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Cnmcok cokpameHui
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TepMuHbI U onpeaeIeHUs
CyoOcTpar - penyuupymomasi Tepanusi - I[I0XW3HEHHOE BBEJCHUE IIpernapara,
BIUAOMICTO Ha MEeTa00IM3M HAKaIIMBAEMBIX Cy6CTpaTOB, Y NaMCHTOB C HAPYIHICHHUCM obMeHa
BCIICCTB.
JInzocomHble 00/Ie3HM HAKOIUIEHHUSI — TpyNIa HACIEACTBEHHbIX MOHOI'€HHBIX

3a00JIeBaHUH, CBS3aHHBIX C HAPYIIEHUEM (PYHKIIMH JTU30COM



1. KpaTkas nagopmManus mo 3a00J1eBAHNI0 UM COCTOSTHHUIO (rpynme

3a00J1eBaHUIl UM COCTOSIHUIA)

1.1 Onpeaejenue 3a00JeBaHNA HWJIH COCTOAHUA (rpynnbl 32a00JeBAHMIT WU

COCTOSIHM)

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

MYJIBTHCUCTEMHBIM 3a0oJieBaHreM. Cpeau XapakTepHBIX HeBpoJsiornueckux mposisnenuid HIT-C
HaOJI0aI0TCA I1a30/IBUTATENIbHBIC PACCTPOMCTBA B BUJI€ HAPYILIEHUN CAKKAaIUYECKUX ABUKCHUN
maz (CAI') wiu BepTUKaNbHOrO HaabsjaepHoro mnapanuya B3opa (BHIIB), mo3xeukoBbie
HapylIeHus (aTakcusi, OUCMETpHs), IUCTOHHUSA, AU3ApTpUsl, Aucarus U rejacTudeckas
Karariekcus. Takke y NaIlMEeHTOB 4YacTO HaONIOAAIOTCS SIUJICHTUYECKUE CYTOPOKHBIE
npuctynsl [1-7, 19, 20]. OObIYHO HayajO HEBPOJOTHYECKUX MPOSBICHUN MPUXOIUTCS HA
JETCKUN BO3pPACT, XOTsI BCE OOJbIlIEEe KOJIUYECTBO CIY4YacB BBIABISAETCS M JTUArHOCTHPYETCS B
3peNioM BO3pacTe, B CBSA3M C MO3IHUM IMPOSBICHUEM HEBPOJIOTHUYECKUX M MCUXUATPHUUECKUX
cumMnToMoB. PacrpesneneHue mNAUMEHTOB MO BO3pacTy MaHU(ECTallMH HEBPOJIOTHYECKUX
posiBJIeHUH (Hadano 3a00sieBaHUsSI B pPaHHEM JETCKOM, IO3HEM JETCKOM, FOBEHWJIBHOM U
MOJIPOCTKOBOM/B3POCIIOM BO3PACTE) MOXKET OBITh MOJIC3HBIM ISl OICHKU TCUCHUs 3a00JIeBaHUS
U oTBeTa Ha jedeHue. B centsadpe 2012 Obumn onmyOiaMKOBaHB OOHOBJICHHBIE PEKOMEHAAIINH,
BbIpa0OTaHHBIE B X0JIe ouepenHoro copemanus B [laprxke, @panius rpynnoi MexIyHapOIHBIX
skcriepToB, B 2018 romy OOHOBIEHBI pPEKOMEHJAIMM IO CEJIEKTUBHOMY CKPUHUHTY U
nuarnoctuke u aedenuro HIT-C [8, 19, 20].

Ot6op manmueHTOB Ui JAMATHOCTUKH OCYIIECTBISIETCS HAa OCHOBAaHUU CEJIEKTUBHOTO
CKpUHUHTAa — BBIJIEJICHHE TPYNIbl TMAlMEHTOB, HMEIOIIUX XapakTepHbIE s JaHHOTO
3a00J€BaHUs KIIMHUYECKUE CUMIITOMBI (BUCLIEpATbHBIC, HEBPOJOTUUECKHUE, TICHXUATPUUECKHE),
JUTISl IPOBEJICHUSI TajbHEHIIIero JabopaTopHoro TectupoBanus [20].

[Ipyn HaMUYMK COOTBETCTBYIOLIEH KIMHUYECKOW KApTUHBI JIMArHO3 MOATBEPKAAETCS

OMOXMMHYECKUMH U MOJIEKYJIIpHO-TeHETUUeCKUMHU MeToamu [4,8,19,20].

1.2 DTHoJoruss U naroreHe3 3a00J1eBaHUs WM COCTOSTHUA (rpynnbl 32001eBaHMI

HJIM COCTOSTHMIA)

[Tpuunnoit 3a0oneBanus sBisroTcs mytanuu B reHax NPC1 (B 95% cnyuaeB) miu NPC2
(okono 4% ciy4aeB), 4TO BENET K HAPYHICHUIO BHYTPHUKJIETOYHOTO TPAHCIOPTA JTUMHUAOB H
HAKOIUICHHIO XOJIECTEPUHA U TJIMKOC(UHTOIUITHIOB B TOJJOBHOM MO3Te W JAPYTUX TKaHAX. THI

HacJe/J0BaHHs ayTOCOMHO-pereccuBHbIN [13].



I'easr NPClu NPC2 xoaupytot 6enku KJIETOYHOM MeMOpaHbl, OTBEYAKOIIHE 3a
TPAHCHOPT XOJeCTEpUHA U JIMOUJIOB ~ BHYTPH kaetku. NPC1 otHOCHTCS K
CEeMEUCTBY  TI'€HOB, KOJUPYIOIIUX MEMOPaHHO-CBSA3aHHBIE CTEPOIYYBCTBUTENbHBIE Ocnku. Ha
kiIeTouHblx  moxensax npu aedexkrax NPCLl ycraHOBIEHO HapylIeHHE BHYTPHKJIECTOYHOTO
tpancnopra (3ddirokca) cBO60IHOTO X0JIECTEpPHHA, TIOTJIOMAEMOT0 KIIETKaMU
(b paKkIUsIMU JIMIIOMPOTECHHOB HU3KOW  TUIOTHOCTH. BHyTprIM30COMHOE ~ HaKOIUIEHUE
XOJIeCTepUHA HHTHOUPYET aKTUBHOCTh COUHTOMHUENTNHA3BI U IPUBOIUT K HAKOIIJICHUIO
cUHrOMHETHHA B KJICTKaX MApEHXUMATO3HBIX OPraHOB (TICYCHH, CETIC3CHKH, TOYKAX ) u
HEepBHOM cucteme. [Ipy MUKpoCcKoTTHH BO BCEX OpraHax OOHApYXHBAIOTCS TICHUCTHICH
KJIETKH TaK Ha3bIBA€MbIE KIECTKU Humanna— [luka.  Ilpu ucnons3oBaHuM crienu(pUIECKUX
OKpaCoOK IIMTOIUIa3Ma TMCTHOLMTOB MPHOOPETAET IIBET MOPCKOM BOJHBI  («sea-blue

histiocytes») u3-3a OTJI0KEHUS JIUIIONMUTMEHTa WK Iiepouaa. OJHAKO 3TH KIETKU

HE Tak THIHYHE 11 6one3nu HII- C, kak s tunoB A u B [1,12].

1.3 DnuaeMuoJiorusi3a00/1€BAHUSL MM __COCTOSTHMSI (rpynmnbl_3a00J1€eBAHMNH WA

COCTOSIHU)

3aboneBanue maHATHUYECKoe. YacroTa 3aboneBanus cocrtasiseT B cpeanem 0,66 -0,83

Ha 100000 skMBBIX HOBOPOKIACHHBIX [13].

1.4 Oco0eHHOCTH KOJIMPOBAHHS _ 3200]1€BaAHNS HJIHU COCTOAHUA (rpynnbl

3200JeBAHUI WJIH COCTOAHHKA) 1m0 MeRIVHAPOIHOH CTATHCTHYECKOH KJaaccuduKanuu

00J1e3HeH M MPo0JIeM, CBA3AHHBIX CO 3I0POBLEM

HII-C otHocuTcs K CUHTrOIMNUAO3aM, Hapsagy ¢ ApYruMHU 3abojeBaHusMHU (00JIe3HB

®abpu, 6one3nb Humanna-ITuka A/B), HII-C umeer xox E75.2 - JIpyrue cuHTronunu103sl

1.5 Kaaccudbukanusa 3a00JeBaHUA HJIM COCTOAHMA (rpynnbl 3200JeBAHMI WU

COCTOSIHMH)

HII-C ortnocutcs x JIBH, moarpymnme céunronunuaoszon. Krnaccudukamus HII-C

OCHOBaHa Ha Bo3pacTe MaHu(pecraruu 3adoneBanus [12,13]. B Hacrosimee BpeMst TPUHSTHI
cnenytomue ¢opmsl HII-C: mepunatanpHas (Hauajgo B Bo3pacTe <3 MeECAIEB), pPaHHSISA
MJaieHueckas (B Bo3pacte oT 3 MecsleB /10 2 JIeT), MO3AHss MilajeH4yeckas (B Bo3pacte 2 10 6
JIeT), IOBeHMIIIbHAs (B Bo3pacTe 6-15 neT) u moapocTKoBasi/B3pocias (B Bo3pacTe crapiie 15 jier)

[3,12,13].

1.6 Kianaudeckas KapTHHA 3200J1eBaAaHUA MJIM COCTOSAHHNA (rpynnbl 3a00J1eBaHUM

NJIH COCTOSTHUMN




HII-C sBnsercsa MyabTHCHUCTEMHBIM 3a00JI€EBaHUEM; KIIMHUYECKUE MPOSIBICHUS, KOTOPbIE
YKa3bIBAIOT HA BO3MOXKHEIN nuarHo3 HIT-C, Bkirodarot B ce0s BUCIIEpaTbHBIC, HEBPOJIOTHUECKUE
U I[ICUXMATPUUYECKHE CUMIITOMBI. BblpakeHHOCTh KianHMuYeckux nposineHuil HII-C B pasHom
BO3pacTe npuBeneHa B [Ipunoxenuu I'1.

Yacro nabmtomaercs pasnuuHoe kianHuueckoe TeueHue HII-C y cubcoB, Hecmotps Ha
TOXKJIECTBEHHOCTh TeHOTUNA ¥ Onoxumudeckoro geroruna [8,12,13]. [TauueHTsI, poauBIIHECS C
TSOKETIOW TepUHATANbHOM (OPMOW, MOTYT HMMETh CHOCOB C HA4ajJOM HEBPOJOTHYECKUX
MPOSIBIIEHUH B J€TCKOM WJIH IIOJPOCTKOBOM BO3pPAacTe.

Hesposornueckue mnpossieHusa. HeBponorndeckue HapymeHus npu HII-C wyacrto
pPa3BUBAIOTCS IOCTENIEHHO, MACOIOTHUPYS TaKUMU HeCTeUU(UIECKUMH CHMIITOMAaMH, Kak
CHI)KEHHME MBIILIEYHOI0 TOHYca (LE€HTpaibHasi TUIOTOHUS) UM YacThle Ma/IeHUs, HEYKIIIOKECTb
B CIIyYasiX Havaja 3a00JIeBaHus B CTapIIeM JETCKOM BO3pacCTe.

B cnywasx pebroora HII-C B panHeM W MO31HEM MIIQJEHUYECKOM BO3pPacTe OOBIYHO
BO3HHMKACT 3aJICpPKKa WM NpEKpalleHHe pa3BUTHS (YHKIMH pedd C 3aIep’KKOi oOIero
KOTHUTHBHOTO M/MJIH MOTOPHOTO pa3BUTHsI WK O0e3 TakoBoii [3,5,8,13,19].

Haunnas ¢ mo3aHero miaJieHuecKoro Bo3pacTa U cTaplie, 4acTo HaOIoaeTcss OJJUH WK
HECKOJIBKO MO3XKEYKOBbIX CUMINTOMOB. K TunuuHbiM HeBposormdeckum npossienusm HII-C
OTHOCSITCS. ~ HapylIeHHE  IOXOJKHM, MO3KEUKOBas  aTakCus, JUCTOHHUS, JUCMETpuS,
TVICTUAIOXOKUHE3, AW3apTpUsl W Aucharus, reracTHYecKas KaTaluIeKCHs, SIHJICHTHYECKHE
IPUIAIKU, HelipoceHCOopHas Tyroyxocts [1-8,13,19].

Mosowceukosaa amaxcusi SIBISETCSI 4acThIM TPOSIBICHHEM B CIIy4asx MaHHU(ecTaluu
3a00JI€eBaHUs BO B3pOCIIOM BO3pACTeE.

Jlucmonus cBsizaHa ¢ MOpa)kKEHUEM T10JI0CATOTO TeJla U YaCcTO MaHU(pECTUPYET POKaIbHOMI
JUCTOHHEHN, NOpaXKarolled KUCTH W JIMLO. ['eHepann3oBaHHas AMCTOHUS MOMKET IPOSBIATHCS
HapyIIEHUEM IOXOJKH, NAaTOJIOTHYECKUMH Mo3aMU. OCTPBId MUOKIOHYC WIA MUOKIOHUYECKUL
mpemop MOTYT pa3BUBaTbCS B IPOIECCE IPOrpecCUpOBaHMs 3a00JIeBaHUS WM MHOTIA
BO3HUKATh Ha paHHUX craausax pa3zsutus HII-C.

Hucgazus MOXKeT MOABIATHCSA Ha paHHUX CTAIUAX 3a00JI€BaHUS WM PA3BUBATHCS MO3XKE
U TIPEJCTaBIAET CEPhE3HYI0 NpoOJeMy s KIMHUYECKOTO BEJCHHS OOJBHOTO, MOCKOJIBKY
CEpbE3HO HapylIaeT BO3MOXKHOCTb CaMOCTOSITENIBHOTO THUTAHHUS Ha TO3JHUX CTaJAHuAX
3a0oyieBaHus, TMOBBIIIAS PUCK AaclUpald U, BCIEJICTBUE OTOr0, CEPbE3HBIX JIETOYHBIX
uHdpekuid. ucharus Mo>xeT HauMHATBCSA C MPOCTOTO MONEPXUBAHUS WM KallUld MpU MpHEeMe

IIUIIH, 0OBIYHO npu yl'IOTpe6J'IeHI/II/I KHUAKOCTH.



Okynomomopuvle  HapyuwieHusi  SIBISIIOTCS  OTJIIMUMTENbHBIM — mpuzHakom  HII-C,
HabOmomasace y 81% manuMeHTOB MO pe3ysbTaTaM KpPYMHOMACHITA0HOTO PETPOCHEKTHBHOTO
uccnenoBanus [9], oOBIMHO HAUMHAIOTCS B CTapUIeM MJIAJIEHYECKOM BO3pacTe ¢ HapyIICHUsS
cakkaguiyeckux nBwkeHui tnaz (CHI). Hapymenus CJI" Moryr OBITH NpoOmNyIIeHbl INpU
KIIMHUYECKOM OCMOTpE, €CJIM HE OIICHHBAIOTCSI CaMOIIPOU3BOJIbHBIE JBUKEHUS TJa3HBIX SOJIOK.
JlaHHbIll CUMIOTOM BBIABISETCS NpakThyecku y Bcex namueHtoB ¢ HII-C npu npaBuimbHOM
o0OcienoBaHuM, W  peajbHas  PacCHPOCTPAHEHHOCTb  JAaHHOI'O  CHUMITOMA,  BEPOSTHO,
HeloolleHuBaeTca. [lepBoHayallbHO TMOpa)kalOTCSd BEPTUKAIbHBIC JBIJKEHUS TJa3, 3aTeM
MIPUCOCTUHSIIOTCS  HApyIIEHUsT TOPU3OHTAIBbHBIX cakkan [3,8,12,13,16,29]. W3nauvanbHO
CTpaJaloT TOJIBKO CaMOIIPOU3BOJIBHBIE CAKKAaIWYECKHE IBUKEHMS, a MEJICHHbIE IUIaBHbIE
ClelslIe JABWKEHUS TIJ1a3 MOryT ObITh HOpMaibHbIMH. CO BpPEMEHEM 3TH HapyLIEHUS
POTPECCUPYIOT JI0 MOJIHOTO BEPTUKAIBLHOTO HAaIbsICPHOTO mapanuya B3opa [13,19], HaunHasich
C TMPOTPECCHUPYIOLIETO YMEHBIICHUS CKOPOCTH CaKKaJMYeCKUX JBUKEHHH (XOTS Bpems
3a/Iep’KKU CaKKaJIMYECKUX JBMKEHHM OCTAaeTCs HOPMAJIbHBIM), IPUBOJA K MOJHOMY Hapaaudy
CaKKaJMYECKUX JBM)KCHUH Tia3. BecTnOynooKyssIpHBIA pediiekc 4acTo COXpPaHEH B TEUYCHHUE
JUIMTETIbHOTO BpPEMEHH, 4YTO TMOATBEpkKIaeT TOT (hakT, 4YTO TMapaiuy B3Opa SBIAETCS
NEHCTBUTENBHO HAIBSAEPHBIM 10 CBOEH IPUpPO/IE.

Kamannexcus sBIsieTcsi OTHOCHUTEIBHO CHEU(PUUYHBIM M YacTbIM HEBPOJIOTHMYECKHM
npuznakom HII-C, maGmronaempim, B 1enoM, Oojiee 4eM y MOJOBMHBI mamueHToB. OHa pexke
HaOJroaeTcsl y MalMeHTOB PaHHEro JETCKOro BO3pacTa, Yalle OTMEYasch B CIydasx Hayaia
3a00yieBaHNsg B TIO3JIHEM MIQJICHUYECKOM U IOHomeckoM BospacTe [3,13,19]. Karamnekcus
MPOSIBIISIETCS. BHE3AITHOM MOTEpEil MBIIMIEYHOr0 TOHYCa B HOTaX WJIM, MHOI/A, B YETIOCTH WIIU
Iee U MPOBOLUPYETCS IMOLHUIMHU, HAIIPUMEp, CMEXOM (renacTuyeckas Kararsiekcus). JJaHHbii
IPU3HAK JIETKO MPOITyCKAETCs M 4acTO OMIMOOYHO MHTEPIPETUPYETCsS KaK BTOPUYHBIE MAJIeHUs
M3-3a aTAKCUU WIH KaK aTOHUYECKHUE dIMUIENITUYECKUE TIPUCTYTIBL.

Onunenmuueckue npucmynsl pexe HaOIIONAIOTCS y MAlMEHTOB ¢ HA4YaJloM 3a00JIeBaHUS
B paHHEM MJIQJICHYECKOM WJIM B3pociioM Bo3pacte [13,19], wemM B ciydasx ¢ HadajlioMm
3a00JeBaHMs B MO3HEM MJIQJICHUYECKOM M IOHOIECKOM Bo3pacte. Y marueHtoB ¢ HII-C moryr
OTMEYAThCS  JIIOOBbIE  TUIBI  ANMUJIENTUYECKUX  TPHUCTYNOB  (mapuuanbHble/(oKantbHbIe,
reHepalu3upoBaHHble, a0CaHChl, MHUOKJIOHUYECKUE, TOHHUKO-KJIOHMYECKHE); MPHUCTYIbl MOTYT
3HAYUTENIbHO OTJINYAThCS 10 MHTEHCUBHOCTHU M YacTOTE.

Hetipocencopnas myeoyxocms 4acTo BCTpedaeTcsl Ha NMpaKTHUKE, HO OIMyOJUKOBaHHBIE

cooOuIeHus no JaHHOMY HeBpoJoruueckomy npossiaernio HIT-C nemnorouuncnennst [12,13].



Ilepughepuueckasn netiponamus SBISIETCS PEAKUM ocliokHeHHeM y mamueHToB ¢ HII-C,
KOTOpOE MOXKET HalmojaThes Mpu MiageHdecknx ¢opmax. OHa HHKOrna He HaOdromanach B
CITyJasix Havaja 3a00JIeBaHus B FOHOIIECKOM HIIM B3pOciioM Bo3pacte [12,13,19].

KornutuBHble HapyleHUsl

CHudicenue KoeHUMUBHbIX (yHKYull HaOJII01aeTCsl MPaKTUIeCKH Y Beex naruentoB ¢ HIT-
C ¢ nebrotoM 3a00sieBaHUS B MOAPOCTKOBOM/B3POCIIOM BO3pacTe, HAUMHAS C OMPEICICHHOTO
MOMEHTA pPa3BUTHs 3a00JI€BaHM, HO PEIKO PACIIO3HACTCS B IETCTBE HA paHHUX ATallaxX Pa3BUTHUSA
HII-C [1,7,13,19].

VY nmnanueHToB ¢ HayaloM 3a00JIeBaHHA B IO3JHEM MJIAQJIEHYECKOM U IOHOIIECKOM
BO3PACTe OTMEYAJIU IIOXYIO HIKOJIBHYIO YCIIEBAEMOCTh U 3aTPYAHEHUS MPH 00yUeHUH.

Koruurusnsie Hapymenust npu HII-C, B o0cHOBHOM, HAUMHAIOTCS € JIOOHO-TIOJKOPKOBBIX
pPaccTpOCTB M XapaKTEPU3UPYIOTCS CHUKCHHEM HCIIONMHUTEILHOW (YHKIMH M CIOBECHOM
MaMSITH, a TAK)KE YMEHBIICHHEM CKOPOCTH 00pabOTKU HHPOPMAIIHH.

[Ipu nporpeccupoBanuu HII-C, y mamuweHTOB oTMedaercss Oojiee SIBHOE YXYIIICHHE
KOTHUTHUBHBIX (PYHKIIMH, Beaylllee BO MHOTUX CIIy4asX K BBIPaXXCHHOW NEMEHIMH C IpyObIM

JUCPETYISITOPHBIM CUHAPOMOM M HapyuieHueM namsaru [15,19,23,27].
Ilcuxuarpuyeckue NMposiBJIEHUs!

[MaruenTsr ¢ HIT-C ¢ Havanom 3a0o1eBaHus B MOJAPOCTKOBOM/B3POCIIOM BO3PACTE YacTO
JNeOITUPYIOT TCUXWYECKUMHU NPOSBICHUSMH, TaKkKe CcOoOOIIaJoch O [MalUeHTax ¢
MaHHupecTanel 3a00ieBaHUs B FOHOIIECKOM BO3PAacTe C MOBEIEHYECKHMHU OTKIOHEHUSMHU B
aHaMHe3e M JPYIrMMU TPOSIBICHUSAMM, OOpallaBIIMXCS MO3KE [0 MOBOAY MCUXUYECKHX
3abosieBanuii [15].

VY mnanueHToB ¢ HayaloM 3a00JIeBaHMS B IOHOLIECKOM BO3pacTe€ 4acTo HaOJI0JAI0TCs
npoOaeMbl TOBEJCHUs, HapylleHHe OOydeHHs, pacCTPOMCTBO SKCHPECCUBHOW peuH, CHUHAPOM
neduiuTa BHUMaHMS C THIIEpaKTUBHOCTHIO [1,2,7,13,19].

Ilcuxo3 ¢ mM30ppeHONOJOOHBIMU MPOSBICHUSMHU SIBISETCS YacTbIM CHMITOMOM Yy
nospoctkoB/B3pocibix nanueHToB ¢ HII-C, ormewaercs c wactotoit a0 25% ciyuaes.
Knuanyeckre mposBICHUS YacTO HEOTIMYUMBI OT MIM30(DPEHUM C TUIUYHBIMH CIYXOBBIMU
TaJUTIOLIMHAIMAMH, OpEeIOBBIMM HJESMH, PACCTPOWCTBOM MBIIIJICHUS M TOBEJICHUS, MOTYT
HaOJII0JIaThCSl MapKephl OPraHMYecKOro ICHMX03a, B TOM YHCJE 3pUTENbHbIE TaUTIOLMHALINY,
HapylIeHHe KOTHUTUBHBIX (PYHKIHUN U Pe3UCTEHTHOCTD K ICUXOTPOIHOM Tepanuu. [19,20]

Taxoxe MokeT HaOIIOAATBCS Kamamonus, HauboJiee 4acTo — Yy MAIMeHTOB C HAa4ajIoM
3a0oneBaHMs B paHHeM Bo3pacTe. OHa 4yacTO HE MOJIAETCS JICYEHUI0 M MOXKET CUHUTAThCA
NPU3HAKOM OpPraHMYeCcKOro NCUxudeckoro 3adoneBanus [12,13,19].

10



CooOmianoch 0 JAPYrux CEpbe3HbIX MCHUXUYECKUX MPOSBICHUSX, BKIIOYas NEHPECCHUIO,
ourosisipHOe 1 00CECCUBHO-KOMITYJIbCUBHOE paccTporicTra [8,9,13,15,24].

B3pocnsie B Bo3pacte >30 ser yame oOpamaroTcs ¢ AUCPETYISTOPHBIM CHHIPOMOM,
KOTOPBI XapakTEepU3UpPyeTCs HApYIICHUSIMU TOPMOXEHHS, IUIAHUPOBAHUS U OpraHU3allvd, a
TaK)Ke CHIDKEHHEM KPUTHUECKON CaMOOIICHKH ¥ KOTHUTHUBHOW I'MOKOCTH, BOSHUKAIOLINX PaHbIIIe
Pa3BUTHS HAPYILICHU MaMATH U APYrux odnacreit mo3Hanus [19].

Bucnepanbubie mposiBienus. Bucnepansubie cumnrombl HIT-C  Bkimiowaror B cels
MPOSIBJICHUS] CO CTOPOHBI MIEYEHU, CEJIE3EHKHU, JIETKUX U IPYTHX OPTaHOB.

[IposBnenus 6one3nn HII-C B HeoHartampHOM mepuoje orMmedaercsa B 45-65% ciydaes.
Haubonee paHHUM KIMHHYECKUM TIPOSIBICHHUEM, HE3aBUCUMO OT KIMHUYECKOH (HOPMBI
3a005IeBaHUs, SBISETCS CHUHAPOM XOJIECTA3a, HO MOXET OTMEYarbCcsl H30JMPOBAHHAS
CIUICHOMETaJINsl WIM TenaToCIIeHOMeranus. TakyKe OMHMCaHbl Cllydual HEMMMYHHOW BOJSHKH,
acIUTa U rernarocruieHoMeranu miuoja. Cunuraercs IaTOrHOMOHHUYHBIM COYETaHHE X0JIecTasa co
3HAUUTEIbHOM CTENEHbIO BBIPAKEHHOCTU CIUIEHOMETaluu 0€3 NpU3HAKOB IOPTaJIbHOU
TUMEpTeH3ud. B OONbIIMHCTBE CIy4aeB TPU3HAKK XOJecTa3a IpH 3TOM 3a00JeBaHUU
CaMOIIPOM3BOJIEHO pa3pelaroTcss K 6-8-My Mecslly KH3HU, IPU 3TOM yBEIWYCHHE TEUEHU U
CeJle3E€HKU coxpansercs eule uutenbHoe Bpems. [17] B 10% cmydaeB mnpu paHHeil
manudecrarmn  HIIC  wumeer MONHHMEHOCHOE TEYEHHE C  pA3BUTHEM  IIEYCHOYHOM
HEJIOCTATOYHOCTH U JICTATHHBIM UCXOJIOM B T€UEHHUE NIEpPBOTo roja xku3nu [17,19,20].

HeonaranpHbli X0€cTa3, renaToCINIEHOMETAINS UM W30JMPOBaHHAs CINICHOMEralus B
aHaMHEe3€ 4YacTO OTMEYAIOTCs y MAalMEeHTOB C HayaJloM 3a00JeBaHMS B PaHHEM M CTaplieM
JIETCKOM BO3pacTe.

Y  mammeHToB ¢ HayajioM 3a0ojeBaHuss B Oojiee  cTapuieM — BO3pacTe
renaToCIUIeHOMETalIus/M30JIMPOBAaHHAsl CIUIEHOMETalUs SIBJISETCSl OOBIYHO OECCUMIITOMHOM U
4acTO KJIMHUYECKH HEe pacmo3Haercsi, uto TpelOyeT, B ciydasx mnojo3penus Ha HII-C,
IIPOBEJCHUS YIbTPA3BYKOBOI'O MCCIEAOBAaHUS OpraHoB OpromHoil monoct. [lo nmerommummces
JaHHBIM puOaM3uTenbHO y 15% Beex naruentoB ¢ HII-C u moyTH y nojloBUHBI MTAITUEHTOB C
HayajoM 3a00JIeBaHuUs B MTOIPOCTKOBOM/B3pPOCIOM BO3PACTE OTCYTCTBYET YBEIMUEHUE pa3MEpOB
Ne4YeHU U cene3eHku [15]. OgHako 3TH JaHHBIE HE OTPAXKAIOT UCTUHHYIO PaclpOCTPAHEHHOCTh
renaTrocIUICeHOMETajany, MOTOMY 4TO YJIbTPa3BYKOBOE HCCIIEJOBAaHHE OpPraHOB OpIOLIHON
MOJIOCTH YacTO He MPOBOMIOCH [15].

B TO BpeMs Kkak cCruieHOMeraiaus NpakThdecku Bcerga Habmogaercs npu HII-C,
rernaToMeraius pexxe Habmogaercss y B3pocibix [19]. ¥V nauueHToB ¢ HelipojereHepaTUBHBIMU

WM ICUXUYCCKUMH HAPYHICHUSAMU, HAIIUYINC HSOHHpOBaHHOﬁ CIICHOMCTAJIUU IIPU OTCYTCTBUU
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NPU3HAKOB TOPTAIBHON THIIEPTEH3UU M 3a00JICBaHUS TICUCHH B 3HAYUTEIBHOW Mepe IO3BOJISET
npexnonararsk Hamuuue HIT-C [19].

Ungunompamer 6 Jneckux TICHUCTBIMU KJICTKaMH, KakK IPaBWIO, HaOJI0IaeTCs
UCKJTFOUUTENIFHO Y TIAIIMCHTOB C PAHHUM HAdaJoM 3a00JICBaHUS WM y MAlUEHTOB C MyTallUsIMU
B rene NPC2 [13,19].

BucriepanbHbie MPOsABICHUS, TIPU UX HATUYHH, BCET/Ia PEMICCTBYIOT HEBPOJIOTHICCKUM
cumnromaM. bosiee Toro, Bo3pact Hayaia MaHu(ecTallMi BUCIIEPATIbHBIX CUMIITOMOB HE CBSI3aH
C BO3pacTOM Hayaja HEBPOJIOTUYECKUX TPOSBICHUI, HEBPOJOTHYECKUE CHMIITOMBI MOTYT
MOSIBUTHCS Y€pe3 MHOTO JIET WM JaXe JECATHIICTHH IIOCIEe TOSBICHUS BHUCICPATBHBIX

CHUMIITOMOB.

2. luarHocTuKa 3a001eBaHus WIN COCTOSTHUS (TPyNIbI 3a001eBaHui
WIH COCTOSTHMI), MEIUIIMHCKHE MOKA3AHUS U NIPOTUBONMOKA3AHUA K

NMPUMEHEHNI0 METOA0B THATHOCTHKH
,ZZMCZZHOS’ HH-CycmaHaeﬂueaemC}l Ha OCHOBAHUU COBOKYNHOCMU .
Anamnecmuueckux aaHHbZX, KJIUHU4YeCKux aaHHle, pesyibmamos Jza60pam0pH020
uccneo08anus (6MOXMMMU€CKOZO U MOJEKYIAPHO-cEHEeMUYECKO20 aHanu3a). B xnunuueckxou
ouazrocmuKe noMo2arom WKdaibl OUEHKU unoekca eeposimuocmu ouaznosa HH‘C, npueedeHHble

6 Ilpunooscenuu I'2, 3.

2.1 ’Kajao0bl 1 aHAMHE3

Cumnmomer HII-C moeym pazeusamvca 6 pasuvle 6o3pacmuvle nepuodsi. Coop
aHamHe3a Modicem NOMOub 6payy 6viseumsv pauwHue nposeirenus HII-C. B neonamanvnom
nepuode y nayuenmos c¢ HII-C mooicem ommeuamvcs 3amadiCHASL JHCeImyxd, XOoaecmas u
2enamocnieHoMe2anusl, Komopvle MO2Ym pa3peuamscsi ¢ 803pacmom. B oanvHetiwem maxue
nayuenmsl  MO2Ym  MaHugecmuposams — HeBPOIOUYECKUMU — UMU  NCUXUAMPUYECKUMU
cumnmomamu [13,19].

B cembe mocym mabniodamscs cryuau mepmeopodrcoeHus, 6HYmpuympoOHou cubenu
niooa om HeycmaHosieHHvlx npudun [13,19].

Mo pazeumus 6vipajdiceHHbIX HeBPOIO2UYECKUX NPOABIEHULl HA HAYANbHLIX 2MANnax
3a001€6aHUsL OMMEUAIOMCA HEYKIIOHNCECMb U YACTble NAOEHUS NO NPUYUHE 21A3008USANENbHBIX

Hapywenuu [13,15,19].

2.2 DusukajnLHoe 00c/IeI0BAHNE
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e Pexomenayercss BceM mnamueHtam ¢ nogo3penremM Ha HII-C mpoBeneHune mOITHOTO

KOMIUICKCHOTO 00CIIeIOBaHus /U BepUPUKALIUN THATHO3a, BKITFOYAOIIETO B CEOS:

— OICHKY aHTPOIIOMETPUYCCKUX II0Ka3aTeyeld (BO3MOXKHO ITOHM)KEHHOE ITHUTaHHE,
OTCTaBaHUE B POCTE)

— OrmeHKy  HEBpPOJIOTUYECKOTO  CTaryca, BKIOYas  00sA3aTeNbHYIO  OILICHKY
OKOJYMOTOPHBIX (DYHKIMI U (YHKIIUU TIOTAHHS

— OreHKa MCUXOMOTOPHOTO W PEUYCBOIO Pa3BUTHS C IICNIbIO BBIABJICHUS 3aJCPKKU
MICUXO-PEUCBOrO PAa3BUTHSI, OTCTABAaHHWSI B MOTOPHOM Pa3BUTHHU, KOTHUTHUBHBIX HJIH
MICUXHYCCKUX HAPYIICHUI

— OrmeHka BUCIEPATbHBIX HAPYHMICHUH (KENTyXa, XO0JIECTa3, TeMaTOCIUICHOMETAINS)
[3,19, 30-32].

YpoBeHb  y0enuteabHocTH  pekoMenaammii C  (ypoBeHb  10CTOBEPHOCTH

JI0KA3aTeJILCTB - 4)

2.3 JIaGopaTopHbIe JTHATHOCTHYECKHE MCCAeT0BAHUSA

e Pexomenayercst BceM MalMeHTaM B KAa4eCTBE JMATHOCTHYECKUX TECTOB IEPBOU JIMHHUU
npu KimHIYeckoM noao3pennu Ha HII-C onpenenenue xonecran-3,5,6-tpuosia B rasme

KpoBH 151 Bepuukaiuu quartosa [3,8,13,19,20, 30-32].

YpoBeHb  y0enuteabHocTH  pekoMenaammii C  (ypoBeHb  10CTOBEPHOCTH

J0KA3aTEJbCTB - 4)

Kommenrapun. [losviuienue ypoeus npoOyKmos OKUCIeHUsl XONeCmepuHa (Xonecmat-
3,5,6-mpuona u 7-xemocmepona) y mooeti ¢ mymayusmu 6 cenax NPCI1 u NPC2, no oaunvim
nyonukayutl, A611emcsa 4y8CmeumenbHvlM U cneyuguueckum mapkepom oas ckpununea HIT-C.
Vposenv  damnvix  memabonumos  He  nogvluiaemcs Yy — NAYUEHMO8  C  OpyeuMu
HetipoOoeceHepamuerviMu 3abonesanusimu. Onpedenums dmu COCOUHEHUSL MONCHO C HOMOUbIO
Memooa 2az080u xpomamoepaghuu macc-cnekmpomempuu (I'’X-MC) unu 6vicokoaghghexmuenoii

HCUOKOCMHOU — Xpomamoepaguu  maHoemuou  macc-cnekmpomempuu  (BOKX-MC/MC)

[3,8,19,20].

o Pexomenayercs BceM ManueHTaM B Ka4ecTBE AMArHOCTHUECKUX TECTOB MEPBOM TUHUM U
JUIs  TIpOTpaMM  CEJeKTUBHOTO ckpuHuHra Ha Oone3np HII-C  ompenenenue
mu3ochunromuenuna 509 (JICMS509) B miiasme KpoBU WM MSTHAX BBICYIIEHHONW KPOBH

s Bepudukanuu nuartnosa [8,19,20, 33].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH

JA0KA3aTeJIbCTB - 4)

Kommenrapuu. B 1abopamopusix, npogooswux obciedosanue, O00J4CHbL  ObiMb
VCMAaHOBIeHbl  COOCMBEHHble pehepeHCHble 3HauyeHus OaHublx Mmemaboaumos. Taxoice
HeoOX00UMO ommemums, 4mo Hapyulenue mpeOOo8aHUll K XPAHEHUI0 U MPAHCHOPMUPOBKe
00pa3yo8 ABNAEMC NPUMUHOL JIOHCHO ROAodcumenvhulx pezyiomamos [8,19,20, 33]. Ipasuna
3ab0pa Kposu HA CMAHOAPMHYIO KAPMOUKY-@uirbmp npuseoenuvl 6 lpunosxcenuu I'S.

Onpedenums 3mu coeouHeHuss MOXCHO ¢ nomowpto memooa I'X-MC unu  BIKX-

MC/MC [3,8,19,20].

e Pexomenayercsi Bcem mnamuentam c¢ HII-C ompeneneHne OMOXMMHUYECKHUX MapKepOB
(amannHamMuHOTpaHCcdepasa, acnapraTaMuHoTpancdepasa, oOmmiA U IpsMol OHITUpyOuH,
XOJIECTEpUH, TPUTIIMLEPHUIbI, JAKTaTAeTUapOreHasa, kKaibluid, (ocdop, mienounas
docdarasza) npu HAIMYKWU MPHU3HAKOB Xojecrtasa, (anmbOymuH, pudbpunore, [TTHU wmm
[ITB, X3, amannHamMuHOTpaHcdepasza, acrmapTaraMuHOTpaHchepasa, OOIMMA U TIPSIMON
OunupyOuH, xosectepuH, Tpuraunepuasl, JIITHII, JIIIBII) npu mnedeHouHOMH
HEJI0CTaTOYHOCTH ISl JUATHOCTHKH IIEYEHOYHOM HepocTaTounocTH [3,8,13,17,19,20].
YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB - 4)

Kommenrtapuu. B pedkux cnyuasx npu pazeumuu neYeHOYHOU HeOOoCmAamoyHOCmu
8bIAGIAIOM CHUNICEHUE 8 KPO8U NOKA3ameJlell, OMmpanicarouwux CUHMemuyecKyro OVHKYUuro nedenu:
anvoymuna, ubpurozena, 1abopamopusie nokasamenu, onpeoeisiemvie 015 OYEeHKU BHEUIHEe20
nymu ceépmuléanusi Kposu, xonecmepuna u op [3,8,13,17,19,20]. B 6onee cmapuiem 6o3pacme
JnabopamopHvle U3MEHeHUs: MO2ym Omcymcmeo8ams Uiy HAOI00aemcs yMepeHHoe nogulileHue
AJIT, ACT, mpuenuyepuoos, cnusxicenue JIITHIT u JITIBII [3,19,20]. B nobom éo3pacme modxcem

Hab0O0amv s pazsumue mpomooyumoneruu, 4mo ooyciosieHo eunepcnienuzmom [3,19,20].

e Pexomenayercsi mnposeneHue ananuza reHoB NPC! u NPC2 y mnanueHTtoB
KIIMHUYECKUMH H  Onoxumudeckumu mpu3HakamMu HII-C ¢ 1menso  MOJIEKYIISIpHO-
TeHETHYECKOTro moarsepkaeHus auarnosa HIT-C [3,8,19,20, 32].

YpoBenb  yOenurTenbHocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB - D)
Kommenrtapuu. bonesno HIIC obycnosnena mymayusimu eenoe NPCI u NPC2. 95%

ciyyaee  ceazanvl ¢ mymayusmu eena NPCI (noxyc 18q11-ql12), oxono 4% cayuaes — c
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mymayusamu 2ena NPC2 (nokyc 14q24), npumepno 6 1% cnyuaes mMoneKkynsapHo- 2eHemuyecKuti
deexm uoenmupuyuposams He yoaemcsi.

B 2ene NPC1 onucano 6onee 300 mymayuii, oxono 60 pasiuunuix NOAUMOPOHBIX
sapuanmos. M36ecmuo HecKkoIbKko omHocumenbHo pacnpocmpanenuvix mymayui 6 cene NPCL,
komopule nokanuzoeanvt 6 20—22 sxzonax 2ena (p.Ilel061Thr, p.Ser954Leu u p.Prol007Ala.),
HO, 6 DonbUWUHCMEE Cyuaes, mpedyemcs NOIHOe CeK8EHUPOBAHUE KOOUPVIOUWUX IK30HO8 2eHO8
NPCl1 u NPC2 ons ewiserenus mymayui. Hugopmamusnocms maxkoeo mecmuposanuis
cocmasnsiem okono 94%. Takowce Ons GvlAGNEHUs MYMAYULL MO2YM HPUMEHAMbCA MemoObl
cexeenuposanus 06020 nokonenusi (NGS) — ananus naneneil 2eHo6 unu KIUHUYECKO20 IK30MA.

Mynemunnexcuas npobo3asucumas 1uea3nas peakyus ¢ nocieoyiowel amniugurayuetrl
(MLPA) npumensemcs 0151 8vla61eHUsl KDYNHbIX NePeCcmpoeK 2eHda.

B psaoe cayuaes cywecmsyrom obvekmuguvie mMpyOHOCMU NpU UHMepnpemayuu
Pe3VIbMamos MONEeKYIAPHO-2eHEMUYECKO20 AHAIU3A U OUACHO3 MOXCem Oblmb YCMAHOBIEH Ha
OCHOBAHUU COBOKYNHOCMU KIUHUYECKUX, OUOXUMUYECKUX U UHCPYMEHMATIbHBIX OAHHBIX.

THayuenmot, y xomopuwix evisgrena oona mymayus 6 cenax NPCLl wiu NPC2 Jonocno
Obimb  MmuamenvHo 00C1€006aHbl, U MHEHUe O OudeHo3e Ul apuanme HOCUMENbCMEA
3a60/1e6aHUsI COCMABNAEMCA KOJLLE2UAIbHO.

Onpeoenenue mymayuii (ocobenno onsn cena NPCI1) mooicem dbimob 3ampyonumensHvim U
Modcem mpebosamsb KomoOunuposaunvix ucciredosanuti JJHK u k/[HK, a maxoce onpedenenus
NOCIe008aMeNbHOCIU NPOMOYMEPO8 U 2NYOOKUX UHMPOHHLIX oOnacmetl, NOCKOIbKY 6 IMux
obracmax — Mo2ym — HAX00umvCsi  KPYHHble — nepecmpouxu, oeleyuu U OYNIUKAYUU.
Mynemunnexcnas amnaugpuxayus npoo ¢ nomowvto aueuposanus — MLPA — mooicem 6vimo
noAe3HOU 01 OnpeoeneHUsi SMuX y4acmros.

B psoe cnyuaes ouaznos 6onesnv Humanna-Iluka muna C moodicem dbimes ycmaHogieH Ha
OCHOBAHUU XAPAKMEPHOU KIUHUYECKOU KapMUHbl, NOBbIUEHHO20 YPOBHS OUOMAPKEpo8 U

HAIU4Us 0OHOU NAMO2SEHHOU MYMAayuu.

2.4 UucTpyMeHTaAbHbIE NMATHOCTHYECKHE HCCIeI0BAHMS

Pexomenayercs nposeaenue MPT ronoBaoro mosra mamuentam ¢ HII-C nns ouenkun
CTeNeHH CYOKOPTHUKAIbHOW/KOPTUKANBHOM aTpoduu W arpodum MO3KEeuKa IO Mepe
porpeccupoBaHust 3a00IeBaHMsI, a TAK)KE MOHHTOPUHTE OTBeTa Ha jtieuenue [8,12,13,19,20].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH

0KA3aTEJbCTB - D)

Kommenrapuu. Macnumnas pezonancnas momoepagus (MPT) econosnoco moszea y

nayuermoe c HII-C ¢ nozonum uauanom HespolocuvYeCcKUux paccmpoﬁcme uacmo ewvliejiaenm
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YepeopanbHyrO U/UnU MO3XHCEUKOBYI0 ampoguro, a maxxice SUNEPUHMEHCUBHBLIL CUSHAT OMm
nepeseHMPUKYIAPHO20 0eno2o gewjecmsa 201068Ho20 Mmosea 6 pexcumax T2 u FLAIR y
nayueHmos ¢ Hayaiom 3abonesamus 6 pannem Oemckom eo3pacme. K Opyeum obracmam
20JI06H020 M0O32a, KOMOpble NPeUMyueCmseeHHO NOPAICaArOMcss N0 OAHHbIM HelpOBU3yalu3ayul,
OMHOCAMCS 2UNNOKAMN, manamyc u noiocamoe meno. Kpome moeco, uacmo Habnwoaemcs
UCMOHYeHUe MO30IUCIN020 MmeNd U HeKOmopoe yYMeHbuleHue 001acmu cpeoHe20 Mo32d Ha
CPEOUHHOM CASUMMANLHOM Cpes3e.

MPT cnexmpockonus (H-MRSI) npumensiemcs ¢ nacmosiwee epems 05l OUASHOCUKU U
MOHUMOPUHSA HEKOMOPbIX OPYUX BPONCOCHHBIX HAPYULeHUl 0OMeHd 6euwjecme ¢ HAYYHOU
yenvro. [nsa ouaenocmuxu HII-C 6 kiunHuueckou npakmuke OAHHAS MeMOOUKAd He NOYyYUld

wupoxozo pacnpocmpanenus [8,19,20].

o Pexomenayercs npoeneHue DI manueHTaM ¢ noAaTBepkAeHHbIM auarHozom HII-C
[IPU HAJTUYHMH SMWICITUYECKUX IPUCTYNOB WIH NPU MOJ03PEHUU HA HATUYUE SIUIICTICUU
[8,19,20].

YpoBenb  yOenurTenbHocTH  pekoMeHpgamumii C  (ypoBeHb  [10CTOBEPHOCTH

JA0KA3aTeJbCTB - 5)

e Pexomenayercsi Y3/ opraHoB OpIOLIHOM MOJIOCTH BCEM MAlIMEHTaM C KIMHUYECKUMU
HIT-C nns BeISBICHUS CILIeHO/TenaTociienomeranuu [19,20].
YpoBenn yOenuteabHocTH  pekoMenaaumii C  (YpoBeHb  J10CTOBEPHOCTH

JI0KA3aTeJILCTB - 5)

2.5 UHble fTuarHocTu4eckue Nccjaei0BaHus

Xapaxmepnvie ons  HII-C  sucyepanvhvle cumnmomvl (HEOHAMANbHAS JHCENMYXd,
UBOTUPOBAHHAS CNIIEHOME2ANIUS UTU 2eNamome2anus) U HespoaocudecKue npusHaky (Hanpumep,
ympama unu 3a0epicKa pazeumus O8USAMENbHbIX HABLIKOS, MO3HCEUKOBble CUMNIMOMbL)
BO3HUKAIOM NPU HEKOMOPBIX OPYeUX BPONCOCHHBIX HAPYULEHUAX 0OMEHA 6ewjecms, GKIoHas
bone3nv 3anoxoghgha, 6onesnv I'owe muna 2,3, 6onre3no Humanna-Iluxa, mun A u B, 6one3ns
Tes-Caxca, neoocmamournocms kucaou aunaswol [1,3,8,12,13,19,20].

V' HosopodcOennvix u Oemeil 2pyoHo20 803pACMA C BUCYEPATbHLIMU CUMNIMOMAMU
oonesnu Humanua-Iluka, mun C oughgpeperyuanvusiti OuacHo3 npoBOOUMcs ¢ OOUUPHOU
epynnotl Opyeux 3a001e6aHull, NPOAGIAIOUUXCA CUHOPOMOM XOJNecmasa u, 8 MoM Hucie
ounuapHou ampesuetl U MemadoIUYeCKUMU HaApyuleHuamu: 2aiakmoszemuetl, oepuyumom o-1-

AHMUMpUNCcUHa, muposunemueti mun 1, yumpynunemueti 2 muna, npozpeccupyromum cemeurbim
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BHYMPUNEYEHOUHbIM XO0Jlecmazom 3 munda, MUumoxoHOPUANbHLIMU HAPYULEHUAMU, CUHOPOMOM
Anadxcuns u Opyeue naciedcmeennvie Ooae3Hu ¢ nopaxicenuem nevenu [3,17,19].

IIpu 60ne3nu Bunbcona u HeKomopwix Opyeux OONe3HAX HAKONJEeHUs Memaios, Yuppos
HeYeHU MmaKdce MOdNCem acCOYuUpo8amvcs ¢ NO30HO BO3HUKAIOWel HelipooezeHepayueti
[3,8,19].

B noopocmxosom unu 1onoweckom gospacme nayuenmsi ¢ HII-C  yacmo
Manugecmupyrom — CUMNMOMAMU  NCUXO3A, OUNOJAPHBIM — PACCMPOICEOM, Oenpeccuell,
AMUNUYHBIMU WUZ0PDPEHONOO0OHBIMU PACCMPOUCEAMU U/UAU OpYeUMU NCUXUAMPULECKUMU
CUMNMOMAMU 8KNIOUASL CUHOPOM Oehuyuma GHUMAHUS, NPOAGIEHUAMU, NOXOHCUMU HA CUHOPOM
Acnepeepa u oucpecynsamopnuuiii cunopom [1,14,16,24,28].

CHudicenue KOSHUMUBHLIX CNOCOOHOCMEN, amaxcus, O08U2amenbHvle HAPYUEHUs U
BEPMUKANILHBII  HAOBAOEPHBIN NAPAIUY  830pad  MO2YM  HAOI00AmMbCs )y NAYUEHMO8 C
HAYUHAIOWUMUCS 80 83DOCIIOM 803PACHE HEUPOOe2eHepamUEHbIMU HAPYUEHUAMUY, MAKUMU KAK
bo1e3Hb T'enmunemona, CUHOPOM I'epcmmanna-LlImpeyccrepa-Llletinkepa unu
npoepeccupyiowuti Haowvalepuvlli napaiuy. QOHaxo nepgvle 08a 3a0071e6aHUS  UMEIOM
aAymMoCcOMHO-0OMUHAHMHBIL NYMb HACIE008AHUS, A NPOSPECCUPYIOWULl HAOBAOEPHbIU NaApaIuy
00bIYHO HAYUHAEmCsl HA NAMOM-ceObMom Oecsimke dcusHu. Hu oOHo uz smux mapywenuii e

accoyuuposamno ¢ yseruvenuem eHympeHuux opeanos [3,8,19,20].

e He pexomenayercsi MpPOBEICHUE IATOJIOTOAHATOMUYCCKOTO HWCCIICIOBAHMS OHoITaTa
M€YEHHU, KOCTHOTO MO3Ta WJIM CeJIe3€HKH il noATrBepkaeHus quarsosa HIT-C [19,20].
Yposenb  yOenurenbHocTH  pexkoMengauuii C  (ypoBeHb  J1O0CTOBEPHOCTH
0KA3aTeJbCTB - 5)

KommenTapuu. Ceemosas Mukpockonus Moxcem onpeoeiums XapaKkmepHole NeHUcmuole
KIemKU 6 PAa3IUudHblX MKAHAX, HO OaHHble UBMEeHeHUs He ABIANMCA Cneyu@uueckumu O
bonesnu Humanna-Iuxa, mun C.

buoncus xocmnozco moszea. Ilpu 603modcHOCMU NpOBedeHUsi OAHHO2O0 AHANU3A,
acnupayusi KOCMmHO20 MO032d MOdcem 6vlsAeums neHucmole kiemku. Crnedyem NOMHUMb, YMO
UHGUILMPAYUA KOCMHO20 MO32a NEHUCTBIMU KIeMKAMU KOPPeaupyem co CIMenenbo maicecmu
3a601e6anusi U Moxcem Oblmb MUHUMATLHOU Y NAYUEHMO8 HA PAHHUX 3MAnax 3a001e6anusl.
MHnoowcecmeennble naauwikyu KOCMHO20 M032a mMpeOyIomcs O/l UCKIIOYeHUs owubku omobopa

npoowvl; 8 nepsyro ouepedsb ciedyem nposooUmsb MeHee UHBA3UBHbLE NPOYeOYpbi.

° PeKOMeHIlyeTCH BCEM IIalUMCHTaM C HH-C, N UX CEMBAM IIOCJIC ITOCTAHOBKHU JHarHo3a

KOHCYJbTAIUSI MEAUIIMHCKOTO rcuxosnora [8,19].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YpoBeHb  /I0CTOBEPHOCTH

JA0KA3aTeJbCTB - 5)

3. JleyeHue, BKJIKOYAST MeTUKAMEHTO3HYI0 H HEMeIUKAMEHTO3HY IO
Tepanuu, IMeToTepanuio, 00e3001uBaHue, MeIMINHCKNE IOKA3AHUA 1

NMPOTUBOINOKA3aHUA K IPUMCHCHUIO METOA0B JICUCHHUSA
Jlewenue HII-C exniouaem namoceHemuyeckyro U CUMNMOMAMUYECKYIO Mepanuio.
Crnedyem yyumvieamo, umo 3¢hghexm om namoceHemuyeckol mepanuu 860 MHO2OM 3A8UCUM OM
603pacma Hayana JiedeHus U No360Jsiem 3ameodNiums Npocpeccuposarue 3ab0ne8anus, HO He
OCMAHOB8UMb €20 NOAHOCMbIO. [ KIUHUYECKOU OYeHKU 08Uucamenvhblx Ha ¢hone nposoouMou
mepanuy MOXNCHO NPUMEHAMb CMAHOAPMHbIIL 6UOE0 NPOMOKOJ, npuedenuvlli ¢ llpunodcenuu
14,

3.1 IlaToreHern4ecKkoe JeyeHue

e Pexomenayercsi Bcem nauumentam 12 ner u crapme ¢ HII-C u HeBponmormyeckumu
HapyIICHUSIMA Ha3HauYeHHE CyOCTpaT-peaylupylomield Tepanud - PEeKOMEHJIOBaHHAsS
no3a wmuriaycrara** cocraBiser 200 Mr Tpu pa3a B JeHb JUIS JIOCTHIKCHUS
TepaneBTHaeckoro s¢¢exra [9-11,21,22].

YpoBenb  y0eaMTeIbHOCTH  peKOMeHAamuii A  (YpOBeHb  [IOCTOBEPHOCTH

JI0KA3aTeJIbCTB - 2)

Kommenrapuu. Muenycmam™**  (N-6ymun-oeoxcunotiupumuyun; NB-DNJ) sensemcs
HeOONbULOU MONEKYNIOU UMUHOCAXAPA, KOMOpAasi Oeucmeyem KaK KOHKYPEHMHbLU UHSUOUMOp
Gepmenma, 2nOKO3UPYEPAMUOCUHMAZBL, KOMOPLIIL KAMAIU3Upyem nepewlil (HUKCUPOSAHHbLIL
aman cunmesa 2auxoc@uneorunuoos (I'CJI).

Muenycmam™* moowcem nponuxams uepes cemamos’nyedanuveckuii oapvep, u ObLIO
noKazawo, umo oH ymenvuiaem Haxonnenue I'CJI 6 2onoeHom mosee, 3amednsem pazeumue
HeBPOIOSUYECKOU — CUMNMOMAMUKY U YOTUHSEN  BbIHCUBAEMOCMb  NPU  OOKIUHUYECKUX
uccneooganusix. OH Modcem makice HEeNnpAMbIM 00PA3OM De2yIupo8ams GHYMPUKIENMOYUHbLLL
20MeoCcmas Kaibyus, CEA3AHHLIL C HAKONJeHUueM CQUH203UHA — NpeonoiaedemviM NYCKOGbIM
gaxmopom 6 namozeneze HIIC1 — nymem 61uanus Ha KOHYEHMPayuro nioKO3UNYEPAMUOA.

Habniooaemas  6ezonachocmv  u  neperocumocms  muenycmama™*  npu  HII-C
npubIUUMenbHO maxas xce, Kak npu oonesnu Iowe 1 muna, u 6 yeiom cxoOHa 8 NONYIAYUU
oemell U 83POCHbIX/MONI00bIX nayuenmos. Haubonee uwacmo ommeuaemvimu HexcenramenbHbLMU

Ae1eHusMU Oblla clabas uiu YMepEeHRHAA duapeﬂ, memeopusm, nomepsa eeca U mpemop.
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Heoicenamenvhuie s6nenus co cmopomnsl sHceny00uHO-KUUEYH020 MpaKkma u HeOonbuas
unu ymepennas nomeps geca (8 yenom Haonooaemasn y 50% nayuenmos) umenu meHoeHyuro K
CHUDICEHUIO CO 8PeMEeHeM NPU HeNpepuleHOU mepanuu u yCneuwno Konmpoauposanuce [9-11,22].
Hannvle KnunuYecKux uccied08aHull ¢ npumeHeHuem muenycmama oboowens 6 Ipunosxcenuu I’
5 [22]. B csasu ¢ meipooezenepamusnoti npupooou HII-C, cmabunuzayus 3abonesanus uiu
VMeHbuleHUue CmeneHu npozpeccupo8anusi 3a001e6anus A6IAI0MCA, Hauboiee pearucmuyHbIMu
yenamu, Komopwvle MONCHO OOCMUSHYMb NpU  OIUMENbHOU Ccheyuguueckou mepanuu
3a601e6aHUsL.

Buoumwiii nonoosicumenvuwiii kiunuveckuti pesyromam y nayuenmos ¢ HII-C moocem
Habnooamvcs yepe3 6 mecayes - [ 200. B cayuasx meoneHHO npozpeccupyiouux @opm
3aboneeanusi (Hanpumep, y HAYUEHMO8 C HAYAIOM 3a001e6aHUs 80 63DOCIOM 603pdcme),
aghghexmul om Jneuenus mocym HabOa00ambcs uepe3 euje Oonee ONUMENbHBIL NPOMEICYMOK
epemenu [3,8-11, 19,23].

B cnyuasax nanuuusa  msadcenvix He8poNOUYECKUX HADYWEHUL Ydce HA  MOMEHMm
NOCMAHOBKU OUACHO3d, 8 OCOODEHHOCmU ) NAYUEHMO8 PAHHEe20 B03paAcma, Cyujecmsyem
MEHbULASL 8ePOAMHO20 MO20, YMO Mu2rycmam** npunecem cyuecmeenHyo mepanesmuieckyro

noJb3Yy.

e Pexomenayercsi BceM nanuentam B Bo3pacte 4-12 ner ¢ HII-C u HeBponorundeckumu
HapyIICHUSIMA Ha3HauYeHHE CyOCTpaT-peaylupylolield Tepanuu - J03a MUTIycTaTta*™* y
JAHHOM Tpynnbl MAlMEHTOB HA3HAYaeTCsl MCXOJAs M3 IUIOIAAM IOBEPXHOCTH Tela
(mpunoxxenne A 3, Tabmuma 1) U JOCTHXKEHUs TepareBTHdeckoro 3¢¢ekra [9-
11,21,22].

YpoBenb  ybOenureabHocTH ~ pekomeHaaumii C  (YypoBeHb  10CTOBEPHOCTH

JA0KA3aTeJbCTB - 4)

e Pexomennyercs mnammentam c¢ HII-C, momyyarommM Tepanuio MHUTITyCTaTOM**, mpu
MOSIBICHUM HAPYIICHUH CO CTOPOHBI JKETYJI0YHO-KHMIIICUHOTO TPAKTa, MPH JUTATCILHON
auapee W OOJNSX B JKMBOTE HAa3HAUCHHE MPENaparoB, YTHETAIOIIUX MEPUCTAIBTHKY
(mampumep, AO07DAO3 nomepamuma** oas nayuenmos cmapwe 6 1nem) W/ WIH
W3MCHCHHEM JIUEThI, MPH JUTUTEIbHON a0JIOMHHAIBHOW OONM - CIIa3MOJIMTHYECKAs
Tepamnus. J{Js HEKOTOPBIX MAIMEHTOB MOKET OBITh MMOJIE3HBIM BPEMEHHOE YMCHBIIICHHE
n03el MurTycrata** [3,18].

YpoBenb  yOenurenbHOCTH pexkoMeHaaumid B (ypoBeHb  J10cTOBEpHOCTH

J0KA3aTEJbCTB - 5).
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e Pexomenayercsi marmentam ¢ HII-C mpekpatuth jedeHHEe MUTIYCTaTOM** B TOM
clly4ae, €ClIi HECMOTpS Ha yMCHBIICHHE JI03bl, M3MEHEHHE JIUE€Thl  WIH
CUMIITOMATUYECKOE JICUYCHHE, PA3BUBAIOTCA CEPbE3HbIE HAPYIIEHUS CO CTOPOHBI
YKETyI0YHO-KHUIIIEYHOoro Tpakra [3,18,19].

YpoBenb  yOenuTeqbHOCTH  pekoMeHaaumii C  (ypoBeHb  J10CTOBEPHOCTH

J0KA3aTeJbCTB - D)

Kommenrapun. [enecoobpaznocms — npoooadiceHuss — JleueHus — Mueiycmamom™*
NAYUeHmMo8 C MANCENbIMU NPOSPEeCCUPVIOUUMU HAPYUEHUAMY, NPpUBEOWUMU K HACHMYNIEHUIO
27YOO0KOU NCUXO-HEBPOJIOSUYECKOU UHBATUOUZAYUU HEOUYeBUOHA U HYIHCOAemcs 6 OanbHelem
06cycoeHu.

Pewenue o enecenuu usmenenuii unu npekpaweHuu mepanuu Mu2iyCmamom™*, 0oxHcHbl
OCHOBLIBAMbCA HA UHOUBUOYATILHBIX XAPAKMEPUCUKAX NAYUeHMA U NPUHUMAMbCSA COBMECHHO
cneyuanucmom 6 obnacmu MemadoauuecKux 3a001e6anull, a makice pooumenramu U dieHamu

cemvu [3,18,19].

3.2 CuMOToOMaTH4ecKoe Jeu4eHne

Ilo cumnmomamuueckou mepanuu HII-C nem panoomusupo8aHHbiX KOHMPOIUPYEMbIX
uccnedosanuu. Bce npusedennvie Hudice pexomenoayuu ompaxtcarom 3KCHEPMHOE MHeHUe
cneyuanucmos u3 pasuvlx cmpau. Illpenapamoel 015 neuenus HeBPOLO2UHECKUX OCTOMHCHEHUl,
ONUNENCUU, NCUXUYECKUX HAPYWEHUN HA3HA4arom 6 COOMmEemcmeuyu ¢ KIUHUYeCKUMU

PpeKomeHOayuamuy, pa3pabomanHulmMu 01 coomeemcmeyioweu namonocuu (llpunosxcenue A3

maobnuya 2) [3,8,12,13,19,23].

e Pexomenayercst HaOmO1aTh 3a DYHKIMEH TIIOTaHUS, IPEXK/Ie Bcero, y nanuentos ¢ HII-
C, xoTopple OTHOCATCS K TIpylIe pucka Mo acnupanuu. Bompoc 00 opraHuzanuu
MUTAaHUS ¥ W/WIW JIeYeHUU Aucharuu J0KeH ObITh pelleH Kak MOXKHO paHblile, Mpu
TOM PEKOMEHJIOBaHBI CIENyIOIMe Mephl: Ooiee MsArKas WM TycTas IMHIIA, 30HI0BOE
NUTaHUE, HAJOKEHUE TacTPOCTOMBbI (A7 TOro, 4YTOOBl OOECNEeYUTh JAOCTATOYHOE
MOCTYIUICHHE JKUIKOCTU ¥ Kaiopuii) [3,8-11,21,29, 34].

YpoBenb  yOenurenbHOCTH pexkoMeHaaumid B (ypoBeHb  J10cTOBEpHOCTH

0KA3aTeJbCTB - 3)

o Pexomenayercss mnanveHram ¢ HII-C B cinydae pa3BUTHUS BTOPUYHOM JIETOYHOU
MaTOJIOTUK B pe3yjbTaTe aclupaldd Ha3HayeHHe aHTHOAaKTepUualbHOM Tepanuu
nmpenaparaMy  IIMPOKOrO  CIIEKTpa JEWCTBUSA Ul IPENOTBPALICHUS  pa3BUTHUA

ocioxuenuit [3,8-11,21,29].
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YpoBenb  yOeaureqabHocTH  pekoMeHgauumii C  (YypoBeHb  J10CTOBEPHOCTH

J0KA3aTeJbCTB - D)

e Pexomenayercs naunuentam ¢ HII-C, umeromux AaHHBIA CUMITOM, ISl YMEHbBIICHUS
cmronoTeuenuss npumeHsaTe AO3BAOL arponuua™* mepopanbHo, nabekimu MO3AX01
OOTYJIMHUYECKOTO TOKCHHA THIIa AA B OKOJIOYIIHYIO WJIH MOJYENTIOCTHYIO *kene3y [3,19].
YpoBeHnb  yoenutenbHocTH  pekoMenganumii C  (YypoBeHb  10CTOBEPHOCTH

J0KA3aTeJbCTB - D)

e Pexomenayercs namuentam ¢ HII-C, umerommx maHHBI CUMITOM, JIsI KOPPEKIUHU
HApKOJICTICUU, HMHBEPCUU CHA W/WIM CHHAPOMA OOCTPYKTHBHOTO amHO? BO CHE,
npumeneane NO5SCHO1 wmenaroHMHA W JIe4eHHWE METOJOM CO3/JaHUSl TOCTOSIHHOTO
MOJIOKUTEIBLHOTO JAaBJICHUS B AbIxaTenbHBIX MyTaX (CPAP-tepanus) [3,19].

YpoBenb  yOenurenbHocTH  pekoMengauuii C  (ypoBeHb  JI0CTOBEPHOCTH

JA0KA3aTEJbCTB - 5)

e Pexomenayercss manuentam ¢ HII-C ¢ skcTpanupamMuaHbIMU - HapyUICHUSIMU
MIPUMEHEHUE aTUIHYHBIX HEHPOJENTUKOB U PETYIISIPHBIA HEBPOJIOTUUECKUM MOHUTOPUHT
c LEJbI0 MUHUMU3ALUN MIPOrPEeCCUPOBAHUS THOOBIX COIYTCTBYIOIIUX
SKCTpanupaMUIHBIX TTposiBiieHU [8,19,24,28].
YpoBenb  yOenutenbHocTH  pekomenaauumii C  (YypoBeHb  J0CTOBEPHOCTH
JI0KA3aTeJIbCTB - 5)
Kommenrapuu: [lcuxoz uacmo nodoaemcsi Jje4yeHUrd  AHMUNCUXOMUYECKUMU
JIeKApCMBEeHHbIMU Npenapamamu, xoms y Hekomopwix nayuenmog c¢ HII-C uabnrooaemcs

omcymcecmeue omeema Ha jieveHue uiu oaorce napa()OKCClJZbH0€ yxy()meHue.

e Pexomenayercsi Bcem namnuentam ¢ HII-C, nns neuenuss 6unonsipHbix adeKTUBHBIX
paccTpoiictB, crabunmzaropel Hactpoenus, Takue kak NO3AGO1l BambnpoeBas
KUCHOTa** (meTsiM ¢ 3 7er), a Julsl TepanuM JENpeccud Ha3HAaYeHHEe CEJIEKTHBHBIX
MHTHOUTOPOB OOpAaTHOTO 3axBaTa cepoToHHHA [8,19].

YpoBenb  yOeaureabHocTH  pexkoMeHaaumid C  (YypoBeHb  /10CTOBEPHOCTH

0KA3aTEJbCTB - D)

. PeKOMeHIlyeTCH BCEM IIallUCHTaM C HII-C paHHETO BO3pacTa (HOBOpO)KILCHHBIC n acTu

MEPBbIX JIET JKU3HW), TPH PA3BUTUHM CHHAPOMA XOJIeCTa3a >KEIYETOHHAsl Teparmus
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npenapatoMm AOSAAQ02 ypcoae3okcuxosneBoil KUCIOThl # (cycmensus) B goze 10-30
mr/kr/cyt [35].
YpoBeHnb  yoenutenbHocTH  pekoMenganumii C  (YypoBeHb  10CTOBEPHOCTH

J0KA3aTeJbCTB - 4)

Pexomenayercsa Bcem nanuentam ¢ HII-C panHero Bo3pacrta ¢ 3aMECTUTEIILHOMN 1EIbIO
Ha3HayvaroTcs xKupopactBopumbie Butamunsl (A, 1, E u K) [3].
YpoBenb  yOenurenbHocTH  pekoMeHgaumii C  (ypoBeHb  J10CTOBEPHOCTH

JA0KA3aTeJbCTB - D)

He pexomenayercs Bcem nanueHtaM ¢ HII-C B ciyudae pa3BuTuUd NE€YEHOYHOM
HEJIOCTAaTOYHOCTH MPOBECHUE TpaHCIUTaHTaluK neuenu [17,19].

YpoBenb  yOenutenbHocTH  pekoMeHgaumii C  (ypoBeHb  J10CTOBEPHOCTH
JA0KA3aTEJbCTB - D)

Kommenrapuu. Credyem npogooumsv peyiapHbulll MOHUMOPUHZS NAYUEHMO8 C

auCZZHOS’OM, YCMAHOBIEHHbIM 6 pe3ylibmanme CKPUHUH2Aa cubcos unu Ha OcHose sucyepalbHvlx

CUMNMOMO6, HA npeOMem B603HUKHOBEHUsl HEeBPO102UYECKUX npo,%ﬂeHm?, u c;zedyem peutumo

B60NpPOC O HASHAYEHUU JI€UYECHUA NPU NePEeblX NPUSHAKAX HAYAld HEeBPOJI0cCUHUECKUX paccmpoﬁcme

[3,8,19].

3.3 Jluerorepanus

PeKOMeH}IyeTCﬂ IJid YCTpaHCHHUA WM YMCHBUICHUS BBIPAXKCHHOCTH AUCIICIITUYCCKUX
paccTpoiCTB TaKUX Kak, AWapesi, TOIIHOTA, PBOTA, CHU)KEHUS Beca, OOJIM B KUBOTE TIPH
JIEYEHUU MHUIATYCTaTOM™**  CcOONMIOJiIeHHEe JUEThl C TIOHIKEHHBIM  COJEpIKaHHEM
ucaxapuioB U osmrocaxapos [3,13,19].

YpoBeHnn  yOenuteabHocTH  pekoMenaaumii C  (YpoBeHb  10CTOBEPHOCTH
JI0KA3aTeJILCTB - 5)

Kommenrapun. [lpu npumenenuu npenapama muenycmam** y nayuenmoe c¢ HIIC

Moz2ym Habarwodamvcsi ouapes, OOAU 8 JAHCUBOME, MemeopusM CeA3aHHvle ¢ OIOKUPOBaHUEM

Gepmenma, pacwennaoue2o Ou- U 0IU20CAXAPUObLL. 8 Nepevle Hedelu HaAdaid mepanuu, C

HOCIEOVIOWUM C ee pacuiuperuem 3a cuem npooykmos, ykazanuwix ¢ konouwke « O PAHUYUTD»

(npunooicenue I' 6). Ha nepsom smane nazmauenus cyocmpam peodyyupyioweu mepanuu

HcenamellbHoO HaA3Havyerue np06u0mul<06, Komopble CHUaCaron puck 603HUKHOBEHUA DfC@JZyaOUHO'

KULEUHbIX NpoO.aeM U YIYyUuLam pabomy KulleyHuKda.

Hasnauenue ouemoi npoeoc);zm 6 mpu NnoC1e008ameNbHbIX IMANa.
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1. Cmpoeas ouema ¢ UCKIIOYEHUEM OUCAXAPUO08;

2. Pacwupennas ouema ¢ nocmenenHviM 86edeHUeM NPOOYKMOS NUMAHUA,
cooepacawux oucaxapuovl,

3. Ilpakmuuecku HopmanrvHas Ouema, 3a UCKIOYEHUEM NPOOYKMOE NUMAHUS,
KOMOpble NI0OX0 NePEeHOCAMCS.

IIpodondxcumenvhocms  Kaxco020 smana 8apvbupyem Om HEeCKOIbKUX Heoelb 00
Heckonbkux mecsayes. Cobnrodenue Ouemvl MNO380J5em  CHU3UML NOOOUHbIe dhghexmul
npenapama muerycmam** u obecneuusaem 00CMAMOYHOe NOCMYNIEHUE HEeOOXOOUMbIX

seujecms u IHepeun OJisi HOPMAIbHO20 YHKYUOHUposanus opeanuzma [3,18].

4, MeamuuHcKAasi peaduaMTANUsA, MeIUIMHCKHE MOKA3aHUs U

NMPOTHUBONOKaA3aHUA K IPUMECHCHUIO METO0B peaﬁl/IJIl/ITal_[I/Il/I

e Pexomenayercs qis nanuentoB ¢ HII-C Bpauom-¢usmorepanesroM u BpadoM-JIOK
pa3zpabaTbiBaTh HMHAMBHUIYANbHBIM Kypc peaOWiIMTaluu, BKIIOYAIOMIMA  Maccax,
nedeOHy0 GU3KYIbTYpY, PU3n0oTepaneBTUUYECKHe npoueaypsi [3,19].

YpoBenb  yOenurtenbHocTH  pekomengaumii C  (ypoBeHb  JOCTOBEPHOCTH

JI0KA3aTeJIbCTB - 5)

e PexoMenayercsi peaOWIMTAllMOHHBIE Kypchl  (MeguuuHCKuUK  Maccax, JIDK,
¢buznonpoueaypsl, MCUXO0JIOro—Tearoruyeckas IMOMOIIb) JKeNaTeIbHO MPOBOJUTH B
YCIJIOBUSIX IHEBHOTO CTallMOHApa MPOBOAMUTCA € 4acTOTOM 3-4 pasa B roJ, JUIUTEIbHOCTD —
OIPEEIISIETCS TSHKECTBIO COCTOSHHS M OTBETOM Ha TPOBOIMMBIE MeporpusTus [3,19].

YpoBenb yOeauteabHocTH pexkoMenaanuii C (YpoBeHb JOCTOBEPHOCTH
JI0KA3aTeJILCTB - 5)

Tcuxonoeo-nedazoeuueckas noOMoulb

e Pexomenayercsi pOBOIUTH ICHUXOJIOTO-Tienarornyeckyto nomonis nersm ¢ HII-C B
KOMIUIEKCE  peadMIUTAalMOHHBIX  Mepomnpuatuil.  KoppekunoHHO-Tegarornyeckoe
BO3JEHUCTBUE OIPEAEIACTCS B 3aBUCUMOCTU OT TSDKECTM W JUIMTEIBHOCTU TEUYEHUS
0OJIe3HH, CTPYKTYpPHl HApYIIEHWUW 3J0POBBS, CTENEHW HEIOPa3BUTHS IMO3HABATEIHHOU
NESATETPHOCTH, THUIIA SMOIMOHAIBHOTO pPEarupoBaHUs, OCOOCHHOCTEH TOBEICHHUS
pebenka. BrxiroueHne KOPPEKIIMOHHO-TIEAArOTHYECKOTO COMPOBOXKACHUS B KOMILIEKC
BOCCTAHOBUTEIBHBIX MEPOMPUSITHI 00ECIIeUYnBAET NOMOIHUTEIBHYIO OLIEHKY TUHAMUKU
MCUXHYECKOTO PA3BUTUS KaK OJHOTO W3 BAXKHBIX IMOKAa3aTelIed COCTOSHHS 3J10pPOBbS,

IIOBBIIIIACT 3(1)(1)GKTI/IBHOCTI) TCPANCBTUYCCKUX BMCEIIATCIIBCTB, CHUXXACT SKOHOMHYCCKOC
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Opemsi JaHHOW TMAaTOJOTHMH 32 CYET COIMAJIHM3AlMKA IAalACHTOB W COXPaHCHHUS
MICUXOJIOTMYECKOr0 TMOTEHIMada TPYAOCIOCOOHBIX HIEHOB CEMbH. PeKOoMeHJ0BaHO
MPOBEJICHUE PETYJISAPHOM OICHKHM KOTHHUTHBHOTO CTaTryca MAalMEHTOB C IEJbI0
OIpeIeIIeHUs] BO3MOKHOM (hopMbI 00ydueHMst (KOpPEKIHOHHBIN Kitacc) [3, 19].

YpoBenb  yOeaureqabHocTH  pexkoMeHaauuid C  (YpoBeHb  /I0CTOBEPHOCTH
J0KA3aTeJbCTB - D)

Hannuamuenas nomMoulb

o PexkomMennyercs oxazaHue BCECTOPOHHEH MOMOIIM (MEIULIMHCKOMN, ICUXOCOLUAIbHON 1
MaTepuabHOM)  JETAM C  HEHU3JICYMMBIMH  OTPAHWYMBAIOLIMMHM  CPOK  KHU3HHU
3a00JeBaHUsAMHU. B cOCTaB MalJIMAaTUBHBIX CITYKO BXOIAT Bpadd, METUIIMHCKHE CECTPHI,
TICXOJIOTH ¥ COLMaNIbHBIE paboTHUKU. HecMOTpst Ha TSHKE0e COCTOSIHUE U MTOCTOSTHHYIO
NOoTpeOHOCT, B MOHUTOPHMHIE, BCE NAIMEHThl NPEUMYIIECTBEHHO HAXOAATCS JoMa B
KpYT'y CBOel ceMbH U Apy3eil. OCHOBHOM Liebi0 paboThl MAJUIMATUBHBIX CIIY>KO SIBIISIETCS
CO3/IaHHE BCEX HEOOXOJMMBIX YCIOBHM Uil oOecrieueHus: HaxXxOXJIEHUs NAlMEHTOB B
JIOMAlTHUX YCJIOBMSIX, @ HE B CTEHAX JIEUEOHOI0 YUPEKIACHHUSI, YTO MO3BOJISIET HE TOJIBKO
YIAY4IINTh KadyecTBO HM3HM MAIMEHTOB M HX CEMEH, HO U CYIIECTBEHHO CHM3HTh
rOCyJJapCTBEHHbIE 3aTpaThl Ha MOCTOSHHOE CTAllMOHApHOE JICUEHHE TAKUX IalUCHTOB
[19].

YpoBenb  yOenutenbHocTH  pekomengauumii C  (YypoBeHb  J0CTOBEPHOCTH

JI0KA3aTeJILCTB - 5)

5. lIpopuaakTuka u JUcNaHCcepHOe HADIIOeHUe, MeIUIIMHCKHIE

MOKAa3aHUA U IPOTHBONOKA3aAHUA K IPUMECHCHHUIO METO/10B HpO(l)I/I.HaKTI/IKI/I

Ilepuoouunocme nosmopmuwix obcredosanuii nayuenmos ¢ HII-C  npusedena 6
Ipunoscenuu 7. B 3a8ucumocmu om ocobenHocmell meyeHus 3a001e8aHus 4acmoma

NOBMOPHBIX 0OCIEO08AHULL MONACEM ONPEOEIIMbC IeUAUUM 8PAYOM UHOUBUOYATILHO.

e Pexomenayercsi mocine ycraHoBieHHs JauarHo3a mnamueHty ¢ HII-C wmm  ero
opuUIIMaTBLHBIM TIPEACTABUTENSIM, KOHCYJIBTAIMS Bpaya-TeHETHKA C IIEJIBI0 pacdeTa
TeHETUYECKOT0 PHCKa B CEMbE, aHallM3a POJOCIOBHON M OOCYXKIEHHS BO3MOKHOCTEH
npeHaTanbHOU auarHoctuku [19].

YpoBenb yOeauteqbHocTH pexkoMenaanum — C  (ypoBeHb [10CTOBEPHOCTH

JI0KA3aTeJIbCTB D).
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KommenTapuu: B cembsx, 20e ecmb nayuenm ¢ YCMAHOBIEHHOU Mymayuel,

cywecmsyem

OUACHOCIMUKU.

BO3MOINCHOCNIb npoeedeHuﬂ npeumnﬂaHmaquHHoﬁ u npeHamanbHOL?

HpeHamaJZbHa}l OUACHOCMUKA B03MOMCHA MemoOamu I’lp}LMOﬁ U KOCBEHHOU

JHK-0uaenocmuku 015 cemeti ¢ u38eCMHbIM 2eHOMUNOM.

6. Opraﬂmaunﬂ OKa3aHus MeI[I/lIII/IHCKOﬁ oMo

IToxa3zanus IJIA IJIAHOBOM TOCHUTAJIHN3ALUN B MEIUIMHCKYI0 OPraHu3auMIo.

[IpoBeneHne JNUArHOCTUKH W JICUCHUs, TPEOYIONUE  KPYIJIOCYTOYHOTO
MEIMIIMHCKOIO HAOJIIOIEHU.

CocrosiHue, Tpedyroliee aKTUBHOTO JICYCHHSI U KPYTIIOCYTOYHOTO MEIUITMHCKOTO
HaOJIIOIEH NS

CoctosiHue, Tpedyrolee MPOBEACHHS BBICOKOTEXHOJIOTUYHBIX METOJIOB JICUCHUS
Heo0xommMocTh TpOBEICHHUS PAa3TUYHBIX BUOB IKCIIEPTH3 WU OOCIICIOBAHUS B
MEIWIIMHCKOM  OpraHM3allMii IPH  HEBO3MOXXHOCTH  IIPOBEJACHUS HX B
aMOyJIaTOPHBIX YCIOBUSAX, TPEOYIOIIMX ITUHAMHYECKOTO HAOMIOIeHUs (B TOM

qucie o(hopMIICHHE 3aKIII0YeHUS (DeaepaIbHOro KOHCHINYMa).

IToka3zanus k 3KCTpeHHOﬁ roOCIIUTATU3 AN .

Octpeic 3a0oiyieBaHusi, OOOCTPEHUS XPOHHUYECKUX OOJC3HEH, OTpaBICHHUS U
TpaBMbl, COCTOSIHUS, TpeOylollMe WHTEHCUBHOM Tepanmuu U INepeBoja B
pEaHNMAaIMOHHBIE OTACNEHUS WM OTJEICHUS HWHTEHCHUBHOM Tepamuu, a TakkKe
KpPYTJIOCYTOYHOTO MEAMIIMHCKOTO HAOMIOJEHUH W TPOBEACHUS CHEIHaTbHBIX

BUIOB 00CIIEIOBAHUS 1 JICUCHMS.

IToka3anus K BbINMCKE MAIMEHTAa U3 MeTUIIHHCKOMI OpraHu3anMu;

OTtcyTCcTBUE YTpO3BI )KU3HU MAIIUEHTA,;

OTcyTCcTBHE YIPO3bI Pa3BUTHS OCIOKHEHHM, TPEOYIOIMNUX HEOTIOKHOTO JICUCHUS;
Crabuiu3anusi COCTOSHUST MU OCHOBHBIX KJIMHHUKO-Ta00OpaTOPHBIX MoOKa3aTenen
MaTOJIOTHYECKOTO TPoIiecca Mo OCHOBHOMY 3a00JIEBaHUIO;

OtcyTcTBHE HEOOXOJMMOCTH B TOCTOSHHOM BpadeOHOM U KpPYTJIOCYTOYHOM
METUIIMHCKOM HaOJI0ICHUH 110 OCHOBHOMY 3a00JICBaHUIO;

HeobOxomuMocTu mepeBofa MalueHTa B APYTylO OONBHUIYY WU YYpEKIACHUE

COIMAIIBHOTO 00EeCTICUEHHS.
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7. lonoauTeabHAs HH(POpMALKA (B TOM 4uciie (aKTOPbI, BJAUSIOIIHAE

Ha UCXO0 3a00J1eBaHUs UJIH COCTOHHHH)

Pannas ouacnocmuka u nHauano namozeHemuuecko20 U CUMNMOMAMUYECKO20 JledeHus
MO2Ym 3HAYUMENbHO NOGIUSIMb HA NPOCHO3 U ucxoo 3abonesanus [13,20,23].

Hecmomps na nanuuue namoeenemuyeckoeo jeyenus, npoeHo3 npu oonesnu Humanna-
Iuka, mun C npoodondcaem ocmasamvcs HeOIA2ONPUAMHBIM. Xapakmep NpocpeccupoBaHus
3a001e8aHUsl U NPOOOIHCUMENbHOCIb dcusHU Y nayuenmos ¢ HIT-C kpatine eapuabenvhubl.

Csoespemennoe HazHaueHue nNamoceHemudeckol mepanuu (cyocmpam-peoyyupyrowast
mepanusy) Moxcem Yayuuums npocho3 nayuenmos [8-13,19,23,27].

Pexomendyemcss npogsedenust CKpunuHea 2Spynn 6blCOKO20 pucka (nayuewmol ¢
amaxcuetl, kamanexkcuetl) ¢ yeavto visenenus nayuenmos ¢ HII-C [7,12].

Iayuenmoi, y KOMOP®IX pA36UBAEMIC MANCENAS. INUNENCUs, KAK NPAGUNO, UMerm
XyOuwiutl NPOCHO3 U MEHBLULYIO NPOOOINCUMENbHOCHIb JHCUZHU, NO CPABHEHUIO ¢ nayuenmamu 6es3 ¢

onunenmudeckux npucmynos [19].

Kpurtepuu oneHkn kauyecTBa MeIUIIUHCKO MOMOLIHU

Ne Ouenka
Kpurepun kayectBa
BBINOJIHEHHU S

1. Boinonneno omnpenenenne JICMS509 B mnsiTHax KpoBH
u/uam  XonectaH-3,5,6-Tpuona B IUIa3Me  KpPOBH U /
MOJIEKYJISIPHO-TEHETHIECKOEe HMCCIICIOBAaHNE (BBISBICHUE fla/mer
mytanuii B rene NPC1, NPC2) npu mocTaHoBKe T1arHo3a

2. BeimonnHeHo  Ha3zHaueHWe — cyOCTpaT-peaylMpYOLICH Ha/uer
Tepanuy MpernapaToM MUTIYCTa, €XKeTHEBHO, IEPOPAIbHO.

3. BrimonHeno  ompeneneHue  pa3MepoB  IIEYEHU U Ha/ner
CeNIe3eHKH TI0 JIaHHBIM YJIBTPa3ByKOBOTO HCCIIEOBAHUS,
€CIIM HE TIPOBOJIMIIOCH MTOCTIeTHUE 6 MECAIEB

4. Beimonnena  anekTposHuedanorpamMma,  e€ciM He Ha/uer
POBOJWIOCH B MOCJEIHUE 6 MECsIIeB

S. Beinonnena MarHUTHO-PE30HAHCHAsI ToMoTrpadus Ha/ner
TOJIOBHOTO MO3ra, €CJIM HE MPOBOAWIOCH B TOcieaHue 12
MecsIIIeB

6. BeimonHeHa  aynmuoMmeTrpus, €cI  HE  IPOBOJIMIIACH Ha/ner
nocieanue 12 mecsues

7. BrimonHeHa KOHCYNbTalUsi BpPauyoOM-HEBPOJIOTOM TIpU Ha/uer
HAJIMYUM TIATOJIOTHM CO CTOPOHBI IIEHTPAJIbHOW HEPBHOMN
CHCTEMBI
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8. BoinonHeHa KOHCY/nbTalMsl BPauyOM-T€HETUKOM €CJIM HE Ha/ner
POBOJIMIIACH paHee

9. BrimonHena KOHCYNbTAalMsi BpPadyoOM-TICUXHATPOM TpU Ja/ner
HAJIMYUH ICUXHATPUIECKUX TPOSIBICHUI

10. Brimonaen ONOXUMHUYECKUI a”HaAIIN3 KpOBHU JHa/uer

(amaHnmHAMHHOTpaHCdepas3a, acnapraTamMuHOTpaHcdepasa,
o0t u IpsAIMOI OounnpyOuH, XOJIECTEPHH,
TPUTTUICPUIBI, JAKTATACTHAPOreHasa, Kabiui, Gocdop,
menoyHas  ¢ocdaraza OpM  HAIMYAKM ~ IPU3HAKOB
xoJjecrasa), (anpoymus, pudpunores, [ITU wiu [1TB, X3,
allaHMHaMHUHOTpaHc(depasza, acmapraraMUHOTpaHcdepasa,
o0muiA u PSIMO OmMpyOuH, XOJIECTEPHH,
tpurmuuepuasl, JIITHIL, JIIBII npu  nedyeHoyHOM
HEJIOCTaTOYHOCTH ), eciu HE MIPOBOIUJICS B
npeauiecTpyrome 6 Mmecsies
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Ipunoxenne Al. Cocras pado4eii rpynnbl no paspadoTke u

MEPECMOTPY KIMHUIECCKUX peKOMeHHaHHﬁ

Kyue Cepreit UBanoBuu - uwi.-kopp PAMH, n.m.H., nupexkrop ®I'BHY "Menuko-
FeHEeTUYECKUM Hay4dHbIN eHTp uM. akagemuka H.I1.boukosa ", [Ipe3unent Accounaruu
MEJUIIMHCKUX reHeTHKOB (AMI).

Nnnapuomkun Cepreii HukonaeBuu - wi-xopp. PAH, a.m.H., mnpodeccop,
3aMeCTUTeJb JUpPeKTopa M0 Hay4yHOM paboTe, PYKOBOAWUTEJNb OTAeJa
uccaegoBanui mo3ra ®I'bHY HITH

BapanoB Anexcanap AnexkcanapoBuy- akagemuk PAH, mpodeccop, a.M.H., [ToueTHsbrit
IIpeacenarens Mcnonkoma Coroza neauatpoB Poccun. Harpagwi: Opnen Tpymosoro
Kpacnoro 3namenu, Oppaen Ilowera, Opnen «3a 3acmyru mepen OrteuectBom» [V
crenenu, Opaen «3a 3aciyru nepen OreuectBomy» I1I crenenu.

Hama3oBa-bapanoBa Jleiina CeiimypoBHa- akamemuk PAH, npodeccop, a.M.H.,
[Ipencenarens Mcnonkoma Coro3a nenquarpoB Poccum.

Bamaxkman3ze Haro J[Ixym0epoBHa- [1.M.H., JOLIEHT Kadeapsl (QaKyIbTEeTCKOM
neguatpuu 11O GI'bOY BO PHUMY umenun H.U. [Iuporosa, MHcTUTYT nenuatpuu u
oxpansl 310poBbs aerell LIKb PAH, unen Coro3a neguarpos Poccun.

3axapoBa Exarepuna KOpbeBHa -1.M.H., 3aBeIyrOIIast JIJAOOpATOPUEH HACIICICTBEHHBIX
6one3neit oOmena ®I'BHY "Meauko-reHeTHUeCKUil HAaydyHBIH HEHTP HMM. akKaJeMuKa
H.I1.boukoBa", wunen Poccuiickoro oOmiecTBa MEIUIIMHCKUX TCHETUKOB, YJICH
€BpOTEICKOro 00IIecTBa MO M3YyYEHUIO HACIEJICTBEHHBIX Oo0Je3Hel OOMeHa BEIIECTB
(SSIEM).

Kmomnunko  Cepreii  AHaToiqbeBH4Y- K.M.H., B.H.C., Bpad-HEeBpojor 5
HeBpoJsioruyeckoro otaeneHus ®T'BHY HIIH, uneH Poccuiickoro o0611ecTB
HEBPOJIOTOB UM MeAUIIMHCKUX reHeTHKOB, Movement Disorder Society, European
Huntington's Disease Network (Euro-HD Network). Begymuii cnenuanuct mno
60s1e3HU ['eHTUHTTOHA UccaenoBaTesbckoro neHTpa REGISTRY Euro-HD Network
(Ha 6a3e HLH). [Ipexncenartens poccuiickod Accouuanuu no 6opbbe ¢ 60/1e3HbI0
['eHTUHITOHA.

Ky3enkoBa JlroamMuiia MuxaiijioBHA- I.M.H., 3aBeIyIOIIast OTAEIICHUEM
TICHXOHEBPOJIOTUH M TIcuxocoMmarnueckoi matonoruu OI'AY "Hayunbiit MeTUIIMHCKUN

~ 1

MCCIIEI0BATENbCKUN HEHTP 310poBbs Aetei" M3 PO, unen Coro3a nenuarpos Poccun.
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9. MuxaiiioBa Csersiana BurtajabeBHa -1.M.H., 3aBenaymoomas otneneHuem OI'BY
«Poccuiickas [erckas Knunnueckas bonpauiiay M3 PO.

10. IpoumisikoBa Tarbsina FOpbeBHa- K.0.H., C.H.c. J1a0OpaTOPUU HACIEICTBEHHBIX
oosezneit oomena pemects ®I'BHY "Menuko-renernyeckuii HaydHblid meHtp um. H.IT.
BouxoBa", wien Poccuiickoro oo1iecTsa MeJUIIMHCKIX T€HETHKOB.

11. MonknernoBa TarbaHa BuaagumMupoBHAa- K.M.H., C.H.C. Ja0OpaTOpHUM pPEIKUX
HACNIEJCTBEHHBIX  Oomesneit y  nmereit  @®I'AY  "Hayusblii  MeIUIIMHCKHIA
MCCIIEIOBATENIbCKUM LIEHTP 3/10poBbs eTeil” M3 PO, unen Coro3a nenuarpoB Poccun.

12. Cemauknna Ayia HukoJsiaeBHAa- 1.M.H., T.H.C. OTACICHUSA KIMHHYECKOM T'€HETHKU
OI'bY «Mockosckuit HUM nenunarpun u aerckoit xupyprun Munsapasa Poccuny, dien

Accoumanuy MEIUIMHCKUX reHeTukoB (AMI).

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

KOTOPBIIl HEOOXOAMMO 0OHAPO0BATh.
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IIpunoxenue A2. MeronoJiorust pa3padoTKi KJIMHAYECKHX

PeKOMEHIALM I

Hacrosdmme pexkomeHmauMM @peJHAa3HAYeHbl I MPUMEHEHUS MEIULUHCKUMU
OpTaHM3AIUsIMU U YUPSKACHUSIMH (PEeICPAIbHBIX, TEPPUTOPUAIBHBIX W MYHHIIMIAIBHBIX
OpraHOB  YIpPAaBIIEHUS 3ApPAaBOOXPAHEHHWEM, CHUCTEM O00s3aTeIbHOr0 M JOOPOBOJIBHOTO
MEAMIIMHCKOTO  CTPaXxOBaHUs, JAPYTMMHU MEIUIUHCKUMHU  OpPraHU3alUsMU  Pa3IMYHBIX
OpraHU3alMOHHO-TIPABOBBIX (HOPM JIEATETBHOCTH, HANPaBICHHOW Ha OKa3aHUE MEIWLIUHCKOU
IIOMOIIH.

Hacrosmue pekoMeHaly YCTaHABIMBAIOT BUJABI, O0bEM U HHIUKATOpPHl KadyecTBa
MemuiHcko momomu naruentaM npu HII-C m Obumm  paccmorpenbl B pamkax I
Bcepoccuiickuii HayuHO-IPAaKTUYECKUN KOHIpecca ¢ MEXKIyHapoJHbIM ydacTueM «OpdaHHbIE
6onesnn» (31.05.2018 - 02.06.2018) um nHa XXI Konrpecce mneauarpoB Poccunm c¢
MEXIYHAPOJHBIM ydacTHeM «AKTyalbHbIE TpoOieMbl nenuatpum» 15-17 despans 2019 r.

Knunuyeckne pexkoMeHAanMM CO37JaHbl HAa OCHOBAaHUU CHCTEMAaTHYECKOro o0030pa
auteparypsl 1992-2019 rr. Medline (Pubmedversion), Embase (Dialogversion) u Cochrane
Library databases, ¢ ucnonb30BaHHEM CO3aHHBIX MPOTOKOJIOB, COBPEMEHHBIX MEXTYHAPOHBIX
KIIMHUYECKUX PEKOMEHJalUuid M0 JUAarHOCTHUKE, JIEYEHUI0 U BEICHUIO OONBHBIX C
merabonuueckumu OomnesrsiMu (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 orHOocHTCS K peAKUM HACIEACTBEHHBIM 3a00JIeBaHUSAM, UTO HCKIIOYAeT
BO3MOXXHOCTh IPOBEJEHHS OOJBIINX KOTOPTHBIX U PaHAOMU3MPOBAHHBIX KOHTPOJMPOBAHHBIX
UCCJIEIOBAaHUM M JUIsl CO3JIaHUSl IPOTOKOJIOB JIMAarHOCTUKU W TEpaluu HCHOJIb3YIOTCS JIMIIb
TEMaTHUYECKHE UCCIIEIOBAaHUS DKCIIEPTOB, OMyOIMKOBAHHbBIE B TIOCEIHUE ABA IECATUIICTHUS.

OneHka ypoBHEH JIOCTOBEpPHOCTH JIO0Ka3aTeIbCTB UM YPOBHEH yOeAUTENbHOCTH
peKoOMeHAalui MPOBOAUIACH B COOTBETCTBUM ¢ Tabmuusl 1, 2,3.

IleseBasi avaiuTOpHs AaHHLIX KIMHUYECKHX PEKOMEHIAIMINA:

Bpauu o6meit BpaueOHON MpaKkTUKH (CeMeHbIe Bpaun);
Bpauu- neguarpsr,

Bpauun-tepaneBTsl;

1
2
3
4. Bpauu —reneTuku;
5 Bpauu -nabopaTopHble T€eHETUKH;
6

Bpauu- HeBponory;
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7. Bpauu-odransmornoru;

8. Bpaun pyHKIIMOHAIBHON THAarHOCTUKY;
9. Bpauu-nicuxuarpsr,

10.  Bpauu-mcuxuaTpbl IETCKHUE;

11.  Bpauu-ncuxuatpbl MOJAPOCTKOBBIE;

12. MegumnuHcKue IICUX0JIOTH,

13. Bpaumu-racTpo’HTEpOJIOrH;
14. Bpauu-remarosoru;
15. Crynentsl MenunuHCKUX BY 308,

Tadauma 1. Illkana ouenku ypoBHeH gocToBepHOCTH pAokazarensctB (YJI) st

METOAOB AUATrHOCTUKU (I[I/IaFHOCTI/ILIGCKI/IX BMGHIaTCJII)CTB)

A

Pacumdgposka

CucremaTnueckue 0030pbl UCCIEIOBAaHUM ¢ KOHTPOJIEM peepeHCHBIM METOAOM
WIN CHUCTEMAaTH4ecKuil 0030p paHIOMU3UPOBAHHBIX KIMHUYECKHX HCCIIEIOBAHUN C
NpUMEHEHHEM MeTa-aHajn3a

OTI[GJ'IBHBIG HCCJICAOBAHUA C KOHTPOJICM pe(bepeHCHBIM METOAOM HIIHU
OTACJIBHBIC PAHAOMU3SUPOBAHHBIC KIMHHUYCCKHUC MCCICIOBAHUA W CHUCTEMATHUYCCKUC
0630pI>I I/ICCJIC,HOBaHI/Iﬁ JIF000Tr0 ,Z[H3aﬁHa, 3a HCKJIIOYCHUCM PaAHIOMUIHPOBAHHBIX
KIMHUYCCKUX HCCHGI[OBaHHﬁ, C IPUMCHCHHUCM MCTa-aHalin3a

HccnenoBanus 0e3 MMOCJICAOBATCIIbHOI'O KOHTPOJIA pe(bepeHCHBIM MCTOAOM HJIN
HcciacaoBaHus C pe(bepeHCHI)IM METOAO0OM, HEC MABJIAIOIIMMCA HCE3aBUCHUMBIM OT
HucaiIeayemMoro Mertozia ujd HEPaHAOMHU3SUPOBAHHBIC CPABHUTCIIBHBIC HCCIICAOBAHUA, B
TOM YHCJIC KOT'OPTHBIC UCCIICOAOBAHHNA

HeCpaBHI/ITCJ'II)HI)IG HCCIICOO0BaHNMA, OITMCAHNEC KIIMHUYCCKOTO CiIydas

HmeeTcs nuinb 000CHOBAHKME MEXaHHU3Ma JEHUCTBUS WJIM MHEHUE 9KCIICPTOB

Tabauna 2. Illkana oueHku ypoBHell TocTtoBepHOCTH JokazaTenscTB (Y) ans

METOJOB MPO(PUIAKTUKH, JIeYeHUS U peabunutauuu (MpoPUIAKTUYECKUX, JEUeOHbIX,

peadHIMTAIMIOHHBIX BMEIIATEIILCTB)

A

Pacmugposka

Cucrematnuecknit 0630p PKU ¢ npumeneHnem mera-aHanusa

Otnenbubie PKU u cucrematnueckue 0030pbl MCClIe0OBAaHUM 11000r0 nu3aiiHa, 3a
nckirouennem PKH, ¢ npuMeHeHnem Mera-aHanusa

HepaHIlOMI/ISHpOBaHHBIe CPaBHUTCIIbHBIC HUCCJIICAOBAHUA, B T.4. KOI'OPTHBIC
HUCCIcaJO0BaHUs

HeCpaBHI/ITeJ'IBHI)Ie HCCIICA0OBAHUA, OINMHUCAHHUEC KIMHHUYCCKOIO Cily4das W CCpUUn
CJIY4acB, UCCIICOAOBAHU A ((CHy‘-IB.fI-KOHTpOJ'IL»

Nmeercs JINIIb 000CHOBaHHE MEXaHHu3Ma HGIZCTBPISI BMEHIAaTCILCTBA
(I[OKJ'II/IHI/ILICCKI/IG I/ICCJ'ICIIOBaHI/IH) HJIM MHCHUC SKCIICPTOB
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Taboauua 3. [llkama oueHKH ypoBHEW yOemuTenbHOCTH pexomeHmanui (YYP) mis
METOMOB MNPOQWIAKTUKY, AMATHOCTHKH, JIeUeHHss M peadumnmuranuu (IpoQHIaKTHIECKUX,

JUarHoCTHYCCKHX, JIC‘IC6HLIX, pea6I/IJII/ITaI_[I/IOHHBIX BMGI_HaTeJIBCTB)

Yy Pacuugposka
P

A CunbHas PEKOMEH1anus (Bce paccMaTpuBacMble KpUTEpUU
3¢ (}eKTUBHOCTH (UCXOJbl) SIBJISIOTCS BaKHBIMU, BCE MCCIEIOBAaHUA HMEIOT
BBICOKOE WJIH yJIOBJIETBOPUTEIIBHOE METOA0JIOIMUYECKOE KaUeCTBO, UX BBIBOJIBI 110
MHTEPECYIOIINM HCX0J1aM SIBJIIFOTCS] COIJIACOBAaHHBIMMU )

B VYcnoBHas  pekoMeHJanus (HE BCE pacCcMaTpUBaeMble  KpUTEpUHU
3¢ (eKTUBHOCTH (UCXOAbI) SBISIOTCS BAXKHBIMH, HE BCE MCCIEJOBAHUS HMEIOT
BBICOKOE WJIM YJIOBJIETBOPUTEIHHOE METOJOJIOIMYECKOe KauyeCTBO W/WIM HX
BBIBO/IbI 110 HHTEPECYIOIUM HCX0JJaM He SIBJISIOTCS] COIJIaCOBAaHHBIMMU )

C Cnabass pexkoMeHmauus (OTCYTCTBHE JIOKA3aTEJIbCTB  HAJJICKAIIETO
KauecTBa (BCe paccMarpuBaeMble KpUTEpUH d(PPEKTUBHOCTH (MCXOJbBI) SBIISIOTCS
HEBaXHBIMH, BCE UCCIICOBAHHS HMCIOT HU3KOE METOI0JIOTMYECKOe Ka4eCTBO U UX
BBIBOJIbI 110 HHTEPECYIOIIUM HCXOJIaM HE SIBJISIFOTCSI COTJIACOBAHHBIMHU )

Iopsiaok 00HOBIEeHNS KINHUYECKHX PEKOMEH IaIUii.

Mexanu3sm  OOHOBJICHHS ~ KIMHUYECKHMX  PEKOMEHJIAlUMW  MpelycMaTpuBaeT  HX
CUCTEeMAaTUYECKYIO aKTyalIM3aluI0 — HE PeXke YeM OJIMH pa3 B TPU I'0Jia, a TAKXKE MPHU MOSIBICHUU
HOBBIX JaHHBIX C TMO3WIMH JOKA3aTebHONW MEIUIIMHBI M0 BOINPOCaM IUATHOCTUKH, JICUCHUS,
NpOPUIAKTUKH W peadWIUTalud KOHKPETHBIX 3a00JIeBaHHM, HAIMYMU OOOCHOBAHHBIX

JOTIOTHeHU/3aMeuanuil K panee yrBepkaéHHbM KP, HO He yaie 1 pa3a B 6 MecsIes.
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IIpunoxenue A3. CipaBo4Hble MaTepHAJIbI, BKIKYas COOTBETCTBHE
MOKA3aHUM K NIPUMEHEHHUI0 U MPOTHBONOKA3AHM, CII0CO00B NMPUMEHEHUA U
1103 JIeKAPCTBEHHBIX NPeNnapaToB, HHCTPYKIMHU 110 IPUMEHEHUI0

JJEKApPCTBCHHOI'0 IIperiaparTa

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

3aboneBanusMu" ot 15 HossOpst 2012 r. N 917#H).

2. [Tpuka3z Munznpasa Poccun ot 09.11.2012 N 7211 «O6 yrBepxaennn Ctangapra

CIIEIUATIM3UPOBAHHON MEIUITMHCKON MTOMOIIH JIeTsAM Tpu 0oae3nn Humanna-ITuka tuma Cy.

Tadoauna 1. PekoMeHI0BaHHBIE 103bI MUTJIYCTATA B 3ABUCUMOCTH OT

IJjiomaam moBEPXHOCTH TEJaa

IL1omaas NOBEPXHOCTH Tesla (M2) PexoMeH10BaHHAas 1032
>1,25 200 Mr Tpu pa3a B JieHb
>0,88-1,25 200 mr aBa pasa B JICHb
>0,73-0,88 100 mMr Tpu pasa B ACHb
>0,47-0,73 100 Mr 1Ba pa3za B I€Hb
<0,47 100 Mr ouH pa3 B A€Hb
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Tadoaunna 2. CuMnroMmaTuveckoe JiedeHue PacCTpPoiicTB y 00JbHBIX €

ooJie3ubi0 Humanna-Iluka tun C

Kiaunnyeckue CMMITOMBI

Jleuenne

Karamnexcusa

Tpunuknuyeckue aHTHAECIPECCAHTHI
niu crumyasitopel HHC

JucToHus U TpeMop

XOIUHOIUTHYCCKHE CpEacTBa

JlBurarenbHble HAPYIICHUS dusnorepanus
ONWIENTUYECKHUE PUCTYTIBI AHTHKOHBYJIbCAHTBI
Hapymenus cna MenatoHnH 15805 CElaTUBHBIE

npenaparsl nepe;; CHOM

Hapymenus nuranus

30H,Z[0BO€ IMUTAHUC, TACTPOCTOMMUSL

Pecniuparopnsbie 0cnoKHEHUS

®usnorepanus c
OpPOHXOAMIIATATOPAMH; AHTUOMOTUKOTEPATIHSI

CaroHoTeueHue ATpOIIMH TepopanbHO, HWHBEKLUUU
O0OTYylnOTOKCHMHA A B OKOJIOYUIHYK HWJIH
MOMYENIIOCTHYO ~ JKelle3y,  T'MOCIIMHOBBIE
IUIACTBIPU WM TIIMKONUPPOHUS OpPOMHUJ

Kararonus DNEKTPOUIOKOBAsl TEPAIHUSI

Ilcuxuueckue HapyHIcHUA

Banbnpoar Harpus Ans  Je4eHUs
OumoNsApHbIX  aQQEeKTHBHBIX PACCTPOUCTB,
CEJICKTUBHBIE =~ HHIMOMTOpBI  OOpaTHOIro
3axBaTa CEPOTOHMHA MPU JAETIPECCUIX

Hunapes

I[I/IeTa, JIOIICpaMu i
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Ipuioxkenue b. AJiropuT™Mbl 1eHCTBUH Bpaya

Mpu3Haku HMCy nauneHTa

( N\

NabopaTopHas AnMarHOCTMKa

. J/

Indd.amarHoctuka ¢

OnarHos

Apymimu noaTeep:KaeH?
3abonesBaHnammn

WmetoTtca
noKasaHusa K
crPa?

MoHwuTopuHI
COCTOAHMA NaLWeHTa

Tepanus
apPekTnBHA?

cPa,

PaCCMDTpeHMﬂ BO3MOMKHOCTEM
APYTUX METOA0B SIeHeHNA

CP/I — cyOcerpar peayuupyromast Teparnus
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Hpuiaoxenue B. Undopmauus 1/ mauueHra

bone3ns Humanna-ITuka tumna C

Ipuyunel 601e31u

bonesnr Humanna-Iluka tuna C (HII-C) penkoe, HacienctBeHHoe 3aboneBanue. [Ipu
9TOM OO0JIE3HN HapyIIaeTCs MPOILECC pacHpeesieHHs] 0cOO0ro BEIIeCTBA- XOJIECTEpUHA BHYTPU
KJIETKH. XOJIECTEPUH - 3TO CJIOKHOE M Ba)XXHOE BEIIECTBO, OTBETCTBEHHOE 3a BBINOJHEHUE
HIMPOKOTO CIIeKTpa (PyHKIMI B oprann3Me. M oH 0OueHb BaKHBIN U PH 3TOM KpaifHe KOBApHBIiL.
OOMeH XoJecTeprHa YpPE3BBIYAWHO CIIOKEH - TOJNBKO JUII €ro CHHTE3a HEeoO0X0IUMO
ocymectBiaeHue okoso 100 mocnemoBaTenbHBIX peakiuid. [lo  Oosbmield YacTu, OH
TPAHCHOPTUPYETCSI B KPOBU HE B YMCTOM BHUJIE, @ B KOMIUIEKCHBIX COEIMHEHMSX, KOTOpPbIE
ObIBalOT 2 BUJOB: JunonpoTerHsl Hu3koW muotHoctu (JIIIHIIT) u nunompoTenHs! BBICOKOM
motHoctu (JITIBIT). DT coenvHenusi B HEMPAaBUILHOM COOTHOIIEHUH, TAK)KE€ KaK M BBICOKUH
o0l  ypoBeHb XOJECTepHUHA, MOTYT TMPUBECTH K CEPbE3HBIM CEPAEYHO-COCYIUCTHIM
3a0oneBanusM. OIHAKO, XOJECTEPUH SIBISETCS XKM3HEHHO HEOOXOTUMBIM BEIIECTBOM, T.K. OH
UTPaAET OYCHBb BAXXHYIO POJIb B MeTa0ou3Me KJIeTOK. OH SBISETCS HEOOXOAMMBIM KOMIIOHEHTOM
BCEX KJIETOYHBIX MEMOpaH W NPUHUMAET y4acTHe B BBIPAOOTKE BCEX TOPMOHOB, BKJIOYAs
TECTOCTEPOH, 3CTPOreH M KopTuzoi. OH Takke HeoOXOAMM [UIsi MO3ra, M CHa0XaeT TKaHU
OpraHu3Ma aHTHOKCHJIAHTaMHU. XOJIECTEPUH, NPUHOCUMBINA KpoBbio B Buae JIIIHII, mocrymaer
BHYTPb OCOOBIX MY3BIPbKOB B KileTke mocie coenuHeHust JIITHIT ¢ ero pementopamm  Ha
MeMOpane, a 3atem JIITHII mocTtymaroT B KJIeTOWHBIE OpraHesUIbl- JU30COMBI. [locie storo
JIITHIT mepeBapuBaroTCs, B ITHX PEAKIUSAX NPUHHUMAIOT Y4acTHE HECKOIbKO (EPMEHTOB U
6enkoB, B ToM uncie Oenku NPCL, NPC2, a BicBOOOAMBIIMIICA XOJECTEPUH Uepe3 MeMOpaHy
JU30COM TIOCTYNaeT B IUTOIUIa3My. M3BECTHO HECKOJBKO PEAKUX HACIEICTBEHHBIX
3a00JI€BaHU, KOTOPBIC CBSI3aHbI C HAPYIICHUsIMU 0OMeHa XoJjectepruHa. OTHU U3 HUX CBSI3aHBI C
HApYIICHUSIMH €ro MeTaboiu3Ma BHYTPU KJIETOYHBIX OpPraHesl — JTU30COM: HEAOCTATOYHOCTh
Kucnoi numnasbl, OonesHb Humanna-Iluka tunm C. J[lpyrue 3a0oneBaHus 00YCIOBICHBI
HapyIIEHUsSAMH TIpolleca 3axBaTa W LHUPKYJIUPOBAHHS XOJECTEpHUHA B KpPOBH- CceMeHHas
TUTIEPXOJIECTCPUHEMHSI.

bonesnr Humanna-Iluka tuna C — o4eHb peakoe 3a00J1€eBaHNE U BCTPEUAETCS C YACTOTOM
1:120 000 -1:150 000 XMBBIX HOBOPOXKIEHHBIX, CBsi3aHHOE ¢ MyTauusmu B reHax NPCLl u
NPC2.

Hacneoosanue

Hacnenyercs cunapom HII-C mo ayTocoMHO- perecCHBHOMY THITY. bolbHOUN pebeHOK

HacJICAyeT 1Mo OJHOMY U3MCHCHHOMY I'CHY (reHy C MyTaI.IHefI B CBOEH HOCJ'ICI[OB&TCJIBHOCTI/I) oT
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KaXI0r0 W3 poauTeneld. B cembsix, The poAuMTeNnH SBISIFOTCS HOCHUTENSIMH OOJIE3HHW, PHCK
poxaenusi 60oipHOTO pebeHka coctaBisger 25% Ha kaxayro OepeMmeHHOCTh. [loaToMy ecnu B
ceMbe POAMIICS OOJIBLHON peOCHOK, 3TO HE 03HAYAET UTO BCE IETH OyayT OOJBHBI.

Knunuueckue nposienenus HII-C

HII-C mMoxeT HaYMHATHCS B JIIOOOM Bo3pacTe. B 3aBUCHMOCTH OT BO3pacTa MOSIBICHUS
NEPBbIX CHMIITOMOB 3a00JIEBaHUS pa3IMYarOT HECKOJIbKO (popM: HeoHaTandbHas (MaHU(ecTanus
JI0 TPEX MECSLIEB), paHHs MIIaJieHYeCKast (TpU Mecslla — JIBa rojia), MO3/IHss MilaJieHYecKas (J1Ba
— IIECTh JIET), FoHoIIecKas (6—15 met) u B3pocias (crapiie 15 ner).

OCHOBHBIE CHMITTOMBI OOJIC3HHU

. 3arsKHAs XKENTyXa B HEOHATAJILHOM IEPHOJIE

. ['ematocruieHoMeranusi (yBeJIMYCHUE TICUYCHHM) WIM YMEPEHHAas CIUICHOMETalus

(yBenMueHue CeNe3eHKH )

. 3azep)KKa MCUXUYECKOr0 Pa3BUTHS

. DKCTpanupaMuIHbIe HapYIICHUS

. ATtakcus

. KaramnekTuueckue npucTyImbl

. BepTukanbHbIi HaIbAACPHBIN MTapand B30pa

Bo3pact Hauama 3a0ojeBaHHSA, TSHKECTh MPOSIBICHHUH M CKOPOCTH IPOrPECCHPOBAHUS
TaKXe BapraOebHbI U MOTYT OTIIMYATHCS Y PA3HBIX ITALMEHTOB.

ITpu Havane 3a0oyieBaHUS B paHHEM JIETCKOM BO3pacTe HAOMIOJAeTCs 3a/lepikKKa MCHXO-
MOTOpPHOTO pa3BUTHs, YBEIWYEHHME NEUYeHU U cene3eHkU. [Ipu Hauanme 3aboneBaHus B Oosee
MO3/THEM BO3pacTe Ha TMEPBBIA IUIAH BBIXOAAT HEBPOJIOTUYECKHE CHMIITOMBI, TaKHE Kak
HaApYyIIEHUS TIOXOJKH, TIOTaHHsI, ¥ TOHYCa MBIII. Y OOJBIIMHCTBA MAIEHTOB HAOIFOMAI0TCS
TaKkKe KOTHUTHBHbIE HapylIeHHUs, B psJe CIy4aeB MOTYT HalOMIoJaTbcs TICUXHUYECKHUE
HapyLICHHUS.

Kak ycTanaBJIMBalOT 1HArHO3

Bpaun Ha OCHOBaHWM KJIMHUYECKHX CHUMIITOMOB MOTYT 3allOJ03pPHTH OOJIE3Hb.
3areM MpoBOAATCS JaOOpaTOpHBIE TECTbl M MHCTPYMEHTaJbHOE HccienoBaHue. ITockonbky
pasHble OOJIE3HH OYEHb IOXO0XH [0 CBOMM KIMHMYECKHUM TPOSIBICHHUSIM, HEOO0XOAUMO
MOJATBEPANTH JUArHO3 C IOMOIIBI0 JTAa0OpaTOPHBIX MeToA0B. [loATBepKaaromas TUarHOCTHKA
HII-C 3aknrovaercs B ONpeAesieHUH KOHIEHTPAalUU OCOOBIX MeTabOoJIMTOB B MSATHAX
BBICYIIGHHOH KpPOBM WJIM IUIa3M€ KPOBU (OKCHUCTEpPOJIBbI, JH30chHuHroMHennH-509). B
naneHeimem pekomenayercs mnposenenue JIHK auarHoctuku (ecnum MeTaOOmUTHI  OBLIH

TIOBBIIIEHBI ).
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Jleuenue, HaOJII0IeHNE U MJIAHOBBLIE 00CJI€IOBaHUS

B macrosmee Bpems ansd JaHHOro 3a0oyieBaHMS pa3paboOTaHO JedeHHe CcyOpat-
penyuupylomas Tepanus, T[03BOJISIONIas YMEHBIIUTh HEBPOJIOTUYECKHE TMPOSBICHUA H
3aMeTUTh MPOTPECCUPOBaHUE 3a00ICBAHMS.

DTOT mpemnapar He MO3BOJISET BBUICYHTH 0O0JIE3Hb, HO MHOTHE IPOSBICHUS 3a00I€BaHUS
MOT'YT OBITh 3aMeJJICHBI ¥ CMSTYCHBI.

[Ipy mpuMeHeHHMH 3TOro mpemnapara HEoOXOAMMO COONIONATh TUETY, YTOOBI CHU3UTH
PUCK HapylIEeHUH CO CTOPOHBI JKEITYJAOYHO-KHIIEYHOTO TpakTa. B Tabmuie npuBeACHBI
HPOJIYKTHI, YIOTPEOICHNE KOTOPBIX TOJDKHO OBITH OTPAaHUYEHO.

I'pynmbl  TPOAYKTOB, KOTOpBIE CIEAyeT HWCKIIOYHTH/OTPAaHUYUTH/IPUMEHSATh 0e3

OFpaHI/I‘-IeHI/Iﬁ B IICPBLIC HCACIN TCpallin

M3BETATD | OTr'PAHUYUTD | BE3 OTPAHUYEHUU

Myunvie uzdenus, kpynl

Xie® Oenblii, BBINEUKA, Xneb YCPHBIH,
TIeYCHbE MaKapOHbI
Xmonbst ISl 3aBTpakKa C Xmombs 0e3 MOJOKa,
MOJIOKOM KYKypy3a
Puc, 6060BbIC Mamnka I'peuxa
MzscHvle/polOnble u30enus, Hcupbl
Konbacusie n3nenus Bce Bunbl HaTypaasHOTO
Msica, THIa
Bcee pacTUTENbHBIC
KHUPBI

Bce Buabl HarypanbHOM
PBIOBI, MOPENPOAYKTHI, PHIOHBIE
KOHCEPBBI B Maclie

Monounvle npooyxmuol

MomnouHsle IPOAYKTHI Mounoko c IIpeccoBaHHBIi CBIP
(MoI10KO, TBOPOT, HOTYPT), KpOME | COIEep)KaHUEM JIaKTO3bI
OTJICNIBHBIX COPTOB CHIPOB MeHee 90%

Osowu/ppyxmot

Kanycra, nyk, orypusl Kaprodens, cBekna Bce CBEXHUE,

3aMOPOKCHHBIC OBOIIH (KpOMe
TMEPECUNCICHHBIX B ApyTrux

pasmenax)
HatypanbHsie Hecnankue GpykTh
(PYKTOBBIE COKH, MIOPE
Hecepmul, nanumxu
HecepTsl, cnagocTu opexH I'moxo3a, ¢dpykKTO3a,
Mej
Bapense, CHpOIIBI, TpaBsiHble yau c
ClTaJIKue COKH, Ta3MpOBAHHBIC TJIFOKO30H, OTBap IMIMITOBHUKA

HaIIUTKH1
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Habnwooenue, nianosvie 06credosanus u mecmol

Jlnist Toro, 4ToObl OLIEHWBATh COCTOSIHME ManueHTta, 3ddexr mpoBoauMoil pepmeHTHON
Tepanuy, (U3NOTEepanmuy CYIIECTBYIOT pPa3IM4yHble TECThl M IMKaubl. OYeHb BAXHO HE
OTKa3bIBaThCSI OT MPOBENCHUS OSTHX HCCIEJOBAaHHMN, MOTOMY YTO OHM IIOMOTAIOT BpavyaM
O00BEKTHBHO OIICHHWBATh COCTOSIHME MAlMeHTa, 0OOCHOBATh JICUCHHE WJIM BBECTH M3MEHEHUS B
IpOTpaMMbl peaduIuTanuy 1 abunuranuu. B Tabiuie nmepeunciieHbl OCHOBHBIE UCCIIEIOBAHUS

nist nanenToB ¢ HIT-C u neprnoandHOCTh MX MPOBEACHUS.

[lepronYHOCTD MOBTOPHBIX 00CIEI0BaHUN AaMeHTOB ¢ Oone3npio Humanna -Iluka tuma C

IlepuoguunoCcTh
ITapamerpbl .
NMOBTOPHBIX 00CJIe10BaHUI
Oobuwue
ITonHoE (hu3uKaIBbHOE 00caemoBaHue,
BKJIIOYAasT MW3MEPEHHUE pOCTa, BECa, OKPYKHOCTH Kaxnpie 6 mec
TOJI0BBI
Heesponocuueckoe obcaedosanue
Onenka o mkaje naBanmuaaoctu HIIC Kaxnpie 6 mec
va[eozsann% OCHOBHBIX  JBHMIaTEIbHBIX Kasksie 612 mec
byHKUIMMA
Buneo—331" MOHUTOPHUHT, MO BO3MOKHOCTH,
JHEBHOT'O WJIX HOYHOI'O CHA Kaxnaeie 6-12 mec

/lpyzue nokazamenu

O1neHKa ICUXOHEBPOJIOTMYECKOr0 CTaryca Kaxnasie 6-12 mec
Avynuomerpus CIIYXOBBIE BBI3BAHHBIE
ya Tpui, yX Kaxneie 6-12 mec
HOTEHIIHAIEI
3puTeNbHbIE BEI3BAaHHBIEC MOTEHIMANIBI Kaxnasie 6-12 mec
bunokynspuas ANEKTPOOKYIorpadust

. Kaxnasie 6-12 mec
(peructpaiiyisi CakKaJuueCKHUX JBIKEHUH TT1a3)

Jlabopamopuvie nokazamenu
buoxumnuecknii ananus xposu (ACT, AJIT,
KaJIbIUI 00IIni)

Kaxnasie 6-12 mec

OO6muii aHau3 KpoBU Kaxnpie 12 mec
Uccnenosanue AKTUBHOCTHU €pMEHTa
A dep Kaxnpie 12 mec
XUTOTPHO3HIA3HI TIa3Mbl KPOBH (IT0 BOBMOXHOCTH)
Y3U opranoB OproNIHON MOJIOCTH Kaxnpie 12 mec
MPT nmm KT ronosaoro mo3sra Kaxnsie 12 mec

Meauko-reHeTuueckasi KOHCYJbTAalUsA
CCMLHM, B KOTOpPBIX CCTb MNAOUCHT C HH-C, OYCHb BAXHO IIOCCTUTL Bpayda
reseruka. Jleuamnue Bpaun HC BCCTAa UMCIOT BO3MOKHOCTH ITOTOBOPUTH C ceMbell U paccka3aTb

0 BCCX PHCKAaxXx M BO3MOXKHOCTAX, KOTOPBIC MOXET MPEAOCTABUTL COBPEMCHHAsA TI'€CHCTUUYCCKAA
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ciyx0a. Y Bpaua reHeTHKa MOXHO y3HATh O BO3MOXXHOM PHCKE POXKJICHHsI OOJILHOTO peOeHKa B
JAHHOM ceMbe, NPONTH OO0CIenOBaHHE POACTBEHHUKAM, €CIHM 3TO Heoboxoaumo. OO6CyauTh
BO3MOXHOCTH IPEHATAIILHON U MPEUMILIAHTAITUOHHOW JUATHOCTHKH.

[IpenaranpHas auarHoctuka npoBoautTcs Ha 9-11 nenmensx OepemeHHocTH. B kieTkax,
BBIJICJICHHBIX M3 BOPCHH XOpHOHA, (TO, M3 Yero B MoOcCieayronieM (OpMHUPYETCs IUIAleHTA)
OTIPENeNIAI0T aKTUBHOCTh (PepMEHTa, M MPOBOJAT aHAIM3 AJIS BBISIBICHUS MyTanuii B reHe. Ha
OCHOBAaHMU MPOBEACHHOIO aHAIM3a JIENAlOT BBIBOJ O TOM OOJEH IUION WM 3JI0pPOB.
CoBpeMeHHbIE TEXHOJIOTUM MO3BOJIAIOT MPOBOJUTH M IMPEUMIUIAHTAIIMOHHYIO JMATHOCTHUKY:
OIJIOIOTBOPEHUE MPOBOIAUTCS B MPOOHpKE, 3aTeM OTOMPAIOT TOJIBKO T€ OIUIOJOTBOPEHHBIE
SMOpHOHBI (HAa CTAaJuU HECKOJBKUX OJIaCTOMEPOB), B KOTOPBIX HET CEMEWHON MyTaluu U
MMEHHO MX UMIUIAHUTUPYIOT (TI0/ICa)KUBAIOT) B OpraHnu3M MaTepu. [Ipu nanHo# mporenype ectb

CBOU PUCKH, KOTOPBIC MOKCT PA3bACHUTL Bpad I'CHCTUK.

I'ne B Poccuu 3aHUMAKOTCH JUATHOCTHKOM M J1e4YeHHEeM

B Hameil ctpaHe ecTb MHOIO LEHTPOB, KoTopble momoraroT nauueHtam ¢ HII-C u
JIPYTUMH PEIKUMH 3a00JIeBaHUSAMU. B KaxX/10M U3 PErMOHOB 3a OINpeIeIEHHON KIMHUKON TakxkKe
3aKperieHbl 00s3aTenbcTBA 10  MPOBEIEHUIO (EPMEHTHOM 3aMECTUTEIbHOM Tepamui.
HeoOxonuMo yTOYHUTH y Balllero Bpaua-TE€HETUKAa B PETMOHE IMOCJIE YCTAaHOBJIEHHUS AMArHo3a
KyZla BaM clelyeT o0pamarbCsi 3a IUIAHOBOM M 3a OJKCTPEHHOW IOMOUIbIO, €CIM OHa

[IOHAJOOUTCH.

Y3Hatsb 60/1b1IE
B mupe ectb MHOTO Opranu3anuii, KOTOpble MOT'YT TOMOYb BaM HalTH OTBETHI Ha JIFOObIE
Ipyrue Bonpocsl, cBs3anHbix ¢ HII-C:

MesxayHapOIHBINM TOPTAJ IO peAKUM OoJie3HsIM WWW.orpha.net

EBpomneiickass opranuzanusi, OOBEAWHSIONMIA TMAIMEHTOB C Pa3HBIMH  PEIKUMU

3aboneBanusmu EURORDIS www.eurordis.org

Oo0mecTBenHble oprannzannu 1 Gonasl Poccun

HII-C Ttwnma BXOJIUT B TMepedyeHb op¢aHHBIX 3a00JIeBaHUN, JI€YEHHE KOTOPBIX
MIPOBOAMUTCS 3a CUET CPEICTB PErMOHANbHBIX OO/HKETOB, M MAIMEHTHl MMEIT BO3MOXKHOCTH
neuutbes B Poccun. [lomoub manueHTam MOJYYHThH JIEYEHUE, MOBBICUTh MH()OPMHUPOBAHHOCTh

06H.ICCTBE[ 0 PpCAKUX 60J'IC3H}IX, a TaKXeE I[06I/IB3.TBC}I NPOABUIKCHUSA 3dKOHOIATCIIbHBIX
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WHULIMATUB B 00sacTu opdaHHBIX 3a00€BaHUN MOTYT OOIIECTBEHHBIC OpraHu3anuu. B cetn

MHTEPHET MOXKHO HAMTH MHPOPMAIIUIO O TAKMX HEKOMMEPUYECKHX 00bEINHEHHSIX.

ITomoms ceMbH

KoneuHno, MHOTOE 3aBHCHUT OT Bpaya, CKOJBKO OH 3HAET PO Balle 3a0oJieBaHUE, KaK
MPAaBUJILHO OH HA3HAYWII JICUCHUE U KaK XOPOIIO OH OOBSCHWI BaM MPUHIUIBI Tepanuu. Ho He
3a0bIBaliTe - OT CEMbH 3aBHCUT yCIEX JICUCHHs HE B MeHbIIei crenenu. HyxHO coOmonatsh
PEKOMEHJIAllMK, HU TPH KaKUX YCJIOBHUSAX HE TEPATh HAACKIY M CAMOMY CTaTh JKCIEPTOM B
cBoeM 3aboneBaHuu. Ywuraiite muTepaTypy, OOIIAMTECh C CEMbSMH, HE CTECHSIMTECHh 3a]aBaTh
BONPOCHL. M nake eciiv BbI HE moOeauTe O0JIe3Hb MOTHOCTHIO, H3MEHHUTH XU3Hb K JIYYIIEMY,
CeNIaTh POJHOTO BaM YEJIOBEKA CUACTIIMBBIM B BalllUX CHJIax!

Hnsa moneit ¢ warkod  ¢opmoit  3a0oneBaHus HEOOXOAMMO HAYYUTHCA  OBITH
HE3aBHCHUMBIMH OT CBOMX ceMeil. He nmaBaiite peOeHKY M MOOPOCTKY 3aMKHYThCS B cebe. Emy

HYKHBI IpY3bsl, OOILIEHUE U HaBBIKH CAMOCTOSITENIbHOM JKU3HU.
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IIpunoxenune I'l. BoipaxeHHocTh KJIMHMYecKUX nposijienuit HII-C B

Pa3HoOM BO3pacTe

Bo3spact dopma Knunnueckue nposiBiieHus
<3 mec [Tepunaranbuas e  HEMMMYHHas BOJSHKA IJIOJA
e  acuuT miaoja
®  renarocIyICHOMETalus Mo
e  BHYTPUIICYECHOYHBIN XOJIECTA3
®  TrenaTrocIyICHOMETalus
e  MBIIICYHAS TUITOTOHHS
®  33/Iep’KKa ICHXOMOTOPHOTO Pa3BUTHS
e  HH(UIBTPATHI B JETKUX
Ot 3 mecsiueB 1o 2 | Pannss ®  IenaToCIUICHOMETalus
Jer MUIaeHYeCKas e  33/Iep’KKa IICUXOMOTOPHOT'O Pa3BUTHS
e  MbIIIEYHAs TUIIOTOHMS
e  [IpPOrpeccUpyromue MO3)KE€UKOBbIE
paccTpoiicTBa (aTaKcusl)
e  OynpOapHBIE W  TICeBIOOYIBOAPHBII
CUHIPOMBI (IU3apTpus, qucarus)
Ot 2 o 6 ner [To3auss ®  TeNaToCIIEHOMETalus
MITaIeHIecKas e  yTpara paHee IPUOOPETEHHBIX
IICHXOMOTOPHBIX HaBBIKOB
e  MbIIIEYHAs TUIIOTOHMS
®  [IpPOrpeccUpyromue MO3)KE€UKOBbIE
paccTpoiicTBa (aTaKcHsl)
e  OynpOapHBIE W  TICeBIOOYIBOAPHBII
CHHJIPOMBI (Iu3apTpusi, Aucharus)
®  DIWIENTHYECKUE TPUCTYIIBI
e  BEpTHKAIBHBINA Mapaiand B3opa (y aereit
cTapuie 3 Jier)
Ot 6 1o 15 FOHomeckas ®  TIenaroCIICHOMEraus
(kmaccueckas) e  yTpaTa paHee NpUOOPETEHHBIX HAaBBIKOB
e  [IporpeccUpyomue MO3)KE€UKOBbIE
paccrpoiicTBa (aTakcus)
e  OynpbapHbli U  TCEeBIOOYIBOAPHBII
CHHJIPOMBI (Iu3apTpusi, Aucharus)
®  DIWIENTUYECKUE TPUCTYIIBI
®  OKCTpanupamHIHBIC HapyIICHHS
(TMmepKuHe3Hl, MBIIIICYHBIE JICTOHHH,
OpauKUHEe3HsI)
e  BEPTUKAIbHBIN HAIBANEPHBIA IMapannd
B30pa
®  reyjacTHYEecKasi KaTalIeKCHs
Crapme 15 ner B3spocnas ®  CIUICHOMETaJHs/TeNnaToCIIEHOMETalHsl

e  yTpaTa paHee MPUOOPETEHHBIX HABBIKOB

o KOTHUTUBHBIC HAPYIICHUA

o NCUXHUATPUUCCKUC CHUMIITOMBI
(mcuxo3pl, Jenpeccuu, MU30(PEeHON0100HbIE
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COCTOSTHHSI)

®  [IpPOrpeccUupyrolme MO3KEUKOBbIE
paccTpoiicTBa (atakcusi, IU3apTpus, Aucharus)

®  DIWICNTUYECCKUE IIPUCTYIIBI

e  DKCTpanHpaMUIHbIE HapyIIECHUs
(runepkuHe3bl, MbILIIEYHbIE TUCTOHUH)

e  BEPTUKAIbHBIM HAABANCPHBIM Mapanny
B30pa

®  TIeIaCTHYECKas KaTaluIeKCHs
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IIpunoxenue I'2. Uupexc BepositnocTu Auarno3a HII-C y nereit no 4

JeT

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

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

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

Tun (MoaUepKHYTH):

- LIKaJIa OLICHKHU

- WHJIEKC

- BOIIPOCHUK

B ApYroe

Ha3znauenue: kiamHUYecKas IMArHOCTHKA — OlEHKa BeposTtHoctu auarnoza HII-C y
MAlMEeHTOB MJIaIIe 4 JIeT.

Conepxkanne (mabloOH): KaXJAOMY H3 CHUMITOMOB, xapaktepHeix s HII-C
MpPUCBAMBAETCA OMpEJeJICHHBIH 0all B 3aBUCMMOCTA OT 3HAYMMOCTH JTOrO0 CHMIITOMa B
JTUArHOCTHKE 3a00JIeBaHMSI.

Kitou (uHTEpnperanus): npu cymMme O0aiioB Oosiee 6 BEPOSATHOCTH JMAarHO3a CUMTAETCS

BBICOKOU
HeoHaTanbHbli AHaMHe3s
LHC CeneseHka MeyeHb Nerkue nepuoa CEMERHBIR
CnneHo- rf\‘ Jleroyxsle —
Mmeranua AN MHUNLTPaTbI %)
lenacTuuyeckas (3 3artamHan (3
3 3 |
KaTannekcus 2 Hentyxa 2
— Y — BopaHka — Poputenn
. unu acumt (2 || unn cubesl | 6
BepTuKanbHbld o N .
D g T npamoro S0 nnoga c HN-C
ABAAED N Gunupybusa =
napanuy B3opa
[enato- R
meranus (N
[ononHutensHo [ononHutensHo
LHC+ cnieHomeranua +
ATakcua (2| Atakcus (1)
S AN A
YmcieenHan | Ymcisennan \/ \/ \/ \/
0TCTanocTb \_* )| orcranocts 1)
woro ()

Pucynok 1. Unekc Bepoaraoctu quarnosa HII-C y nereit no 4 ner
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IIpumeuanue:  CuUMNTOMBI ~ aTakCusi W YMCTBEHHas  OTCTAJIOCTb  SABIISAIOTCS
JOIOJHUTEIPHBIMU W YYHUTBIBAIOTCS TOJIBKO IIPM  HAJIMYUU  OCHOBHBIX  CHMIITOMOB
(renactuyeckasi KaTaluIeKCHsl, BEpTUKAIbHBIA HAAbAIEPHBIN apaiuy B30pa, CIUIEHOMETaJIMs)
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Ipunoxenne I'3. Mugexc BepositHocTu Auarnosa HII-C y nereit

crapuie 4 Jier

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

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

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

Tun (MOTYEepKHYTH):

- IIKaJIa OLEHKU

- HHCKC

- BOIIPOCHUK

B Apyroe

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

Copepxanne (1mabjoH): KaXIOMY M3 CHUMOTOMOB, XapaktepHoix jis1 HII-C
IMpUCBanBaACTCsA OHpCIIGJICHHI:Iﬁ OaJl B 3aBHCHUMOCTH OT 3HA4MMOCTH DTOrO CHMIITOMa B
JIMAarHOCTHUKE 3a00JICBaHUSI.

Kmtou (unrepmperarus): [Iuarnoz Oonesnn Humanna -Iluka tuma C cuutaercs

BBICOKOBEPOATHOW NpU cymme 6asioB 6onee 70
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6. COBOKYNHbIWA BANN MO WKAJE HN-C j

BWCLIEPAJIbHbBIE HEBPOJIOTMYECKHE NCUXUATPUHECKWE

Puck oueHb BbICOKUIA (40 6annoB / NyHKT)

BepmukaneHeili HadbAdepHbill

o
napanuy s3opa (42)
lenacmuyeckas (20)
Kamannekcus L40)

Puck Bbicokuit (20 6annos / nyHKT)

3amsdcHas Heemmyxa 20 )
HOBOpDMdEHHle uiu xonecmas "

CHUMCeHUe KO2HUMUBHbIX —
H3onuposanHas HeobwvAcHUMAnA GyHKYul unu paHHas (20)
chieHomMezanusa 20 demeyqu,q
(8 aHamHese + 8 Hacm. Bpems)
¢ unu ez 2enamomezanuu
Puck cpeauuii (10 6annoB / nyHKT)
ATaKcUs, HEYKNIKeCTb (10)
UKW YacTble najeHua (N
10| | Cumnmomer ncuxoza (10)
OusapTpua unm gucdarna (10) )
[IuctoHua 10)
\ J
Puck Hu3Ku# (5 6annoB / nyHKT)
Pe3ucTeHTHOCTb K Tepanuu (5
lporpeccupyowan MCUXUATPUYECKNX CUMNTOMOB -
1 NpMoBpPETEHHAA MbILLEYHARA (5)
€NacTUYHOCTb — [pyrue ncuxmatpuyeckue )
CUMNTOMBI (N
PUcK AononHuTeNbHbIN (1 6annoB / NyHKT)
oy
Boaauka nnopa [ 1 TunotoHus 1
A A ) )
3ajepKa NCUXOMOTOPHOTO —
agBIETHH p [ 1 j [leCTpyKTUBHOE MK
P arpeccuBHOe NoBefeHne )
o ' \
Cubebl ¢ BOAAHKOM Noaa 1) Cynoporu (napymansHele [ B IETCKOM 1 MOAPOCTKOBOM g
R WU reHepann3oBaHHbIe) BO3pacte

1)
-
MuoknoHyc (1)
N

Cymma 6annoe no Kateropuam

_—

¢ ) C ) ¢ )

KomOGuHauusa Kateropuii (40 6annos — BUCU&NCKX; 40 6annoB — BUCL&HEBP; 20 6annoB — HeBP&NCKX)

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

- oo
( BucuepanbHele + HeBponoruyeckue | 49 ) (Heaponormecme + NCUXMaTpUyecKune I\20)\)

CemeiiHblil aHaMHe3 (1 cTeneHun — 40 6annoB.; 2 cTeneHun — 10 6annos)

Puck 2 cmenenu: -
ds0t0podHbie Gpamss/ (10)
cecmpi —

nporHocTuueckminsain () J

Puck 1 cmeneHu: /470)
podumenu uau cubeel ¢ HI-C  \.

Pucynok 2. Unnexc BepostHoctu quarHosa HII-C y nanuenTos crapie 4 et
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IIpunoxenue I'4. CTanaapTHBIA BUACO MPOTOKOJI I KIMHUYECKON

OLICHKH ABUIaTEJbHbIX (PYyHKIMHT

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

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

Hcrounnk (oduimanbHbIA CAlT pa3padOTUMKOB, MyOJIMKAIWs ¢ Bamyaanuyei): James E.
Wraith, Matthias R. Baumgartner, et al. Recommendations on the diagnosis and management of
Niemann-Pick disease type C, Molecular Genetics and Metabolism, 2009,VVolume 98, Pages
152-165,Tum (moa4epKHyTh):

= 1IKaJ1a OILICHKU

- HHJECKC

= BOIIPOCHHUK

= APpYTroc (BI/II[eO IPOTOKOJ AJId ONCHKH ABHUTATCIIbHBIX d)VHKHHfI)

Ha3naueHue: KIMHHYECKAsl TUArHOCTUKA — OIICHKA JBUTaTeIbHBIX (DYHKIMIA 0 Teparuy U Ha
done neueHus

Coneprkanne (11a0JIOH): BUIEO PETUCTPaIls OCHOBHBIX CUMIITOMOB, XapakTepHbix st HII-
C.

Knrou (uHTepnperanus): momoraer 3a()MKCHpPOBAaTh OCHOBHBIC KIMHUYECKHE MPOSBICHUS
HII-C u ouieHUuTh TUHAMUKY UX U3MCHEHUI Ha (OHE JICUCHUS

Buneo nporokon

1) Peus (30-45 ¢)

. [Ipousnecure dpasy, Hanpumep, «[IpuBeT, ceroaHs dyaecHsIi 1eHb» (3 pasa)

2) JIBWXKEHUS pyK

. Cxumanue u pazxuManue kucreit (5-10 pas kaxmoil)

. [TpoTuBONOCTaBIEHUS OOJBIIOTO Majiblia HOOUEPETHO C KaXKABIM MalblieM

. [TanbueHocoBas mpobda ¢ OTKpBITEIMU I1a3aMu (5—10 pa3 ¢ kax10il cTOpOHBI)

3) CrosHue u X002 60CHKOM

. Crosiaue: cromsl BMecte (15 ¢)

o CrostHue: cronsl oJHa 3a Apyro# (15 ¢)

o Xonpba + HopManbHBIN MOITY000poT (15 ¢)

. TannemHas xoap0a (CTOMBI OfHA 3a Ipyroi) (15 ¢)

4) Tlucemo/pricoBaHKe (IOMUHAHTHAS PyKa)

. Hanummure ¢pasy, nanpumep «CerogHs 4yyAecHbIl neHb». s ManeHbKUX JAeTel:
cleNanTe pUCYHOK WIIM CIIUPalb

o Ckonupyiite cTpaHuIly

5) [BwkeHus rias

o Camornpoun3BoIbHbIE IBMKEHUS IJ1a3: BBEPX, BHU3, BIIPABO, BIEBO (J1Ba LIUKJIA)

o Crnexxenue riazamu (3a manblieM): BBepX, BHHU3, BIPABO, BJIEBO (JBa pasa, OLEHKA
CKOPOCTH)

o1



[Tpumeuanue: [lanmweHTH MIIaEHYECKOTO BO3pacTa ¢ HEOOJBIIONW BEPOSTHOCTHIO CMOTYT
BBITIOJIHUTE HCEKOTOPBIC TECThI, YINOMSAHYTBHIC BBIIIC, BHACO3allMCh [JOJDKHA IIPOBOJAUTCA C
corylacus pOAMTENS WIM ONlEKyHa y MAallMEeHTOB JETCKOrO0 BO3PAcTa WMJIM C COIVIACHA IAlMEHTA,

€CJIM OH/OHA ABJIIETCS B3pPOCJIbIM.

52



IIpunoxenue I'S. KiimHnuyeckue uccaeq0BaHus ¢ MPUMEHEHHEM

murJycrata npu 0one3nun Humanna-Ilnka, Tuna C

Hasanue Ju3zaitn Kputepun onenku | 3axirodeHue YpoBeHb
WCCIICIOBAHMS M | MCCIICIOBAHUS 3P PEKTUBHOCTH J0Ka3are
aBTOPbI (6e3omacHOCTH) JBHOCTH
(myOmKarmm)

Kiannnueckoe 12 MecsuHoe | [lepBuuHnas [MonoxurensH | B 2
Ucciie[loBaHHe | PaHJIOMU3MPOBAaHH | KOHEYHAs TOYKa | BIH apdexT
OGT918-007: oe, 3¢ (HEeKTHBHOCTH - | MUTIIycTata Ha
PaH1oMU3MPOB | KOHTPOJIUpPyEMOE UK CKOpPOCTH | HEBPOJIOTUYECK
aHHoE, HCCIICIOBAaHHE TOPU30HTAIIBHBIX Ue TPOSBICHUS
KOHTpoOHpYyeM | 3(HEKTUBHOCTH U | CaKaJUYECKUX 0oJe3HN
oe [IEPEHOCUMOCTHU JBAKECHHUN a3, | Humanna-IIuka
HccaeI0BaHue | Irperapara HSEM-(alpha), tuma C vy
no 3aBecka® OLICHUBAJIaCh C | B3pOCHBIX/TIONP
NpUMeHEeHHI0 (Muromycrar) y 29 | moMouipro OCTKOB W JeTei
MHUTIJIycTaTa 'y | B3pOCIBIX U | KOMIIBIOTEPH3UPOBA | OBLI
BPOCJIBbIX u | noapoctkoB (20 | HHBIX METO/IOB. | CTAOWJIBHBIM U
aeren ¢ | IAUKMEHTOB Bropuunsie COXpaHsiCsA Ha
00J1€3HBI0 MOJTy4Yalld JICYCHUE | KOHCUHBIE  TOYKH: | MPOTSDKEHUH
Humanna- permapaToM HSEM-b Tepanuu 24
IMuka Tuna C MUTJTYCTaT, 9- | (mepBuuHas MecsIIa.

Patterson MC, | maxoxuiuch Ha | MakcHUMabHas JlmuTenbHbIH
Vecchio D, | crannaptHoii CKOpPOCTh OCHOBHOH | TIpuemM
Prady H, Abel | tepamuun).29 MOCJICZIOBATEIILHOCT | MHUIJIyCTATa
L, Wraith JE. | B3pocibix n HSEM- mHakiaoH | oOeceunBaeT
Miglustat ~ for | GonbHBIX, U3 | aMIUTATY/IBI), TEpareBTHUECKY
treatment of | xoropsIx 20 | raoranwue, 10 I0JIb3Yy, 4YTO
Niemann-Pick TOJTyYaITn B | CIIOCOOHOCTB K | TTOATBEPKIAETC
type C disease: | Teuenue 12 | mepeABWKEHUIO U | A
a randomized | mecsieB HelipoduznoIornye | crabuiam3anuei
controlled MUIIIycTaT B J03€ | CKUH cTaryc OCHOBHBIX
study. Lancet | 200 mMr Tpu pasa B napamMeTpoB
Neurol IeHb, a 9 YenoBek nporpeccupoBa
2007;6(9):765- | momyuanu HUS
72; Wraith JE, | crangaptHyto HEBPOJIOTHYECK
Vecchio D, | Tepamnuro. B UX TPOSBICHUI
Jaklin E, Abel | cnenyromue 12 3a0oneBaHus 'y
L, Chadha- | mecsiiie BCC OOJBIIMHCTBA
Boreham H, | 6onbpHbIE MMAIMEHTOB.
Luzy C, | mpuHUMAIH
Giorgino R, | murmycrart.

Patterson MC. | Jletn B BO3pacte

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

4-11 ner, npenapat
MPUMEHSUTH B J103€,
paccUuTaHHOM
UCXOS u3
TUTOIIAAN
MTOBEPXHOCTH TeJIa.
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term data from a
clinical trial.
Molec Gen
2009 [10,11]

ITamueHTsr,
3aBepuiuBIIME 12
MecsuHylo  (dasy
HCCIICAOBAHUS,
MIPOIOJKHIIN
TEparnuio U CMOTJIN
MPOJIOJKUTH
ydactue B
cleAyroueM 12
MECSYHOM
OTKPBITOM,
HEKOHTPOJIUPYEMO
M JTamne
HcciaeaoBanusg. 12
MECSYHOE,
OTKPBITOE,
HECpPaBHUTEIBHOE,
II hazwr
HCCIICIOBAHUE
MIPUMEHCHUS
npenapara
3aBecka® y pnereit
B Bo3pacte 4-12

JIET OBLIO
MIPOBEICHO
apauieIbHO c
pPaHJIOMU3HPOBAHH
BIM
UCCIICIOBAaHUEM Y
B3POCIBIX
MMAI[E€HTOB.

HaHI/ICHTH, TaK X¢C
Kak WU B IICPpBOM

UCCIIEIOBAaHNH,
TIPOIOIDKIITA
Tepanuio B 12
MECSIYHOMN
OTKpBITOH (haze.

MyabTHIIEHT PetpocniekTnBHO Onenka Crabummsamus | C 3
poBoe e, 3¢ HeKTHBHOCTH HEBPOJIOTHYECK
Ha0MI0AaTeIbH | HAOJI01aTeIbHOE npenapara WX TIPOSIBIICHUM
oe KOTOpTHOE 3aBecka® 3a0oneBaHus
PeTPOCHEeKTHB | HcclenoBaHue y 66 | (MHUIITycTaT) SIBJISIETCS
HO€ KOrOpTHOE | NAIMEHTOB, MIPOBOJIUIIACH 10 | HamIydlIen
HcCJe0BaHNe | TOJy4YaBIINX TIKase JOCTHKAMOM
NpUMeHeHHUs JieueHue uHBanuaHoct HII- | TepameBTHYECKO
MUIJycTaTa Yy | ImpernapaTtoM C, U3MEpeHusi | #  Tenp  y
nauueHToB ¢ | 3aBecka® IPOBOJMINCE MO 4 | MAalMeHTOB  C
oosesnbio HII- | (Murmycrar) BHE | KIIFOYEBBIM HII-C,

C KIIMHUYECKUX KpUTEPHUSIM UMEIOIIUX

Pineda M, | uccnenoBanmii B | HEBPOJIOTHYECKOTO | HEBPOJOTHYECK
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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 [9]

CpPEeIHEM B TEUCHHUE
1,5 JIET.
VyacrBoBamu 25
AKCIEPTHBIX
LIEHTPOB,
MIPOBOIUJIACH
OlIEHKa
IMaICHTOB,
HaOJIOIABIINXCS B
2003-2008 IT.
OneHka

3¢ (HEeKTHBHOCTH
npenapara
3aBecka®
MPOBOMUJIACH  TI0
HIKaje
HHBAJIMTHOCTH
HII-C

YXyIIICHUS npu
HII-C: criocobHOCTh
K

CaMOCTOSITEIILHOMY
MepEeABHUKEHUIO,
MaHUTTYJISIUU
pyKamu
(mucTonwms/muCMETp
us), pedb u
rnotanue. OleHKa
MIPOU3BOIUIACH
TPUXKbI (HA MOMEHT
MOCTAHOBKH
JIarHo3a, Ha
MOMEHT Hayaja
JIeUYEeHu,

MOCJIETHUI OCMOTD)

ue TpPOSIBICHUS,
OTpaskaroIme
HEOOpaTUMYIO
ru0esh/IOBpex
JIeHuE
HEHUPOHOB.
Hacrosimee
UCCIIC/IOBaHHE
JIEMOHCTPHpYE,
9TO MUTIyCTaT
MOJKET
CTaOMIN3UPOBA
Th
HEBPOJIOTUYECK
ue MpOsBIICHUS
3a0oneBaHus y
OOJBIITMHCTBA
MAlUeHToB, B
JaCTHOCTH y
B3POCIIBIX u
MOJIPOCTKOB.
Bospact Ha
MOMCHT
JTUATHOCTHKU
OKa3bIBAI
BIIUSTHUE Ha
OTBET Ha
JieueHue, a
KITMHUYECKast
MoJjb3a (t.e.
3aMe/IICHHe
porpeccupona
HUS
3a00NIeBaHNsA)
HaOJIrogaIacy U
y  TalHeHTOB
paHHETo
BO3pacTa.
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[puioxenne I'6. I'pynnbl npoayKToB, KOTOPbIE CJeayeT

HCK.HIO‘II/IT])/OI‘paHI/I‘II/ITL/HpI/lMeHSIT]) oe3 orpaaneHm‘i B II€PBbIC HEACIN

TepanuM NpenapaToM MHUIJIYCTAT

N3BET'ATH OI'PAHUYNUTH BE3
OI'PAHUYEHUN
Myunvie uzoenus, kpynvi
Xeb Oeinblii, BBIIIEYKA, Xeb YEePHBIH,
MICYCHbE MaKapOHbI
X7ombsl 1715 3aBTpaKa ¢ Xnomnbs 0e3
MOJIOKOM MOJIOKa, KYKypy3a
Puc, 6060BbIE Manka I'peuxa
MzsacHvle/pulOnble uzdenus, Heupbol
Konbacueie nznenus Bcee BU/IBI
HaTypaJIbHOIO Msca, HIa
Bcee pacTUTENbHbIE
JKUPBI
Bce BUIBI
HaTypaJIbHON PBIOBI,
MOPEMPOIYKTHI, pBIOHBIE

KOHCCPBBI B MACJIC

Monounvie npodykmul

Monounble  TPOIYKTHI Mouoko c IIpeccoBaHHBIN ChIP
(MOJIOKO,  TBOpOT, HOTYPT), | COAEP)KAHUEM  JIAKTO3bI
KpoOME€  OTIeNnbHbIX  copToB | MeHee 90%
CBIPOB
Osowu/chpyxmol
Kanycra, nyk, orypusl Kaprodens, Bcee CBEXKHUE,
CBEKJIa 3aMOPOKECHHBIE OBOIIHU
(KkpoMe TMepevHcICHHBIX B
JIPYTHX pa3zenax)
Harypanbnsie Hecnankue ppyxTs

(pPYKTOBBIE COKH, MTIOPE

ﬂecepm bl, HANUMKU

[eceptsl, cianoctu

opexu

I'moko3a, ¢pykTo3a,

ME

Bapense, CUPOTIBI,
CIaJIKU€ COKH, Ta3upOBaHHBIC
HAIIUTKHU

TpaBsHple 4Yam ¢
[JIFOKO30M, OTBap LIUIIOBHUKA
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IIpunoxenue I'7. lleppogu4HOCTH NOBTOPHBIX 00C/I€I0BAHUI

nanueHToB ¢ 0oJe3ub0 Humanna -Ilnka tuna C

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

Heeponozuueckoe obcnedosanue

Onenka 1o mkaie naBanugaocta HIIC

Kaxnpie 6 mec

Buneo3anuch  OCHOBHBIX  JIBUTATEJIBHBIX
byHKIMHA

Kaxneie 6-12 mec

Buneo—331" MOHUTOPHUHT, MO BO3MOKHOCTH,
JIHEBHOT'O MJIM HOYHOI'O CHA

Kaxnasie 6-12 mec

/lpyzue noxazamenu

OI_IGHKa TIICUXOHCBPOJIOTHICCKOI'0 CTATyCa

Kaxnpsie 6-12 mec

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

(peructpanysi CakKaauueCcKUX JBH)KEHUH TJ1a3)

Kaxnpsie 6-12 mec

Jlabopamopmuwie no

KasameJu

buoxumuueckuii ananuz kposu (ACT, AJIT,
Kb 00 )

Kaxnasie 6-12 mec

OOmwmit aHaIU3 KPOBU

Kaxnapie 12 mec

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

Kaxnaeie 12 mec

Y3U opranoB OpronIHON MOIOCTH

Kaxnapie 12 mec

MPT wmnu KT rososHoro mosra

Kaxneie 12 mec
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I[puiaoxenne I'S. IlpaBuia 3adopa Gmomarepuasia 1Jisi NpoBeIeHHS

AUATHOCTHKHU B IIATHAX BblcyHIeHHOﬁ KpoBH

KpoBb  coOupaercs Ha  CTaHAApPTHYIO
KapTOYKY-(PHIbTp (Ne903), KOTOpast
MPUMCHSICTCS JUTSE CKpUHUHTA

HOBOpPOXACHHBIX B Poccuiickonn denepanuu
WIM QHAJOTUYHYIO Uil TOJIYYEHHSI CyXOro
naTHa KpoBU. KpoBb MOXeT ObITh, Kak
KamwuisipHass (M3 Tnanblla, MATKH), TaK U
BeHO3Has. BeHo3Has KpoBb coOupaercs B
OpOOUPKY, AaKKypaTHO NEPEMELIMBACTCS MU
3aTeM  OBICTPO C TOMOINBIO  THUIETKH
HaHOCUTCSA Ha (GUIBTp Mo 25-50 MKJI KpoBH
001acTh.

Ha KaXXayro BBIACJIICHHYIO

Heobxonumo XOpOLIO IPONUTATh
BbIIETICHHYIO0 o0OyiacTh Ha ¢unbTpe (puc. 1).
[IpenmoutuTenbHO cOOMpaTh 00pa3ibl MOCie
enpl uepe3 40 mMuHyTr - 1 uyac. Bo3moxHO
TaKXKe OCYIIECTBUTH 3a00p KPOBU M HATOIIAK.
Ha KapTouke-(uiIbTpe 00s13aTeNIbHO
JOJDKHBI OBITh YeTko ykazanel ®UO, kem u
OTKY/Ia HAIlpaBJieH MAIMEHT, AaTa POXKICHUS
1 TeneoH Jieyaliero Bpada (pUCyHOK 2).
Ob6pazen CyXOro MSATHA KpOBU
BKJIQ/IBIBAETCS B YHUCTHI KOHBEpT, OO B
yucThii (aiin. Kaprouka-punbTp He TOJIKHA
COIIPHUKACATHCS C TPSI3HOW TTOBEPXHOCTBIO H C
oOpa3uaMu Apyrux nanueHTos. Heo6xoanmo
OPUIOKHUTH K o0Opa3naM HH(OPMUPOBAHHbIE
COTJIacHsl TalMeHTa WM €ro 3aKOHHBIX
MpeaCcTaBUTENEH Ha MPOBEJCHUE

71a060paTOPHBIX UCCIIETIOBAHUIN

1000

Kanau AOJDKHBI MO/THOCTLIO MPONUTaTh KPYXKU C OGPETHOI‘/’I CTOPOHBI
He kacaittecs 061acTu, nponuTaHHo KpoBbIO

Pucynoxk 1. O6pazen npaBUILHOTO

HaHECEHMsI KPOBU HA KapTOUKy-(QHIIBTD

- - -

TN TN TN TN TN
DIVIVIOID.
903 & 2023-10 000002Q/W001

XpaxuTs npu +2 - +25 C*

6 0010608

DUNO Naymenra

QDara powaexus [ara 83ATUA KPOBW Non
U0 Bpava

nny / ropoa / Aapec

E-mail spada
Tenedou spava

Tecr
[J®aspu []nomne [ Jrowe [mnca [Jyso-GL1 []iyso-6L-3

D CemenHbli CKpUHMHI, MyTauuu:

Pucynoxk 2. Ob6pasen kapTouku-puiasTpa
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AJNropuTM IeficTBU MeIUMIMHCKOTO MEPCOHAJIA NPHU B3ITUH 00pa310B KPOBH

®  BBIMBITh PYKH (TUTHEHUYECKUN YPOBEHb), HA/IETh IEPUATKHY;

®  BBIMBITH PYKH NAIMeHTa (IATKY peOeHKa, B CiIydae, eCiii KPOBb OepeTcs U3 MATKH);

®  [pOTepeTh 00JaCTh MPOKAIBIBAHUS CTEPHIIbHON canieTKoid, cMoueHHoi 70% crupTom,
IPOMOKHYTb CyXOW CTEPHIIBHON Call(heTKOM; - MPOKOJIOTh CTEPUIBHBIM OJHOPA30BBIM
cKapu(pUKaTopoM;

®  CHSTH NEPBYIO KAIUTIO KPOBH CTEPUIIBHBIM CYXHUM TaMIIOHOM;

e  MSATKO HA/IaBUTh JUIS MTOJyYSHUS BTOPOU KaIlId KPOBU;

®  [PUJIOXKHUTH NEPIEHANKYIISPHO TECT-OIaHK K Karjie KPOBH U MPOMUTATh €ro KPOBBIO HACKBO3b;

®  AHAJIOTMYHBIM 00pa30M HaHECTH Ha TecT-OJaHK 6-8 Kamelb, BUJ ISTEH KPOBU J10JKEH ObITh
OJIMHAKOBBIM ¢ 00€HUX CTOPOH.

®  BBICYIIUTh TECT-OJaHK B FTOPU30HTATILHOM MOJOXKEHUN Ha YUCTOW 00€3KUPEHHOM MOBEPXHOCTH
He MeHee 4 4 0e3 MpUMEeHEHHsI TeTUTOBOH 00paOOTKH | MOMaIaHus IPSIMBIX COJTHEYHBIX JIydei;

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

CONIpUKaACAINCh.

Oco0enHocTH Ipy HH(PY3HOHHOH Tepanuu
HekoTopsie manueHTsl MOTYT TMOJIy4aTh WHQY3UOHHYIO TEpPaIuio, NepeIMBaHUE KOMIIOHEHTOB
KpOBHU, YTO MOXET OKa3aTh BJIMSHHE Ha pe3yabTarhl TecToB. Hampumep, npu mepenuBaHUM TIa3Mbl
KPOBH MOTYT OBITh MOJIyYEHBI JIO)KHO-OTPHUIIATeNIbHbIE PE3yAbTaThl, TAK KaK onpeaensieMbie (pepMeHTHI
HAXOJATCS B TUIa3Me U B KJIETKaX KpoBU. PekoMeHayeTcst ocyIiecTBUTh 3a00p KpoBU A (hepMeHTHOH
u JIHK-nmuaraoctuku He 9 paHee yem uepe3 6-7 THEH Mocie MepeTMBanus I1a3Mbl KpoBU U uepe3 7-10
JTHEH TIOCJIe TepeTMBaHNs KOMIIOHEHTOB KPOBU
He nonyckaercs 3a60p KpoBu
e Cpazy MocJe MPOBEAEHUS MAMeHTY HH()Y3MOHHON TepaIui;
e cpa3y I0ocJie 3aMEHHOTO MepeTUBaHus KPOBH.
XpaHeHue U TPAHCIIOPTHPOBKA OGMoMaTepuasia
OO0pa3ibl BBICYIICHHBIX MATEH KPOBH MOXXHO XPaHUTh B OOBIYHON KaMepe XOIOAMIbHUKA
npu +40C no ornpaBku. Cpok XpaHEHHs JO MOMEHTA OTIPABKU HE JOJIKEH MPEBBINIATH 7 JHEH.
Ecnu xpanuth nonbiie u mpu 0osiee BBICOKOW TEMIIEpaType, TO aKTUBHOCTh ()epMEHTa Jaxke B

HOPME MOXET CHHUXKXATHCA, YTO IMPUBCIACT K JIOKHO-TIOJIOKHUTCIBHBIM PE3yJIbTaTaMa
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