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TepMuHBI U onIpeaeICHUS

CyOcTpar - peayuupymoliasi Tepamusi - I[OXU3HEHHOE BBEICHUE Ipernapara, BIMSIONIETO Ha

MeTabo0JIM3M HaKalIMBaeMbIX CyOCTpaTOB, y MAIIMEHTOB C HApylIeHUEM OOMEHa BEUIECTB.

JInzocomubie 00JiIe3HM HAKOIUIEHUSI — TpPYyIIa HACJCACTBEHHBIX MOHOTCHHBIX 3a00JICBaHUA,

CBA3AaHHBIX C HAPYIICHUCM (1)YHKI_II/II/I JIN30COM



1. Kparkast nHpopmMauus 1mo 3a001€BaHNI0 WIH
COCTOSTHUIO (rpynnbI 3200 1eBAHUM UJIA COCTOSHMI)



1.1 Onpenenenue 3a00/1eBaHUsA UM COCTOSTHUS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

bonesnr Humanna-Iluka, tTuna C (HII-C) sBnsiercs penkuMm HACIEACTBEHHBIM MYJIbTUCUCTEMHBIM
3aboneBanneM. Cpenm xapakTepHbIX HeBposjormdeckux mnposBaennit  HII-C  wHaGmromaroTcs
IJ1a30IBUTaTeNIbHbIE PACCTPOMCTBA B BUJE HApPYIICHUH cakkaauueckux nBrokeHuil ma3z (CHI) wam
BEPTUKAIBHOTO HaabaaepHoro mnapanuya B3opa (BHIIB), MozxkeukoBble HapylieHUs (aTakcus,
JUCMETPHS), TUCTOHMS, TU3ApTpHsi, AUcarus U rejxacTuueckas Kararuiekcus. Takke y MaiieHTOB
4acTo HAOIIONAIOTCs SMUIENTHYECKUE CyaopokHble mpuctynsl [1-7, 19, 20]. OOpryHO Hauyaio
HEBPOJIOTUYECKUX MPOSABICHUN MPUXOAUTCA Ha JETCKUM BO3pPACT, XOTS BCE OOJBIIEE KOIMYECTBO
CJIy4acB BBIABIIICTCSA W JUArHOCTUPYETCSA B 3pPEJIOM BO3pAcCTe, B CBA3M C IO3JHUM IIPOSIBICHUEM
HEBPOJIOTMYECKUX M IICUXMATPUYECKUX CUMITOMOB. PacrmpeneneHune mamueHTOB IO BO3pacTy
MaHu(peCcTaly HEBPOJIOTUYSCKUX MPOsBIECHUN (Hauajao 3a00JjeBaHUS B paHHEM JETCKOM, IMO3THEM
JETCKOM, FOBEHWJIBHOM M MOAPOCTKOBOM/B3POCIOM BO3pPacT€) MOMKET OBITh MOJE3HBIM ISl OLEHKU
TedeHus 3a0oseBaHusl U OoTBeTa Ha JyiedeHue. B centadpe 2012 Obuin omyOnukoBaHbl OOHOBJICHHbBIC
pEeKOMEHIalliK, BbIpabOTaHHBIE B XOA€ odepeaHoro coBemanus B Ilapmke, ®dpannus rpymnmnoi
MEXTYHApPOIHBIX 3KCIepToB, B 2018 rony 0OHOBIEHBI pEKOMEHAAIIMU IO CEJIEKTUBHOMY CKPUHUHTY U

nuarnoctuke u gedenuto HII-C [8, 19, 20].

OT6Op MalMEeHTOB Jis JAUATHOCTUKH OCYIIECTBISETCS HA OCHOBAHUU CEJICKTUBHOTO CKPUHHMHTA —
BbIJICJICHUE TPYIIbl MAalMEHTOB, UMEIOIINUX XapaKTepHbIE JUIsl JAaHHOTO 3a00JeBaHUsl KIMHUYECKHE
CUMIITOMBI (BHCIIEpaJbHbIE, HEBPOJIOTUYECKHUE, MCUXUATPUUYECKHUE), IS MPOBEICHUS JalbHeHIIero

nabopatopHoro TectupoBanus [20].

[Ipu HanMuMUK COOTBETCTBYIOLIEH KIIMHUYECKON KapTUHBI JUArHO3 MOATBEPKIAETCS OMOXUMUYECKUMHU

Y MOJIEKYJISIpHO-T€HEeTUUYeCKuMHU MeTonamu [4,8,19,20].



1.2 DTHOJIOTHUS U MATOT¢HE3 3a§0J1eBaHml HJIH _
COCTOSIHUA (TPynnbl 3200/1€BAHUIN UJIM COCTOSHUMN)

[Tpuunnoit 3aboneBanus sBisitorcss myTtanuu B reHax NPCI (B 95% cnyuaeB) wiu NPC2 (okono 4%
CIydaeB), YTO BEJAET K HAPYIICHUIO BHYTPUKICTOYHOTO TPAHCIIOPTA JIUIUJIOB W HAKOIUICHHIO
XOJIECTEpUHA W TIMKOC(UHTOIUIUIOB B TOJOBHOM MO3T€ W JIPYTUX TKaHAX. THN HacleIOBaHUS

ayTOCOMHO-peLecCuBHbIN [ 13].

I'ensi  NPClu NPC2 kogupyror Oemku KJIICTOYHOW MEMOpaHbI, OTBEUAIOIIHNE 3a TPAHCIIOPT
XOJIECTepUHA U JUNUAOB  BHYTPH kietkn. NPC1 oTHOCHTCS K CEMEHCTBY T€HOB,
KOIUPYIOIIUX MEMOpPaHHO-CBSI3aHHBIE CTEPOIUYBCTBUTEIbHbIE Oeiku. Ha KiieTouHbIX MOJIEJISAX

nmpu  nedexkrax NPCI yCTaHOBJICHO HapyIICHHWE BHYTPHKJICTOYHOTO TpaHcmopTa (3ddurrokca)
CBOOOTHOTO XOJIECTEpHHA, MOTIIONIAEMOT0 KJIETKaMi ¢ (DpaKIusiMU JTUTONPOTEHHOB

HU3KOW IUIOTHOCTH.  BHYTPMIM30COMHOE HAKOIJICHHE XOJIECTEPHHA WHTHOUPYET aKTHBHOCTD
C(OUHTOMHENTUHA3bl W TPUBOIUT K HaKOIUICHUIO C(UHrOMUeNrnHA B KJIETKaX
MApPEHXUMATO3HBIX OpPraHOB (TICUCHH, CEJIC3CHKH, ITOYKaX) U HepBHOW cucteme. llpu
MHUKPOCKOITHH BO BCEX OpraHax OOHapYyXHBAIOTCS MEHUCTHIE» KJIETKH TaK Ha3bIBa€MbIC
KJIETKHU Humanna— Iluka. [Ipu ucnonb3oBaHuM crienuPUUECKUX OKPACOK IUTOILIA3Ma
TUCTHOLIUTOB MPUOOPETAET I[BET MOPCKOW BOJHBI («sea-blue histiocytes») u3-3a OTIIOKEHUS
JMIONUTMEHTa Wik 1epounya. OqHAKO 3TH KICTKH  HE Tak TUOUYHBI st 6onesnn HII- C,

Kak qis tunioB A u B [1,12].



1.3 Dnuaemuosorus 3aﬁoﬂgBaHnﬂ WJIM COCTOSTHMS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

3aboneBanne maHdTHUYECKoe. YacTora 3aboneBanus coctasisier B cpeadem 0,66 -0,83 na 100000

YKUBBIX HOBOPOXKJIEHHBIX [13].



1.4 Oco0eHHOCTH KOAUPOBAHHUSI 3200/ 1€ BAHUSA WJIH
COCTOSIHUA (IPynnbI 3200J1eBAHUN UJIU COCTOSAHUN) MO
MexayHapOAHOH CTATHYECKOH KJIACH(PUKALMH
0oJ1e3Hel U NPo0JieM, CBI3aAHHBIX CO 310POBbEM

HII-C otHOCHTCS K COUHIONMUINAO03aM, HapsiAy C IpyruMu 3abosieBaHusIMU (Oone3Hp Paldpu, 601e3Hb

Humanna-ITuka A/B), HII-C umeer xox E75.2 - [Ipyrue chuHTOIMINAO3BI



1.5 Knaccugpukanust 3a001€BaHust MM COCTOSTHUSA
(rpynnsl 32001€BAHUMA UJIA COCTOSTHUI)

HII-C ornocutcs k JIBH, moarpynne cdunronunuao3o. Kmaccudukanus HII-C ocHoBana Ha
BOo3pacte mMaHudecranuu 3adoneBanus [12,13]. B nactosiee Bpemsi MPUHATHI cleayomue (Gpopmbl
HII-C: nepunaranbHas (Hauajgo B BO3pacTe <3 MECAIEB), paHHsSs MJajeHyeckas (B Bo3pacte or 3
MECSIIEB J10 2 JIET), MO3AHsIs MiajeH4yeckas (B Bo3pacte 2 10 6 JeT), IoBeHWIbHas (B Bo3pacTte 6-15

JIeT) U MOJPOCTKOBAsA/B3pocias (B Bo3pacte ctapuie 15 ner) [3,12,13].



1.6 Kianmanyeckas KApTHHA 3a§0J1eBaHnﬂ WA _
COCTOSTHUSA (IPyNINbI 3200/1I€BAHUM UJIM COCTOSIHUMN)

HII-C saBnsieTcss MyJabTUCUCTEMHBIM 3a00J1€BaHUEM; KIMHUUYECKHUE MPOSBIEHUS, KOTOPbIE YKa3bIBAIOT
Ha BO3MOXHBIM jguarHo3 HII-C, Bkimrouaror B ceOs BHUCHEpadbHBIC, HEBPOJIOTUYECKHUE W
NCUXMATPUUYECKUE CUMITOMBI. BripaxkeHHOCTh KimHu4eckux npossieHnid HII-C B pa3HoMm Bo3pacre

npuseneHa B [Ipunoxenun 1'1.

Yactro mwnabmromaercs paznuuHoe kiauHu4eckoe Tteduenue HII-C 'y cubcoB, HecmoTps Ha
TOXJCCTBEHHOCTh TE€HOTHUNA M Omoxumudeckoro ¢enoruna [8,12,13]. [lanmueHTsl, poauBIIHECs C
TSDKEJIOW MepUHATaIbHOU (HOPMOI, MOTYT UMETh CUOCOB C Ha4aJOM HEBPOJIOTHYECKUX MPOSBICHUN B

ACTCKOM HMJIM IOAPOCTKOBOM BO3pPacCTe.

Heponornueckue mnposisienus. Hesponorumueckue Hapymenuss npu HII-C uacto pasBuBarorcs
MOCTENEHHO, ACOITHPYS TaKUMHU HECHEIU(PUYECKUMH CHUMIITOMAMH, KAaK CHI)KEHHUE MBIIICYHOTO
TOHyca (LIEHTpajbHAasi THUIOTOHUS) WM 4YacThle TAaJACHMs, HEYKIIOKECTh B CIydasx Hadalsa

3a00JIeBaHus B cTapmeMm JCTCKOM BO3pacCTe.

B cnyuasx ge6rora HII-C B panHeM U mo31HEM MIIAJIEHYECKOM BO3pAcTe OOBIYHO BO3HUKAET 3a/IePiKKa
WIM TIPEKpalleHne pa3BUTUA (QYHKIIMU PEYH C 3aJCPIKKOW OOIEro KOrHUTHBHOTO W/WUJIM MOTOPHOTO

pa3BuTus wiu 6e3 TakoBoi [3,5,8,13,19].

Haunnasi ¢ mo3aHero muiaieH4eckoro Bo3pacta M CTapiie, YacTO HAOMIOMAETCs OAMH HIIM HECKOIBKO
MO3KEUKOBBIX CUMITOMOB. K TunuuHbiM HeBposiorudeckum mposiienusim  HII-C  oTHocsaTcs
HapyILIECHHUE IOXOJIKH, MO3KEUKOBas aTakCHsl, JUCTOHHMS, TUCMETPUS, TUCANATOXOKUHES, TU3apTpUs U
nucgarusi, renacTUIeckas KaTarjieKCus, SIWICNTUYECKUE TIPUITAJIKH, HEMPOCEHCOPHAs TYroyXocTh [ 1-
8,13,19].

Mosowceukosas amaxcus ABIAETCS YaCThIM IMPOSABICHUEM B Cily4asx MaHudecTanuu 3a00JeBaHus BO

B3pOCJIOM BO3pPacCTC.

[[ucmonus cBsi3aHa ¢ IOPAXKEHUEM I10JIOCATOTO TeJla U 4acTo MaHU(pecTUpyeT (PoKanbHOU TUCTOHUEH,
MOpaKaroled KUCTM M JULo. [eHepanu3oBaHHAs AUCTOHUS MOXKET IPOSBIATHCA HaPyLICHUEM
MIOXOAKHU, MaToJIOTMYEeCKUMU no3aMU. OCTpPBIA MUOKIOHYC WIH MUOKIOHUYECKUl MpeMop MOTYT
pa3BUBATHCS B MPOLECCE MPOTPECCUPOBAHUS 3a00I€BaHUS UM MHOT/A BO3HUKATh HA PAHHUX CTaUsAX

passutusa HII-C.

Hucghacuss MOXET TOABIATHCS Ha PpaHHUX CTaausAX 3a00JeBaHMsl WIM Pa3BUBATbCA TO3KE U
IPEJICTABISIET CEPbE3HYIO0 MpOoOIeMy ISl KIMHUYECKOrO BEAEHUS OOJBHOTO, MOCKOJIBKY CEpPhE3HO
HapyLIaeT BO3MOXXHOCTh CAMOCTOSTEIBLHOTO MUTAHMSI HA MO3JHUX CTaIUsAX 3a00JeBaHUs, MOBBIIIAS
PUCK aclupaluud ¥, BCJIEICTBUE OTOTO, CEPhE3HBIX JIETOUYHBIX HHpekuuid. [ucharus moxer
HAYMHATHCS C MPOCTOTO MONEPXUBAHUS WM KalUId MPU IpHUeMe MUIIH, OOBIYHO MPU yHoTpeOiIeHun

KHUIAKOCTH.

OxynomomopHvle Hapyuienus SBIAIOTCS OTIWYUTENbHBIM TpusHakoM HII-C, nabmromasce y 81%

I[MaqUCHTOB IIO PEC3yJIbTaTaM prnHOMaCHITa6HOTO PETPOCIHCKTUBHOTO HCCICAOBAHUNA [9], 0OBIYHO



HAUMHAIOTCS B CTaplleM MJIAJICHYECKOM BO3pAcTe€ C HAPYIICHUS CaKKaJMYEeCKUX JBUKEHUW IIa3
(CAI'). Hapymenus CAI" MOryT OBITH POITYLIEHBI IPU KJIMHUYECKOM OCMOTPE, €CIIU HE OLIEHUBAIOTCS
CaMONPOMU3BOJIbHBIE JBM)KCHUSI TIIA3HBIX A0JOK. JIaHHBIN CUMIITOM BBISIBISIETCS] TPAKTUYECKU Y BCEX
nanenToB ¢ HII-C mpu mpaBuibHOM 0OCHE€IOBaHWHU, M pealibHas PacHpOCTPAHEHHOCTh JTaHHOTO
CUMIITOMA, BEPOSTHO, HeNooLeHuBaeTcs. [lepBoHayanabHO MOPAKAIOTCS BEPTUKAIBHBIE JIBUKEHUS
I71a3, 3aT€M IPUCOEAMHSIOTCS HApYyLIEHUs TOPU30HTaJIbHBIX cakkan [3,8,12,13,16,29]. N3nadanbHO
CTpaJaroT TOJIBKO CaMOIPOM3BOJIBHBIE CAKKAIUYECKUE JBUKEHUSA, & MEJICHHBIC TUIABHBIC CICASIINE
JBVKEHUS TJIa3 MOTYT OBbITh HOpMalbHbIMH. CO BpeMEHEM 3TH HapyIIEHUS MPOTPECCHUPYIOT 0
MOJIHOTO BEPTUKAJIIBHOTO HaAbsiiepHOro mapanuya B3opa [13,19], HaunHasich ¢ MpoOrpeccupyrouiero
YMEHBIICHHS] CKOPOCTU CAKKaJIWYECKHUX JIBHIKEHUU (XOTS BpeMsl 3aJIEPKKU CAKKaIUYECKUX JIBHIKEHUN
OCTaeTCs HOpPMalbHBIM), TPHUBOAS K TOJIHOMY TMapajndy CakKKaJW4eCKHX ABWKCHHM I71a3.
BectuOynookynsipabliii pediekc 4acTo coxpaHeH B TeUSHHE JUIUTEIHLHOTO BPEMEHHU, YTO MOATBEPKIAET

TOT (baKT, 4To Iapajimd B3opa ABJIACTCA I[eﬁCTBI/ITeHBHO HaAbAACPHBIM II0 CBOEH IIpUpoacL.

Kamannexcus sBASIETCS OTHOCUTENBHO CIENU(DUUHBIM M YaCThIM HEBPOJIOTHYEeCKUM Mpu3Hakom HII-
C, HabmogaemMbIM, B LI€JIOM, 0oJiee YeM Yy MOJIOBMHBI NMaleHToB. OHa peke HaOIogaeTcs y MalueHTOB
paHHEro JEeTCKOro BO3pacTa, dalle OTMedYasch B Ciyyasx Hadajga 3a0o0jieBaHHS B TO3JAHEM
MJIQJIEHYECKOM M FOoHoIlIeckoM Bospacte [3,13,19]. Karamnekcus mposBisieTCs BHE3AITHOM MOTepen
MBILIEYHOTO TOHYCAa B HOrax WJIM, WHOINA, B YENIOCTH WM LIee U IMPOBOLUPYETCS SMOLUSIMHU,
HanpUMep, CMEXOoM (rejacTuueckasi Karariekcus). J[aHHbIM MpU3HAK JIETKO MPOMYCKAETCS W 4YacTo
OIIMOOYHO HHTEPHPETUPYETCS] KaK BTOPUYHBbIC NAJACHUS H3-32 aTAKCUUM WIM KaK aTOHUYECKHe

OMUICHTUYCCKHUEC MMPUCTYTIIBI.

Onunenmuueckue npucmynvl pexe HaOMIONAIOTCS y MAIlMEHTOB C HayajioM 3a00jeBaHUs B paHHEM
MJIaJIEHYECKOM HJIM B3pocioM Bo3pacte [13,19], uem B ciydasx ¢ HadajaoM 3a00JIeBaHHS B TO3THEM
MIIaJICHYECKOM U IoHomleckoM Bo3pacte. Y manueHtoB ¢ HII-C MoryT ormedarbesi JitoOble THIIBI
ANWIENTHUYECKUX  MPUCTYNOB  (mapuualibHble/(pOKaNbHbIE, TIEHEPATM3UPOBAHHbIE,  a0CaHCHI,
MUOKJIOHHYECKHE, TOHHUKO-KJIOHMYECKHE); TMPHUCTYIBI MOTYT 3HAYUTENBHO OTJIWYAThCs IO

HMHTCHCHUBHOCTHU 1 4aCTOTCE.

Hetipocencopnas myeoyxocms 4aCTO BCTPEUAETCS HA MPAKTHKE, HO OMYOIMKOBAaHHBIE COOOIIEHUS IO

JaHHOMY HeBpoJiornueckomy nposisieHuto HIT-C nemuorounciensst [12,13].

llepugpepuueckas netiponamus ABIAETCS peAKUM ocioxHeHueM y nauuentoB ¢ HII-C, kotopoe moxeT
HaOmofaTbesl Mpu MiageHYeckux ¢opmax. OHa HHUKOrJa He HaOmoganach B Ciydyasx Hadaia

3a00J1eBaHMs B FOHOIIIECKOM MJTH B3pociioM Bo3pacte [12,13,19].
KoruutnBHbBIE HAPYLIEHUSI

CHudicenue KoeHumuenvix yynxyutl HabmomaeTcs mpakTuaecku y Beex nanuentoB ¢ HII-C ¢ nqebrotom
3a00sIeBaHMsI B IOJIPOCTKOBOM/B3POCIOM BO3pacTe, HAUMHAsl C OINPEACIIEHHOIO MOMEHTA pa3BUTHUS

3a00JIeBaHMsI, HO PEJIKO PACIIO3HAETCS B JETCTBE HAa paHHuX dTanax pazsutus HII-C [1,7,13,19].

V manueHToB ¢ HayaJioM 3a00JIeBaHUs B no3AHCM MJIAACHYCCKOM M IOHOHICCKOM BO3pAacCTC OTMCHAIN

IJIOXYIO HIKOJIBHYIO YCIIEBAEMOCTb U 3aTPYAHEHUS PU 00yUEHUU.



Koruutusnsie Hapymenus npu HIT-C, B 0CHOBHOM, HauWHAIOTCSI C JIOOHO-TIOJJKOPKOBBIX PACCTPOUCTB
U XapaKTEepU3UPYIOTCS CHIDKEHUEM MCIOJHUTEIbHON (PYHKIIMM M CIOBECHOM NaMATH, a TaKkKe

YMEHBIIIEHHEM CKOPOCTH 00paboTKH MHGOpPMAITUH.

IIpu nporpeccupoBanuun HII-C, y namueHTOB oTMeuaeTcsi Oojiee SIBHOE YXYAIIEHHE KOTHUTUBHBIX
(yHKIMI, Benyliee BO MHOTHUX CIIy4asX K BBIPQXKEHHOW AEMEHIMU C IPyObIM JUCPETYISTOPHBIM

CHUHJPOMOM U HapyuieHuem namsaru [15,19,23,27].
Ilcuxuarpuyeckue nMposiBJICHUSA

[TammenTsr ¢ HIT-C ¢ mauanom 3a001eBaHus B TTOIPOCTKOBOM/B3POCIOM BO3PACTe YacTO JICOIOTHPYIOT
NCUXUYCCKUMHU TMPOSBICHUSIMH, TaKKe COOOIIAIIOCh O MAaIllMeHTax ¢ MaHu(pecranued 3a00jeBaHUs B
IOHOIIIECKOM BO3pacTe C IMOBEACHUYCCKUMHU OTKJIOHCHHSAMH B aHAMHE3€ W JIPYTUMHU IPOSIBICHUSIMH,

o0OpaIaBmmXcs MO3Ke M0 MOBOY TICUXUIECKUX 3a0oeBanuii [15].

VY namueHToB ¢ HauajgoM 3a0o0jieBaHUS B IOHOIIECKOM BO3pacTe 4YacTo HAOIIONAIOTCS MPOOJIEMBI
MOBECHMS, HapylleHHue OOy4YeHHUs, PACCTPOUWCTBO SKCIPECCUBHOW peuH, CHHAPOM JAepuIuTa

BHUMAHMUS C TUNEPaKTUBHOCTHIO [1,2,7,13,19].

Ilcuxo3 ¢ mM30(pPEHONOAOOHBIMU TPOSIBICHUSIMH SIBIISIETCSI YaCTbIM CUMIOTOMOM Y HOJIPOCTKOB/
B3pocibix nanueHtoB ¢ HII-C, ormeuaercs ¢ wacroroi 10 25% ciyuyaeB. KnuHuyeckue nmposiBieHUs
9acTO HEOTAMYHMMBI OT MIM30(DpEHUH C TUMUYHBIMU CIYXOBBIMH TaJUTIOIMHAIUSAMU, OpPEIOBBIMU
UIeSIMH, PACCTPONMCTBOM MBINUICHUS U TOBEIEHUS, MOTYT HAONIOAAaTbCs MapKephl OpraHHYECKOTro
MICMX033a, B TOM YHCIE€ 3pUTEIbHbIE TAJUIIOUMHALMK, HapyIIEHWE KOTHUTHUBHBIX (QYHKIUNH U

PE3UCTEHTHOCTh K MCUXOTPONHON Tepanuu. [19,20]

Takxxe MOXeT Ha6JIIOIIaTBC}I KamamoHUu-, HanmOoJee 4YacTo — Yy MaguCHTOB C HAYAJIOM 3a00JICBaHUS B
paHHEM BO3pacCTe. Omna yacTo He noaAacTCAa JICUCHUIO U MOKCT CHHUTATLCS IIPU3HAKOM OPraHUuYCCKOIO

neuxudeckoro 3aboneBanms [12,13,19].

COO6H.[3J'IOCB O APYI'uX CCPLC3HBIX IICUXWYCCKUX ITPOABICHUAX, BKIIIOUasA ACIIPCCCULO, 6I/IHOH${pHOG u

00cecCHBHO-KOMITYJILCHBHOE paccTpoiicTra [8,9,13,15,24].

B3pocnbie B Bo3pacte >30 et yamie oOpaliairoTcsi C JUCPETYIATOPHBIM CHHIPOMOM, KOTOPBIN
XapaKTepU3UPYyeTCsl HApYIICHUSIMU TOPMOXKEHUS, TUTAHUPOBAHUS U OPTaHU3AINH, a TAKKE CHUKEHUEM
KPUTUYECKON CaMOOIICHKM M KOTHUTUBHOW TMOKOCTH, BO3HHUKAIOIIUX PaHBIIEC Pa3BUTHs HapyIIECHUS

naMsITH U Ipyrux oodnacren no3Hanus [19].

Bucuepansubie npossienus. Bucuepansusie cumnrombl HII-C BkimrowatoT B ceOsi MpOSBICHUS CO

CTOPOHBI INICUYCHHU, CCIIC3CHKH, JICTKUX U APYTUX OPTraHOB.

[IposiBnenus 6one3nn HII-C B HeoHnaranbHOM nepuone orMmedaercs B 45-65% cimydaeB. Haubonee
paHHUM KJIMHUYECKUM TPOSBICHUEM, HE3aBUCUMO OT KIMHHYECKOW (OpMbI 3a00JIeBaHUS, SBISCTCS
CUHIPOM  XOJiecTa3a, HO  MOXET  OTMeyarbCcsd  HW30JIMPOBAaHHAsT  CIUIGHOMETAIMsS  WJIH
renarocruieHoMeranusi.  Takke — omMcaHbl — cllydyad  HEMMMYHHOW  BOJSHKHM,  aciuTa U

IrernaToCrJICHOMCI aJIMM I1JI0AA. Cunraercs MaTOrHOMOHUYHBIM COUYETAHHUE XOJIECTa3a CO 3HAUYUTEIHLHOM



CTEICHBIO BRIPAKEHHOCTH CIUICHOMETaIuN 0€3 MPHU3HAKOB IMOPTaIbLHON TUIIEPTEH3UH. B OONbIIMHCTBE
CIy4aeB TIPU3HAKH XOJIeCTa3a MPU ITOM 3a00JICBaHUHM CaMOMPOM3BOIBHO pasperiaroTcs K 6-8-My
MeECSIy >KH3HH, TPU ATOM YBEIWYCHHUE TMEUECHU U CEJIC3EHKH COXPAHSETCS €IIe JTUTEIHLHOE BpPEMS.
[17] B 10% cnyuyaeB npu panneit manudectanun HIIC mmeeT MOTHHMEHOCHOE TEUCHUE C Pa3BUTHEM

NEYCHOYHON HEAOCTATOYHOCTH U JIETaJIbHBIM UCXO/IOM B T€YEHHUE MepBOro roga >xu3nu [17,19,20].

HeonaranbHbil X0JIeCTa3, ICnaToCIVICHOMCTalInA WM HM30JIMPOBaHHAA CINICHOMCTAJIWMA B aHAMHE3C

9aCTO OTMCUAIOTCHA Y TallUCHTOB C HA4YaJIOM 3a00JIcBaHUs B pPaHHEM U CTAapmIeM JE€TCKOM BO3pacTe.

VY nmnauuMeHToB ¢ HayajioM 3abosieBaHusi B Oojee cTapiieM BO3pacTe TIenaroCIuIeHOMeraus/
M30JIMPOBAaHHAsL CIUICHOMETANHs SBIAECTCS OOBIYHO OECCHMIITOMHOW W YacTO KIMHUYECKH He
pacmno3Haercsi, 4to TpeOyer, B ciydasx mnomo3penuss Ha HII-C, mpoBenenus ynbTpa3BYyKOBOTO
UCCIIeIOBaHUsl OpraHoB OproiiHoi nojocTH. [lo uMeromuMest 1aHHbIM TpuOnu3uTenbHo y 15% Beex
nanuenToB ¢ HII-C u moutu y mMoONIOBHMHBI MallMEHTOB C HadaloM 3a00JIeBaHMs B IMOJIPOCTKOBOM/
B3pOCJIOM BO3pacTe€ OTCYTCTBYET YBEJIMYEHUE pa3MepoB IeueHH U cene3eHku [15]. OnmnHako stm
JAHHBIE HE OTPAXAIOT HUCTUHHYIO pPAaCIpPOCTPAHEHHOCTh TENaTOCIJIEHOMErajiud, II0TOMY YTO

yABTPA3BYKOBOE MCCIIEOBAHNE OPTaHOB OPIOIIHON MOJIOCTH YacTO HE MPOBOAMIOCH [15].

B 10 Bpems kak cruieHoMmeranus npaktudecku Bcerna Habmromaetcs npu HII-C, remaromeranus pexe
HaOmomaercst 'y B3pocibix [19]. YV manMeHToB ¢ HEMpoOIereHepaTUBHBIMU WM TCUXUYECKUMU
HapyUICHUSIMU, HAJIMYME H30JIMPOBAHHOW CIUICHOMETraJIuu IMPU OTCYTCTBUU IPU3HAKOB MOPTATBHOMN
TUTIEPTEH3UH U 3a00JIeBaHUA TIEYCHN B 3HAYUTEILHON Mepe Mmo3BoiisgeT npenanonararh Hamuyue HIT-C
[19].

HHgbu]mepal’I’lbl 6 JleeKux TICHUCTBIMH KIICTKaMH, KaK IIpaBHIIO, Ha6J'IIOI[aeTC${ HUCKIIIOUYUTCIIBHO Yy

MAIMEHTOB C pAaHHUM HaudajoM 3a00JIeBaHMS WIN y MAIMEHTOB ¢ MyTarusmu B reae NPC2 [13,19].

BI/ICI_IepaJIBHBIG MPOABIICHUS, ITPHU UX HAJIUYINH, BCCra NPCAIICCTBYIOT HCBPOJIOTHYCCKUM CHUMIITOMAM.
bonee TOro, BO3pacCT Ha4dalla MaHI/IqJeCTaLII/II/I BHUCICPATIbHBIX CHMIITOMOB HE CBsA3aH C BO3PaCTOM
Ha4daJla HCBPOJIOTNYCCKUX HpOHBHCHHﬁ; HCBPOJIOTUYICCKUC CUMIITOMBI MOT'YT ITOSABHUTBLCA YCPC3 MHOT'O

JICT WJIN OaXKE I[GC?[THJIGTHIZ IMOCJIC ITOABJICHUSA BUCHCPAJIbHBIX CUMIITOMOB.



2. Jlmarnocruka 3a00J1eBaHUsI UJIM COCTOSTHUS
(rpynnsl 320071€eBAHAMA UJIH COCTOSTHUI) MeAUIIMHCKHE
MOKA3aHUS U MPOTUBONMOKA3AHUSA K IPUMEHECHUIO
METOA0B JMATHOCTHUKM

I[I/IaFHOB HII-C YCTAaHABJIMBACTCA HA OCHOBAHUN COBOKYIIHOCTHU:

AHaMHECTHUYECKUX JIaHHBIX, KIMHUYECKHX JaHHBIX, PE3YJIbTAaTOB JaOOPAaTOPHOrO HCCIEI0BaAHUS
(OMOXMMHUYECKOTO Y MOJIEKYISIPHO-TEHETUUECKOTO aHanu3a). B KIMHUYeCcKoil JUarHOCTUKE TTIOMOTAar0T

HIKAJIBI OLIEHKH MHAeKca BeposiTHOCcTH AuarHo3a HII-C, nmpusenenusie B [Ipunoxenun [2, I'3.



2.1 /Kaa100bI 1 aHAMHE3

Cumnmomur HII-C moecym paszsueamwvcsi 6 pasHvie ospacmuvie nepuoosl. COop aHammesa Moxcem
nomousv epayy eviaeums paruue nposeienuss HII-C. B neonamanvrom nepuooe y nayuenmos ¢ HII-C
MOXCEm OMMeUAMbCsl 3aMANCHAS IHCENMYXd, XONecmas U 2enamochnieHomMe2anius, Komopvle Mocym
paspewamscsi ¢ 6o3pacmom. B OanvHelwem makue nayueHmsl MO2ym MAaHugecmuposamo

He8pOo0cUYeCKUMU UIU ncuxuampuyeckumu cumnmomamu [13,19].

B cemve moeym Habnrooamvcs cayuau MepmeopoNCOeHUs, SHYMPUYMPOOHOU 2ubenu nioda om

HeycmaHosieHHblx npudun [13,19].

ZZO paseumusl 6blpAaANCEHHbIX HEBPOI0CUUECKUX I’lpOﬂGﬂeHul;i HA HAYAJIbHLIX 2Manax 3a001esaHus

ommeqyaromcs HeyKJZFOcheC'WIb u yacmslie nadeﬂuﬂ no npuvduHe ZJZCZS’OOGMZClmeﬂbelX HapymeHuL?
[13,15,19].



2.2 Ou3uKaJbHOE 00CTeI0BAHUE

e Pexomenayercs Bcem manuentaMm ¢ nogospenueM Ha HII-C nmpoBeneHue mogHOTo KOMILJIEKCHOTO
oOcienoBaHus JUisl BepuPUKaMU AUarH03a, BKIIOYAIOIIEro B ceO0sl:

e OneHky aHTPONMOMETPUYECKHX TOKa3aTesnei (BO3MOXKHO MOHMIKEHHOE IMUTAaHHWE, OTCTaBaHHE B
pocTe)

e OneHKy HEBPOJIOTMYECKOTO CTaTryca, BKJIKOUas 00s3aTebHYI0 OLIEHKY OKOJIYMOTOPHBIX (DYHKIMH U
(GYHKIIUY TIOTaHUS

e OreHKka TICUXOMOTOPHOTO M PEYEBOTO PA3BUTUS C IEJIbIO BBISBICHUS 3aJ€PKKU TICHXO-PEUEBOTO
pa3BUTHS, OTCTaBaHMsI B MOTOPHOM Pa3BUTHUU, KOTHUTUBHBIX WM MICUXUUYECKUX HApyIICHUH

e Onenka BUcClIepaJIbHBIX HApYLICHUH (3KeNTyXa, XoyecTas, renarocmienomeranus) (3,19, 30-32].

VYpoBensb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb TIOCTOBEPHOCTHU JOKA3aTENIbCTB - 4)



2.3 J1abopaTopHbIe JMATHOCTHYECKHE MCCIeI0BAHUS

o PexomeHayercsl BcEM MalleHTaM B KaueCTBE JUArHOCTUYECKUX TECTOB MEPBOM JIMHUU IPU
kimHndeckoM nono3pennn Ha HII-C onpenenenne xonecrtaH-3,5,6-Tprona B 1uia3Me KpOBH JUIS
Bepudukanmu nuarnosa [3,8,13,19,20, 30-32].

YpoBeHnb yoenutenbHOCTH pekoMeHianuii C (ypoBeHb 10CTOBEPHOCTH JI0KA3aTENbCTB - 4)

Kommenrtapuu. Ilosviuenue yposusa npooykmos oKucienus xonecmepuna (xonecmau-3,5,6-mpuona u
7-kemocmepona) y mooeu ¢ mymayuamu 8 ecenax NPCI1 u NPC2, no dannbim nybaukayui, A61semcs
yyecmeumenvubiM U - cneyuguueckum mapkepom 0aa  ckpununea HII-C.  VYpoeemv OamHbvix
Memaoonumos He NOBLIUAEMCS ) NAYUEHMO8 ¢ OpYUMU HeUpoOe2eHepamusHbuiMU 3a001e8aHUAMU.
Onpedenums >mu  COCOUHEHUSL MOJNCHO C HNOMOWbDIO Memood 2a3080U Xxpomamozpaguu macc-
cnexkmpomempuu (I'’X-MC) unu 6vicokosppexmuenoii HcUOKOCMHOU XpomMamozpaguu maHoemMHou
macc-cnekmpomempuu (BOKX-MC/MC) [3,8,19,20].

o PexoMeHayercsi BceM NalMeHTaM B KAa4€CTBE JIMATHOCTMYECKUX TECTOB IMEPBOW JIMHUU U JJIS
porpaMmM cejieKTUBHOro ckpuHuHra Ha 6osne3ns HII-C ompenenenue nmuzochunromuenuna 509

(JICM509) B miia3me KpOBH WM MATHAX BBICYIIEHHON KPOBH i Bepudukamu auarsosa [8,19,20,
33].

VYposenb yoenuTenbHOCTH pekoMeHaanuii C (ypoBEeHb JOCTOBEPHOCTH J0KA3aTeNIbCTB - 4)

KommenTapuu. B nabopamopusx, npogooswux ob6ciedosarue, OOJHCHbL OblMb YCMAHOBIEHb
cobcmeenHbvle pehepeHcHble 3HauUeHUus OaHHbIX Memaboaumos. Takace HeobX00UMO ommemums, Ymo
HapyuieHue mpedosaHuli K XpaHeHuro U MpAaHCNoOpmuposKe 00pa3yo8 A6A1emcsi NPUYUHOU JIOHCHO
nonoxcumenvuwvix pesyiomamos [8,19,20, 33]. IIpasuna 3ab6opa kposu Ha cmaHOapmHuyo Kapmoux)y-

Gunemp npusedenvt 8 Ilpunoscenuu I'S.
Onpeodenums smu coeounerusi ModicHo ¢ nomowvio memooa I X-MC unu BIKX-MC/MC [3,8,19,20].

e Pexomenayercs Bcem mnauumentam ¢ HII-C  ompenenenue OMOXMMHYECKHX  MapKepOB
(amanmHaMuHOTpaHcdepasa, acmapraramMuHOTpaHcdepaza, oOmMA W TNpsAMOM OwIHMpyOwH,
XOJIECTEpUH, TPUIIIMIICPUIBI, TAKTATACTUAPOreHa3a, Kaubluid, pocdop, menounas dpocdarasza) npu
HAJMYMM  TPHU3HAKOB  XojecTtaza, (ampOymuH, ¢uobpunoren, I[ITU wumu IITB, XD,
alaHMHaMUHOTpaHc(depasa, acnapraramMuHoTpaHcdepasa, oOumid U nOpaMoi  OmiIupyOuH,
xonectepur, Tpurmunepuasl, JIIIHII, JIIIBII) npwm mnedeHOYHOW HETOCTAaTOYHOCTH IS
JIMarHOCTUKH TeYeHOYHOM HepocTarouHnoct [3,8,13,17,19,20].

VYposensb yoenuTenbHOCTH pekoMmenaanuii C (ypoBEeHb JOCTOBEPHOCTH J0KA3aTeNbCTB - 4)

KommenTapuu. B pedkux cayuasx npu pazeumuu ne4eHouHol HeOOCMAamoyHOCMU Bbla6isaom
CHUDICEHUE 8 KPOBU NOKA3amenell, OmpadCaroujux CUHMemuyecKyro yHKYyuio nedeHu: aibOYMumd,
@ubpunozena, nabopamopuvie nokasamenu, onpeoensemvle 01 OYeHKU HEUHe20 NYmu C8EPMblEAHISL
Kkposu, xonecmepuna u op [3,8,13,17,19,20]. B 6onee cmapwem 6o3pacme 1abopamoprvie UMeHeHUs.

moz2ym omcymcemeosams uau Habnooaemcs ymepennoe nosviuienue AJIT, ACT, mpuenuyepudos,



crudicenue JIIIHIT u JIIIBII [3,19,20]. B nwobom e6o3pacme modcem HAONOOAMbC pas3sumue

mpomooyumonenuu, 4mo 00ycnosiero sunepcnienuzmom [3,19,20].

e Pexomenayercss npoBeneHue aHanuza reHoB NPCI u NPC2 y nauMeHTOB ¢ KJIMHUYECKUMHU U
onoxumuueckumu npuzHakamu HII-C ¢ 1enpio MONEKYISPHO-TEHETUUYECKOTO MOATBEPKICHUS
nuarnosa HII-C [3,8,19,20, 32].

VYpoBenb yoenuTenbHOCTH pekoMeHaanuii C (ypoBEeHb TOCTOBEPHOCTH JOKA3aTEeNIbCTB - S)

Kommentapuu. bonesno HIIC obycnoerena mymayusimu eenoé NPCI u NPC2. 95% cnyuaes
cesazanvl ¢ mymayusamu eena NPCI (noxyc 18ql1—ql2), oxono 4% cnyuaes — ¢ mymayusmu 2eHa
NPC2 (nokyc 14924), npumepno 6 1% ciayuaes MmonexkyiapHo- 2enemudeckuil oOeghexm

uoeHmuuyuposams He y0aemcsi.

B 2ene NPCI onucano 6onee 300 mymayuii, okono 60 paziuunslX NOIUMOPDHBIX BAPUAHMNOS.
Uzsecmno HeckoibKO OMHOCUMENbHO pacnpocmpanenuvix mymayuti 8 eeve NPCI, komopwie
nokanuzosaunvl 6 20-22 sk3omax eena (p.lel061Thr, p.Ser954Leu u p.Prol007Ala.), Ho, &
bonvuuHcmee ciyuaes, mpeoyemcs NOIHOe CEeK8eHUpPOsaHue KoOupyrowux k30108 2enos NPCI u
NPC2 ona ewisagnenus mymayuti. MugpopmamusHocms makoco mecmuposanusi COCMAGsen O0KONO0
94%. Takoice Ons 8vIAGIEHUS MYMAYyUll MO2Ym HPUMEHAMbC Memoobl CEKBEHUPOBAHUS HOBO20

nokonenus (NGS) — ananus nameneti 2eH08 Uu KIUHUYECKO20 IK30MA.

Mynomunnexcnas npobosasucumas aueasHas peaxyusi ¢ nocieoyrouieu amnaugurxayueu (MLPA)

NnpuUMeHsaemcs 07151 8bIABIICHUS KPYNHbILX nepecnipoex 2eHd.

B psaoe cnyuaes cywecmsyrom oOvekmuenvie MpYOHOCMU NpU UHMEPNPEemayuu pe3ynvmamos
MONLEKVIAPHO-2EHEMUYECKO20 AHANU3a U OUACHO3 Modcem Oblmb YCMAHOBIEeH HA OCHOBAHUU

COBOKYyNnHoOCmMu KJIUHUYECKUX, OUOXUMUYECKUX U UHCMPYMEHMAIbHbLX OQHHBIX.

llayuenmol, y xomopuix ewiagiena oona mymayus 6 eewax NPCI unu NPC2 JlonscHvl Ovimo
MU amenbHo 00C1e008aHbl, U MHEHUe O OudacHo3e Ul 6apuaHme HOCUMENbCMEA 3a001e8aHUs.

cocmaejiAaemcs KoanecudibHOo.

Onpeoenenue mymayuti (ocobenno ona cena NPCI1) moorcem OGvimb 3ampyoHUmMenbHulM U MOXHCEm
mpebosamv  KomOuHupoearnHvlx —ucciredosanuu JIHK u «JHK, a makoce onpedenenus
nOC1e008amMeNbHOCU NPOMOYMEPOS U 2YOOKUX UHMPOHHBIX obracmell, NOCKOIbKY 8 IMUX 001acmsx
MO2Ym HaxoO0UumuCs Kpynuvle nepecmpouxu, oereyuu u oyniukayuu. Mynomuniekcuas amnauguxkayus

npob ¢ nomowvro aueuposanus — MLPA — modicem Obims none3Hou 0Jisi onpedenenus Smux yiacmros.

B paoe cnyuaes ouacnoz 6onesnv Humanna-Iluka muna C moocem Ovlimb YyCmMaHo81eH HA OCHOBAHUU
XApaKmepHoU KIUHUYECKOU Kapmumubl, HOBbIUEHHO20 YPOBHA OUOMAPKEpO8 U HAIUYUsi OOHOU

namozeHHoll mymayuu.



2.4 UucTpyMeHTA/IbHbIC JUATHOCTHYCCKUE
UCccJIe0BAHUSA

Pexomenayerca nposeneHue MPT romoBHoro mosra mamuentam ¢ HII-C gns oneHku crenenu
CyOKOpPTHKAIbHON/KOPTUKATBHOW aTpodun W arpoduu MO3KEUYKa IO Mepe NPOrpecCHUpOBaHUs

3a00JyieBaHMsl, a TAK)Ke MOHUTOPUHTE OTBETa Ha JiedeHue [8,12,13,19,20].
Yposenb yoenutenbHOCTH pekoMeHanuii C (ypoBEeHb TOCTOBEPHOCTH JI0KA3aTEIBCTB - S)

KommenTapuu. Macnumnas pezonancnas momoepaghus (MPT) eonoenozo moszea y nayuenmos ¢ HII-
C ¢ no30HUM HAuYaioOM He8PONO2UHEeCKUX pPACCMPOUCME HACmo 6blAGIsAenm YepedpaibHyl0 Uu/unu
MO3HCEUKOBYIO ampoduio, a maxice 2UNePUHMeHCUBHbBIL CUSHATL OM NePeGeHMPUK)IAPHO20 06elo2o
seujecmea 20106H020 mosea 6 pexcumax 12 u FLAIR y nayuenmog ¢ nauaniom 3a0onesanus 8 pamuem
demckom eo3pacme. K Opyeum obnacmam 20108H020 MoO32a, KOMOpPble NPEUMYUeCMBEHHO
nopasxcaromcs N0 OAHHbLIM HeUpOBU3YaANU3AYUL, OMHOCAMCA 2UNNOKAMA, MALAMYC U NOI0CAmoe meio.
Kpome moeo, wacmo uabnrooaemcs ucmownueHue MO30MUCHO20 meld U HEeKOmopoe YMeHbUleHue

obonacmu cpedHezo Mo032a HA CpeabIHHOM cazummailbHoOM cpese.

MPT cnexmpocxonuss (H-MRSI) npumensemcs 6 Hacmoswee epems 011 OUACHOCMUKU U
MOHUMOPUH2A HEKOMOPBIX OPY2UX BPONHCOEHHBIX HAPYULeHUL 0OMeHa 8eujecms ¢ HayuHou yenvio. [
ouaenocmuku HII-C 6 Kuunuueckou npakmuxe OAHHAS MemMOoOUKa He NOMYVYUILA WUPOKO2O

pacnpocmpanenus [8,19,20].

o Pexomenayercss mnposenenne OO manmeHTtaMm ¢ noATBEpkAeHHbIM auarHozom HII-C npu

HaJIMYUU SIUJIENTUYECKUX IIPUCTYIIOB WX P MTOJIO3PEHUH Ha HaiIu4ue snwiencuu [8,19,20].
VYpoBensb yoenuTenbHOCTH pekoMeHaanuii C (ypoBEeHb TOCTOBEPHOCTH J0KA3aTEeNIbCTB - S)

o Pexomenayercsi Y3U opranoB OpromniHo# mosoctu BceM mnamueHTaM ¢ kiumHndeckumu HII-C s

BBISIBJICHHUS CILJICHO/TerarocimieHomeranuu [19,20].

VYposenb yoenuTeabHOCTH pekoMeHanuii C (ypoBEHb JOCTOBEPHOCTH J0KA3aTENbCTB - S)



2.5 Uubple TMArHOCTHYECKHE MCCJIeIOBAHNSA

Xapaxmepnvie onsa HII-C eucyepanvhvie cumnmomvl (HEOHAMANbHAS HCENMYXd, U30NUPOBAHHAS
CNJICHOMe2ANUsl UlU 2enamome2anus) U He8polocudecKkue HNpPuHaKu (Hanpumep, ympama uiu
3a0epocKa  pazsumusi  O8USAMENbHBIX HABLIKOB, MO3JCEUKOBble CUMNMOMbL) BO3HUKAIOM  NpU
HEKOMOPbIX OpYeUX BPONCOEHHLIX HAPYULeHUSX O0OMeHa 6eujecms, 6Kaouas 6one3nv 3anoxogga,
oonesnv Towe muna 2,3, bonesnv Humanna-Iluxa, mun A u B, 6onesnus Tes-Cakca, neoocmamoynocms
kucaou aunaszwt [1,3,8,12,13,19,20].

YV nosopooicoennvix u demeil 2pyonoco 603pacma ¢ GUCYEPAIbHbIMU cumnmomamu bonesnu Humanna-
Iluxa, mun C oughghepenyuanvuviii Ouazno3 NpoBOOUMCs ¢ OOWUPHOU epYNNOoU Opyeux 3a001e8anull,
NPOAGIAIOWUXCS. CUHOPOMOM XONleCmasd U, 8 mom ducie OUIUapHol ampesuei U MemaboruyecKumu
Hapywenusmu: — earakmoszemueil, Oepuyumom  a-1-aumumpuncuna, mupo3sunemuer mun 1,
yumpynunemuerl 2 muna, npoepeccupyioujum CemetuHvbiM SHYMPUNEYEeHOYHbIM Xolecmazom 3 muna,
MUMOXOHOPUATbHBIMU HAPYULEHUAMU, CUHOPOMOM Anaxicuib u Opyeue HAcieOCmeeHHvle OONe3HU C

nopasicenuem nevenu [3,17,19].

Hpu boneznu Bunvcona u HeKomopuslx 6py2ux 00N1e3HAX HAKONJIeHUS memailos, yuppos nedeHu makKaice

MOHCEM ACCOYUUPOBAMBCS C NO30HO BO3HUKaouell Hetipodecenepayueti [3,8,19].

B noopocmkosom unu rwHnoweckom eospacme nayuenmol ¢ HII-C yacmo manugpecmupyom
CUMNMOMAMU ncuxosa, OUNONAPHBIM paccmpoucmeonm, oenpeccuell, amunuUYHbIMU
WU30PEHON0O0OHBIMU PACCMPOUCBAMU U/UTU OPYUMU NCUXUAMPUYECKUMU CUMNMOMAMU BKII0YASL
cunopom  Oehuyuma  GHUMAHUSA, NPOAGIEHUAMU, NOXOMCUMU HA  cUuHOpom Acnepeepa u

oucpezynsimopuwiii cunopom [1,14,16,24,28].

CHudiceHue KOZHUMUBHBIX CNOCODHOCMEll, amaxcus, O08UcAmelbHble HAPYULeHUS U 8ePMUKANbHbBI
HAO0BAOEPHbIU Napaiuy 630pa MO2ym HAON00ambCsi y NayueHmos ¢ HAYUHAIOWUMUCL 80 83DOCIOM
go3pacme Heupooe2eHepamusHbIMU HAPYWEHUIMU, MAaKumMu Kak 6one3Hb | enmunemoua, cuHopom
l'epcmmanna-LlImpeyccnepa-Lllevinkepa unu npoepeccupyrowuti Haowviaoepwuviti napaiud. OOHako
nepgvle  06a  3a001e8aHUS  UMEIOM  AYMOCOMHO-OOMUHAHMHBIL —~ NYMb  HAC1e008aHUs,  d
npocpeccupyrouuil Ha0bs0EepHblll Napaluy 00bIYHO HAYUHAEMCS HA NAMOM-Ce0bMOM 0eCamKe HCUHU.

Hu 0010 u3 smux napyuwienutl He acCoyuuposano ¢ yseiudeHuem eHympenHux opeanos [3,8,19,20].

e He PEKOMECHAYETCHA IIPOBCACHUC I1ATOJIOIOAHATOMHUYCCKOIO HCCICAOBAHUA ouornrara IICYCHU,

KOCTHOT'O MO3ra WJIM CEJIe3€HKU JyuIsl moATBepxkaenus nuarnoza HII-C [19,20].
VYpoBensb yoenuTeapHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTHU JOKA3aTEIbCTB - 5)

KOMMBHTapl/II/I. Csemosas MUKPOCKONUA Modicen onpedeﬂumb XapaxkmepHsvle neHucnvle Kieniku 6
pPAasiuUvdHblX MKAHAX, HO OaHHble UBMEHEeHUs He S6ISI0MCs cneuuqbuqecmjwu ons oonesnu Humanna-

Tuxa, mun C.

buoncus kocmnozo mosea. Upu BO3MOIMUCHOCMU I’lp06€0€H1/l}Z 0aHHO20 anaiuza, acnupayuia KoCnHozo
MO32d ModIHCenl B6blABUNIb NEHUCmMblE KIIEMmKU. Cﬂedyem NOMHUMbB, YNio MquMJmepClL;u}Z KOCmHO2O0

MO32a NEHUCMbIMU KlenKamu Koppeiaupyem cO CmMeneHbro miasicecmu 3abonesanust u modxcem Obimb



MUHUMATbHOU Y NAYUEHMO8 HA PpAHHUX dmanax 3abonesanus. MHodcecmeentbvle NIAUIKU KOCHHO20
Mo32a mpebyromcst 0 UCKII0YeHUs. OUUOKYU omoopa npoowl; 8 nepayro ouepeds cledyen nposoounv

MeHee UHBA3UBHbLE NPOYEOVPbl.

° PEKOMeHHyeTCﬂ BCEM IIalMUCHTaAM C HH-C, U HNX CCMBbAM IIOCJIC IIOCTAHOBKHM JHAr”"Ho3a

KOHCYJIBTAIUsI MEAUIIMHCKOTO TicuxoJiora [8,19].

VYpoBensb yoenuTeabHOCTH pekoMmeHaanuii C (ypoBEeHb TOCTOBEPHOCTH JOKA3aTeNIbCTB - S)



3. Jleyenue, BKJIKYAST MeTUKAMEHTO3HYIO U
HeMeIUKAMEHTO3HYI0 Tepalluu, TUeTOTEPAIHUIO,
00e300/1MBaHNe, MEIUIIMHCKHE NTOKA3aHUA U
IPOTHBONOKA3AHUA K IPMMEHEHUIO METO/I0B JIeYeHHU S

Jleuenne HII-C BkJItOYaeT MaTOr€eHETUYECKYI0 U CUMITOMATUYECKYIO Tepanuto. CileayeT yuuThIBaTh,
910 3(P(PEKT OT MAaTOTEHETUYECKOW Tepanuu BO MHOTOM 3aBUCUT OT BO3pacTa Hayaua JICUEHUS U
MO3BOJISIET 3aMEIUTh NPOrpecCUpOBaHME 3a00JIEBaHUS, HO HE OCTAHOBUThH €ro IMOJIHOCTBIO. Jlis
KJIIMHAYECKOM OLIEHKH JIBUTATEIbHBIX Ha (POHE MPOBOIMMOM Tepaliiyi MOKHO TPUMEHSTh CTaHAAPTHBIH

BUJIEO ITPOTOKOJI, TpuBeaeHHbIN B [Ipunoxennn 14,

3.1 I1IaToreHeTnuyeckKoe JeUYeHHE

e Pexomenayercst BceM nauueHtam 12 net u crapuie ¢ HIT-C 1 HEBpoJIOrHYeCKMMHU HapyLIEHUSIMU
Ha3HaueHue cyOcTpar-peqyuupylomeil Tepanuu -  PEeKOMEHJIOBaHHAs J03a MHUIIycrara™*™*

coctanisieT 200 Mr Tpu pa3a B IeHb JJI JOCTHXKEHUsI TepaneBTuueckoro a¢pdexra [9-11,21,22].
VYpoBeHb yOenuTeIbHOCTH peKOMeHIaluii A (YpOBEHBb JOCTOBEPHOCTH JI0KA3aTEIbCTB - 2)

Kommentapuu. Muenycmam™**  (N-oymun-oeoxcunotiupumuyun, NB-DNJ) sensemcs Hebonvuioni
MONEKYNOU UMUHOCAXAPA, KOMOpas Oelcmeyem Kak KOHKYDEHMHbIU UHSUOumop gepmenma,
2NIOKO3UPYEPAMUOCUHMAZLL, KOMOPbIL KAMAIUUpyem nepeuvlil (QUKCUPOSAHHBILL dman Ccunmesd

enukocghuneonunuoos (I'CJI).

Muenycmam™** moorcem nponuxame uepesz cemamosnyeghanuueckuii bapvep, u 6v10 NOKA3AHO, YMO OH
ymenvuwiaem Hakonanenue ['CJI 6 2conosnom Mmo3zee, 3ameonsem pazgumue He8pPOI0SUYECKOU
CUMNMOMAMUKU U YOJIUHSAEM BbIHCUBAEMOCHb NpU OOKIUHUYECKUX ucciedosanusx. OH Mmodicem
makice HenpsaImMviM 00pazom pecyiuposams GHYMPUKIEMOUHbIL 20Me0Cma3 KAalbyus, CEA3aAHHbIU C
Hakonienuem cuHeO3UHA — Npeononazaemvim nyckosvim gaxmopom 6 namoeenese HIIC1 — nymem

6JIUAHUA HA KORYerRmpauyuro 2]1}0K03uﬂb;epamuda.

Habnioodaemasn 6ezonacnocmos u neperocumocms muenycmama** npu HII-C npubnuzumenbHo maxasi
Jce, kak npu oonesnu Towe 1 muna, u 6 yeiom cxooHa 6 NONYIAYUU Oemel U 63POCIbIX/MONOObIX
nayuenmos. Haubonee uacmo ommeyaemviMu HedHCelAMeENbHbIMU SGNEeHUAMU Oblla cnabas unu

yMepeHHAs ouapes, Memeopusm, Nomepsi 8eca u mpemop.

Hesicenamenvhule s61enuss co CMopOHbl HCeNyOOUHO-KUUEYHO20 MPAKMA U HeOOIbUAs UIU YMePEeHHAs
nomeps 6eca (6 yeiom Habrwooaemas y 50% nayuenmos) umenu mMeHOEHYUN) K CHUNCEHUIO CO
8pemeHeM Npu Henpepul8HOU mepanuu U yYCneuwHo Koumponuposaniucs [9-11,22]. Jlanuvle kKiuHuveckux
UCcne008aHull ¢ npumeneHuem muzrycmama o0606wenvt 6 Ilpunoscenuu I' 5 [22]. B ceéa3u c
HetpooecenepamugHot npupooou HII-C, cmabunuzayus 3ab60n1e8anusi uiu ymeHvuleHue CmeneHu
npozpeccuposanus 3a001e6anus AGNAMCA, HAubonee pPearucCmudHbIMU YelsamMu, KOmopvie MONCHO

00CMUSHYmMb Npu OIUMENbHOLU cneyughuieckol mepanuu 3a001e6aHus.



Buoumuvlii nonosicumenvuwlii KiuHuweckuti pezyiomam y nayuenmog ¢ HII-C moocem nabnrooamuvcs
yepes 6 mecayes - 1 200. B cnyyasx meonenno npoepeccupyrowux gopm 3abonesanus (Hanpumep, y
nayueHmos ¢ Hayaiom 3a0onesanusi 60 63pOCIoM Go3pacme), dgekmovl om JeueHus Mo2ym

Haobn0amscs uepes euje bonee OnumenbHulll npomedxcymox epemenu [3,8-11, 19,23].

B CIYUAAX HATUYUS NADCETIBIX HEBPOI0cUUECKUX HapymeHuzZ yotce Had MOMEHRmM noCmaro6KuU duaeHoaa,
6 ocobennocmu ¥y nayuenmoe pdaHHeco eo3pacma, cyujecmeyem MEHbULASL 6EePOAIMHO20 mo2co, 4mo

muenycmam** npunecem cyujecmeeHHy0 mepanesmuieckyio noiv3y.

o Pexomenayercsi Bcem mnanmeHtaM B Bo3pacte 4-12 jmer ¢ HII-C m HeBposormdyeckumu
HapyUICHUSIMA Ha3HAa4YeHHE CyOCTpaT-peAylupyIOIIed Tepamuu - J03a MUriycrtara** y maHHoOU
Ipynnbl NAlMEHTOB HA3HAYAETCsl MCXONAs W3 IUIONIAJM TNOBEPXHOCTH Tena (mpuiokeHue A 3,

tabnuua 1) 1715 1ocTUKeHus TepaneBTuyeckoro 3gdexra [9-11,21,22].
VYpoBens yoenuTeabHOCTH pekomeHaanuii C (ypoBeHb TOCTOBEPHOCTHU JOKA3aTENIbCTB - 4)

e Pexomenayercs nmauuentam ¢ HII-C, monyuaromuMm Tepanuio MHUIIYCTaTOM™®*, Mpu MOSBICHUU
HapYIIEHUH CO CTOPOHBI KEMyJOYHO-KHUIIEYHOTO TpakTa, MpU UIUTEIHHOM auapee W OOonsix B
KUBOTE HA3HAUCHHE TIpernaparoB, VYrHETAIOIMMX MepuctanbTuky (Hampumep, A07DAO03
jgonepaMuga** ona nayuenmoe cmapuie 6 nem) W/ WIA U3MEHEHUEM JAMETHI; MPU IJTUTEIbHOU
a0JIOMMHAJIBHON OONHM - cHa3MOJIUTUYECKasi Tepamnus. [[i1s HEKOTOpBIX MAIMEHTOB MOXET OBITh

MOJIE3HBIM BPEMEHHOE YMEHBIIICHUE 03kl MUTITycTaTa™** [3,18].
VYpoBeHb yOenuTeabHOCTH pekoMeHaaiuii B (ypoBeHb I0CTOBEpPHOCTH JOKA3aTeNbCTB - J).

e Pexomenayercsa nmanuentam ¢ HII-C mpekparuTh jiedeHre MUIITyCTaTOM** B TOM cilydae, ecid
HECMOTPSI Ha YMEHBLIEHUE [103bl, W3MEHEHHE JUETbl WJIM CUMIOTOMaTHYECKOE JIEYEHHE,

Pa3BUBAIOTCS CEPHE3HBIE HAPYILIEHHS CO CTOPOHBI KEITYI0YHO-KUIIEYHOro Tpakra [3,18,19].
VYpoBensb yoenuTenbHOCTH pekoMeHaannii C (ypoBEeHb JOCTOBEPHOCTH J0KA3aTENbCTB - S)

KomMmentapuu. [[enecoobpaznocms npooondxicenus Jnedenuss muenycmamom™*  nayuewmos ¢
MAACENBIMU  NPOSPECCUPYIOWUMU  HADYUEHUAMY, NPUBCOWUMU K HACMYNICHUIO 2TYOO0KOU NCUXO0-

HeB8POI02UYeCKOU UHBAIUOUZAYUU HEOUEBUOHA U HYHCOAEeMC s 8 OalbHeluemM 00CyHcOeHUU.

Pewenue o enecenuu uzmenenuti unu npekpauwjeHuu  mepanuu MMZJZyCWldWlOM**, O0JIICHDI
OCHO6bl6aAMbCA HA uHOueuOyaﬂbelx Xxapakmepucmukax nayueHma u npuHumamscCil COBMeECmMHO

cneyuaitucniom 6 obnacmu memabonuyecKux 36160.718661Hu12, a makKotce podumeﬂﬂMu u 4jieHamu cemvu

[3,18,19].

3.2 CumMnoToMaTH4ecKoe JeUeHue

Ilo cumnmomamuueckoii mepanuu HII-C nem panoomMuzupo8aHHuvix KOHMPOIUPYEeMbIX UCCTE008AHULL.

Bce npueeéenﬂble HUasIce pekomem)ab;uu ompascarom 3KCnepniHoe MHeHUue Ccneyuaiucmos U3 pasHblx



CMpdaH. Hpenapambz o1l JleyeHus HespolocuU4ecKux OC]ZOO:‘CH@HMZZ, anurencuu, ncCUxXuU4ecKux
HapymeHuﬁ HA3HA4Yarom 6 coomeemcmeuu ¢ KIUHUYECKUMU peKOMeHaClZﬂ/l}ZMM, pa3pa60maHHblMu ot

coomeemcmayroweti namonozuu (IIpunoscenue A3 maonuya 2) [3,8,12,13,19,23].

e Pexomenayercs naOmomate 3a (yHKIMeH ioTaHusi, mnpexnae Bcero, y mnamuentoB c¢ HII-C,
KOTOpPbIE OTHOCSITCSA K TpyMNIE pUcKa MO acnupauuu. Bompoc 00 opraHuzanuy NUTaHUS U W/ WK
JeyeHUd Aucharuu JOJDKEH ObITh pElIeH KaK MOXKHO paHbllle, MNP 3TOM PEKOMEH]IOBAHBI
CJIEIYIOIINEe MEphI: O0oJee MATKAs WM TyCTas MHIIA, 30HJI0BOE MUTAHKUE, HATO)KEHUE TaCTPOCTOMBI

(m11 TOTO, YTOOBI OOECTIEYUTH JOCTATOUYHOE MOCTYIUICHUE KUAKOCTH U Kajopwuil) [3,8-11,21,29, 34].
YpoBeHb yOeTUTETbHOCTH peKOMEH A B (YypoBeHb TOCTOBEPHOCTH JTI0KA3aTEIBCTB - 3)

o Pexomenayercsi nmanmentam c¢ HII-C B ciiywae pas3BuTHs BTOPUYHOW JIETOYHOW NATOJIOTHH B
pe3yabpTare aclupanuy Ha3HaueHHe aHTUOAKTepUaIbHOM Tepanuu mpernapaTaMu HIUPOKOTO CIIEKTpa

JEUCTBUS ISl IPEIOTBPALIEHUs pa3BUTHS OcliokHeHuH [3,8-11,21,29].
VYpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTeNIbCTB - S)

e Pexomenayercsi mnamuentam ¢ HII-C, wumMeromux AaHHBI CUMIOTOM, JJis YMEHBIICHHS
cimoHoTteueHus: npuMeHatb AO03BAO1  arponuu™*  mepopanbHo, wunbekunn MO3AXO0I

OOTYJTMHUYECKOTO TOKCUHA ThMa AA B OKOJIOYIITHYIO WM TTOAYEITIOCTHYIO *Kenesy [3,19].
VYpoBeHb yoenuTenpHOCTH pekoMeHaanuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEeIIbCTB - S)

o Pexomenpyercst nmanuentam ¢ HII-C, nMeronux JaHHBIA CUMIITOM, JUIS KOPPEKIIMU HAPKOJIEIICUU,
MHBEPCUM CHA W/MIM CHHIpOMa OOCTPYKTHMBHOTO amHo? BO cHe, npumeHenne NOSCHOI
MEJIAaTOHWHA M JIEYEHHE METOAOM CO3JaHUsl IIOCTOSIHHOTO TOJIOKUTEIBHOIO JABIEHUS B
neixatenbHbix myTsax (CPAP-tepanus) [3,19].

VYposensb yoenuTenbHOCTH pekoMeHauuii C (ypoBEeHb JOCTOBEPHOCTHU JOKA3aTENbCTB - 5)

o Pexomenayercsi nanumenram c¢ HII-C ¢ 3sKcTpanupamMuAHBIMU HAPYIICHUSIMH IPUMEHEHHE
ATUITMYHBIX HEMPOJICITUKOB U PETYJISIPHBIN HEBPOJOTUYECKU MOHUTOPUHT C LEJIbE0 MUHUMU3AIUU

MPOrPECCUPOBAHUS JTIOOBIX COMYTCTBYIOLIUX SKCTPAIUPAMUIHBIX MPosiBIeHMH [§8,19,24,28].
YposeHnb yoenutenbHOCTH pekoMeHanuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB - S)

Kommentapuu: [lcuxo3 uacmo noooaemcs Jeyenuro aHmunCuxomuiyecKumu aeKapcmeeHHbiMU
npenapamamu, xoms y Hexkomopwix nayuenmos c¢ HII-C uabnrooaemca omcymcmeue omeema Ha

NleyeHue Uil 0axce napadoKcaibHoe yXyouleHue.

e Pexomenayercs Bcem nanuentam ¢ HII-C, ayis nedenust OunonsipHbix a@peKTUBHBIX pacCTPOMCTB,
cTabunuzaropsl HacTpoeHus, Takue kak NO3AGO1 Banbnpoesas kuciora™®* (getsim ¢ 3 ner), a ans

TCpallnn JOCUPCCCUU HAZHAYCHHUC CCIICKTHBHBIX I/IHFI/I6I/ITOpOB O6paTHOI‘O 3aXxBaTa CCPOTOHHHA
8,19].

VYpoBensb yoenuTenbHOCTH pekoMeHaanuii C (ypoBEeHb TOCTOBEPHOCTH JOKA3aTEeIbCTB - S)



o Pexomenpayercst BceM naruentam ¢ HII-C pannero Bo3pacta (HOBOPOXKJIEHHBIE U JIETH MEPBbIX JIET
KU3HU), TPU Pa3BUTUU CHUHApPOMA XOJIecTa3za jKemderoHHas tepanusi npernapatom AO05SAA02

YPCOIE30KCUXOJIEBOM KUCTOTHI # (cycren3us) B 1o3e 10-30 mr/kr/cyT [35].
VYpoBeHb yoenuTebHOCTH pekoMeHaanuii C (YpOBEHb JOCTOBEPHOCTH JIOKA3aTEIIbCTB - 4)

e Pexomenayercss Bcem mnauueHtam ¢ HII-C panHero Bo3pacTa € 3aMECTUTEIBHOU IEIBIO

Ha3Hay4aroTCs xKupopactBopumbie BuTaMunsbl (A, 1, E u K) [3].
VYposensb yoenutenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTeNIbCTB - 5)

o He pexomenayercs BceM nauueHtam ¢ HII-C B ciayuyae pa3BUTHsI EUEHOUHON HEIOCTaTOYHOCTH

IIPOBEACHUE TPAHCILIaHTaMK nieuenu [17,19].
VYpoBens yoenutenbHocTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTENIbCTB - 5)

KommenTapuu. Credyem nposodums pecynapuvili MOHUMOPUHE NAYUEHMO8 C  OUACHO30M,
YCMAHOBNIEHHbIM 8 pe3yibmame CKPUHUHeA CUOCO8 UL HA OCHO8E GUCYEPANbHbIX CUMNMOMO8, Hd
npeomem B03HUKHOBEHUS HeB8POJIOSUYECKUX NPOSGIEHUN, U Cledyem peuiums G0onpoc O HA3HAYeHUU

Jleuenus npu nepevix NPUHAKax Hayaia Hegpoiocudeckux paccmpoucms [3,8,19].

3.3 /IlueToTrepanus

° PeKOMeH)]yeTCﬂ I YCTpAaHCHUA WJIIKM YMCHBIICHHUA BBIPAKCHHOCTHU JUCIICIITUYCCKUX paCCTpOﬁCTB
TAaKUX KaK, 1uapesi, TOMHOTA, pBOTa, CHUXKCHUA BCCA, 001 B JKUBOTE IIpn JICUCHUHA MI/IJ'Il“yCTElTOM>k>1<

coOroficHUE JUETHI C MIOHIKEHHBIM COICP)KaHUEM JAUcaxapuIoB U onurocaxapos [3,13,19].
VYpoBenb yoenuTenpHOCTH pekoMmeHaanuii C (ypoBEeHb TOCTOBEPHOCTH J0KA3aTeNIbCTB - S)

KommenTapuu. [llpu npumenenuu npenapama muernycmam™** y nayuenmos c¢ HIIC mozym
Habnooamvcs ouapesi, 0oy 6 Jcusome, MemeopusM Cesa3aHHble ¢ ONOKUpOoB8aHuem gepmenma,
pacujennisiroujeco Ou- U 0auUcocaxapuovl. 8 nepevle Heoelu Hauald mepanuu, ¢ nociedyrouum ¢ ee
pacuiuperuem 3a cuem npooykmos, ykazauuvix 8 xononke « OI'PAHUYUTH» (npunoscenue I' 6). Ha
nepeoM omane HA3HA4YeHus cyocmpam peoyyupyioujel mepanuu  JHcelamenibHo  HAa3HaueHue
NPOOUOMUKOB, KOMOpPble CHUNCAIOM PUCK B03HUKHOBEHUSL JHCETYOOUHO-KUULEYHBIX NpooOreM U

VIyumaom pabony KUeyHuKda.
Hasznauenue ouemt npo8oosim 6 mpu nociedo8amenbHblx 3manda:
1. Cmpoeas ouema c UCKato4eHuem OUcaxapuoos,

2. Pacwupennaa ouema ¢ nocmenenHviM 68edeHueM NPOOYKMO8 NUMAHUS, COOEPHCAUUX

oucaxapuoni,



3. Ilpakmuuecku HopmanvHas ouema, 3a UCKAOUEHUEeM NPOOYKMO8 NUMAHUs, KOMopbvle NJ0X0

nepeHocAnCcA.

IIpooonsicumenvHocms Kaxcoo2o amana 6apbupyem om HeCKOAbKUX Hedelb 00 HEeCKONbKUX MeCayes.
Cobnroodenue Ouemvl nO3680j5em CHU3UMbL NOOOUHbIe 3gekmbl npenapama muerycmam** u
obecneuusaem 00CMamoyHoe NOCmMynieHue HeoOXOOUMbIX Geuwecms U dHepeuu OJisl HOPMANbHO2O

QyHxyuonuposanus opeanusma [3,18].



4. MeaquuMHCKAA peadUIuTANMA U CAHATOPHO-
KYPOPTHOE JIeYeHH e, MeTUIIUHCKUE NOKA3AHUA U
INPOTUBONOKA3aHNA K IPUMEHEHUI0 METO10B
MEAMIUHCKON peaduIuTanuu, B TOM YU CJIe
OCHOBAHHBIX HA UCIOJIb30BAHUM NPUPOIHBIX
Je4eOHbIX (PAKTOPOB

e Pexomenayercss mua mnaumentoB ¢ HII-C  Bpauom-¢usumorepaneBtoM u  BpadoM-JIOK
pa3pabarbiBaTh HWHAMBUAYATbHBIM KypCc peadWIMTalMK, BKIIOYAIONIMN Maccax, JiedeOHYyIO

busKyIsTypYy, QHu3noTepaneBTUUYecKue npoueaypsi [3,19].
VYposenb yoenutenbHOCTH pekoMeHanuii C (ypoBEeHb TOCTOBEPHOCTH JI0KA3aTEIBCTB - S)

o PexoMeHnayercsi peaOuiaMTallMOHHbIE Kypchbl (MemuuuHckuit maccax, JIOK, dusnonponenypsi,
TICUXO0JIOrO—TIe/IarOrHuecKasi MOMOILlb) KEJNATeIbHO MPOBOJIUTH B YCIOBUSAX JHEBHOTO CTallMOHapa
MPOBOJIUTCSI ¢ 4acTOTOM 3-4 pa3a B rof, JUIMTEIbHOCTh — ONPEACISETCS TSKECThIO COCTOSHHS U

OTBETOM Ha MPOBOAUMbBIE Meporipustus [3,19].
YposeHnb yoenurenbHOCTH pekoMeHanuii C (ypoBEeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB - S)
Ilcuxonozo-nedazocuueckas nomoub

e PexoMeHayercsi MPOBOIUTH ICHUXOJOrO-nieaarorndyeckyo nomompb aetsMm ¢ HII-C B xommiiekce
peadMIINTAlIMOHHBIX MeponpusaTuil. KoppekmoHHO-Iearornyeckoe BO3A€MCTBUE OIPENEseTCs B
3aBUCUMOCTH OT TSKECTU U JUTUTEIBHOCTU TEUEHHUsI OOJIe3HH, CTPYKTYpbl HapyIIEHHUH 310pOBbs,
CTEIIEHU HEAOPA3BUTHSA I103HABATEIIBHOM JEATEIBHOCTH, TUINA 3MOLMOHAIBHOIO pEearupoBaHus,
ocobeHHoCTel noBeeHus peOeHka. BriroueHne KoppeKnOHHO-TIeIarornyeckoro COnpoBOXKACHUS
B KOMIUIEKC BOCCTAaHOBMTEJIbHBIX MEPONPUITHI OOECreunBaeT JIONOJHUTENbHYIO OLEHKY
JTUHAMUKU TICUXWYECKOTO PA3BUTHsA KAaK OJHOIO M3 BAXKHBIX IOKA3aTeJIeld COCTOSHMS 340pPOBBS,
MOBBIMIAET IP(PEKTUBHOCTh TEPANEBTUUYECKUX BMEIIATEIHCTB, CHIDKAET SKOHOMUYECKOE Opems
JAHHOM TMAaTOJIOTMM 32 CYET COLMAJIM3alUU IMAlMEHTOB M COXPAHEHMs IICHXOJOTMYECKOTO
MOTEHIIMAJIa TPYAOCIOCOOHBIX YJIEHOB CEMbH. PEKOMEHJ0BAHO MPOBEACHUE PETYISIPHON OLIEHKU
KOTHUTUBHOTO CTaTyca NAlMEHTOB C MLENbI0 OINpeAesieHus BO3MOXHON (opmbl 00ydeHUs

(xoppekuroHHbIN Knacc) [3, 19].
VYposensb yoenuTenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeNIbCTB - S)
lannuamusnasn nomoujw

o PexoMeHayeTcsi OKa3zaHHE€ BCECTOPOHHEW TMMOMOIMM (MEIUIIMHCKOW, IICHXOCOITMATLHONH |
MaTepuaabHON) JETAM C HEU3JICYMMBIMH OTPAaHWYUBAIOIIMMHU CPOK JKHU3HU 3a0oiieBaHUsSIMH. B
COCTaB MaJUTMATUBHBIX CIYKO BXOAST BpadyM, MEIUIIMHCKUE CECTPBI, MCUXOJOTH U COLMAIbHBIC
paboTtHuKU. HecMOTpsi Ha TSKEIO€ COCTOSIHUE W MOCTOSIHHYIO MOTPEOHOCTh B MOHUTOPHHIE, BCE
MAIMEHTHl IPEUMYIIIECTBEHHO HAXOJATCS JOMa B KPyry CBOed ceMbd U Jpy3eid. OCHOBHOM 1I€JIbIO
pabOThI MAJUTHATUBHBIX CITY)KO SBISETCS CO3aHHME BCEX HEOOXOMUMBIX YCIOBUU IJI 00eCTIeueHus

HaXOXIACHUA ITAIIMCHTOB B JOMAIlHHUX YCJIIOBUAX, 4 HC B CTCHaAX J1eueOHOTO YUpPCIKACHUA, YTO



IMMO3BOJKICT HC TOJBKO YIYUIIWUTH KAa4E€CTBO KHU3HU IMAIIUCHTOB U HX ceMeﬁ, HO W CYHICCTBECHHO

CHU3UTDb I'OCYAAapCTBCHHLIC 3aTPAThl HA ITIOCTOSSHHOC CTAITMOHAPHOC JICHCHUC TAKHUX IMAlITUCHTOB [19]

YpoBeHb yoenutenbHOCTH pekoMeHanuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB - S)



5. IlIpoduiiakTuKa ¥ AUCIIAHCEPHOE HAOJIIOIEHHE,
MEIUIMHCKHNE NMOKA3AHUSA U MPOTUBONOKA3AHUSA K
NMPUMEHEHHUI0 METOA0B NPOPHIAKTUKH

Ilepuoouunocmo nosmopmuwix obcredosanuti nayueumos ¢ HII-C npusedena 6 Ilpunooicenuu 7. B
3a8ucuMocmu om ocobeHHocmell medeHus 3a001e6aHus 4acmoma nOBMOPHbLIX 00CIe008AHULE MOHCEM

ONpeoesimuCs 1edauum 8paiom UHOUBUOYAIbHO.

o PexomeHnayercsi mocie ycTtaHoBieHHs auarHoza mnanueHty ¢ HII-C wimm ero odwunmanbHBIM
MPEJCTABUTEIISIM, KOHCYJIBTAIMS Bpauya-r€HETUKA C IEJBI0 PacueTa F€EHETUYECKOIO PHUCKA B CEMBE,

aHaJIKM3a POAOCIOBHOM U 00CYkKIECHHS BO3MOXKHOCTEH MpeHaTaabHOU JuarHocTuku [19].
VYpoBens yoenuTeapHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEILCTB J).

KommenTapuu: B cemwvsax, 20e ecmb nayueHm ¢ YCMAHOGIEHHOU Mymayuel, cCyujecmeyem
B03MOJCHOCNb NPOBEOEHUS NPEUMNIAHMAYUOHHOU U NPEHaAMAanbHOU ouacHocmuky. IIpenamanvras
OUACHOCMUKA BO3MOJNCHA Memooamu npsamou uiu koceenHou JIHK-ouaenocmuxu ons cemei ¢

U36E€CMHBIM 2EHOMUNOM.



6. Opranusanus oKa3aHusl MeJIUIUHCKON IMOMOIIH

IToxa3zanus aJis IJIAHOBOM roCNMTAJIU3allUH B MEAUIIMHCKYI0 OPraHu3aluio:

 [IpoBeneHue AMArHOCTUKH U JICUCHUS, TPEOYIOIINE KPYIIIOCYTOYHOTO METUITMHCKOTO HAOMIOECHUSI.

o CocrosiHue, TpeOyrolee aKTUBHOTO JICYCHHUS U KPYTTIOCYTOUHOTO MEIUIIMHCKOTO HAOIIONCHNUS,

o CocrosiHue, Tpedyrolee IPOBEACHUS BHICOKOTEXHOJIOTMYHBIX METO/IOB JI€UEHUS

e HeoOxomuMocTh MpOBEACHUS Pa3IUYHBIX BHJOB JKCHEPTU3 WIM OOCIEAOBaHUS B MEIUIIMHCKON
OpraHu3allid TMPU HEBO3MOXKHOCTU TMPOBEACHHUS MX B aMOyJaTOPHBIX YCIOBHUAX, TPeOYIOIIMX

JUHaAMHWYCCKOI'O Ha6J'IIOI[eHI/I}I (B TOM YHUCIIC O(bOpMHCHI/IC 3aKJIIOYCHUA @CﬂepaHBHOI‘O KOHCI/IJ'II/IYMa).
Iloka3zanusa K 3KCTpeHHOI7[ rocnmuraJau3anmum:

° OCTpBIe 3a6OJ'ICBaHI/I}I, O6OCTpeHI/IH XPOHHUYCCKUX 6OHC3HCﬁ, OTPAaBJICHUA WU TpaBMBbl, COCTOSIHUSI,
Tp€6y}OH_II/I€ WHTCHCUBHOU TCpalluyu W MCpeBOAa B PCAHMMAIMOHHBLIC OTACICHHA WM OTACIICHUSA
WHTCHCUBHOU TEpaliiy, a TAKXKC KPYITIOCYyTOUHOI'0 MCIHUIMHCKOIO Ha6J'IIOI[eHI/II/I U TIPOBCIACHUA

CliIcoraJIbHBIX BUA0OB O6CJI€I[OBaHI/IH n JICYCHMUS.
Iloka3zaHusi K BBINKMCKE NAIIMEHTA U3 MEAUIIMHCKOM opranu3anum:

e OTCcyTCTBHE YIpO3bl )KU3HU MAIUEHTA;

e OTCyTCTBHE YIPO3bl Pa3BUTHS OCIOXKHEHUH, TPEOYIOMNUX HEOTIIOKHOTO JICUCHUS,

o Crabunm3aius COCTOSHHS W OCHOBHBIX KJIMHHKO-TA0OPATOPHBIX IMOKa3aTeliel IaToJIOrHYeCKOrO
nporecca o OCHOBHOMY 3a00JICBAHHMIO;

e OtcyrcTBHE HEOOXOIWMOCTH B TIIOCTOSSHHOM Bpa4yeOHOM U KPYIIIOCYTOYHOM MEIUITMHCKOM
HaOJIFOICHUH TI0 OCHOBHOMY 3a00JI€BaHHUIO;

e HeoOxomuMocTH TiepeBoma MalMeHTa B JPYTrylo OOJNBHUILY WM YYPSKICHUE COIMATBLHOTO

oOecrieyeHus.



7. JlonoiHUTE IbHAA MHpopManus (B TOM YHCJIe
(baKkTOpPBHI, BJUSIONINE HA MCXO0 3200/ 1€ BAHUA UJIH
COCTOSITHHSA )

Pannsiss ouaenocmuxa u uawano namocenHemuvecko2o U CUMNMOMAMUYECKO20 e4eHus moeyni

3HAYUMENbHO NOBIAUAMb HA NPOSHO3 U UCX00 3abonesanus [13,20,23].

Hecmomps nHa nanuuue namozenemuyeckoeo eyeHus, npo2uos npu ooneswu Humanna-Iluxa, mun C
npooodicaem 0CmMasamvcs HeOIA2ONPUAMHBLIM. Xapakmep npocpeccupo8anus 3a0oneeaHus U

nPOOOANCUMENLHOCIY JHcu3nu Yy nayuenmos ¢ HII-C kpauine sapuabenvhul.

Ceoespemennoe Ha3HaueHue NAmMo2eHemuyeckol mepanuu (cyocmpam-pedyyupyiowas mepanus)

MOdHcem YIyuuums npocHo3 nayueumos [8-13,19,23,27].

Pexomenoyemcsa nposedenusi ckpunumea 2epynn 6ulCOKO20 pucka (nayuewmsl ¢ amakxcuell,
Kamanekcueti) ¢ yenvio viasnenus nayuenmos ¢ HII-C [7,12].

llayuenmol, y Komopulx pazeusaemcs msiceads SNUIencusl, KaKk npasuio, UMerm xyouutl NPocHo3 u
MEHbULYIO NPOOOAHCUMETbHOCIb HCU3HU, NO CPABHEHUI0 C nayueHmamu 0e3 ¢ INUlenmuieckKux
npucmynos [19].



Kpurepun oieHKH Ka4yecTBa MEIUIUHCKOU MOMOILIH

KpI/ITepI/II/I OLICHKHM KayeCcTBa MEIUIIMHCKOM IMOMOIIU

N2 Kputepun kauectBa OueHKa BbIMNOJIHEHUS

1. BbinonHeHo onpeaeneHne JICM509 B nsATHax KpoBWM W/unam xonecTtaH-3,5,6- ONa/HeTt
Tpuona B nMJasMe KpOBM W  MOJIEKYNISIPHO-TeHeTUYecKoe uccaenoBaHue
(BbiIiBNEHWe MyTaumin B reHe NPC1, NPC2) npn nocTaHOBKe AuarHo3a

2. BbiNOMHEHO  Ha3HauyeHWe cybCTpaT-peayuMpylowein Tepanuu  npenapatoM | [da/HeT
MUIyCTa, eXeAHEBHO, NepopasbHo.

3. BbiMoNHEHO onpeAesieHne pasMepoB MeYEHU W CeNe3eHKu no AaHHbIM | [a/HeT
yNbTPasByKOBOIr0 MCCMeAoBaHuUs, eC/iv He NPOBOAWUIIOCHL NocneaHue 6 Mecaues

4, BbinonHeHa anekTpoaHuedanorpamma, ecim He MNpoBOAMIOCL B nocneaHue 6 Oa/HeT
MecsiueB
5. BbinonHeHa MarHUTHO-pe30HaHCHas ToMorpadus roMI0OBHOrO MoO3ra, €cin He [a/Het

npoeoannoCbL B nocnegHune 12 mecsaues

6. BbinoniHeHa ayamMoMeTpus, ecnu He npoBoausack nocnenHue 12 mecsaues [Oa/Het

7. BbinonHeHa KoOHCyNbTauuMs BpayoM-HEBPOSIOFOM MpPW  HasMyuMKM NaTonNorum Cco Oa/HeTt
CTOPOHbI LIeHTPasibHON HEPBHOW CUCTEMDbI

8. BbINO/HEHA KOHCY/IbTalMsl BpAaYOM-TeHETUKOM €C/IN He NMPOBOAWSIACh paHee Oa/HeT
9. BbinonHEHa KOHCY/NbTalLMs BPa4yoM-MCUXMATPOM MpPU Hanuumm ncuxuatpuyeckux | [Lda/HeT
NposiBNEeHUM

BbimoNHEH  BMOXMMMYECKUIA  aHanuM3  KpoBW  (anaHMHaMMHOTpaHcdepasa, Oa/Het
10. acnaptataMuHoTpaHcdepasa, obwmin 1 npsMon  6unupybuH, XonecTtepwH,
TpUrnnuepuabl, naktataerngporeHasa, kanbumn, docdop, wenodHaa docdaTtasa
Mpv HaaMuyuM NpU3HaAKOB xonectasa), (anbbymuH, dubpuHoreH, NTU wnu MTB,
X3, anaHMHaMuHoTpaHcdepasa, acnapTaTaMMHoTpaHcdepasa, obwuii 1 npsMon
6unnpybuH, xonectepwuH, Tpurauuepwasl, JIMNHM, JMBM npu neyeHO4YHOM
He[O0CTaTOYHOCTM), eC/IN He MPOBOAMIICS B NpeaLllecTByowmne 6 Mmecsues
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Ipuaoxkenue Al. CocraB padouer rpynnsl mo
pa3paloTke M mepecMOTpPy KIHHUYECKHX
pPeKOMeHaalnm

. KyneB Cepreit UBanoBu - ui.-kopp PAMH, a.m.1., nupektop ®I'BHY "Meauko-reneTnueckuii

"

Hay4yHbIM LeHTp uM. akaaemuka H.II.boukosa
reHeTukoB (AMI).

, llpesmpmeHt Acconuanuum MEIMIIMHCKUAX

. Annapuomkun Cepreii HukosmaeBumu - uwin.-xopp. PAH, n.m.H., mpodeccop, 3amecTutens

JTUPEKTOpA IO HAyYHOU padboTe, pyKOBOAUTENb OTAea ucciaenoBanuii mozra ®I'bHY HIIH

. bapanoB Aujekcanap AJjekcanapoBuy- akagemMuk PAH, mnpodeccop, a.m.H., [loderHbrit

[Ipencenarens Mcnonkoma Coro3a nenmarpoB Poccuu. Harpaner: Opaen Tpynmosoro Kpachoro
3namenu, Oppaen Ilouera, Opaen «3a 3acinyru nepea OtedectBom» IV crenenu, OpaeH «3a

3aciyru nepea OreuectBom» III crenenu.

. Hama3zoBa-bapanosa Jleitna CelimypoBHa- akanemuk PAH, npodeccop, a.m.H., [Ipencenarens

Ucnonkoma Coro3a nenuarpoB Poccum.

. Bamaxkmanze Haro /Izkym0epoBHa- 1.M.H., poueHT kadeaps! daxynsrerckoil neauarpun [1D

OI'bOY BO PHUMY umenu H.U. [Muporosa, MHCTUTYT neauaTpuu U OXpaHbl 30POBbs ACTEH
KB PAH, unen Coro3a nenuarpon Poccum.

.3axapoBa Exarepuna IOpseBHa -1.M.H., 3aBegyromas abopaTopueil HacIeICTBEHHBIX

oonesnerr obmena @OIBHY "Menuko-reHeTUYECKU HAyYHBIH IEHTP WM. aKaJeMHKa
H.IT.boukoBa", wien Poccuiickoro oOmiecTBa MEIUIMHCKUX TE€HETHUKOB, YJIEH EBPOIEHCKOro

oO11ecTBa Mo U3yUEHUIO HACIeACTBEeHHBIX Oone3Helt oOMeHa BemectB (SSIEM).

. KmomnukoB Cepreii AHaToibeBHY- K.M.H., B.H.C., BpPau-HEBPOJIOT 5 HEBPOJIOTUYECKOTO

otnenenus GI'BHY HIIH, unen Poccuiickoro oOiiecTB HEBPOIOTOB U MEIULIMHCKUX T€HETUKOB,
Movement Disorder Society, European Huntington"s Disease Network (Euro-HD Network).
Benymmii ciennanuct no 6one3nu ['entunrrona uccienoarenbekoro 1eHTpa REGISTRY Euro-
HD Network (ma 6a3e HI[H). Ilpencenarens poccuiickoit Acconmaruu mo 60opbbe ¢ 001Ie3HBIO

I'erTuHTTOHA.

. KyzenkoBa Jlronmuiaa MuxailJioBHA- 1.M.H., 3aBEAYIOINAsl OTAEJICHHEM IICHXOHEBPOJIOTHH W

ncuxocomarnueckor mnaronorun OI'AY "Hayusslid MEAMIIMHCKUI HCCIENOBATEIbCKUM LEHTP

3nopoBbs aerei" M3 PO, unen Coro3a nenuarpos Poccun.

. MuxainoBa Ceeriiana BuranbeBHa -1.M.H., 3aBenyromas oraeneHueM PI'BY «Poccuiickas

Herckas Knuanueckas bonsauia» M3 PO.

I[MpouuisikoBa Tarbsina IOpbeBHa- k.0.H., C.H.C. Jaboparopuy HACJIECICTBEHHBIX OOJE3HEH
oOmena BemiectB ®I'BHY "Menuko-renetnueckuii Hayunblii nentp um. H.II. Boukosa", unen
Poccuiickoro o01iecTBa MEIUIIMHCKUX T€HETUKOB.

IMoakyernoBa Tarbsina BiaagumMupoBHa- K.M.H., C.H.C. 1a00paTopun peIKUX HACIEICTBEHHBIX
6onesneii y aereit ®I'AY "HayuHbiii MEAUIIMHCKUN HCCIENOBATEIBCKUN TIEHTP 370POBBS JIeTei"
M3 P®, unen Coro3a nenuarpoB Poccum.

Cemaukuna Ajia HukonaeBHa- A.M.H., TH.C. OTICICHHUSA KIMHHYECKOM reHetuku DOI'BY
«MockoBckuit HUW neauatpuun u nerckoi xupypruu Munsnpasa Poccuny, winen Accouuanuu

MEJIMITUHCKUX TeHeTUKOB (AMI).



ABTOpBI TIOATBEPKAAIOT OTCYTCTBUE (UHAHCOBOM TONACPKKH/KOH(PIUKTa HHTEPECOB, KOTOPBIH

HE00X0IMMO 0OHAPOA0BATb.



IIpunoxkenne A2. MeronoJiorusi pa3padoTku
KJINHUYECKHUX PeKOMEHIAIMHT

Hacrosimue pexoMeHmanuu NpeIHa3HAauYeHbl ISl NMPUMEHEHUS MEIWLIHMHCKUMHU OpPraHU3aLUsSMUA U
yUpexACHUSIMU  (enepalbHbIX, TEPPUTOPHAIBHBIX M MYHUIMUNAIBHBIX OPraHoOB yIPABIICHUS
3[paBOOXPAHEHUEM, CUCTEM 00sI3aTEIBHOTO M TOOPOBOJIBLHOTO MEIUIIMHCKOTO CTPAaXOBaHUs, APYTUMU
MEAMIMHCKAMU OPraHU3alMSIMH  Pa3IMYHBIX OPraHU3alMOHHO-NIPABOBBIX (OPM JESTENBHOCTH,

HANPaBIICHHOW HA OKa3aHUE MEIUIUHCKOU MTOMOUIH.

Hacrosimiye pexoMeHJaluy yCTaHaBIMBAKOT BUbl, 00b€M W HHIUKATOPBl KauyeCcTBa MEIULIMHCKOU
nomouu namuentam npu HII-C u Obuin paccmorpensl B pamkax Il Bceepoccuiickuii HayuHO-
MPaKTUYECKUM KOHTpecca ¢ MEXIyHaponHbIM yuactueM «Opdannsie Oonme3nm» (31.05.2018 -
02.06.2018) n na XXI Konrpecce nenunarpoB Poccun ¢ MeXAyHapOOHBIM y4acTHEM «AKTyallbHbIE

npobsiemsl nexuarpun» 15-17 gespans 2019 .

Knuandeckue pekoMeHIauu CO3/IaHbl HA OCHOBAaHWH CHCTEMAaTHYECKOTO 0030pa juTeparypsl 1992-
2019 rr. Medline (Pubmedversion), Embase (Dialogversion) m Cochrane Library databases, ¢
WCIIOJIb30BAHMEM  CO3JIaHHBIX  IPOTOKOJIOB, COBPEMEHHBIX  MEXIYHAPOIHBIX  KIMHUYECKUX
PEKOMEHJIAIMi TI0 JTUArHOCTHUKE, JICUCHUIO U BEJCHUIO OONBHBIX C META0OIMYECKUMU OOJE3HIMHU
(Tarekegn Geberhiwot et al. Consensus clinical management guidelines for Niemann-Pick disease type
C: Orphanet Journal of Rare Diseases (2018) 13:50.; Patterson Marc C. et al. Recommendations for
the detection and diagnosis of Niemann-Pick disease type C. An update. Neurol Clin Pract 2017;7:1—
13)

HII-C oTHOCHTCS K pEOKUM HACJIEACTBEHHBIM 3a00J€BaHMSIM, YTO MCKIIOYAET BO3MOXHOCTD
MPOBEACHUS OONBITMX KOTOPTHBIX M PAaHIOMH3UPOBAHHBIX KOHTPOJHWPOBAHHBIX MCCICAOBAHUN W IS
CO3/IaHUs MPOTOKOJIOB AUATHOCTUKH M TEpaUU HUCIOJb3YIOTCS JIMIIb TEMaTHYECKHE HCCIEIOBAHUS

OKCIICPTOB, OHY6JII/IKOBaHHBIC B ITOCJICAHHUE ABAa JCCATHUIICTHSA.

OneHka ypoBHEH JOCTOBEPHOCTH JIOKa3aT€NbCTB U YPOBHEW yOeIUTENbHOCTU pPEKOMEHIAIMi

IPOBOAMIIACH B COOTBETCTBUM ¢ Tabmuiel 1, 2,3.

HeHeBaﬂ AYAUTOPUSA TAHHBIX KIAWHUYECKUX peKOMeHHﬂlHﬁ:

. Bpauu o6meii BpaueOHOM MpaKTUKH (CEMEHHBIC Bpaun);
. Bpaun- nexguarpsi;

. Bpaun-tepanesTsr;

. Bpaun —renetuku;

. Bpauu -naGoparopHble reéHEeTUKY;

. Bpauu- mesposnoruy;

. Bpaun-odpransmonoru;

. Bpauu QpyHKIMOHATBEHON TUArHOCTHKY;

. Bpaun-nicuxuarpsi;

. Bpaun-nicuxuarpsl neTckue;

—_— O O 0 9 N L AW N

—_—

. Bpaun-ncuxuarpsl oagpOCTKOBBIE;



12. MeauiuHCKHUE TICUX0JI0TH;

13. Bpaun-racTpo3HTepoIiory;

14. Bpauu-remarosoru;

15. Ctyaentsl MenuimHckux BY308B;

Tabamuma 1. [llkana oueHKHM ypOBHEM JOCTOBEpHOCTH JokazarenbcTB (YIIJI) nns meronos

JUAarHOoCTHUKHU (I[I/IaFHO CTHYCCKHNX BMCIII aTCJIBCTB)

yan Pacwmdposka

1 Cuctematnyeckme 0630pbl MCCNELOBaHUI C KOHTPOseM pedepeHCHbIM MeToAOM WAW  CUCTeMaTuyeckuii o63op
PaHAOMU3NUPOBAHHbIX KJIMHUYECKUX nccnenoBaHun NMPpUMEHEHNEM MeTa-aHann3a

2 OT,D,eJ'IbeIe nccnenaoBaHUsa C KOHTpPOJSIEM peCDEDEHCHbIM MEeToA0M UNKN OoTAEeNIbHble PaHAOMU3NPOBAHHbIE KJIIMHUYECKKNE
nccnenoBaHnda M cucteMatTuyeckue 0630pbl nccnepoBaHuii noboro ﬂMBaVIHa, 3a UCKIK4YeHneMm paHAOMU3NPOBAHHbIX
KJIMHU4YECKNX VICCJ'IeAOBaHVIVI, C NpUMEHEHUNEM METa-aHasIn3a

3 WccnepoBaHmsa 6e3 nocnenoBaTeNbHOrO KOHTPOAsS pedepeHCHbIM MeToAOM WAW  UCCeAoBaHUs C  pedepeHCHbIM
MEeToAO0M, He gdaBndrwmMmca HeszaBUCMMbIM OT uUccneayemMoro Metoda WM HepaHAOMU3UPOBaHHblE CpaBHUTE/IbHbIE
nccneaoBaHus, B TOM YWMCE KOropTHblE UccneaoBaHu4da

4 HecpaBHMTeanble nccneaoBaHuda, onncaHne KIMHNMYECKOoro cnydas

5 MmMeeTcsa nuwb 060CHOBaHME MexaHM3Ma AeNCTBUA UM MHEHMe 3KCNepToB

Tabamuma 2. Illkana oueHku ypoBHeW nocroBepHOocTH gokazarenbcTB (YZ) st metonos

NpoQUIaKTHKHU, JeueHus U peadunutanuu (mpoduiakTUuecKux, Je4eOHbIX, pPeadMIMTAIIMOHHBIX
BMEULIATEIbCTB)

yaan Pacwuudposka

1 CucrtemaTtnyeckmit 063op PKW ¢ npyumeHeHnem meTa-aHanmsa

2 OtanenbHble PKU n cuctemaTtnyeckmne o0630pbl nccnenoBaHuii noboro amsainHa, 3a uckntoveHmeMm PKW, ¢ npumeHeHunem

METa-aHann3a
3 HepaH,D,OMVIBVIpOBaHHbIe CpaBHUTENbHbIE NCCNENOBaHNA, B T.4. KOFOPTHbIE UCCneaoBaHnA
4 HecpaBHVITEJ'IbeIe nccnengoBaHusa, onucaHme KIMHUYEeCKOro cnydyaa wunm cepunm cnydaeB, uUcCneaoBaHUA <<cnyt-|a17|-
KOHTPO/b>»
5 MmeeTcas nuwb o60CHOBaHME MeXaHM3Ma AEVICTBVIFI BMeLWaTeNnbCTBa (,CLOKJ'IVIHVI‘-IeCKVIe VICCﬂELI,OBaHVIﬂ) nnn MHeHue

3KCMNepToB

Tab6muma 3. [lkama oueHKH ypoBHEH yOeauTenbHOCTH pexkoMmeHmanui (YYP) mus metonoB

NpO(UIAKTUKY, JAUATHOCTUKU, JeUeHUs U peabunurtauuu (MpoUIaKTUYECKUX, AUArHOCTUYECKHUX,

Je4eOHBIX, peaOUINTAIIMOHHBIX BMEIIATEIHCTB)

YYP Pacwuudcdposka

A CunbHasa pekoMeHAauusa (Bce paccMaTpuBaeMble KpUTEpUN 3PHEKTUBHOCTU (MCXOAbl) SABMASIOTCS BaXHbIMKU, BCe
NUCCnefoBaHMs MMEKT BbICOKOE WAW YAOBNETBOPUTENbHOE METOAOSIOrMYecKoe KayecTBO, WX BbIBOAbI MO
WMHTEPECYIOLLMM UCXoAaM SIBSIKOTCS COr1acoBaHHbIMMN)

B YcnoBHasa pekoMeHzauus (He BCe paccMaTpuBaeMble KpuTepun 3pdeKTUBHOCTU (MCXO0Abl) SIBASIOTCS BaXXHbIMU,
He BCe WCCNefoBaHWs WMMEKT BbICOKOE WU YyAOBNETBOPUTENIbHOE MeTOAO/I0rMYecKoe KayecTBO W/Mam ux
BbIBOAbI MO MHTEPECYIOLNM UCXOAaM He SIBASIOTCS COrlaCoBaHHbIMM)

C Cnabas pekomeHaaums (OTCYyTCTBME AOKa3aTeNbCTB Haanexalero kayecrtsa (Bce paccMaTpyMBaeMble KpUTepum

3Cb¢JeKTVIBHOCTVI (VICXO,D,bI) ABNAKTCA HEBaAXHbIMKU, BCE WCCNeAOoBaHMA WMEKT HU3KOE METOoA0/1I0rn4yecKoe
KayecTBO U UX BblBOAbl MO MHTEPECYHOLWMM UCXO4aM He ABNIAKOTCA COI'ﬂaCOBaHHbIMVI)

Iopsinoxk 00HOBJIEHUS KIMHUYECKUX PEKOMEeHIAIUIA.




MexaHu3m OOHOBIIGHHUS KIMHMYECKUX PEKOMEHJAIMN TpelycMaTpuBaeT WX CHCTEMaTHYECKYIO
aKTyaJlu3alfio0 — He peXe 4YeM OJWH pa3 B TPHU TOjAa, a TAK)KE MPHU TOSIBICHHH HOBBIX JAaHHBIX C
MO3WIIMU  JI0Ka3aTeIbHON MEIUIIMHBI TI0 BOMPOCAM JMATHOCTHKHW, JICUCHUs, NPODUIAKTUKA U
peaduIuTaly KOHKPETHBIX 3a00JIeBaHUM, HAJTUINH 000CHOBAHHBIX JIOTIOTHCHUI/3aMeUaHU K paHee

yTrBep)kaA€HHBIM KP, HO He vame 1 pasa B 6 mecsiies.



IIpunoxkenune A3. CnpaBo4yHbIe MaTEPHAJIbI,
BKJIIOYasl COOTBETCTBHE NOKA3AHUI K IPUMEHEHUIO H
MPOTUBOIOKA3AHUI, CIOCO00B MPUMEHEHHUA U 103
JIEKAPCTBEHHBIX MPENaparoB, MHCTPYKIIMH 110
MPUMEHECHHIO JIEKAPCTBEHHOIO Npenapara

1. [lpukaz MunuctepcTBa 3apaBooxpaHeHuss PO® "OO yrBepxaenun I[lopsigka okazaHus
MEIUIIMTHCKON MOMOIIY OOJIBHBIM C BPOXKJIECHHBIMU U (MJIM) HACIEACTBEHHBIMU 3a00JI€BaHUSIMU" OT
15 Hos16pst 2012 . N 917n).

2. Ilpuxaz MunznpaBa Poccun ot 09.11.2012 N 721 «OO6 ytBepxkaenun Cranmapra

CHEeUaTN3UPOBAHHON MEAUIIMHCKON MTOMOIIM AeTAM npu 0o1e3un Humanna-I1uka tuma Cy.

Tab6auna 1. PekoMeHa0BaHHBIE 103l MUIUVIYCTATA B 3aBUCMMOCTH OT IJIOILAAM
NMOBEPXHOCTH TeJjia

Mnowaab noBepxHocTn Tena (M2) PekoMeHaoBaHHasA fo3a
>1,25 200 Mr Tpu pasa B AeHb
>0,88-1,25 200 Mr aBa pa3a B AeHb
>0,73-0,88 100 mr Tpu pa3a B AeHb
>0,47-0,73 100 Mr aBa pasa B AeHb
<0,47 100 Mr oauH pas B AeHb

Tadoauua 2. CuMnroMaTuyeckoe JiedeHue pacCTPOiCcTB y 00JbHBIX € 00JI€3HBIO
Humanna-IIuka tun C

KnnHunuyeckmne cuMnTOMbI JleueHune

KaTtannekcus TpuUMKINYECKNE aHTUAEenpeccaHTbl nnu ctumynatopbl LLHC

AvcToHna n Tpemop XonnHonutuyeckme cpeacresa

[BuratenbHble HapyLleHns dunsmnotepanus

SnunenTuyecKue npucTynol AHTUKOHBY1bCAHTbI

HapyweHus cHa MenaToHVH unu cegaTuUBHbIE NpenapaTtbl nepes CHOM

HapyLweHus nutaHms 30HA0BOE NMUTaHWe, racTpoCcToMuUS

PecnnpaTopHble 0COXHEHUSA dusnoTepanusa ¢ bpoHxoannaTaTtopamm; aHTMBMOTMKOTEPaNuUs

CnoHoTeyveHue ATpONWH nepopanbHO, WHbekumn 60TynoTokcMHa A B
OKOMOYLUHYK  WAW  MOAYENIOCTHYIO  >Xenesy, T[MOCLMHOBbIE
NAacTblpy UK FANKONUPPOHUA BpoMna

KaTtaToHus SneKTpoLloKoBas Tepanus

Mcuxnyeckme HapyLleHus Banbnpoat HaTpus Ans nedeHus 6uUnonsipHbiX adp@eKkTUBHbIX
pacCTpOWCTB, CeNeKTUBHble WHrMbuTopbl o6paTHOro 3axsaTa
CEpOTOHMHA Npu Aenpeccusax



Owvapes

[OwveTta, nonepamug




Ipuaoxkenue b. AJropurMbl JeiicCTBUA Bpaya

MpuzHaku HINCy naymexHta

I

NabBopaTopHaa AMarHoCTMKa

Oudd. AW arHOCTHEA ©

ApYrHmK
zabonesaHuAMK

OuarHos
NOATEEDH OeHT

HmewTca
NOKAZAHWA K
CcrO?

HET MOHMTOpHHT
COCTOAHMA NaLMeHTa

Tepanun
s eHTHEHA?

CPL

PaccmoTpeHWA BOSMOMHOCTER
ApY WX METOA0E NedeH |A

CPII- cyOcTpar peaynupyromasi Teparms



Ipuwioxenue B. Unpopmanus 1/ manmeHTa

bone3ur Humanna-ITuka tuna C
Ipuuunel 6onesmu

bonesnp Humanna-Iluka tuna C (HII-C) penkoe, HacinenctBenHoe 3aboneBanue. [Ipu 3toit 601€e3HM
HapyLIaeTCsl MPOLECC paclpeesieHuss 0coO00ro BEIIECTBA- XOJIECTEpPUHA BHYTPH KIIETKH. XOJIECTEPUH
- 3TO CJIOXHO€ M Ba)KHOE BEIIECTBO, OTBETCTBEHHOE 3a BBHITIOJHEHUE IIMPOKOTO CHEKTpa (YHKIUN B
opranuzMe. W OoH oueHb BaXKHBIM U MPU 3TOM KpaiiHe koBapHbIi. OOMEH XO0JieCTepHUHA YpPE3BhIUANHO
CIIOXKEH - TOJBKO JJIA €ro CHUHTe3a HeoOXonuMo ocyiectBieHue okosno 100 mocienoBareabHBIX
peakuuii. [To Gonpleit YacTH, OH TPAHCMIOPTUPYETCS B KPOBU HE B UHMCTOM BHUJC, & B KOMIUIEKCHBIX
COCIMHEHUSAX, KOTOpble OBIBAIOT 2 BUJOB: JHUMONPOTeHHbl HU3KOM TuioTHOCTH (JIITHIT) wm
aunonpoTtenHsl Bbicokor miuotHoctu (JIIIBIT). Dtu coeauHeHuss B HENPaBUIBHOM COOTHOLLIEHUH,
TaK)K€ KaK U BBICOKHI OOUIMI YpOBEHb XOJIECTEpHHA, MOTYT IPHUBECTH K CEpPbE3HBIM CEpPACUHO-
COCYIUCTHIM 3a0omneBanusaM. O HAKO, XOJIECTEPUH SBISETCS KU3ZHEHHO HEOOXOTUMBIM BEIIECTBOM, T.K.
OH WIpaeT OYEHb BAXKHYIO POJib B MeTaboiu3Mme KieTok. OH sBiseTcs HEOOXOAUMBIM KOMIIOHEHTOM
BCEX KJIETOUYHBIX MEMOpaH U MPUHUMAET Yy4aCTHE B BHIPAOOTKE BCEX TOPMOHOB, BKJIIOUAsI TECTOCTEPOH,
acTporeH u KopTu3oid. OH Takke HEoOXOoauM JJisi MO3ra, M CHaOXKaeT TKaHU OpraHu3Ma
aHTHOKCUAAHTaMU. XoJeCTepuH, npuHocuMblii KpoBbio B Buae JIITHII, moctymaer BHYTph 0CcOOBIX
ny3bIpbKOB B KiieTke nocie coenunenust JINTHIT ¢ ero peuentopamu Ha mMemOpane, a 3arem JITTHII
MOCTYNAIOT B KJIETOYHbIE OpraHeiuibl- jgu3ocomsl. Ilocime storo JIIHII mepeBapusarorcs, B 31THX
PeaKIUAX MPUHUMAIOT y9acTHE HECKOJIBbKO (hepMEHTOB M OenkoB, B ToM uucie oeinku NPCI, NPC2, a
BBICBOOOAMBIIUICS XOJECTEpUH uepe3 MeMmOpaHy JIM30COM MOCTyHmaeT B HUTOIUIa3My. M3BecTHO
HECKOJIbKO PEAKUX HACJEICTBEHHbIX 3a00JIeBaHUIl, KOTOpbIE CBSI3aHbl C HapyUIEHUSIMU OOMeEHa
xonectepruHa. OHU U3 HUX CBSI3aHBI C HAPYIIEHUSMU €T0 METaboIM3Ma BHYTPH KJIETOYHBIX OpraHe
— JIM30COM: HEJIOCTaTOYHOCTh KUCION una3bl, 6onesns Humanna-Iluka tun C. Ipyrue 3a0oneBaHus
00yCIIOBJIEHBl HAapYILIEHUSIMU MPOIECa 3aXBaTa U LUPKYJIUPOBAHUS XOJIECTEPUHA B KPOBU- CEMENHas

TUIICPXOJICCTCPUHCMHU.

bonesnr Humanna-Iluka tuma C — oueHb penkoe 3aboieBaHne U BcTpedaeTcs ¢ yactotor 1:120 000

-1:150 000 >kxMBBIX HOBOPOKICHHBIX, CBA3aHHOE ¢ MyTauusamu B reHax NPCIl u NPC2.
Hacneoosanue

Hacnenyercst cunapom HII-C no ayrocomno- perieccuBHomMy THIy. bonbHON peOeHOK HacieayeT 1o
OJTHOMY HW3MEHEHHOMY TeHy (TeHy ¢ MyTalieil B CBOEH MOCIEIOBATEIbHOCTH) OT KaXJO0ro U3
ponuteneil. B cembsx, Te pOAUTENH SBISIOTCS HOCUTEISIMHU OOJIE3HU, PUCK POXKIEHHUS OOIBHOTO
pebenka cocraBisieT 25% Ha kaxayr OepeMeHHOCTh. [loaToMy eciaum B ceMbe poauiicss OOJbHOM

peOEHOK, 3TO HE 03HAYAET YTO BCE JETH OyayT OOIBHBI.
Knunuueckue nposignenus HII-C

HIT-C Moxer HaunmHaThCs B JIIOOOM Bo3pacTe. B 3aBUCMMOCTH OT BO3pacTa MOSIBICHHS MEPBBIX

CUMIITOMOB 3a00JIeBaHUSl PA3IUYAIOT HECKOJIBKO (opM: HeoHaTalbHas (MaHHdecTalus 10 Tpex



MeECSIIEB), paHHSIS MJIaJieHUYecKas (Tpy Mecslla — JBa rojia), MOo3IHss MlajieHYeckas (J1Ba — IIEeCTh JIET),

foHoIeckas (6—15 ner) u B3pocnas (crapiie 15 ner).

OCHOBHBIE CUMITTOMBI OOJIC3HU:

. 3aTsKHAs )KEJNTyXa B HEOHATAJIbHOM MEPUOJIE

. I'enatocnieHomeranust (yBeJIMUEHHE MEUYECHH) WM YMEpPEHHas CIUIEHOMeranus (yBeJInYeHue
CEJIC3CHKH )

. 3azepKKa MICUXUUECKOTO Pa3BUTHUS

. DKCTpanupamMuIHbIE HAPYLICHUS

. Araxcus

. Karannexkrudeckue npucTymbl

. BeprukanbHbIil HaAbsAACPHBIN ITApAIAY B30pa

Bo3pact nawana 3a0oneBaHus, TSDKECTb MPOSBICHUW M CKOPOCTh MPOTPECCHUPOBAHMS TaKKE

BapI/Ia6eJ'IBHLI U MOTYT OTIIMYATbCA Y Pa3HbIX MAIUCHTOB.

[Ipu nauanme 3a0oyieBaHUSI B paHHEM JIETCKOM BO3pacTe HaOMIOMAeTCs 3aeprKKa IMCUXO-MOTOPHOTO
pa3BUTHS, yBEIMUCHNUE NTeUeHU U cene3eHku. [Ipu Havane 3a0oneBanus B Oojiee Mo3HEM BO3pacTe Ha
MIEPBBIA TUTAH BBIXOIAT HEBPOJOTHYECKHE CHUMIITOMBI, TAKUE KaK HAPYIICHUs MOXOIKH, TIIOTaHUS, U
TOHYca MBI, Y OOJBIIMHCTBA MAIMEHTOB HAOIIONAIOTCS TAKKE KOTHUTHUBHbBIC HApYILIECHUS, B PAJC

CJIy4aeB MOTYT HAOIIOIaThCS ICUXUYECKUE HAPYIICHHUS.
Kak ycranaBimBaoT 1MarHo3

Bpauu Ha 0OCHOBaHUM KIMHUYECKUX CUMITOMOB MOTYT 3alI0JI03PUTH 00JIE3Hb. 3aTe€M MPOBOASTCS
nabopaTopHble TECThl W HHCTPYMEHTajbHOE HccienoBaHue. [lockonbKy pasHble OOJIe3HH OuY€Hb
NOXOXKH MO CBOMM KIMHUYECKUM MPOSBICHUSAM, HEOOXOJUMO MNOATBEPAUTH AUArHO3 C IOMOILBIO
naboparopubix MetonoB. lloarBepxknaromass auarHoctuka HII-C 3aknirodaercs B omnpeaesieHUd
KOHIICHTpAallUM OCOOBIX METa0OJUTOB B TMATHAX BBICYIICHHOW KpPOBM WM IUTa3ME€ KPOBH
(okcucteponbl, nauzochuHroMHEnnH-509). B panpHeitmem pexomenpayercs nposeaeHue JIHK

JTMArHOCTUKH (€CJTM METa0O0JIUThI ObLIN MOBBIIIIEHBI).
JleyeHnne, Ha0/II0IeHHE U TJIAHOBLIE 00CJIeIOBAHUS

B Hacrosiiee Bpemsi asig gaHHOro 3a0o0sieBaHMsI pa3padOTaHO JiedeHHe CcyOpaT-peaylupyroast
Tepanwsi, MO3BOJISAIONIAsS YMEHBIIUTh HEBPOJIOTHUECKUE TIPOSBICHUS U 3aMEUIUTh NMPOTPECCUPOBAHHE

3a00JIEBaHUA.

OTOT nperapar HE IMO3BOJISACT BbBIJICUUTD 60J'I€3HI>, HO MHOTI'MC IIPOSABJICHUA 3a00JIeBaHUs MOI'yT OBITH

3aMCIJICHBI U CMATYCHEI.



[Ipu mpumMeHeHnr 3TOTO Mpernapara HEOOXOANUMO COONIONATh JTUETY, YTOObI CHU3UTh PUCK HAPYIICHUN
CO CTOPOHBI JKEIYJIOYHO-KUILIEYHOrO TpakTa. B Tabnuie mnpuBeneHbl NPOAYKTHI, yHOTpeOIeHue

KOTOPBIX JOJIZKHO OBITH OTPaHHUYCHO.

['pynnbl MpPOAYKTOB, KOTOPHIE CIEAYEeT HCKIIOUNTH/OTPAaHUYUTH/IPUMEHAT, 0e3 OorpaHHuYeHuil B

ICPBBIC HCACIIN TCPAIINU

N3BErATb

OrPAHUYNTDb

BE3 OFPAHWUYEHWI

MyuHble u3aenans, Kpyrel

Xneb 6enblit, Bbine4yka, rneyeHbe

Xneb yepHbIN, MakapoHbl

Xnonbs Ansg 3aBTpaka ¢ MOJIOKOM

Xnonbs 6e3 Mmonoka, Kykypy3a

Puc, 6060oBble

MaHka

peuka

MsicHblie/pbibHbIE U3AENS, KUPbI

KonbacHble nagenus

Bce Buabl HaTypanbHOro mMsca, anua

Bce pactuTenbHble Xupbl

Bce BMAbI
MOpenpoayKThl,
macne

HaTypanbHOM pbibbl,
pblbHble KOHCepBbl B

Mosi04HblE MPOAYKTbI

MonoyHble MpoAyKTbl (MOSIOKO, TBOPOT, JTaKTO3bl

MorypT), KpoMe OTAesbHbIX COPTOB CbIPOB

Monoko ¢ coaepxaHuem
MeHee 90%

MpeccoBaHHbI Cbip

OBoLn/dpyKTbl

KanycTa, nyk, orypubl KapTodenb, cBekna Bce cBexue, 3aMOpOXEHHble OBOLUM
(kpome rnepevYncneHHblX B Apyrux
pasaenax)

HaTypanbHble pyKTOBbIE COKM, Mtope Hecnapkue dpyKTbl

JecepTtbl, HANUTKun

[ecepTbl, cnagoctu opexu Fnokosa, dpykTosa, mea

BapeHbe, cuponsl, cnagkve  COKW, TpaBsiHble 4au C [JIlOKO30M, OTBap

rasvpoBaHHble HaNUTKn LUINNOBHMKA

Habnooenue, nianosvie ob6cie0os8anus u mecmol

st Toro, 4ytoObl OLICHHBATh COCTOSHUE MalMeHTa, dPQPEeKT MpoBOAUMOIN (HEpMEHTHOU Teparuu,
dusznoTepanuu CymecTBYIOT pa3Iu4Hble TECThl W IMmKalbl. (OueHb BaXHO HE OTKA3bIBAThCS OT
NPOBEICHUS JTUX HCCIEAOBAaHUM, MOTOMY YTO OHHM IIOMOTAlOT BpauyaM OOBEKTUBHO OIIEHWUBAThH
COCTOSIHUE MallleHTa, 000CHOBaTh JICUEHHWE WJIM BBECTH M3MEHEHHS B MPOrpaMMbl peaOUIUTalluu U
abmnutanuu. B Tabnuie mnepeuncieHsl OCHOBHbIE wuccneaoBanus ana mnarueHtoB ¢ HIT-C u

MNEPpUOANIHOCTD UX ITPOBCACHUA.

[TeprnoauyHOCTH MOBTOPHBIX 00CIEAOBaHMI MaIUEHTOB ¢ Oone3npto Humanna -Iluka tuna C

MapameTpbl MepnoaMYHOCTb NMOBTOPHbIX 06cnefqoBaHnm

Oo6bwmne




MonHoe dumsmkanbHoe obcrnenoBaHMe, BKOYas M3MEpeHue pocTa, Beca, Kaxable 6 mec
OKPY>HOCTM roNI0BbI

HeBponornueckoe o6cnegosanne

OueHka no wkane nuBanngHoctn HIMC Kaxable 6 Mmec
Buaeosanmcb OCHOBHbIX ABUraTeNbHbIX QYHKLWN Kaxable 6-12 mec
Bnaeo—-33I MOHUTOPWMHI, MO BO3MOXHOCTU, AHEBHOIO MW HOYHOMO CHa Kaxable 6-12 mMec

Apyrue noka3arenmn

OueHka NcMXoHeBpPOJIOrMYecKoro cratyca Kaxable 6-12 mec
AyANOMETPUSA, CNTYXOBble BbI3BaHHbIE MOTEHUMAbI Kaxable 6-12 mec
3puTesnbHble Bbl3BaHHbIE MOTEHLUMANbI Kaxable 6-12 mec

BuHokynsipHaa anekTpookynorpadpusa  (perncrpaums  cakkaamdeckmx Kaxable 6-12 mec
OBVKEHWUN rnas)

Jla6opaTtopHbie noka3aTtenun

Bunoxmmnuecknii aHanus kposu (ACT, AJIT, kanbumn o6Lwmin) Kaxable 6-12 mec

O6wmnii aHann3 KpoBu Kaxable 12 mec

NccnepoBaHne akTUMBHOCTU hepMeHTa XMTOTPpMO3MAaasbl Ma3Mbl KPOBU Kaxxable 12 mec
(N0 BO3MOXHOCTK)

Y3U opraHoB 6ptOLLHON NOSIOCTU Kaxable 12 mec

MPT unun KT ronoBHoro mosra Kaxable 12 mec

MeIII/IKO-FeHeTI/I‘IeCKaSI KOHCYJ/IbTAallUust

CembsiM, B KOTOpBIX ecTh maruent ¢ HIT-C, ouenb Ba’)kHO OCETUTh Bpada reHeTrka. Jlevaiue
Bpaul HE BCErJa MMEIOT BO3MOXHOCTb MOTOBOPUTH C CEMBEHM M PACCKA3aTh O BCEX PHUCKAX U
BO3MOXKHOCTSIX, KOTOpPBIE MOXKET MPEIOCTaBUTh COBPEMEHHAs TEHeTHWYecKas ciyxOa. Y Bpaua
TeHETHUKAa MOXKHO y3HaTh O BO3MOXKHOM PHCKE POXKIEHHUSI OOJILHOTO PeOCHKA B IAHHOW CEMbE, IMPONTH
oOcremoBaHre POJICTBEHHUKAM, €CIM 3TO HeoOxoaumo. OOCymuTh BO3MOXHOCTH TpEHATAIbLHON U

HpeHMHHaHTaHHOHHOﬁ JUAardHOCTHUKU.

[IpenaranbHasi TuarHocTHKa NpoBoauTcs Ha 9-11 Hexensax 6epemeHHOCTH. B kieTkax, BbIAEIEHHBIX
13 BOPCHUH XOpHOHA, (TO, U3 YEro B MocheayomeM GopMUpyeTcs TIIalleHTa) ONMPEAeIsaioT aKTUBHOCTD
(depMeHTa, ¥ MPOBOAAT aHANU3 JUId BBIABICHHUS MyTauuid B reHe. Ha ocHOBaHWMM HPOBEAECHHOTO
aHajM3a JIeJaloT BBIBOA O TOM OoJjeH miuoj uiu 3A0poB. COBpEeMEHHbIE TEXHOJIOTMH IMO3BOJISIIOT
MIPOBOAUTH U MPEUMIUIAHTALIMOHHYIO IMarHOCTUKY: OIUIOJOTBOPEHHUE MTPOBOAUTCS B MPOOUPKE, 3aTeM
OTOMPAIOT TOJBKO T€ OTUIOAOTBOPEHHBIC YMOPUOHBI (HAa CTAINN HECKOJIBKUX OJaCTOMEPOB), B KOTOPBIX
HET CEMEHHOM MyTallud U MMEHHO MX HUMIUIAHUTUPYIOT (IOJCaXUBaKT) B opraHuzM Marepu. [Ipu

JTAHHOU MPOLEAYPE €CTh CBOU PUCKHU, KOTOPBIE MOXKET PA3bACHUTDH Bpau I'€HETHUK.
I'me B Poccuu 3aHUMAIOTCH IMATHOCTHKOM M JIeUeHHEM

B Hameil crpane ectb MHOTO LIEHTPOB, KOTOpbIe noMoratoT nanuentam ¢ HII-C u apyrumu penkumu
3a0oneBaHusIMU. B KaXaoM U3 PETMOHOB 3a OMNPEACICHHOW KIMHUKOM TakKe 3aKperieHbI

00s13aTeNbCTBA MO MPOBEACHHUIO (DEPMEHTHOI 3aMecTuTeNnbHON Tepanuu. HeoOxomumMo yTOYHHUTH Y



BalI€To Bpada-reHETUKa B pCruoOHC IMOCJIC YCTAHOBJICHHA AMAIHO3ad KyAdad BaM CJICAYCT O6paHIaTBCH 3a

TUTAHOBOM M 3@ DKCTPEHHOW MTOMOIILI0, €CITH OHA MTOHAT00UTCS.
Y3Harb 00JIbIIIE

B mupe ectb MHOro opraHu3aiii, KOTOpble MOTYT IIOMOYb BaM HAaWTHU OTBETHl HA JIOObBIE ApyTrue

BOIpOCHI, cBsizaHHbIX ¢ HII-C:

MexnyHapoaHbli TOpTall O peAKUuM 001e3HIM www.orpha.net

EBpomeiickass opranuzaius, OOBEAWHSIONIAS TAIMEHTOB C PAa3HBIMA PEAKMMH 3a00J€BaHUSIMU
EURORDIS www.eurordis.org

Oo0mecTBeHHble opranusanuu u ¢Gouasl Poccun

HII-C tuma BXoauT B mepedeHb op(aHHBIX 3a007eBaHUM, JIEUCHUE KOTOPHIX MPOBOIAUTCS 3a CUET
CPEICTB PErHOHANTBHBIX OFOKETOB, W MAIMEHTHI UMEIOT BO3MOXKHOCTH JeunThcsi B Poccun. Tlomoun
ManueHTaM TOJMyYHUTh JICYCHUE, MOBBICHTh MH(POPMHPOBAHHOCTH OOIIECTBA O PEAKUX OONE3HIX, a
Tak)ke JTOOMBAThCS MPOJBMIKEHUS 3aKOHOAATEIHLHBIX MHHUIIMATUB B 00JMIacTH OpdaHHBIX 3a00JIeBaHUN
MOTYT OOIIECTBEHHbIC OpraHu3alMi. B ceTM HMHTEpHET MOXKHO HaWTH HHGOPMAIMI0O O TaKHUX

HEKOMMEPYECKUX 00beIMHEHHUSX.
IHoMmomb ceMbH

Koneuno, MHOTOE 3aBUCUT OT Bpaua, CKOJILKO OH 3HAET MpO Bamie 3ab0ieBaHUe, KaK MPaBUILHO OH
Ha3HAYMJI JICUCHHUE M KaK XOPOIIO OH OOBSCHUII BaM MPHUHITUIIEI Tepanuu. Ho He 3a0bIBaiiTe - OT CeMbH
3aBUCUT YCTEX JICUEHUs HE B MEHbIEH creneHu. HyxHo coOmogaTh pekoMeHIaluy, HU TIPU KaKUX
YCIOBUSAX HE TEPATh HAACKAY M CaMOMy CTaTh OKCIIEPTOM B CBOeM 3a0oseBaHud. YwuTaiTe
JUTEpaTypy, OOIIaMTeCh C CEMbSIMH, HE CTCCHSIMTECh 3aJaBaTh BOMPOCHL. M make ecim BBl HE
nobenure O0JIe3Hb TMOJHOCTBbIO, M3MEHUTH JKU3Hb K JIY4IIEMY, CJAeJaTh POJHOIO BaM 4YeJIOBEKa

CUYACTJIMBBLIM B BalllMX cujax!

Jlns mrofeit ¢ msarkoit popmoit 3a0oeBaHNs HEOOXOAMMO HAYyYUTHCS ObITh HE3aBUCHUMBIMH OT CBOUX
cemeil. He naBaiite peOeHKy M MOAPOCTKY 3aMKHYThCS B ceOe. EMy HyXHBI Jpy3bs, OOllleHHE U

HaBBIKH CAMOCTOSITECIbHON KU3HHU.


http://www.orpha.net/
http://www.eurordis.org/

Ipuaoxkenue I'l-I'N. IlIkajabl OLleHKH, BONPOCHUKHU U
JApyrue OueHOYHbIC HHCTPYMEHTHI COCTOSIHUS
MANUCHTA, IPUBEJACHHbIC B KINHUYCCKUX
pPeKoOMEeHIalusX

IHpuioxkenue I'l. BoipaxkenHocTs kiauHn4Yeckux nposiiaenuii HII-C B paznom
BO3pacre

BospacTt ®dopmMa KnnHnyeckmne nposiBfieHus

< 3 MecC MNepuHaTanbHas
e HeMMMyHHas BoAsiHKa nnaoaa

e acuuT nnoaa

e renaTtocrnfieHoMeranus naoaa

e BHYTPUMEUEHOUHbI X0fecTas

e renaTtocrnjieHoMeranms

e MbllLEYHAs FMMNOTOHMSA

e 3ajepiKKa MCUXOMOTOPHOIO PasBUTUSA

e VHPUALTPATbI B JIErKUX

OT 3 MecsaueB ao 2 PaHHASa MnageH4yeckas
ner e renaTtocnjeHoMeranus

e 3aJepXKKa NCMXOMOTOPHOro pa3BuUTUS
e MbllWeYHas r’MNOTOHMS

e MpOrpeccupyrome MO3e4yKoBble pacCTponcTBa (aTakcms)

e OynbbapHbli K nceBpobynbbapHbI  cMHAPOMbI  (AM3apTpus,

ancdarus)

OT 2 no 6 net Mo3aHas MnageHyeckas
e remnaTtocnsieHoMeranums
e yTpaTa paHee NpuMobpeTeHHbIX NMCUXOMOTOPHbIX HaBbIKOB
e MblEYHAs TMMNOTOHMUS
e Mporpeccupyrolime Mo3XeuykoBble paccTpoiicTBa (aTakcms)
e OynbbapHbim n nceBpobynbbapHbIM  CMHAPOMbLI  (AM3apTpus,
avcdarms)
e 3NMIenTUYecKne NpucTynobl
e BepTMKanbHbIM Napanuy B3opa (y AeTen ctapwe 3 neT)
OT 6 po 15 lOHoweckas (knaccmnyeckas)

e remnaTtocnsieHoMeranums

e yTpaTa paHee NpuobpeTeHHbIX HaBbIKOB

e MpOrpeccupyrome MO3Xe4yKoBble pacCTponcTBa (aTtakcms)

e OynbbapHbli K nceBpobynbbapHbI  cMHAPOMbI  (An3apTpus,
ancdarus)

e SNMNenTnyecKkne NpucTtynbl




e SKCTpanupamuiHble  HapylweHuss  (TMNEepKUHEe3bl,  MbllleYyHble
ANCTOHUKN, BpaanKnHesuns)
e BEpTMKabHbIM HaabAAEPHbIV Napanvy B3opa

e [eflacTtnyeckada Katansiekcmsa

Crapwe 15 net B3pocnas
e CrsieHoMeranusi/renatocrnsieHomeranus

e yTpaTa paHee NpMobpeTeHHbIX HaBbIKOB

e KOMHUTMBHbIE HapyLUEHUS

e [cuxuaTpuyeckme CUMNTOMbI (ncuxossbl, aenpeccun,
wmnsodpeHonoaobHbie COCTOAHUSA)

e rporpeccupytouime MO3X€eYKOoBble paccTpoincTBa (aTakcus,
An3apTtpus, ancdarus)

e 3MNUIENTUYECKNE MPUCTYMbI

e 3JKCTpanuMpaMuiHble  HapyLlleHus (rMnepkuHesbl,  MblleYHble
AVNCTOHUK)

e BEpTMKa/bHbIN HaabAAEPHbIA Napanuy B3opa

e [efactnyeckada Katanjiekcmsa

Ipuioxkenue I'2. Uunexc BepossTHocTu auardoza HII-C y nereit 10 4 ser

Haspanue na pycckom si3bike: Mnaexe BepositHoctu auarnosza HII-C y gereit no 4 et
OpurunansHoe Ha3BaHue (eciu ecTh): The NPC-suspicion index in patients aged <4 years.

Ncrounuk (odunmanbHbiil callT pa3paboTunKoB, myOnukamus ¢ Banuaamnueil): Pineda, M., Mengel, E.,
Jahnova, H. et al. A Suspicion Index to aid screening of early-onset Niemann-Pick disease Type C
(NP-C). BMC Pediatr 16, 107 (2016) doi:10.1186/s12887-016-0641-7

Tun (mog4epKHyTH):

e JIIKAJId OIICHKH

e WHJIEKC
e BOIIPOCHUK

e JIpyroe

Haznauenne: kiauMHUYECKash JUArHOCTUKA — OIlleHKa BeposTHocTu auarHo3a HII-C y mnamueHToB
mitajie 4 JeT.

Conepxanue (mabiaoH): KaxAoMy M3 cUMNOTOMOB, xapakrtepHbix g HII-C mnpucBamBaercs

OHpCI[@HeHHBIﬁ 0aj1 B 3aBUCUMOCTH OT 3HAYMMOCTH 3TOI0 CUMIITOMA B JUAardoCTHUKE 3a00JIcBaHMS.

Kittou (uHTEpIpeTanus): npu cymme 0amuioB 0osiee 6 BEpOSITHOCTH JUAarHO3a CYUTAETCS BBICOKOM
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Pucynok 1. Unekc BepositHoctu quarno3a HII-C y nereit no 4 ner

HpI/IMe‘laHI/IGZ CuMOTOMBI aTakcus | YMCTBCHHAsA OTCTAJIOCTb ABJAIOTCA AOOIIOJIHHUTCIIBHBIMU M

YUYUTBIBAIOTCA  TOJBKO IIPHM HAJIWYHMM OCHOBHBIX CHMIITOMOB (I‘eJ'IaCTI/I‘-IeCKaﬂ KaTarJICKCH:,

BepTHKaHBHBIfI HaI[’b}II[epHHf/i mapajinv B30pa, CHHCHOMCF&HI/I}I)

Ipuioxkenue I'3. Unaexce BepossitTHocTu nuarnoza HII-C y nereii crapiue 4 jer

HasBanue Ha pycckom sizbike: Unaeke BepossiTHocTu quarno3a HII-C y nanuenToB crapiue 4 jet
OpurunansHoe Ha3zBanue (eciu ecth): The NPC-suspicion index.

Ncrounuk (odummanbuplii calT pazpaboTunkoB, myOnukamus ¢ Banumanueit): Wijburg FA, Sedel F,
Pineda M, Hendriksz CJ, Fahey M, Walterfang M, et al. Development of a suspicion index to aid
diagnosis of Niemann-Pick disease type C. Neurology. 2012;78:1560-7.

Tun (Moq4epKHYTh):

e IIIKAJa OIICHKU
e HHJIEKC
e BONPOCHUK

e JIpyroe

Haznauenue: KiIMHUYECKas AWAarHoCTUKa — OLCHKAa BCPOATHOCTH AMWAIrHO3a HII-C Y HNamueHTOB

crapuie 4 Jer.

Conepxxanme (malNoOH): KaXIOMy H3 CHUMITOMOB, XapaktepHolx misg HII-C mnpucBamBaetcs

OHpeI[e.TIeHHHﬁ 0aJI B 3aBUCUMOCTH OT 3HAYMMOCTH PTOT'0 CUMIITOMA B JUArHOCTHKE 3a00s1eBaHus.
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Pucynok 2. Muaexkc BepostHoctr quarno3a HII-C y nmanuenToB crapue 4 et

Ipuioxkenue I'4. CtangapTHBIA BUAEO0 MPOTOKOJ JIS1 KINHUYECKON OLEHKH
ABUTATEJbHBIX PYHKIUN

Ha3Banue Ha pycckoM si3blke: BH1€0-IPOTOKOJI OLleHKH ABHraTeabHbIX (pyHkumii npu HII-C



OpurunansHoe Ha3BaHue (ecau ecTh): Standard video protocol for clinical assessment

Hcrounuk (opuuumanbHbli calT pa3zpaboTuuMkoB, myOnukanus c Banupganuei): James E. Wraith,
Matthias R. Baumgartner, et al. Recommendations on the diagnosis and management of Niemann-
Pick disease type C, Molecular Genetics and Metabolism, 2009,Volume 98, Pages 152-165,Tun
(MOAYEepKHYTH):

e IIIKaJIa OLICHKHU
e HHIEKC
e BOIIPOCHUK

e Ipyroe (BUAEO MPOTOKOJ /IS OIIEHKH JBUTATCIBbHBIX (YYHKITH)

Hasznauenue: kIMHMYECKasi IMArHOCTHKA — OIIEHKA JIBUTATENbHBIX (DYHKIHMI 0 Tepanuu v Ha (oHe

JICUCHUS
Coneprxanue (m1aba0H): BUAEO pErUCTpaIis OCHOBHBIX CUMIITOMOB, XapakTepHbIx ajs HII-C.

Kirou (waTepmperariys): momMoraeT 3adHWKCHPOBaTh OCHOBHBIC KiaumHWYeckue mpossieHus HII-C u

OLCHUTHb JUHAMUKY HUX W3MEHEHUN Ha (1)0H€ JICUCHUA

Bujieo mporokoJ

1. Peun (30-45 ¢)
o Ilpomsnecure dpa3y, Hanpumep, «[IpuBeT, ceronus dynaecHsblil 1eHbY» (3 pasa)

2. JIBmKeHUs pyK

o Cxumanue u pazxumanue kucrent (5-10 pa3 kaxmaon)
e [IporuBonocTaBieHus OONBIIOTO NAJIbLIA TOOYEPETHO C KaXK/IbIM MaJIbLIEM

e [lanbrieHocoBas mpoba ¢ OTKPHITEIME T1a3amu (5—10 pa3 ¢ Kak10i CTOPOHHI)

3. Crosguue u xogp0a 00CHUKOM

Crostaue: crombl BMecTe (15 ¢)

Crostnue: cronbl ofHa 3a ipyroit (15 ¢)

Xoawsba + HopMaibHBIN TTOTyo00poT (15 ¢)

Tangemuas xoar0a (cTombl oHa 3a apyroi) (15 ¢)
4. I[Tucwemo/prcoBanue (JOMUHAHTHAS PyKa)

e Hamummre ¢paszy, Hanpumep «CeromgHsi dynecHbId AeHBY». [l ManeHbKUX JAeTei: caenanTe
PUCYHOK WUJIU CIIUPAJIb

o CxonmpyiTe CTpaHuLly

5. JIBm>KeHus 1ma3



o Camonpou3BOJIbHBIEC IBUKEHUS IJ1a3: BBEPX, BHU3, BIIPABO, BIEBO (J1BA LIMKJIA)

o CrexeHue riazamu (3a HaJ'IBIleM)Z BBCPX, BHHU3, BIIPABO, BJICBO (I[Ba pa3a, OIICHKa CKOpOCTPI)

[Ipumeuanue: [TanpeHTH MJIaJIEHUYECKOTO BO3pacTa ¢ HEOONBIIONH BEPOSATHOCTHIO CMOTYT BBITIOJHUTH

HCKOTOPBIC TCCTbI, YIIOMSHYTHIC BbIIIC, BUACO3AIINCH NOJIKHA IMPOBOAUTC C COINIACUA POAUTCIIA WUIIN

OIICKYHAa Yy MaOUCHTOB JACTCKOI'O BO3paCTa HWJIM C COITIaCHA ITallMCHTA, CCIIN OH/OHA SIBJISIETCS

B3POCIBIM.

Hpunoxenue I'S. Kiimauyeckue uccjie1oBaHus ¢ IPUMEHEHUEM MULITYCTATA
npu 0osiesnn Humanna-Iluka, Tuna C

BpOCNbIX U pfeTen C
6one3Hbt0 HwumaHHa-
Muka Tnna 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
[10,11]

B3POC/bIX "
noapOCTKOB (20
nauneHToB nonyyanu
neyeHne npenapaTom
Murnycrar, 9-
HaxoAnInCb Ha
CTaHpapTHOM

Tepanuu).29

B3pOC/AbIX  60MbHbIX,
n3 KOTOPbIX 20

nonyvyanu B TeyeHue
12 Mecsaues muraycrat
B pose 200 mr Tpum

paza B JAeHb, a 9
yenosek nony4anu
CTaHOapTHYO
Tepanuio. B
cnepywowue 12
MecsiueB Bce 60/bHble
npuHUManu
Muraycrar.

et B Bo3pacTe 4-11
ner, npenapart
npUMeHsnIn B  [03€,

paccyMTaHHOM UCXOoAs

n3 niaowaam
NMOBEPXHOCTU Tena.
MauneHTsl,
3aBepLlunBLIMe 12
MECSYHY0 daszy
nccnenoBaHus,

NpoOAO/HKUAN Tepanuto
M CMOIMNM MpoAOSIXKUTb
yyacTtue B crneaytouem
12 MeCs4YHOM
OTKpPbITOM,
HEKOHTPOSIMPYEMOM
3Tarne uccnenoBaHus.
12 MecsiyHoe,
OTKpbITOE,
HecpaBHuTenbHoe, II
dasbl  mnccneposaHune
npUMeHeHns
npenapata 3aBecka®
y AeTen B Bo3pacTte 4-
12 ner 6b1n10
npoBeaeHo
napannenbHo C
paHAOMU3NPOBAHHbBIM
nccnenoBaHmem y
B3pPOC/IbIX MNaLMEHTOB.
[MaumeHTbl, TaK Xe Kak
n B nepBoM
nccnenoBaHun,
NpoOAO/HKUAN Tepanuio

METOAO0B. BTopuyHbie
KOHe4YHble Touku: HSEM-b
(nepBnYyHas
MaKCuMMalnbHas  CKOPOCTb
OCHOBHOW
rnocrenoBaTelbHOCTH
HSEM- HaKJIOH
aMnnuTyabl), rnotaHue,
crnocobHoCTb K
nepeaBuXXeHuro ]

HeNpopU3NoNornyecKuni
cTaTyc

coxpaHsncs Ha
NPOTSXEHUU Tepanuum
24 mecsiua.
ONvTenbHbIN  Npuem
MurnycraTa
obecneunBaeTt
TepaneBTUYECKYIO
nonb3y, yTo
noATBEpPXAaeTcs
ctrabunmnsaunen
OCHOBHbIX
napamMeTpoB
nporpeccnpoBaHuns
HEBPONOrNMYECKUX
nposiBNeHnmn
3aboneBaHus y
60NbLWMHCTBA
naymeHToB.

HasBaHue nccnenoBaHus [Ou3aiiH nccnenoBaHus Kputepumn OLLeHKM 3aknoveHne YpoBeHb
1 aBTOpbI (Nyb6amMkaunn) 3 PEKTUBHOCTHU [oKa3aTeNbHOCTH
(6e3onacHoCTH)
KnuHunueckoe 12 MecsyHoe [MepBuyHas KoHeyHas MonoXuTenbHbI B2
uccneagosaHue paHAOMU3MPOBAHHOE, Touka 3(hdEKTUBHOCTU - apdekT murnycrata
0GT918-007: KOHTpONMpyeMmoe nmK CKOpOCTH Ha HeBpoJsiornyeckne
PaHaomMusnpoBaHHoOE, nccnegoBaHme rOpU30OHTaNbHbIX nposiBneHns 6onesHu
KOHTpoOnupyemoe 3 PeKTUBHOCTHU " cakaamM4vyeckmx ABUXKEHUN HumaHHa-Muka TuNa
nccnepoBaHue no nepeHoCMMOoCTH rnas, HSEM-(alpha), y B3pOC/bIX/
NnpUMeHeHUIo npenapata 3aBecka® oueHMBanacb C MOMOLLbIO NOApPOCTKOB M AeTen
Muranycrarta ) (muronycrat) y 29 KOMMbIOTEPU3NPOBAHHbIX 6bln1  CcTabunbHbIM  1©




B 12 MEecCsiuHOM
OTKpbITON haze.

MynbTULeHTpoBOE
Ha6nogartenbHoe
peTpocrneKTuBHOE
KOroptHoe
nccnepoBaHue
NnpUMeHeHus
Muraycrara Yy
naLuueHToB c
6one3nbro HM-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.
ﬁgPQNov;98(3):243-9

PeTpocnekTusHoe,
HabnogatenbHoe
KOroptHoe
nccnenosaHve y 66
nauMeHTOoB,
NnosyyaBLUUX JieyeHue
npenapaTom
3aBecka® (Muraycrar)
BHe KIMHUYECKNX
nccneaoBaHnin B
cpeaHeM B TeyeHue
1,5 net. YuyactBoBanu
2 3KCMEPTHbIX
LLeHTpOB,
nposoaunach
naumMeHToB,
HabnogaBLwnxcs B
2003-2008 rr. OueHka
3(pheKTUBHOCTHU
npenapata 3aBecka®
nposoauaach no
WKane WHBAIMAHOCTU
HM-C

oueHKa

OueHka 3pdEeKTUBHOCTHU
npenapata 3aBecka®
(MurnycraTt) nposogunach
no LwKasne WHBaIWAHOCTU

HM-C, n3MepeHus
npoBOAUSINCH rno 4
KS1t04YeBbIM KpUTEpUSM
HEBPOJIOrMYECKOro
yxyaweHusa npu  HMO-C:
CnocobHOCTb K
CaMOCTOSATE/IbHOMY
nepeaBuXeHuto,
MaHUMysaummn pykamu

(avcTtoHuns/ancmeTtpus),
pedb ¥ rnotaHue. OueHka
npoussoamMnacb  TPUXKAbI
(Ha MOMEHT nOoCTaHOBKM
AnarHosa, Ha  MOMeHT
Havana NleyeHus,
nocnegHnin ocMoTp)

Ctabunusauums C3

HEBPONOrNYECKUX
nposiBNeHnn
3aboneBaHus
ABNSAETCS Hauaydlen
LOCTUXMMOM
TepaneBTUYeCcKomn
LUenb y naunmeHToB C
HMN-C, MMeRLWNX
HeBponornyeckune
NposiBNeHns,
oTpaxkawoLime
HeobpaTuMyto
rméenb/nospexaeHune
HEMPOHOB.
HacToswee
nccnepoBaHune
OEMOHCTpUpye,  4To
Murnycrat MOXeT
cTabununsmposaTb
HeBponornyeckne
NposiBNEHUS
3abonesaHus y
60MbLWMHCTBA
NnawuMeHToB, B
YacTHOCTU y
B3POC/bIX "
noapocTkoB. Bospact
Ha MOMEHT
ANArHOCTUKM
OKa3blBan BAUdAHMe
Ha OTBET Ha NleyeHue,
a KNUHU4Yeckas
nonb3a (T.e.
3amejsieHne
NporpeccMpoBaHus
3aboneBaHus)
Habnwoganacb wn y
naumMeHToOB  paHHero
BO3pacTa.

IHpuaoxenue I'6. I'pynnbl NpoayKTOB, KOTOPBIE CJIeAyeT HCKIKYUTD/
OrPAHMYUTHL/IIPUMEHSATH 0e3 OrPAHNYeHUI B NePBbIe HeAeJd TePanumn

npenapaTroM MHUIJIYCTAT

N3BErATb

OrPAHNYNTDb

BE3 OFPAHUYEHUIA

MyyYHble n3aenusi, Kpyrol

Xneb 6enblit, Bbine4yka, neyeHbe

Xneb yepHbIii, MakapoHbl

Xnonbs ANns 3aBTpaka C MOJIOKOM

Xnonbs 6e3 MosioKa, KyKypysa

Puc, 6060Bble

MaHka

peuka

MsiCHbIE€/PbIGHBIE U3AENNUS, XUPbI

KonbacHble nsaenus

Bce BuAbl HaTypanbHOro Msaca, siua

Bce pactuTenbHble Xupbl

Bce BUAbI HaTypanbHOM pbibbl,
MOpenpoAyKTbl, pblbHble KOHCEPBbl B
macne

Mosio4yHble NpoAyKTbl




MonoyHble npoaykTbl (MOMOKO, TBOPOT,

Monoko ¢ coaep>xxaHuem NaKTO3bl

MpeccoBaHHbIN Cbip

Morypt), KpOMe OTAeNbHbIX COPTOB MeHee 90%

CblpoB

OBowmn/dpyKTsl

KanycTta, nyk, orypubl KapTodenb, cBekna Bce cBexue, 3aMOpOXEHHble oBOLUU
(KpoMe  nepeymcneHHbiX B APYrux
pasgenax)

HaTypanbHble hpyKTOBbIE COKM, Mtope Hecnapkue dpyKTbl

JecepTtbl, HAaNUTKN

[ecepTbl, cnagoctn opexu nokosa, dpykTo3a, mes

BapeHbe, cuponbl, Ccrnagkue  COKM, TpaBsiHble 4Yau C [JIlOKO30M, oOTBap

ra3svpoBaHHble HaNUTKN LINNOBHUKA

IHpuioxkenue I'7. [lepuoau4HOCTH MOBTOPHBIX 00C/I€I0BAHUI MAIIUEHTOB €
0osie3Hbr0 Humanna -Iluka tuna C

MapameTpbl

MepuoaNYHOCTb MOBTOPHbIX o6cnepgoBaHum

Oo6wyne

MonHoe dusmkanbHoe obcrnenoBaHMe, BKOYas M3MepeHue pocTa, Beca,

OKPY>XHOCTW FOJIOBbI

Kaxable 6 mec

HeBposiornyeckoe ob6cnegoBaHne

OueHka no wkane nHeBanunaHoctn HMC

Kaxxable 6 mec

Buaeosanncb OCHOBHbIX ABUraTeNbHbIX Q)YHKLlMVI

Kaxable 6-12 mMec

Buaeo-23I MOHUTOPWHI, MO BO3MOXHOCTWN, AHEBHOIO NN HOYHOIO CHa

Kaxable 6-12 mMec

Apyrmne nokasarenun

OueHKa NCUXOHEBPOJSIOrMYECKOro cTaTyca

Kaxable 6-12 mec

AyZMOMETPUS, CITYXOBbIE BbI3BAHHbIE NMOTEHLMANbI

Kaxable 6-12 mec

3puTenbHble Bbl3BaHHbIE MOTEHUMANbI

Kaxable 6-12 mec

BuHokynsapHas
OBVKEHUI rnas)

aneKkTpookynorpadus

(peructpauums

CaKKagn4deckunx

Kaxable 6-12 mec

Jla6oparopHbie noka3aTtenun

Broxnmnueckuii ananus kposu (ACT, AJIT, Kanbumn obwmnii )

Kaxxable 6-12 mMec

O6wuii aHanM3 KpoBMu

Kaxable 12 mMec

WccnepoBaHne Nu30CUHroOMUEnmHa
X0fiecTaH Tpuona B NaasMme KpoBu

509

B NATHaX KpoBu n/mnn

Kaxable 12 mec

Y3W opraHoB 6ptOLIHON NONOCTU

Kaxable 12 mec

MPT nnun KT ronoBHoro mosra

Kaxable 12 mec




Hpunoxenue I'8. [IpaBuiia 3a00pa OMomarepuasia AJis NpoBeIeHUS
AMATHOCTUKY B MATHAX BHICYLIEHHON KPOBH

KpoBb cobupaeTcsi Ha CTaHAapTHYH KapTouKy-@QuibTp
( N2 903), koTopas npuMeHsieTca ANs CKPUHMHra -
HOBOPOXAEHHbIX B Poccuiickon depepaunu nm
QHaNOrM4YHYy ANa NOSYyYEHUs CyXOoro naTHa Kposu. KpoBb
MOXET 6bITb, Kak KanunnsipHasa (M3 nanbua, NSATKU), Tak U
BeHO3Has. BeHo3Has KpoBb cobupaetcs B Npobupky,
AKKypaTHO nepeMelInBaeTca U 3aTeM 6bICTpO C noMouwbro THa pirmms, i eI e b T VST e
MUNETKMN HAHOCUTCHA Ha CbVIJ'Ipr no 25-50 mkn KpOBU Ha Kanam ZensHeE NoAHGC TR NPoNHTaTs Kpymce ¢ obpatHol cTopors
Kaxayl BblaeneHHyto obnactb. Heobxogmmo xopowo He kacaimecs oBARCTH, MRONHTAHHOR KPOBRID
nponuTatbh BblAeNeHHyl0 o6nactb Ha dunbTpe (puc. 1).
MpeanoytuTenbHo cobupatb o6pasubl nocne enbl yepes 40
MUHYT - 1 yac. BO3MOXHO TakXe OCyLLecTBUTb 3ab6op KpoBU
M HaToLlaK.
Ha kapTouke-unbTpe 06513aTe€NbHO AOMKHbI OblTb YETKO
ykasaHbl ®NO, keM u OTKyaa HanpasaeH NauueHT, AaTta
poXAeHus n TenedoH nevauiero spava (pMCyHOK 2). .
Obpaseu cyxoro naTHa KpOBM BKNAAbIBAETCA B YMCTBIM | ppcypok 1. O6pasel, NpPaBWUALHOTO HAHECEHWS KPOBM  Ha
KoHBepT, n6o B UWCTbIN daiin. Kaprouka-punbTp HE | wapTouky-dbunbTp
,u,gn)KHa conpukacatbcs C rp;|3|4017(15 NMOBEPXHOCTbID U C - S
obpasuamu apyrmx nauymeHtoB. HeobxoaMMo MpuNoXnTb K -, - - - -
obpasuam MHGPOPMUPOBAHHbIE COrNacus naumMeHTa WUan ero 4 \1‘ ;( \‘ f ‘1 ,’ \1 f \1
3aKOHHbIX MpeACTaBUTeNelr Ha npoBeaeHWe nabopaTopHbIX i ]\ I\ I\ I\ I
“ccneaoBaHuii Mo Nl NS NS N__/
803 U 202310 00000ZCHWO01
XpanuTe npH +2 - +25 C*
u] 6 0010608
D NasnenTa
Lata posgErnt 0372 BIATHR KDOBEM Man
SHO Bpaia
Ay [ Fopoa | Aape:
E-mail Bpdeaa
TeaedoH npada
Tecr
[Jwatpu [ Jnowne [ Jrewe [ Jmncy [ Juse-cra [JuysecLs
] cemennst cupmmmme. MyTaumnm
’ PucyHok 2.
O6pasel kapTo4ykn-bunbTpa
A.JII‘OpI/ITM JAedcTBUI MeIUIIHHCKOI0 NnepcoHaJia 1Mpu B3ATHU oﬁpasum; KpoBH
e BBIMBITb PYKH (TUTUEHUYECKUN YPOBEHbB), HA/IETh NI€PUATKH;
e BBIMBITH PYKH MaleHTa (MIaTKy peOdeHkKa, B ciiydae, eCiu KpoBb OepeTcs U3 MATKH);
e TIPOTEPETh OONACTh MPOKAIBIBAHUS CTEPWIbHON candeTkoir, cmoueHHoit 70% cmupToMm,
ITPOMOKHYTb cyx0171 CTepI/IJIBHOf/'I CaJI(I)eTKOf/'I; - IHOPOKOJOTH CTCPUIBHBIM  OJHOPA30BbIM
CKapu(pUKaTOpOM;

e CHATDH MNCPBYIO KAILIIO KPOBH CTCPUIIBHBIM CYXHUM TaMIIOHOM;

e MTI'KO HAJJTABUTH IAJIA IMOJTYYCHHA BTOpOﬁ KaIlJIh KPOBH,

e TIPWIOXKUTH NEPIEHAUKYIISIPHO TECT-OJaHK K Karjie KpOBU U MPONUTATh €r0 KPOBbIO HACKBO3b;

e AHAJOTMYHBIM OOpa30M HAHECTH Ha TEeCT-ONaHK 6-8 Kameiab, BHJ MATEH KPOBH JOJKEH OBITh

OJIMHAKOBBIM C 00EMX CTOPOH.

¢ BLICYHIHNTH TECT-OJIaHK B TOPHU30HTAJIbBHOM ITOJIO)KCHUM Ha YHUCTOM O6€3)I(I/IpeHHOI>'I MMOBCPXHOCTHU HC

MeHee 4 4 6e3 TpUMEHEHHS TeIIOBO 00padOTKY U MOMAaIaHus MPSMBIX COJIHEUHBIX JIy4el;



e YIIAKOBATb TECT-OJIJAaHKM B YHUCTBIN KOHBEPT TaKHUM 06p3,30M, yTOOBI IIATHA KpOBH HE

COTIPUKACAJIHCh.
Ocob0ennocTu npy HH(QY3UOHHOM Tepanun

Hekotopble manueHTsl MOTYT MOJIy4aTh WH(Y3UOHHYIO TEpaIlvio, MepeuBaHue KOMIIOHEHTOB KPOBH,
YTO MOXKET OKa3aTh BIIMSHUE Ha Pe3yJbTaThl TeCTOB. Hampumep, npu nepenvBaHuM IUIa3Mbl KPOBU
MOTYT OBITh TOJYYCHBI JIOKHO-OTPHIIATEIBHBIC PE3YJbTaThl, TaK Kak oOlpeaenseMble (epMEeHTHI
HaXOJATCA B IUIa3MeE U B KJIETKaX KPOBU. PekoMeHyeTcs oCcyecTBUTh 3a00p KPOBU AJi1 (PEpMEHTHOM
n JIHK-nunarnoctuku He 9 panee yeM yepe3 6-7 AHEN MOCIE MepeauBaHus IU1a3Mbl KPOBU U 4Yepes3 7-

10 nHeli nocine nepeauBaHusl KOMIIOHEHTOB KPOBU
He nonyckaercs 3a00p kpoBu

e Cpazy MocJje MPOBEACHUS MAMEHTY HH(PY3UOHHOW TEpaIuy;

e Cpasy MOCJE 3aMEHHOTO MEePEINBaHUSI KPOBHU.
XpaHeHHe M TPAHCIOPTHPOBKA OUoMaTepuaJia

OOpa3ipl BHICYIICHHBIX MATEH KPOBU MOYKHO XpPaHUTh B OOBIYHON Kamepe XonoauibHUKa mpu +40C
1o ornpaBku. Cpok XpaHEHUs! JO MOMEHTa OTIPABKU HE JOJDKEH MpeBbIaTh 7 qHed. Ecnu XxpaHuTh
JONbIIe U Tpu OoJiee BBICOKOW TeMIEeparype, TO aKTUBHOCTh (EpMEHTa Jake B HOPME MOXKET

CHWIKATLCA, UTO IPUBCACT K JIOKHO-IIOJIOKUTCIIbHBIM PE3yJibTaTaMa



