPHI.

4.7. luToXMMHYECKHUIl aHATU3

Jloka3aTenbCTBO HApYIIEHHOTO BHYTPUKIETOYHOTO TPAHCIOPTa XOJECTEPUHA MyTeM
OKpacku ¢uiununom B KyabType (PuOpoOIacTOB M3 OWUONCHUU KOXHM MAIMEHTa OCTAETCA
KItoueBbIM nuarHoctudyeckum Ttectom ans HIT-C B psge crpan. Ilpu oxpammBanuun
KYyJIbTypbl KJeTOK (pudpobdnactoB B 80-85% cnyuae HII-C HabmromaroTcsi MHTEHCUBHBIE
¢baroopeciupyronpe 00JacTH, CKOHIIEHTPUPOBAHHBIE BOKPYT fAApa KIETKU, KOTOpHIE
COOTBETCTBYIOT HAKOIUICHHUIO HEICTePUPUIIMPOBAHHOTO XOJIeCTepUHA. B  OOJNBIIMHCTBE
JIPYTUX CIy4aeB C «BapUAHTHBIM OMOXMMHYECKUM (PEHOTUNIOM» HAOIIOJAETCs MeHee
BEIpa)XEHHOE, Ooyiee BapuaOeTbHOE HAKOIUICHWE XOJIEeCTepHHA. OTO HCCIETOBaHHE
MPOBOAMTCS TOJBKO B HEOOJBIIOM YHCIE CHEIUAIU3UPOBAaHHBIX Jaboparopuii. B Poccun
JTaHHBIA METOJT HE MCIIOIB3YETCs, IS MTOATBEPKICHUS TUArHO3a MPUMEHSICTCS TeHETHIECKOE
TECTHpPOBAHHE.

4.8. I'eHeTHYeCcKOE TeCTHPOBAHHE
bonesnp HIIC o6ycnosnena myrammsmu reHoB NPC1 u NPC2. 95% cnyuaeB  cBsi3aHbl
¢ myrauusimu reHa NPC1 (mokyc 18ql1—ql2), okono 4% ciiyuaeB — ¢ MyTalusMH I'eHa

NPC2 (moxyc 14q24), mpumepHo B 1% cioydaeB MOJICKYJISIPHO- TE€HETHUYECKHH IePeKT

UIEeHTU(DUIIMPOBATH HE yIA€TCS .
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I'enst NPC1 u NPC2 koaupyroT OenKku, OTBEHalolIMe 3a TPAHCIOPT XOJIECTEpUHA U
nunuaoB BHYTpH KiIeTKu. NPC1 OoTHOCHTCS K CeMEWCTBY I'€HOB, KOJMPYIOIUX MEMOpPaHHO-
CBSI3aHHBIE  CTepoiNuyBCTBUTENbHBIE Oenku. bemok NPC2 —  BHYTpMIM30COMHBIN
nepeHocuuk/Tpancnoprep xonecrepuna. B reae NPC1 ommcano 6osee 300 myranuii, 0K0JI0
60 pa3nTUYHBIX MOMUMOP(HBIX BapHaHTOB. VI3BECTHO HECKOJIBKO OTHOCUTEIHHO
pactipoctpaneHHbix mytanuii B rene NPC1, kotopsie mokanu3zoBanbl B 20—22 9K30HaX reHa
(p.11e1061Thr, p.Ser954Leu u p.Prol007Ala.), Ho, B OOJBIIMHCTBE Ciay4aeB, TpeOyercs
MOJTHOE CEKBeHHpoBaHHME Koaupyrommx 3k30HOB reHoB NPC1l um NPC2 nns BbisiBieHuUs
myTanuii. MTHpOpMaTHBHOCTH TAKOTO TECTUPOBAHUS COCTABIIAET OKOJIO 94%.

MynpTuruiekcHas mpo0o3aBrucHMast JIMTa3Has peaklus ¢ nocienyromend aMmmupukanuen
(MLPA) npumMeHsieTcs AJis BBISIBICHUSI KPYIIHBIX IIEPECTPOEK T'€HA.

B psge cinyuyaeB cyniecTBylOT 0ObEKTHUBHBIC TPYIHOCTH IPU MHTEPIPETALUU PE3YyIbTaTOB

MOJICKYJISIPHO-TeHETUYECKOTO aHaIM3a U JIMarHo3 MOXKET ObITh yCTAaHOBJEH Ha OCHOBAaHHHU
COBOKYITHOCTU KIIMHUYECKNX, OMOXUMHUYECKUX U MHCTPYMEHTAIbHBIX TAaHHBIX.
[TarmenTsl y KOTOpBIX BbisiBieHa ogHa mytanus B reHax NPC1 u NPC2 JlommkHBI OBITH
THIATENFHO OOCIIEIOBAHbI, © MHEHHE O JUArHo3¢ WM BapuaHTE HOCUTEIbCTBA 3a00JI€BaHUS
COCTaBJISIETCSI KOJUJIETHATIBHO.

Omnpenenenne myrauuii (ocodbenHo ms rera NPC1) MokeT OBITh 3aTpyJHHUTEIBHBIM U

MOXeT TpeboBaTh koMOMHMpoBaHHbIX ucciaenoBanuit JJHK u kJIHK, a Ttaxxe onpenenenus
MOCJIEIOBATEILHOCTH MPOMOYTEPOB M TITyOOKMX MHTPOHHBIX 00JIACTEH, MOCKOIBKY B ITHX
o0JacTIX MOTYT HaxOJIUThCA KpPYIHBbIE TEpPECTPOilKW, Jeneuud | AYTUTHKAIUH.
MynpTuruiekcHas amringukanus npod ¢ moMoiibio gurupoanus — MLPA — moxeT ObITh
TIOJIE3HOM /IS onpeieNieHus 3Tux yyactkoB [Sandu S., et al., 2009].

4.9. IlpenaTajibHasi AUATHOCTHKA U MeINKO-TeHeTHYECKOe KOHCYJIbTHPOBaHHE

bonesnp HIIC HacnemyeTcst mo ayTOCOMHO-PELIECCHBHOMY THIY, KaK U OOJBIIMHCTBO
HaCJIEICTBEHHBIX Oosie3Heil oOmeHa BemecTB. O0a poauTens SBISIOTCS HOCHUTEISIMHU
MYTaIlH, U PUCK POXKJIEHHs O0JIbHOrO pebeHka cocTaBiseT 25% Ha KaKAylo OepeMEeHHOCTb.
9TtoTt PUCK ABJIACTCA BBICOKMM, HO COBPEMCHHAA MCIUIIMHA pacrojaracT BO3MOXXHOCTAMU
IpeHaTaJbHOW W NpeuMIUIaHTauuoHHOW auarHocTukd. JIHK-namarnoctuka —sBisercs
CANMHCTBCHHBIM HAACKHBIM MCTOAOM JJId TCCTUPOBAHHA HAa PAaHHUX CpPOKax 6€peMeHHOCTI/I
(8-11 wmenmenb). Ecnu auarHo3 ObUT yCTAHOBJICH OMOXMMHYECKUMHU U THCTOXMMHUYECKUMHU
METOJAaMH, CEMbE PEKOMEHAYETCS HCIOIb30BAHUE TEX K€ METOJOB JUIsl MpeHATATbHOU
JIMAarHOCTHKHU. B ciyyae moaTBepKIAEHUs JUArHO3a MOJEKYJISPHO-TEHETHUYECKHMM METOJ0M
PEKOMEIOBAaHO TIPOBEJCHUE MOJEKYIIPHO-TEHETHUECKUX uccienoBanuil. Heobxoxnmo
HaIpaBUTh CEMbIO Ha MEJMKO-T€HETHUECKOE KOHCYJIbTUPOBAHUE, UTOOBI POJUTENH (U B psle
CIly4aeB caM TalMeHT) 3HAJIM O TeHeTHYEeCKOM pucke. PoauTtenn 00s3aTenbHO JOKHBI OBITh
NPOMH(POPMHUPOBAHEl KaK O BO3MOXHOCTSX NPEHATaJbHOrO OO0CIeI0BaHMUS, TaK U O
IIOTCHIHUAJIBHBIX OCIIOXXHECHUAX MHBA3HUBHOH JUAarHOCTHUKHU.

5. JIeuenue

[Iporpeccupyromue HeBposiornyeckue nposisnenus: npu HII-C 3HaunTENbHO BIUSIOT
Ha Ka4eCTBO JKU3HU U CaMHX IMAIMEHTOB, U JIIOJEH, OCYIIECTBIAIONUX YXO/ 3a OOJIbHBIMU
(unu ux cemeit). [lpaBunbHas, pannss nuarHoctuka HIT-C u cooTBeTcTBYIOIIEE TPUMEHEHNE
CUMIITOMAaTHYECKUX U CHeUU(UUHBIX JUIs 3a00JIeBaHUSI METOAOB JICUCHHS] MOXET CEpPbEe3HO
YIIy4IIUTh Ka4eCTBO )KM3HU MaIleHTa U BCeX, KOro KOCHYJIAach 3Ta npodiema.
IIpyn oTCyTCTBMM pPaIMKAJIBHOIO JICUEHUs KA4YECTBO JKM3HU SBJISICTCS ONPABIAHHOM LIEIBIO
tepanuu npu JieueHun HII-C, u MOXeT 10CTUraThCsl C IOMOLIBIO
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® CUMITOMAaTUYECKOU Tepalruu
® [IaTOT€HETUYECKOM TEPAaMu MUIJyCTaTOM

5.1. CumnroMaTH4ecKoe Je4yeHue
5.1.1. HeBpoJioruyeckue HapyueHust
5.1.1.1. DnuaenTuyeckne NPUCTYNbI

[Tocne mTOMHOW KIMHUYECKOH OIICHKH CEMHOTHKH CYIOpPOT M JONOJHHUTEIBHOMN
BepUpUKALIUT HEHPO(DHU3HOTOTUIECKIX HapyIICHUN c TTOMOIIBIO JTAHHBIX
anektposHnedasorpapun  (OOI), crmemyer  mogoOpaTh  HambOoilee  MOIXOSIIHIA
JIEKapCTBEHHBIN Tpernapar B COOTBETCTBUU C YCTAHOBICHHBIM THUIIOM CYJIOPOT.

J103y neKkapCcTBEHHOTO TpernapaTa cieyeT THTPOBATh JI0 TeX IMOp, MOKa He OYAeT JOCTHTHYTO
MPEKPAIIEHUE CYAOPOXKHOW AKTUBHOCTH WJIM TPOSBATCS HexenarenbHble 3PQPexTol. Y
MAIlMEHTOB C OTCYTCTBHEM CYJIOPOr B TCUEHHE IPOJOJDKHTEIBHOTO TEpUOoJa CICIyeT
nepecMaTpuBaTh CXEMY JICUYCHHUS aHTHKOHBYJILCAHTAMH.

Ecnmu nBa nim Gosee JiekapCTBEHHBIX TpenapaTa, MPUMEHIEMbIX B COOTBETCTBYIOIIUX J103aX
B TEYCHHE JOCTATOYHOTO TIEPHUOJA BpPEMEHU SBJISAIOTCS HEIPPEKTUBHBIMH IS
NpeNOTBpalieHusT  (KOHTPOJISI) CYAOPOXKHBIX —IPHCTYIOB, JajbHEHINAs BEPOSTHOCTD
JOCTHKECHUS KOHTPOJISI CTAHOBUTCS HU3KOM.

[TaneHThI, Y KOTOPBIX Pa3BHBACTCS TsOKENas SMWICHICHs, KaK MPaBUIO, UMCIOT XYALIHHA
MPOTHO3 M MEHBIIYID NPOAOKUTEIBHOCTh KH3HU, 10 CPAaBHCHHWIO C TMAlMeHTaMu Oe3
CYZOPOKHBIX IPUCTYIIOB.

5.1.1.2. Ancharus

Crenyer TmartenbHO HaOMI0aTh 32 (QYHKIMEH TI0TaHMs, B YaCTHOCTH, Yy HAllUEHTOB,
KOTOPBIE OTHOCSTCS K TpyNIE pPHUCKAa IO acnupanuu. B ciaydae BTOPUYHOM JIETOYHOM
NaTOJIOTUM B PE3yJIbTaTe acHHUpalM MOKa3aHO Ha3HaueHHe aHTHOAKTepUaIbHOW TEepamuH.
Bonpoc 00 opranuszanuu nutaHus U W/WIW JIEYEHUHM Tucharu JOJKEH OBbITh pellleH Kak
MO’KHO paHbllle, TP 3TOM PEKOMEHJOBaHBI CIEAYIOIIUE MEepbl: Oojiee MsArkas WM Tycras
MUIA, 30HJOBOE TUTAaHUE, HAJIOKEHUE TaCTPOCTOMBI (IJIT TOro, YTOOBI OOECHeYuTh
JOCTaTOYHOE MOCTYIUIEHUE KHUAKOCTU U KAJIOPHUH).

5.1.1.3. Cawooreuenue
CrnioHOTeUeHHe MOXKET OBITh HENPHUSATHBIM MPOSBIEHHWEM 3a0o0leBaHUs s
narueHToB ¢ HII-C. [Ins yMmeHblieHHss oObeMa ceKpeTa MOKHO NPUMEHSITh aTPONUH

NepopajibHO, HHBCKIUU 60Ty.]'IOTOKCI/IHa B OKOJIOYIIHYKO WM MOJYCIIOCTHYIO IKCIIC3Y,
THOCIHMHOBBIC TNTACTHIPU HUJIN TNTUKOIMUPPOHHUA 6pOMI/IH.

5.1.1.4. Hapymienus cHa

KpOMe KaTallJICKCUH, MOXKXET BO3HUKATh HAPKOJICIICHUA, HHBEPCUS CHA H/Uau CUHAPOM
OGCprKTI/IBHOFO alfHO3 BO CHEC, KOTOPBIC MOKHO JICUUTH C IIOMOIIBIO MCJIATOHHWHA WU
CO31aHUs IMOJIOKHUTECIBHOTI'O AaBJICHUA B AbIXaTCIbHBIX ITYTIAX.

5.1.2. KorHUTUBHBbIE HAPYLICHUSA

[Tocne TmaTeabHOM OLEHKH 10 COOTBETCTBYIOIIMM HEHPO(DU3NOIOIrHYECKUM IIKajIaM
NalMeHTaM C KOTHUTHBHBIMM HAapYIIEHUSMH JOJDKHBI OBITH OOecreueHbl HajJiexaliue
CpeACTBa MOJIEPKKH.
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B Hacrosmiee BpeMs OTCYTCTBYET JOCTOBEPHOE IIOATBEPXKACHHE TOIO, 4YTO
YCUIMBAIOIIME  KOTHUTUBHYK  JEATEIBbHOCTb  JICKAPCTBEHHBIE  IIPENaparbl  MOTYT
IIPUOCTAHOBUTH IIPOIPECCUPOBAHNE KOTHUTUBHBIX HAPYILICHUMN.

5.1.3. IlcuxuaTpu4ecKkue CHMITOMBI

[lcuxo3 wacto moOAMAeTCS JIEYEHUIO AHTUIICUXOTUYECKHUMH JIEKapCTBEHHBIMU
mpemnapaTamu, X0oTs y HeKoTopbix nmamueHToB ¢ HIT-C Habnrogaercss oTCyTCTBHE OTBETa Ha
JICYCHUE WJIM Ja)Ke MapaJloKCalbHOE yXyaAlIeHHe. PexkoMeHyercs npuMeHeHHe aTUIMHYHBIX
HEUPOJICTITUKOB M PEryJsipHbIM HEBPOJIOTHYECKUA MOHUTOPUHT C LEIbI0 MHUHUMHU3ALHNU
MIPOrPECCUPOBAHUS JTHOOBIX COMYTCTBYIOMIMX AKCTPAUPAMUIHBIX TPOSBICHUH.

OnekrpomokoBas Teparmus (DUIT) ycnmemHo mNpuUMEHsSETCs Yy TAIMeHTOB C
KaTaTOHUEH.

Crabwin3atopbl  HacTpPOEHHUS, TaKhe Kak BaJblIpoaT  HATpus, SABISAIOTCA
3¢ (HEeKTHBHBIMU TIpenapaTaMu i JICYCHHUS OUIONSPHBIX a(()EKTHUBHBIX PACCTPOUCTB, a
Jenpeccusi, Kak MPaBWiIO, MOAJACTCS JICUCHUIO CEJICKTUBHBIMH HMHTUOMUTOpamMH OOpaTHOTo
3axBaTa CEpOTOHMHA.

Bcem manmeHTam M MX ceMbsAM IOCJE MMOCTAHOBKH JHMarHo3a JI0JDKHA ObITh obecrieyeHa
BCsiUECKasi TMOJJIEpKKA M TICHXOJIOTUYECKass TOATOTOBKAa Kak Il OOJIBHBIX €
WHKYpaOeIbHBIMU 3200JI€BaHUSIMHU.

5.1.4. BucuepaJjbHble MPOsIBJIEHHUSA

[Ipu pa3BuTHH cHUHApPOMAa XOJecTa3a y HOBOPOXJICHHBIX M JIETCH paHHEro BO3pacra
MPOBOJUTCS  JKETYErOHHAasl  Tepamusl  IpernapaToM  ypPCOAE30KCHUXOJIEBOH  KHCIIOTHI
(Ypcodanbk, cycnensusi) B no3e 20-30 wmr/kr/cyr. BckapMmiauBaHue oOCyIIE€CTBISIETCS
JIe4eOHBIMHA CMECSIMH C TIOBBIIIEHHBIM COJIEpKaHNE CPEAHEIETOYSYHBIX TPUIIIHLEpUI0B (40-
50%). C 3aMecTUTENbHOM LIE€bI0 Ha3HAYAIOTCs )KUpopacTBopuMble BUTaMuHsl (A, /1, E u K).

B CJIydac pa3sBUTUA MEeYECHOYHOU HEAOCTAaTOYHOCTH IMPOBCACHUEC TPAHCIINIAHTAIUU IICYCHU HC
1enecoo0paszHo.

XKenynouHo-KHIlIEUHBIE PACCTPOMCTBA, TaKWe KakK Juapes, 4acTo HaOIJanTcs Yy
nanueHToB ¢ Oonesnpto HII-C, momyuarommx crnenupuyeckyro Tepanuio MpernapaTom
MUIJyCcTar. Jleuenue Anapeu MpOBOAWTCA IMpcraparaMy, YIrHCTAIOMIUMHU TCPUCTAIBTUKY
KHIIIEYHWKA, TUTA JiolepaMuia. Y TAaIMeHTOB, CO CKIIOHHOCTBIO K 3amopam, MPOBOISTCS
MIPOrpaMMBbl JUIsl HOpMalIu3aluy paboThl TOJICTOrO KUILIEYHUKA.

[lepBuuHOE NoOpakeHUe JETKUX, IpsiMO cBa3aHHoe ¢ Oone3Hbio HII-C nabmtonaercs penko, u
MOXKET JICUUTBCA NMPHUMCHCHUCM AKTHUBHBIX 6p0HXO}II/IJ'IaTaT0p0B U, B HCKOTOPLIX Cliy4dasx,
(bu3noTEpaneBTUYECKUMU MPOLEAYPaMU I IPYAHON KIETKH.

Taomuma 4.

CumnToMaTHyeCcKOE JIEYeHNE pacCTPOUCTB Y O0NIbHBIX ¢ Ooe3Hbto Humanuna-Iluka Tun C

Kannnyeckne CHMITOMBI JledyeHnne
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Karamnexcusa

TpunukiInyeckue aHTUAETIPECCAHTHI WIIN
ctumyssitopsl LIHC

JlucToHus 1 TpeMop

XOIMHOIUTHYCCKHE CpeacTBa

HBI/IFaTeJ'IBHI)Ie HapylCHUsA

dusunoTepanus

OnuiIenTHYeCKue IMPUCTYIIbI

AHTI/IKOHBYJ'IbcaHTI)I

Hapywenns cua

MenaToHUH UIIH CCAATHUBHBIC IPCIIapaThl
nepea CHOM

Hapywmenus nuranus

30HI[0BO€ IMUTAHUC, TACTPOCTOMUA

PecniupaTopHsbie 0CoKHEHUS

duznorepanus ¢ OPOHXOAMIATATOPAMHU;

AHTHUOMOTUKOTEPATTUS

CmroHOTEUEHHE ATpONHH nepopabHO, UHBEKIIUU
00TYyJIOTOKCHHA B OKOJIOYIIHYIO MJIH
HOAYEITIOCTHYIO JKeJe3y, THOCIIMHOBBIC
IUTACTHIPH WJIM TIIMKOIIUPPOHUS OpOMUJL

Kararonus 9J'ICKTpOH_IOKOBaH TCpalunsa

[lcuxuueckue HapylIeHUs Banenpoar Hatpus ais neyeHus
OunoaspHbIX ad(HEKTUBHBIX PACCTPOMCTB,
CeNIeKTUBHBIE HHTHOUTOPBI 00PaTHOTO

3axBaTa CEPOTOHUHA ITPU ACTIPECCUAX

Huapes Muera, nonepamup

5.2. Cneuuduyeckas Tepanus 3a001eBaHUs

Murnycrar  (N-Oytun-neokcuHoitupumunua; NB-DNJ)  sBisercs  HeOombIIOi
MOJIEKYJIOH HMMHHOCaxapa, KOTopasl JAEWCTBYeT KaK KOHKYPEHTHBIH MHTMOUTOP (EepMEeHTa,
TJIIOKO3UPLIEPAMUICUHTA3bl, KOTOPBIA KaTaau3UpyeT NMepBblil (PMKCHPOBAaHHBIN 3Tal CHUHTE3a
rivkochunronunuaos (I'CJI) .

Muriaycrar MOXeT NpOHHMKaTh 4Yepe3 remarosHuedanuyeckuii O6aprep, U ObUIO
ITI0KA3aHO, YTO OH yMmeHbmaeT HakorwieHue I'CJI B roJoBHOM Mo3re, 3aMeiIsieT pa3BUTHE
HEBPOJIOTUYECKOH CHUMNITOMATHKM W YAJMHSET BBDKMBAEMOCTh MPH JOKIMHHUYECKUX
uccrenoBanmsix. OH MOXET TaKkKe HEMpSMBIM 00pa3oM pPEryIHpOBaTh BHYTPUKIECTOUHBIN
roMeoCTa3 KajblHs, CBA3aHHBIA ¢ HAKOIJIEHHEM C()MHIO3MHA — MPEAINOaraéMbIM ITyCKOBBIM
¢dakxropom B naroreHese HIIC1 — myrem BIUSHUS Ha KOHLIEHTPAIMIO TIIIOKO3HWIIIIEpaMHIA.

HabGmionaemass Oe3omacHocTh W mepeHocuMocTh  muriayctara npu  HII-C
NpUOIM3UTENBHO TaKas e, Kak rmpu Oone3nu ['ome 1 Tuna, ¥ B EJIOM CXOJHA B MOMYJISIIUH
JeTel M B3POCIBIX/MOIOABIX MaueHToB. Hanbomnee 4acTo oTMe4aeMbIMH HEXeTaTeTbHBIMA
SABJICHUSIMU ObUIa criabast iIM yMEpeHHas 1uapesi, METEOpH3M, IOTeps Beca U TPEMOP.
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HexxenarenbHble SIBIEHUS CO CTOPOHBI JKEITYAOYHO-KHUIIEYHOTO TpakTa M HeOOJbIIas WM
yMepeHHasi motepsi Beca (B 1esnoM HaOmogaeMas y 50% ManueHTOB) UMENU TeHIIEHIUIO K
CHIDKEHHIO CO BPEMEHEM IIPU HENIPEPHIBHOW TEPANNUU U YCIEIIHO KOHTPOJIUPOBAIHUCH.
JlaHHbIE KIMHUYECKUX HCCIIEI0OBAaHUN C MPUMEHEHHEM MUTITycTaTa 00001eHbl B TabnuLe 5

Tadauua S

KnuHaudeckue uccneoBanus ¢ MpUMEHEHUEM MUTITycTaTta mpu 6one3nn Humanna-ITuka, tum

C
HasBanue uccnenoBanus | Juzaiin uccienoBaHus Kpurepuu ouenku 3axioyeHne YposeHnb
1 aBTOPHI (TIyOITUKAIIIH) 3 PEKTHBHOCTH JIOKa3aTeNbH

(6e3omacHOCTH) OCTH

Kaunnyeckoe 12 mecaunoe IlepBr4Has xoHeYHas [MonoxwurenbHbIH 3P heKT 1B
Hccle0BaHue PaHIOMH3HUPOBAHHOE, TOYKa 3(PPEKTHBHOCTH - MULITyCTaTa Ha
0OGT918-007: KOHTPOJHPYEMOE MUK CKOPOCTH HEBPOJIOTUYCCKUE
PannomuszupoBanHoe, | HCCIIEIOBaHUE TOPU30HTAIBHBIX NPOSIBJICHUS OOJIE3HU
KOHTPOJIUpyeMoe 3G PEKTUBHOCTH U cakaguyeckux apwxenuit | Humanuna-IIuka tuna Cy
HCCJIeI0BaHNE 110 MEPEHOCUMOCTH Tipenapata | a3, HSEM-(alpha), B3POCTBIX/TIOIPOCTKOB U
MpPUMeHEeHHI0 3aBecka® (MUTOIYCTAT) Yy OIICHUBAJIACh C MTOMOIIBIO | JeTeH ObLI CTAOMIBHBIM U

MHIJIYCTaTa Y BPOCJIBIX
M JeTeli ¢ 00J1e3HbI0
Humanna-Iluka Tuna
C

Patterson MC, Vecchio
D, Prady H, Abel L,
Wraith JE. Miglustat for
treatment of Niemann-
Pick type C disease: a
randomized controlled
study. Lancet Neurol
2007;6(9):765-72;
Wraith JE, Vecchio D,
Jaklin E, Abel L,
Chadha-Boreham H,
Luzy C, Giorgino R,
Patterson MC. Miglustat
in adult and juvenile
patients with Niemann-
Pick disease type C:
long —term data from a
clinical trial. Molec Gen
2009

29 B3pOCIHBIX U HOIPOCTKOB
(20 marmeHTOB MOTYYal
JIeYeHHEe penapaToM
MUTIIYCTaT, 9- HaXOIUIINCh
Ha CTaHJIApTHOMH
Tepanuu).29 B3pOCIbIX
OO0JIBHBIX, U3 KOTOPBIX 20
MoJIy4asu B TeueHue 12
MeCSIIEB MUTIIYCTAT B JI03€
200 Mr Tpu pa3a B JieHb, a 9
YeNOBEK MOTyJaln
CTaHJApTHYIO Tepanuo. B
cienyrouie 12 mecsues Bce
0O0JIbHBIC IPUHIMAJTH
MUTITYCTaT.

Hetu B Bo3pacte 4-11 ner,
mpernapaT MPUMCHSIIH B
J103€, pPACCUNTAHHOM UCXOIS
13 TUTOIIAIH TTOBEPXHOCTH
Tema. [lannenTsr,
3aBepIIuBIINE 12 MECSUHYIO
(bazy uccrnenoBanus,
TIPOJIOJIKHIIN TEPAIUIO U
CMOTJIU TIPOJIOJKUTH
y4acTHe B cleayromem 12
MECSAYHOM OTKPBITOM,
HEKOHTPOJIMPYEMOM JTare
uccueaoBanus. 12
MeCAYHOE, OTKPBITOE,
HecpaBHHUTENbHOE, 11 (hazpr
HCCIIeIOBAaHUE TIPUMEHEHUS

KOMIBIOTEPH3HUPOBAHHBIX
MeTOHOB. Bropuynsie
KoHeuHble Toukn: HSEM-b
(nepBudHas
MaKCHUMaJIbHast CKOPOCTh
OCHOBHOM
MOCIIeI0BATEIbHOCTH
HSEM- naxsiaon
aMIUTUTY/Ibl), TIOTaHHE,
CIOCOOHOCTS K
MePEABIDKCHHTO U
Helpodu3noIornaeckuit
cTaryc

COXpaHSIICS Ha MPOTSDKESHIH
Tepanuu 24 Mecsua.
JnurenbHbIA preM
MUTIIyCTaTa 00eCIednBaeT
TEPaNeBTHYECKYIO MOIB3Y,
YTO TOJTBEPKIAETCS
CcTa0MIN3ale OCHOBHBIX
napameTpoB
MPOrPECCUPOBAHUS
HEBPOJOTUYECKUX
MIPOSIBIICHUH 3a00TIeBaHUS Y
OOJIBIIMHCTBA HAIUCHTOB.
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npenapara 3aBecka® y
neTeit B Bo3pacte 4-12 ner
OBLTO ITPOBEACHO
TIapauIeNbHO C
PaHIOMHU3UPOBAHHBIM
HCCIIEJOBAaHUEM Y B3POCIBIX
nanueHToB. [lanueHTsl, Tak
e KaK U B TIEPBOM
HCCIICI0BaHU,
TIPOJIODKHUITN Tepanuio B 12
MECSYHOM OTKpBITOM (ase.

MyJ1bTHLIEHTPOBOE
Ha0a0AaTebLHOE
peTpocneKTUBHOE
KOTOpPTHOE
Huccjaeg0BaHue
NPUMeHeHHUs
MULJIYCTATA Y
MNAalMEeHTOB ¢ 00J1e3HbI0
HII-C

Pineda M, Wraith 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

PerpocnekrusHoE,
Ha0JII01aTeIbHOC
KOT'OPTHOE UCCIIEJIOBAHUE Y
66 nanreHToB, NOJyYaBIINX
JIeUYeHHE TpenapaToM
3aBecka® (MUTITYCTaT) BHE
KIMHHYECKUX
HCCIICIOBAaHUN B CPETHEM B
Teuenue 1,5 ner.
VYuacrBoBanu 25
SKCIIEPTHBIX IIEHTPOB,
MIPOBOJIMIIACH OIIEHKA
MalKeHTOB,
HaOmrogasmuxcs B 2003-
2008 rr. Onenka

3¢ PEeKTHBHOCTH IpernapaTa
3aBecka® npoBoOAMIIACH IO
mkane uaBanugHoctu HII-
C

Onenka 3¢ GHeKTHBHOCTH
npemnapata 3aBecka®
(MHrIIyCTaT) MPOBOAMIACH
IO IIKAJIC HHBAJIUIHOCTH
HII-C, uamepenust
MPOBOAMIINCH 110 4
KITFOUEBBIM KPUTEPHUSIM
HEBPOJIOTUYECKOTO
yxynutenus npu HIT-C:
CHOCOOHOCTH K
CaMOCTOSATEILHOMY
MepeIBIKEHUIO,
MaHUIYJSUHA PyKaMU
(mucToHUA/ TUCMETPHS),
peusb u rnoranue. OreHka
MPOM3BOIMIIACH TPYKIBI
(Ha MOMEHT OCTaHOBKH
JIMarHo3a, Ha MOMEHT
Havasa Je4eHus,
MOCIIEAHUIA OCMOTD)

Crabunusaius
HEBPOJIOTHYECKUX
MpOsIBIICHUH 3a00J1eBaHUs
SIBIISICTCS HAMITyYIIeit
IOCTHKUMOI
TEPaneBTHICCKON IETBI0 Y
nanuenToB ¢ HIT-C,
HUMEIOIINX HEBPOJIIOTHICCKUE
MIPOSIBJICHUS, OTPAKAIOIIIHE
HEoOpaTHMYI0
rHOEIIb/TTIOBPEKICHIE
HelipoHOB. HacTosiee
HCCIICIOBAaHUE
JIEMOHCTPHUPYET, 94TO
MUTIIYCTaT MOXKET
CTaOMIIN3UPOBATH
HEBPOJIOTUIECKUE
MIPOSIBIICHUS 3200JICBaHUSA Y
OOJIBIIMHCTBA MAIUECHTOB, B
YaCTHOCTH Y B3POCIBIX U
opOCTKOB. Bospact Ha
MOMEHT JTHATHOCTHKH
OKa3bIBaJ BIIMSHUE HAa OTBET
Ha JIEYEHHE, a KITHHIHYECKast
moJib3a (T.€. 3aMeJICHHE
MIPOTPECCUPOBAHUS
3a00JieBaHus) HAOIOAANIACH
U Y TalACHTOB paHHETO
BO3pacTa.

Inc

PexomennoBanHas 103a MUTIIyCcTaTa JIJIsl B3POCHBIX MAMEHTOB U noapocTkoB ¢ HIT-C
coctapiger 200 mr Tpu pasa B AeHb. [[03a y manueHToB B Bo3pacTte 4-12 neT HazHadaeTcs
MCXOJS U3 TUIOIIAIU ToBepXHOCTH Tena (Tabmnuia 6)

Taoauua 6

PexoMmeH10BaHHBIE JO3BI MUIJTyCTaTa B 3aBUCHMMOCTHU OT IVIOMIAAN ITOBEPXHOCTU TCIIa
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[1101a1b MOBEPXHOCTH Tea (M%) PexomenoBanHas 103a
>1,25 200 mr TpH pas3a B IeHb
>0,88-1,25 200 mr n1Ba pasa B JICHb
>(0,73-0,88 100 mr Tpu pa3a B 1eHb
>0,47-0,73 100 mr aBa pa3a B ACHb
<0,47 100 mMr ouH pa3 B A€Hb

5.2.1. Hean neyeHusi npu npuMeneHun muraycrara npu HII-C

B cBs3u ¢ veiiponerenepatuBnoit npuponoit HII-C, cmabunuzayus saboneeanus unu

YMeHblenue — Cmenenu — npocpeccuposanus  3a6oneeanus — SBIAIOTCS, — HamOolee
PECATUCTHYHBIMH LEJIIMH, KOTOPbIE MOXXHO JIOCTUTHYTh TPH JUIMTEIBHON CIeHU(PHUIECKOM
Tepanuu 3a00JIeBaHUsI.
BuauMmplii  MONIOKHUTENBHBIA KIMHUYECKUH pe3ynbrar y mnanueHtoB ¢ HII-C  moxer
HabOmromaTecst yepe3 6 mecsieB - 1 rog. B ciyuasx memieHHO mporpeccupyrommx (Gopm
3aboseBaHus (HarpuMep, y MAIMEHTOB C HayaloM 3a00JIeBaHHsS BO B3pPOCIOM BO3pacTe),
3G eKThl OT JeYeHHss MOTYT HAOJIOAAThCS dYepe3 emie OoJiee UIMTENBHBIA MPOMEKYTOK
BpPEMEHHU.

5.2.2. Iloka3zanus 1Jis1 HA3HAYEHUs] TePay MUTJIYCTATOM

Bcem mnamueHTtaM ¢ HEBpPOJIOTMYECKMMH, IICUXMYECKUMU WIM KOTHUTHBHBIMH
HapyleHUsIMM Ha MOMEHT IIOCTaHOBKM JHMarHo3a JOJDKHA OBITh MpPEUIOXKEeHa Tepanus
MHIIYCTAaTOM, UCXO/Is U3 BO3MOXKHOTO YJIYUIIEHHS WM COXPAHEHMS HA MOCTOSSHHOM YPOBHE
KauecTBa KU3HU.

Jlo Havanma J€4EHMS MUIUIYCTaTOM, JE€TH M MOJIOABIC IIAIMEHTHI, CTPaJArOIINE
X0JIECTaTUYECKUMH TPOSBICHUSAMU HAa MOMEHT OOpallleHHus, JOJDKHBI CHayajga MOJYy4YUThb
JIeYEHUE JUIsl KOPPEKIUU BUCLEPATBbHBIX MPOSBIIEHUH; MUTIIYCTaT HE OKAa3bIBAET JIEUEOHOIO
BO3JICHCTBUSA HA CUMIITOMBI X0JIECTA3a.

Hanuuue nonreepxkaenHoro nquaruosza HII-C He crnenyer cuutarh 0043aTebHOM MPUYUHON
JUIL  HEMEMJIEHHOIO Hayajla JICYEHHMS MUIUNIyCTaTOM, IIOCKOJIBKY HEBPOJIOTMYECKUE,
IICUXWYECKHUE WM KOTHUTUBHBIC HAPYIIEHUS MOT'YT BO3HUKHYThH JUIUTEIBHOE BPEMS CITYCTS
(unm, B peIKUX CiIydasix, BOOOIIE He BOZHUKAIOT).

CneﬂyeT IMPOBOIUTH perynﬂpHLH‘/'I MOHUTOPHHT MAIIUCHTOB C JUArHO30M, YCTAHOBJICHHBIM B
PE3YIbTATC CKpPUHUHTA cu0OCOB WJIM Ha OCHOBE BUCHCPAJIBbHBIX CHUMIITOMOB, Ha MNPEAMCT
BO3HUKHOBCHHUA HEBPOJOTHUICCKUX HpOﬂBHeHHﬁ, " CICAYCT PCIINTE BOIIPOC O HASHAYCHUU
JICYCHH IIPHU IIEPBLIX MMPU3HAKAX HaYajla HCBPOJOTHUCCKHUX paCCTpOﬁCTB.

HaL[I/IeHTBI 0e3 HEBPOJIOTHUYCCKUX HpOﬂBJ’ICHI/Iﬁ HC JOJUKHBI IOJIy4aTb  TCPAIIUIO
MUIITyCTaTOM, IIOCKOJIBKY CHUMIITOMBI Y HEKOTOPBIX M3 HUX MOI'YT OTCYTCTBOBATb B TCUCHUC
SHAYUTCIBHOI'O BPEMCHHU.
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B caydasx HaiMuus TSOKENBIX HEBPOJIOTMYECKUX HAPYIICHHWM YK€ Ha MOMEHT ITOCTaHOBKH
IMarHo3a, B OCOOEHHOCTH Yy TMAlMEHTOB paHHEro BO3pPacTa, CYIIECTBYET MEHbIIas
BEPOSITHOT'O TOT'0, YTO MUIJIYCTAT IIPUHECET CYIIECTBEHHYIO TEPAINIEBTUYECKYIO II0JIb3Y.

5.2.3. Ilpexkpanienue JieyeHUust

Crenyer peryiasipHO MPOBOJAUTH OICHKY TEpareBTHUECKUX A(PQPEKTOB MHIIIycTaTa B
OTHOIIEHNH HEBPOJOTMYECKUX MPOSIBICHUH (Kaxaple 6 MeCsIeB); M MOBTOPHAs SKCIIEPTH3a
OTHOCHUTEJIBHO MPOAOJDKEHHS TEPANTUH JOIDKHA TIPOBOAUTHCS €XKETOIHO.

Bo3szeiicTBue Ha jkeny104HO-KUIIEYHBII TPAKT — IJIaBHAs Mpo0iieMa MepeHOCUMOCTH
IpU NPUMEHEHUH MUTIyCcTaTa, MOXXET 3((GEKTHBHO KOPPUTHPOBATHCS ITyTEM NPHUMEHEHUS
YTHETAIOUINX TEePUCTAIBTUKY IpernapaTroB (HampuMmep, JionepaMuzia) ¥/ Wi W3MEHCHHEM
aueTsl. [l HeKOTOPBIX MAlMEHTOB MOKET OBITh IOJIE3HBIM BPEMEHHOE YMEHBIIEHHUE O3B

Jleuenue ciienyer MPeKpaTUTh B TOM CIydae, €CIM HECMOTPS HAa YMEHBIIECHHE /03B,
U3MECHEHHE JUETHl WIM CUMIITOMAaTHYECKOE JICYCHUE, PAa3BUBAIOTCS CEPbE3HbIC HAPYLICHUS
CO CTOPOHBI JKEITYI0YHO-KHIIIEYHOTO TPAKTA.

LlenecooOpa3HOCTh MPOJODKEHUS JICYCHHS MHIIYCTaTOM IAlMEHTOB C TSHKEIBIMH
MPOTPECCUPYIONIMMY HapYIICHUSIMH, TPUBEANIMMHA K HACTYIUICHHIO TIyOOKOH TMCHXO-
HEBPOJIOrMYECKOW MHBAIHIM3AIIMY HEOUCBH/IHA M HYXK/IAeTCS B TAJIbHEUIIIEM 00CYKICHHH.
Pemienne o BHECEHWM WM3MEHEHWH WM TPEKPAIICHUH TEPauyd MHIITYCTaTOM, JOJDKHBI
OCHOBBIBAaThCS HAa MH/IUBUIyaIbHBIX XapaKTEPUCTUKAX MAIMEHTa U IPUHUMATHCS COBMECTHO
CIEHAIMCTOM B 00JIaCTU META0O0JIMYECKUX 3a00JIEBaHUM, a TaK)KE POAUTEISIMU U YJICHAMU
CEMBH.

5.3 Pexomenauuu no auerorepanuu 1Js 60abHbIx ¢ HIIC

[Ipu nmpumenenun npenapata muritycrar y OonbHbix ¢ HIIC moryr nabmromarbes
auapes, Oolu B OKMBOTE, METEOPHM3M CBsI3aHHbIE ¢ OJOKMpOBaHUEM (epMeHTa,
pacILEIUIIONIETr0 AU- U OJInrocaxapusl. [[ist ycTpaHeHNs WM yMEHBLIEHUS BBIPAKEHHOCTU
JTUCHENTUYECKUX PAacCTPONCTB TaKUX Kak, Auapesi, TOIHOTA, pBOTa, CHUKEHUsSI Beca, 00U B
KUBOT€  TpU JIEYEHWU JAHHBIM [pPEnaparoM pPEKOMEHIYETCs COOJII0JIEHuEe IUEThl C
MIOHM)KEHHBIM COJEP/KaHUEM JUCaXapuIOB M OJUIOCaXxapoB B IIEPBHIE HEAEIM Hayala
Tepanuy, ¢ MOCIEAYIOIIUM C €€ PacIIMpPEHUEM 3a CUET NMPOAYKTOB YKA3aHHBIX B KOJIOHKE
«OI'PAHUYUTD» (tabnuna 7). Ha mepBom dTame Ha3Ha4eHHs CyOCTpaT peaylupyroIeit
Tepanuu XejlaTelbHO Ha3HaueHHE MPOOMOTHKOB, KOTOPHIE CHUXKAIOT PUCK BO3HUKHOBEHHS
KeIyJOUHO-KUIIEYHBIX TPOOJIEM U yIy4IlaloT padboTy kueuHuka. [Ipu qpmutensHol auapeu
u 00JsIX B JKMBOTE II0Ka3aHO HAa3HAuYE€HUE IpenapaTa JolnepamMHJ, NpU UIUTEIbHON
abIoMUHANIbHOM OoNu - cra3MoiuTHuYecKas Tepanusd. Bo Bpems mpumeHeHMs Ipernapara
MUIITyCTaT HEOOXOAUMO Ha3HAYaTh JOMOJHHUTENLHO KHUPOpacTBOpuMbIe BuTamMuubl (A, D, E

u K) ocoGenHo B niepBbie 3-6 Mecs1eB Tepamnui.

Haznauenmne JUCTHI ITPOBOJAT B TPH IMOCIICAOBATCIIBHBIX 3Talla:
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1. Crporas nquera ¢ HCKIIOUEHHUEM JUCAXapUJIOB;

2. PacmupenHast aueTa ¢ MOCTEIICHHBIM BBEJICHHEM MPOIYKTOB MUTAHUS, COACPIKAITIUX
JIcCaxapu/ibl;

3. TlpakThyecku HOpMalbHAS TUETA, 32 MCKIIOYCHHEM NPOAYKTOB MUTAHUS, KOTOPHIE

IIJI0XO MEPECHOCATCA.

[IpoaomKUTENPHOCTh KaKJOTO dTama BapbUpPyeT OT HECKOJIBKUX HENEelb /10 HECKOJIbKHUX
MmecsiteB. CoOmiofieHHe JTUEeThl TO3BOJIIET CHHU3UTh MO0OOYHBIE 3(¢eKThl Ipernapara
MUTIIYCTaT ¥ 00ECIEYHUBACT JIOCTATOYHOE MOCTYIUICHHE HEOOXOAMMBIX BEIIECTB M YHEPTUU

U1 HOPMAJIbHOTO (PYHKIIMOHUPOBAHUS OpPraHU3Ma.

Tabmuma 7.

prr[l'[H IIPOAYKTOB, KOTOPbIC CJICAYCT HCKJIIOYNTE/ OFpaHI/I‘II/ITb/ IIPUMCHATDb oe3
OrpaHI/I‘leHI/Iﬁ B IICPBBIC HCJCJIIN TCpAIIUU IIPEIIapaTOM MUIITYCTAT

M3BET'ATh | OTPAHUYNTD | BE3 OTPAHUYEHUI
Myunvie uzoenus, Kpynvi

Xe6 Oernblii, BBIIIEUKA, X11e0 YepHBIid, MaKapOHbI

NICUCHbE

XJI0mbs TS 3aBTpaKa ¢ Xnomnbs 6e3 MOJIOKa,

MOJIOKOM KyKypy3a

Puc, 6060BbIE Manka I'peuka

MzsacHvle/pvlOHble uz0enus, Heupol
KonbacHsle nznenms Bce BHIBI HATYPATBHOTO
Msca, sSiIa

Bce PaCTUTCIILHBIC ) KUPbI

Bce Buabl HatypanbHOU
PBIOBI, MOPEIPOYKTHI,
pBIOHBIE KOHCEPBBI B Maciie

Monounvie npodykmul

MonoyHble IPOAYKTHI Mouoko ¢ conepxaHueM [IpeccoBaHHBIH CBIp
(Mo10KO, TBOpOT, HOTYPT), nakTo3bl MeHee 90%
KpOME OTZIETTbHBIX COPTOB
CBIPOB
Osowu/ppyxkmoi
Kamycra, nyk, orypisl Kaprodens, crekia Bce cBexue, 3aMOpOKEHHbBIE

OBOILHU (Kpome
NEPCUYUCIICHHBIX B IPYIrUX

pazzenax)
Hatypanbusie ppykroBsie | Hecnankue GppykTs
COKH, ITI0pe
Jecepmui, nanumku
JlecepTsl, Cl1aiocTi opexu I'moko3a, ppykrosza, mes
Bapenswe, cupomnsl, ciankue TpaBsiHbIE Yau C TITHOKO30M,
COKH, Fa3MPOBAHHBIE HAIUTKU OTBap IIUIIOBHUKA
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6. MOHUTOPUHTI TedeHHsI 3a00/1eBaHUS

6.1.00beKTUBHOE 00CIeI0BAHNE

TmatenbHOe 00BEKTHBHOE OOCIEIOBAaHHME JODKHO MPOBOAMTHCS Kaxablie 6-12 mecsieB B
cneuuanu3upoBaHHoM  lLleHTpe, wuMeromieM  OnbIT  HAOMIOAEHUS  MALMEHTOB €
METa0OTNYECKUMU 3a00JIEBAaHUSMH.

Ecniu  namueHT MOXeT  COTpyAHMYaTh, pPEKOMEHJIYeTCs IPOBOJIUTH  BUAEO3AINCh
KIIMHUYECKOTO 00CIeI0OBaHMs, COTJIACHO CTaHAAPTH3UPOBAHHOMY BHIEO IMPOTOKOIY (CM.
HIKE). DTO MOXKET IIOMOYb JJIsl OLEHKU MPOrPEeCCUPOBAHUS HEBPOJIOTMYECKUX MPOSIBICHUN
3a00JIeBaHUs B IUHAMHUKE.

6.1.1. HeBpoJioruyeckoe 00cjie10oBaHNe

OrneHka OKYJIOMOTOPHOM (YHKLMHU JOJKHA IMPOBOJUTCS COIJIACHO CTaHAAPTHOMY
IIPOTOKOJIy OLIEHKH, 10 KpailHEe! Mepe, OJIMH pa3 B IoJl y MAllMEHTOB C HA4aJIoM 3a00J1eBaHMs
B JIETCKOM BO3pacTe JUIsl MOHUTOPUHIa IPOTrPECCUPOBaHUS 3a00JI€BaHHUS.

MOHMTOPUHT TJIOTaHUS JOJDKEH IMPOBOJUTHCS HE PEXe, YeEM pa3 B roj y BceX
NAIlMEHTOB, HO B OCOOEHHOCTH Yy MauueHTOB ¢ aucharveid. DyHKIUS TIOTAHUS MOXKET
OLICHUBATbCA C IOMOIIbIO IPOCTOTO HCCIIEIOBAaHUS IJIOTAaHMSI PAa3HBIX THUIIOB IUIIU C
IIOMOUIBIO BUJEOPEHTTEHOCKOIIMYECKOTO UCCIIEN0BAHUS.

JlBurarenpHble (QYHKIIMH OICHUBAIOTCS C MOMOIIBIO MpocToro 10-MeTpoBOro Tecra
X01bOBI WJIM IO CTAaHJJAPTHOMY HHIEKCY X0/1b0bI Xay3epa.

Jlig oneHKH KOTHUTHBHBIX (YHKIUI ucnoib3ytorcss Tectsl MMSE (kpaTkas mikana
OIICHKU Tcuxuueckoro craryca QPommureitH U Makxpio), MOCA (MoHpeaibckas IIKana
OLICHKM KOTHUTHUBHBIX (QYHKIMIT), y JeTeil — TecT PaBeHa (cTaHmapTHBIC MPOrPECCUBHBIC
MaTpUIlbl, IBETHBIC MPOrPECCHBHBIC MATPHIBI), TeCT Bekcnepa, IIKOJIBHBIA TeCT
OCBOEHHOCTH MBIIIJIEHHS], IIKOJbHBIA TECT YMCTBEHHOI'O pAa3BUTHUS, TECT CTPYKTYphI
UHTeJUIeKTa Aif3eHKa; rpauKk HEpBHO-TICUXMUYECKOTO PA3BUTHS MIIAJICHIIa U MaJIbIIIA; LIKaJIa
MICUXOMOTOpHOTO pa3Butus no ['puddurc; sxcnpecc-MeToIuKa OLIEHKU COCTOSIHUSI BBICIIMX
neuxudeckux ¢yHkumid y nereit mo JI.C. 1IBeTkoBoil. Y manueHTOB IPyAHOTO U JIETCKOTO
BO3pacTa MOTYT MCIIOJIb30BaThCsl IIKAJIbl PA3BUTHS.

VY nanuveHToB ¢ MOBEIEHYECKUMH WM MCUXWYECKMMHU HapyIIEHUSIMH, OCOOEHHO ¢
HayajoM  3a0ojieBaHMS B  IOBEHWIBHOM U  MOJPOCTKOBOM/B3pPOCIOM  BO3pACTE,
Helporcuxuarpuyeckoe 00cae0BaHue JI0JKHO MPOBOAUTHCS MOBTOPHO HE PeXe YeM pa3 B
rof.

Tun, UHTEHCUBHOCTD U YacCTOTA CYJOPOKHBIX MPHUCTYIOB MPU UX HAIUYUH JIOJKHBI
ObITh TIIATEIBHO 3a/JI0KYMEHTHPOBAHBI MPH KaXJAOM KIMHUYECKOM Bu3uTe ¢ OOI'-

BepuUKaLueH.
6.1.2. BucuepajibHble IposiBJIEHHSA

XOoTs TOKa3aHO, YTO OpPraHOMErajvs HE KOpPPEIUPYET C IPOrpecCUpOBaHUEM
3a0071€BaHus, YIbTPa3BYKOBOE MCCIICIOBAHHE OPraHOB OpIOIIHOW TOJOCTH JOJDKHO
MPOBOJUTHCS €KETOJAHO y NMAUUEHTOB C BUCIEPAIBHBIMU MPOSBIECHUAMU B aHAMHE3E WJIH C
MMeEIOIIENCs Ha JaHHBIM MOMEHT CIIEHOMETaJINel WMIIH TelraToCITIEHOMeTaaneH.

6.1.3. HeiipoBu3yanu3zauus
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Kak yxe ormeudanoch Bbillle, AaHHBIE MO HEHUPOBHU3yalM3allMU TOJOBHOIO MO3Tra
MOTYyT MOMOYb B OIpPEACICHUH HaJu4usl WM TPOrPECCUPOBAHUS HEBPOJIOTHYECKHUX
pacctpoiicte nipu HII-C, a Takke MOHHUTOpPUHIE OTBETa Ha JedeHue. Pekomenmyercs
peryisipHo nmpoBoauTh MPT-uccienoBanue rofjoBHOro Mosra (He pexe 1 pasza B 2-3 roma).

6.2.1 CraHaapTHblii BHJA€0 NPOTOKOJ I KIHMHUYECKOH OLEHKH JIBHUIraTeJbHbIX
byHxkumi

1) Peus (30-45¢)
e [Ipousnecure ¢pasy, nHanpumep, «IIpuBet, cerogns dyaecHslii 1eHb) (3 pasa)
2) JIBMOKEHHS PYK

e (CxxuMaHue U pazkuMaHue kKuctei (5-10 pa3 kaxmoi)

e [IpoTuBOmOCTaBIEHUS OOJBIIOTO MAJBIIA TOOYEPETHO C KAXKIBIM HaJIbIIEM

e [lanpueHocoBas mpoda ¢ OTKpbITEIMU IM1azaMu (5—10 pa3 ¢ ka0l CTOPOHBHI)

3) CrosHue U X0/160a 60CHKOM

e CrosHue: cronsl BMecTe (15 ¢)

e CrosHue: cTOIbI OfHa 3a apyroi (15 ¢)

e Xoanba + HOpMabHBIN OTYy060pOT (15 ¢)

e Tangemuas xoap6a (cTorsl oHa 3a apyroi) (15 ¢)

4) TluceMo/prcoBaHue (JOMUHAHTHAS PyKa)

e Hanummure ¢ppasy, Hanpumep «CeroiHs YyIeCHBIN eHbY. /i1 ManeHbKUX JeTeH:

cenaiiTe pUCYHOK WM CIIUpallb

e CkonupyiTte CTpaHUuLly

5) JlBmxeHwus ria3
e CaMomnpou3BOJIbHbIE JBIKEHUS I71a3: BBEPX, BHU3, BIPaBO, BJIEBO (JBa LIUKJIA)
e CrexeHue ria3amH (3a majablieM): BBEpX, BHU3, BIPaBO, BIEBO (JIBa pa3a, OLIEHKa
CKOPOCTH)

[Tpumeuanue: IlanueHTbl MJIaJ€HUYECKOTO0 BO3pacTa ¢ HEOOJBIION BEPOATHOCTBHIO
CMOTYT BBIIIOJIHUTh HEKOTOPBIE TECTHI, YINOMSHYTBIE BBIIIE;, BHUACO3AMKCH JIOJDKHA
MIPOBOJIUTCSI C COTJIACHsI POJAWTEINS WJIM OINEKyHa Yy MAIeHTOB JETCKOTO BO3pacTa WU C
COTJIACHsI TIAI[MeHTA, €CITH OH/OHA SBIISIETCS B3POCIBIM.

7. lucnancepHoe HA0/II0eHe MAIUEHTOB

Onenka TedeHus 3a00JeBaHUS W OTBETA HA TEPANMUIO MPOBOIUTCS Kaxable 6-12
MECSIIEB C MPOBEACHUS BceX HeoOXoanuMbIx oocnenoBanuid. (Tabmnuma 8.)

Taoauua 8

HCpI/IO,Z[I/I‘-IHOCTB MMOBTOPHBIX O6CJ'I€IIOB3.HI/II71 NalueHTOB C 0one3npro Humanna -ITuka tuna C

Ileproan4HOCTH NOBTOPHBIX
ITapamerpsi o
o0csieoBaHMit
Obwue
[TonHoe uzmKampHOE 00CIEIOBaHHE,
BKJIFOYAsi U3BMEPEHUE POCTA, BECA, OKPYKHOCTH Kaxnpie 6 mec
T'OJIOBBI

Heesponocuueckoe oocnedosanue
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Omuenka 1o mnikane naBanuaggoctu HIIC Kaxnanie 6 mec

Buneosanuch OCHOBHBIX JIBHUTATEIHLHBIX
Kaxnpie 612 mec

GbyHKIUH
Buaeo—231" MOHUTOPHUHT, 1TO0 BO3MOKHOCTH,
JTHEBHOT'O MJIX HOYHOI'O CHA Kaxnpie 612 mec
JIpyeue noxazamenu
OLieHKa ICUXOHEBPOJIOTMYECKOT0 CTaTyca Kaxnpie 6—12 mec

AynuomeTpusi, CIIyXOBbI€ BbI3BaHHbIE

Kaxnsie 6-12 mec
OTEHIMAIIB]

3puTeNnbHbIE BbI3BAHHBIC TIOTEHIIUAIIBI Kaxnpre 6—12 mec

BunoxymsipHas 31eKTpooKynorpadus

o Kaxnsrie 6-12 mec
(perucTparys CakKaau4eCKuX JIBI)KCHHM Ii1a3)

Jlabopamopnvie nokazamenu

buoxumuueckuii ananus kposu (ACT, AJIT,

o o Kaxnpie 6-12 mec
KaJIBIIMI OOTIIHIN)

OO0mmuii aHaJIM3 KPOBU Kaxnarie 12 mec

HccnenoBanue akTUBHOCTH (pepMEHTA

Kaxnere 12 mec
XUTOTPUO3U/Ia3bI TIJIa3MbI KPOBH (110 BO3MOKHOCTH )

Y3U opranoB OprONIHON MOJOCTH Kaxnapie 12 mec
MPT wunu KT rosopaoro mo3sra Kaxnpie 12 mec
8. [Iporuo3

HecmoTpss Ha HanuyWe MaTOr€HETHYECKOTO JIEYEHUs, MPOTHO3 TMpu OOJIe3HU
Humanna-Tluka, tun C mpomomkaer ocTaBaTbcsi  HEOIAronpUsATHBIM. — XapakTep
MPOTPECCUPOBAHUS 3a00J€BaHUsA M TPOJOJDKUTEIBHOCTh KU3HM Yy HamueHTtoB ¢ HII-C
KpaiiHe BapuaOeNbHBbI.

CBOEBpeMEHHOE Ha3HAYEHWE IMMATOTCHETHYECKON Tepanmuu  (CyOcTpaTpenyupyromas
Tepanusi) MOXKET YIYUYIIUTh MPOTHO3 MAI[UEHTOB.
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