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Kiannuyeckue pexomenaanuu paccmorpensl Ha VII evesae Poccuiickoro
o0mecTBa MeaMUMHCKUX reHeTUKOB B CaHKT IlerepOypre (19-23 mas 2015
r.) ¥ yrBep:kaenbl npeacenareiem POMI, akagemukom PAH E.K.
I'maTepom.

KiinHuveckue pekoMeHIallui PACCMOTPEHBI HA 3aceJaHNu NPOQUIbHOM
Komuccuu MuHucrepcrsa 3apaBsooxpanenus Poccuiickoit @eaepauuu mo
MeauuuHckoil reHeruke 20 mast 2014 r. u yrBepKaeHbl [JIABHBIM
BHEIUTATHBIM CIEIHAJHUCTOM MO0 MeIMIUHCKOI reHeTnke MuH3apaBa
Poccun C.U.Kyuesbim.



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

1. Memoooaozus

MeTo/1b1, UCTIONIB30BAaHHBIE 11 COOpa/CeNleKIIMH JOKa3aTEeIbCTB:

[Towuck B anekTpoHHBIX Oa3ax manHbix PUbMed u Medline.

JlaHHbBIE KIMHUYECKHE PEKOMEHIALMK TMOJArOTOBJIEHbI HAa OCHOBAaHUU MEXIYHAPOJIHBIX
KIIMHUYECKUX PEKOMEHJAIMA O JUArHOCTUKE W TAaKTHKE BeneHus Oonesnn Humanna-ITuka
tuna C (Niemann-Pick type C), pazpaboTaHHbIX rpynmnoi skcnepToB mno 6one3nu Humanna-
[MTuka, Tun C, a Taxke 0030pa MyOIMKAIMA KITMHIYECKUX MCCIIETOBAHHA.

Mertoabl UCIIONIB30BAaHHBIE 7151 OLIEHKU KaueCTBa U CHUJIbI I0Ka3aTEIbCTB:

KoHcencyc akcniepros

OrneHka 3HaY4MMOCTH B COOTBETCTBHH C PEUTUHIOBOM cXxeMoii (Tabi.1).

Tabauua 1. PeliTuaroBas cxema Jis OIICHKH CHIIBI PEKOMEHTAIIHA.

Cuna OnucaHue 3HAYUMOCTH
peKOMEHJauun

A CunpHast (00s13aTebHBIC)

B Cpennsis (peKOMEHTyeMbIE)

C Cnabas (BO3MOXKHBIE)

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

Krnaccel (ypoBHM) JOKa3aTENbCTB Onucanue

Knacc I (yposens A) Bonbime aBoMHEIE ciemnble M1aneO0KOHTPOIUPYEMbIe
HCCIIeIOBaHMS, a TAaKXKe JaHHbIE, TIOTy4YeHHBIC IPH MeTa-aHaINu3e
HECKOJBKUX PaHAOMHU3HPOBAHHBIX KOHTPOJIUPYEMBIX
HCCIIEJOBAHUN

Kunacc II (ypoBens B) HeGonpmme panjoMHU3MpOBaHHBIE M KOHTPOJIMPYEMbIE
UCCIIEI0BaHUS, IPU KOTOPBIX CTATUCTHUECKUE JaHHBIE
MIOCTPOEHBI Ha HEOOJIBIIIOM YHcIe O0JIBHBIX

Kiacc III (yposens C) HepannomusupoBaHHbIe KITMHUYECKHE UCCIEJOBAHUS HA
OTrPaHUYEHHOM KOJHUYECTBE NAIIMEHTOB

Kiacc IV (yposens D) BripaboTka KOHCEHCyca TPYIIION SKCIIEPTOB 10 ONpeaeéHHON
npobiieme

2. OmnpenejieHue, NPUHIMIBI THATHOCTUKH

Kox MKB-10



E75.2 - Ipyrue chUHTOIUI 0361

bonesnpr Hwumanna-ITuka, tunm C (HII-C) sBasercs peakuM HacCIEACTBEHHBIM
MYJIbTUCUCTEMHBIM 3a0051eBaHKeM, BbI3biBaeMbIM MyTanusiMu B reHax NPC1 (B 95% cnyuaeB)
un NPC2 (oxomno 4% cmydaeB), 4To Be[eT K HapyUICHHIO BHYTPUKIETOYHOTO TPaHCIOPTA
JUTNHUIOB U HAKOIUICHUIO XOJIECTEPUHA U TITMKOC(HHUHTOIUITUAOB B TOJJOBHOM MO3T€ U JIPYTUX
TkaHsx. Yacrora 3aboneBanust cocrasiser 1:100000-1:120000 >XKUBBIX HOBOPOKIACHHBIX.
Cpenu xapakTepHbIX HeBposorndeckux nposisieHnit HII-C HaOmonaTes OKyJIOMOTOPHBIE
paccTpoiicTBa B Buje Hapymenuid cakkaa (C/AI) wim BepTUKaIbHOTO HAIBSIEPHOTO Mapainya
B3opa (BHIIB), Mo3xeukoBble HapylieHHs (aTakCHs, JUCMETPHS), JAUCTOHHS, TH3APTPHSL,
nucdarus M TeJacTHuYecKas KaTamuiekcus. Takke y NalUeHTOB YacTo HabOIoJaroTcs
SMUICITUYECKUE CYIOPOKHBIE MPUCTYIBL. OOBIYHO HAYAIO HEBPOJIOTUYECKUX IMPOSBICHUN
MPUXOAUTCSA Ha JIETCKUN BO3PACT, XOTS Bce OOJbIIee KOIUYECTBO CIY4YaeB BHISBISETCS U
JMArHOCTUPYETCS B 3pEJIOM BO3pACTe, B CBSA3H C MO3JHUM MPOSBICHUEM HEBPOJIOTUYECKUX U
MICUXUATPUIECKUX CHUMITOMOB. PacrpejneneHue ManueHTOB MO BO3pacTy MaHudecTaruu
HEBPOJIOTUYECKHUX MPOSBICHUH (Ha4aso 3a00J€BaHMs B paHHEM JIETCKOM, MO3IHEM JETCKOM,
IOBEHWJIBHOM U IOJPOCTKOBOM/B3POCIIOM BO3pAacTe) MOXKET OBITh IMOJIE3HBIM JJIsl OILICHKH
Te4eHMsl 3a00JeBaHUS M OTBETa Ha JieueHue. IlepBoe MexayHapoJHOE PYKOBOJICTBO IO
knuHuyeckomy Benenuto HII-C y neteit u B3pocibix 0110 omydnukoBano B 2009. B centsiope
2012 Obutn OmMyONMKOBAaHBI OOHOBJICHHBIE PEKOMEHJAIMHM,  BbIpAOOTAaHHBIE B XOJE
ouepenHoro cosenlanus B [lapmxke, @paHiius rpynnoi MexayHapOJIHBIX SKCIIEPTOB.

OT60p MNanueHTOB JId AUArHOCTHKU OCYHICCTBIISCTCSA Ha OCHOBAHUHU CCICKTHBHOTO
CKpUHUHI'Aa — BBIACICHHUC TPYHIIbI IMAIMUCHTOB, HWMCIOIIHUX XAPaKTCPHBIC IJId JAHHOI'O
3a00JIeBaHUS KIMHHUYCCKHEC CHUMIITOMBI (BncuepaanHe, HEBPOJIOTUYCCKUC,
HCI/IXI/IanI/I‘-ICCKI/IC) AJIs1 TIPOBECACHU AL JanbHEUINEro na60paT0pH0r0 TECTUPOBAHUA.

HpI/I HaJIM4nun COOTBeTCTBYIOH_Ieﬁ KJIMHAYECKOMH KapTUHBI JUArHo3 IIOATBECPKAACTCA
OMOXUMUYECKUMH H MOJICKYJIAPHO-TCHCTUUCCKUMU MCTOJaMU.

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

HII-C sBnsiercs MynbTUCUCTEMHBIM 3a00JI€BaHHEM; KITMHUYECKHUE TIPOSBICHHS, KOTOPhIE
yKa3pIBalOT Ha BO3MOHBIM auarHo3 HII-C, Bkmrouator B ceOs  BUCIEpaAIbHBIC,
HEBPOJIOTHYECKUE U TICUXUATPUUECKHE CUMIITOMBI.

B nactosmee Bpems npunsThl cieaytouie gopmbl HII-C, ocHoBaHHbIE Ha Bo3pacte
MaHU(peCTallM HEBPOJIOTUYECKUX MPOSBICHUIN 3a00ieBaHMs. TepuHATalbHAs (HAdalno B
Bo3pacTe <3 MecsIleB), paHHsA MiIaJieHueckas (B BO3pacTe OT 3 MecsIeB A0 2 JIET), MO3aHsIs
MianeHdeckas (B Bo3pacte 2 10 6 neT), loBeHWIbHas (B Bospacte 6-15 ner) u
MOAPOCTKOBasI/B3pocias (B Bo3pacTe crapime 15 ier).

Yacro nabmogaercs paznuuyHoe kinuHudeckoe TeueHue HIT-C y cubcoB, HecMOTpst Ha
TOXJICCTBEHHOCTh TEHOTHUINA W Omoxumudeckoro (enoruma. [lamueHTHI, pOAMBIIHECS C
TSOKENION TMepuHATAIbHOW (QOpMOIi, MOTYT UMETh CHOCOB C HayalloM HEBPOJIOTHUYECKUX
MIPOSIBJICHUH B JIETCKOM WJIH TIOJJPOCTKOBOM BO3pacTe.



2.1.1 HespoJioruueckue nposiBjaeHust

Heponorunyeckue napymenus npu HIT-C gacTto pa3BUBarOTCS MOCTEIIEHHO, MPOSIBIIAACH
TAaKUMH HECTICTIM(PUISCKUMH CUMIITOMAMH, KaK CHUKEHHE MBIIIIEYHOT0 TOHYCA (IIEHTpaIbHas
TUTIOTOHHUS ) MJIA YacThIe TAJICHUs, HEYKIIIOKECTh B Clydasx Hadaja 3a00JIeBaHUs B CTapIIeM
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 MiIaieHYeckoro Bo3pacra U crapiie, 4acTo HaOII0AaeTCs OANH WIN
HECKOJIBKO MO3KEYKOBBIX CHMITOMOB. K TUMHMYHBIM HeBposorndeckum npossieausm HII-C
OTHOCATCSI HapyIICHUE TOXOAKH, MO3KEUKOBasg AaTakCus, JUCTOHUS, JUCMETpHS,
TUCANAI0XOKHWHE3, MU3apTpus U aucdarus, rexacTudeckas KaTaruieKCHs, SMIICITHYCCKUE
MIPUTIAJIKUA, HEHPOCEHCOPHAs! TYTOYXOCTb.

Mo3soiceuxkosas amaxcus SBISETCS YaCThIM MPOSIBICHHEM B Cllydasx MaHU(eCTaluu
3a00JIeBaHUS BO B3POCIIOM BO3pACTe.

Jlucmonust cBsi3aHa C TOPAXCHUEM TI0JI0CATOro0 Tejda M YacTo MPOSBISIETCS (POoKambHOM
JTUCTOHUEH, TOpaXKAIOIIEeH KUCTU | JIUIO. | 'eHepann30BaHHast JUCTOHUSI MOXKET MPOSBIISATHCS
HapyLIEHUEM TOXOJKH, TaTOJOTHUECKUMU n03aMu. OCTPbII MUOKIOHYC NI MUOKTOHUYECKUL
mpemop MOTYT pa3BUBATHCS B IPOIECCE MPOrPECCUpPOBAHUsA 3a00JE€BAHMS WIM HHOTIA
BO3HUKaTh Ha paHHUX cTaausax pazsutus HII-C.

Jlucghazuss MOXKET TIOSBIATHCS HA PAaHHUX CTAIUSX 3a00JICBaHUS WJIM PAa3BUBATHCS TO3KE U
MIPEJICTABISIET CEPhE3HYI0 MPOOIeMy ISl KIMHUYECKOTOo BeICHHS OONBHOTO, IMOCKOJBKY
CEpPhE3HO HApPYIIAET BO3MOXKHOCTH CaMOCTOATEIBHOIO THUTAaHWUA Ha TMO3JHUX CTAIUAX
3a00NeBaHus, TOBBINIAS PUCK ACHHUPALMU M, BCIEACTBHE ATOTO, CEPHE3HBIX JIETOYHBIX
nHpeknui. Jlucdarus Mox)eT HAUUHATHCS ¢ TPOCTOTO MOTIEPXUBAHUS WITH KAIUIS TIPU TIPUEME
MUK, OOBIYHO MPHU YIIOTPEOICHUN KUAKOCTH.

Oxynomomophvie HapyuwieHus SBISIOTCS oTanyuTeNnbHbIM npusHakoM HII-C, nabmogasce y
81% mamueHTOB MO pe3yibTaTaM KPYMHOMACHITAOHOTO PETPOCIIEKTHBHOIO HCCIIEIOBAHUS,
O0OBIYHO HAYMHAIOTCS B CTapIlieM MJIAJIEHYECKOM BO3pacTe ¢ HapylieHus cakkaa. Hapymenus
CakkaJl MOTYT OBITh MPOMYIIEHBl MPU KIMHUYECKOM OCMOTpE, €CIM HE OIICHHBAIOTCS
CaMOTIPOM3BOJIbHBIC IBUKEHUS TTIA3HBIX 010K, J[aHHBIA CUMIITOM BBISIBIISIETCS] TPAKTUUECKH
y Bcex narueHToB ¢ HIIT-C npu npaBuiabHOM 00CIeIOBaHUH, U peaibHas pacpoCTPaHEHHOCTh
JAHHOTO  CHUMITOMAa, BEpPOSITHO, HEJOOLECHMBAeTCs. llepBOHAYaIbHO  MOPAKAOTCS
BEpPTUKAJIbHBIE IBMXKEHHUS TJ1a3, 3aT€M IIPUCOETUHSAIOTCS HapyILLIEHUS TOPU30HTAIbHBIX CAKKa/I.
N3HavanbHO cTpafaroT TOJBKO CaMOIPOU3BOJILHBIE CAaKKAIMUYECKUE IBUKEHHUS, a MEIJICHHBIC
IJIaBHBIC CJEAAIIUEe ABMXKCHHUS TJa3 MOTYT ObITh HOpMalbHBIMH. CO BpeMEHEM OTH
HapyIIeHUs TPOTPECCUPYIOT 10 TOJHOTO BepPMUKAILHO20 HAOBAOEPHO20 NApalIuya 830pd,
HAaYMHAsACh C MPOTPECCUPYIOIIETO YMEHBUIEHUSI CKOPOCTU CAKKAJIUYECKUX JABHKEHHUH (XOTH
BpeMs 3aJIEPKKH CAKKATUYECKUX JBMIKCHUN OCTAeTCs HOPMAJbHBIM), MPUBOJS K MOJHOMY
napanuvy cakKaJndecKHUX JIBIKEHUH r1a3. BecTuOynookynspHblil pediekc 4acTo COXpaHeH B
TEUEHWE JJIUTEIHLHOTO BPEMEHHM, TOATBEPXKIas TOT (aKT, YTO Mapaaud B3opa SBISETCS
JEHUCTBUTENHLHO HAAbSIIEPHBIM 10 CBOEU MPUPO/IE.

Kamannexcus sBAsieTCST OTHOCHTEIBHO CHEUU(PUYHBIM M YACTHIM  HEBPOJOTHYECKUM
npusHakoMm HII-C, nHabmogaembiM, B 11e10M, OoJiee 4eM y TIOJIOBUHBI ManMeHToB. OHa pexe
HaOJII0JaeTCs Y MAIMEHTOB PaHHETO JIETCKOTO BO3pacTa, Jalle OTMEYasCh B Cydasx Hadaja
3a005IeBaHUs B MO3IHEM MJIaIEHYECKOM M FOHOIIECKOM Bo3pacTe. KaTarekcus mposBisieTcst
BHE3AITHON TOTEepel MBIIIIEYHOTO0 TOHYyCa B HOTax WM, MHOTJA, B YETIOCTH WU Iee M
MPOBOLIMPYETCS AMOIMSMHU, HAMpUMEp, CMeXOM (TejlacThueckas Karariekcus). JlaHHbIi



MIPU3HAK JIETKO MTPOMYCKAETCS K YaCTO OIIMO0YHO HHTEPIPETUPYETCS KaK BTOPUYHBIC T ICHHS
U3-3a aTAaKCHU WM KaK aTOHUYECKHUE SIUICIITUYECKUE TIPUCTYIIBIL.

Onunenmuueckue npucmynsl pexxe HaOMIOJAIOTCSA Yy MALMEHTOB C HA4YajIoM 3a00JeBaHUS B
paHHEM MJIQZICHYECKOM WJIM B3pOCIOM BO3pACTe, YEM B CIIydasx C Ha4yajoM 3a00JIeBaHHUS B
MO3JHEM MJIaJIEHYECKOM U roHoIIecKoM Bo3pacte. Y mauueHtoB ¢ HII-C moryt ormeuaTses
JH00bIE TUIIBI AMUJIEITUYECKUX IPUCTYIOB (ITapLuanbHble/(poKanbHble, FeHepaTu3upOBaHHbIE,
abCcaHCBl, MHOKIIOHMYECKHE, TOHHUKO-KJIOHUYECKHE); MPHUCTYIBl MOTYT 3HAYUTEIHHO
OTJINYATHCA 110 UHTEHCUBHOCTH U 4aCTOTE.

Hetipocencopnas myz0yxocmb 4acTO BCTPEUAECTCS HA IIPAKTUKE, HO OIMYOJIHMKOBAaHHbIC
cooOLIeHUs IO JAHHOMY HeBpoJsoruueckoMy nposisiaeHuo HI1-C HeMHOrouncieHHsl.
Ilepugpepuueckas Heviponamus FBISETCS PEAKUM ociiokHeHueM y mnamnueHtoB ¢ HII-C,
KOTOpOE MOKET HaOJII01aThCsl MpU MilafieHueckux (popmax. OHa HUKOrJa He HaOJII01a1ach B
CllydasiX Hadaia 3a00JIeBaHUs B IOHOLIECKOM HJIM B3POCIIOM BO3pacTe.

2.1.2 KorHuTHBHBIEC HAPYIICHUSA

CHuotcenue KoeHumuenvlx @yHnKyul HadIIOJaeTCs MPAKTHYECKH y BeexX manueHToB ¢ HII-
C ¢ nebrotom 3a60s1eBaHuUs B [1OIPOCTKOBOM/B3POCIOM BO3PACTe, HAUMHASI C OIPEEICHHOIO
MOMEHTa pa3BUTHUs 3a00JI€BaHUS, HO PEJIKO PACIIO3HAETCS B JIETCTBE HA paHHUX ATarax
pa3zsutus HII-C.
VY manueHToB ¢ HayaJoM 3a00JIeBaHUS B MO3JHEM MJIAJICHYECKOM U FOHOIIECKOM BO3pacTe
OTMEYaJIM IUIOXYIO IIKOJIbHYIO YCIIEBAEMOCTh M 3aTPYAHEHUS IIPU O0YUEHUH.
Koruurusnslie Hapymenus npu HII-C, B ocHOBHOM, HauMHarTCAd C JIOOHO-IIOAKOPKOBBIX
paccTpoOiCTB U XapaKTEpU3UPYIOTCS CHMKEHHEM HCIOJIHMUTENBbHOM (PYHKIMM M CIOBECHOH
MaMsTH, a TAK)K€ YMEHBIIIEHHEM CKOPOCTH 00paboTKH UH(POPMAIIUH.
IIpu mnporpeccupoBanuu HII-C y mnamueHToB oTMeuaercs Oosiee sIBHOE YXYALICHHE
KOTHUTHUBHBIX (DYHKLIMH, Belyllee BO MHOTHX CITy4asix K BBIPQXKEHHOH EMEHIMH C IrpyObIM
JUCPETYISATOPHBIM CUHAPOMOM U HAPYILIEHUEM MaMSTH.

2.1.3. IlcuxuaTpuyecKkne NposiBJeHUA

[Tatments! ¢ HIT-C ¢ Havanom 3a0oseBaHus B MOJPOCTKOBOM/B3pPOCIOM BO3pacTe 4acTo
NEOITUPYIOT TICHXUYECKUMU TPOSIBICHUSMH, TaKXe COOOIMAJIOCh O TAalMeHTax ¢
MaHHu]ecTalel 3a601eBaHus B IOHOILIECKOM BO3pacTe ¢ MOBEJCHUECKUMH OTKJIIOHEHUSIMU B
AHAMHE3€ W JpYruMud CHUMIITOMAaMHU, O6paHIaBIHI/IXCﬂ MMO3KEC IO 1OBOAY IICUXHUYCCKHUX
3a00JIeBaHUH.

VY manmueHToB ¢ HayauoM 3a00JieBaHUS B IOHOIIECKOM BO3pacTe 4YacTO HAaOIOAOTCS
npobiemvl nosedeHus, HapyuleHue 00y4eHls, paccmpolcmeo IKCHPECCUBHOU pedll, CUHOPOM
Ooepuyuma 6HUMAHUSL C SUNEPAKMUBHOCBIO.

Ilcuxo3 ¢ 1M30()PEeHONOJOOHBIMU MPOSBICHUSAMHU SIBJISETCS YacThIM CHUMIITOMOM Y
noapoctko/B3pocibix manueHToB ¢ HII-C, ormeuaercss ¢ wactotoit no 25% ciyuaes.
KnuHnueckue nposBICHUS 4acTO HEOTIMYMMBI OT MIHU30(PEHUU C TUIUYHBIMU CIYXOBBIMU
TaJIFOIUHAIIUIMU, 6pe)IOBI)IMI/I naesamMu, paCCTpOﬁCTBOM MBIINUJICHUSA W IIOBCACHUA, MOTYT
HaAOII0AAaThCS MapKepbl OPraHMYECKOrO TICHX03a, B TOM YMCJE 3pUTEIbHbIE TaJUTIOIMHALINY,
HapylIeHHe KOTHUTUBHBIX (YHKIIMNA U PE3UCTEHTHOCTDb K IICUXOTPOITHON Tepanuu.

Taxxke MoXeT HaOmoJaTbcs Kamamowuus, HauOojiee 4acTo — Yy MAIMEeHTOB C HayajJoM
3a0oJeBaHnsl B paHHeM Bo3pacte. OHa 4acTO HE IMOAMACTCS JICYCHUIO M MOXET CUHUTATHCS
MIPU3HAKOM OPraHMYECKOro CUXUYECKOro 3a00JIeBaHMUA.

Coo0manocr 0 APYrHX CEpbe3HBIX MCHUXMYECKHX TMPOSBICHUAX, BKIIOUas Oenpeccuro,
bunonsaproe u 06ceccu8HO-KOMNYIbCUBHOE PACCIPOLUCMEA.



B3spocnsie B Bozpacte >30 set yaie o0paIatoTcs ¢ oucpeyisimopHuiM CUHOPOMOM, KOTOPBIHA
XapaKTepU3UPYyeTCsl HAPYIICHUSIMU TOPMOXKEHHMSI, IJIAHUPOBAHUS U OpPraHM3allMM, a TaKkKe
CHIDKCHHEM KPUTUYECKOW CaMOOIIEHKH M KOTHUTHBHOW TMOKOCTH, BO3HUKAIOIIUX DPAHBIIE
pa3BUTHA HAPYIICHUS NIaMATU U JIPYTuX 00JacTeil Mo3HaHUs.

2.1.4 BucuepaJjbHble NPOsIBJIEHUS

Bucnepansnabie cumnromsl HIT-C BiirodaroT B ce®s IpOSIBIEHUS CO CTOPOHBI MEYEHHU,
CEJIE3E€HKH, JIETKUX U IPYTUX OPTraHOB
[Tposinenus 6oneznu HII-C B HeoHatansHOM nepuoe otMevaercs B 45-65% cinyuaes.

Hanbonee paHHMM KIMHUYECKHM IMPOSBICHHEM, HE3aBUCHMO OT KIMHHYECKOH (HOpMBI
3a00yieBaHMs, SBISIETCS CHHIPOM XOJIeCTa3a, HO MOXKET OTMEYaThCs HM30JIMPOBAHHAS
CIIJICHOMET ATV WX TenaToCIUICHOMeTalIns. TakKe OIMMCaHbI cirydan HeHMMYHHOﬁ BOJAAHKU,
aclMTa ¥ TenaTocIuieHOMeTannuu 1io1a. CuuTaeTcsi NIaTOTHOMOHUYHBIM COYETaHUE X0JecTa3a
CO 3HAYUTEIHHON CTENEeHBIO BBIPAKEHHOCTH CIUICHOMETaJnH O3 MPU3HAKOB IOPTAIHHOM
runepTeH3ud. B OoJbIIMHCTBE CiydaeB TNPH3HAKH XOJecTasa NpU STOM 3a00JIEeBaHHU
CaMOITPOU3BOJILHO pa3pemarTcs K 6-8-My MecsIy *KU3HH, PU 3TOM YBEIMYCHUE TICUCHU U
CeNe3eHKU CoXpaHseTcs emle JumTenpHoe Bpems. B 10% ciaydaeB npu panHei MaHH(ecTaIu
HIIC naGnromaercss MOTHHEHOCHOE TE€UYEHHE C Pa3BUTHEM IEYCHOYHON HEIOCTaTOYHOCTH U
JIETAIbHBIM HCXO/IOM B T€YEHHUE MIEPBOTO T0J1A KU3HH .

Heonamanvuoui xonecmas, cenamocnieHomezanus WA U30IUPOBAHHAS CHJIeHOMe2dNus B
aHaAMHE3€ 4YacTO OTMEYAIOTCsA y TMAIlMeHTOB C HaudajgoM 3a00JeBaHUS B PaHHEM M CTapIlieM
JIETCKOM BO3pacTe.

Y  namuenTtoB ¢ HavyamoM  3abojeBaHuss B OoJiee  cTapimieM  BO3pacTe
remaToCIIEHOMET A s/ M30IUPOBAHHAS CTITICHOMET NS SIBJISETCS OOBIYHO OECCUMITTOMHON U
4acTO KJIMHUYECKH HE pacmo3HaeTcsi, 4ro TpeOyer, B ciydasx mnomo3peHuss Ha HII-C,
MIPOBEJICHUS YIBTPA3BYKOBOTO MCCIIEIOBAHUS OPraHOB OpromrHo# monocTty. [1o nMeronmmces
JTaHHBIM puOIU3uTeNnsHO Y 15% Beex manuenToB ¢ HIT-C u moyTH y moJIoBUHBI TAITUEHTOB C
HayamoM 3a0o0JieBaHUsI B TMOJPOCTKOBOM/B3POCIOM BO3pacTe OTCYTCTBYET YBEIMYCHUE
pa3MepoB TICYCHH W CEJIE3CHKH. OnHako 5TH JaHHBIE HE OTPAXAIOT HCTHHHYIO
pacipoCTPaHEHHOCTh TEeMaTOCIICHOMETAINU, TMOCKOJIBKY YIBTPa3BYKOBOE HCCIEIOBAHUE
OpraHOB OPIOIIHOW MTOJIOCTH TTPOBOUIIOCH HE Y BCEX MAI[UEHTOB.

B To Bpems kak CIUIEHOMEranusi TpakTHuecku Bcerga HaOmonmaercs npu HII-C,
renaToMerasus pexxe Habto1aeTcs y B3pOCbIX. Y TMAIMEHTOB ¢ HEHPOIereHEPAaTUBHBIMU HITH
MICUXWYECKUMU HAPYIICHUSIMU HaJU4Mie HU30JUPOBAHHON CIUIEHOMETAIUU TPU OTCYTCTBUU
MPU3HAKOB TOPTAIBHOW THUIEPTEH3WMH W 3a00JieBaHMsI TIEYECHU B 3HAYUTEIBHOM Mepe
mo3BosisieT npenmnonararh Hannaue HIT-C.

Hnpunompamor 6 neekux TEHUCTBIMM KIETKaMM, KakK IpaBUIO, HaOIromaeTcs
UCKJIIOUYUTENIFHO Yy TMAIMeHTOB C pPAaHHUM HayajioM 3a00JeBaHMA WM Yy MAalUEHTOB C
MyTanusMu B rene NPC2.

BucuepaibHble IpOsBICHMS, IPY UX HAJIUYHH, BCET/1a IPEALIECTBYIOT HEBPOJIOTHUECKUM
cumnToMaM. bosnee Toro, Bo3pacT Hayana MaHU(pECTalMy BHCLEPAIbHBIX CHMIITOMOB HE
CBSI3aH C BO3PAcTOM Hauajla HEBPOJOTMYECKUX IPOSBICHUMN; HEBPOJIOTMUYECKUE CUMIITOMBI
MOTYT HMOSIBUTBCS YEPE3 MHOT'O JIET WK Jake ACCATUIIETUH 1OCIe NOABICHHS BUCLIEPATIbHBIX
CUMIITOMOB.



Tabmuia 2

KnuHaudeckue nmposiBICHUS B 3aBUCHMOCTH OT BO3pacTa MaHU(ECTAINH

Bo3spacr

dopma

Kimmanueckne IMPOABJICHUA

<3 Mec

[lepunaranbHas

HEMMMYHHAas BOJASHKA IUI0J1A
acLMT IJI0Ja

renaToCIUIEHOMET It 11018
BHYTPUIICYECHOYHBIN X0JI€CTa3
renaToCIUIEHOMET AJINs

MbIIICYHAasA THIIOTOHUA

3a/IepKKa ICUXOMOTOPHOT'O Pa3BUTHUSA
UHQUIBTPATHI B JISTKUX

Ot 3 Mecs11eB 110
2 1er

Panusas

MIIaICHYCCKast

rernaToCIICHOMET aTHs
3aJIepKKa IICHXOMOTOPHOTO PAa3BUTHUS
MBIIICYHAS THIIOTOHUS
IPOTPECCUPYIOIINE MO3KE€UKOBEIC
paccTpoiicTBa (aTakcus)

OynbOapHBIi W TICEBAOOYIbOAPHBIM

CUHIPOMBI (IU3apTpus, Jucharus)

Ot 2 1o 6 seT

IHo3nuasa

MJIIaICHYCCKast

reraToCIUICHOMET AU
yTpara paHee prUOOpPETEHHBIX
IICUXOMOTOPHBIX HaBBIKOB

MBIIIIEYHAs! THTIOTOHUS
MIPOTPECCUPYIONIHE MO3KE€YKOBEIE
paccTpoiicTBa (aTakcus)

OynbOapHBIi W TICEBAOOYIbOAPHBIM
CHHJIPOMBI (Iu3apTpusi, Aucharus)
AMIIENTHYECKIE TTPUCTYITBI
BEpPTUKaIbHBIN Mapanuy B3opa (y aeteit

cTapuie 3 Jier)

Or 6 10 15

IOnomeckas
(kmaccudeckas)

renaTOCTICHOMET JTHSI
yTpara paHee MpUuOOPETCHHBIX HABBIKOB
IIPOrPECCUPYIOLINE MO3KE€UKOBbIE

paccrpoiicTBa (aTakcusi)




e OynbOapHbBlii ¥  MCEeBAOOYIbOAPHBIN
CUHIPOMBI (IU3apTpus, Jucharus)

® DOIUJICNITHYECKUE IPUCTYIIBI

® DKCTpanvpaMHIHBIC HapYIICHUS
(TUNIepKUHE3bI, MBIIICYHBIC TUCTOHHH,
OpaIuKUHE3HS)

® BEPTUKAJIBHBINA HAIBSICPHBIA Mapany
B30pa

® T CJIaCTHYCCKAasA KaTallJICKCHUA

Crapme 15 ner | B3pocnas e  CIUICHOMETaJlus/TeHaTOCIICHOMET aTus

e yTpara paHee NPUOOPETEHHBIX HABBIKOB

® KOrHUTHBHBIC HAPYIICHUS

® [ICUXUATPUUYCCKUE CHMITTOMBI
(TIcuxo3sl, JIETIPECCHH,
mM30()PEHONOI00HBIC COCTOSTHHS)

® TIporpeccupyromnme MO3KEYKOBBIE
paccTpoiicTBa  (aTakcwis, JU3apTPHs,
nucdarvs)

® DIWICHTUYCCKUE TPUCTYIIBI

® DKCTpanUpaMHIHbIC HapYyIICHHS

(FI/IHepKI/IHGBH, MBIIICYHBIC ,[[I/ICTOHI/II/I)

L4 BepTHKaJ'ILHLIfI Ha,[[BHI[epHLIfI napajin4

B30pa

® T CIACTUYCCKaA KaTallJICKCHUA

2.2. AHamMHue3

Cumnromsl HIT-C MoryT pa3BuBaThes B pa3Hble BO3pacTHbBIE epuoasl. COop aHaMHe3a
MOXET NMOMOYb Bpauy BbIsABUTH paHHue mnposisieHuss HII-C. B neonartanbHOM mepuone y
nmanmeHToB ¢ HII-C  mMoxker  oTMeudarbCcsi  3aTsKHAs — JKENITyXa, XoJiecTa3 |
renaTroCIICHOMETalivsl, KOTOPbIE MOTYT pa3pemaTbcs ¢ Bo3pacToM. B nanbpHeiilem Takue
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MMaouCHTBI ~ MOT'YT MaHI/I(beCTI/IPOBaTb HCBPOJOTUYCCKUMHU WM IICUXHUATPUUCCKHUMU
CHUMIITOMaMu.

B cembe MoryT HaOmIOAaTHCS CIIy4an MEPTBOPOXKIACHUS, BHYTPUYTPOOHOM rubenu mioaa ot
HEYCTAaHOBJICHHBIX MTPUYHUH.

Jlo pa3BUTHS BBIPAXKCHHBIX HEBPOJIOIMYECKUX IIPOSIBJICHUM HAa HAYaJIbHBIX JTalax
3a00J€BaHNsl OTMEYAIOTCS HEYKIIIOKECTh U YacThIe MaJeHUs 110 IPUYHHE [N1a30ABUraTeIbHbIX
HapyLICHUHN.

2.3.CeleKTUBHBII CKPUHUHT

Kmuangeckue cumnrombl HIT-C Moryt ObITh KpaitHe pa3zHOOOpa3HbI M HeCHECIU(DUIHBI.
Bpaun pasHBIX CHEHUAILHOCTEH CTAIKHBAIOTCS C HEOOXOJIMMOCTHIO MCKIIFOUCHHUS JTAHHOTO
3a0oneBanus. CeleKTUBHBIA CKPUHUHT OCHOBAH HAa COYETAHHH XAPAKTEPHBIX KIMHHUYECKUX
cumMnToMoB. [l moBbimeHus dddekTuBHOCTH AUPPEPCHIIMATBEHOW JTHATHOCTHKU |
MIPOBEJICHUS CEIEKTUBHOTO CKPHHHUHTA MEXAYyHapoaHOU rpymmoit sxcneptoB no HIT-C Obuia
pa3paborana 6autpHas [1Ikana oleHKH BEpOSITHOCTH TaHHOTO 3a00JICBaHMS.

2.3.1 llkana BeposTHocTu HII-C

[Hkana BepositHocT HIT-C siBiisieTcs oie3HBIM HHCTPYMEHTOM, pa3paboTaHHBIM C LIETBI0
yIOy4UICHWsT  JHarHOCTHKW  Oonesnn  Humanna-Iluka Tuma C  (Www.NPC-Sl.ru)
MEXIYHAPOAHOU TpPYIIION 3KCIEPTOB, MOXKET HPUMEHATHCA B IIMPOKOM KIMHUYECKOU
MIpaKTUKE AJIs IPOBEICHUS CEIEKTUBHOTO CKPUHUHTA.

HNannas Illkamna BxirodaeT B ceOst OalsIbHYIO OLIEHKY BHCLEPAIBHBIX, HEBPOJIOTHYECKUX U
MICUXUATPUYECKUX MPU3HAKOB M CUMIITOMOB, KOTOpbIE sBJsItOTCS cnenuduunbivu 11 HIT-C,
11 pacuera 6ayia nporHoctuueckoro pucka s HII-C, npuHuMaroTcst Takke BO BHUMaHHE
CeMelHbIN aHaMHE3 U COBOKYITHOCTh CHMIITOMOB M3 pa3HbIX kareropuii (Tabmuria 3).
UyBCTBUTEIHHOCTh M CIEU(PUUHOCTh JAHHOTO MHCTPYMEHTa i mporHo3a Hamumuus HIT-C
OLICHUBAJIUCh B PETPOCHEKTUBHOM HCCIIEIOBAaHUU: MPOAHATIN3UPOBaHbl 71 ncropus 601e3HU
NAalMeHToB ¢ mnoxarBepxaeHHbIMU ciydyamu HII-C, 65 wuctopuil 00ie3HM MNAIMEHTOB C
nogo3penrem Ha HII-C, Ho HeratuBHbIM pruunuH TecTOM U 80 KOHTPOJIBHBIX CiIydaeB (He
nono3peanace HII-C, Ho mpucyrcTBOBai x0T Ob1 oauH cneunpuunbiii s HII-C cumnrom)
B EBpone u Ascrpanuu.

HNannas [llxana BEpoATHOCTH HE UMEET TUAarHOCTUYECKON LIEHHOCTH y A€Tel 10 4 neT.

Tabnuua 3
[IIkxana BepositHocTy HII-C

Puck/Karteropusi | Bucuepansvnuoie Hesponocuueckue Ilcuxuampuueckue
CUMBIOMbBL CUMNMOMBL CUMRMOMBI
QOuenb vicoKuil Beprukanbnbii
40 6annos/nynkm HaAbSAACPHBIN
napajauy B3opa
I'enactuueckas
KaTaruIeKCust
Buicoxuti Xonecras uinu CHuxenue
20 bannos/mynkm | IIUTEIbHAS KOTHUTUBHBIX
HEOOBsICHUMAS
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KenTyxa
HOBOPO>KICHHBIX

N3onupoBanHas
HEOOBbSICHUMAs
cruieHoMeranus (B
aHaMHe3e+B HACT.
BpeMs1) ¢ nin 6e3
renaroMerainuu

GbyHKIUH wm
paHHSS IEMEHIHS

Cpeonuti
10 bannos/nynkm

Arakcus,
HEYKJIIO)KECTh WITH
YacThIC IaJICHUS

CUMIITOMBI
[ICUX03a

Juzaprpus uinu

nucharus
Jucronus
Husxuti [Iporpeccupyromas PesucreHTHOCTS K
5 bannos/nynkm MBIILIEYHAS Tepanuu
CIaCTUYHOCTh NICUXUATPUIECKUX
CHUMIITOMOB
HApyrue
ICUXUATPUUECKUE
CHUMIITOMBI
Lononnumenvsrno | BonsHka mmona I'mnoronus JlecTpyKTHBHOE

1 b6ann/nynkm

HJIN arp€CCUBHOC

Cubcrl ¢ 3anepkKa Mcuxo- [OBEICHUE B
BOI[S[HKOﬁ mioaga MOTOPHOI'O Pa3BUTHUA JOETCKOM U
Cynoporu MO/IPOCTKOBOM
(mapuuaibHbIC UITH BO3pacTe
TE€HEPAIN30BAHHBIC)
Muoknonyc
Cymma no
KATeropusiMm
KomoOnnanms BucuepanpHbie+ BucnepansHbie+ Hesponorunyeckue+
KaTeropuit TICUXUATPUIECKUE HEBPOJIOTHYECKHE TICUXUATPUIECKHE
40 6an10B 40 6an10B 20 6amnoB
CemelHbII Puck 1 crenenm: Puck 2 crenenu:
aHaAMHE3 Poautenu unu JIBoropoiHbIE
cub6cesl ¢ HIIC OpaThs/cecTpbl
40 6amoB 10 6ammoB

IIporuocruyeckuii 6ann

HNuTepnperanust pe3yjibTaToB

=70

Heo6xonnmMo HanpaBuTh
MAIUEHTA B
CHeIHaIN3UPOBAHHYIO
71a00paToOpuIo IS
TECTUPOBAHUS

40 - 69

Heo0OxonnMo nansHewHIIEE
HAOIIOCHUS:
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PEKOMEHIOBAHO
IIPOKOHCYJIBTUPOBATHCS CO
CIIEIIUATUCTOM
METabOIMYECKOTO IICHTpa
JUTSL UICKITFOUEHUST IPYTUX
0oJie3HEl HAKOIIJICHHUS,
MIPOBECTH JIOMOJHUTEIIEHOE
o0cienoBanue

<40 Huzkas BepostHocTs HIT-C

3. JAuddepeHunajbHbIi ANATHO3

Yacteie Bucuepanbubie cumntoMmbl HII-C (HeoHaTanbHas >KenTyxa, H30JUPOBAHHAS
CIUIEHOMETaJIMs WM TelaTOMETalNsl) U HEBPOJIOIMUECKHUE MPU3HAKY (HalpuMep, yTpara Uiu
3a/lep’KKa pPa3BUTHS JBUTATEIbHBIX HABBIKOB, MO3KEYKOBBIE CHMITOMBI) BO3HUKAIOT IMPU
HEKOTOPBIX JIPYIrMX BPOXACHHBIX HapYIIEHUIX OOMEHa BEILECTB, BKIIOYAs CUHAPOM
3anoxopga, dboresnv I'owe muna 2,3, boresnv Humanna-Iluka, mun A u B, b6ore3nuv Tes-
Caxca, HedocmamoyHocmb KUCTIOU TUNA3bL.

Y HOBOPOXAECHHBIX W JIETE€H TPYTHOTO BO3pacTa C BHUCLEPATBHBIMH CHUMIITOMAMH
6one3an Humanna-ITuka, tun C muddepeHnnanbHbil AHarHo3 MPOBOAUTCS € OOMIMPHON
TpynmnoN Apyrux 3abosieBaHUi, MPOSBISIIOIIMXCS CHUHIPOMOM XOJiecTa3a M, B TOM 4YHCIIe
OunmapHO arpe3nell U MeTadOIMYECKUMHU HAPYIICHHSIMH: TaJaKTo3eMHel, TeuuTom a-1-
AQHTUTPUIICUHA, TUPO3UHEMHUEH, HUTPYAUHEMHEH 2 THMa, MPOrPECCUPYIOUIUM CeMEHHBIM
BHYTPUIIEYEHOUHBIM XOJIECTa30M 3 THIA, MUTOXOHAPUAIbHBIMUA HapYIICHUSIMH, CUHAPOMOM
Anaxuiue U ap.

[Ipu 6onesnu Bunbcona M HEKOTOPBIX JPYruxX OOJIE3HSIX HAKOIUJIEHUS METAJJIOB,
LUppO3  NEYEHW TaKKE  MOXKET  acCCOLMUPOBAaTbCA €  MO3AHO  BO3HUKAMOIIEH
HeWpoJereHepanuei.

B noxpoctkoBoM wmnm  roHomeckoMm Bospacte mnanueHtsl ¢ HII-C  wacro
MaHU(ECTUPYIOT CHUMITOMAMM HCUX03A, OUNOJIAIPHLIM  PACCMPOUCMBOM, Oenpeccuell,
AMUNUYHBIMU WUUZ0DPEHONOO0OHBIMU PACCMPOICMEAMY W/ IPYTUMHU NICUXUATPUYECKUMHU
CUMIITOMAaMH, BKJIIOYash CHHAPOM JedUIINTa BHUMAHMS, TPOSBICHUSIMHU, TMOXOXUMH Ha
CUHJIPOM Acnepeepa u OucpezyisimopHulil CUHOPOM.

CHMKeHNe KOTHUTUBHBIX CIIOCOOHOCTEH, aTakcHs, JBUraTelIbHble HapyIIEHUS H
BEPTUKAIBHBIA HAIbsACPHBIA TMapanud B30pa MOTYT HAOMIOAAThCS y TAIMEHTOB C
HAaYMHAIOIIUMUCA BO B3pPOCJIOM BO3pacTe HEHpPOJEereHepaTUBHBIMU HApYLICHUSMH, TAKUMU
Kak oOonesuv [ewmunemona, cunopom Iepcmmanua-LlImpeyccaepa-Illetinkepa wnu
npozpeccupyrowuti Haovadepuvili naparuy. OIHAKO TeEpBbIe JBa 3a00JEBaHUS HUMEIOT
ayTOCOMHO-/IOMHUHAHTHBIN ITyTh HACIEIOBAHUS, a IPOTPECCUPYIONINN HAIBAICPHBIN Mapannd
0OBIYHO HAYMHAETCS Ha MATOM-CEAbMOM JIecsATKE XKU3HU. HU 01HO M3 3TUX HapylleHUuN He
aCCOLIMMPOBAHO C YBEIMUYEHUEM BHYTPEHHUX OPraHOB.

4. NHcTpyMeHTAJIbHBIE U JIA00PATOPHBIE METOAbI JTUATHOCTHUKHU

4.1. HeitpoBu3yaau3zanus
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B HekoTopbIX cioyyasx JaHHBIE 110 HEHPOBHU3YyalIM3alMU TOJIOBHOTO MO3Ta MOTYT
MIOMOYb B OIIPEACTICHIUH HAIUYHS UM IPOrPECCUPOBAHUS HEBPOJIIOTUYECKUX PACCTPONUCTB MpHU
HII-C, a Tak’xe MOHUTOPUHIE OTBETA Ha JICYEHHUE.

Maenumnopesonancuas momoepagusa (MPT) y nanmentoB ¢ HII-C ¢ mo3mHum
HAYaJOM HEBPOJIOTMYECKHX PpACCTPOMCTB YacTO BBIABISET IEpeOpalbHYIO W/WIH
MO3XEUKOBYIO aTpO(HIO, a TAKKE THIEPUHTEHCUBHOCTD OEJIOr0 BEI[eCTBA OJIOBHOTO MO3ra B
pexxumax T2 u FLAIR y nanuenToB ¢ HayaaoM 3a00JIeBaHusl B paHHEM JIeTCKOM Bo3pacte. K
JOpyruM 00JIACTSIM TOJIOBHOTO MO3Ta, KOTOpbIE MPEUMYIIECTBEHHO MOPaXaroTcsl MO JaHHBIM
HEHpOBU3YyalIM3alMH, OTHOCATCSA TMIIOKaMII, TajJaMyc U nojocaroe teno. Kpome toro, yacto
Ha0J10/1aeTCsl UICTOHYEHHE MO30JIUCTOrO Tejla U HEKOTOPOE YMEHbIIIEHHE 00IacTU CPEeIHEro
MO3ra Ha CPEIMHHOM CaruTTaJIbHOM CpE3e.

MPT cnexmpockonus (H-MRSI) npuMeHseTcst B HACTOsAIIEE BpEMS JUIs THATHOCTHKA
U MOHUTOPHHIa HEKOTOPBIX APYTUX BPOXKIACHHBIX HapyIIEHUH OOMEHa BEIECTB C HAy4YHOUH
uenbto. Jnsg auarHoctuku HIT-C B kiMHUYecKoM MpakTUKe JaHHAs METOAMKA HE IMOJIydnsia
LIMPOKOTO pacIpOCTPaHEHUS.

4.2. YabTpa3BykoBoe ucciaenoBanme (Y31) BHyTpeHHUX OPraHOB
VY 3U BHYTpEHHUX OPraHOB JOJKHO IIPOBOJUTHCS BCEM IMALIMEHTaM C OJJO3PEHUEM Ha
HII-C mis BeIABIEHUS CILUIEHO/TENATOCINIEHOMET AJINH.

4.3. XuroTrpuo3uaaza

AKTUBHOCTh (pepMEHTa XHUTOTPHUO3UAA3BI B IJIa3ME KPOBU IOBBILIAECTCS IPU HEKOTOPBIX
JU30COMHBIX OOJIe3HSX HAKOIUICHUS W, B TOM 4Hcie, y nanueHToB ¢ 6osesnpio HII-C. Tak,
npu 6osie3nu ["omre — oHa npesbimaetT HopMy B 10-20 pa3, npu HII-C noBbleHre akTHBHOCTH
HE CTOJIb 3HAYUTENIbHO, HO BBICOKAas AaKTUBHOCTh XUTOTPUO3MAA3bl Yy TMallMEeHTa C
M30JIMPOBAaHHOM TeNaTocIIeHOMeralineil W KakuM-THOO HEBPOJIOTMYECKHMM CHMIITOMOM,
onucanHbIM B Pazznene 2, sBnsercs BaxHbIM kputepuem BepostHoctu HII-C. Hopmanbhas
aKTUBHOCTh (pepMEHTA HE MCKIIIOYAaeT HaJllM4yue 3a0osaeBanus, Kpome Toro, y 10% Hacenenus
B EBpONENCKKHX CTpaHax NMPUCYTBYIOT MYyTAallMM B I'€HE CaMOW XMTOTPUO3MIA3bl, 4YTO, HE
BBI3bIBasl KJIIMHUYECKUX IOCIEACTBUM, SIBISETCA NMPUYMHON €€ KpallHe HU3KOM aKTHMBHOCTH.
OT0 cneayeT yUUThIBAaTh IPU MPOBEIECHUN OMOXUMUYECKOT0 TECTUPOBAHNS.

4.4 IIpoayKThbl OKHCJIEHHSI X0JIeCTepPUHA

[ToBbIIeHUe ypOBHS MPOJYKTOB OKUCIIEHUS XOJecTepuHa (Xonectan-3,5,6-puona u
7-KeToCcTepoJia) y KUBOTHBIX M Jrojiel ¢ myTtanusamu B reHax NPC1 u NPC2, no manapiM
myOIuKanui, SBIsSETCS YyBCTBUTEIbHBIM U clielupuYecKuM MapKkepoM st ckpunuHra HIT-
C. VYpoBeHb [JaHHBIX METa0OJUTOB HE TMOBBILACTCS Yy MAlUEHTOB C JAPYrUMH
HelpojereHepaTuBHbBIMU 3a005ieBaHUAMU. ONPEENUTh 3TH COEAMHEHNUS MOXKHO C TTIOMOIIIbIO
MeToza ra3oBoil xpomaTorpaduu mMacc-cnektpomerpun (I'X-MC) unu Beicokod(hhekTuBHON
KHUJIKOCTHOM  Xpomarorpadpuu TaHaeMHoOW Mmacc-cnekTpomerpun (BOXKX-MC/MC).
[Tocnequuii MeTon SIBISETCS MPEANOYTHUTENBHBIM, IOCKOJIBKY IO3BOJISIET ONPEAEIATh ITU
COEZIMHEHUS B HEOOJIBIIIOM KOJIMYECTBE OMOJIOTMYECKOT0 MaTepHasa U He TpeOyeT AMTUTeTbHON
npo6onoaroToBku, kak npu ['X-MC.

Ompenenenue ypoBHS XojecTaH-3,5,6-Tprojia ® 7-KETOoCcTeposa  PEKOMEHIOBAHO JIst
MIPOBE/ICHUS IEPBUYHOTO ceeKTUBHOro ckpunuHra Ha HIT-C. B naGoparopusx, mpoBoasSImunx
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oOcieioBaHMe, AOJDKHBI OBITh YCTAaHOBJIEHBI COOCTBEHHBIE pedepeHCHbIC 3HAUCHHS JaHHbBIX
MeTa0oauToB. Taxke HEOOXOAUMO OTMETUTh, YTO HapylleHHe TPeOOBaHUN K XPaHEHMIO U
TPAHCIIOPTUPOBKE 0OPA3LIOB ABJISAETCSA IPUUMHON JIOKHO MOJIOKUTEIbHBIX PE3YJIbTATOB.

4.5. Hecnnenngunueckne 1adopaTopHblie aHATU3bI

B TeueHue mnepBbIX MECSLEB MOXKET OTMEYAThCsl IOBBIIEHHE OMOXMMHYECKUX
MapKepoB xoJjiecTasa: OminpyOnHa 3a cueT npsAMoi (ppakiuu, xojaecTepruHa, TPUIIIULEPUIOB,
I'TT u 1P, cunapom nurtonusza (noseiieHue AJIT u ACT). B penkux ciyyasx npu pa3sBuTuu
[IEYEHOYHON HEJAO0CTAaTOYHOCTH XApAaKTEPHO CHI)KEHHE B KPOBH IOKa3aTelied, OTpa)karoluxX
CHUHTETHYECKYI0 (yHKIMIO meuyeHu: anbOymuHa, ¢(ubpunorena, IITU wm IITB, X3,
XOJIECTEpUHA U IP.

B Oonee crapmem Bo3pacTe J1abOpaTOpHBIE HW3MEHEHHsS MOTYT OTCYTCTBOBAaTh WIIH
HaOIro1aeTcs ymepeHnHoe noseimenue Tpancamunas (AJIT, ACT), TpuraunepuoB, CHIYKEHUE
JITTHIT u JITIBII.

B mobGom Bo3pacTe MOXET HAOMIOIATHCS PA3BUTHE TPOMOOIIUTOIICHUH, YTO OOYCIIOBICHO
TUTICPCIUICHU3MOM.

4.6. I'ncrojiornueckoe HCCJICI0BaHHUC

Ceemosasi MUKPOCKONUSL MOXKET OIPEACIIUTh XapaKTEPHBIE MEHUCThIE KJIETKU B Pa3TMYHBIX
TKaHsIX, HO IaHHbIE U3MEHEHUS HE SABIAIOTCS creruduiaeckumu st 6onesnn Humanna-ITuka,
Tun C.

buoncus xocmnozco moszea. Ilpu BO3MONKHOCTH TPOBENEHUS JTAHHOTO aHAINM3a, acCMUpaIus

KOCTHOTO MO3T'a MOKET BBIIBUTH NEHUCTbIE KJIETKH. CleayeT NOMHUTh, YTO UHOUIbTpaLus
KOCTHOTO MO3Ta MEHUCTBIMU KJIETKaMHU KOPPEJIUPYET CO CTEMEHbIO TSKECTH 3a00JIeBaHUS U
MOJKET ObITh MUHUMAJIBHOM y MallMeHTOB HA PAaHHUX 3Tanax 3a0ojieBaHUs. MHOKECTBEHHbIE
IUTALIKKA KOCTHOT'O MO3ra TpeOYIOTCs Ui MCKIIIOYEHMs OUIMOKH 0TOOpa MpoObl; B MEPBYIO
ouepe/ib CIeyeT IPOBOAUTh MEHEE MHBA3UBHBIE MPOLIETYPHI.

4.7. luTOXHMHYECKHIT aHAJTN3

Jloka3aTenbCTBO HAPYIIEHHOTO BHYTPUKIETOYHOTO TPAHCIOPTa XOJECTEPHHA ITyTeM
oxkpacku @guiununom B KynbType (GuOpoOracToB M3 OMONCHUM KOXU TAalMEHTa OCTAeTCs
KJIF04eBbIM JuarHoctuaeckum tectoM Juist HII-C B psae crpan. [Ipu okpammBaHuy KyiabTypbl
kinetok  ¢guopodractoB B 80-85% cmyuaee HII-C wabmionmatoTcss WHTEHCHBHBIC
(dbmoopecupyrome 00JaCTH, CKOHIEHTPUPOBAHHBIE BOKPYr SApa KIETKH, KOTOPBIC
COOTBETCTBYIOT HAKOIUIEHHIO HEICTePU(PHUIMPOBAHHOIO XoJjiecTeprHa. B OonblImHCTBE
JIPYTUX CJIy4aeB C «BapUAHTHBIM OMOXMMHMYECKUM (PEHOTUIIOM» HAOII0IaeTCs MeHee
BBIp@)XEHHOE, Oosiee BapuabenbHOE HAKOIJICHHE XOJEeCTepuHA. OTO HUCCIEI0BaHHE
MIPOBOAUTCST TOJBKO B HEOOJBIIOM YHCIE CHEUAIM3UPOBaHHBIX Jaboparopuil. B Poccun
JAaHHBIN METOJ HE MCIIONb3YETCs, JJIs MOATBEPKACHUS TUAarH03a MPUMEHSETCS FEHETHUECKOE
TECTUPOBAHUE.

4.8. I'eneTn4eckoe TeCTUPOBAHME

15



bonesns HIIC oOycnoBnena myranusmu reHoB NPC1 u NPC2. 95% cnyuaeB  cBsizaHbI C
mytanusamu reHa NPC1 (sokyc 18q11—q12), oxono 4% cinyyaeB — ¢ myrauusimu rena NPC2
(loxkyc 14q24), npumepHo B 1% ciy4aeB MOJEKYISPHO-TEHETUYECKUH aedeKT
UACHTU(UIIMPOBATH HE yIACTCH .

I'enst NPC1 u NPC2 komupyroT Oe€liku, OTBEYAIOIIME 3a TPAHCIOPT XOJECTEpUHA U
nunuaoB BHYTpU KiIeTKH. NPC1 OTHOCHTCS K CeMEUCTBY I€HOB, KOAUPYIOIUX MEMOpPaHHO-
CBSI3aHHBIE ~ CTepoiuyBCTBUTENbHBIE Oenku. bemok NPC2 —  BHYTpHMIM30COMHBIN
nepeHocuuk/Tpancnoprep xonecrepuna. B reane NPC1 ommcano 6osee 300 myTanuii, 0K0JI0
60 pasnTUYHBIX TOMUMOP(GHBIX BapuUaHTOB. V3BECTHO HECKOJIBKO OTHOCHUTEIBHO
pactipoctpaneHHbix mytanuii B rene NPC1, koTopsie mokanu3zoBanbl B 20—22 5K30HaX reHa
(p.11e1061Thr, p.Ser954Leu u p.Prol007Ala.), HO, B OONBIIMHCTBE Cly4aeB, TpeOyercs
MOJIHOE CEKBEHHUpoBaHHE Koaupyroomux 5k30H0B reHoB NPC1 u NPC2 s BeisBieHUs
myTanuii. MTHPOpMaTHBHOCTH TAKOTO TECTUPOBAHHS COCTABIIAET OKOJIO 94%.

MynbsTuruiekcHas mpo0o3aBUCHMast JIMTa3Has peakius ¢ Mocieayromeld aMmiudukanuen
(MLPA) npumMeHsieTcs AJis BBISIBJICHUS KPYIIHBIX MIEPECTPOEK T'€HA.

B psae cnyuaeB cyliecTByl0T 00ObEKTUBHBIC TPYIHOCTH MIPU HHTEPIIPETALIMU PE3YyIbTaTOB

MOJIEKYJISIPHO-TEHETUYECKOI0 aHaJIM3a U JUarHo3 MOKET ObIThb YCTAaHOBJEH HAa OCHOBAaHUU
COBOKYITHOCTU KIIMHUYECKNX, OMOXMMHUYECKUX U HHCTPYMEHTAIbHBIX JaHHbIX.
[TaruenTsl, y KOTOpbIX BhisiBiIeHA oxHa Mmytanus B reHax NPCL1 u NPC2, nomkHbI OBITH
THIATENLHO OOCIIeIOBaHbI, © MHEHHE O JUArHo3¢ WM BapuaHTE HOCUTEIbCTBA 3a00JIeBaHUs
COCTaBJISIETCS KOJIJIETUATIBHO.

Omnpenenenne mytanuii (ocodbenHo mast rena NPC1) MoxkeT ObITh 3aTpyAHUTEIBHBIM H

TpeboBaTh kKoMmOuHHMpoBaHHbIX wuccienoBanuit JIHK u x/IHK, a Takke omnpenenenus
MOCJIEIOBATEIPHOCTH TIPOMOYTEPOB M TITyOOKMX HMHTPOHHBIX 007acTei, TOCKONBKY B ATHX
00JIacTsIX MOTYT HaxXOJUTHhCA KpPYIHBIE TIEPECTPOMKH, JENelud W JIyTUTHKAIHH.
MynbTUIUIEKCHAs aMIUTUGUKALHS Tpo0 ¢ moMolnkko aurupoBanus — MLPA — MoxeT ObITh
MOJIE3HO# 1St ompeierieHus 3Tux yuactkos [Sandu S., et al., 2009].

4.9. HpeHaTam,Haﬂ AUATHOCTUKA U MEAUKO-TCHETUYECCKOC KOHCYJbTHUPOBAHUE

bonesnp HIIC HacnemyeTcst mo ayTOCOMHO-PELIECCHBHOMY THITY, KaK U OOJBIIMHCTBO
HaCJIEICTBEHHBIX OoJie3Hel oOMeHa BemiecTB. O06a poauTes sIBISIFOTCS HOCUTEISIMU MYTAalluH,
U PUCK POXKJIEHHSI O0JBHOTO pebeHKa cocTaBisieT 25% Ha KaXIyl0 0epeMeHHOCTb. ITOT PUCK
SIBJIIETCS. BBICOKUM, HO COBpEMEHHAas! MEeJIMIIMHA pacrojiaraeT BO3MOKHOCTSIMH ITpeHaTaIbHOM
U T[peUMIUIaHTalMOHHOM auarHoctuku. JIHK-nmarnoctuka sBisieTcsl €IMHCTBEHHBIM
HaJIeKHBIM METOJOM JUIsl TECTUPOBAHUS Ha PaHHHUX Cpokax OepemeHHOCTH (8—11 Hemens).
Ecnu auarso3 ObU1 yCTaHOBIIEH OMOXMMHYECKUMH M TUCTOXMMHUYECKUMHU METO/aMH, CEMbE
PEKOMEHIyeTCsl UICTIOIb30BaHUE TEX K€ METOJOB JJIs MPEeHaTabHOM AMarHOCTUKU. B ciiyuae
MOATBEPKICHUS TMarH03a MOJIEKYJISIPHO-TEHETUYECKUM METOJIOM PEKOMEIOBAHO ITPOBEICHUE
MOJIEKYJISIPHO-TEHETHUECKUX HcchaeaoBaHui. Heob6XxoauMo HampaBUTh CEMbBIO HAa MEAMKO-
IeHETHYECKOE KOHCYJIbTUPOBaHHE, YTOOBI pOJTUTENH (U B PsJIE CIy4YaeB caM MAIlMEHT) 3HAIH O
reHeTUYeCKOM pHcke. Poautenu o0s3aTenbHO JOJKHBI OBITH MPOMH(POPMHUPOBAHBI KAaK O
BO3MOKHOCTSIX IPEHATAIbHOTO O00CJeNOBaHUsA, TaK M O IMOTEHIHAJIbHBIX OCJIOKHEHHIX
WHBa3UBHOW JUATHOCTUKH.

5. Jleuenue
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[Iporpeccupyrouue HeBposnornueckue npossiaeHus npu HII-C 3HaunTenbHO BIUSIOT

Ha Ka4eCTBO KU3HU U CAaMMX NAllUEHTOB, U JIF0/IeH, OCYLIECTBIISIOIINX YXO/ 32 00IbHBIMU (WX
ux cemeit). IlpaBunbHas, panHsas nuarHoctuka HII-C u coorBercTBYlOLEE NpHUMEHEHUE
CUMIITOMAaTUYECKUX U CHEeUU(UUHBIX JUIsd 3a00JIeBaHUsI METO/OB JICUCHHUS MOXKET CEPbE3HO
yAY4IINTh KA4EeCTBO )KU3HH MAIEHTa U BCEX, KOT0 KOCHYNIACh 3Ta mpobiema.
IIpy oTCyTCTBMM paJMKaJIbHOTO JICUYEHUS KAayeCTBO JKU3HU SIBJIACTCS ONPABIAHHOW LEJBIO
tepanuu npu aedenun HII-C, u MoxxeT qocturarbes ¢ HOMOIIbIO

® CHMIITOMATHYECKOM Tepanuu

® [IaTOr€HETUYECKOU TEPAlMd MUIIYCTaTOM

5.1. CumnromaTnyeckoe JieyeHue
5.1.1. HeBpoJiornueckue HapyueHHUs
5.1.1.1. DnuaenTuyecKkue NPUCTYNbI

[locne mOMHOM KIMHUYECKOM OLICHKM CEMHUOTHUKHM CYHOPOT M JIONOJHHUTEIBHOU
BepupUKaAIUN HEUPOPHU3HUOIOTHIECKIX HapyIICHUH c MIOMOIIIBIO JTaHHBIX
anekrposuedasorpadun (I3I7) cineayer moagodpars HanboIEE MOAXOISAIINHN JTEKaPCTBEHHBIH
npernapar B COOTBETCTBHU C YCTAHOBJICHHBIM THIIOM CYJOPOT.

Jlo3y JieKkapCTBEHHOTO Tpernapara cieyeT THTPOBATh 10 TEX MOp, MOKa He OYAET TOCTUTHYTO
MPEKpalleHUue CYJOPOXKHOW AaKTHBHOCTH WIJIM MPOSBATCS HexenareiabHble 3(dekThr. Y
MAIMEHTOB C OTCYTCTBUEM CYAOPOr B TEYEHHE MPOJODKUTEILHOIO MEPUOAA CIEIyeT
nepecMaTpUBaTh CXEMY JICUCHHS aHTHKOHBY/IbCAHTAMH.

Ecnu nBa mmu GoJiee IeKapCTBEHHBIX Mperapara, IPUMEHIEMBIX B COOTBETCTBYIOIIUX J033X B
TEUYEHUE  JIOCTATOYHOIO  T[EpPHOAa  BpPEMEHH, SBISIOTCS  HedpEeKTHBHBIMH  JUIS
MpEeNOTBpALEHUS]  (KOHTPOJISI) CYAOPOXKHBIX TPUCTYNOB, JaJbHEWIIAs BEPOSTHOCTH
JOCTIDKEHUS] KOHTPOJIS CTAHOBUTCS HU3KOMA.

HaIII/IeHTI)I, Y KOTOPBIX PAa3BUBACTCA TsKCJIAA OSIIMIICIICHA, KAaK ITIPpaBHIIO, UMCIOT XYI[HII/Iﬁ
MPOTHO3 W MEHBIIYI TMPOJODKUTEIBHOCTh XH3HH 110 CPaBHEHUIO C TAallMeHTaMHu 0e3
CYZOPOXKHBIX IIPUCTYIIOB.

5.1.1.2. Incharus

Crnenyer TmiarenbHO HaOMIOIATh 32 QYHKIIMEN TJIOTaHMS, B YaCTHOCTH; y TAI[UEHTOB,
KOTOpbIE€ OTHOCATCA K TpYIIEe pHcKa MO acnupanud. B cioydae BTOpUYHOM IJleroyHOH
MATOJIOTUU B PE3yJbTaTe aclUpaliy MMOKa3aHO Ha3HAYCHHE aHTHOAKTCPUATBHON Tepariu.
Bompoc 06 opranu3zaiuu nuTaHus u/Wiy JIeYeHU: Aucharuu 1oMKeH ObITh PEIIeH Kak MOKHO
paHbIlle, PH 3TOM PEKOMEHOBAHBI CIICAYIOIINE MEpHI: Oojiee MsATKas WJIM TycTas IHIIa,
30HJIOBO€ TMHTaHHE, HAJIOKEHHWE TacTPOCTOMBI (M1 TOrO, YTOOBI O0ECTIEUYUTh JOCTATOYHOE
MTOCTYIUICHUE YKHJIKOCTH ¥ KAJIOPHIA).

5.1.1.3. Caooreuenue

CrroHOTEUEHHE MOXKET OBITh HETIPUSATHBIM MPOSBICHUEM 3a00I€BaHUS JJIsI TAIIECHTOB
¢ HII-C. [lns ymeHblneHHS O0BEMa CEKpeTa MOXKHO TMPUMEHATH aTPONHUH TEepOopaIbHO,
WHBEKIIMN OOTYJIIOTOKCHHA B OKOJIOVIIHYIO WJIA TOTYEIIOCTHYIO JKelie3y, THOCIIHHOBBIC
TJIACTHIPU WM TIIUKOTIUPPOHUS OPOMMU/I.

5.1.1.4. Hapyumenus cHa
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KpOMe KaTallJICKCHUH, MOXXCT BO3HUKATh HAPKOJICIICHA, HHBCPCUA CHA W/Uu CUHAPOM
O6CTp}7KTI/IBHOFO allHO3 BO CHE, KOTOPBIE MOKHO JICUHWTH C IIOMOIIBIO MECJIATOHHMHA WA
CO3aaHUs MOJIOKHUTCIIBHOI'O AABJICHUA B JbIXATCIIbHBIX ITYTIX.

5.1.2. KorHuTHBHBIEC HAPYLLIEHUA

[Tocne TIaTenbHON OIEHKH MO COOTBETCTBYIOIIUM HEUPO(DU3UOIOTUUECKUM IITKaJIaM
MalMeHTaM C KOTHUTHBHBIMH HApYHICHUSMH JOJDKHBI OBITh OOECTCUeHBI HaJIeKaIue
CpelCTBa MOICPIKKH.

B Hacrosimee BpeMsi OTCYTCTBYET JOCTOBEPHOE TMOJTBEPKACHHE TOTO, YTO
YCUJIMBAIOIINE  KOTHUTHUBHYIO  JIEATEIHOCTh  JICKAPCTBEHHBIE  IIpemapaTrbl  MOTYT
MIPUOCTAHOBHUTH MPOTPECCUPOBAHNE KOTHUTUBHBIX HAPYIICHHH.

5.1.3. IlcuxuaTpuyecKkue CUMIITOMBI

[lcuxo3 dYacTto moOAmAeTCs JICUCHHIO AHTHUIICUXOTHYECKHMH JICKAPCTBEHHBIMH
npernaparamu, Xots y HekoTopbix nauueHTtoB ¢ HII-C nHabmromaercst oTCyTCTBHE OTBETa Ha
JIeUCHHNE WJIM JIaXKe MapajoKcalbHOE yXy/uieHue. PekoMeHayercss mpuMeHEeHUE aTUITUYHBIX
HEWPOJIENTHKOB W PETYJISPHBI HEBPOJIOTUYECKUI MOHHTOPHHI C HEIbI0 MUHHMHU3AINU
MIPOTPECCUPOBAHUS JIIOOBIX COMYTCTBYIOIINX SKCTPATUPAMUIHBIX TPOSIBICHUH .

Onexrpomokosas Tepanus (D1LT) ycnemno npumensieTcs y NallueHTOB ¢ KaTaTOHUEH.

Crabwin3atopbl  HacTpOEHHUS, TaKWe Kak BaJblpoaT  HATpHs, SABIAIOTCA
3 QEeKTUBHBIMH TperapaTaMu ISl JICUCHUs OWIONSAPHBIX ap(PEKTHBHBIX PacCTPOWCTB, a
Jerpeccus, Kak MPaBWIIO, TOAJNACTCS JICYCHUIO CEIIEKTUBHBIMA WHTHOMTOpAaMH OOpaTHOTO
3axBara CepOTOHMHA.

Bcem manmeHTaM M MX CEMBSIM TIOCIE TMOCTAHOBKH JTMArHo3a JIO0JHKHA OBITh oOecrieveHa
BCSAYECKas MOIePKKa U TICUXO0JI0TMUYecKasi MOJIrOTOBKA KakK JUIsl OOIBbHBIX C MHKYPaOeIbHBIMU
3200JI€BaHUSAMU.

5.1.4. BucuepaiabHble IPOSABICHUSA

[Ipu pa3BuTHH CHHApPOMA XOJeCTa3a y HOBOPOXACHHBIX M JIETEH paHHETO BO3pacTa
MIPOBOJIUTCS JKEITIETOHHASI TEPAITHS MTPETapaToM ypPCOAe30KCHX0IeBON KUCTIOTHI (Y pcodabk,
cycnier3us) B no3e 20-30 mr/kr/cyT. BckapminBanue oCyIecTBISETCS JIEUeOHBIMU CMECSIMU C
MOBBIIEHHBIM  COJIEpP)KaHUWE  CpeaHelnenoyeuHblx  Ttpuriaunepuaos  (40-50%). C
3aMECTUTENBHOM 1IeJIbI0 Ha3HAUaI0TCs KUPOpacTBOpUMble BUTaMUHEHI (A, 1, E u K).

B CJIydac pa3sBUTUA EeYECHOYHOU HEAOCTATOYHOCTH IMPOBCACHUEC TPAHCINIAHTAIWU TICYCHU HE
1enecoo0pasHo.

XKenynouHo-KuIlIEUHbIE pPAcCTPOMCTBA, TaKWe KakK Juapes, 4acTo HaOIoJalTcs Yy
nanueHToB ¢ Oonesnpto HII-C, momyuarommx crnenupuyecKkyro Tepanmuio MpernapaTom
Murinycrar. JledeHne auaped NpPOBOJAUTCS IpenaparaMH, YIHETAIOUIUMHU IEPUCTAIbTHKY
KHUIIIEYHUKa, TUMA JIonepaMuaa. Y MalHUeHTOB CO CKIOHHOCTBIO K 3amopam; MPOBOASTCS
MIPOrPaMMBI JIJIsl HOpMalTU3auy paboThl TOJICTOTO KUIIIEYHUKA.

[lepBuuHOE MOpakeHue JeTKUX, IpsiMo cBa3aHHoe ¢ bonesHbio HII-C, nabmonaercs penko u
MOJKET JICUUTHCSI NMPUMEHEHHEM AaKTUBHBIX OpPOHXOAMIATATOPOB M, B HEKOTOPBIX CIIydasx,
¢bu3noTepaneBTUYECKUMH MPOLEAYPAMH JUISl TPYIHOM KIETKH.
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Tab6muia 4.

CumnToMaTH4ecKoe JISYCHUE pacCTPOUCTB y O0IbHBIX ¢ O60se3Hpt0 HuManna-IIuka tun C

Kiaunnveckne cMMIITOMBI JledyeHnne

Kararmiexkcus

Tpunukindeckue aHTUAEPECCAHThI WK
ctumynastopsl [THC

Juctonus u Tpemop

XOIMHOJIIUTUYECKHUE CPEICTBA

JIBuraTenbHble HAPYIICHUS

®dusnorepanus

OnuiaenTUUecKue MMPUCTYIIbL

AHTHKOHB}U’IBC&HTH

Hapymenus cna

MenaToHUH WU ceJaTHBHbBIC nperaparbl
nepea CHOM

HapymeHI/m IIUTaHUA

30H,Z[OBO€ IMUTAaHUC, TACTPOCTOMUS

PGCHI/IpaTOpHHe OCJIOXKXHCHUA

duznorepanusi ¢ OPOHXOAMIATATOPAMU;
AHTHOUOTHKOTEpAIHs

CrroHoTEUEHHE

ATpOIuH nepopaabHO, UHBEKINH
OOTYJIOTOKCHHA B OKOJIOYILHYIO WU
MIOIUYENIOCTHYIO JK€JIe3y, THOCIIMHOBBIE
IUTACTBIPH WM TIIUKOIUPPOHUS OpOMHUT

KaraTrouus

3J'IeKTp0H_IOKOBaH TCparund

[Icuxuueckue HapyIICHUA

Banbnpoar Hatpust Ui 1edeHus
OunosspHbIX apHEKTUBHBIX PACCTPOMCTB,
CeNIeKTUBHbIE HHTMOUTOPBI 0OpaTHOTO
3axBaTa CEPOTOHMHA MIPH JICTPECCHIX

Huapes

I[I/ICTa, JionepaMug

5.2. Cnenuduyeckas Tepanusi 3a00J1eBaHus

Murnycrar  (N-Oyruin-neokcunoiimpumunn; NB-DNJ)  sBusercst  HeOombImoi
MOJIEKYJIOH HMHHOcCaxapa, JeHCTBYIOIIas KaK KOHKYPEHTHbII HWHTruOuTOop (¢epmeHra,
TIIIOKO3UPLIEPAMUICHHTA3bl, KOTOPBIM KaTaTu3upyeT MepBblii (PUKCUPOBAHHBIN 3Tal CHHTE3a
rivkochunronunuaos (I'CJI) .

Muriaycrar MOXeT NpOHHMKaTh dYepe3 remarosHuedannyeckuii OGaprep, U ObUIO
IIOKa3aHO, 4YTO OH yMeHblaeT HakomieHne I'CJI B TOJI0BHOM MO3re, 3aMeUIAeT Pa3BUTHE
HEBPOJIOTUYECKON CHUMITOMATUKH W YAJMHSET BBDKMBAEMOCTh MPH JOKIMHHUYECKHX
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uccienoBanusax. OH MOXKET TakKe HEMPSMBIM 00pa3oM PEryIupoBaTh BHYTPHKICTOYHBIN
rOMeOoCTa3 Kajblusl, CBA3aHHBIN C HAKOIUIEHHEM C(OUHTO3MHA — IPEAIOIaraéMbIM TyCKOBBIM
dakropom B marorerese HIIC1 — myrem BiusiHHSI Ha KOHIIEHTPALIMIO TIIFOKO3UIIIIEPaMUIA.
HaGmomaemass  OGe3omacHoCT, W mepeHocuMocTh  muriaycrara npu  HIT-C
MPUOTU3UTENBHO TaKas ke, Kak npu Oosie3nu [ome 1 Tna, ¥ B 11eJIOM CXOJIHA B TOMYJISIIAN
JeTei U B3POCIBIX/MOJNOABIX ManueHToB. Hanbonee yacTo oTMeuaeMbIMH HEXeJIaTeIbHBIMU
SIBJIICHUSIMU ObL1a ciabast uiIu yMepeHHas Juapesi, MeTeOpH3M, MOTEPS Beca U TPEMOop.
HexenatenbHble SBIEHUS CO CTOPOHBI KENYyJAOYHO-KUIIEYHOTO TpakTa U HeOOJbIIas HIN
yMepeHHasi moteps Beca (B menom Habmomaemas y 50% manueHToB) UMETU TEHACHIIMIO K
CHIDKEHHUIO CO BpPEMEHEM IIPH HEMPEPhIBHOW TEPANUU U YCIEIIHO KOHTPOJIUPOBAIHUCH.
JlaHHbBIE KIMHHYECKUX MCCIIEOBAHUN C MPUMEHEHHUEM MUTITYCTaTa 0000IIeHbI B Ta0IUIe 5

Tabaunna S

Kinunanueckune HCCJIICAOBAHUS C MPUMCHCHUCM MUTIIYyCTAaTa IIpH 0o1e3Hu HI/IMaHHa'HI/IKa, TUIIa

C
Hasanue uccnenoBanus | [{uzaitH uccnenoBanus Kputepuu onenku 3akiroueHue YpoBeHb
Y aBTOPHI (ITyOIHKAIUH) 3¢ HEKTHBHOCTH JIOKa3aTeiabH

(6e3omacHOCTH) ocTu

Kaunnveckoe 12 mecauHoe [lepBuyHas koHeUHAs [MonoxuTenbHbIi 3QdexT 1B
HccjieJoBaHue PaHJI0MU3UPOBAHHOE, Touka 3¢ dekTuBHOCTH - MUTITycTaTa Ha
0OGT918-007: KOHTPOIHPYEMOE MUK CKOPOCTHU HEBPOJIOTHICCKUE
PanoMu3zupoBaHHoe, HCCIeIOBaHNE TOPU30HTAIBHBIX MpOsIBIICHUS 00JIE3HU
KOHTPOJIHpyeMoe 3¢ PEeKTUBHOCTU H cakaanveckux nBwkeHnit | Humanna-Iluka tuma Cy
Ucciiel0BaHueE M0 nepeHocuMocTH npenapara | a3, HSEM-(alpha), B3POCIIBIX/TIOIPOCTKOB U
NpUMEHEHHUI0 3aBecka® (MHTOINTyCTAT) ¥ OIICHUBAJIACh C IOMOIIBIO | AeTeil ObLI CTaOMIBHBIM U

MUIJIyCTAaTa y BPOCJIBIX
U JieTel ¢ 00/1€3HbI0
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 B3pOCHBIX U MOJPOCTKOB
(20 marpieHTOB MOTyYanu
JIeuyeHHe mpenapaToM
MUTITYCTaT, 9- HAXOAUIHChH
Ha CTaHJapTHOMI
Tepanun).29 B3pOCIbIX
OONBHBIX, U3 KOTOPBIX 20
MoJIy4yasau B TeueHue 12
MecsIeB MUTIIyCTaT B J103€
200 mr TpH pa3a B JI€Hb, a 9
YeJIOBEK MOJIydann
CTaHJapTHYIO Tepanuio. B
cienyromue 12 Mecsies Bce
00JBHBIE TPUHUMAITI
MUTIIYCTaT.

Jetu B Bo3pacte 4-11 rner,
mpenapaT MPUMEHSUITH B
J103€, pacCYUTaHHOM UCXOs
13 MJIOMIAIA TOBEPXHOCTH
tena. [lanueHTsl,
3aBeplIUBIIKE 12 MecSUHYIO
(hazy uccienoBaHus,
MPOJOJLKUIIN TEPANUIo U
CMOTJIH MPOJIOJIKUTH

KOMITbIOTEPU3UPOBAHHBIX
MeToA0B. Bropuunsie
KoHeunsle Touku: HSEM-b
(mepBuuHas
MaKCHMaJIbHasi CKOPOCTh
OCHOBHOM
[OCJIEI0BATEILHOCTH
HSEM- naknon
aAMIUTUTYABI), TIOTaHHUE,
CITIOCOOHOCTB K
MIEPEIBIDKCHUIO H
HeHPOHU3NOTOTHUECKHIA
cTaTyc

COXPAaHSUICS Ha MPOTIKEHUH
Tepanuu 24 Mecdua.
JnurensHblil npueM
MUTITycTaTa 00ecrednBaeT
TEepaneBTHYECKYIO MOJIb3Y,
YTO MOJTBEPIKAAETCS
cTabmin3anueil OCHOBHBIX
rapameTpoB
MIPOTPECCHPOBAHUS
HEBPOJIOTUIECKUX
TIPOSIBJICHUI 3a00JIeBaHNUs Y
OOJIBIIIMHCTBA MaIUCHTOB.
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ydacTtue B ciieyromeM 12
MECSYHOM OTKPBITOM,
HEKOHTPOJIUPYEMOM 3Tare
uccrnenoBanysd. 12
MECSATIHOE, OTKPBITOE,
HecpaBHHUTEIBHOE, 11 a3sr
HCCIIEJ0BaHNE TPUMEHEHHS
npenapata 3aBecka® y
neteil B Bo3pacte 4-12 et
OBLIO IPOBEACHO
HapaJuleNIbHO C
PaHIOMHM3UPOBAHHBIM
HCCIIEZIOBAaHNEM y B3POCIBIX
nanueHToB. [lanueHTs, Tak
K€ KaK ¥ B IIEPBOM
HCCIIEIOBaHNH,
MPOJOJLKUIIN Tepanuio B 12
MECSYHOH OTKpBITOU (a3e.

MyJIbTHLIEHTPOBOE
HA0JI0aTeJIbHOe
peTpocneKTHBHOE
KOrOpPTHOE
HCCJIe0BaHUE
NpUMeHeHUsI
MHIJIycTaTa y
MAIMEeHTOB C 00JIe3HbIO
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

PerpocnexruBHOE,
Ha0JI0IaTeIbHOE
KOTOPTHOE HCCIIEJOBaHUE Y
66 ManMeHTOoB, MOTyYaBIINX
JICUCHHE TPerapaToM
3aBecka® (MHIIIyCcTaT) BHE
KITHHAYECKUX
HCCIICIOBAaHHUI B CPEIHEM B
TedyeHue 1,5 net.
VYuacrBoBanu 25
SKCIIEPTHBIX [IEHTPOB,
MPOBOIMIIACH OIICHKA
MAI[HEHTOB,
HaoOmogasmmxcs B 2003-
2008 rr. Onenka
a¢dexkTHBHOCTH Npenapara
3aBecka® MPOBOAMIACH TIO
mkane uaBanuagHoctu HII-
C

OreHka 3G HEKTHBHOCTH
npenapata 3aBecka®
(MurIIyCcTaT) MPOBOIMIIACH
IO IIKaJIe HHBAIUJIHOCTH
HII-C, n3mepenus
MIPOBOJIMIINCH 110 4
KJTFOYEBBIM KPUTEPUSIM
HEBPOJIOTUIECKOTO
yxyawenus npu HIT-C:
CIIOCOOHOCTB K
CaMOCTOSTEIILHOMY
TIepeIBIKEHHIO,
MaHUIYJSIUU pyKaMH
(mucronust/ mucMeTpus),
peds u rnotanue. OrieHKa
HPOU3BOJIMIIACH TPHIK/IBI
(Ha MOMEHT MOCTAaHOBKH
JMarfo3a, Ha MOMEHT
HavaJia Je4eHus,
MTOCTICTHUI OCMOTP)

Crabwmmzanus
HEBPOJOTUICCKUX
TPOSIBJICHU 3a00JICBaHUS
SIBJISIETCS] HAWTy4lIei
JIOCTHUKUMOM
TEpaneBTUYECKOM LIEIbI0 Y
maruentos ¢ HII-C,
AMEIOIIUX HEBPOJIOTUIECKUE
MIPOSIBJICHUS, OTPAKAIOIITHEC
HEOOPaTUMYIO
THOEIb/TTIOBPEXKICHIE
HelipoHoB. Hacrosiiiee
WCCIIeIOBaHHE
JIEMOHCTPHPYET, YTO
MUTJIYCTAT MOXKET
CTaOMIIN3UPOBATh
HEBPOJIOTHUCCKHUE
MIPOSIBIICHUS 3200JICBaHUS y
OOJIBIIIMHCTBA MAIUCHTOB, B
YaCTHOCTH Y B3POCIIBIX H
MOJPOCTKOB. Bo3pacT Ha
MOMEHT TUarHOCTUKHU
OKAa3bIBaJI BJMSHUAEC Ha OTBET
HAa JICUYCHHUE, a KIIMHINYECKast
oJib3a (T.€. 3aMeIJICHHe
MIPOrPECCUPOBAHHMS
3abosieBaHus1) HabOIOAIaCh
U y TAIIUEHTOB PaHHETO
BO3pacra.

Ic
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PexomenpoBanHas 103a MUTITyCTaTa JIJIsl B3POCIBIX MAMEHTOB U noapocTkoB ¢ HIT-C
coctangetr 200 Mr Tpu pasa B JieHb. Jlo3a y manueHToB B Bo3pacte 4-12 nmer HazHaydaercH,
ucxo/s U3 miomaau nosepxHoctu tena (Tadmuna 6)

Taodauua 6

PGKOMCHHOBaHHbIe J03bI MUTJIYCTAaTa B 3aBUCUMOCTHU OT IIJIOIIaaAX IMOBCPXHOCTH TCJIa

[Tomanp OBEPXHOCTH Tena (M2) PexomenoBanHas 103a
>1,25 200 Mr TpU pa3a B IeHb
>0,88-1,25 200 Mmr n1Ba pasa B JICHb
>0,73-0,88 100 mr Tpu pa3a B ieHb
>0,47-0,73 100 mr aBa pa3a B JACHb
<0,47 100 Mr ouH pa3 B A€Hb

5.2.1. Hean neyeHusi npu npuMeneHun muriaycrara npu HII-C

B cBs3u ¢ HeliponerenepatuBHoit npuponoit HII-C cmabunuzayus 3abonesanus unu

YMeHbUuleHUe CIMeneHu npo2peccuposanuis 3a001e6anus IBIAIOTCS; HAN00JIee PeATUCTUYHBIMU
LEJAMH, KOTOpble MOXHO JIOCTUTHYTh @pH JUIMTEIbHOM creuupuyeckoil Tepanuu
3a00JeBaHNUs.
BuauMblii MONOXUTENBHBIN KIMHUYECKUH pe3ynapTaT y nanueHtoB ¢ HII-C  moxer
HabmoaTecsl yepe3 6 mecdaues - 1 rox. B ciydasax MeuieHHO mporpeccupyromux (Gopm
3a0oseBaHus (HampuMep, y MalMeHTOB C HayajioM 3a0o0jieBaHMs BO B3pPOCIOM BO3pAacCTe)
3¢ (deKTsl OT JieueHHs MOTYT HaOIIoJaThcsl uepe3 emie OoJiee JIUTENbHBIN MPOMEXYTOK
BPEMEHH.

5.2.2. Iloka3zanus 1Jis1 HA3HAYEHUs] TePauy MUTJIYCTATOM

BceM mnamueHTamM ¢ HEBPOJOTMYECKUMH, TCUXWYECKMUMH WM KOTHUTHUBHBIMHU
HapyIICHUSIMH Ha MOMEHT IIOCTaHOBKH JHMarHo3a JOJDKHA OBITh TMPEJIOKeHa Teparus
MHTITYCTATOM, UCXOJIS U3 BO3MOKHOTO YIYUIIEHUS WM COXPAaHEHUS] Ha TOCTOSIHHOM YPOBHE
Ka4ecTBa KU3HHU.

Jlo Havasia Je€YeHUsT MUIIIYCTaTOM JE€THU W MOJOJbI€ TMAIMEHTHI, CTPaJaronue
XOJIECTATUYECKUMHU TPOSBICHUSMA Ha MOMEHT OOpallieHus, JOJKHBI CHadajga TMONyYUTh
JIeYeHUE TSI KOPPEKIIUU BUCIIEPATBHBIX MPOSBICHHUN; MUTJIYCTaT HE OKa3bIBACT JIEUEOHOTO
BO3JICHCTBHS HA CUMIITOMBI X0JIeCTa3a.

Hanmnumne nonreepxkaennoro auaruoza HII-C He ciemyer cumTaTh 00s3aTENbHON MPUUUHOMN
JUI  HEMEJICHHOTO Hayaja JIEYEHUs MUIVIYCTaTOM, IIOCKOJIBKY HEBPOJIOTHYECKUE,
MCUXUYECKUE WJIM KOTHUTHUBHBIE HAPYIICHUS MOTYT BO3HUKHYTh JIJIMTEILHOE BPEMS CIYCTS
(W, B peIKUX cIydasix, BOOOIE HE BOSHUKAIOT).

CrnenyeT npoBOIUTh PETYJISPHBIA MOHUTOPUHT MALIMEHTOB C IMArHO30M, YCTAHOBJICHHBIM B
pe3ynbTaTe CKPpUHUHTa CHOCOB WJIM HA OCHOBE BHUCIEPATBHBIX CHMITOMOB, HAa TMPEAMET
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BO3HUKHOBCHHUA HEBPOJOTHYCCKUX HpOSIBJICHPIfI, " CICAYCT PCIINTH BOIIPOC O HASHAYCHUU
JICYCHM ITPHU IIEPBLIX IIPU3HAKAX Hadajla HEBPOJIOTrH4YE€CKUX paCCTpOﬁCTB.

[TareHTh! 6€3 HEBPOJIOTMUYECKUX MPOSIBICHUHN HE TOJDKHBI ITOIy4aTh TEPANUIO0 MUTIYCTATOM,
IIOCKOJIbKY CUMIITOMBI Y HEKOTOPBIX U3 HUX MOI'YT OTCYTCTBOBATh B TEUEHHUE 3HAYUTEIILHOIO
BPEMEHH.

B ClIydasx HaJluduA TAXKCIbIX HEBPOJIIOIMYCCKUX HapymeHI/Iﬁ YK€ HAa MOMCHT IIOCTaHOBKH
Juar”Hosa, B 0COOEHHOCTH Y HaUCHTOB PAHHCTO BO3PACTa, CYIICCTBYCT MCHbIIAA BEPOATHOI'O
TOr'0, YTO MUITYCTaT NPUHECET CYIIECTBEHHYIO TCPAIICBTUYCCKYIO I10JIb3Y.

5.2.3. [Ipexpaiuenue JjiedeHust

Crenmyer peryiasipHO MPOBOJAUTH OICHKY TEPareBTHUECKUX A(PPEKTOB MHIIIyCTaTa B
OTHOIICHUU HEBPOJIOTMUECKUX MPOSBICHUH (Kaxable 6 MecsIleB); MOBTOpPHAs JKCIepTH3a
OTHOCHTEIIBHO IIPOJOJDKEHUS Tepanuy JOJKHA IIPOBOJUTHCS €KErOTHO.

BozneiicTBue Ha jxenyJOYHO-KUIIEYHBIA TPAKT — IJIaBHAs MpobiieMa MepeHOCUMOCTH
IIpYU IPUMEHEHUH MHUTITYCTaTa, — MOXeT 3()()EeKTHBHO KOPPUTHUPOBATHCS IMTyTEM IIPUMEHEHUS
yTHETAIONIMX MNEPUCTANbTUKY MpernaparoB (Hampumep, JolepamMuia) W/HId H3MEHEHUEM
IUETHI. J{7151 HEKOTOPBIX MAMEHTOB MOXKET OBITH MOJIE3HBIM BPEMEHHOE YMEHbBILIEHUE JI03BI.

Jleyenue cienyer NpeKpaTuTh B TOM CIy4ae, €CJIM HECMOTPS HA YMEHbILIEHHUE J103bl,
M3MEHEHUE JUETHI NI CUMITOMAaTHYECKOE JICYEHUE, Pa3BUBAIOTCS CEPHE3HBIC HAPYLIEHUS CO
CTOPOHBI JKETYTOYHO-KHUILIEYHOTO TPAKTA.

[lenecooOpa3HOCTh MPOJOJIKEHHS JIEYEHUS] MUIIYCTAaTOM HAILMEHTOB C TSKEIBIMU
MPOrPECCUPYIOLUIUMHU HapYIICHUSIMH, TPUBEAIIMMH K HACTYIUICHUIO TIIyOOKO#M TMCHXo-
HEBPOJIOTUYECKON MHBAIMIN3AlUY, HEOUEBUHA U HY)KJAeTCs B JalbHEHUIIEM O0CYKACHHUH.
Pemenne o BHECEHMM HW3MEHEHUH WIM NPEKPALICHUH TEPAllMMd MUIIYCTaTOM JOJDKHBI
OCHOBBIBATHCS] HA MHAMBUAYAJIBHBIX XapaKTEPUCTUKAX MAlMEHTA U IPUHUMATHCS COBMECTHO
CMELUAINCTOM B 00JIaCTH METAabONIMYECKHX 3a00JIeBaHUM, a TaKKe POAUTEISIMUA U YJIeHaMHU
CEMBH.

5.3 Pexomenauum no auerorepanuu 1Js 60abHbIX ¢ HIIC

IIpu npumenenun npenapara muriycrat y 6onbHbix ¢ HIIC moryr HaGmronaTbes
nuapes, Ooimu B JKMBOTE, METEOPHU3M, CBs3aHHble C OJOKMpoBaHMEM (epMeHTa,
PACHICIULIIOLIETO IA- U OJIMrocaxapubl. Jisi yCTpaHEHHs UM YMEHBIIEHUS BBIPAKEHHOCTH
JUCTIENTUYECKUX PAcCTPOIMCTB TaKMX, Kak; JUapesi, TOIHOTa, PBOTA, CHU)KEHUS Beca, 00iu B
KMBOTE MpPHU JIEYCHUU JaHHBIM TpenapaToM, PEKOMEHIYyeTcsl COOJIOJEHUE IUETHI C
ITIOHMKEHHBIM COJECPKAaHUEM JUCAaXapHUIOB M OJINTOCAaXapoOB B IIEpBbIC HENEIM Hadaja
Tepanuy, ¢ MOCIEAYIOIIMM C €€ PaCUIMPEHHEM 3a CYET MPOAYKTOB YKa3aHHBIX B KOJIOHKE
«OI'PAHUYUTD» (Tabnuma 7). Ha mepBoM 3Tame Ha3zHaueHHs] CyOCTpaT peaylUpyrolei
Tepanuy KelaTeJbHO Ha3HaYeHHE NMPOOHMOTHUKOB, KOTOPbIE CHIIKAIOT PUCK BO3HUKHOBEHHS
KEIyJJOUYHO-KUIIEYHBIX TPOOJIeM U yaydmaoT paboTy kuiieynuka. [Ipu anmutensHol tuapen
u OoyiX B JKMBOTE IIOKAa3aHO HA3HA4YEHHE Iperapara JONepaMu, MpH IIUTEIbHON

abloMHHANIbHOM Oo0NM - cra3MoiuTHuYecKas Tepanus. Bo Bpems mpumeHeHMs Ipernapara
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MUTITYCTAT HeO6XOI[I/IMO Ha3Ha4YaTb JOINOJIHUTCIIBHO XXUPOPACTBOPHUMEBIC BUTAMHUHBI (A, D, E

u K) oco6eHHo B iepBbIe 3-6 MECSIIEB TEpAIHH.

Haznauenwne JUCTHI ITPOBOJAT B TPH IIOCIICAOBATCIIBHBIX 3Talla:

1. CTpOl"aﬂ AUETAa C UCKIIIOUCHUEM AHUcCaxapruaoB,

2. PacmupenHasi 1ueTa ¢ MOCTEIICHHBIM BBEACHHEM IPOIYKTOB MUTAHUS, COJEPKAIINX

JUcaxapu/ibl;

3. HpaKTI/IHCCKI/I HOpMaJibHasA AU€Ta, 3a MCKIIOYECHUEM IIPOAYKTOB IHWTaHHUA, KOTOPBIC

IIOXO IMEPEHOCATCA.

HpO,Z[OJ'DKI/ITCJ'ILHOCTB KaXXaO0To0 2Talla BAPbUPYCTCA OT HCCKOJIbKUX HCEACIb OO0 HCCKOJIBKUX

MCCALICB. CO6J'IIOI[6HI/IG JUCTHI ITIO3BOJISACT CHU3UTD MOOOYHBIE 3(1)(1)CKTBI npemnapara MUriryCctat

u o0ecreyuBaeT JO0CTATOYHOC ITOCTYILIICHUC HCO6XOIII/IMI>IX BCIICCTB W DOHECPrud A

HOPMaJILHOTO ()YHKIIMOHUPOBAHUS OPTaHU3Ma.

Tabmuma 7.

prr[l'[H IMPOAYKTOB, KOTOPBIC CIICAYCT HCKJIFOYNTE/ Ol"paHI/I‘II/ITL/ MIPpUMCHATDb 0e3 OrpaHI/I‘IeHI/Iﬁ
B IICPBBIC HCACIIN TCpallur IPCIapaToM MHUIITyCTAT

M3BETATh | OTPAHUYNTD | BE3 OTPAHUYEHUI
Myunvie uzoenus, Kpynvi

X11e6 OenbIii, BRIICUKA, X11eb YepHbIi, MaKapOHbI

NICYCHbE

XJombs JU1st 3aBTpaKa ¢ Xionbst 6€3 MOJIOKa,

MOJIOKOM KYKypy3a

Puc, 6060BbIC Manka I'peuka

MzsacHvle/pulOHble uz0enus, Heupbol

Komnbacuble uzaenus

Bce Buabl HaTypaabHOTO
Msca, ssiIa

Bce PACTUTCIIBHBIC JKUPBI

Bce Buabl HaTypanbHON
PBIOBI, MOPEIPOTYKTHI,
pBIOHBIE KOHCEPBHI B Maclie

Monounwvie npooykmul

Moso4yHbI€ TPOTYKTHI
(MOJI0KO, TBOPOT, HOTYPT),
KpPOMe OT/AETHHBIX COPTOB
CBIPOB

Moroko ¢ coaep:xaHueM
JakTo36I MeHee 90%

IIpeccoBaHHBII CBIP

Osowu/ppyxkmoi

Kamycra, nyk, orypust

Kaptodens, cBexna

Bce cBexue, 3aMOpOKEHHBIE
OBOIIH (KpoMe
NEPEYUCICHHBIX B IPYTUX
paszaernax)
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Harypanbasie ppykroBsie | Hecnaakue GpykThl
COKH, IIIOpe
Jlecepmui, nHanumku
[Heceptsl, cnagoctu opexu I'moko3a, ppykrosza, Mex
Bapenswe, cuponsl, ciaakue TpaBsiHbIC Yau C IITOKO30M,
COKH, ra3MPOBAHHbIE HAIIUTKU OTBap HIMIIOBHUKA

6. MOHI/ITOPI/IHF TedyeHHus 3a00/1eBaHUS

6.1.00beKTUBHOE 00CIEI0BAHNE

TiarenbHOe 00BEKTHBHOE 00CIIEIOBAaHUE JOHKHO IMPOBOAMTHCS Kaxable 6-12 MecsieB B
CHCIIMATM3UPOBAHHOM IIEHTPE, IMEIOIIEM OIBIT HAOIIOACHHSI TTAIIMCHTOB C META0OJTUICCKIMHU
3a00/1€BaHUSIMU.

Ecnu manueHT MOXeT COTpyAHHYATh, PEKOMEHTyeTCs IPOBOIUTH BUCO3AIMUCH KIIMHHYECKOTO
o0cieIoBaHus COTJIACHO CTaHIAPTU3UPOBAHHOMY BHUICO-TIPOTOKONY (CM. HUXKE). DTO MOKET
MMOMOYb ISl OIEHKHA MPOTPECCHPOBAHUS HEBPOJIOTHMUSCKUX MPOSIBICHUN 3a00JIeBaHUS B
JMHAMUKE.

6.1.1. HeBpoJioruueckoe o6cjieJoBaHne

OneHka OKYJIOMOTOPHON (YHKIMH JOJKHA IMPOBOAMTCS COIJIACHO CTaHJApPTHOMY
IIPOTOKOJY OLIEHKH, 110 KpalHell Mepe, OJMH pa3 B IO/ Y NAllMEHTOB ¢ HavyajaoM 3a00JIeBaHus
B JIETCKOM BO3pacTe JiIsl MOHUTOPUHTIA IPOTPECCUPOBAHUS 3a00JI€BAHHUS.

MOHUTOPHHI TIIOTaHUA AOJDKEH IPOBOAUTHCA HE peXke, 4eM pa3 B Iof, y BCeX
MAlMEHTOB, HO B OCOOEHHOCTH Yy NHAalMEeHTOB ¢ Jucdarveil. OyHKIUS T[JIOTaHUS MOXKET
OLICHUBATHCA C IOMOLIBIO IPOCTOTO HCCIIEIOBaHUS IVIOTAaHWSI DPA3HBIX THUIIOB IUIINHA C
ITOMOIIIBIO BUJIEOPEHTTEHOCKOIINYECKOTIO HCCIIEOBaHUS.

JlBuraTtenbHble (DYHKIIMHM OLIEHUBAIOTCS € MOMOLIbIO MpocToro 10-merpoBoro Tecra
XO0Jp0BI WIIM IO CTAaHJAPTHOMY MHJAEKCY X0Jb0bI Xay3epa.

Jlisi OLIEHKM KOTHUTUBHBIX (YHKIUH ucnonb3ytoTcst Tectel MMSE (kpaTkas mikana
OIICHKM Ticuxmueckoro craryca @ommreitH u Makxpo), MOCA (Monpeansckas mkaia
OLIEHKHM KOTHUTHUBHBIX (YHKLUH), y nereil — TecT PaBeHa (cTaHzapTHbIE NPOTrpecCUBHBIE
MaTpHIIbL, [IBETHBIC MPOTPECCUBHBIC MATPHUIIBI), TECT Bekcepa, HIKOIbHBINA TECT OCBOCHHOCTH
MBIIJIEHMS], IIKOJIbHBINA TECT YMCTBEHHOI'O Pa3BUTHs, TECT CTPYKTYpPHI HHTEIUIEKTa AN3EHKA,
rpadUK HEPBHO-TICUXUYECKOIO DPAa3BUTHUS MIIAJEHIA M Majbllla; MIKaja MCHXOMOTOPHOTO
pasButus no ['puddurc; skcrmpecc-MeToAUKa OLEHKH COCTOSHUS BBICIIMX IMCHUXUYECKUX
¢byakumii y nereit mo JI.C. [[BeTkoBO#. Y manmeHTOB TPYAHOTO U JETCKOTO BO3pacTa MOTYT
HCII0JIb30BAThCS LIKAJIbI Pa3BUTHSL.

VY manueHTOB C MOBEIEHYECKMMH WM MCUXUYECKHUMH HapyIIEHUSMH, OCOOEHHO ¢
HayajioM  3a00JeBaHHMs B  IOBEHWJIBHOM U  MOJPOCTKOBOM/B3pPOCIOM  BO3pacTe,
HeHporcuxuaTpuueckoe 0ocae0BaHne JOMKHO MPOBOIUTHCS MOBTOPHO HE pPeke, UeM pa3 B
TOJI.

Tun, NHTEHCUBHOCTH U YacTOTa CYJOPOKHBIX MPHUCTYIOB MPU UX HAIWYUH JIOJKHBI
ObITh THIATEIBHO 33J0KYMEHTHPOBAHBI TNPU KAXJIOM KIMHHYECKOM Bu3ute ¢ OOI'-

BepuduKanuen.

6.1.2. BucuepajibHble IPOsiBJIEHHUSA
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XoTs TMOKa3aHO, YTO OpraHOMErajiusi HE KOpPpeIUupyeT ¢ MPOrpecCUpOBaHUEM
3a00J1€BaHus, YJIbTPa3BYKOBOE MCCIICIOBAHHE OPraHoOB OpIOIIHOW TOJOCTH JOJDKHO
MIPOBOJIUTHCS €XKETOAHO Y MAIMEHTOB C BUCIEPATbHBIMU MPOSBICHUSMU B aHAMHE3€ WJIU C
HMEIONICHCS Ha JJAaHHBIM MOMEHT CIICHOMETaJIMeH WJIH T'eIlaTOCIUICHOMET aJIueH.

6.1.3. HeiipoBu3yanu3zauus

Kak yxe oTMeuanoch BblIIIIe, TaHHBIE 10 HEHPOBU3YAITU3aI[MH TOJIOBHOTO MO3Ta MOTYT
IIOMOYb B OIIPEIECIICHUH HATTMYMsI MU IPOTPECCUPOBAHMS HEBPOJIOTUYECKUX PACCTPOMCTB IIpU
HII-C, a Takke MOHUTOPHMHTE OTBETa Ha JICYCHHE. PEeKOMEHIyeTcsi peryyisipHO MPOBOIHUTH
MPT-uccnenoBanue roioBHoro Mmosra (He pexe 1 paza B 2-3 roza).

6.2.1 CraHaapTHblii BHJA€0 NPOTOKOJ IS KIHMHHUYECKOH OLEHKH JIBHIraTeJbHbIX
byHxkumi

1) Peus (30-45¢)
e [Ipousnecure ppa3zy, Hanpumep, «IIpuBeT, ceroaus dyaecHbli 1eHb)» (3 paza)
2) JIBUXKEHUS pyK

e (CxuMmaHue u pazxuManue kucreit (5-10 pa3 kaxaoi)

e [IpotuBomnocraBneHus: OOIBIIOTO Mabla TOOYEPEAHO C KAXK/IBIM MaIbIEM

e [lanprieHocoBas mpoda ¢ OTKPHITHIMU TMazaMu (5—10 pa3 ¢ Kakq0i CTOPOHBI)

3) CrosHue u x0a60a 60CHKOM

e Crosinue: cronsl BMecTe (15 ¢)

e (CrosiHue: cTombl ofHa 3a Apyrou (15 ¢)

e Xonp0a + HOpMaNbHBIN TTOTyob0poT (15 ¢)

e Tangemuas xoap0a (cTorbl oaHa 3a apyroii) (15 ¢)

4) Tlucpmo/pucoBaHue (TOMUHAHTHAS PyKa)

e Hanummure dpazy, Hanpumep «CeroaHs 4yaecHbIN AeHbY. /{15 ManeHbKUX JIeTen:

clenanTe puCyHOK WM COUPab

e CkonupyiiTe CTpaHHUIly

5) JIBmxeHwus ria3
e CamoIpou3BOJIbHBIE JBUKEHMSI I71a3: BBEPX, BHU3, BIIPABO, BJIEBO (/1Ba LIMKIIA)
e (CiexeHue Iia3aMu (3a najiblieM): BBEpX, BHU3, BIIPaBO, BIEBO (1Ba pa3a, OLEHKa
CKOpPOCTH)

[Ipumeuanue: [lanMeHTHl MIIaJICHUYECKOTO BO3pacTa C HEOOJBIIOW BEPOSTHOCTHIO
CMOTYT BBITIOJIHUTh HEKOTOPBIE TECTHI, YIIOMSIHYTHIE BBIIIIE; BUCO3aMTUCH JOJDKHA TIPOBOTUTCS
C COTJIacHsl pOJIUTENISl MIIM OTIEKYHA y MAIMeHTOB AETCKOTO BO3PACTa UJIH C COTJIacHsl MallMeHTa,
€CIIM OH/OHA SIBJISIETCS B3POCIIBIM.

7. IucnancepHoe HA0/1101eHHe MANNEHTOB

OneHka TedyeHUs 3a00JEBaHMS W OTBETAa HAa TEPANHUIO0 IMPOBOAUTCS Kaxiele 6-12
MECSAIIEB C TIPOBEICHUS BCEX HEOOXOMUMBIX oOcienoBanuid. (Tabmura 8.)

Taoauma 8

HCpI/IO,Z[I/I‘-IHOCTB MMOBTOPHBIX OGCJ’ICI{OB&HI/Iﬁ NalueHTOB C 0oine3npto Humanna -ITuka tuna C

26



ITapameTpbl

IlepuoaAMYHOCTH MOBTOPHBIX
o0cJIeI0BaAHMI

Obuwue

[TonHoe u3ukansHOE 00CIEIOBAHUE,
BKJIFOYAsi U3MEPEHHE POCTa, BECa, OKPYKHOCTH
T'OJIOBBI

Kaxnpie 6 mec

Hesponozuueckoe obcnedosanue

Ouenka 1o mkaie naanugaocta HIIC

Kaxnsie 6 mec

Bueo3anuck OCHOBHBIX JIBUTATEIBHBIX
byHKIMHA

Kaxneie 6-12 mec

Buneo—331" MOHUTOpPUHT, IO BO3MOKHOCTH,
JIHEBHOT'O MJIK HOYHOT'O CHA

Kaxnpie 6-12 mec

,leyzue nokaszamesnu

OneHka ICMXOHEBPOJIOTMUECKOro cTaryca

Kaxnsie 6-12 mec

AyanomeTpusi, CIIyXOBbIE BEI3BAHHBIC
OTCHIUAJIBI

Kaxnsie 6-12 mec

3pI/ITCJII)HI)I€ BBI3BAaHHBIC ITOTCHI U AJIBI

Kaxnsie 6-12 mec

bunokynspHas snexkTpookynorpagus
(peructpaiiyisi CaKKaJMueCKHUX JBIKEHUH TJ1a3)

Kaxnsie 6-12 mec

Jlabopamopnvie nokazamenu

buoxumuueckwnii ananus kposu (ACT, AJIT,
KaJIbLIMIA OOIIIHIA)

Kaxnpsie 6-12 mec

OOuwmii aHaJIM3 KPOBU

Kaxnapie 12 mec

HccnenoBanue akTUBHOCTH (hepMEHTa
XUTOTPUO3M/1a3bl IJ1a3Mbl KPOBH (II0 BO3MOKHOCTH)

Kaxnaeie 12 mec

Y3 opranoB OproNIHON MOIOCTH

Kaxnaeie 12 mec

MPT wmnu KT rososHoro mosra

Kaxneie 12 mec

8. [Iporuo3

Hecmotps Ha Hann4Me naToreHeTHYeCKOro JIeYeHUsl, IpOoruHo3 npu 6one3nn HumanHna-
[Muka, Tun C mpojoyxkaer ocTaBaTbCsl HEOIArONpUSITHBIM. XapakTep MHpPOTrpecCUpOBaHUS

3a00JIeBaHUs U IPOAOIKUTENBHOCTD kM3HH Y HauneHToB ¢ HII-C kpaiine BapraOeabHbI.

CBoeBpeMeHHOE Ha3HaYeHNE TaTOreHETUYECKOM Tepanuu (CyocTpaTpeIyupyolias Teparnms)

MOXKCT YJIYYIIUTH ITPOTrHO3 MallMECHTOB.
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