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KiaioueBsbie CJioBa



CIIMCoOK CoKpalleHun

AJIT - amaHuHaMMHOTpaHcdepasa
ACT - acnapratramuHoTpaHcdepasa
BHIIB - BepTUKaJbHbIN HAABIAEPHBIN ITapajiny B3opa

B3)XX-MC/MC - Bbicok0o3(pdeKTMBHAS SKMAKOCTHASI XpoMaTorpadusi ¢
TaHIEeMHOI MacC- CIIeKTpOMeTpuein

ITT - ramMa-rayTaMmuaTpaHcdepasa

I'’X-MC -rasoBast xpoMmaTtorpadusi Macc-CrieKTpoMeTpus
VB HII-C - Unpekc BepossTHOCTU HIT-C

KT- xomIibloTepHas Tomorpadust

JITIBII- numornnpoTerHbl BICOKOM MJIOTHOCTU

JIITHIT — iumornpoTenHbl HU3KOM MJIOTHOCTU

JICM 509 - nusochunromuenux 509

MHO -mexayHapogHOe HOPpMaJIM30BaHHOE OTHOILIIeHe
MPT - MarHMTHO-pe30HaHCHasI ToMorpadus

HII-C - 6one3up Humanna-IInka tuna C

I1TB - mpoTpoMOMHOBOE BpeMSI

[ITU - mpoTpOMOMHOBBI MHIEKC

CAI' - cakkaguuecKue OBVKeHMS I71a3

CP[I — cy6eTpat pemyupylomiasi Tepanms

V3U - ynbTpa3ByKOBOE UCC/IeJOBaHME

[II® - menounas gocdarasa

MLPA - mynbTUNZIEKCHAS JIMTa3Has peakius



TepMMUHBI U onIpeae/IeHUs

CyocTpaT - penyuupyiomias Tepamnus - MOXM3HEHHOe BBeIeHle
mnpemnapaTa, BAMSIONIEr0o Ha  MeTabonmuM3M  HaKaIlIMBaeMbIX
cy6CTpaToB, y MALIMEHTOB C HApyIIeHeM 00OMeHa BeIleCTB.

JInuzocomHbie OO0JIe3HM HAKOIUIEHUSI — TpyIMIla HacleICTBEeHHbIX
MOHOTEeHHbIX 3a0o0/ieBaHMI, CBSI3aHHBIX C HapylleHueM QYHKIUU
JIN30COM



1. KpaTrkasa mHopmMmanus

1.1 Onpenenenmne 3a601€eBaHUS UM COCTOSTHUS
(rpymnmnbl 3a00/IeBAHUI MJIV COCTOSTHUI)

bonesur HwumannHa-Ilmka, Tumna C (HII-C) saBasieTcss peakum
HacAeqCTBEHHbIM  MYJIbTUCUCTEMHbIM  3aboseBaHueM. Cpeau
XapaKTepHbIX HeBpojiormueckux IposiBiennii HII-C HabmiomaroTcs
rJ1a304BUraTeIbHbIe paccTpoiicTBa B BUIE HapylUIeHU
cakkagnueckux naBwkeHuin rna3z (COI) wmanm  BepTUKAIBLHOTO
HaObsinepHOro rnapannya B3opa (BHIIB), Mo3keukoBble HapylIeHUS
(aTakcusi, AUCMETpUsl), HOUCTOHUS, AU3apTpusi, pAucharuss u
rejacTuyeckasi  Kararviekcusi. Takke y  MAMEHTOB  4acCTo
HaO/II0IaI0TCS SNUIENTUYeCKe CyIOpPOKHbIe TTpucTynsl [1-7, 19, 20].
OO6GbIYHO HaAYaJi0 HEBPOJOTUYECKUX ITPOSIBI€HUI TPUXOOUTCS Ha
IeTCKUI1 BO3pacCT, XOTSI BCe OoJiblliee KOJIMYeCTBO CJTy4aeB BbISIBIISIETCS
U OUATHOCTUPYETCS B 3pejioM BO3pacTe, B CBSI3M C IIO3OHUM
[IPOSIBJIEHEM HEBPOJIOTMUYECKUX U IICUXUATPUUYECKUX CUMIITOMOB.
PacmpenmesneHue  MaliMeHTOB MO  BO3pacTy  MaHudecTauuu
HEBPOJIOTMUECKUX TIPOSiBieHUii (Hauajao 3abojeBaHMUSI B paHHEM
OEeTCKOM, IIO3JHeM JIeTCKOM, IOBEeHWJIbHOM U M[OAPOCTKOBOM/
B3POCJIOM BO3pacTe) MOXXeT ObITb ITOJIE3HBIM [IJIT OIL[EHKU TedeHMUsI
3a0o0/eBaHMsSI U OTBeTa Ha JiedeHue. B ceHTsibpe 2012 Obuin
OITyOJIMKOBaHbI 0OHOBJIEHHbIE peKOMeHIallui, BbipaboTaHHbIE B X0/
ouepegHoro cosemanusi B Ilapmke, @paHuusg  TPYIIION
MEXIyHapOIHBIX 3KCIIepToB, B 2018 rogy o6HOBIEHBI peKOMEeH AL
I10 CeJIEKTMBHOMY CKPMHMHTY U AuarHoctuke u jseyenuto HII-C [§, 19,
20].

OT60p MaIMeHTOB [JISI AMAarHOCTUKM OCYIIECTBJISETCS Ha OCHOBAaHUM
CEJIEKTMBHOTO CKPUMHMHIA — BbIJIeJIEHME TPYIIIbl TAIVeHTOB,
MMeIONIMX XapaKTepHble [JISI JAHHOTO 3a00jieBaHMUSI KIMHUUYECKHE
CUMIITOMBI (BUCLEpaJbHbIe, HEBPOJOTMUYECKME, IICUXMATPUUECcKue),
IJIST TIPOBeeHMs TabHeIero 1abopaTopHoro TectupoBanmst [20].

[Ipy HanMuMM COOTBETCTBYIOILIEN KIMHMYECKOM KapTUHBI AMArHo3
TIOATBEPKIAETCS OMOXMMUYECKMMM U MOJIEKY/ISIPHO-T€HETUIYECKUMU
Mmetonamu [4,8,19,20].



1.2 OTnonorust u naToreHes 3a6oIeBaHUS UJINU
COCTOSIHUS (TPYIIIIbI 3a00/IeBaHUI MJIM COCTOSTHMIT)

[IpuunHoOit 3aboseBaHus SBASIOTCS MyTaluu B reHax NPCI (B 95%
cnyyaeB) uiau NPC2 (OoKkono 4% ciiydyaeB), UTO BeOeT K HapylIeHUIO
BHYTPUK/IETOUHOTO  TPAHCIOPTAa  JUIMAOB UM HAKOIUIEHUIO
XonecTepyHa U TIUKOCHUHTOIUNUIOB B TOTOBHOM MO3Te U JPYTUX
TKaHSX. TUI HacIegOBaHNUS ayTOCOMHO-peLeCCUBHLIN [13].

l'enbi NPClu NPC2 komupyiooT 6enku KJIETOUHOJ MeMOpaHbI,
OTBevawllye 3a TPAHCIOPT XoJieCTepuHa U JIUTIUO0B
BHYTPU kiaeTku. NPC1 oTHOCHUTCSA K CEMEVICTBY T€HOB,
KOOUPYIOIIUX MeMOpaHHO-CBSI3aHHbIE ~ CTEPOJIYYBCTBUTEbHBIE
6enku. Ha K/1eTOUHbIX Mopnensix pu gedekrax NPCI ycTaHOBJIEHO
HapylleHue BHYTPUKIETOUHOTO TpaHCIIOpTa (addrokca)
CBOOOTHOTO X0JIeCTepUHA, MOIVIOIAeMOro KJIeTKaMu C
dpakuuIMu JIUTIOTPOTEUHOB HU3KOM TJIOTHOCTMU.

BHYTpM/IN30COMHOE HaKOIUIeEHMEe XOjecTepMHa MHIUOUpyeT
aKTUBHOCTb C(OMHTOMMENNHA3bl M TPUBOIUT K HaKOIJIEHUIO
chuHroMMeNnHa B KJIeTKax IapeHXMMAaTO3HbIX OPraHoOB
(TleyeHu, ceje3eHKM, IOUYKaX) U HepBHON cucreme. Ilpn
MUKPOCKOIIUUA BO BCeX OpraHax OOHapYKMBAIOTCS ITEHMCTbhIE»
KJIeTKM TaK Ha3blBaeMble K/IeTKU Humanua- Ilnka. [Tpu
MCTO0/Ib30BaHUM crelpuIeckx OKpPacoK IMUTOIIa3Ma TUCTUOIIUTOB
rpuobpeTaeT 1IBET MOPCKOJ BOTHbI («sea-blue histiocytes»)
13-3a OTJIOKEHUS JIUTIONIUTMEHTA WK 1epouna. OqHaKo 3TU KIeTKNU
He TaK TUIIMYHBI 1J19 6one3Hu HII- C, kak IJ1s1 TUIIoB A u B
[1,12].

1.3 dnuaemuosiorus 3adoJ1eBaHus UiIN COCTOTHUS
(rpynmnbl 3a00/IeBaAaHU WJIV COCTOSTHUI)

3aboneBaHue naHsTHMYeckoe. YacToTa 3aboeBaHMSI COCTABJSIET B
cpenueMm 0,66 -0,83 Ha 100000 skMBBIX HOBOPOXKAEHHBIX [13].

1.4 Oco0eHHOCTM KOOVIPOBaHMS 3a00/1€eBaHVs VIV
COCTOSIHUS (TPYIIIIbI 3a00/IeBaHUI MJIM COCTOSTHMIT)
1o Me>XayHapoaHOM CTaTUCTUYECKON
Kaaccudukanym 0o1e3Hen 1 poodseM, CBI3aHHBIX
CO 3J0pOBbEM



HII-C oTHocuTcs K cOUHTOAMOMAO3aM, Hapsaay C OPYyrUMMU
3aboneBanusMu (6bonesup ®abpu, 6one3ub Humanna-ITuka A/B), HIT-
C umeet kom E75.2 - [Ipyrue chUHTOMUIIUIO3bI

1.5 Knaccuduxauysa 3ad00/1eBaHUS IV COCTOSTHUS
(rpynmnbl 3a00/IeBaHU WJIM COCTOSTHUI)

HII-C  otHocutcs kK JIBH, moarpynne  cUHTOAUIIMIO30B.
Knaccupurkauusa HII-C ocHoBaHa Ha Bo3pacTe MaHMdecTauun
3a6oneBanusa [12,13]. B HacTosiee BpeMs MNPUHSTHI Claeyroliye
dopmbr HII-C: mepuHaTanbHasi (Hayajio B BO3pacTe <3 MecCsIEeB),
paHHSSI MJIafleHYecKas (B BO3pacTe OT 3 MecCsleB A0 2 JieT), IO3IHIS
MJIajieHJeckasi (B Bo3pacrte 2 0 6 JIeT), loBeHuIbHas1 (B Bo3pacTte 6-15
JIeT) ¥ TTOAPOCTKOBasi/B3pocias (B Bo3pacTe crapiie 15 jet) [3,12,13].

1.6 Knuanuyeckast KapTuHa 3a00/IeBaHUS Ui
COCTOSIHUS (TPYIIIbI 3a00/IeBaHUI MJIM COCTOSTHUI

HII-C sBisieTcss MyJIbTUCUCTEMHBIM 3a00/ieBaHMEM; KIMHUYECKME
MPOSIBJIEHMSI, KOTOPbIE YKa3bIBAIOT HA BO3MOXHbIVM AuarHo3 HII-C,
BK/IIOYAlOT B  cebGs1  BuUCliepajbHble,  HEBPOJOTMYECKME U
ICUXuaTpuueckue  CUMITOMBI.  BbIpaXeHHOCTb  KIMHUYECKUX
nposisieHui HII-C B pasHoM Bo3pacTe nnpuseneHa B [Ipunoxxkenun I'1.

Yacto HabmomaeTcs pasanuyHoe KiauHuuyeckoe Teuenue HII-C vy
c1OCOB, HECMOTPS HA TOXIECTBEHHOCTh T€HOTUIIA ¥ OMOXMMMUUECKOTO
denoruna [8,12,13]. IlaumeHTbl, pOAMBIIMECSI C  TSDKEJION
IepMHaTajabHOM (GOpMOIi, MOTYyT WMMETb CMOCOB C HAYajIoM
HeBPOJIOTMYECKNUX TPOSIBJIEHUII B [ETCKOM WM IIOAPOCTKOBOM
BO3pacre.

HeBponoruueckue mposiBieHusi. HeBposmornueckue HapylleHUs TIpU
HII-C 4vacTo pa3BUBAIOTCSI IIOCTEIIEHHO, [e0I0TUPYd TaKUMU
HecnenMpMuecKMMM CUMITOMAMM, KakK CHMKEHMEe MBbIIIeYHOTO
TOHyca (LleHTpajbHasl TMIIOTOHMS) WM  YacTble IafeHMus,
HEeYK/IIOXXeCTb B C/ydyasx Hauvaja 3abojeBaHMsI B CTaplieM IeTCKOM
BO3pacre.

B cnyuasax pe6iora HII-C B paHHeM M MO3JHEM MJaJeHYeCKOM
BO3pacTe 0ObIYHO BO3HMKAET 3ajJiepyKKa WM IIpeKpalleHne pa3BUTUS
byHKIMM peuM C 3aJepsKKOoil  0oOIero KOTHUTUBHOTO U/WIN
MOTOPHOTO pa3BUTHUS MU 6e3 TakoBoi [3,5,8,13,19].



HaumHasi ¢ mosgHero mjiaJeHYecKoro BO3pacTa M Craplle, 4acTo
HabmofaeTcsl OOMH WMJIM HECKOJbKO MO3)XKeUKOBbIX CUMMITOMOB. K
TUIIMYHBIM  HeBpojormueckum TnposieneHusim HII-C  oTHocsTCS
HapylleHe MOXOIKHU, MO3KeUKOBasi aTaKCusl, OUCTOHMUS, OUCMEeTPUS,
OUCOMANOXOKMHe3, Ou3apTpusi U aucdarusi, rejactuyeckas
KaTalviekCusl,  SNWIeNTUYeCKue  TPUMNALKU,  HelpOoCeHCOpHas
TYroyxocTsb [1-8,13,19].

Mo3eukosas amakxcus SIBJISeTCS YaCThIM IIPOSIBJIEHMEM B CIyYasx
MaHudecrauyuu 3a607eBaHMusI BO B3POCJIOM BO3pacTe.

JucmoHusi cBsi3aHa C MOpakeHMeM II0JI0CaTOTO Tejla M  4acTo
MaHudectupyeT (OKaAbHOI OUCTOHMEN, MOpaXkalolleil KUCTU U
auio.  IeHepanmu3oBaHHAas ~ OMCTOHUSI  MOXET  IIPOSIBISITbCS
HapylleHMeM II0OXOAKM, TaTOJOrM4ecKMmMyu mo3amu. OCTpblit
MUOKJIOHYC WU MUOKJOHUYECKULl mpemop MOTYT pa3BUBATbCS B
Tpoliecce MMPorpeccrupoBaHms 3a00/IeBaHMS WM MHOIIA BO3HMKATDh Ha
paHHMUX craausax passutusg HII-C.

Jucazus MokeT MOSIBJASITHCS HAa PAaHHUX CTaOMUSX 3a0ojeBaHMs WU
pa3BMBAThCS TO3Ke U TIPeNCTaBjsIeT Cepbe3HyI0 IMpobieMy s
KJIMHUYECKOTO BeleHMsI OO0JIbHOTO, MOCKOJbKY Cepbe3HO HapyliaeT
BO3MOYKHOCTb CaMOCTOSITE/IbHOTO MUTAHMS Ha TMO3OHUX CTaAusIX
3a06071eBaHMs, TIOBBIIIAS PUCK aclupauuu U, BCAeINCTBME 3TOTO,
Cepbe3HbIX JIerOYHbIX MH@ekuuii. JIucharus MoskeT HAUMHATBHCS C
MIPOCTOTO TONePXUBAHMS UM Kallljis IIPY IIpyeMe NUIlM, 00bIUHO ITIPU
VIIOTPeOaIeHUM SKUIKOCTH.

OKy/10MOMOpHble HAapyuleHUsl SIBJISIFOTCS OT/IMUUTEbHBIM IIPU3HAKOM
HII-C, wHab6momasicb Yy 81% mauueHTOB IO  pe3ylabTaTaM
KPYITHOMACIITaOHOTO PEeTPOCIIEKTUBHOTO MccaenoBaHus [9], 06bIUHO
HAUMHAIOTCS B CTapuieM MJaJeHUYeCKOM BO3pacTe C HapylleHUs
cakkaguyeckux aBvokeHuit a3 (COT). Hapymennust CAI' MOTYT OBITh
MPOMYIIEHbl MPU KIMHUYECKOM OCMOTpE, €CIM He OLeHMBAKTCS
CaMOITPOM3BOJIbHbIE ABVKEHMS TIJIa3HBIX SIOJIOK. JJaHHBIN CHMMIITOM
BBISIBJISIETCSI IIPAKTUUYeCKM Yy Bcex rmanueHToB ¢ HII-C 1ipu
MpaBUJIbHOM O00CIeIOBaHMM, U peajibHasg PacIpoOCTPaHeHHOCTh
IAHHOTO CUMMIITOMA, BEPOSITHO, HenoolleHuBaeTcs. [lepBoHauaibHO
MOPAKAITCS BePTUKAIbHBIE IBUKEHUS IJ1a3, 3aTeM IIPUCOEIUHSIOTCS
HapylleHus TOPU3OHTAJIIbHBIX Ccakkap [3,8,12,13,16,29]. VI3HauanbHO
CTPAZalT TOJIBKO CaMOMIpPOMU3BOJbHbIE CaKKaaguMyecKue OBVKEeHUS, a
Me[jieHHble IUIaBHbIE CJIesiiye OBVDKEHMS I71a3 MOTYT OBITh
HOpMa/IbHBIMUM. CO BpeMeHeM 3TU HapylleHUs IMPOrpecCUpyroT [0
IIOJIHOTO BepPTUKAJIbHOIO HAaLbsLepHOro Mmapaanya B3opa [13,19],



HAUMHAsACb C  MOPOrpecCUpylollero  yMeHbIIeHMS  CKOPOCTU
CaKKaAM4YeCKUX IBWKEHMI (XOTS BpeMs 3aIepkKKM CaKKaaudeCKUx
IBVDKEHUI OCTaeTCsl HOPMaJbHBbIM), ITPUBOAS K IOJHOMY MHapajinuy
CaKKaJMUeCKMX [MBVDKeHMI TI71a3. BecTuOY/IOOKYISIpHBIN pediiekc
YyacTO COXpaHeH B TeueHMe [JIMTEIbHOTO BpeMeHM, UTO
MoATBepkaaeT TOT (akT, UYTO IMapajiuMd B30pa  SBJSETCS
IeCTBUTENIbHO HaAbsIAEPHBIM 110 CBOEI IIPUpPOIE.

Kamannexcus <9BisieTCI OTHOCUTEJIbHO CHELM(PUUHBIM U YaCThIM
HeBposiorTnueckum mmpusHakom HIT-C, HaGmogaeMbIM, B 11eJI0M, Oojiee
yeM Y MOJIOBMHBI manueHToB. OHa peke HAOMIOmaeTcs y MalyeHTOB
paHHEro JeTCKOro BO3pacTa, dYallle OTMedYasCh B CIydasix Havasa
3a007eBaHMsI B ITO3JHEM MJIaJeHYeCKOM M IOHOIIeCKOM BO3pacTe
[3,13,19]. Kararuiekcuss  TIPOSIBJISIETCSL  BHE3alHOWM  IlOTepeit
MBIIIEYHOrO TOHYCAa B HOrax WM, MHOIJA, B YEJIOCTU WM Iee U
IIPOBOLMPYETCS SMOLMSIMM, HaIpuMep, CMeXoM (TejlacTuyeckas
KaTariekcust). JlaHHBIV TPU3HAK JIETKO IIPOMYCKAEeTCsS M YacTo
OIIMOOYHO MHTEPIIPETUPYETCS KaK BTOPUYHbIE IageHMUs u3-3a
aTaKCUM MM KaK aTOHUYECKME STMIEIITUIECKe ITPUCTYIIbI.

Anunenmuueckue npucmynsl pesxke HaAOMIOAAIOTCS Y TMAalMeHTOB C
HayajoM 3aboneBaHMsI B paHHEM MJIaleHYeCKOM WM B3POCIOM
Bo3pacre [13,19], uem B ciyvasix ¢ Hayajaom 3ab0eBaHMs B MTO30HEM
MJIaJeHYeCKOM U I0HOIIecKoM Bo3pacte. Y nauueHToB ¢ HII-C moryt
OTMevaThCs nMo6bIe TUIIBI MU TUYECKUX IIPUCTYIIOB
(mapumanbHble/(GOKAIbHBIE, reHepanu3ypoBaHHbIe, abcaHChI,
MMUOKJIOHMYEeCKNe,  TOHMKO-KJIOHMYECKMe);  IPUCTYIIBI  MOIYT
3HAQUUTEJIbHO OTIMYATHCS 110 MHTEHCUBHOCTU U 4acTOTe.

HetipoceHcopHass myzoyxocmb 4aCTO BCTpedaeTCs Ha IPAKTUKE, HO
OonmyO/iMKOBaHHbIE COOOIEHMSI [0 JAaHHOMY HEeBPOJOTMYeCKOMY
niposiyieHuto HII-C HemHoroumncienHss [12,13].

Ilepugepuueckas Heliponamusi SIBJASIETCS PeOKMM OCIOKHEHUEM Y
nanyeHToB ¢ HIT-C, koTopoe MoXXeT HaOM0gaThCsI IPU MIageHUeCKUX
dopmax. OHa HHUKOIIA He HaOMOmadach B CIydyasx Hauvaja
3a001eBaHMs B IOHOILIECKOM WM B3pOCiaoM Bo3pacte [12,13,19].

KorHuTuBHbBIE HapylLI€eHUS

CHudeHUue KOZHUMuUBHblX (yHKYuli HabII0maeTCsl MPaKTUUECKM y BCex
nmanyenToB ¢ HII-C ¢ pebmoToM 3aboyeBaHMsI B MOAPOCTKOBOM/
B3pOCJIOM BO3pacTe, HaUMHAsI C OMpeae/IleHHOTO MOMEHTa Pa3BUTUS
3ab60/ieBaHMSI, HO peIKO pacIio3HaeTCsl B AeTCTBe Ha paHHMUX 3Tamax
passutusa HII-C [1,7,13,19].



VY nauyeHTOB C HayajoMm 3aboseBaHMSsI B MO3JHEM MJafeHYeCKOM U
IOHOIIIECKOM BO3pacTe OTMeYas IJIOXYIO IIKOJbHYI0 YCIIeBaeMOCTb U
3aTpyAHEHUS TIPU OOyUeHUMN.

KoruutusHbie HapyueHus rnpu HII-C, B OCHOBHOM, HauMHaIOTCA C
JIOOHO-TTOAKOPKOBBIX pacCTpPOIICTB "u XapaKTepU3UPYIOTCS
CHMKEHMEM MCIIOJHMUTEeIbHOM (YHKLMM M CJIOBECHONM IaMsTH, a
TaKKe YMeHbIIIeHMEM CKOPOCTU 00paboTKu MHGOpMaLN.

[Ipu mporpeccupoBauuyu HII-C, y mammMeHTOB OTMeuaeTcsl Oojee
SIBHOE VyXYIllleHue KOTHUTUBHBIX (YHKIIMIA, Beayllee BO MHOIUMX
oTydasiX K BbIpaKeHHOJ [eMeHIIMM C TPyobIM AUCPEry/asiTOPHbIM
CMHIPOMOM U HapylieHueM mamsatu [15,19,23,27].

l'ICquanmqecxme IIPOABJICHUS

[Tamuentsr ¢ HII-C ¢ HauvajsoMm 3abo0neBaHuUsI B ITOAPOCTKOBOM/
B3pOC/IOM BO3pacre 4acTo Ie0ITUPYIOT TICUXUYECKUMU
MIPOSIBJIEHUSIMM, TaKKe COO0OIaaoCh O MalyeHTax ¢ MaHudbecTalyen
3abo0/ieBaHMS B IOHOIIECKOM BO3pacTe C IIOBedeHUYeCKUMMMU
OTKJIOHEHMSIMM B  aHaMHe3e U  JOPYITMMU  IIPOSIBJIEHUSIMU,
obpalaBUIMXCcs Mo3ke 10 MTOBOAY IcuXudyeckux 3aboneBannii [15].

V MainmeHToB C HAaYajJ0M 3a60/IeBaHMS B IOHOIIECKOM BO3PacTe 4acTo
HabOmofaloTcsl  Mpo6sieMbl  TTOBeIEHMSI, HapylleHue O0bOydeHMUsl,
pPaccTpoiCTBO IKCITPECCUBHOM peun, CMHAPOM AeduiiuTa BHUMAHMUS C
rUIIePakTUBHOCTLIO [1,2,7,13,19].

Icuxo3 ¢ mmM30(ppPeHONOI0OHbBIMU TPOSIBIEHUSIMU SIBJISIETCSI YACThIM
CMMIITOMOM Y IIOAPOCTKOB/B3pOoCiibIiX nanueHToB ¢ HII-C, orTmeuaeTcs
C yactoroit mo 25% airydyaeB. KinumHuyeckue MpOSIBIEHUSI YaCTO
HEOTIMUMMBI  OT IMIMU30PPeHUM C TUIMUHBIMU  CITYXOBBIMM
ra/UTIOLMHALIMSIMM, 6peloBbIMIU UAESIMU, PACCTPOMICTBOM MbIIIIEHUS
" IOBeJIeHMsI, MOTYT Ha0JII0IaThCSl MapKepbl OpraHMUecKoro Icuxosa,
B TOM UMCJIe 3pUTe/IbHbIe TA/UIIOLMHALIMM, HapyIlIeH e KOTHUTUBHBIX
(YHKI1IMIT ¥ pe3UCTeHTHOCTD K IICUXOTPOITHOM Tepanuu. [19,20]

Takke MOKeT HAOMIOMATBHCSI KamamoHus, Haubojgee YacTo — VY
MalyeHTOB ¢ HauajJoM 3abojeBaHMs B paHHeM Bo3pacrte. OHaA 4acTo
He TIOOJAaeTCs JIEYEeHMI0 M  MOXKEeT CUMUTAThCS  IIPU3HAKOM
OpTraHMUYecKOoro rncuxuveckoro 3aboneBanns [12,13,19].

Coobmiajioch O MOPYTUX CepPbe3HBbIX IICUXMUECKUX IPOSIBJICHUSX,
BKJIIOYUasl Jernpeccuio, OUIMONSIpHOe U 006CeCCMBHO-KOMITY/IbCUBHOE
pacctpoiictsa [8,9,13,15,24].



B3pocibie B Bo3pacTte >30 JjieT yalile 06pallialoTcs C JMCPeTyasiTOPHbIM
CUHIPOMOM, KOTOPBbIit XapaKTepuU3upyeTcs HapyHUIeHUSIMU
TOPMOXKEHMSI, TJITAaHMPOBAHMUSI M OpraHM3alyM, a TaKkKe CHVDKEHMEM
KPUTUUYECKOI CaMOOLIEHKM ¥ KOTHUTUBHO I'MOKOCTM, BO3HMKAIOIIMX
paHblile pa3sBUTUSI HAPYIIIeHUS MaMsITU U APYTUxX obnacTeit mMO3HAHUS
[19].

BuclepasbHble TIposiBleHMsi. BucuepanbHblie cuMnToMbl HII-C
BKJIIOUAIOT B Ce0Sl TPOSIBIEHMUSI CO CTOPOHBI TIeUeHM, CeJe3eHKH,
JIETKUX U IPYTUX OPTraHOB.

[Tposinenus 6one3uu HII-C B HeoHaTa/IbHOM Ilepuofe OTMeuaeTcs B
45-65% ciyyaeB. Hambonee paHHMM KIMHUYECKUM IIPOSIBIIEHMEM,
HEe3aBUCMMO OT KIMHMYECKOM ¢opMbl 3abosieBaHMSI, SIBJISIETCS
CMHAPOM XoJiecTa3a, HO MOXeT OTMeYaTbCs W30JAUMPOBAHHAS
CIUIEHOMeraJius WIM remnaTociieHoMeranus. Takke ONMcaHbl CIydan
HEeMMMYHHOI BOIOSIHKM, acClMTa U TelaToCIUVIeHOMeraauu II04a.
Cunraercs [MaTOrHOMOHUYHbBIM coyeTaHue  XojecTasa co
3HAUMTE/NIbHOI CTeIeHbI0 BbIPAXKEHHOCTM CIJIeHoMeranuu 6es
MIPU3HAKOB IIOPTAJbHOM TIHUMepTeH3uM. B OONbUIMHCTBE C/IyyaeB
MpU3HaAKM XoJiecTasa MpM ITOM 3ab0jeBaHUM CaMOITPOU3BOIbLHO
paspemialoTcsi K 6-8-mMy Mecsily KU3HU, TIPU 5TOM YyBeJIUYeHue
IIeYeH! U Celle3eHKM COXpaHsaeTcs elle anuTenbHoe BpeMs. [17] B 10%
oiydaeB Inpu paHHeit MaHudecrauuu HIIC uMeeT MOMHMEHOCHOE
TeyeHue C pa3BUTUEM ITeYeHOUYHON HeLOCTaTOYHOCTU U JIeTaJlbHbIM
MCXOO0M B TeUeHMe IepBoro roma xxusuu [17,19,20].

HeoHaTaJIbHbIiA X0JIecTas, rernaToCIyIeHOMeraust 11807
M30/IMPOBAHHAsI CIVIEHOMETrajyusi B aHaMHe3e 4YacTO OTMeYaloTCs y
MaleHTOB C HavyaJoM 3abo0jieBaHMsI B paHHEM M CTapiieM JeTCKOM
BO3pacTe.

Y manmeHTOB C HavyaJaoM 3aboneBaHMsl B Oosee cTaplieM BO3pacTe
reraToCIJIeHOMeraaus/M30/JIMPOBaHHAs  CIIJICHOMeTaliusl  SBJISIeTCS
00bIYHO 6€CCMMITOMHOM U YaCcTO KIMHUYECKM He Paclo3HaeTCs, YTo
Tpebyetr, B caydasgx mnopmo3peHus Ha HII-C, mpoBemeHus
yABTPa3BYKOBOTO MCCAeNOBaHUS OPraHOB OpIOmHONM mnonoctu. Ilo
UMEeIOLIMMCST JaHHBIM MPUOAU3UTENbHO ¥ 15% Bcex maiueHToB ¢ HII-
C M mouTM y TIOJIOBUHBI TMAal[MeHTOB C HauvyajJoM 3aboneBaHuUs B
IIOJPOCTKOBOM/B3pPOC/IOM ~ BO3pacTe  OTCYTCTBYeT  YBeIN4YeHue
pa3MepoB TMeueHuM U cene3eHku [15]. OmHako 3TM [OaHHbIe He
OTPaKalOT VCTUHHYIO PaCIpOCTPAaHEHHOCTh relaToCIIEHOMeraanu,
MOTOMY UTO V/JIbTPa3ByKOBOe MCCIeIOBaHME OPTaHOB OPIOIIHOM
MIOJIOCTY YacTO He MPOBOAUIOCH [15].



B TO BpeMs Kak CIJIeHOMerajausl MpakTU4Yecky Bcerma HabmomaeTcs
npu HII-C, rematomeranusi pexke HabiwomaeTcs y B3pocibix [19]. ¥V
MalMeHTOB C  HeMpoJereHepaTMBHLIMM WM  IICUXUUYECKUMU
HapylleHUsIMM, HajJMuyue WU30JUPOBAHHONI CIUIEHOMerajiumu IIpu
OTCYTCTBUM ITIPU3HAKOB IIOPTAJbHOI TUIIEPTEeH3UM U 3a00/ieBaHUS
TevyeH B 3HAUUTEIbHOM Mepe IMO3BOJSIET IMpeAriojiaraTbh Haauuue
HII-C [19].

Hupunempamost 6 Jne2zkux TI€HUCTBIMU KJIETKaMy, KaK IMPaBuUo,
HabI0gaeTcsl MCKIIOUMTENbHO Y MallMeHTOB C pPaHHMM HayajoM
3a60J1eBaHMS WIN Y TALIMEHTOB ¢ MyTauyussmu B reHe NPC2 [13,19].

BuciiepasibHble MPOSIBJIEHMS, TIPU UX HAJTMUNUM, BCEIIa IIPeIIIeCcTBYIOT
HEBpPOJIOTMUECKMM CHMMIITOMaM. bosiee Toro, BO3pacT Hauasa
MaHMdecTauuu BUCLIEPATbHBIX CMMIITOMOB He CBSI3aH C BO3PacTOM
Havaa HEBPOJIOIMUECKUX TIPOSIBJIEHMIA; HEBPOJIOTMYECKIE
CMMIITOMBI MOTYT TIIOSBUTbCSI Uepe3 MHOIO JIeT WIM Jaxke
OecSITUJIETUI TOC/Ie TIOSIBJIEHUS BUCLIEPATIbHBIX CMMITTOMOB.



2. IuarHocTuka

Huarnos HII-C ycTraHaBauBaeTcss Ha OCHOBAHUM COBOKYITHOCTMU:

AHaMHeCTMYeCKX MOaHHBIX, KIMHUYECKMUX MTAaHHBIX, Pe3y/IbTaTOB
JabopaToOpHOro uccaenoBaHus (0MOXMMUUECKOTO M MOJIEKY/ISIPHO-
reHeTUYEeCKOro aHa/in3a). B KIMHMYeCKOM AMarHOCTUKe ITOMOralT
IIKaJIbl OLIEHKM MHIeKca BeposiTHOCTM auarHosa  HII-C,
nipuBeneHHbie B [Ipuoxkenun I'2; I'3.

2.1 J)Kano06sI M aHaMHe3

Cumnmomst HII-C mozym pasgueamecsi 6 pasHvle 603pachmHble
nepuodsl. CO0p aHamHe3a Moxcem NOMOUb 8pauy 6bl168UMb PAHHUE
nposeneHus HII-C. B HeoHamanvHoM nepuode y nayueHmos ¢ HIT-C
MOX}em  ommeuamovCsl — 3amsaxcHas — xeamyxa, — xoiecmas U
2enamocnjieHomezanus, Komopsie Mo2ym paspewamscs ¢ 603pacmom.
B OdanvHeliwemM makue nayueHmst Mmo2ym Madugpecmuposams
Hesposl02uYecKUMU Wil ncuxuampuueckumu cumnmomamu [13,19].

B cembe mozym  Habnwdamecs — cayuyau — MepmeopoHOeHus.,
BHYMpuympoOHot eubenu naoda Om HEYCMAHOBNEHHbIX NPUUUH
[13,19].

,HO passumus  8blpaAMCEHHbIX HEBPOJI02UUECKUX npOHGJIEHLll:i HA
HauaJibHblX smandax 3(160ﬂ€6aHuﬂ ommeuarnmcss HEYKJIIXHeCcms U
yacmeole naaEHl,lﬂ no npuvduHe ZﬂCISOaGleameﬂbelX Hapyu,leHulI
[13,15,19].

2.2 dusuKajJIbHOe 00c/IeJoOBaHMe

e PexomeHpayeTcsi BcemM mnauyeHTam C Iiogo3peHuem Ha HII-C
IIpOBeJleHNe  TIIOJIHOTO  KOMILJIEKCHOTO  O0CIemoBaHMs IS
BepudUKaLMM AMarHo3a, BKIIOYa0IIero B cebs:

e OreHKy AHTPOIIOMEeTPUYECKUX ToKasaresein (BO3MOXXHO
TIOHVKEHHOE TIIMTaHMe, OTCTaBaHMe B POCTe)

e OIeHKYy HEeBpPOJOIMUYECKOrO0 CTaTyca, BKIHOUYAs 00sI3aTebHYIO
OIIeHKY OKOJTYMOTOPHbBIX QYHKITMI 1 PYHKIMUM TTIOTaHUS



e OneHka IICMXOMOTOPDHOTO ¥ pPEUYeBOr0 DpasBUTUS C LeJ/bI0
BBISIBJICHMSI 3aJepXKKM I[ICUXO-pPeueBOro pasBUTHUS, OTCTaBaHUS B
MOTOPHOM Pa3BUTUM, KOTHUTUBHBIX WM IICUXUYECKUX HAapYLIeHUN

e OmeHka BUCLepaJbHbIX HapylleHUil  (KeaTyxa, Xojecras,
reraTtocrieHomeranus) [3,19, 30-32].

YpoBeHb  yOeOUTENbHOCTM  peKOMeHIaIuit C (YpoBeHb
IOCTOBEPHOCTHU NOKA3aTe/bCTB - 4)

2.3 JJabopaTopHbIe AMAarHOCTUYECKMe UCC/IeTOBaHMUS

e PekomMeHAyeTCsl BCeM IallieHTaM B KauecTBe AMarHOCTUYECKUX
TeCTOB IEPBON JMHUM IIPU KIMHMUYECKOM mnomo3peHum Ha HII-C
orpenejieHMe XojiecTaH-3,5,6-Tpuojaa B Ila3Me KpOBU  [IJISI
Bepudukauum guarsosa [3,8,13,19,20, 30-32].

VpoBeHb  yOeOUTEIbHOCTU peKoMeHa AL C (YpoBeHb
IOCTOBEPHOCTU [ 0Ka3aTeNIbCTB - 4)

KommenTapun. IlogviwueHue yposHs npodyKmos  OKUCIeHUs
xojiecmepuHa (xonecmawu-3,5,6-mpuona u 7-kemocmeposa) y Jaoeti ¢
mymayusmu 8 2eHax NPC1 u NPC2, no OaHHbIM nybaukayuti,
ABJIIEMCSL  UYBCMBUMENbHBIM U cheuuguueckum mapkepom Ons
ckpuHuHea HIT-C. YposeHb 0aHHbIX Memabonumos He nogovluiaemcs y
nayueHmos ¢ OJpyzumu HelipodezeHepamusHboIMU 3a00/1€8AHUSMU.
Onpedenums samu coeduHeHUs] MOXCHO C NOMOUbl0 Memoda 2a3080li
xpomamozpaguu Mmacc-cnekmpomempuu (I'X-MC) uau
8bICOK03(hekmuBHOll  HUOKOCMHOU Xpomamozpaguu mavdemHoll
macc-cnekmpomempuu (BOJXKX-MC/MC) [3,8,19,20].

¢ PekoMeHAyeTCS BCEM IIallMeHTaM B KaueCcTBe OMArHOCTUUYECKUX
TECTOB IEePBOI JIUMHUM U JIJISI IIPOTPAMM CEJIEeKTUBHOIO CKPMHMHTA
Ha Oone3ubr HII-C omnpenmenenue nusochuHrommennuua 509
(JICM509) B myiasame KpOBM MJIM TSITHAX BBICYIIEHHOM KPOBU IJIsI
Bepubukauyuy nuarsosa [8,19,20, 33].

VpoBeHb  yOemuUTeIbHOCTU peKoMeHaaLumn C (YpoBeHb
IOCTOBEPHOCTU JOKA3aTeNIbCTB - 4)

KommeHnTapumu. B jnabopamopusix, nposodauwjux o00cnedosaHue,
00/HBL OblMb YCMAHOBJIEHBL COOCMBEHHbBIE pedhepeHCHble 3HAUEHUS
OdaHHblx Memabonumos. Takxie HeoOxodumMo ommemums, 4MO
HapyuweHue mpebo8aHuli K XpaHeHur U mpaHcnopmuposke o6pa3uos



s6J11emcsi NPUUUHOUL JIOHCHO NOJIOXCUMENbHbIX pe3yavmamos [8,19,20,
33]. Ilpasuna 3abopa Kposu Ha cmMaHoapmuyw Kapmouky-¢uismp
npugedetw! 8 IIpunoxceruu I'8.

Onpedenums 3mu coeduHeHuss MOXCHO ¢ homowblo memoda I'X-MC
unu B3I)XXKX-MC/MC [3,8,19,20].

Pekomenayercsa BceM nauueHtam ¢ HII-C onpeneneHue
OMOXMMUUECKUX MapKepoB (amaHMHaMMHOTpaHcdepasa,
acrmapraTaMmuHOTpaHcdepasa, OOIMIA M MPSIMOI OUIMPYOUH,
XOJIECTePUH, TPUINIMLEPUIbI, JaKTaTAeruaporeHasa, KabLiuii,
dochop, menouHas docdaraza) OpM  HAIUUMKU TIPU3HAKOB
xojecras3a, (anpbymmH, &ubpunoren, IITU wumm IITB, X3,
aJaHMHaAMMHOTpaHcdepasa, acrmapraTaMMHOTpaHcdepasa, oOmmii
" IPSIMO¥ OMAMpPyOUH, XoecTepuH, Tpuraniepuabt, JITHII, JITIBIT)
TP [IeYeHOYHOV HeJOCTaTOYHOCTHU AJIs1 AMArHOCTUKY ITeYeHOYHOM
HeLocTaToyHocTH [3,8,13,17,19,20].

VpoBeHb  yOemuTenbHOCTU pekoMeHaaL il C (YpoBeHb
IOCTOBEPHOCTU NOKA3aTeNIbCTB - 4)

KoMmmeHnTapumn. B pedkux cayuasx npu paseumuu NneueHOuHOU
HedoCmamouHoCmu 8bls18/I1l0M CHUMEHUE 8 Kposu nokasameretl,
oMpaxcarouwjux CUHMemuueckyrw (QyHKUU neueHu: anbOyMuHa,
¢QubpurozeHa, JnabopamopHsle nokazamenu, onpedensemole 0
OUEHKU BHEWHez0 Nnymu Ce8Epmul8aHUsl Kposu, XojecmepuHa u Op
[3,8,13,17,19,20]. B 0onee cmapuiem 8o3pacme J1abopamopHsle
U3MEHEHUsI MO2ym omcymcmeosams uau Hab1daemcsi ymepeHHoe
nosoiuierue AJIT, ACT, mpuzenuyepudos, cHuxceHue JIITHIT u JIIIBIT
[3,19,20]. B niobom e603pacme Mmoxem HaOa00amuvcs passumue
mpomboyumoneHuu, 4mo o0ycn06yeHo 2unepcnieHusmom [3,19,20].

PekomeHnpayeTcs:i mnpoBeneHue aHaiausza reHoB NPCI u NPC2 vy
MaleHTOB C KIMHUYECKMMM M OMOXMMUUYECKMMMU MpU3HAKAMU
HII-C ¢ 0enp0 MOJIEKYISIPHO-TeHEeTUYEeCKOr0 IIOATBEPXKIAEHMS
nuarHosa HII-C [3,8,19,20, 32].

VpoBeHb  yOemUTEIbHOCTU peKoMeHaalun C (YpoBeHb
IOCTOBEPHOCTM J0Ka3aTeNbCTB - 5)

KommenTapun. bone3Hs HIIC o6ycnoeneHa mymayusimu 2eHo8 NPC1
u NPC2. 95% cnyuaee css3aHbl ¢ mymayusmu 2eHa NPC1 (nokyc
18q11-q12), oxono 4% cnyuaes — ¢ mymayusamu 2eHa NPC2 (nokyc
14q24), npumepHo 6 1% ciyuaes MOJEKYNASIPHO- 2eHemuuecKuti
depexm udenmugpuuyuposamsp He yoaemcsi.



B 2ene NPC1 onucaxo 6osee 300 mymauyuii, okono 60 pasiuuHvix
NOMUMOP(QHBIX 8apuaHmos. M38eCmHO HECKOJIbKO OMHOCUMENbHO
pacnpocmpareHHslx mymayuti 6 2eHe NPC1, komopuwle 10KaNU308aHbL
8 20-22 sx3oHax 2eHa (p.lle1061Thr, p.Ser954Leu u p.Prol1007Ala.),
Ho, 8 OonbuwuHCcMmee ciayuaes, mpebyemcsi NOJHOEe CEKBEHUPOBAHUE
kodupyiouiux 3xk30H08 2eH08 NPC1 u NPC2 0ns evisig/ieHuss Mymayuii.
HupopmamusHocms maxkozo0 mecmupos8aHus cocmasnisem 0Ko0J0
94%. Takice 0N 8bls871eHUSL MyMAyuli Mozym NpPuMeHsimsCcs Memoobvl
CeK8EeHUpo8aHust H08020 nokojeHusi (NGS) — aHaiu3 naHesell 2eHO8
WU KAUHUYECK020 IK30Md.

MynemunnexkcHas  npobosasucumas — Jau2asHas — peakyuss ¢
nocnedyrouleti amnaugukayueti (MLPA) npumeHsiemcst 0ns 8bisi81€HUSs
KPYNHbIX nepecmpoek 2eHd.

B psade cnyuaes cyuiecmeyiom o06seKmusHbsle mpyoHoCmu npu
uHmepnpemauuu pe3yibmarmos MOJIEKYIIPHO-2eHEMUUECKO20
aHanu3a u o0uazHo3 Mmoxem OblMmb YCMAHOBJEH HA OCHOBAHUU
COBOKYNHOCMU KJAUHUYECKUX, OUOXUMUUECKUX U UHCMPYMEHMATIbHbIX
OaHHbIX.

ITayuexmesl, y Komopuix 8visienieHa 00Ha mymauus 8 zeHax NPCI1 unu
NPC2 [TonxcHbl 6bimb mujamenibHo 00¢1e008aHbl, U MHEHUE 0 OUudzHO3e
Wiu  eapuaHme  Hocumenbcmea  3abone8aHusl — CoCMasssiemcs
KOJLNe2UAIBHO.

Onpeodenerue mymauuti (ocobeHHo dns 2eva NPC1) moxcem Ovimb
3ampyoHumenvHoIM U Moxcem mpebosams  KOMOUHUPOBAHHDBIX
uccnedoganuti  JHK u  kHK, a makxe  onpedeneHusl
nocnedos8amebHOCMuU ~ NPOMOymepos U 21y00KUX — UHMPOHHBIX
obaiacmeti, NOCKOJIbKY 8 3Mux 001acmsix Mo2ym Haxooumauscsi KpynHole
nepecmpotiku,  deneyuu u  Odynaukayuu.  MyasmuniekcHas
amnaugukayus npoé ¢ nomowpko auzuposavuss — MLPA — moxcem
Oblmb nosie3HoL 0151 onpedesieHUs IMuUX yUacmkoe.

B psode cnyuaes duazHo3 6Gone3Hb Humanua-IIuxa muna C moxcem
Obimb  YCMAHOBTEH HA OCHOBAHUU XAPAKMEPHOU  KAUHUUECKOL
KapmuHul, NOBBIUEHHO20 YPOBHS OUOMAPKEPO8 U HAIUYUS O0OHOTI
NamozeHHo Mymauuu.

2.4 MHCcTpYMEeHTa/IbHbIe JUarHOCTUYeCcKue
VICC/IeOBAHUSI



PexomeHnpyeTcs riposeneHie MPT rooBHOro mosra rnamyeHTam C
HII-C pnjist OLleHKM CTernmeHu CyOKOPTUKaIbHOI/KOPTUKAIbHOI
arpoduu u atrpoduym MO3Keuka IO Mepe IIPOTrpecCcUupoBaHMS
3aboseBaHMsI, a TakKKe MOHMTOPMHIe OTBeTa Ha JieyeHue
[8,12,13,19,20].

YpoBeHb  yOeOUTENbHOCTM  peKOMeHIaIuit C (YpoBeHb
I OCTOBEPHOCTY A0KA3aTeNbCTB - 5)

KommenTapun. MazHumHas pe3oHaHcHas momozpagus (MPT)
20/108H020 Mo032a y nayuenmos ¢ HII-C ¢ no30HuUM Hauaniom
HeB8poI02UUeCcKUX pAaccmporticme 4acmo 8visejsiem uepedopanvHyro u/
WU MO3MEUKO8YH ampouio, a makxie 2unepuHmeHCU8Hbslll CUZHA
0m nepeseHMpUKYNIPHO20 0en020 eeujecmea 20/108H020 M032d 8
pexcumax T2 u FLAIR y nauueHmos ¢ Hauaiom 3a00/1e8amus 8 paHHem
demckom eo3pacme. K dpyzum obaacmsm 207108H020 M032d, KOMOopble
NpeumMyweCmeeHHO nopaxcaromcsi N0 OAHHBIM HeEUposU3yanu3ayuu,
OMHOCAMCSL 2unnoKamn, mauamyc u noaocamoe meno. Kpome mozo,
uacmo Habawdaemcs UCMOHUEHUe MO30JUCMO020 MeNad U HEKOmopoe
yMeHblleHue 001acmu cpedHezo M032a HA CPEOUHHOM CAZUMMATIbLHOM
cpese.

MPT cnekmpockonusi (H-MRSI) npumensiemcsi 6 Hacmosiuiee epems
02151 QUAzZHOCMUKU U MOHUMOPUH2A HEKOMOPbIX OpYy2UuX 8POHCOEHHbIX
HapyuweHuti 06meHa 8ewecms ¢ HAy4Holi uesnvto. [Ins duazHocmuku
HII-C 8 KkauHuueckoli npakmuke OaHHAs memoouka He Noayuuad
wupoxo2o pacnpocmpaneHus [8,19,20].

e PexomMmeHnpayeTcs rposefieHue IO nauyueHTaM C MOATBEPKAEeHHbIM
ouarHo3oM HII-C nipy Hannmumm snmjienTudecKux MpUCTyIioB UIn
IIpU IO 03peHUM Ha Halmnuue snwinencuu [8,19,20].

VpoBeHb  yOemuTenbHOCTU pekoMeHOaL it C (YpoBeHb
IOCTOBEPHOCTY AOKA3aTeNbCTB - 5)

e PekomeHpayetrcss VY3M opraHoB OpIOLIHOM TMOJIOCTM BCEM
nauyeHtaM ¢ KiamHudeckumu HII-C g1 BbISIBIeHUMS CIIJIEHO/
reratocrieHomeranuu [19,20].

VpoBeHb  yOeIUTEIbHOCTU pekoMeHaalnin C (YpoBeHb
IOCTOBEPHOCTY AOKA3aTeNbCTB - 5)

2.5 VlHple aMarHoCTU4YecKue ¥ccjaeJOBaHUsI



XapakmepHoie ons HII-C sucuepanvHvle CUMNMOMbl (HEOHAMAIbHAS
Hemyxa, U30JUpPOBAHHASL CNJIEHOMe2ANUsl UIU 2enamomeanust) u
HegpoJloZuYecKUe NpPu3HAKu (Hanpumep, ympama uiu 3a0epiKa
pas3sumusi 08U2amMebHblX HABLIKOB, MO3HEUKOBbIE CUMNMOMbl)
803HUKAIOM NpU HEKOMopwvlX Opy2ux BpOMOEHHbIX HAPYUIEeHUSIX
obMmeHa seujecms, 8kaouas 6one3rs 3andxopga, 6o1e3Hs Towe muna
2,3, 6one3nvs Humauua-ITuka, mun A u B, 6one3ns Tesa-Cakca,
HedocmamouHocms Kucaoti aunassl [1,3,8,12,13,19,20].

Y Ho80poxdeHHblx U demeli 2pyOHO20 6803pacma C BUCUEPANbHBIMU
cumnmomamu 6one3nu HumanHna-ITuka, mun C dugppeperHuuanvHolii
duazHo3 nposodumcs ¢ o06wupHoli 2pynnoti Odpyzux 3abosiesaHutl,
NPOSIBAAWUXCS CUHOPOMOM X07lecmasa U, 8 mom uucae OunIUapHot
ampe3ueli U memaboaUYeCKUMU HApyWeHUsSIMuU: zanakmo3emueli,
deuyumom  a-1-aHmumpuncuHa,  mupo3uHemueli — mun 1,
yumpynuHemueti 2 muna, npozpeccupyrouum ceMetiHbIM
BHYMPUNEUEHOUHBIM X0Jlecmda3om 3 munda, MUumoXOHOPUANbHbIMU
HapyweHusiMu, CUHOPOMOM ANaxuip U Opyzue HAc1edCmeeHHble
0021e3HU ¢ nopaxceHuem neveHu [3,17,19].

IIpu 6one3Hu BunbcoHa u HeKOMOpwvix Opyzux 00J1€3HIX HAKONJEHUS
Memaios, UUuppo3 neueHU makxe Moxem daccoyuuposamscsi ¢
no30Ho 803HUKarwwell HelipodezeHepayueli [3,8,19].

B nodpocmkogom unu ioHouwleckom eo3pacme nauueHmst ¢ HII-C
uacmo Madugecmupyrom CUMNMOMAMU NCUX03Ad, OUNOJNAPHBIM
paccmpoticmeom, denpeccueti, amunui4HsIMu Wu30¢hpeHonodooHbIMU
paccmpoticmeamu u/unu opy2umu nCuxuampuideckumu cumnmomamu
8KJIIOUASL CUHOpOM Odeuyuma 8HUMAHUSL, NPOSBNEHUIMU, NOXOHCUMU
Ha cCUHOpom Acnepzepa u ducpezynssmopHsiii cuHopom [1,14,16,24,28].

CHUXCeHUe KOZHUMUBHbIX CNOCOOHOCMEll, amakcus, odsuzamenbHole
HapyuleHusi U 8epmuKanvHblli Hadss10epHblll napaiud 830pa Mozym
Habnwdamecsi y nNAyueHmos ¢ HAYUHAWUMUCL 80 B83POC/IOM
go3pacme HelipodezeHepamuBHbsIMU HAPYWEHUIMU, MAaKuMu Kakx
oone3Hb I'emmuHemoHa, cuHdpom ITepcmmanHa-IlIImpeyccnepa-
Lletinkepa unu npozpeccupyrouwiuti HadssdepHuiii napanuy. OOHAKO
nepevie déa 3a00e8aHuUsl UMEM aymoCOMHO-0OMUHAHMHBIT Nymb
Hacnedosamusi, a npozpeccupyroujuti Hadssi0epHolli napaiuyd 006bIYHO
HauuHaemcs Ha namom-cedomom decsimke Hu3Hu. Hu ooHo u3 smux
HapyweHull He accoyuuposaHo C yeeaudeHuem 8HYMpeHHUX Op2aHos
[3,8,19,20].



He pekomeHayeTcsi TMpoOBelleHME IIaTOJI0rOaHATOMMUUYECKOTO
MCClieqoBaHMs OMonTaTa medeHy, KOCTHOTO MO3ra MJIM Cele3eHKU
i noaTBepxkaeHus nuarnosa HII-C [19,20].

VpoBeHb  yOemuTenbHOCTU pekoMeHaalLnin C (YpoBeHb
IOCTOBEPHOCTH JOKA3aTe/bCTB - 5)

KommeHTapumu. Cgemosass MUKPOCKONUSL Moxcem onpeodenums
XapakmepHole NeHUcmole Kaemku 8 pasUUHbIX MKAHSX, HO OdHHble
U3MEHEHUs1 He feagrmca cneyuguueckumu ons 6ose3Hu Humauua-
Iluxa, mun C.

Buoncus xocmHozo mo3za. Ilpu 803moxcHOCMU NPoBedeHUs] OAHHO20
aHanu3a, acnupauyus KOCMHO020 M032a MOXem 6blsl8UMb NeHUCMble
knemku. Cnedyem noMHUMb, Umo UHGUAbMpAUUS KOCMHO20 MO032a
NeHUCMbIMU  KJIemKamu Koppeaupyem O CmeneHvld msxiecmu
3abo0ne8aHusl u Moxcem 0blmMb MUHUMAJILHOLU Y NAUUEHMO08 HA PAHHUX
amanax 3abonesavus. MHoxecmeeHHble NAAWKU KOCMH020 Mo32d
mpebyromcst Ons UCKJOYEHUs owubku ombopa npobvl; 8 nepsyr
ouepedv ciedyem nposooums MeHee UHBA3UBHbIE NPOUedypbl.

PeKOMeH,Z[yeTCH BCEM IIaliMeHTaM C HH-C, n X CeMbsiIM IIOC/Ie
IMOCTAHOBKUM [OMArHO3a KOHCYJIbTAlMA MEOAUMIIMHCKOI'O IICMXOJIOora
[8,19].

VpoBeHb  yOemuTenbHOCTU pekoMeHaaLnin C (YypoBeHb
IOCTOBEPHOCTY A0KA3aTeNbCTB - 5)



3. Jleuenue

JleueHne HII-C BKJ/IIOUaeT raToreHeTU4YeCKyo "
CUMIITOMAaTUYeCcKyo Tepamnuio. CiegyeT yUUTbIBaTh, UYTO 3QHEKT OT
IaTOreHeTUYEeCKOM TepanuMu BO MHOTOM 3aBUCUT OT BO3pacTa
Haya/la JieYeHUsI U TI03BOJSIeT 3aMelJIUThb IIporpeccupoBaHue
3ab6o0/eBaHMs, HO He OCTAaHOBUTb €ro TMOJHOCTbIO. IS
KJIMHUYECKOV OILIeHKM [OBUTaTelbHbIX Ha (OHe MPOBOAUMOI
TepanuMu MOXHO TMPUMEHSTb CTaHAAPTHBIN BUIEO IIPOTOKOII,
rpuBeneHHbIN B [Ipunoxxkennn I'4,

3.1 IlIaToreHeruueckoe JiedueHue

e Pexomenpyercst Bcem rnanueHtam 12 jsietr u crapuie ¢ HII-C u
HEBPOJIOTMUYECKMMM  HapylleHMsIMM  Ha3HAueHue  CcyocTpar-
penyLuupyloleil Tepanuy - peKoOMeHOoBaHHas J03a MUIIycTaTa™™
cocraBiaser 200 Mr TpM pasa B [OeHb IS JOCTUKEHUS
TepaneBTuieckoro spdekra [9-11,21,22].

VpoBeHb  yOeauTenbHOCTU pekomeHmaumuii A (YpOBeHb
IOCTOBEPHOCTU JOKA3aTe/NbCTB - 2)

KommeHTapumu. Muzaycmam™*  (N-0ymuJi-0e0KCUHOUUPUMUUUH;
NB-DN]) siensemcsi HeOONbUWIOU MONEKYNO0l UMUHOCAxapa, Komopas
deticmgyem KAk  KOHKYpeHMmMHulli  uHeubumop  ¢pepmenma,
2/IlKo3upyepamudcuHmassl, KOmMopulli  kamanusupyem  nepeuli
(ukcuposaHHslli aman cuHme3sa 2auxkocpurzonunudos (I'CJI).

Muznycmam™* moxcem npoHukamp uepe3 z2emMamosHyedaniuueckuti
bapvep, u ObL10 NOKA3AHO, UMo OH ymeHsvllaem HaxonneHue I'CJI 6
20/106HOM  Mo032e, 3amednsem  pas3eumue  Hes8poJ02UUecKoll
CUMNMOMAMUKU U YONUHSIEM B8bIHUBAEMOCMb NpuU OJOKJAUHUUECKUX
uccnedogavusx. OH  Modem  maxxe  HENpaMviM  00pa3om
pe2yauposams 6HYMPUKIEMOUHbBIL 20Meocmas Kaavuusl, C8sI3AHHbIL C
HaxkonJieHuem cuHzo3uHa — npednondazaemviM NYCKO8bIM (pakmopom
6 namoeeHesze HIICI - nymem 6JuUsiHUsL HA KOHUeHmMpayuio
2JIKO3UYepamuoa.

Haobnwdaemas 6e30nacHocmoy u nepeHocuMoCcms muziycmama™* npu
HIT-C npubnusumensHo makas xe, kak npu 6one3nu I'owe 1 muna, u
8 UeioM CX00Ha 8 nonyaauuu demeii u 83poCcblx/Mo00bIX NAYUEHMO8.



Haubonee uacmo ommeuaemviMu HexeaamesabHolMuU s8J1eHUIMu Oolaa
crabas uau YMeEpEHHAA auapeﬂ, mMemeopusm, nomeps eeca U mpemop.

HexcenamenvHble 5671eHUSL CO CMOPOHbl  HENYOOUHO-KUUIEUHO20
mpakma u Hebo/bWAS UMU YMepeHHdas homepsi eeca (8 Ueaom
Haobnodaemas y 50% nayuenmos) umenu meHOeHYUr K CHUMEHUI CO
8PeMEHEeM NpuU HeNpepuIBHOLl mepanuu U yCnewHo KOHMpPOJAUpo8alucsy
[9-11,22]. [aHHble KAUHUYECKUX UCCNe008aHULl C NpUMeHeHUem
muznycmama o6o6uieHst 8 Ilpunowenuu I' 5 [22]. B cesa3u c
HelipodezeHepamusHoii npupodoti HIT-C, cmabuiu3ayus 3abone8anus
Wiu  yMeHblUleHUe CmeneHu  npozpeccuposavusi  3ab6onesaHust
aess10mcs, Haubosee peanucmuuHbIMU UeNsIMU, KOmopwvle MOMCHO
docmuzHymu hpu OnumenvHol cneyuguueckoti mepanuu 3a601€8aHUS.

Buodumblii nonoxcumenwvHslli KAUHUYECKUTl pe3yivmam y nayueHmos ¢
HII-C moxcem Habnwodambcs uepe3 6 mecsyes - 1 200. B cayuasix
MeONeHHO npozpeccupyrowux ¢opm 3abonesavuss (Hanpumep, y
nayueHmos ¢ HauaaoM 3a00/e8amusi 80 B3pPOCIOM 803pacme),
a(ppekmsl om neueHuss mozym Habawdamocs uepe3 euje 0Oonee
OnumensHolli npomexcymok epemeru [3,8-11, 19,23].

B cnyuasx Hanuuusi msenvlx HeepoJsio2uuecKux HApyuweHull yie Ha
MOMEHM NOCMaHoeku O0uazHo3a, 8 0COOEHHOCMU Yy NnauueHmos
paHHez0 eo3pacma, cyujecmsyem MeHbllds 8eposimHO20 Mo20, 4Imo
Muzycmam** npurecem cyuieCmaeHHyo mepanesmuueckyio noJib3y.

PekomeHpayeTcsl BceM IalyeHTaM B Bo3pacTte 4-12 jyet ¢ HII-C u
HEBPOJIOTMUECKMMM  HapylleHMsIMM  Ha3HAueHue  CyocTpar-
penyLuupylolleil Tepanuu - A03a MUIIycCTaTa** y mJaHHOM TI'PYIIIIbI
MalMeHTOB Ha3HayaeTCsl MCXOAs M3 IUIOLIAV TOBEPXHOCTU Teja
(mpunoxkenue A 3, Tabauiia 1) oSt JOCTVKEHMS TepaleBTUUYEeCKOTO

sddexra [9-11,21,22].

VpoBeHb  yOemUTEeIbHOCTU peKoMeHaaLumn C (YpoBeHb
IOCTOBEPHOCTU IOKA3aTe/NbCTB - 4)

Pexomenpyercss mnanuentam ¢ HII-C, momyyarommm Tepamnmuio
MUIJIYCTaTOM™®,  Mpu TMOSIBEHUM HapylleHuii CO CTOPOHBI
SKeTyIOYHO-KMIIEUHOTO TPaKTa, MpU IJINTEbHO auapee U 00X
B JXMBOTe Ha3HaueHMe IperapaToB, YTHETAIOUIUX MePUCTATbTUKY
(mampumep, A07DA03 nonepammuma™* das nauyuenmos cmapuie 6
Jem) ¥/ WIM WU3MEHeHMeM OMeTbl; Npu  OJUTeTbHOI
abmoMMHAIbHOM 6O0MM - crasmMoauTuueckast Tepamnus. s
HEKOTOPbIX TMAaIlMeHTOB MOKeT ObIThb II0JIe3HBIM BpeMeHHOoe
yMeHblIlleHMe 103bl Murmycrata™™ [3,18].



VpoBeHb  yOeIUTEIbHOCTU pekoMeHaalnin B (YypoBeHb
IOCTOBEPHOCTH TIOKA3aTeNbCTB - 5).

e Pexomenpayercss mnauyeHtam ¢ HII-C mnpekpaTuTb JjeuyeHue
MMIJTyCTaTOM** B TOM C/lyyae, eCiMi HeCMOTpsS Ha yMeHbllleHue
03bl, M3MEHEeHMe [OMeTbl WIM CUMIITOMaTuuYeckoe JieueHue,
pa3BMBAIOTCS Cepbe3Hble HapyLIeHWs CO CTOPOHBI >KeyLOo4YHO-
KMILEeYHOro Tpakra [3,18,19].

YpoBeHb  yOeOUTENbHOCTM  peKOMeHIalnit C (YpOBeHb
I OCTOBEPHOCTH AO0KA3aTeNbCTB - 5)

KommeHTapun. IlenecoobpasHocms  NpoOONHEHUS — JleUeHUs
Mu21ycmamom**  nauueHmos ¢ MSAHeNbIMU NPO2Peccupyroumu
HapyuwleHusimMu, npugedwuMu K HACMYNJeHUr 21y00KoU Nncuxo-
Hesposiozuueckoli uHeanudusayuu HeouesuoHa u Hywdaemcs 8
danvHetiuiem 006CyxHoeHuu.

PeweHue 0 6HeceHUu U3MeHeHUll WaU npekpawjeHuu mepanuu
muzaycmamom™*,  JoynHbl OCHOBbIBAMBCSI HA  UHOUBUOYAbHBIX
xapakmepucmukax —nayueHma U  NPUHUMAMbC  COBMECMHO
cneyuanucmom 8 obaacmu memabonuyeckux 3a060/1e8aHUll, a makice
podumensamu u ureHamu cemou [3,18,19].

3.2 CuMmorToMaTuuyeckoe JieueHue

ITo cumnmomamuueckoii mepanuu HII-C Hem paHO0OMu3upo8aHHbIX
KOHmMpoaupyemolx  ucciedosauuil. Bce  npueedeHHble — HUME
peKkoMeHOayuu ompaxcarm 3KCNepmHoe MHeHUe CNneyudalucmos u3

pAasHblX CMpaHx. IIpenapamst 01 JsieueHuss HeEBPOJIO2UUECKUX
OC/IOMCHeHULl, 3nuiencuu, ncuxuyeckux HapyuleHuil HasHauawom e
coomeemcmauu C KJUHUYeCKUMU pexomeHdayusmu,

paspabomanHsimu 018 coomsemcemayroweti namonozuu (IIpunoxcerue
A3 mabauya 2) [3,8,12,13,19,23].

e PekomeHayeTcss HabOmwomaTtbh 3a QYHKIMEN I[NIOTaHus, IIpexuae
BCero, y nauueHToB ¢ HII-C, KoTOpble OTHOCATCS K TpyIIe pucka
1o acrupauuu. Bompoc 006 opraHmMsauuy IUTAaHUS U W/UIN
neueHUM nucdarmum OOKeH ObITh pellleH KaK MOXKHO paHblIlle, Ipu
9TOM peKOMeHJO0BaHbl CJeayiolllie Mepbl: Oojiee MATKasE WIU
rycrasi IMila, 30HO0BOE MUTaHMeE, HAJIO)KeHMEe TaCTPOCTOMBI (1S
TOr0, YTOOBI 00ECIIEYNUTHh HOCTATOUHOE ITOCTYIIEHME SKUAKOCTU U
Kaysiopuit) [3,8-11,21,29, 34].



VpoBeHb  yOeIUTEIbHOCTU pekoMeHaalnin B (YypoBeHb
IOCTOBEPHOCTU OOKA3aTeNIbCTB - 3)

Pekomenayercsa mnauueHtam ¢ HII-C B ci1yuae pasButus
BTOPUYHOM JIETOYHOM IIaTOJOTMM B pe3yjabTaTe aclupauuu
Ha3HaueHMe  aHTMOAKTepuaJbHOM  Tepanmuu  IipenapaTamu
IIMPOKOr0 CIeKTpa [OeiCTBUS IJIsl MpenoTBpallleHUs pPa3BUTUS
ow10XkHeHu [3,8-11,21,29].

YpoBeHb  yOeOUTENbHOCTM  peKOMeHIalnit C (YpOBeHb
I OCTOBEPHOCTH AO0KA3aTeNbCTB - 5)

Pexomenpayercss mnauyeHtam ¢ HII-C, uMewlnMx OTaHHBIN
CUMIITOM, IJIS1 YMEHbIlIeHUs1 CIIoHOTeueHus: npuMeHsaTh AO3BAO1
aTponuu™* mepopaibHO, MHbeKIMM MO3AX01 60TYIMHMUUECKOTO
TOKCMHA TuUiia AA B OKOJIOYIIHYIO WM TIOJYETIOCTHYIO >Kejie3y
[3,19].

VpoBeHb  yOemuTenbHOCTU pekoMeHaaLnin C (YypoBeHb
IOCTOBEPHOCTY AO0KA3aTeNbCTB - 5)

Pekomenayercss mnanyeHtam ¢ HII-C, uMewIIMX OaHHBIN
CUMIITOM, [JISI KOPpPeKLMM HapKoJeIlCHUM, MHBEPCUM CHa W/WUIn
CMHApPOMa OOCTPYKTMBHOIO aITHO® BO cHe, npumeHeHmne NO5SCHO1
MeJaTOHMHA M JiedeHue MeTOAOM CO3JaHusl IIOCTOSIHHOTO
TOJIOXKUTEJIBHOTO JaBjeHus1 B HObixaTelabHbIx IIyTax (CPAP-
Tepanus) [3,19].

VpoBeHb  yOEAUTENbHOCTM  peKOMeHIaInit C (YpoBeHb
IOCTOBEPHOCTY A0KA3aTeNbCTB - 5)

Pekomenayercsa mauyeHtam ¢ HII-C ¢ 3kcTpanupaMugHbIMU
HapylIeHUSIMM IIpMMEHeHMe aTUIMYHBIX HeNpoJJelTUKOB U
peryssipHbIi HEeBPOJIOTMYECKUI MOHUTOPUHT C 11eJIbIO
MWHMMM3AMUY  TPOTPECCUPOBAHMS  JIFOOBIX  COITYTCTBYIOLIMX
AKCTpanMpaMuUAHbBIX TIPposiBiieHuit [8,19,24,28].

VpoBeHb  yOeOUTEIbHOCTU peKoMeHaaLun C (YpoBeHb
IOCTOBEPHOCTM J0Ka3aTeNbCTB - 5)

KoMmmenTapum: Icuxo3 uacmo noddaemcs JleueHUto
AHMUNCUXOMUYECKUMU JIeKapCMBeHHbIMU hnpenapamamu, xoms y
Hekomopuix hayueHmos ¢ HIT-C Habniodaemcss omcymcmaue omeema
Ha Jieuerue uau dax;ce napadokcanpbHoe yxyoueHue.



e Pekomenayetrcsa Bcem nanueHtam ¢ HII-C, png JeyeHus
oumnonsspHblx  ap@eKTUBHbIX  PaACCTPONCTB,  CTAOMIM3ATOPDI
HacTpoeHus, Takme Kak NO3AGO1 BanbIipoeBasi KUca0oTa ** (IeTsm ¢
3 Jjier), a [Ojs Tepanuu Oerpeccuy Has3HaueHue CeJeKTUBHBIX
MHTMOUTOPOB 00paTHOTO 3axBaTa cepoToHMHa [8,19].

VYpoBeHb  ybeauTenbHOCTM  pekoMeHpaimit C  (YpOBeHb
I OCTOBEPHOCTY AO0KA3aTeNbCTB - 5)

e Pexomenpayercss Bcem maunueHtam ¢ HII-C paHHero Bo3pacrta
(HOBOPOXIE€HHbIE M [OeTU MEepPBbIX JIeT >XKU3HU), TPU Pa3BUTUU
CUHJIpOMa XOjIecTasa >keJrueroHHast Tepanus npermnapatom AO5AA02
YPpCOOe30KCUX0IeBOM KUCIOThI # (cycreH3us) B mo3e 10-30 mr/kr/
cyT [35].

VpoBeHb  yOemuUTeIbHOCTU peKoMeHaaLumn C (YypoBeHb
IOCTOBEPHOCTU J0KA3aTeNIbCTB - 4)

¢ PexomeHpayetrcsa BceM mnanyeHtam ¢ HII-C panHero Bospacra ¢
3aMeCTUTEe/IbHOM  LIeJIbI0  HAa3HAYalTCd  SKMPOPACTBOPUMBIE
Butamuusbl (A, I, E u K) [3].

VpoBeHb  yOemUTeIbHOCTU peKoMeHaaLun C (YpoBeHb
IOCTOBEPHOCTY AOKA3aTeNbCTB - 5)

¢ He pexkomeHpayetcs BceM nanyeHtam ¢ HII-C B ciyyae pasButus
IIEYeHOYHOM HeOOCTaTOYHOCTM IIpOBefeHMue TpaHCIUIaHTaluu
neyenu [17,19].

VpoBeHb  yOemuUTeIbHOCTU peKoMeHaaLumn C (YpoBeHb
IOCTOBEPHOCTY AOKA3aTeNbCTB - 5)

KommeHnTapumu. Crnedyem nposodums peyaspHulii MOHUMOPUH2
nauueHmos ¢ ouazHo30M, YCMaHos8JeHHbIM 8 pe3yibmame CKpUHUH2a
cubco8 unu HAa O0CHOBe BUCUEPAIbHbIX CUMNMOMO8, HA npedmem
B03HUKHOBEHUSI HEBPOJI02UYECKUX NPOSIBJIEHULl, U cledyem peuums
80NPOC 0 HA3HAYEHUU JIeueHUusi Npu Nnepevlx NPU3HAKAX Haudald
HespoJioeuueckux paccmpoticms [3,8,19].

3.3 JueroTrepanusa

hd PQKOMEHI{Y@TCH HJIs1 YCTPpaHEHUA nin YMEHbIIECHU S
BBIPDA>KEHHOCTU OUCIICIITUYECKUX paCCTpOVICTB TAKUX KakK, Auapesd,
TOIIHOTA, pBOTa, CHIVDKEHMA BecCa, 6011 B KMBOTE IIpn JiedeHnUn



MMJITYCTaTOM™* cobofeHe IMeThl C MOHVKEHHBIM CoflepykaHueM
IycaxapugoB U onurocaxapos [3,13,19].

YpoBeHb  ybenuTenbHOCTM  pekoMeHpanuii C  (YpoBeHb
IOCTOBEPHOCTY OKA3aTeNbCTB - 5)

KommeHTapuu. Ilpu npumeHeHuu npenapama muz2iycmam** y
nauuerimos ¢ HIIC mozym Habawdamsca duapesi, 607U 8 Xusome,
Memeopusm ces3aHHble C 0710KUpOB8aHuem (pepmerma,
pacwennsioujezo ou- u oauzocaxapudsl. 8 nepevie Hedeau Havand
mepanuu, ¢ nociedylowum ¢ ee pacuiupeHuem 3a cuem npoodyKmos,
yKa3aHHblx 6 KonoHke «OI'PAHUYUTD» (npunoxcerue I' 6). Ha nepgom
amane HasHaueHus cyocmpam pedyyupyouweil mepanuu xeaamensbHo
HasHaueHue npoodUOMUKO8, KOMopble CHUMAM PUCK 803HUKHOBEHUS
HEeNYOOUHO-KUUEUHBLX NPOOSeM U YAyuwarm pabomy KutleuHuKda.

HasuaueHue duemst npo8oodsim 8 mpu nociedosamesibHslx 3mand:
1. Cmpoezas duema ¢ uckioueHuem oucaxapuoos;

2. PacwuperHas duema ¢ nocmeneHHbsIM 88e0eHUEM NPOOYKIMO8
numauus, codepxcaujux oucaxapudl;

3. IIpakmuuecku HOpMAnvHAs Ouemda, 3d UCKIHUeHUEeM
npodykmoe numatus, Komopaole njaoxo nepeHoCamcsl.

IIpodonxcumenvHocms Kawcdozo 3mana eapvupyem om HeCKONbKUX
Hedenb 00 HeckonvKux mecsayes. CoOnodeHue duemsl ho38onsem
CHU3UmMb nobGouHble 3pdekmsl npenapama muzaycmam** u
obecneuusaem docmamouHoe nocmynjeHue HeobxXo0uMblx 8eulecms u
JHepauU 0N HOPMANTBLHO20 PYHKUUOHUPOBAHUS op2aHu3ma [3,18].



4. PeaOuauranmus

e Pexomenpayercst IJIsI MaLIeHTOB C HII-C BpavyoM-
dusmorepaneBTOM " Bpauom-JIOK paspabaTbiBaTh
VHOVBUAYAIbHBIA KypC peadouauMTanymy, BKIOUAKOIIMII Maccak,
neuebHYI0 (QU3KyAbTYpY, GuU3MOTEepaneBTUUECKMEe IIPOLieaypPbl
[3,19].

YpoBeHb  ybenuTenbHOCTM  pekoMeHpanuii C  (YpoBeHb
IOCTOBEPHOCTY OKA3aTeNbCTB - 5)

e PekoMeHAyeTCsA peadMIUTAIMOHHbIE KypCchl  (MeIUIIMHCKUIL
Maccaxk, JIOK, dusmonpouenypol, IICUXOJOro—Iegarorundyeckas
IIOMOIIlb) JKeJaTeJIbHO TMPOBOAUTb B  YCIOBUSX OHEBHOIO
CTalMOHapa MIPOBOIMUTCS C YaCTOTOM 3-4 pasa B r'ofl, IJIUTEeJIbHOCTb
— OomnpenessieTCs TSKeCTbI0 COCTOSIHUSI M OTBETOM Ha IPOBOAMMbIE
MeponpusaTus [3,19].

YpoBeHb  yOeAUTENbHOCTM  peKOMeHIaIuit C (YpoBeHb
I OCTOBEPHOCTY AOKA3aTeNbCTB - 5)

Ilcuxonozo-nedazozuueckas nomouisd

e PekOMeHAYeTCS MPOBOIUTDH IICUXOJIOr0-IeJarormueckyio moMoIilb
netsim ¢ HII-C B KoMIJIeKce peabMIMTAllMOHHBIX MEPOIIPUSITUIA.
KoppeKkiMoHHO-Tefarornueckoe BO3[IeiCTBME OIpenensieTcss B
3aBUCUMOCTU OT TSDKECTM ¥ IJINTEIbHOCTU TedyeHUs] Ooje3HH,
CTPYKTYpbl ~HapylleHWuii 300pOBbsI, CTeIlleHM HemopasBUTUS
MTO3HaBaTeIbHOI nesiTeTbHOCTH, TUMa 5MOIMIOHATbHOTO
pearnpoBaHMsI, OCOOEHHOCTeli MoBemeHMs] pebeHKa. BrioueHue
KOPPEKIIMOHHO-TIearorMueckoro COMPOBOXKIEHUSI B KOMILIEKC
BOCCTaHOBUTEIbHBIX MepOITPUSITUIA obecrieunBaeT
IOTOJIHUTEIbHYIO OLIEHKY IMHAMMKM IICUXUUYECKOTO Pa3BUTHS KaK
OTHOTO M3 BaXKHbIX IOKa3aTeseil COCTOSTHUS 300POBbSI, TTOBBIIIAET
3(pDeKTUBHOCTL  TepameBTUUYECKUX BMEIIaTe/NbCTB, CHMKAET
9KOHOMMYECKoe 6peMsi JaHHON MaTOJOTUM 3a CUeT COIMaIn3alun
MalMeHTOB M COXpaHeHMSI TICUMXOJOTMUYECKOro TOTeHIMana
TPYIOCIOCOOHBIX UJI€HOB ceMbi. PeKOMeHIOBaHO IpoBeleHMe
peryiasipHOi OIleHKM KOTHUTMBHOIO CTaTyca IaleHTOB C IIeJIbI0
ompeneneHMsT BO3MOKHOM (QopMbl 00yueHMs (KOPPEKIMOHHbBIN
Kiacc) [3, 19].



VpoBeHb  yOeIUTEIbHOCTU pekoMeHaaLuin C (YpoBeHb
IOCTOBEPHOCTY I0KA3aTeNbCTB - 5)

IannuamueHas nomouib

PekomeHnpayeTtcs OKasaHue BCEeCTOPOHHEN IIOMOIIN
(MeOVULIMHCKOM, TICUXOCOLMAJIbHOM UM MaTepUaJbHOM) IEeTsIM C
HeM3/IeUMMbIMM OTPaHMUMBAIOIIMMM CPOK KI3HU 3a001€BaHUSIMU.
B cocraB Ma/uIMaTUBHBIX CIYXXO BXOHST BpauM, MeIUILIMHCKHUE
CecTpbl, TICMXOJIOTM U collMajabHble paboTHMKM. HecmoTpss Ha
TSKEJI0e COCTOSIHME U TMOCTOSIHHYIO MOTPEOHOCTh B MOHUTOPUHTE,
BCe TMAalMeHThI IIPEUMYIIECTBEHHO HAXOIATCS AOMa B KPYry CBO€
ceMbM U npy3eit. OCHOBHOI 11€/IbI0 pabOThI MA/JIMATUBHBIX CITYKO
SIBJISIETCSI CO3/IaHMe BCeX HeOOXOIMMbIX YCIOBMIA IS 0OecIieueHms
HaxXOXAeHUs TaleHTOB B JOMAaIlHUX YCJIOBUSIX, a He B CTeHax
7eyeOHOIro YUpeskIeHMsI, UTO II03BOJISIET He TOJbKO Y/AYUIIUTh
KaueCTBO XM3HM IMAlLMEeHTOB M UX CeMeil, HO U CYIIeCTBEeHHO
CHU3UTDb TOCYLapCTBEHHbIE 3aTPAThl HA ITOCTOSSHHOE CTAllMOHAPHOE
JleyeHye TakKux nauyeHTos [19].

VpoBeHb  yOeOUTETbHOCTU peKoMeHaaL i C (YpoBeHb
IOCTOBEPHOCTM JO0Ka3aTeNbCTB - 5)



5. IIpodpuaaxkruka

ITepuoduuHocms nosemopHsix o00cnedogaHuii navyueHmos ¢ HII-C
npueedeHa 6 IlpunoxceHuu 7. B 3asucumocmu om ocobeHHocmell
meueHust 3a0601€8aHUsl UACMOMA NOBMOPHbLIX 00C1€008AHUTI MOXEM
onpedenamucs 1euauiumM 8pavyom UHOUBUIYAIbHO.

e PexkoMeHAyeTcCs 1OCJIe YCTAaHOBJIeHMS AuarHosa nanueHry ¢ HII-C
WU ero opuiMasibHbIM MpeNCcTaBUTENSIM, KOHCY/IbTallMsl Bpaua-
reHeTHKa C Le/IbI0 pacueTa reHeTMYeCKoro pucka B ceMbe, aHaIn3a
POMIOC/IOBHOM ¥ OOCYXKIeHMSI BO3MOXXHOCTEl IIpeHaTaJIbHO
IuarHocTuku [19].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
I OCTOBEPHOCTY AOKA3aTeNbCTB 5).

KommeHTapum: B cemwsix, 20e ecmb hauueHm C YCMAHOBJEHHOT
mymauyueti, cyuiecmeayem B03MOMCHOCMb nposedeHus
NpeuMniaHmayuoHHoli U  NpeHamaavHou  OuazHOCMuKuU.
IIpeHamanvHas OuazHOCMUKA B03MOMCHA Memooamu NpsiMoti uau
KocseHHoll /THK-OduazHocmuku ons cemeti ¢ U38€CMHbIM 2eHOMUNOM.

Opranusanusi oOKkasaHusI
MeOULIIMHCKOM ITOMOIIIA

IloxkasaHus 4Jis1 IVIAHOBOM TOCIIUTaIU3alMU B MEeIULIMHCKYIO
OpraHm3almio:

e IIpoBegeHne IVAaTHOCTUKU " JIeUeHus, Tpeobylole
KPYIJIOCYTOUHOI'O MeIUIIMHCKOI'O HaO/IIogeHNS.

e CocTtostHMe, TpeOylollee aKTUMBHOTO JIEUEHUSI U KPYIJIOCYTOYHOI'O
MeIUIIMHCKOIO HaOIoIeHs ;

e CocrossHMe, TpeOylollee TIPOBEOEHMSI BBICOKOTEXHOJIOTMUYHBIX
METOIOB JIeUeHMS

e HeoOXOOMMOCTh MpPOBEOEHMS Pa3IMUYHBIX BUOOB SKCIIEPTU3 WU
00c/IeoBaHMsI B MEIUIIMHCKOM OpraHM3alnuy Ipy HEBO3MOXKHOCTY
IpoBeeHNnsT MX B aMOyY/JIaTOPHBIX YCJIOBUSX, TPeOYIOMNX
IVMHaAMMUUYeckoro HabOmiogeHuss (B TOM umcie odopMieHue
3aK/IoueHns henepasbHOTO KOHCUINYMA).



ITokazaHusa K 3KCTpEHHOﬁ rociimTaJin3anamm:

OcTpble 3aboneBaHusi, OOOCTpPEeHMSI XPOHUUYECKUX OojesHe,
OTpaBJIeHMUSI M TPaBMbl, COCTOSIHUSI, TpPeOVIOl/ie WMHTEHCUBHO
TepanuMy ¥ IIepeBoAa B peaHMMALVMOHHbIE OTOEeJIeHUs WIN
OTHe/IeHMs] MHTEHCUMBHOJ Tepamuy, a TakKke KPYIJIOCYTOYHOIO
MEeIMLIMHCKOTO HabOII0AeHNUM U MPOBeJeHUs CIlelMalbHbIX BUIOB
obcenoBaHMs U JIeUeHUS.

I[lokazaHMsa K BbIIONMCKe IalMeHTa W3 MEeIUIIMHCKOM
OpraHmu3anmumn:

OTCyTCTBME YTPO3bI KU3HU NTALIVEHTA;

OTcyTcTBME  YIpo3bl  pa3BUTUSI  OCIOKHEHMI, TpeOyIounx
HEOTJIOKHOTO JIeYeHUS

Crabwimusanysi COCTOSSHUSI M OCHOBHBIX KJIMHUKO-71a60PaTOPHBIX
rokasaTejeil  IaTOJOTMYEeCKOro  IIpolecca [0  OCHOBHOMY
3a00JIeBaHUIO;

OTcyTcTBMEe HeOOXOOAMMOCTM B IIOCTOSHHOM BpayeOHOM U
KPYIJIOCYTOUHOM MEIUIIMHCKOM HaOMI0eHu T0 OCHOBHOMY
3a00J1eBaHUIO;

HeobxoauMocTu mepeBoia TMalMeHTa B APYryl0 OOJIbHUIY WU
yupexeHue ColMaabHOTo obecreyeHusl.



6. lonmomHuTenbHasa mHopmanms,
BIMSIONIASI HA TeUEeHMEe U MCXO[
3a00/IeBaHUS

PanHsas ~ OduazHocmuka U HAuano0 — namozeHemMuueckozo - U
CUMNMOMAMu4ecKkoz20 JiedeHus. Mozym 3HAUUMENbHO NOo8aAUAMb HA
npozHo3 u ucxood 3abonesanus [13,20,23].

Hecmompss Ha Hanuuue namozeHemuueck020 JiedeHusi, NpozHO3 npu
oonesnu  HumanHa-Iluka, mun C npodonxcaem ocmasamucs
HebnazonpusmuslM. Xapakmep npozpeccuposaHusi 3abosiesamus U
npodonxcumenpHoCms  Mu3Hu 'y nauyueimos ¢ HII-C kpatiHe
sapuabebHal.

CsoespeMmeHHOe HA3HAUEHUE NAMmMozeHemuueckoli mepanuu (cybcmpam-
pedyyupyrouias mepanusi) Moxcem YJaydiums npozHo3 nayueHmos [8-
13,19,23,27].

Pexomendyemcsi nposedeHuss CKpUHUHM2d 2pynn 8bICOK020 PUCKA
(nayueHmsl ¢ amakcueti, KamaJnekcueti) ¢ Uesbio 8bis187eHUSI NAYUEHMO08
¢ HII-C [7,12].

ITayueHmsl, y KOMOpbIX pa3sueaemcss msaxendas snuaencus, Kak
npasuno, umerom Xxyowluii npozHo3 U MeHbULYI0 NPOOOSHCUMENbHOCMb
HCU3HU, NO CPABHEHUIO C nayueHmamu 6e3 ¢ INUJenmuueckux nNpucmynos

[19].



Kpurepumn orieHKM KayecTBa
MeIUIIMTHCKOM IMOMOIIM

Kputepun olieHKM KayeCcTBa MeAUIIVHCKOM ITOMOIIN

(anaHnHamuHoTpaHcdepasa, acnaptaTaMMHoTpaHcdepasa,
obwunii n npamon 6unnpybuH, xonectepuH, Tpurnuuepuabl,
naktaTaerwaporeHasa, Kanbuun, ¢ocdop, WwesoYHas
docaTtaza npu HanMuuMM  MpPU3HAKOB  XoJiectasa),
(anbbymuH, punbpurHoreH, nTn nnun nTB, X3,
anaHWHaMMHoTpaHcdepasa, acnaprataMuHoTpaHcdepasa,
obwunii n npamon 6unnpybuH, xonectepuH, TpurnMuepuabl,
NMHN, NNBM npy ne4eHO4YHON HEeAOoCTaTOYMHOCTM), ecnun He
NpoBOAWJICS B NpeALllecTBylolne 6 mecsiLes

Ne Kpuntepumn kauecrBa OueHka
BbINOJIHEHUSNA

1. BbinonHeHo onpeaeneHne JICM509 B nsTHax KpoBW W/wnwn Na/HeT
xonecrtaH-3,5,6-Tpyona B nnasMe KpOBWM W MOJIEKYSPHO-
reHeTM4yeckoe uccnenoBaHue (BbisBNEHUE MyTauUi B reHe
NPC1, NPC2) npv nocTaHOBKe AMarHosa

2. BbinonHeHo Ha3Ha4yeHue cybcTpaT-peayumpytoen Oa/HeTt
Tepanuu npenapaTtoM MUrAycTa, eXe4HEeBHO, NepopanbHo.

3. BbinONHEHO onpeaeneHne pa3MepoB MEYEeHU U CeneseHKm Oa/Het
Mo JAaHHbIM Y/bTPa3sBYKOBOro WcCCNenoBaHUs, ecnm He
npoBoAMIOCE nocnegHne 6 mecsues

4. BbinonHeHa 3aneKTpoaHuedanorpamma, ecnm He [Na/HeTt
rMpoBOAMIOCE B NoCneaHne 6 MecsLeB

5. BbinonHeHa MarHMTHO-pPe30HaHCHas TOoMorpadus Ha/Het
rofIOBHOr0 MoO3ra, ecnvM He MpoBOAMIOCbL B rnocnegHue 12
mMecsueB

6. BbinonHeHa  ayaAWOMETpuUs, ecim  He  npoBoAaunach Oa/nHet
nocnegHue 12 mecsiues

7. BbinonHeHa  KOHCyNbTauuMss  BpayoOM-HEBPOSIOroM  Mpu Oa/HeTt
HaAn4Mn nNaToNOrMM CO CTOPOHbI LEeHTpasibHOW HepBHOWM
CUCTEMBI

8. BblNoMHEHA KOHCYNbTaUMS BpPa4vYOM-TEHETUKOM ecln He ONa/HeT
nposoamnacb paHee

9. BbinonHeHa  KOHCyNbTauuMs  BpayoOM-MCUxXMaTpoM  npu [Na/HeTt
HaAN4YMKN NCUXMATPUYECKNX NPOSBIIEHUN

10 BbinonHeH BnoXnMMmMUEecKum aHanms KpOBU ONa/HeT
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npodeccop, a.M.H., [ToueTHsiit IIpencenatens Kcrmonkoma Corosa
neauatpoB Poccum. Harpazei: OppeH Tpyposoro KpacHoro
3Hamenu, OppaeH Iloyeta, OpaeH «3a 3aciayru nepen OTedeCTBOM»
IV crentenun, OpmeH «3a 3acnyru nepen Oteuectsom» III cTernenn.

4. HamasoBa-bapanoBa Jleiuia CelimypoBHa- akagemMuk PAH,
npodeccop, O.M.H., IIpencematens Mcmonkoma Coro3a menmaTpoB
Poccun.

5. Bamrakmaaze Harto [I>)KymOepoBHa- O.M.H., [OIEHT Kadempbl
dakynabrerckoit neguatpun I1® ®IrbOY BO PHUMY umenu H.U.
[Inporosa, UHCTUTYT meguaTpuu U OxpaHbl 300pOBbs meteit LIKD
PAH, uien Coro3a neaguatpoB Poccun.

6. 3axapoBa ExkarepuHna IOpmseBHa -4.M.H., 3aBenylouias
nabopaTopueii HacAeICTBEHHBIX OojesHeir o6mMena OI'BHY
"Mepuko-reHeTMUYECKMUI  HAYYHBIM  LEHTP MM. aKaJeMMKa
H.Il.boukoBa", wuieH Poccuiickoro oOmecrBa MeIUIIMHCKUX
TeHEeTUKOB, UJeH eBpOIeiCKOro oO0IiecTBa II0 M3YYEeHUIO
Hac/IeqCTBeHHBIX Oojie3Helt ooMeHa BeliecTB (SSIEM).

7. Kmomaukos Cepreit AHaTO/JIBEeBUMY- K.M.H., B.H.C., Bpau-
HeBpojor 5 HeBposoruueckoro otmenenus @®IBHY HIIH, unen
Poccuiickoro o01mecTs HEBPOJOrOB UM MEOUIMHCKUX T'€HETUKOB,
Movement Disorder Society, European Huntington's Disease
Network (Euro-HD Network). Bemyminit crienimaanuct 1mo 6ose3Hu
l'entuHrrona wuccinegoBatenbckoro IeHTpa REGISTRY Euro-HD
Network (1a 6a3e HIIH). [IpencenmaTenb poccuiickoii Accolyaniim
110 60pbOe ¢ 601e3HbI0 [eHTMHITOHA.

8. KysenkoBa JliogmMmiaa MwuxaivioBHa- [I.M.H., 3aBenyrolias
OTHeJIeHMEM IICUXOHEBPOJIOTUM U TICUXOCOMATUYECKONM MaTOJIOTUN
@®I'AY "HayuHblil MeOUUMHCKUMA UCCIefOBaTeIbCKUI  LEHTP
300poBbA Aeteii” M3 PO, unen Corosa neamuatpos Poccun.



10.

11.

12.

. MuxaiiioBa CBeriiaHa BwuranbeBHa -I.M.H., 3aBedyloInas

otnenennem ®I'bY «Poccuiickas Jetckas KnnHnyeckas bompHua»
M3 P®.

IIponiskoBa TarbssHa IOpbeBHa- K.0.H., C.H.C. JlabopaTopuu
HaCJIeICTBEHHbIX Oone3Helt ooMmeHa BemectB PIBHY "Menuko-
reHeTM4yeCcKuin HayuHblili LeHTp wuM. H.II. boukoBa’, uieH
Poccuiickoro o61iecTBa MeOUIIMHCKUX F'eHEeTUKOB.

IlonknerHoBa TarbsiHa BiaaguMupoBHa- K.M.H., C.H.C.
nabopaTopum peoKkuUx HacaeICTBEHHBbIX Oosie3Helt y meTeit OI'AY
"HayuHblli MeOULMHCKUI UCCIefO0BaTeNbCKUII LEHTP 3400POBbS
nereit” M3 P®, unen Coro3sa neauatpoB Poccun.

CemsiukmHa Aiana HwukomaeBHa- [O.M.H., T.H.C. OTIeJIeHUS
KauHudeckon reHetukun OI'bBY «Mockosckuit HUM nieguatpum u
IeTrckoin xupyprum MwuH3sgpaBa Poccum», uwjeH Accouuanuuu
MeOULIMHCKNX TeHeTUKOB (AMI).

ABTOpbI MOATBEPXKIAIOT OTCYTCTBME (DMHAHCOBOW MOAAEPXKKN/

KOHQUIMKTa MHTEpPeCcoB, KOTOPbIVi HE0OX0AMMO 0OHAPOIOBATD.



IIpunokenmne A2. Metomosmorus
pa3spadOTKMU KIMHUUYECKUX
peKoOMeHaal i

HacTosiiue pekoMeHOaluyu MOpedHasHaueHbl [JisI MpUMeHeHUs
MEeIULIMHCKMMM OpraHm3anusiMu U yupexaeHus My denepaabHbIX,
TEePPUTOPUAJIBHBIX M MYHUIIMIIAJAbHBIX OpPraHOB  yIIpPaBJIeHMUSI
30paBOOXpaHEHMEM, CUCTEM O00s3aTeIbHOr0 U JTOOPOBOJbHOTO
MeIUIIMHCKOIO CTpaxoBaHMs, IPyTUMM MeIUIIMHCKUMU
OpraHMsalusIMM pas3aUYHbIX OPraHM3allMOHHO-IPAaBOBLIX (QOopm
IesITeIbHOCTH, HallpaBJeHHO Ha OKa3aHyue MeOULIMHCKO ITOMOIIMN.

Hacrosiiye peKoMeHIaIMM YCTaHABAMBAIOT BUAbI, 00beM U
MHAMKATOPBI KaueCcTBa MeOUIIMHCKOM oMoy nauyentam rpu HIT-C
M ObUIM paccMoTpeHbl B pamkax III Bcepoccuitickuit HaydHO-
MPaKTUYeCKUil KOHrpecca ¢ MeXIyHapoaHbIM ydyactueM «OpdaHHbIe
6omesum» (31.05.2018 - 02.06.2018) u Ha XXI KoHrpecce memmaTpoB
Poccuyu ¢ MeXIyHApOOHBIM ydyacTueM <«AKTyaJbHble ITpOO6JIeMbI
nenvatpum» 15-17 dpespansg 2019 r.

Knmunueckue peKOMeHAALUN CO3IaHbI Ha OCHOBaHUM
cucTeMaTuueckoro o63opa Jsurepatypbl 1992-2019 rr. Medline
(Pubmedversion), Embase (Dialogversion) u Cochrane Library
databases, ¢ 1CII0Ib30BaHMEM CO3JaHHBIX IPOTOKOIOB, COBpEMEHHbBIX
MEXKIYHAPOOHBIX KIMHUYECKMX PEeKOMeHAAluii II0 AMarHOCTUKe,
JIeUeHUIO U BeIeHMI0 OOJIbHBIX C MeTaboaMUYecKMMU O0e3HIMU
(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)

HIT-C oTHOCMTCS K peIKMM HaCJAeACTBEHHBIM 3a00J€BaHMSIM, YTO
MCKJIIOUaeT BO3MOXHOCTh ITPOBEIEHMSI OOJNBIINX KOTOPTHBIX U
PAHAOMM3VPOBAHHBIX KOHTPOJMPOBAHHBIX MCCAEOOBAHUII W IIJIS
CO3JIaHMSI TIPOTOKOJIOB AMArHOCTUKY U TepaIuy UCIOIb3YIOTCS JIUIIb
TeMaTU4eckue MCCIedoBaHMs SKCIIepPTOB, OIyOJMKOBaHHbIE B
TOCeIHME IBA JEeCSITUIETHUS.



OueHka ypOBHeﬁ OJOCTOBEPHOCTM  OOKa3aTeJIbCTB U ypOBHEI;'I

yOenuTeIbHOCTM pPeKOMeHAalMii IPOBOAMIACh B COOTBETCTBUM C
Tabnuisr 1, 2,3.

HeneBas AYAUTOPUA TAHHBIX KIMHUYECKUX DEKOMQH,Z[EL.IMI;'IZ

O 00 1 O U1 W I N =

—_
)

. Bpauu o6111eit Bpaue6HO# ITPaKTUKY (CeMeiiHble Bpaun);
. Bpaun- neguatpsi;
. Bpaun-TepamneBTsi;

. Bpaun —reHeTuku;

. Bpaun -nmabopaTopHbie TeHETUKH;
. Bpauu- HeBpoJiOry;

. Bpaun-odranbmosnoru;

. Bpauu ¢pyHKIMOHA/IBHOM IMarHOCTUKM;
. Bpaun-ncuxmuatpsi;

. Bpaun-ncuxmuaTpsl IeTCKIUE;

11.
12.
13.
14.
15.

Bpauun-ricuxmaTpsl IOAPOCTKOBBIE;
MeauumHCKMe ICUXO0JIOIH;
Bpauu-ractposHTeponoru;
Bpauu-remarosnoru;

CtyneHTbl MeIUIIMHCKUX BY30B;

Ta6muma 1. IlIkana olleHKM YpOBHEN MTOCTOBEPHOCTM T0Ka3aTelbCTB

(YO O) oyt MeTogoB OIMAarHOCTUKY (IMAarHOCTUYeCKMX BMeIIaTe/IbCTB)

yan PacwuundpoBka

1 CucteMaTnyeckne 0630pbl UCCIEA0BaHU C KOHTPOneM pedepeHCHbIM METOLOM WU
cuctemMaTmyeckuii  0630p  paHAOMM3MPOBAHHBLIX  KJIMHUMYECKUMX  UCCNefoBaHuUi  C
NPpYMEHEHMEM MeTa-aHanusa

2 OTaenbHble WCCNenoBaHWUA C  KOHTponeM pedepeHCHbIM MEeTOAOM WM  OTAENbHble
paHOOMM3MPOBaHHbIE  KJIMHUMYECKME WUCCNefoBaHus W cuctemMaTudeckme  0630pbl
nccnenoBaHuin Noboro AvsaiiHa, 3a UCKIYEHWEM PAHAOMU3MPOBAHHBIX KIUMHUYECKMX
nccnefoBaHuii, C NPUMEHEHWEM MeTa-aHaau3a

3 WccnepoBaHns 6e€3 MNOCNefoBaTeNbHOMO KOHTPONS  pedepeHCHbIM  MeToAOM WM
nuccnenoBaHusi ¢ pedepeHCHbIM  MEeToAOM, He  SBASKOWMMCS  HE3aBUCUMbIM - OT
uccnefyemMoro MeToga WM HepaHAOMWM3MPOBaHHbIE CPaBHUTENbHbIE WCCEAOBaHUS, B
TOM YMC/Ie KOFOPTHbIE UCCNeA0BaHMUSA

4 HecpaBHWTENbHbIE UCCNEA0BaHMWS, ONMCaHUe KITIMHUYECKOrO CiyYast

5 NMeeTca nuwb 060CHOBaHWE MeXaHU3Ma AeNCTBUS UKW MHEHUE SKCNepPTOB

Ta6muma 2. IlIkasa olleHKM YPOBHEN TOCTOBEPHOCTM J0Ka3aTeIbCTB

(YOIO) nns MeTomoB IPOMWIAKTUKM, JIEUEHMS U peadbuIuTaumn

(mpodMIaKTUYECKUX, TeUeOHbIX, peadMIUTAIIMOHHBIX BMEIIATE/TbCTB)

yaa PacwuundpoBka

1

CucrtemaTtuyeckuii 063op PKWM ¢ npumMeHeHnem meTa-aHanmsa

OtpenbHble PKW u cucrtematnyeckme o0630pbl mMccnepoBaHuid nwboro AusanHa, 3a
ucknoyeHmem PKU, ¢ npumeHeHneMm MeTa-aHanusa




3 HepaHAoOMU3MpOBaHHbIE CPaBHUTE/IbHbIE UCCNIEA0BAHUSA, B T.4. KOrOPTHbIE UCC/1ef0BaHNS

4 HecpaBHUTeNbHbIE UCCNEA0BaHUSA, ONUCAaHMUE KIIMHWUYECKOrO Criydas Win CeEpumn Criyyaes,
nccneaoBaHuAa «Cnydan-KoHTpPOb>»>

5 MMeeTca Nuwb 060CHOBaHWE MexXaHW3Ma [AEWCTBUA BMelwaTenbCcTBa (AOKAMHMYECKUe
NCccneaoBaHus) UAM MHEHWUE 3KCNepToB

Taoauna 3. [Ikamna OlLleHKM  ypOBHelt  ybemuTelbHOCTU
pexomengauuii (YYP) mist meTomoB INPOMUIAKTUKM, OUMArHOCTUKM,
JeueHMUsT U peabmautaumyu (IpOPUIAKTUUECKUX, OUATHOCTUUECKUX,
JIeueOHBIX, peadM/INTAIMIOHHBIX BMEIIATe/IbCTB)

YYP Pacwuudposka

A CunbHas pekoMeHaauusi (BCe paccMaTpuBaemble KpuTepun 3dhdeKTUBHOCTU
(Ucxopbl)  SIBAAIOTCS  BaXKHbIMW, BCE WCCNEeAOBaHUS  MMET BbICOKOE UK
yAOBNETBOPUTENIbHOE METOA0/I0rMYEecKoe KayecTBO, UX BbiBOAbLI MO MHTEPECYIOLLMM
NCcxXoaam SIBASIOTCS COrnacoBaHHbIMM)

B YcnoBHaa pekoMmeHaaumsa (He BcCe paccMaTpuBaeMble Kputepuun 3ddEKTUBHOCTU
(ncxopbl) ABNSIOTCS BaXHbIMW, He BCe UWCCNeAO0BaHWS WMMEKT BbICOKOE WU
YAOBNETBOPUTENBHOE  METOAO0NOMMYecKoe KayecTBo W/UAM  UX  BbIBOAbI MO
MHTEPEeCyLWUM NCX0AaM He SBASIOTCSA COrlacoBaHHbIMM)

C Cnabas pekoMeHaaums (OTCYTCTBME A0Ka3aTeNbCTB Haanexalwero kayecrsa (Bce
paccMaTpuBaeMble KpuTepmn 3DEKTUBHOCTU (MCXOAbl) ABASIKOTCS HEBAXHbIMU, BCE
nccnepoBaHnd MMEKT HU3KOe MeToaosiornvyeckoe KayeCctBO U MX BbiBOAbI MO
MHTEPECYIOLUMM UCXOaM He SIBASIIOTCS COrnlacoBaHHbIMM)

IMopssmOK OOHOBJIEHUS KIMHUUECKUX PEKOMEeHJaI M.

MexaHn3M OOHOBJICHUS KJIMHUYECKUX peKoMeHIaLun
rpenycMaTpMBaeT UX CUCTEMAaTUYECKYI0 aKTyalM3alUil0 — He pexe
yeM OJMH pa3 B TPU I'ofa, a TaKKe IPU MOSBJIE€HUM HOBBIX JAaHHBIX C
MO3ULMM [0Ka3aTe/IbHOM MeOUIMHBI I10 BOIPOCAaM OUArHOCTUKM,
JleueHus, PO UIAKTUKI u peabuIuTaLMM KOHKPETHbIX
3a00jieBaHMii, HaJIM4YMM OOOCHOBAHHBIX IOIIOJHEHMII/3aMeuaHmnii K
paHee yTBepXXIEeHHBIM KP, HO He yaie 1 pasa B 6 MecCs1i€eB.



IIpunoxeuue A3. CBsI3aHHBIE

TOKYMEHTbI

1. [Tpuxka3 MuHucTepcTBa 3ApaBooxpaHeHuss PO "O6 yTBepskaeHUMU

[Topssigka  OKa3aHMS

MEeOUIVMHCKOM TIOMOIIM  OOJBHBIM C

BPOKIEHHBIMM U (MJIM) HacCAeICTBEHHbIMM 3abojeBaHMsIMU" OT 15
HOs16pst 2012 1. N 917H).
2. Ilpukaz MwunsgpaBa Poccum ot 09.11.2012 N 7211 «006
yTBepxkaeHun CraHmapra CIelUaJIM3UMPOBAHHON MEeIUIIMHCKOM

TIOMOIIM JeTsM ITpu 6oe3unu HumanHa-ITnka tuma C».

Ta6auia 1. PekomeHaoBaHHbIe J03bl MUIVTYCTATA B
3aBMCMMOCTMU OT ILJIOIAAY ITIOBEPXHOCTU TeJia

Mnowaab NnoBepxHOCTU Tena (M

2)

PexkoMmeHaoOBaHHaA Ao3a

>1,25 200 Mr Tpu pasa B AeHb
>0,88-1,25 200 Mr gBa pa3a B AeHb
>0,73-0,88 100 mr Tpu pa3a B AeHb
>0,47-0,73 100 mr aBa pa3sa B AeHb
<0,47 100 Mr oamH pas B AeHb

Ta6auia 2. CuMIToMaTu4eckoe JedyeHue
PacCCTPONCTB Y 00JIBbHBIX C 00/1e3HbI0 HumanHa-IInka

KnunHunyeckne cMMnToMbl JleueHne
KaTtannexkcus Tpuumnknnyeckme aHTMAENpPEeCcCaHThI nnu

ctumynatopel LHC

AnctoHna v Tpemop

XonuHonuTnyeckmne cpeacrea

[BuraTtenbHblie HapyLeHns

dusmnotepanums

SnunenTuyeckue NpUCTynbl

AHTUKOHBY/IbCAHTHI

HapylweHusa cHa

MenaToHWH Wnn cegaTuBHbIE NpenapaTkl nepes
CHOM

HapylweHunsa nutaHus

30HA0BOE NMWUTAHWE, raCTPOCTOMUS

PecnnpaTopHble 0COXHEHUS

dusnotepanus C 6poHxoannATaTopamu;
aHTMbMoTUKOTEPaNus




CntoHoTeyeHue

ATponuH nepopa’sbHo, NHBEKLIMM
60TynoTOKCMHa A B OKOJIOYLIHYH WK
MOAYESTIOCTHYHO xenesy, rMOCLIMHOBbIE

NAaCTbIpU UAW FIMKONUPPOHUSA 6poMua

KaTtaTtoHusa

3J'IeKTpOLIJOKOBaFI TEpanusa

lMcuxuyeckne HapyleHus

BanbnpoaTt HaTpus AN NedyeHnss BUNONspHbIX
addPEeKTUBHbIX  PaCCTPONCTB,  CENEKTUBHbIE
WHIMbMTOpbl 06paTHOr0 3axBaTa CEPOTOHMHA
npu genpeccumsx

Ovapes

Owneta, nonepamug




IIpunoxeuue b. AIropmMTmMbI
BeOeHN MaleHTa

Mpuzkakk HMNCy naumenTa

I

NabGopaTopHaa gUarHOCTMKa

Oud . AW arHO CTMRE €

Lpyramu
33B0NEEAHWAMM

Ouardos
Mo ATEE P AeH?

MmetTca
NOKA3AHUA H
cpo?

HeT MOHUTORHHT
COCTOAH MA NallMeHTa

Tepanua
3 eRTHEHA?

cPa

PaccmMOTPEHMA BOZMOKH OCTER
LY TUX METO LOE NEYEH WA

CP[I- cy6cTpaT pegyupyloiast Tepamnmst



ITpunoskenue B. Undopmanmsa nisa
IanyieHTOB

Bbonesup HumanHa-IIuka tumna C
ITpuuuHsl 6o1€3HU

bonesur HumanHa-IInka tuma C (HII-C) penkoe, HaciencTBeHHOe
3abomeBanme. Ilpum  3TOil  OO/M€3HM  HApyIIaeTcs  IIPOIlecc
pacripesiesieHs1 0COO0TO BeIlleCTBa- XOJIeCTEPMHA BHYTPU KIIETKU.
XonecTepuH - 3TO CJIOKHOE M BakKHOe BeIleCTBO, OTBETCTBEHHOE 3a
BBITIOJIHEHME IIMPOKOrO CIieKTpa QYHKIIUIT B opraHusMe. VM OH oyeHb
BOXXHBIA M TIpM STOM KpaiiHe KoBapHbIii. OOMeH XojecTepuHa
ype3BbIUAfHO CJIOKEH - TOJIbKO [JiI €ero CuHTe3a HeoOXOIMMO
ocyurecTBieHre 0Kojio 100 mocieqoBaTe/bHbIX peakiuii. 1o 6osbIieii
YyacTu, OH TPAHCIIOPTUPYETCS B KPOBM HE B UMCTOM BuUAe, a B
KOMILIEKCHBIX ~ COeOMHEHMSIX, KOTOpble OBIBAIOT 2  BUJIOB:
JqunonporerHsl Hu3kon 1wioTHoctu (JIIIHII) m  ;aunompoTrenHbl
BbICOKOM moTHOCTU (JIIIBII). 9Tu coeguHeHUsT B HeIPaBUILHOM
COOTHOIIIEHMM, TaKKe KaK M BbICOKMIT OOIMIT YPOBEHb XOJIeCTepuHa,
MOTYT IIPUBECTU K CEPbE3HBIM CEPIAEUHO-COCYAUCTHIM 3a001€BaHMSIM.
OnHako, X0JIeCTepUH SIBJISIETCS KM3HEHHO HeOOXOIMMbIM BeIlleCTBOM,
T.K. OH UTpaeT OuYeHb Ba’KHYIO pOJIb B MeTabonusme KieToK. OH
SIBJIIETCSI HEOOXOAMMBIM KOMITOHEHTOM BCeX KJIE€TOUYHBIX MeMOpaH 1
MpUHMMAaeT YyuyacTue B BbIpabOTKe BCeX TOPMOHOB, BK/IIOUAs
TeCTOCTEePOH, 3CTPOTeH U KOopTu30j. OH Takke HeOOXOAMM [JIs1 MO3Ta,
M CcHabkaeT TKaHM OpraHu3Ma aHTMOKCUAAHTaMU. XOJeCTepUH,
MPUHOCUMBIN KpoBbi0 B Buie JIITHII, mocTymaeT BHYTPb OCOOBIX
Iy3bIPBKOB B KjieTKe nocie coeauHenus JIITHII ¢ ero peuentopamnu
Ha MeMOpane, a 3ateM JIITHII mocTynaioT B KJIeTOYHbIe OpraHeIbl-
mu3ocombl. Ilocne storo JIIIHII nepeBapuBaroTCs, B 3TUX pearUUsIX
MIPUHMMAIOT yyacTie HeCKOJbKO ()epMEeHTOB U OeJIKOB, B TOM UlCJIe
6enku NPCI, NPC2, a BbICBOOOOMBIIMIICS XOJeCTepuH uYepe3
MeMOpaHy JIM30COM ITOCTyIaeT B IMTOIIa3My. VI3BeCTHO HECKOJIbKO
penkux HacaeICTBeHHbIX 3aboseBaHMii, KOTOpble CBSI3aHbI C
HapyluieHUsIMM obMeHa xojiecTepuHa. OmHM U3 HUX CBSI3aHbI C
HapylIeHUsIM/ €ero MeTaboju3Ma BHYTPU KIETOUHBIX OpraHer —
JIM30COM: HeJIOCTAaTOYHOCTh KMUCJIO¥ nIassl, 6ome3Hb HumanHa-ITnka
tunt C. [Ipyrue 3aboneBaHusi oOyCaOB/IeHbl HapylleHMSIMU IIpolieca
3axBaTa U LUMPKYJIMPOBaHUS XOJlecTepuHa B KpPOBU- ceMeiHas
ruUIepxojecTepuHeMus.



bonesur Humanua-Ilmka Tuma C — oueHb peaKoe 3abojieBaHue U
BcTpeuaeTcss ¢ vacroroi 1:120 000 -1:150 000 >KuBBIX
HOBOPOXXIEHHbIX, CBSI3aHHOe ¢ myTauusamu B reHax NPCI v NPC2.

HacnedosaHue

Hacnepgyetcs cungpom HII-C 110 ayTOCOMHO- pelLieCCMBHOMY TUILY.
BosbHOVI pebeHOK Hac/ienyeT M0 OAHOMY M3MeHEeHHOMY reHy (TeHy C
MyTalyen B CBOei MOCIeg0BaTeIbHOCTH) OT KaXXIO0ro U3 POAUTEIEN.
B ceMbsix, I[le pOAUTENN SIBASIOTCS HOCUTENsIMU OOJe3HU, PUCK
pokmeHusT OOMbHOTO pebeHKa cocTaBiasieT 25% Ha KakIyio
6epemeHHOCTb. [loaTOMY eciu B ceMbe poauMCS 00abHON pebGeHOK,
9TO He 03HAvaeT UTo BCe IeTu OyayT OOTbHBbI.

Knunuuecxkue nposisaenus HII-C

HIT-C moxkeT HauMHATBHCS B JIOOOM Bo3pacTte. B 3aBucumocTu OT
BO3pacTa IIOSIBJIEHMSI TIE€PBBIX CHMMIITOMOB 3a00JjIeBaHMSI Pas/MJaioT
HeCKOJIbKO (DopM: HeoHaTa/JbHas (MaHMdbecTauus A0 TPeX MecCsIeB),
paHHSS MJlageHyeckas (TpM Mecsua -— [OBa TrOfa), I[MO3LHASA
MJIaJieHJeckasi (IBa — IIeCTb JIeT), oHoIIeckast (6—15 yeTr) u B3pocias
(crapie 15 ner).

OCHOBHBIE CMMIITOMBI 00JI€3HM
° 3aTsKHas JKeJITyXa B HEOHAaTa/JIbHOM IIepunoje

. lenmaTocnyieHoMeranus (yBejiMyeHue rnmeyeHm) uin yMmepeHHas
crieHoMerasnus (YBeJnyeHue cejie3eHKN)

. 3agepskKa ICUXNYEeCKOro pasBUTHUS

. JKCTpanMpamMmuHble HapylIeH s

. Ataxkcus

. KaTaniekTuueckye npucCTyIibl

. BepTukanbHbI HAABIAEPHBIN ITapaanyd B30pa

Bospact Havasa 3aboyieBaHMS, TSDKECTb IMPOSIBJIEHUII M CKOPOCTb
IIPOTpecCUpoOBaHMsI TaKKe BapMabeJbHbl UM MOTYT OTIMUATBCS VY
pa3HbIX MALMEeHTOB.

I[Ipu Hauaje 3a60/1eBaHMs B paHHEM JeTCKOM BO3pacTe HabIiomaeTcs
3a/lep;KKa  IICMXO-MOTOPHOTO PpasBUTHS, YBeJMYeHMe I[IeYeHu U
cenesenku. IIpy Hauase 3ab6o/eBaHus B Oojiee MO3AHEM BO3pacTe Ha



HepBbII;'I INIaH BBIXOOAT HEBPOJJIOIMYECKME CUMMIITOMBI, TaKMe KakK
HapymeHusa ITI0XOOKM, IJIOTaHMs, M TOHYCa MbIIIII. Y 6OJbIIMHCTBA
IIalII€eHTOB Ha6HIO,ILaIOTCH TAK)K€ KOTHUTHMBHbIEC HapyLI€HWId, B pAae
CJIydaeB MOI'yT Ha6JIIO,Zl,8.TbCH IICUXmMyeCKme HapyumeHusd.

Kak ycraHaB/IMBalOT AMAarHo3

BpauM Ha OCHOBaHUU KIMHUYECKUX CUMITOMOB MOTYT
3aMol03pUTh 00je3Hb. 3aTeM IIPOBOMSITCSI JabopaToOpHbie TECThl U
MHCTPYMEHTaJIbHOEe uccaenoBaHme. IIOCKOJMBKY pasHble O00JIe3HU
OYEHb ITOXOXKM II0 CBOMM KJIMHUYECKUM IIPOSIBJIEHNSIM, HEOOXOIMO
MOATBEPAUTh [AMarHo3 ¢ IIOMOIIbI0 JabopaTOpPHBIX METOIOB.
[TogTBepxkmatoias nuarHocTuka HII-C sakiiouaeTrcs B omnpeneneHmumn
KOHIIEHTpaLM¥ OCOOBIX META0O0IUTOB B IISITHAX BBICYIIEHHO} KPOBMU
WK TIIa3Me KpoBU (OKCUCTepoJibl, Jau3ochuHromment-509). B
manbHenieM pekomeHpayetcss npoBemeHue [JHK guarHocturu (eciamn
MeTabOoMUThI ObIIV TTOBBIIIEHbI).

JleueHmue, HaGJIIO,IIEHI/Ie U IJIaHOBbIE OGCHE,HOBaHMH

B HacTos11Ie€e BpeMs IJIs1 JaHHOTO 3aboeBaHMs pa3paboTaHo JeueHue
cyopaT-pedyuyupyooinas — Tepamus, II03BOJSIONIAs  YMEHbIIUTh
HEeBPOJIOTMYECKMEe TPOSIBJIeHUS ¥ 3aMemJIMTh IPOTpeccrupoBaHMe
3ab0j1eBaHMSI.

OTOT TIIpemapaT He IIO3BOJISIET BbUIEUUTh 00jJ€3Hb, HO MHOIME
MIPOSIBJIEHMS 3a00/1eBaHMSI MOTYT OBITh 3aMe/IJIEHbI 1 CMSTUEHbI.

[Ipy npMMeHeHMM 3TOrO IIpernapaTa HeoOXOAMMO COOJIONATh AUETY,
YyTOObl CHM3UTb PUCK HaApPYyIIEHUA CO CTOPOHbI KeTydOYHO-
KMIIEYHOTO TpakTa. B Tabimuiie mpuBeaeHbl IPOAYKTHI, YIIOTpebIeHM e
KOTOPBIX JOJIKHO OBITh OTpaHNYEHO.

['pynnbl OpOAYKTOB, KOTOpble CleAyeT WCKIIUYUTL/OTPAaHUYNTD/
MIPUMEHSITh 6e3 OTpaHNYeHMI1 B TIEPBbIe HEJEIN TepaInn

N3BErATb OrPAHUYNTDL BE3 OMPAHUYEHWI

MyuyHbie usaenus, Kpyrnbi

Xneb6 6enbin, BblMeuka, Xneb 4yepHbIi, MaKapOoHbI

neyeHbe

Xnonbsa  Agnsg  3aBTpaka C Xnonbs 6e3 MOJI0Ka,

MOJ/IOKOM KyKypy3a

Puc, 6o6oBble MaHka Mpeuka

MsicHbie/pbibHbIE U3AEINS, KUPbI




KonbacHble nsgenus Bce Buabl HaTypanbHoro msica,
anua

Bce pacTtuTenbHble XUpbl

Bce BuAbl HaTypanbHOW pbibbl,
MOpPEenpoAyKThbI, pbi6HbIE
KOHCepBbl B Macne

Mosio4Hble MPOAYKTbI

MonouHble NpoayKTbl (MOMOKO, Monoko C coaepxaHuem MpeccoBaHHbIN CbIp
TBOpOT, norypr), Kpome nakto3bl MeHee 90%
OTAE/IbHbIX COPTOB CbIPOB

OBowm/dpyKTbl

KanycTa, nyk, orypubl KapTtodenb, cBekna Bce cBexwne, 3aMOpPOXEHHble
OBOLUM (kpome
nepeyncrnieHHblX B APYrux
pasaenax)

HaTypanbHble  GpyKTOBble Hecnaakue dpyKTbi

COKM, ntope
Heceptbi, HaNUTKu

[ecepTbl, cnagoctu opexu nokosa, dpykTo3a, Mes
BapeHbe, cuponbl, cnagkue TpaBsiHble 4an C [JIIOKO30M,
COKM, rasanpoBaHHble HaNnTKn OTBap WMMNOBHUKA

Hab6niodeHue, nnaHosvle 006¢1e008aHuUs U mecmol

Inst  Toro, 4YTOOBI OILIEHMBATh COCTOSHME IMauyeHTa, 3hdeKT
MpOBOAMMOI (epMeHTHON Tepamnuu, (QusnoTepanuu CyIieCcTBYIOT
pasnuJHble TeCcThl M IKajbl. OueHb BaKHO HE OTKAa3bIBAThCS OT
MIPOBEIEeHNST ITUX UCCAeIO0BaHMIA, TIOTOMY YTO OHM ITOMOraloT Bpayam
0OBEKTUBHO OLIEHMBAThb COCTOSIHME IIalMeHTa, 0O00CHOBATb JIeUeHMe
MJIY BBECTU M3MEHEHMsI B IPOrpaMMbl peabuInTalum 1 abuanTaun.
B Tabnuiie mepeunciieHbl OCHOBHBIE MCC/IEIOBAHMS [IJISI TIAI[MEHTOB C
HII-C 1 1iepMoaMYHOCTb UX IIPOBEIEHMSI.

[TepyogMIHOCTH MOBTOPHBIX 00C/IeA0BaHMI MAIMIEHTOB C 601e3HbIO
HumanHa -IInka tuma C

MapameTpbl MepunoamnuHoOCTb NOBTOPHbIX
o6cneaoBaHum

o6wne

MonHoe dwusmnkanbHoe obcneaoBaHue,  BKJOYas Kaxxable 6 mec
n3MepeHue pocTa, Beca, OKPYXHOCTU roJioBbl

HeBposnoruueckoe o6cnegosaHmne

OueHka no wkane nHeanuaHoctm HMAC Kaxable 6 mec

Bunaeosanncb OCHOBHbIX ABUraTeNbHbIX QYHKLUMA Kaxpble 6-12 mec

Buaeo-33I MOHUTOPWHI, MO BO3MOXHOCTWU, AHEBHOrO Kaxable 6-12 mec
WM HOYHOIO CHa

Apyrmne nokasarenn




OueHKa NCMXOHEBPOIOrMYecKoro cratyca Kaxable 6-12 mec

AyanomeTpus, CnyxoBble BbI3BaHHbIE MOTeHUMasbl Kaxable 6-12 mec

3puTenbHble Bbl3BaHHbIe NMOTEHUManbI Kaxable 6-12 mec

BuHokynspHas anekTpookynorpadus (perncrpaums Kaxable 6-12 mec
CaKKagu4yecKmnx ABUXEHUN rnas)

JlabopaTopHbie noka3sarenamn

Buoxnummnueckuii aHanus kposu (ACT, ANT, kanbuui Kaxable 6-12 mec
obwmn)

O6wWwuit aHanM3 KpoBMm Kaxxable 12 mec

WccneposaHune aKTUBHOCTHU depmeHTa Kaxable 12 mec
XUTOTPMO3nAasbl Nnas3Mbl KPOBU (MO BO3MOXHOCTH)

Y3W opraHoB 6ploLIHON NONOCTH Kaxnable 12 mec

MPT nnun KT ronoBHOro mo3sra Kaxable 12 mec

Meauko-reHeTuueckas KOHCYJIbTanunuAa

Cembsim, B KOTOpbIX ecTh mauyeHT ¢ HII-C, oyeHb BakHO
IIOCeTUTh Bpaya reHeTHKa. Jledamye BpauM He BCerga MMeEIOT
BO3MOXHOCTb TIOTOBOPUTh C CEMbEI M paccKka3aTh O BCEX PUCKAX U
BO3MOXHOCTSIX, KOTOpble MOXeT IIpeJoCTaBUTb COBpeMeHHas
reHeTuyeckass cIyk6a. Y Bpaua TeHeTMKa MOKHO Y3HAThb O
BO3MOKHOM PMCKe POXKIEeHMSI 00JbHOrO pebeHKa B JAHHOW CeMbe,
MpOITU o0OcCIemoBaHMe POACTBEHHMKAM, €eCAuM 3TO HeoOXOaMMmo.
OOcynuTh BO3MOXHOCTM IIpeHaTaJbHOV U IpPeMMILIaHTAlMOHHOI
OIVArHOCTUKM.

[IpeHaTanbHass OMArHOCTMKA MOpPOBOAUTCI Ha 9-11 Hemensix
b6epeMeHHOCTH. B KileTKax, BblJIeJIEHHbIX M3 BOPCUH XOpUOHA, (TO, 13
yero B TIociaenywiiemM ¢GOpMUPYeETCS IUIalleHTa) OIpeaessioT
aKTUBHOCTb (hepMeHTa, ¥ TIPOBOASIT aHAIM3 [IJIS1 BbISIBJIEHUSI MYyTaLiA
B reHe. Ha ocHOBaHMM IIPOBeNEHHOTO aHaIM3a [elaloT BbIBOL O TOM
6omeH ionm uau 3m0poB. CoBpeMeHHbIe TeXHOJOTUM IT03BOJISIIOT
IIPOBOUTh U MPEUMIIJIAHTALIMOHHYIO AMAarHOCTUKY: OIVIOAOTBOpPEHME
MPOBOAUTCSI B  IIpoOMpPKe, 3aTeM  OTOMpPAIOT TOJAbKO  Te
OIIOJIOTBOPEHHbIE SMOPMOHBI (Ha CTaAUM HECKOJIbKMX 0/1aCTOMEpOB),
B KOTOPBIX HET CeMelHOM MyTalMM U MMEHHO UX UMIUIAaHUTUPYIOT
(TIogca>kmMBarT) B OpraHn3aM marepu. IIpu maHHON IIpolienype ecTb
CBOM PUCKU, KOTOPbIE MOXET Pa3bsICHUTDb Bpau reHeTHuK.

I'me B Poccuy 3aHMMAaIOTCSA JMarHOCTUKOM M JIieUeHeM

B Hallein cTpaHe eCTb MHOI'O ILI€HTPOB, KOTOpbIe IIOMOTAKOT
nauyedTam ¢ HIT-C u gpyrumu penkumu 3a601eBaHMSIMMU. B KaxkgoMm
U3 PErvMoHOB 3a OIpeleleHHOM KIMHUKOI TaKkKe 3aKperlvieHbl



00s13aTeIbCTBA 110 TNPOBeAeHUI0 (epMeHTHON 3aMeCTUTEIbHOI
Tepanuu. Heob6XoguMoO YTOUHMUTL Yy Balller0 Bpauva-TeHeTMKa B
pervoHe TMOCJIe YCTAaHOBJIEHMs [AMar€Hosa Kyma Bam CjIedyeT
obpamaTbCs 3a IJIAHOBOM M 3a SKCTPEHHOI ITOMOIIBIO, €C/iM OHa
IIOHAIOOUTCS.

V3HaTh Oo/IbLIe

B Mupe eCcTb MHOTO OpraHM3aluii, KOTOpble MOTYT IIOMOYb BaM HANTU
OTBETHI Ha JIIOObIE IPYTrye BOIPOCHI, cBsI3aHHbIX ¢ HII-C:

MekayHapoaHbIli MOpTal I0 peakuM O0oje3HIM www.orpha.net
(http://www.orpha.net)

EBporieiickasi opraHusaiysi, 0obeIMHSIONAS MalleHTOB C pPa3sHbIMU
penKumMu 3a60/1eBaHUSIMU EURORDIS www.eurordis.org
(http://www.eurordis.org)

O6mecTBeHHbIe oprauu3anyumu u Gouasl Poccun

HII-C tumma BXOauT B mepeueHb Oop(aHHBIX 3a007eBaHMUiA, JeUeHN e
KOTOPBIX IPOBOIOUTCS 3a CUET CPENCTB PErMOHA/IbHBIX OIO/IKETOB, U
MalyMeHTbl MMeEKT BO3MOXHOCTb JieunTbCsd B Poccun. ITomoub
nalyeHTaM TMOJYUYUTh JiedyeHue, TOBBICUTh MHMOPMUPOBAHHOCTD
obmiecTBa 0 penkux 0O0Me3HSIX, a TaKKe HOOMBATHCS ITPOIABVIKEHMUS
3aKOHOJATEeIbHbIX MHMIMATUB B 001acTu opdaHHbIX 3ab601eBaHUi
MOTYT OOIIleCTBEHHbIe OpraHu3alyu. B ceTu MHTepHET MOXKHO HaTU
MHGOPMAIIMIO O TAKMX HEKOMMEPUYECKMX 00beIMHeHUSIX.

ITomo1ups ceMmbu

KoHeuHO, MHOroe 3aBMCUT OT Bpauda, CKOJBKO OH 3HAeT IpO Balle
3ab0ieBaHMe, Kak IIPaBWILHO OH Ha3HAUMII JIeueHye ¥ KaK XOPOIIIo OH
OOBSICHMI BaM MNPUHLMIIbI Tepanuu. Ho He 3abbiBaiiTe - OT CEMbMU
3aBMCUT yCIIeX JIeUeHMsI He B MeHbIlel creneHu. Hy>kHO cob6/omaTh
peKOMeHJalMy, HM TpU KaKUX YCIOBUSX He TepsTh HaAexXay U
caMOMy CTaThb SKCIIEPTOM B CBoeM 3aboneBaHuu. Yuraiite
JUTepaTypy, OoOIIaiiTeCch C CEMbSIMM, He CTeCHSTech 3a7aBaThb
Bompochl. M paske ewim Bbl He IoOemuTe 00j1€3Hb ITOJHOCTHIO,
M3MEHUTh XU3Hb K JIYUIIeMy, cOeldaTh POJHOTO BaM 4YejoBeKa
CYACTIMBBIM B BalllMX CUIax!

Jis momeit ¢ MsITKoi (popMoii 3a60eBaHMSI HEOOXOAVMMO HAYUMThCS
ObITh He3aBUCHMMBIMU OT CBOUX cemeii. He paBaiiTe pebGeHKy U
TIOAPOCTKY 3aMKHYTbCSI B cebe. EMy HYKHbI NIpy3bsi, OOllleHUE WU


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

HaBBIKM CAMOCTOSITE/IbHOM JKU3HMU.



IIpunoskenue I'.

IIpunosxkenue I'l. Belpa’)keHHOCTb KIIMHUYECKUX
nposasiaeHuni HII-C B pasHoM Bo3pacTe

Bospacr

dopmMa

KnnHnyeckune nposiBrieHns

< 3 Mec

MepuHaTanbHas

HEeMMMyHHas BoAsiHKA nnoja

acuuT nnoaa

renaTocnseHoMeranvsa naoga
BHYTPUMNEUYEHOUHbI X0NecTas
renartocrsieHoMeranus

MbllLIeYHas rMnoTOHMSA

3a/epKa NCUXOMOTOPHOro PasBUTUS

WMHbUNBLTPaTbI B IEMKUX

OT 3 mMecsues
no 2 net

PaHHAs
MnageH4yeckas

renaTocrnieHomeranms

3a/epxKa NCUXOMOTOPHOrO pa3BUTUS

MbllLIEeYHasa rMnoTOHUA

NpOrpeccupytoLlne MO3Xe4uKoBble pacCTpoicTBa
(aTakcus)

6ynbbapHbin 1 nceBnobynbbapHbIn  CUMHAPOMBI

(ansapTpus, ancdaruns)

OT 2 no 6 net

Mo3aHaAs
MnafieHyeckas

renaTtocnieHomeranms
yTpata paHee NpuoBpeTeHHbIX MCUXOMOTOPHbIX
HaBbIKOB

MbllLIEeYHas rMNoTOHUSA

nporpeccmpyoLine MO3XKeYKOoBble PpacCTponcTBa
(aTakcus)

6ynbbapHbin 1 ncesnobynbbapHbIn  CUMHAPOMBI
(avzapTpus, amcdarms)

3NunenTuYecKne NpucTynol

BEPTMKaNbHbIA Napanuy B3opa (y AeTen craple

3 nerT)




OT 6 po 15

fOHowWweckas
(knaccuyeckas)

renaTocrnieHomeranms
yTpaTa paHee npuvobpeTeHHbIX HaBbIKOB
NporpeccMpyroLllne MO3XKEeUKOBble pacCTpoicTBa
(aTakcus)

6ynbbapHbii 1 nceBaobynbbapHbIi  CUHAPOMBI
(ansapTpusa, amcdaruns)

3NUNenTUYECKUE NPUCTYNbI

3KCTpanupamMuiHble HapyweHus (rMnepKkuHessbl,
MbllWeYHble ANCTOHUU, 6paanuKnHesns)
BepTMKaNbHbIN HaAbAAEPHbIW Napanuy B3opa

renacrtnyeckasa Katannekcuma

Crapwe 15
net

B3pocnas

cnneHoMmeranus/renatocnieHomMeranms

yTpaTta paHee npruobpeTeHHbIX HaBblKOB
KOFHUTUBHbIE HapyLUeHWs

ncuxuaTpuyeckme CUMMTOMBI (ncmnxo3bl,
aenpeccuu, WwnsodppeHonofobHble COCTOSHUS)
NporpeccMpylolne MO3XKe4uKOBble pacCTpoicTBa
(aTakcus, ansapTtpus, ancdaruns)
3NUNenTUYecKue NpUcTynbl

3KCTpanupamMuiHble HapyweHus (rMnepKkuHesbl,
MblLEeYHble AUCTOHUM)

BepTMKaNbHbIN HaAbAAEPHbIW Napanuy B3opa

renactnyeckada Kartannekcmsa

IIpunoxxenne I'2. UHAEKC BEPOATHOCTU AMarHosa
HII-C y peTtei1 no 4 net

HasBaHue Ha pycckoM s3bike: NHaeKkc BeposaTHOCTU auardHosa HII-
Cy perein 0o 4 ner

OpurunanbHoe Ha3BaHue (eciu ecTh): The NPC-suspicion index in
patients aged <4 years.

HcTounnk (opuiIMaabHbIA CcaiT pa3pabOTUMKOB, MyOIMKAINUS C
Basmpanmein): 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

Tur (moguepKHyYTh):

e IIIKaJIa OLI€HKU




® JHJIEKC
® BOIIPOCHUK
* napyroe

HasHaueHMe: KIMHMYECKAsd IOMArHOCTMKA — OILIeHKa BEePOSITHOCTU
nuardo3a HII-C y nauyeHTOB Miaflie 4 jier.

CopepskaHue (11ab70H): KaXAOMY M3 CMMIITOMOB, XapaKTepHbIX IJIs
HII-C mpucBauBaeTcsi oOmpele/leHHbIi 0al B 3aBUCMMOCTU OT
3HAYMMOCTM 3TOTO CMMIITOMA B IMAarHOCTUKe 3a00/IeBaHMs.

Kitou (MHTepripeTaiusi): Ipu cymMe Oa/sioB 6osiee 6 BepOSITHOCTU
IMarHo3a CYNUTAeTCs BbICOKO

Heonatansmwn Anammuey

LlH( Ceneienmna MeswEnn Nermme nepwoa -

MET AN |---,‘--'|-';:.1'r|

PucyHok 1. uexkc BepositHoctu nuarHosa HII-C y gereii no 4 net

[Tpumeuanme: CUMIITOMBI aTakCUs U YMCTBEHHAas OTCTaJIOCTb
SIBJISIFOTCSI OOTIOJIHUTE/IbHBIMM M YUUTBHIBAIOTCSI TOJBKO MPY HAIUUUU
OCHOBHBIX CMMIITOMOB (TejlaCTMUeCKasl KaTallJIeKCusl, BepTUKaJIbHbIN
HaIbsIePHBIN ITapajiny B30pa, CIyleHOMerasns)

IIpunoxenne I'3. UHAEKC BEePOATHOCTU AMarHosa
HII-C y neTrei crapiuie 4 et

HasBaHue Ha pycckom s3bike: MHaeKce BeposaTHOCTU auarHosa HII-
C y nanimeHTOB CcTapiie 4 jet

OpurunHanbHoe Ha3BaHue (ecau ecTh): The NPC-suspicion index.



Hctounnk (opuiinaabHbIii CaiT pa3pabOTUMKOB, MyOAMKAIUS C
Banupanueit): 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 (MogYepKHYTh):

¢ MIKaJId OII€HKU

® VHJIEKC
® BOIIPOCHUK
* npyroe

HasHaueHue: KIMHMYECKAs] OUMArHOCTMKA — OL€HKAa BEpPOSITHOCTU
nuarHosa HII-Cy mauyeHTOB cTapiie 4 JeT.

CopepskaHue (11abj0H): KaXXAOMY M3 CMMIITOMOB, XapaKTePHbIX IS
HII-C mpucBauBaeTcsl OmpeleNeHHbIi 0adl B 3aBUCMMOCTU OT
3HAUMMOCTY 3TOTO CMMIITOMA B AMarHOCTHUKe 3a60eBaHMsI.

Kimiou (uaTepriperanusi): JInuarto3 6onesuu HumanHa -Iluka tumna C
CUMTAETCSI BBICOKOBEPOSITHOM Ipy cyMMe 6aioB 6omee 70
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Pucynok 2. MHpekc BepositTHocTM auarHo3a HII-C y maimeHTOB
crapiue 4 et

IIpunoxxenne I'4. CraHaAPTHBIN BUAE0 IIPOTOKOJI OJIsI
K/IMHUYECKOJ OLI€HKU ABUTaTeIbHbIX QYHKIIUNI

HazBaHMe Ha pycCKOM 43bIKe: BUAEO-IIPOTOKOJI  OLI€HKU
aBurateabHbIX Gyukuuii npu HII-C

OpuruHanbHOe Ha3BaHue (ecau ecthb): Standard video protocol for
clinical assessment



Hctounnk (opuiinaabHbIii CaiT pa3pabOTUMKOB, MyOAMKAIUS C
Banmpanmeir): 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 (moguepKHYTh):

e [IIKaja OLleHKU
® MHIEKC

e BOIIPOCHUK

e npyroe (BUAe0 MPOTOKOJI JJiSl OLIeHKU ABUraTeIbHbIX QYHKIINIA)

HasHaueHMe: KIMHMYECKAass OMAarHOCTUKA — OIl€HKa IBUTATEbHbBIX
yHK1IMIT 10 Tepanuy U Ha (GOHe JTleueHusI

CopepskaHue (11abI0H): BUIEO0 perucTpaiysi OCHOBHBIX CMMIITOMOB,
xapakrepHbix a1 HII-C.

Kintou (uMHTepmperanys): IomoraeT 3aduUKCUPOBAaTh OCHOBHbIE
KiMHnyeckne tipossiaeHuss HII-C M OuLeHUTb [OUHAMUKY UX
M3MeHeHU Ha oHe JieueHs

Bugeo mpoTokoin

1. Peub (30-45 ¢)
o [IpomusHecute pasy, Hanpumep, «I[IpuBeT, CerogHst UyaeCHbIN
neHb» (3 pasa)

2. IBM>KeHUS PYK

e CxkumaHMe u pasxkuMaHue Kucrei (5-10 pas Kaskmoin)

e [IpoTuBOMOCTaB/IE€HNSI OOMBIIOTO Majblia MOOYEPEIHO C KaskIbIM
rajabliem

e [lanbiieHocoBast poba ¢ OTKPBIThIMU IMa3daMu (5—10 pas ¢ Kaxkmoi
CTOPOHBI)

3. CrosgHue 1 Xxonbba 60CKOM

e CrostHMe: ctorbl BMecTe (15 c)

e CTostHMe: CTOIIbI OFHA 3a Apyroii (15 ¢)

e Xonnba + HopMaabHbIN TOayo60poT (15 ¢)

e TanpemHas xonb6a (CTOIbI OfHA 3a Apyroit) (15 ¢)

4. [Tucemo/pucoBaHue (HOMMHAHTHAS PyKa)



e Hamwumurte ¢pasy, Hanpumep «CeromHsi 4ymecHbIii OeHb». s
MaJIEHbKMX JeTel: caenainTe pUCYHOK WU CIIUPAJIb
e CkonupyiTe CTpaHULLY

5. IBv>KeHMd IJ1a3

e CaMOIIpoMu3BOJIbHbIE NBVKEHUS IJ1a3: BBepPX, BHU3, BIIPAaBO, BJIEBO
(OBa LMKIIA)

e (CnexeHue rna3amMu (3a IajablieM): BBepX, BHU3, BIIPABO, BIEBO (IBa
pasa, OLleHKa CKOPOCTH)

HpI/IMeanI/IeZ [TanMeHThl MJIaAEHYECKOI'O BO3pacTa C HeOOIbIIION
BEPOATHOCTBIO CMOIYT BBIIIOJIHUTb HEKOTOPbIE TECTbl, YIIOMSAHYTbIE
BbIIIE€, BMOE€O03aIlIMCh OO/DKHA IMTPOBOAUTCA C COIJIaCHsa pOOMNTEIISA NN
OITeKYyHa VY IIallMeHTOB OE€TCKOI'0O BO3pacCTa MJIN C CoIyiaCud ITaliliMeHTa,
eC/IM OH/OHAa SIBJISIETCSI B3POC/IbIM.

IIpunosxkenmne I'5. Knmanueckme MccjiaegJoBaHUs C
IMIpyMeHeHeM MUI/TycTaTa nmpu 6ose3sHu HumanHa-
IIuka, Tuna C

Has3BaHue [OuzaiH Kputepumn OLEeHKM 3akayeHne
nccnenoBaHus " nccneaoBaHus 3(ppeKTMBHOCTHU
asTopbl (Nyb6nukaumm) (6e3onacHocCTH)




KnunHunuyeckoe
nccnenoBaHue
0GT918-007:
PaHpaoMusupoBaHHoOe,
KOHTpoNupyemoe
nccnepoBaHue no
NPUMEHEHMUIO
Muraycrara Yy
BpPOCJ/IbIX U fAeTen C
6one3Hbi0 HuMaHHa-
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 Neuro
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]

12 MecsiyHoe

paHAOMU3NPOBAHHOE,
KOHTpOnupyemoe
nccrneposaHve

3 PeKTUBHOCTHU "
nepeHoCnMocTur
npenapata 3aBecka®
(muronycrat) y 29
B3POC/IbIX n
noApoCTKOB (20

nauneHToB nony4dyanu
ne4yeHune npenapaTtom

MUrIycTaT, 9-
HaXxoAMnCb Ha
CTaHAapTHOMN

Tepanuun).29

B3pOC/bIX 601bHbIX,
n3 KOTOPbIX 20
nonyyanu B TeyeHue
12 Mecsues
Muraycrat B [03€
200 Mr Tpum pasa B

OeHb, a 9 uyenosek
nonyyanu
CTaHAapTHYIO
Tepanuio. B
cnepywowmne 12
Mecsaues BCE
60/bHbIE MpPUHUManMK
Muraycrar.

Oetn B BO3pacte 4-
11 ner, npenapaT
npuMeHsnn B A03e,

paccymMTaHHOM
ncxoasa w3 naowaam
NOBEPXHOCTM  Tena.
MauveHTsl,
3aBeplumBlLUME 12
MECSIYHYH dasy
nccnepoBaHms,
NpoAO/IHKNAN
Tepanuio W CMOrnu

NPOAO/IKUTL yyacTue
B cnepywowem 12
MEeCSAYHOM OTKPbITOM,
HEKOHTPONMPYEMOM
3Tane uccnenoBaHus.
12 MecsiyHoe,
OTKPbITOE,
HecpaBHuTenbHoe, II
¢dasbl uccnegoBaHue
npuMeHeHuns
npenaparta 3aBecka®
y AeTeil B BO3pacTe

4-12 ner 6bIN10
nposeaeHo
napasnnenbHo C
paHAOMU3MPOBAHHbBIM
nccrneaoBaHMeM y
B3pOC/IbIX
nauueHToB.
MaumeHTbl, Tak Xe
Kak W B MepBOM
nccnenoBaHmu,
MpoAO/IHKNAN
TEepanuio B 12

MeCS4YHOM OTKpbITOM
dase.

[MepBnyHas KOHeyHas
Touka 3hdEKTUBHOCTU -
nuK CKOpOCTH
rOpU30HTaNbHbIX
cakagm4yeckmx
ABMXeHUN rna3, HSEM-
(alpha), oueHuBanacb c
NOMOLLbIO
KOMIMbIOTEPU3MPOBAHHbIX

METOAO0B. BTopuuHble
KOHeYHble Toukn: HSEM-
(nepBnyHas

MaKCMManbHasi CKOpPOCTb
OCHOBHOW
nocnenoBaTebHOCTH
HSEM- HaKOH
aMnnTyabl), rAoTaHue,
CnocobHOCTb K
nepeaBuXeHuto 7
HenpouU3nNonNorn4yecKkum
cratyc

MoNoOXWUTENbHbIN
apdekT
MUrycTaTa t
HEBPONOrNYECcKme
NposiBNEHUS
6onesHn HMMaHH
Muka TmMna C
B3pOC/bIX/
NOApPOCTKOB
neren 6k
CTabunbHbIM
coxpaHsncs t
MPOTAXEHUN
Tepanuu p
mecsiua.
AnvtenbHbl
npueM MuUrnycrta
obecneunBaeTt
TepaneBTUYECKYK
nosnb3y, u
noaTBepXaaeTcs
cTabununsaumnen
OCHOBHbIX
napameTpos
nporpeccupoBaHi
HEBPOOrNYECcKm)
nposiBNneHnn
3aboneBaHuns
60/bLINHCTBA
nauueHToB.




MynbTULeHTpoBOE
Ha6noparenbHoe
peTpocneKTuBHoOe
KOroptHoe
nccnepoBaHue
npUMeHeHuns
Murnycrara VY
nauueHToB c
6onesHbro 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.
ﬁg?9Nov;98(3):243-9

PeTpocnekTnsHoe,
HabnopatenbHoe
KOropTHoe
nccneposaHme y 66
naumeHTOoB,
nosyyasLUnX
fieyeHne npenapaTom
3aBecka®

(Murnycrar) BHe
KNUHUYECKNX
nccneaoBaHui B
CpefiHeEM B Te4yeHue
1,5 ner.
YyactBoBanm 25
3KCNEPTHbIX
LLeHTpOB,
npoBoAMaach OueHKa
nauueHToB,
HabnaaBLLMXCS B
2003-2008 rr.
OueHka
a(phekTUBHOCTHU
npenaparta 3aBecka®
nposoamnach no

LwKane MHBaamaHoCcTm
HM-C

OueHka 3hdEeKTUBHOCTHU
npenaparta 3aBecka®
(Murnycrat)
nposoauaacb Mo LWkKane
MHBANMUAHOCTM HM-C,
M3MepeHns NpoBoaAnNSINCH
rno 4 K/1H04EBbIM
KpUTEpUSM
HEBPOJIOrMYECKOro
yxyawenus npu HM-C:
€crnocobHocTb K
CaMOCTOATENbHOMY
nepeaBuXeHuto,
MaHUNynaunm pykamm
(ancToHus/gucmeTpus),
peyb " rnotaHue.
OueHka npoussogunachb
TpuXabl  (Ha  MOMEHT
NOCTaHOBKM  AMarHosa,
Ha MOMEHT Havana
neyenus, nocneaHumn
0CMOTp)

Crabunmsaums
HEeBpONOrnyecKkny
nposiBNeHnn
3aboneBaHus
aBnseTcs
Haunyywen
LOCTUXMMOWN
TepaneBTUYECKOV
uesnbto
naumeHToB ¢ HI
C, MMeoLLb
HEBPOMOrNYECcKme
nposiBneHus,
oTpaxawlLine
HeobpaTuMyto
rmbenb/
noBpexaeHue
HEpOHOB.
HacTosawee
nccnenoBaHme
OEMOHCTpUpYe,
yTOo MUINYCTi
MOXET
ctabunusmpoBart
HEBPONOrNYECcKme
nposiBneHuns
3aboneBaHus
6onblInMHCTBA
nauueHToB,
4YacTHOCTH
B3pOC/bIX
NOAPOCTKOB.
BospacTt b
MOMEHT
ANAarHOCTUKMN
OKasblBan BAUSHI
Ha oTBET b
neyeHune,
KNMHMYecKas
nosb3a (T.
3amensieHue
nporpeccmpoBaHy
3abonesaHuns)
Habnwoganacb wu
nauuMeHToB
paHHero Bo3pacT

IIpunoxkeumne I'6. I'pynnsl N1poayKTOB, KOTOpPbIE
cjenyeT MCK/IIYUTL/OrpaHUIUTL/TIPUMEHATh 0e3
OrpaHMUYEHMI B [IepBbIe HeaelIu Teparnuu
npemnapaTomM MMUITYCTAT

N3BErATb

OrPAHUYNTD

BE3 OFPAHWUYEHWUN

MyuyHbie usaenus, Kpynbi

Xneb 6enbiii, BbIMeyka, Xneb yepHbIN, MakapoHbl

neyeHbe

Xnonbss Ans  3aBTpaka C Xnonbs 6e3 MOJloKa,

MOJIOKOM KyKypy3a

Puc, 6060Bble MaHka peuka

MscHbie/pbibHbIE U3AENS, KUPbI

KonbacHble usaenus

anua

Bce BuAbl HaTypanbHOro mMsca,

Bce pactutenbHble XUpbl




Bce Buabl HaTypanbHOW pbibbl,
MOpEenpoAyKThI, pbl6HbIE
KOHCEepBbI B Macne

Mos104YHbIE NPOAYKTbI

MonouHbie NpoAYKTbI Monoko c cogepxxaHuem MpeccoBaHHbIM CbIp
(Monoko, TBOpOr, WOrypT), nakTo3bl MeHee 90%

KpoMe  OTAEe/NbHbIX  COPTOB

CbIpOB

OBowm/dpyKTbi

Kanycra, nyk, orypubl

KapTodenb, cBekna

Bce cBexune, 3aMOpPOXEHHble

OoBOLUM (kpome
NepeyncnieHHbIX B ApPYyrux
pasgenax)
HaTypanbHble  (dpyKTOBblE Hecnapkne dpyKTbl
COKM, niope
LHeceptbi, HanUTku
[ecepTbl, cnagoctun opexm Fntoko3a, ppykTo3a, Mea

BapeHbe, cuponbl, cnagkue
COKM, rasanpoBaHHble HaNMnTKM

TpaBsiHble 4Yau C T[JII0KO30M,
oTBap LMMOBHMKA

IIpunoxkenmne I'7. IleprogMUYHOCTDH NIOBTOPHBIX
00C/IemoBaHMI MAIIMEeHTOB ¢ 00j1e3HbI0 HumaHHa -

IInxka Ttumna C

MapameTpbl NepuoaunyHocTb MOBTOPHbIX
ob6bcnepoBaHnn

O6wne

MonHoe  ¢dwu3mkanbHoe obcnepnoBaHue,  BKKOYas Kaxable 6 Mmec

n3MepeHue pocTa, Beca, OKPYXXHOCTU roJioBbI

HeBposnorunuyeckoe obcnegosaHue

OueHka no wkane nHeanmaHoctn HIC

Kaxable 6 mec

BnAaeo3anncb 0CHOBHbIX ABUraTesbHbIX MYyHKLUNIA

Kaxable 6-12 mec

Bnaeo-33I MOHUTOPWHI, MO BO3MOXHOCTWU, OHEBHOrO

MM HOYHOro CHa

Kaxxable 6-12 mec

Apyrmne nokasarenn

OueHKa NCUXOHEBPOJIOrMYECKOro cTaTyca

Kaxable 6-12 mec

AyANOMETPUS, CIIyXOBbI€ Bbi3BaHHbIE MOTEHUMasbI

Kaxable 6-12 mec

3puTenbHble Bbl3BaHHbIE NOTEHUManNbI

Kaxxable 6-12 mec

BuHOKyNsipHas 3neKkTpooKynorpacdus
CaKKaANYECKUX ABWXKEHWNI rnas)

(perucrtpaums

Kaxable 6-12 mec

Jla6oparopHbie noka3artenn

Buoxnumnyeckuii aHanus kposu (ACT, ANT, kanbuui

obwmn )

Kaxxable 6-12 mec

O6wWwuit aHanms KpoBwu

Kaxable 12 mec




WccnepoBaHne nusochuHrommennHa 509 B nsTHax
KPOBW U/WUN XonecTaH Tpuona B naasMe Kposu

Kaxxable 12 mec

Y3W opraHoB 6ptoLLHON NOSIOCTN

Kaxable 12 mec

MPT nnun KT ronoBHOro mo3sra

Kaxable 12 mec

IIpunoskeune I'8. IlpaBuia 3a6opa 6momMmaTepuasia
IJIS1 TIPOBEAEeHMUS OIMarHOCTUKM B MATHAX
BBICYIIIEHHOJ KPOBU

KpoBb  cobupaeTrcs Ha  CTaHAApPTHYHO
kapTtouky-dbunetp ( N2 903), koTopas
npuMeHsieTcs ans CKPUHMHra

HOBOPOXAeHHbIX B Poccuiickon ®degepaumm
WA @HANOTMMYHYIO ANS MNOSyYEeHUs CyXOoro
nAaTHa kpoBu. KpoBb MOXeT ObiTb, Kak
KanunnapHas (U3 nanbua, NATKW), Tak U
BeHO3Has. BeHo3Has kpoBb cobupaetcs B
NnpobupKy, akKypaTHO MepeMelnBaeTcs W
3aTeM O6bICTPO C MOMOWbID  MUMNETKU
HaHocuTCs Ha dunbTp No 25-50 MK KpoBwU
Ha Kaxayto BblAENEHHYI0 obnactb.
Heobxoanmo XOpOoLUO nponutaTtb
BblaeneHHyto obnactb Ha punbTpe (puc. 1).
MpeanoytuTenbHO cobupaTtb obpasupbl
nocne eabl 4yepes 40 MuHYT - 1 uyac.
Bo3MOXHO Takxe ocywecTtButb  3abop
KPOBW M HaToLlaK.

Ha KapToyke-dunbTpe obsa3aTenbHO
AOMMKHbI BbITb YeTko ykasaHbl ®UNO, kem u
oTKyAa Hanpas/ieH nauneHT, naTta
poxaeHus wn TenedoH Jfevyawero Bpaya
(pucyHok 2).

O6pa3zeL Cyxoro nsaTHa KpOBM
BK/aAblBAaeTC B YUCTbIA KOHBEpPT, 1nbo B

yncTblh  dann.  Kaptouka-bunbTp  He
AOJKHA conpukacaTbCcs c rpsi3HOM
NOBEPXHOCTbIO W € obpasuamn Apyrux
nauneHToB. HeobxoauMMO NPUIOXKUTL K
obpa3uamMm  MHGOPMMPOBaHHbIE  cornacus
nauneHTa nnum ero 3adKOHHbIX
npeacrtaBuTenemn Ha npoBeaeHue

nabopaTopHbIX UCCea0BaHMt

XXX N

Ha carmdrmny, s o u i v e e Ve, e A s
KanaM A0 M NeAHSCTRG NPONHTaTe spyse ¢ obpaTHoM cTOpoH
He kacanTece GEARCTH, MPORHTEHHER KPOBLG

PucyHok 1. OG6pa3seu npaBWUIbHOIO HaHeCeHus
KDOBMW Ha KapTO4Ky-OuabTp
f"-‘\. ,..-l-l-.\ f.—‘-\ f-.‘-\ ,F"‘!\
I L | VI 1! v ! \
\ ]\ I\ ]\ \ )

803 2 202310
XpasuTh npM +2 - +25 C*

= odooeamwoo

4 6 0010608

D Nasmenta

0aTa poeEdE LT3 BAATHR BpOEM Man
SN0 Bpara

Ay J fepoa [ Aapes

E-rnail spdeaa
Teaedon ppada

Tecr
[Joatpn [Jnosne [Jrome [Jmnca [ Juse-Gr1 [Juyso-cL3

[ cemetiansd cupmetms. Wryraun

PucyHok 2. Obpaszen kapToukn-dunbtpa

AnroputMm AOenNCTBUIL MEIUIIMHCKOIO IIepCOHa/ia IIpU B3ATUU

00pa3IoB KPOBU

® BBIMBITb PYKM (TUTMEHUYECKUI YPOBEHb), HAZIeTh [TIepUaTKU;

* BBIMBITb pPYKM TalMeHTa (MSITKYy pebeHKa, B ciaydyae, eCii KPOBb
bepeTcs U3 MSTKN);

CTepUJIbHOM  candeTKoii,

IIPOMOKHYTb CYXOWl CTepUIbHO

e IIpoTepeTh 00JIaCTh IIPOKAJIbIBAHMUS
cmoueHHO 70% criMpTom,
candeTKoi; -

cKapuduKkaTopoMm;

ITPOKOJIOTDb CTepUIbHBIM OOHOPa30BbIM



® CHSTD MTEPBYIO KAaIUTI0 KPOBYM CTEPUIIbHBIM CYXUM TaMIIOHOM;

® MSTKO HaJaBUTb [IJIS TIOJTyYeHMsI BTOPOIi Kari KpOBM;

* MPUIOKUTb TIePHEeHAUKYISIPHO TeCcT-0JaHK K KaIlJle KpOBU U
MIPOTIUTATh €r0 KPOBbIO HACKBO3b;

® QHAJIOTMYHBIM 00pa30M HaHECTM Ha TecT-OMaHK 6-8 Karmesb, BUJ,
TISITeH KPOBU JTO/KEeH ObITh OAMHAKOBBIM C 00eMX CTOPOH.

® BBICYIIUTh TECT-0JIaHK B TOPM3OHTAIbHOM TIOJIOXKEHUM Ha UMUCTOM
00e3kKMpPEeHHO} TOBEPXHOCTM He MeHee 4 U 06e3 TpUMeHeHUs
TeTIOBOJ 00pabOTKM U MonagaHMs IPSIMbIX COTHEUHBIX JTyUeii;

® yIIaKOBaTb TECT-OJIAHKM B UMCTBI/i KOHBEPT TaKMM 00pa30M, UTOOBI
MSTHA KPOBU He COMPUKACATIUCD.

Ocob6enHocTy pu MHGPY3MOHHON Teparmum

HekoTopble malMeHTbl MOTYT IIOAy4YaTb MHQY3MOHHYIO Teparuio,
repejaBaHMe KOMIIOHEHTOB KPOBM, UTO MOKET OKa3aTh BIMSIHME Ha
pe3ysbTaTbl TeCTOB. Hampumep, npu IepeaMBaHMM IJa3Mbl KPOBU
MOTYT OBbITh ITOJIYYEHBI JIOXKHO-OTPUIIATEIbHbIE PEe3Y/IbTaThl, TAK KaK
orpenensieMbie (pepMeHTbl HAXOASTCS B IJIa3Me U B KJeTKaX KPOBMU.
PekoMeHyeTCsl OCYLIeCTBUTh 3a00p KpoBu Ajst depmeHTHOM 1 THK-
IVMArHOCTUKM He 9 paHee ueM uepes3 6-7 OHeN Mocie rnepejiBaHUs
IU1Ia3Mbl KpOBU U yepe3 7-10 mHeii nmocie repeamMBaHus KOMIIOHEHTOB
KpPOBU

He momyckaeTcst 3a60p KpoBU

e Cpasy nocjie MpoBeeHus NauyeHTy MHQY3MOHHON Tepannmu;
e Cpasy Iocie 3aMEeHHOTO IepeIMBaHus KPOBM.

XpaHeHMe ¥ TPAaHCIIOPTUPOBKA OMoMaTepuaia

OOpa3sipl BBICYIIEHHBIX IISITEH KPOBM MOXKHO XPaHUTb B OOBIUHOI
KaMepe xojmomuiabHuKa npu +40C mo orrnpaBku. CpoK XpaHeHUs OO0
MOMEHTa OTIpPaBKM He OO/DKeH IMpeBbIlaTh 7 OHel. ECiu XpaHUTb
monbliie ¥ IIpu Oosiee BBICOKOJ TemIepaType, TO aKTUBHOCTb
dbepmeHTa Jaxke B HOpMe MOXET CHMXKATbhCSI, UYTO IMPUBEAET K JIOKHO-
TOJIOKUTEIbHBIM pe3yjbTaTama



