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Cnuncok cokpalieHuun

AJIT — ananmHamMuHOTpaHChepasza

ACT — acnmapraTamuHOTpaHcdepasa

BHIIB — BepTUKanbHbIA HAIBAICPHBIN MTApaIny B3opa

BOXX-MC/MC — BbicokodhdeKTHBHAS KHAKOCTHasE Xpomartorpadus ¢ TaHIEMHON Macc-
CIIEKTPOMETpHUEH

I'TT — ramma-royramMmuntpancdepasza

I'X-MC — razoBas xpomarorpadusi Macc-ClIEKTPOMETPHUS

NB HII-C — Unneke BepositHocTr HIT-C

KT — xomnbroTepHas Tomorpadus

JIIIBII — nunonpoTenHbl BEICOKOW IJIOTHOCTH

JIITHIT — nunonpoTernHbl HU3KOM MJIOTHOCTH

JICM 509 — mu3ochunromuenun 509

MHO — mexayHapoIHO€ HOPMAIM30BAHHOE OTHOIIEHUE

MPT — marauTHO-pe30HaHCHAas TOMOTpadust

HII-C — 6one3np Humanna-Iluka tuna C

[ITB — npoTpoMOuHOBOE BpeMst

IITHU — npoTpoMOMHOBBIN HHIEKC

CII" — cakkagn4ecKue JIBUKCHUS TI1a3

CP]] — cyOcTpar-penyuupyromias Tepamus

V3U — ynbTpa3ByKOBOE UCCIIEI0BAHHE

HI® — menounas gocdarasza

MLPA — MynbTHIUIEKCHAs TUTa3HAsl PEAKLUs

TepMUHbI N onpeaeneHns

CyOcTpaT-penyuupyromias Tepanusi — MOKM3HEHHOE BBEJICHHE MpenapaTa, BIUSIOLUIET0 Ha
MeTa00JIM3M HaKalIMBaeMbIX CyOCTPaTOB, Yy MAIMEHTOB C HapylIeHHeM 0OMeHa BElIeCTB.

JIuzocomHble 0OJIE3HM HAKOIUICHHUS — IpPYIa HAcJeICTBEHHbIX MOHOTEHHBIX 3a00JeBaHUH,
CBSI3aHHBIX C HapyIICHUEM (YHKIIUH JTU30COM.
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1. Kpatkaa wuHcdopmauma no 3aboneBaHUO WU COCTOAHUIO (rpynnbl
3aboneBaHU UNN COCTOSAAHUN)

1.1. OnpepeneHne 3aboneBaHUsA WU COCTOSAHUA (rpynnbl 3ab6oneBaHUA UK
COCTOSIHUN)

bonesnp Humanna-Iluka, tuna C (HII-C) sBusierca peakum — HacieICTBEHHBIM
MYJIBTHCUCTEMHBIM 3aboseBanneM. Cpenn XapakTepHBIX HeBpoJiormueckux mnposisnennii HIT-C
HAOJIOIAI0TCS TI1a30/[BUTATENIbHBIE PACCTPOWCTBA B BUJE HAPYIICHUH CAKKAJAWYECKUX JBUKCHHUU
a3 (CAT) unm BepTUKaNIbHOTO HaabsajepHoro mnapanuya B3opa (BHIIB), Mo3zxkeukoBbie
HapylieHus (aTakcusi, JUCMETpusi), JUCTOHUS, Ju3apTpus, Jucharuss W reiacTuyeckas
kararuiekcus. Taxke y MalueHTOB YacTO HaOJIOAIOTCS AMMICITUYECKHE CYIOPOKHBIE IPUCTYIIbI
[1-7, 19, 20]. OObIYHO HAYAIO HEBPOJIOTHYECKUX MPOSBICHUN MPUXOAUTCS Ha JETCKHI BO3pacT,
XOTs Bce OOJipllee KOJMYECTBO CIIy4aeB BBISBISETCS M JUAarHOCTUPYETCS B 3pEIOM BO3pacTte, B
CBS3M C TMO3JHUM TMPOSIBICGHUEM HEBPOJOTMYECKUX U  ICUXUATPUUYECKUX CHUMIITOMOB.
Pacrnipenienenne manueHTOB MO BO3pAcTy MaHHM(ECTallMd HEBPOJOTMYECKUX MPOSBICHUN (Hayaio
3a00JIeBaHUSI B paHHEM JIETCKOM, IO3/IHEM JETCKOM, IOBEHHJIBHOM M IOAPOCTKOBOM/B3POCIOM
BO3pacTe) MOXET ObITh MOJE3HBIM JJISl OLIEHKH TeueHHus 3a00JieBaHMS M OTBETa Ha JjeueHue. B
ceHtsiope 2012 ObuiM OmyOJMKOBaHBI OOHOBJIEHHBIE PEKOMEHIAIMM, BBIpAOOTaHHBIE B XOJI€
ouepenHoro copemanus B [lapmxe, @paHuus rpynmnoi MeXIyHapoOJHBIX 3KcnepToB, B 2018 roay
OOHOBJICHBI PEKOMEH/IAIMH 0 CEJICKTUBHOMY CKpUHHMHTY M nuarHoctuke u nedenuto HIT-C [8, 19,
20].

OT0op manMeHTOB [UIl JAWArHOCTUKU OCYIIECTBIISIETCS HAa OCHOBAaHUM CEJIEKTUBHOIO
CKPUHUHIA — BBIICJICHNE TPYIIbl NAlMEHTOB, UMEIOLINX XapaKTEepHbIE JUIsl JAaHHOTO 3a00JIeBaHUs
KJIMHUYECKHE CUMITOMBI (BUCLIEpAJIbHBIE, HEBPOJIOIMUECKUE, ICUXHUATPUUECKHUE), TSI TPOBEACHUS
JanbpHelero madopatopaoro rectuposanus [20].

[Ipy HaMM4YMU COOTBETCTBYIOMIEH KIMHUYECKOW KAPTUHBI JMArHo3 TMOATBEPKIACTCA
OMOXUMHUYECKUMHU M MOJIEKY/ISIPHO-T€HETHYECKMMHU MeToaamu [4, 8, 19, 20].

1.2. JtmmonorMa W nartoreHe3 3aboneBaHUsi WU COCTOSIHMA (rpynnbl
3aboneBaHU NN COCTOSIHUN)

[Ipuunnoil 3aboneBanus apiaoTcs myTtanuu B reHax NPC1 (B 95% cnywaeB) mnu NPC2
(oxonmo 4% ciydaeB), 4TO BEAET K HApYIICHUIO BHYTPUKJIETOYHOTO TPAHCHOPTA JUIUAOB U
HAKOIUICHUIO XOJEeCTepHUHA U TJIMKOCHUHTOJIUMHUIOB B TOJOBHOM MO3r€ U JOPYTUX TKaHAX. Tun
HACJIeJIOBaHUS ayTOCOMHO-pereccuBHbIN [13].

I'enst NPC1 u NPC2 komupyroT Genku KJIETOYHOH MeMOpaHbl, OTBEUAIOUIUE 32 TPAHCIOPT
XoJiecTepuHa U JIUNUA0B BHYTpH KIeTKH. NPCI OTHOCHTCS K CEMEHCTBY I'€HOB, KOIUPYIOIINX
MeMOpaHHO-CBSI3aHHBIE CTEPOUYBCTBUTENbHBIE Oenku. Ha kieTouHbx mojensx mpu aedekrax
NPC1 ycraHoBIeHO HapylleHHE BHYTPHUKIETOYHOrO TpaHcmnopra (3ddmokca) cBobogHOrO
XOJIeCTepUHA, TIOTJIOIIAEMOTO KIETKaMu ¢ (pakiusMud JUMONPOTEHHOB HHU3KOW IUIOTHOCTH.
BHYTpUIN30COMHOE HaKOIIEHHWE XOJECTePHHA WHTUOMPYET aKTUBHOCTh COHUHTOMHUENHMHA3bl U
MPUBOJUT K HAKOIUJICHHIO C(HUHTOMHETMHA B KJIETKaX MapeHXWMATO3HBIX OPTraHoB (MEYEHH,
CEJIe3eHKH, MOYKax) U HepBHOU cucteMe. [Ipn MHUKPOCKOIMU BO BCEX OpraHax OOHApY>KHUBAIOTCS
"meHucCThIE", KIETKM TaKk Ha3biBaemble KieTku Hwumanna-Iluka. Ilpu wucnombzoBaHUU
crierupUIeCKUX OKPACOK IUTOIIa3Ma THCTHOIMTOB MPHOOpeTaeT BeT Mopckoit BoHbI ("sea-blue
histiocytes") u3-3a OTIOKEHHsI TUMOMUTMEHTa WK Tieponaa. OIHAKO 3TH KIETKH HE TaK TUITUYHBI
s 6onesnn HIT-C, xak mis tumoB A u B [1, 12].
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1.3. dnuaemmnonorua 3abonesaHusi NN COCTOAHUA (rpynnbl 3aboneBaHun Unu
COCTOSIHUN)

3aboneBanne maHdTHHYeCKOe. Yacrora 3aboneBanusi cocraBisieT B cpemneM 0,66-0,83 nHa
100000 >kHMBBIX HOBOPOXKACHHBIX [13].

1.4. OcobeHHOCTU KoaupoBaHus 3aboneBaHUsi WM COCTOSAHMA (rpynnbl
3aboneBaHuu unm COCTOSIHUN) no MexayHapoaHou CTaTUCTUYECKOM
Knaccudgukaumm 6onesHen n npodbnem, CBA3aHHbIX CO 340POBLEM

HII-C oTHOCHTCS K C(hUHTONMMIIII03aM, HApsIAy ¢ APYruMU 3aboneBanusMu (6ose3np Dadpu,
6one3npr Humanna-Iluka A/B), HII-C nmeet xon E75.2 — JIpyrue cuHroaunumo3sl.

1.5. Knaccudukauusa saboneBaHmsa Unu coctosiHus (rpynnbl 3aboneBaHUn unu
COCTOSIHUN)

HII-C otnocurcs x JIBH, moarpynme chunronmmuaosoB. Knaccupukamus HIT-C ocHoBana
Ha Bo3pacte MaHu(ecTanuu 3adoneBanus [12, 13]. B HacTosiiee Bpemsi MPUHATHI CIETYIOLIUE
¢opmbr HII-C: mepunatanpHas (Hayajso B Bo3pacte < 3 MecAlleB), paHHss MiajeHueckas (B
BO3pacTe OT 3 MecsleB JI0 2 JIeT), MO3IHss MilaJieHueckas (B Bo3pacte 2 10 6 JeT), OBeHWIbHas (B
Bo3pacte 6-15 ner) u moapocTKoBast/B3pocias (B Bo3pacte crapie 15 net) [3, 12, 13].

1.6. KnuHuueckas KapTMHa 3aboneBaHMsi WM COCTOSAAHMA  (rpynnbl
3aboneBaHWUN NN COCTOAHUN

HII-C sBnsercs MynbTHUCUCTEMHBIM 3a00JI€BaHMEM; KIMHUYECKHE IPOSIBICHUS, KOTOpHIE
YKa3bIBaIOT Ha BO3MOXHBIN nuarHo3 HII-C, BkimoyatoT B ce0si BUCIIEpAIbHBIC, HEBPOJOTUYECKUE U
MCUXUATPUYECKUE CHUMIITOMBI. BbIpakeHHOCTh KiIMHMYeckuX npossiaeHuid HII-C B paznom
Bo3pacte npuBeaeHa B [Ipunoxennn ['1.

Yacto nHaOmomaercs paziauvHoe kiauHudeckoe tedeHue HII-C y cubcoB, HecMoTps Ha
TOXICCTBEHHOCTh TEHOTUIIA U Onoxumudeckoro ¢enoruna [8, 12, 13]. IlaruenTsl, poauBmecs ¢
TSDKEJION NepuHaTaibHOU (POpMOM, MOTYT UMETh CUOCOB C HAYaJIOM HEBPOJIOTMUYECKUX MPOSBICHUMA
B JIETCKOM WJIU MOJPOCTKOBOM BO3pacTe.

Hesponornueckue mnposiinenusi. Hesposorudyeckue Hapymenuss npu HII-C  yacto
Pa3BHUBAIOTCS MOCTENEHHO, NEOITUPYS TAKUMHU HECHEHU(PHUUECKUMHU CUMIITOMaMU, KaK CHIKEHHE
MBIIIIEYHOTO TOHYCa (LEHTpajdbHas THIIOTOHMS) WM YacThle MaJCHUs, HEYKIIOKECTh B CIIydasx
Hayasa 3a00JieBaHus B CTapIIeM JETCKOM BO3pacTe.

B cayuasx pe6rora HII-C B paHHeM M Mo3HEM MIIaJIeHUECKOM BO3pacTe OOBIYHO BO3HUKAET
3aJlep>KKa WK MpeKpalieHne pa3BUTUa GYHKIMHU PEUU C 33Jep’KKON 00IIero KOrHUTUBHOTO /WU
MOTOPHOTO pa3BUTHs WK 0e3 TakoBoii [3, 5, 8, 13, 19].

Haunnast ¢ mo3aHero muaJeH4ecKoro BO3pacTa W cTapilie, YacTo HaONIoaeTcsl OJAMH WU
HECKOJIBKO MO3KEUKOBBIX CHMNTOMOB. K TuUnuuHbIM HeBpojorudeckum mposineHusm HII-C
OTHOCSITCS] HApYIIEHUE TOXOAKH, MO3KE€UKOBast aTaKCHsl, AUCTOHHUS, TUCMETPUS, AUCIAUATOXOKHHES,
au3apTpuss W aucharus, —renacTudeckas — KaTalsieKCHs, — JMWIENTHYEeCKHE  MPHUIMAIKH,
HelipoceHcopHast Tyroyxocts [1-8, 13, 19].

Mo3xeukoBasi aTakCHsl SBISETCS YacThIM TMPOSIBJICHHEM B CilydasXx MaHupecranuu
3a00JIeBaHUSI BO B3pOCIOM BO3pACTe.

JIucTOHusl cBsi3aHA C MOPAKEHUEM TMOJIOCATOTO Telna M 4acTo MaHudecTupyeT (oKaabHOU
JUCTOHUEH, MOopaxaroued KUCTH M JULO. |'eHepalin30BaHHAs JUCTOHUS MOXKET MPOSBISTHCS
HapylIEHUEeM TMOXOJIKH, MaTOJOTHYECKUMH Mo3aMH. OCTpbIii MHOKJIOHYC WJIM MHOKJIOHUYECKUN
TPEMOP MOTYT pPa3BUBATHCS B MPOIIECCE MPOTPECCUPOBAHHS 3a00I€BaHIs UM UHOT/Ia BOSHUKATh Ha
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pannux craausx passutus HIT-C.

Jlucdarus MOXKET MOSBIATHCS HA PAaHHUX CTAAUAX 3a00JICBaHUS WM PAa3BUBATHCS MO3KE U
MPEJCTABISET CEPhE3HYI0 MPOOIEMY sl KIMHUYECKOTO BEACHUS OOJBHOTO, MOCKOJIBKY CEphe3HO
HapyIIaeT BO3MOKHOCTh CAaMOCTOSITEIIbHOTO NUTAHMSI HA MO3IHUX CTAJHUIX 3a00JI€BaHNUs, TIOBbIIIAS
PUCK aclupamyy ¥, BCJICICTBHE OITOTO, CEPhE3HBIX JEro4yHbIX WHpeknmid. [ucdarus moxer
HAYMHATHCS C TIPOCTOTO MOTICPXUBAHUS WIIA KAIUIS IIPH MPUEME TTHIIH, OOBIYHO TP YIOTPEOICHUN
KUIKOCTH.

OKyIIOMOTOPHBIC HAPYIICHHSI SBISIOTCS OTIUYHTEIbHBIM Tpu3HakoM HII-C, Habmromasce y
81% mMmaMeHToB MO pe3yibTaraM KPYIMHOMACIITAaOHOTO PETPOCHEKTUBHOrO HuccienoBanus [9],
OOBIYHO HAYMHAIOTCS B CTApIIEM MJIAJICHISCKOM BO3PACTe C HAPYIICHUS CAKKaIUMYCCKUX TBHKECHUIN
a3 (CAD). Hapymenus C/AI' Moryt ObITh NpOMYIIEHBl MPH KIMHUYECKOM OCMOTpE, €CIH He
OIICHUBAIOTCSI CAMOIIPOM3BOJIbHBIC JIBIDKCHUS TJA3HBIX SOJIOK. J[aHHBI CHMIITOM BBISBIISICTCS
npakTudeckn y Bcex mnamueHToB ¢ HIT-C mpu mnpaBmibHOM 0OCIEIOBaHWM, W pealbHAsS
pacrpoCTpaHEeHHOCTh JIaHHOTO CHUMIITOMa, BEPOSATHO, HeAOOleHHBaercs. llepBoHavabHO
MOPAXKAIOTCS BEPTUKATBHBIC IBHKEHUS TJ1a3, 3aTEM IMPUCOCTUHSIIOTCS HAPYIICHUS TOPU30HTATLHBIX
cakkan [3, 8, 12, 13, 16, 29]. M3HavyanpHO CTPaJalOT TOJIHKO CAMOIPOU3BOJIBLHBIC CAaKKaIUICCKUE
JBYOKCHHS, @ MEJJICHHBIC IUIaBHBIC CICIANINE JIBUKCHHUS TJIa3 MOTYT OBITh HOpMaibHBIMU. CoO
BPEMEHEM J3TH HapyIIEHHs MPOTPECCUPYIOT JI0 TIOJTHOTO BEPTHKAILHOTO HAIBSICPHOTO IMapaimya
B3opa [13, 19], HaumHasiChb C MPOTPECCHPYIOMIETO YMEHBIIEHUS CKOPOCTH CaKKaJIU4eCKHX
JBYOKCHHUH (XOTS BpeMsl 3aJICPIKKH CaKKaIMUECKUX JIBMKECHUH OCTAeTCS HOPMAIBHBIM), TIPUBOJS K
MOJTHOMY Tapalindyy CaKKaJW4eCKHX MABIDKEHHH TIa3. BecTuOymooxkymspHbIH pediaekc dbacto
COXpaHEeH B TCUCHHE UIMTEILHOTO BPEMEHH, YTO TOITBEPKIACT TOT (aKT, YTO Mapaiud B3opa
SBJISIETCS JEMCTBUTENLHO HAbsIIEPHBIM IO CBOEH MpuUpoJe.

Karamnekcusi sBIsieTCS OTHOCHUTENBHO CHEUUGUYHBIM UM YacThIM HEBPOJIOTHUYECKUM
npuszHakom HII-C, naGmromaembiM, B 1iesoMm, Oojiee 4eM y TIOJIOBHHBI mamueHToB. OHa pexe
HaOMoaeTcsl y MalMeHTOB paHHEro JETCKOro BO3pacTa, 4Yalle OTMEuasich B Cllydasx Hauaia
3a00J€BaHMsI B TIO3JTHEM MJIQJIEHYECKOM W IoHomieckoMm Bo3pacte [3, 13, 19]. Karammexcus
MPOSIBJIIETCSL BHE3AMHOM MOTEpeil MBIIIIEYHOTO TOHYCAa B HOTAxX WJIM, HHOTJA, B YETIOCTH WU 1Iee U
MIPOBOLIMPYETCSI SMOIMAMH, HampuMep, cCMeXoM (TeflacThueckas Kararuiekcusi). JlaHHbIN MpHU3HaK
JIETKO TPOITYCKAeTCsl M 4YacTo OMIMOOYHO HUHTEPHPETUPYETCS KaK BTOPUYHBIC MaJeHUS H3-3a
aTaKCUM WM KaK aTOHUYECKUE AUIICITUYECKUE TPUCTYIIBL.

OnujaenTUYecKrue MPUCTYIBl pexe HaOMI0JAI0TCs Yy MAlMeHTOB C HadajioM 3abojeBaHUs B
paHHEeM MIIaJIeHY€CKOM WU B3pociioM Bo3pacte [13, 19], ueM B ciyyasix ¢ HayanoM 3ab0sieBaHUs B
MO3JHEM MJIAZICHUYECKOM U IoHoIIecKoM Bo3pacte. Y mauueHtoB ¢ HII-C Moryt otmeuarbes nto0bie
TUIIBI SMUJIECOTUYECKUX TMPUCTYNOB (mapuuanbHble/(oKanbHble, TeHepalIn3UpOBaHHbIE, aOCaHCHI,
MUOKJIOHUYECKHE, TOHHKO-KIOHUYECKHE); MPHUCTYNBl MOTYT 3HAYUTEIbHO OTJIMYaThCS IO
WHTEHCUBHOCTHU U YacCTOTE.

HeiipoceHncopHasi TyroyxocTb YacTO BCTpEYAaeTCs Ha MPaKTUKe, HO OMyOIMKOBaHHBIC
COOOIIEH S TI0 JaHHOMY HeBpoJioruueckomy nposisienuto HIT-C nemuorouncnenns [12, 13].

[lepudepuyeckas Helponatus sBIsIETCS PEOKUM ocioxHeHueM Yy mnanueHtoB ¢ HII-C,
KOTOpOEe MOKeT HabmrofaTtbes Mpu MiaaeHdeckux ¢opmax. OHa HUKOTAAa He Halmoaaizach B
clyJasx Hayasia 3a00JICBaHUs B FOHOIIIECKOM WJIM B3pOCIioM Bo3pacte [12, 13, 19].

KorHMTMBHbIE HapyLUeHus

CHuXeHne KOTHUTUBHBIX (QYHKLIUN HaOmogaeTcs mpakTuuecku y Beex nauueHTos ¢ HIT-C ¢
Ne00TOM 3a00JIeBaHUs B MOAPOCTKOBOM/B3pOCIIOM BO3pacTe, HAUMHAasl ¢ ONPEAETICHHOTO MOMEHTa
pa3BuTHs 3200J€BaHUs, HO PEAKO paclio3HaeTcs B ISTCTBE HAa paHHMX dTanax pa3zsutus HII-C [1, 7,
13, 19].

VY manueHToB ¢ HayaloM 3a0o0JieBaHMs B TMO3JHEM MIIAJICHYECKOM M IOHOIIECKOM BO3pacTte

Ctpanuua 4 13 39


http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesHb HumaHHa-MNuka tvn C — 2019-2020-2021 (23.01.2023) — YTBEpPXAeHbI MuH3gpasom PO

OTMEYAJIX IIJIOXYIO IIKOJIBHYIO YCIIEBAEMOCTh U 3aTPyIHEHUS P 00yUEHUH.

Koruutusnasie Hapymenuss npu HII-C, B OCHOBHOM, HAauMHAIOTCSA C JIOOHO-ITOJKOPKOBBIX
PacCTPONCTB M XapaKTEPU3UPYIOTCA CHUKEHUEM HUCIOJHUTEIBHON (YHKIMHU U CIIOBECHON MaMSITH,
a TaK)Ke YMEHBLICHHEM CKOPOCTH 00paboTKu HH(pOpMaIHH.

[Ipu mnporpeccupoBanun HII-C, y mnanmeHToB oOTMeuaeTcsi Oojiee SIBHOE YXYyILICHUE
KOTHUTHUBHBIX (DYHKIUH, BEIylIe€ BO MHOTMX CIydasiX K BBIPDAKEHHOM JEMEHLMU C TIpyObIM
JHUCPEryJIATOPHBIM CHHIPOMOM U HapylieHueM namsru [15, 19, 23, 27].

nCMXI/IanVI‘-IeCKVIe nposiBrneHuns

[Manmentsr ¢ HII-C ¢ nHawyanom 3abojieBaHusl B TOJAPOCTKOBOM/B3POCIOM BO3pACTe YacTo
NEOITUPYIOT TICUXUYECKUMU TPOSIBJICHUSIMH, TaK)Ke COOOIIANIOCh O MalMeHTax ¢ MaHudecranuen
3a00J1€BaHUs B FOHOIIIECKOM BO3pacTe C MOBEACHYECKUMHU OTKIOHEHUSMH B aHaMHE3€ U JAPYTHUMHU
MPOSIBIICHUSMH, OOpAIABIINXCS MTO3KE TI0 MOBOIY MCUXUUECKHUX 3a0oeBanuii [15].

VY mnauveHToB € HayajioM 3a00JjieBaHUS B IOHOLIECKOM BO3pacTe YacTo HaOI0JAI0TCs
MpoOJIeMbl TIOBEACHUS, HapyIIeHUE OOYy4YEHUs, PACCTPOUCTBO SKCIPECCUBHOM peuH, CHHIPOM
neduimTa BHUMaHUS ¢ THIIEpaKTUBHOCTRIO [1, 2, 7, 13, 19].

[Icuxo3 ¢ mM30(pPEeHONOIOOHBIMIA TMPOSIBIICHUSIMH ~ SIBIIICTCS  YacTBIM  CHUMIITOMOM Yy
noApocTkoB/B3pocibix mauueHtoB ¢ HII-C, ormewaerca c¢ wyactotot nmo 25% ciydaes.
Knuandeckne mposBICHWs] YaCTO HEOTIUYMMBI OT MIHU30(PPEHHH C TUIHUYHBIMHU CIIYXOBBIMH
TAUTIOIMHAIIMSAMA, OpPEIOBBIMH HWJIEIMH, PACCTPONCTBOM MBIIUICHUS W TOBEACHHUS, MOTYT
HaOMIOAAThCS MapKephl OPraHUYECKOTO TICHMX03a, B TOM YHCIIE€ 3PUTEIbHBIC TAJLTIOIMHAIINH,
HapyIIeHHEe KOTHUTUBHBIX (DYHKIMI U PE3UCTEHTHOCTh K TICHXOTPOMHOM Tepanuu. [19, 20]

Taxxe Moxer HaOMIOJAThCS KaTaTOHUS, HanOojee YacTo — y NAIMeHTOB C HayaloM
3a0oyieBaHUs B paHHEeM Bo3pacte. OHa 4YacTO HE MOJJIAETCS JICUEHUIO M MOXET CUUTAThCS
MIPU3HAKOM OPraHHYECKOro IMCHXHUYECKOTo 3abomeBanus [12, 13, 19].

CooOmanoch 0 JAPYrUX CEphE3HBIX ICUXUYECKUX MPOSIBICHUAX, BKIOYas JACMPECcCHIO,
OUIOIIIpHOE M 00CECCHBHO-KOMITYIBCUBHOE paccTpoiicTsa [8, 9, 13, 15, 24].

B3pocneie B Bo3pacte > 30 mer wamie oOpamiaroTcs € JIUCPETYISITOPHBIM CHHIPOMOM,
KOTOPBIH XapaKTepu3upyeTcsl HapyIIEHUIMU TOPMOKEHHUS, TUIAHUPOBAHUS U OPTaHU3aIMH, a TAKKe
CHIDKCHHEM KPUTHYECKOM CaMOOLIEHKHM M KOTHUTHUBHOW THOKOCTH, BO3HUKAIOIIUX paHbIIE
Pa3BUTHUS HAPYIICHHUS MMAMATH U Ipyrux odsacreit mosnanus [19].

Bucnepansapie mnposiBaeHus. Bucnepanbaple cumnrtomMbl  HIT-C - Brmrowaror B cels
MIPOSIBIIEHUS CO CTOPOHBI TICUEHU, CENIE3EHKH, JIETKUX U IPYTUX OPraHOB.

[IposiBnenus OGosesuu HII-C B HeoHatanbHOM mnepuoje orMeuaercs B 45-65% ciydaes.
Haubonee paHHMM KIMHMYECKUM TMPOSIBICHHUEM, HE3aBHUCHUMO OT KIMHUYECKOH (hopmbl
3a00JieBaHMs, SBISETCS CHHAPOM  XOJieCcTa3a, HO MOXET OTMeYaTbCsl M30JUPOBaHHAsS
CIUIGHOMETajusl WIM TenaTtociuieHoMeranus. Takke OmUCaHbl CIydad HEMMMYHHOW BOJSHKH,
acIMTa W renaTociuieHoMeranuu miaoja. CuuTtaeTcs NaTOTHOMOHUYHBIM COYETaHHE XOJecTa3a Co
3HAYUTEIBHON  CTEMEHbIO BBIPAKEHHOCTH CIUICHOMEralud 0e3 MPU3HAKOB MOPTaIbHOU
runepreHsud. B OoNbIIMHCTBE CiIydaeB NPU3HAKK XOJiecTaza MpU 3TOM 3a00JieBaHUU
CaMOTIPOM3BOJIEHO pa3pemarTcs K 6-8-My Mecslly XKU3HH, MPU OTOM YBEIWYCHHE MEYCHH U
CeJIE3EHKU COXpaHseTcs emle amuTenbHoe Bpems. [17] B 10% ciydaeB npu panHeit MmaHudecTanmu
HIIC uMeer MOTHMEHOCHOE TE€YEHUE C PA3BUTHUEM I€UEHOUYHOW HEJOCTATOYHOCTH U JIETAJIbHBIM
HCXOJIOM B TeUeHHE TIepBoro roa xwusuu [17, 19, 20].

HeonaranpHelii XollecTa3, TemaTOCIUICHOMETANHS WJIM W30JUPOBAaHHAS CIUICHOMErajius B
aHaMHe3€e YacTO OTMEYAIOTCA Y MAlMEeHTOB C Ha4ajaoM 3a00JIeBaHUSI B paHHEM U CTapIlieM JIETCKOM
BO3pacTe.

Y  manMeHTOoB ¢ HawauoMm  3a0olieBaHWMs B Oollee  cTapimieM — BO3pacTte
renaToCIUICHOMET AU/ U30IMPOBAHHAS CIITICHOMETallusl SIBIISIETCSI OOBIYHO OECCUMITOMHOM M 4acTo
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KIIMHUYECKM HE pacllo3Haercs, uyTo TpeOyer, B ciyudasx nono3penus Ha HII-C, nposenenus
yIABTPA3BYKOBOTO HCCIICAOBAHUS OpraHoB OpromHoil mosnoctu. Ilo uMmeromumcs JaHHBIM
npubnmsurensHo y 15% Bcex manuenTtoB ¢ HII-C u mouyTH y NOJOBHHBI HMAlMEHTOB C HAYajJOM
3a00JIeBaHHs B TOJIPOCTKOBOM/B3POCIOM BO3PACTE OTCYTCTBYET YBEIMYEHUE Pa3MEpPOB IEUYECHU U
cenesenku [15]. OpmHako 3TH JaHHBIE HE OTPaXAOT MCTUHHYIO —PacHpOCTPAHEHHOCTh
renaTroCIUIEHOMETajlul, OTOMY YTO YJIbTPAa3BYKOBOE HCCIIEIOBAaHUE OPraHOB OPIOLIHOW MOJIOCTU
4acTo He MpoBOAMIOCH [15].

B TO Bpems Kkak CIUIGHOMEraiusi TpaKTHYeCKH Bcerga HaOmomaercs npu  HII-C,
rernaToMeraius pexe Haomoaaercs y B3pocibix [19]. YV manueHToB ¢ HelipoaereHepaTHBHBIMU HITH
MICUXUYECKUMHU HAPYIICHUSMH, HaJU4We HW30JMPOBAHHOW CIJICHOMETAIWU IPH OTCYTCTBHHU
MPU3HAKOB MOPTAIGHON THIEPTEH3UH W 3a00JI€BaHUS MEYCHU B 3HAYMTEIBHON Mepe IO3BOJISIET
npeanonarate Hamnuue HIT-C [19].

NHbMIbTpaThl B JETKUX NEHUCTHIMU KIETKAMH, KaK MMPABHIIO, HAOIOJAETCSI HCKITIOYATEIBHO
y MMalEeHTOB C paHHUM HAdaJoOM 3a00JIEBaHUS WM y MAlMEHTOB ¢ MyrtanusMu B reHe NPC2 [13,
19].

BucnepanbHble NMPOSBICHUS, TPU HX HAJUYWHU, BCETJA IPEAIIECTBYIOT HEBPOJIOTHYECKHM
cumnToMaM. bosiee Toro, Bo3pact Hayasia MaHU(ECTallUd BUCLEPAIBHBIX CUMITOMOB HE CBSI3aH C
BO3pAaCcTOM Hadajla HEBPOJIOTHUECKUX MPOSBICHHUIN; HEBPOJIOTUIECKAE CUMIITOMBI MOTYT TIOSIBUTHCS
yepe3 MHOTO JIET WIH JJaXKe JECATUIIETH 1OCIie MOSIBICHNS BUCLEPAIbHBIX CHMIITOMOB.

2. [narHocTuKa 3aboneBaHMA UNU COCTOSAHUA (rpynnbl 3aboneBaHUMW WNu
COCTOSIHUA) MeAULMHCKME TMOKa3aHMA U MNpPOTMBOMNOKAa3aHMA K MNPUMEHEHUIo
MeToA0B ANAarHOCTUKU

Huarno3 HII-C ycraHaBiauBaeTCsi HA OCHOBAaHUM COBOKYITHOCTH:

AHAMHECTHMUYECKUX  JIaHHBIX, KIMHUYECKUX JaHHBIX, pPE3YJIbTAaTOB  JIabOpaTOPHOIO
uccienoBaHus (OMOXMMHMYECKOTO M MOJIEKYISIPHO-TEHETHYECKOrO aHanu3a). B KimHudeckon
JIMarHOCTHKE MOMOTaroT LIKajbl OLEHKU MHJAeKca BepositHocTu auarHosza HII-C, npuBenenHsie B
[Ipunoxennn 12, I'3.

2.1. XXanoo6bl U aHaMHe3

Cumnromer HIT-C moryr pa3BuBaThCs B pasHble Bo3pacTHble nepuoasl. COop aHamHe3a
MOXXET IOMOYb Bpauy BbIABUTH paHHue mposieienus HII-C. B HeonarampHOM mnepuone y
nanueHToB ¢ HII-C MokeT oTMeuaThCsi 3aTsKHAs KEJNTyXa, XOJecTa3 M TelaToCIIEHOMETaus,
KOTOpble MOTYT pa3pemiaTbCsi C BO3pacToM. B ganpHeiilieM Takue MAallMEHThl MOTYT
MaHH(PECTUPOBATH HEBPOJIOTHYECKMMH WM IICHXHATPUYECKUMHU cummromamu [ 13, 19].

B cembe MoryT HaOMIOAATHCS Cydyan MEPTBOPOXKACHHUS, BHYTPUYTPOOHOH rubenu mioja ot
HEYCTAHOBJCHHBIX mpuyuH [13, 19].

Jlo pa3BuUTUS BBIPAXKEHHBIX HEBPOJIOTUYECKUX TMPOSBICHUI Ha HayallbHBIX JTamax
3a00JIeBaHUST OTMEYAIOTCS HEYKJIIOKECTh M YacTble MAJACHUS MO MPUYMHE TJ1a30]BUraTeIbHBIX
Hapymenuit [13, 15, 19].

2.2. ®usnkanbHoe obcnegoBaHue

- Pexomennyercs Bcem mnammeHTam ¢ nojo3peHueM Ha HII-C mpoBeneHHe MOJIHOTO
KOMIUIEKCHOTO 00CJIeZIOBaHuUS JUIsl BEpU(PUKALIMU AUArHO3a, BKIIFOYAIOIIETo B ce0sl:

- O1eHKy aHTPOIIOMETPHUECKUX MOKa3aTesell (BO3MOXKHO MOHM)KEHHOE NMUTaHWe, OTCTaBaHHUe
B pOCTE)

- OneHKy HEBpPOJIOTHUYECKOTO CTaTyca, BKIOYas O0O0S3aTENIbHYI0 OLIEHKY OKOJIYMOTOPHBIX
GyHKUMH ¥ QYHKIUM TJIOTaHUS
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- OHGHKa IICUXOMOTOPHOTO MW PpPCUYCBOTIO pPa3sBHUTHA C MLCJIbIO BbBIABJICHUA 3aACPIKKHU
IICUXOPCUCBOr0 pasBuTHsA, OTCTaABAHUSA B MOTOPHOM pPa3BUTHUH, KOTHUTHUBHBIX WA INCUXUYCCKHUX
HapyleHUu!

- OneHka BUCIEpaTbHBIX HApYIIEHUH (3KeNTyXa, XoJjiecTas, remarocmieHomeranws) [ 3, 19, 30-
32].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEILCTB — 4)

2.3. HaﬁopaToprle AnarHoctn4yeckKkume nccrnegoBaHus

- PekomentyeTcst BceM HanueHTaM B Ka4eCTBE TUArHOCTUYECKUX TECTOB MEPBOW JIMHUM MPU
kuHIYeckoM mono3penun Ha HII-C onpenenenne xonecran-3,5,6-Tpuona B mia3mMe KpOBH JUIS
Bepudukanuu auarsosa [3, 8, 13, 19, 20, 30-32].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEILCTB — 4)

Kommenrtapuu. [loBblmeHre ypoBHSI TPOJYKTOB OKHCIIEHHS XOJieCTepHHa (XoJsecTaH-3,5,6-
Tpuoia u 7-ketocrepoiia) y mojaent ¢ myramusimu B TeHax NPC1 u NPC2, no naHHbIM myOIuKaiui,
SIBIISICTCSI TyYBCTBUTENBHBIM U crienupudeckumM Mapkepom utst ckpuauara HIT-C. YpoBeHb maHHBIX
MeTa0OJIMTOB HE TIOBBIMIACTCS y MAIIMEHTOB C JIPYTUMH HEWPOJEeTeHEPATUBHBIME 3a00JICBAaHUSMHU.
Onpenenuth 3TH COEAWHEHUS MOXHO C IIOMOINBIO METOJa Ta30BOM XpoMarorpapuu macc-
cnektpoMerpun (I'X-MC) unu BpICOKOIQ(PEKTUBHON KUIKOCTHOM Xpomarorpaduu TaHAEMHOM
macc-criektpomerpun (BOXX-MC/MC) [3, 8, 19, 20].

- Pexomenryercss BceM MalyeHTaM B Ka4eCTBE JUArHOCTUICCKUX TECTOB IMEPBOH JIMHUU U JIJIS
MpOrpaMM CeJeKTUBHOro cKkpuHuHra Ha 6one3ns HII-C ompenenenue nusocunromuenuna 509
(JICM509) B ma3Me KpOBH WJIM IISITHAX BBICYIICHHOW KpOBHU ISl Bepudukanuu auarsosa [8, 19,
20, 33].

Yposens yoeaurenbaocTH pekomenaaiuii C (ypoBeHb JTOCTOBEPHOCTH J0KA3aTEILCTB — 4)

KommenTtapuu. B naboparopusx, mpoBoAsiux oOcieoBaHUe, AOKHBI ObITh YCTaHOBJICHBI
coOcTBeHHBIC pepepeHCHBIC 3HAYCHHS JaHHBIX MeTa00IMTOB. Takke HEOOXOAMMO OTMETHTH, YTO
HapylieHue TpeOOBaHUN K XpaHEHHIO M TPAHCIOPTUPOBKE OOPA3IOB SBISETCS NPUUYMHON
JIO’)KHOTIOJIOKUTEIBHBIX pe3yabTaTtoB [8, 19, 20, 33]. IlpaBuna 3abopa KpoBH Ha CTaHIAPTHYIO
KapTouKy-QuibTp npuBeneHs! B [Ipmnoxennn 8.

OnpenenuThb 3TH COeAMHEHUS MOKHO ¢ romoibio MeToaa ['X-MC wm BOXX-MC/MC [3, 8,
19, 20].

- Pexomennyercs Bcem mnauumentam c¢ HII-C omnpenenenune OHOXMMHUYECKHX MapKepoB
(amanmHamuHOTpaHcdepasa, acmapraraMuHoTpaHcdepaza, oOmuii U npsMoi  OuIMpyOuH,
XOJIECTepPUH, TPUTIIULIEPHUIbI, TAKTaTACTUAPOTeHa3a, Kanblui, hocdop, menoynas docdarasza) npu
HAJIMYUU  TPU3HAKOB  Xolnecta3a, (anmpbymuH, ¢ubpunoren, I[ITU wmm IITB, XD,
allaHMHaMUHOTpaHcdepas3a, acmnapraraMuHOTpaHcdepaza, oOmWMI U mOpsMoOl  OUIUPYOHH,
xonectepuH, Ttpurmnepuasl, JIIIHIL, JIIIBII) npm meyeHOYHOHW HEAOCTATOYHOCTH IS
JIMarHOCTHKH IEYEHOYHOM HepocTaTouHocTH [3, 8, 13, 17, 19, 20].

VYpoBenb yoeautenbHOCTH pekoMenaaruii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTenbCTB — 4)

KommenTtapuu. B penkux ciydasx mpu pa3BUTUU MMEYEHOYHOW HEJOCTATOYHOCTU BBISBISIOT
CHIDKEHHME B KPOBU TOKa3aTellel, OTPaKaloIUX CHHTETHUECKYI0 (YHKIUIO TEYCHU: aabOyMHUHa,
¢ubpuHoTeHa, nabopaTopHbIe T[OKa3aTeNu, OmpeAeNseMble Ui OICHKH BHEIIHEro IMyTH
CBEpThIBaHUS KpOBHU, XojectepuHa u ap. [3, 8, 13, 17, 19, 20]. B Gonee crapmem Bo3pacrte
nabopaTopHbIe U3MEHEHHUSI MOTYT OTCYTCTBOBATh UM HaOmroaaeTcss ymepenHoe noseimenue AJIT,
ACT, tpurmuuepunoB, cumxenue JIITHIT u JIIBIT [3, 19, 20]. B mo0om Bo3pacte MOXKET
HAOJIF01aThCS pa3BUTUE TPOMOOITUTOTICHHUH, YTO 00YCIIOBJICHO runepcruieHn3mom [3, 19, 20].

- Pexomennyercs nposenenne ananusa reHoB NPC1 u NPC2 y naiiueHToB ¢ KIMHUYECKUMU U
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ounoxumuueckumu npuszHakamMu HII-C ¢ menbio MOJEKyIspHO-TEHETUYECKOTO TMOATBEPKICHUS
muarnosa HIT-C [3, 8, 19, 20, 32].

YposeHb yoeaurenbHoCTH pekoMenaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTENIbCTB — 5)

Kommentapuu. bonezup HIIC oGycnosinena myrauusmu renoB NPC1 u NPC2. 95% cnyqaes
cBsa3anbl ¢ myrauusmu reia NPC1 (okyc 18ql11-ql2), oxosio 4% ciydyaeB — ¢ MyTrauusMu I'eHa
NPC2 (moxyc 14q24), npumepHo B 1% ciaydaeB MOJICKYJISIPHO-TCHETUYSCKUN Je(PeKT
UACHTU(HUIIMPOBATH HE YIACTCS.

B rene NPC1 onucano 6onee 300 myrauuii, okoso 60 pa3nuyuHbIX HOJUMOP(HBIX BAPUAHTOB.
N3BeCTHO HECKOJIBKO OTHOCHUTEIBHO paclpocTpaHeHHbIX Myrtauuid B reHe NPCI, xotopsie
nokanmu3oBanbl B 20-22 sk3onax reHa (p.lel061Thr, p.Ser954Leu u p.Prol007Ala.), HO, B
OOJIBIIMHCTBE CIy4yaeB, TPEOyeTCs MOJIHOE CEKBEHHPOBAHUE KOAUPYIOMUX 3k30HOB reHoB NPCI1 u
NPC2 nns BeisBiaeHust myrauuid. THQopMaTUBHOCTh TAKOTO TECTUPOBAHUS COCTABIIAET OKOJIO 94%.
Taxoke U1 BBISIBICHUSI MyTalluii MOTYT MIPUMEHSTHCS METOIbI CEKBEHHUPOBAHUSI HOBOTO TIOKOJICHUS
(NGS) — ananu3 naHesnei TeHOB MU KIIMHUYECKOTO 3K30Ma.

MynbTurmiekcHass mpo0Oo3aBUCHMasi JIMTa3Has pPeakius C TMOCHeAyromend aMIuudukanmen
(MLPA) npumeHnsieTcs AJis BBISIBJICHUS KPYITHBIX [IEPECTPOEK T'€HA.

B psime cnydaeB CymecTBYIOT OOBEKTHBHBIE TPYJHOCTH TPU WHTEPIPETAN PE3yTbTAaTOB
MOJIEKYJISIPHO-TEHETUYECKOTO aHallu3a M JWarHo3 MO’KeT ObITh YCTaHOBJIEH Ha OCHOBAaHUU
COBOKYITHOCTH KJIMHUYECKHUX, OMOXUMHUYECKUX U HHCTPYMEHTAIBHBIX JAHHBIX.

[TanimenTsl, y KOTOpBIX BhIsiBIIeHAa onHa mytaius B reHax NPC1 umm NPC2 omkHbl OBITH
THIATENIbHO OOCJENOBaHbl, U MHEHHE O JMarHo3e WIM BapuaHTe HOCUTENIbCTBA 3a00JIeBAHUS
COCTaBJIISI€TCS KOJIJIETUAJIBHO.

Omnpenenenue myranuii (ocooerHo st reHa NPC1) MokeT ObITh 3aTpyTHUTEIBLHBIM U MOXKET
TpeOboBaTh KkoMOmHUpoBaHHBIX wucciaenaoBannii JHK wu k/IHK, a Taxke omnpeneneHus
MOCJIEIOBATEILHOCTH TPOMOYTEPOB U TIIyOOKMX HWHTPOHHBIX OOJacTei, IMOCKOJBbKY B JTHX
00JacTSIX MOTYT HAaXOJUTHCS KPYMHbIE MEPECTPONKHU, IelNelUd U TYIIUKAUU. MyabTHUIUIEKCHAS
ammmudukanus npod ¢ mnomomipio JurupoBaHus — MLPA — Moker OBITH MOJE3HOW IS
OTIpEJIeNIEHNUs ATUX YYaCTKOB.

B psne cnyusaeB auarno3 6onesHr Humanna-Iluka tuma C Moxer ObITh yCTaHOBJIEH Ha
OCHOBAaHUU XapaKTEPHOU KIMHUYECKOW KapTHHBI, TOBBIIIECHHOTO YPOBHSI OMOMAapKEepOB U HAIUYHS
OJHOM MAaTOTE€HHOM MYTaIlUH.

2.4. UHCTpyMeHTanbHble AMarHocTuyYeckue uccrenoBaHus

Pexomenayercs npoeaenue MPT ronosHoro mosra namuentam ¢ HIT-C m1st otileHKu cTenenu
CyOKOPTHUKAIIbHOM/KOPTUKAbHON aTpoduu U arpoduu MoO3Kedka MO0 Mepe MpOTPEecCHpOBAHUS
3a00JIcBaHMs, a TAK)KE MOHMTOPUHIE OTBETa Ha euenue [8, 12, 13, 19, 20].

VYpoBenb yoeautenbHocTH pekoMmenaaruii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5)

KommenTtapuu. Maruuthast pesonancHas tomorpadusi (MPT) ronoBHoro Mosra y naiieHToOB
¢ HII-C ¢ mo3aHuM HayauoM HEBPOJIOTHYECKHUX PACCTPOICTB YacTO BBIABIAET LEpeOpaIbHYIO
W/ MOIKEUKOBYIO aTpo(duio, a TakkKe TMIIEPUHTEHCHUBHBIN CUTHAN OT MEPEBEHTPUKYISIPHOTO
Oenoro BemiecTBa rojoBHOro Mo3ra B pesxkumax T2 u FLAIR y manueHToB ¢ HauanoM 3a00eBaHUs
B paHHeM JIeTCKOM Bo3pacTe. K apyrum o61acTsiM roJIOBHOTO MO3ra, KOTOPbIE MPEUMYIIIECTBEHHO
MOPAKAIOTCS M0 JAHHBIM HEWPOBU3YAIM3ALUU, OTHOCSATCS TUIIIOKAMII, TAJIAMYC U M0JI0CATOE TEJIO.
Kpome Toro, wacto HaOmromaeTcsi MCTOHYEHHWE MO30JIMCTOTO Tela M HEKOTOPOE YMEHbIIEHUE
o0nacTu cpelHero Mo3ra Ha CpeIMHHOM CaruTTajIbHOM Cpe3e.

MPT cnekrpockonus (H-MRSI) mpumensiercss B Hacrosiiee Bpemsi Ui AUATHOCTUKH U
MOHHUTOPHHTa HEKOTOPBIX IPYTHUX BPOKIECHHBIX HApYIICHUH OOMEHa BEIIECTB C HAYYHOM IIETBIO.
Jns muarnoctuku HII-C B kiMHMYeCKOW MpakTUKE JaHHAs METOJUKA HE TMOJIY4YHsIa IIMPOKOTrO
pacnpoctpanenus [8, 19, 20].
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- Pexomenpayercs nmposenenue D3OI mauueHtaMm ¢ noArBepxAeHHbIM auarHo3zom HIT-C npu
HAJIMYUH STHJICIITHYSCKUX TPUCTYIIOB WIIH MIPU MOI03PEHUH Ha Haimuue snwtencuu [ 8, 19, 20].
Yposenb yoeaurenbHocTH pekoMenaiuii C (ypoBeHb JTJOCTOBEPHOCTH JI0KA3aTEILCTB — 5)

- Pexomennayercs Y3U opraHoB OpIONIHOM MOJIOCTH BCeM MarMeHTaM ¢ knuanaeckumu HIT-C
JUIS BBISIBJICHUS CIUICHO/renarociuieHomeranuu [19, 20].
Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEILCTB — 5)

2.5. UHble gnarHocTu4yeckme nccrenoBaHus

Xapaxkrtepusbie st HIT-C Bucuepanpabie cHMITOMBI (HEOHATAIbHAS JKENITyXa, U30JMPOBaHHAS
CIUICHOMETAJIUsl WM TemaToOMEraius) W HEBPOJOTHYECKHUE TMPU3HAKK (HAmpuUMep, yTpaTta WIH
3a/iepKKa Pa3BUTHUSL JBUTATEIBHBIX HABBIKOB, MO3)KEUKOBBIE CHUMIITOMBI) BO3HUKAIOT TpH
HEKOTOPBIX JIPYrHMX BPOXKICHHBIX HapylIEHUsX OOMEHa BELIECTB, BKJIIOuYas 0ose3Hb 3aHaxodda,
Ooone3np l'ome tuma 2, 3, Oone3supr Hwumanna-Iluka, Tum A u B, Oone3nr Tesa-Cakca,
HEJIOCTaTOYHOCTh KUCIIOM umasel [1, 3, 8, 12, 13, 19, 20].

Y HOBOPOXJIEHHBIX U JIET€W T'PYAHOTO BO3pACTa C BUCIEPATBHBIMU CUMITOMaMH OOJIE3HU
Humanna-ITuka, Tun C nuddepeHumranbHplii 1Mario3 NpoBOJUTCS ¢ OOIIMPHOMN TPYyNIION Jpyrux
3a00JI€BaHUM, MPOSBISIONIUXCS CHHAPOMOM XOJieCTa3a M, B TOM YHCIIe OWJIMApHOW aTpe3uei u
MeTa00JIMYECKIMHU HAPYIIEHUSIMH: TaJlakTo3eMueH, 1euiuToM a-1-aHTUTPUTICHA, TUPO3ZUHEMHEH
TUN |, IMTpyIMHEMHEN 2 THIA, IPOTPECCUPYIOIINM CEMEWHBIM BHYTPUIIEYEHOUYHBIM X0JIECTAa30M 3
TUTA, MUTOXOHAPUAILHBIMU HAPYIICHUSIMH, CHHIPOMOM AJIOXKWUIb W JPYTrU€ HACICICTBCHHBIC
0oJ1e3HM ¢ mopaxkenuem neuyenu [3, 17, 19].

[Ipn Oone3nu BunbcoHa W HEKOTOPHIX APYrUX OO0JE3HSAX HAKOIUIEHHWS METAJIOB, LIUPPO3
MEYEHHU TaK)KE MOYKET aCCOI[MUPOBATRLCS € MO3HO BO3HHUKAIOIIEH HelipoaereHepanueii [3, 8, 19].

B moapoctkoBoM mim roHomeckoM Bospacte marnueHTbl ¢ HIT-C gacto manmdecTupyror
CUMITOMaMU MICUX03a, OUIOJISIPHBIM ~ PAcCTPOMCTBOM, Jerpeccuei, aTUIMUYHBIMU
30 PEHONOI0OHBIMU  PACCTPOMCTBAMH  W/WIIM  JPYTUMHU  T[ICUXUATPUUYECKUMHU CHMIITOMaMH,
BKJIIOYasi CUHAPOM AepUIMTa BHUMaHUSA, NMPOSABICHUSMHU, OXOKUMHU Ha CHUHIpPOM Acmeprepa u
IMCPEryasTOpHbIi cunapom [1, 14, 16, 24, 28].

CHmXeHHEe KOTHUTHUBHBIX CIOCOOHOCTEH, arakcus, [ABUraTelbHbIC HapyIICHUS U
BEPTUKAIbHBIA  HAABANCPHBIA TMapajiud B30opa MOryT HaOmonaThCs Yy TMAlHEeHTOB ¢
HAYMHAIOIIUMHUCA BO B3POCIIOM BO3pacTe HEWpOJereHepaTUBHBIMU HAPYIIEHUSMHU, TAaKUMHU Kak
6ose3nb ['entunrrona, cunapom I'epcrmanna-llItpeyccnepa-lllelinkepa WM MPOTPECCUPYIOMINNA
HaIbAIepHbIN mapanuy. OJHaKo NepBble /1Ba 3a00JI€BaHUSI UMEIOT ayTOCOMHO-IOMUHAHTHBIM MyTh
HACJIEIOBAHUS, a MPOTPECCUPYIOMIUNA HAAbANEPHBIA Mapaand OObIYHO HAYMHAETCA Ha IISITOM —
CeIbMOM JIecsiTKe XKM3HU. Hu 0AHO W3 3TUX HapylIeHWH HE acCOIMHPOBAHO C YBEIMUECHUEM
BHYTpeHHHUX opranos [3, 8, 19, 20].

- He pekomenmyercss NpoBelIEHHE MATOJIOTOAHATOMHYECKOTO HCCIICAOBaHMs OHOITaTa
[eYEHH, KOCTHOI'O MO3Ta WM CEJIE3€HKHU s OATBepskacHus quardo3a HIT-C [19, 20].

VYpoBenb yoeautenbHOCTH pekoMenaaruii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5)

KommenTtapun. CBeToBass MUKPOCKOIIHS MOKET OINPENEIUTh XapaKTepHbIE MEHUCThIE KIETKU
B Ppa3IMYHBIX TKAHSX, HO JAaHHbIE M3MEHEHUS He SBISIIOTCS crnenuuueckuMu s OoJe3Hu
Humanna-ITuxka, Tun C.

buornicust xoctHoro mosra. Ilpu BO3MOXXHOCTH TMpOBENEHHUS AAHHOTO aHalM3a, acHHUpaIus
KOCTHOTO MO3Ta MOJKET BBISBUTH NEHHCThIe KieTku. CleqyeT MOMHHTh, YTO WHOUIBTpAIUs
KOCTHOTO MO3Ta MEHUCTHIMH KIETKAaMU KOPPETUPYET CO CTEMEHBIO TSHKECTH 3a00JICBaHMS U MOXKET
ObITh MUHUMAJILHOM Yy TAIlMEeHTOB Ha paHHUX JTamax 3a0olieBaHUs. MHOXECTBEHHBIE ILUIAIIKU
KOCTHOTO MO3Ta TpeOYIOTCs sl UCKIIIOUEHUS OMMOKK 0TOOpa MPOOBI; B MEPBYIO OUEpelb CIEAYET
MIPOBOJIUTH MEHEE WHBA3UBHBIE MPOIICTYPHI.
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- Pexomennyercs Bcem mamuentam ¢ HII-C, u ux ceMbsiM moclie MOCTAHOBKH JIMArHO3a
KOHCYJIbTAI[HsI MEJJMIIMHCKOTO ricuxosiora [8, 19].
Yposenb yoeaurenbHocTH pekoMenaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB — 5)

3. JleyeHne, BKNro4vasn MeaAUKaAaMEeHTO3HYH0O U HeMeOAUKaMeHTO3HYH Tepanuu,
AuvneTtToTtepanuio, ob6e3bonnBaHue, MegULIMHCKUE MOKa3aHUA U npoTUBONOKa3aHuUA K
npuMeHeHNno MeToa0B Nle4YeHusA

Jleuenne HII-C Briroyaer maTOreHETHYECKYI0 M CHUMITOMATHYECKyrO Tepamnuto. Cremyer
YUUTBIBaTh, YTO APPEKT OT NATOrE€HETUUYECKON Tepanmuy BO MHOIOM 3aBUCHT OT BO3pacTa Hayaia
JICYEHUS W TIO3BOJISIET 3aMEJINTh MPOTpPEcCHpoBaHHE 3a00JIEBaHMS, HO HE OCTAHOBHUTH €r0
MOJIHOCTBIO. [I7Isl KIIMHUYECKOW OLIEHKH JBUTATEIbHBIX HAa (DOHE MPOBOJUMON Tepanuu MOKHO
IIPUMEHATH CTaHIAPTHBIM BUAECONPOTOKOJ, IPUBEACHHBIN B [Ipnunoxenun 14,

3.1. MaToreHeTU4YeckKoe nevyeHue

- Pexomennyercs Bcem mnamuentam 12 ner u crapme ¢ HII-C u HeBposnormueckumu
HapylIeHUSMH Ha3HaueHWe CcyOcTpaT-pelylupyoled Tepanuu — pPEeKOMEHJOBaHHAas /032
muriycrara®** cocrasnger 200 Mr Tpu pasza B JA€Hb Ul TOCTHIKEHHUSI TEPAreBTUYECKOTo 3PdexTa
[9-11, 21, 22].

VYpoBeHb YOSAUTEIbHOCTH PeKOMeH Al A (YpOBEHb JJOCTOBEPHOCTH JI0KA3aTEIbCTB — 2)

Kommenrtapuu. Murnycrat**  (N-Oyrui-neoxcunoiupumunud; NB-DNJ)  aBasercs
HEOOJBIION MOJIEKYJIOM HMHHOCaxapa, KOTOpas JeHCTByeT KaK KOHKYPEHTHBIM WHIHOUTOp
(bepMeHTa, INIIOKO3UPLIEPaMUICUHTA3bl, KOTOPBIA KaTaJU3UpPyeT NEepBbI (UKCHUPOBAHHBIA ITam
cunTe3a raukochunaromumuoB (I'CJII).

Murnycrat** MOXEeT NMPOHHMKATh Yepe3 remMaTodHIedanmndeckuii 6apbrep, U ObUIO MMOKa3aHo,
yTO0 OH ymeHbInaeT HakorsieHue ['CJI B roJoBHOM Mo3re, 3aMeUIsieT pa3BUTHE HEBPOJOTHYECKOU
CUMIITOMATUKA M YIJIUHIET BbDKMBAEMOCTb IPU JOKIMHUYECKUX HccieqoBaHUAX. OH MoxkeT
TaKXKe HENpsIMbIM 00pa3oM peryjJupoBaTh BHYTPUKIETOYHBIM rOMeOCTa3 KaJbLUs, CBSI3aHHBIN C
HaKOIJIEHHEM C(UHIO3UHA — IIpeoaraeMbIM IycKoBbIM (pakTopoM B narorerese HIIC1 — myrem
BIIMSIHMSI HA KOHLEHTPALMIO TIIIOKO3MILepaMUIa.

Ha6mrogaemas 6e3omacHoCTh U mepeHocuMocTh murirycrara** npu HIT-C npubnmusutensHO
Takas jke, Kak npu Ooseznn [ome 1 Tuma, ¥ B LENIOM CXOAHA B NONYJIALUU JeTed Hu
B3pPOCIBIX/MOJIOABIX NanueHToB. Haubosiee 4acTo OTMEYaeMbIMU HEKENATENbHBIMU SIBICHUAMU
Obu1a crabasi WM yMepeHHasl 1uapesi, METeOpU3M, ITOTeps Beca U TPEMOD.

HexxenarenbHble SBICHHS CO CTOPOHBI JKEJIYyJOYHO-KHUIIEYHOTO TpakTa U HeOOJbIlas HIU
yMepeHHas noteps Beca (B ueiaoM HaOmonaemas y 50% manueHTOB) MMEIM TEHACHLMIO K
CHI)KEHHIO CO BPEMEHEM IPH HEHPEPBIBHOM Teparuy M yCIEIIHO KOHTpohupoBamuchk [9-11, 22].
JlaHHBIE KJIMHUYECKUX MCCIIEOBAHUN ¢ MpUMEHeHneM Muriryctara o0oOmensl B [Ipunoxenun I'5
[22]. B cBm3u c neitponerenepatuBHoil npuponoit HII-C, crabunmzanus 3a0oneBaHus WK
YMEHBIIIEHUE CTENEHU NpOrpeccUpoBaHMs 3a0o0jieBaHMs SBIIAIOTCS HauboJiee pealuCTUYHBIMU
LEJIIMU, KOTOPBIE MOXHO JIOCTUTHYTb IPH JUIUTENILHON crienn(puieckoil Tepanuu 3a00s1eBaHus.

BumuMmelil  MOJIOKUTENBHBIA KIMHAYECKUN pe3ynpTaT y nanueHtoB ¢ HII-C  moxer
HaOmromaTeest yepe3 6 MecsueB — 1 roa. B cinywasx MemieHHO Mporpeccupyromux ¢opm
3aboJeBaHMs (HalpuMep, y MaUeHToB ¢ HayajaoM 3a00JIeBaHUS BO B3POCIOM BO3pacTe), 3PPeKThI
OT JIEYEHMs MOTYT HaOIr01aThCs uepes3 ele 0oJiee UIMTENbHbIM MPOMEXyTOK BpeMmenu |3, 8-11, 19,
23].

B cnyuasx Haim4Ms TSOKENbIX HEBPOJOTHMUECKHX HApYHIEHWH YK€ Ha MOMEHT IOCTaHOBKH
JIMarHo3a, B 0COOEHHOCTH Y MallMEHTOB PaHHETO BO3pacTa, CYIECTBYET MEHbIIast BEPOATHOTO TOTO,
YTO MUIIIyCTaT** MpUHECET CYLIECTBEHHYIO TEPANIEBTUUECKYIO MOJIb3Y.
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- Pekomennyercss Bcem mnarueHtaM B Bo3pacte 4-12 ner ¢ HII-C u HeBposiormueckumu
HapyIIEHUSIMA Ha3HAYeHHE CyOCTpaT-pelylupyIouled Tepanuud — 103a MUTIycTata** y naHHOU
PYyNIbl MAllMEHTOB HA3HA4aeTCs MCXOAS W3 IUIOIIAJM IMOBEPXHOCTH Tena (mpuiiokeHue A3,
tabnuna 1) ams nocTmkeHus tepaneBrudeckoro addexra [9-11, 21, 22].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEIbCTB — 4)

- Pexomenayercs mammentam ¢ HII-C, mosyyaromum Tepanuio MUrIyctaToM™**, mpu
MOSIBJICHUH HApYLIEHUH CO CTOPOHBI XKEJIyJIOYHO-KUIIEYHOTO TPAKTa, NPHU JUIMTEIBbHOW Auapee u
00JISIX B JKMBOTE HA3HAUYCHWE NPENapaToB, YTHETAIOUIMX MepUcTaIbTHKY (Hampumep, A07DAO03
jgonepaMuaa*™* anus mManMeHToB crapmie 6 JeT) W/WIM W3MEHEHHWEM JIUEThl; MPH JUTUTEeIBbHOU
abIOMMHAJIBHON 00K — crna3MoJuTH4ecKas Tepanus. J[Jis HEKOTOPBIX MalMEHTOB MOXET ObITh
MOJIC3HBIM BPEMEHHOE YMEHBIIICHUE 103kl MUriTycTata** [3, 18].

YpoBeHb yOeAUTEIBHOCTH peKoMeH 1a1uii B (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEILCTB — D).

- Pexomenpayercs nmanuentam ¢ HII-C npekpaTtuth JiedyeHHe MUTIIycTaTOM** B TOM cilyyae,
€CJI HECMOTpSi Ha YMEHbBIIEHHUE J03bl, U3MEHEHUE JMEThl WM CHUMITOMAaTHYECKOE JIEYEHHE,
Pa3BUBAIOTCS CEPhE3HBIC HAPYIIIEHHUS CO CTOPOHBI KEJTYI0UHO-KHIIIeYHOTo TpakTa [3, 18, 19].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

KommenTapun. IlenecooOpa3HOCTh TPOJOKEHUS JICUCHHUS] MHTIYyCTaTOM™* IMalMeHToB ¢
TSOKEIIBIMHA  TTPOTPECCUPYIOIIMMY  HApYIICHUSIMH, TPHBEIIIAMHA K HACTYIUICHHIO TIyOOKOU
MICUXOHEBPOJIOTUYECKON MHBAIMIN3ALINY, HEOUEBU/IHA U HYXAeTCs B JaJIbHEHIIIEM 00CYXIEHUH.

Pemenne o BHeCEHMM W3MEHEHUN WM TPEKpaAlleHUH TEeparuyd MUIIIYCTaTOM™**  JTOJIKHBI
OCHOBBIBATHCS HA HMHIMBUIYaTbHBIX XapaKTEPUCTHKAX MAIlMeHTa W MPHHAMATHCS COBMECTHO

CIICIINAJINCTOM B O6J'IaCTI/I MCTa6OHI/I‘IeCKI/IX 3360H€BaHHﬁ, a TaKKC pOAUTCIIAMU U YJICHAMHU CCMbU
[3, 18, 19].

3.2. CumnToMaTUyeckKoe neyeHume

I[To cumnromatmyeckoir Ttepanmuu HII-C HeT paHIOMU3UPOBAHHBIX KOHTPOJIUPYEMBIX
uccienoBaHuil. Bce mpuBeneHHblE HWKE PEKOMEHIAIMM OTPaXKAlOT SKCIIEPTHOE MHEHHE
CHEIHAIMCTOB W3 pa3HbIX cTpaH. llpemaparbl Ui JeueHUsT HEBPOJIOTMYECKUX OCIIOKHEHUH,
SNWIENICUU, TICUXMYECKUX HApyUIEHUH Ha3HayalOT B COOTBETCTBHMM C  KJIMHUYECKUMU
peKOMEeHAAUAMHU, Pa3pabOTaHHBIMU 1Sl COOTBETCTBYIoMIeH nmaronoruu ([Ipunoxxenne A3 tabnuna

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

- Pexomenmyercst HaOmoaaTh 3a QyHKIMEH TioTaHus, mpexae Bcero, y nanuentos ¢ HII-C,
KOTOPBIE OTHOCSTCS K TIpYIe PUCKa MO acmupanud. Bompoc 00 opraHM3aluu MUTAHUS U W/HIA
JeYeHUH aucharuu JOJKCH OBITh PEIICH KaK MOJXKHO paHbIlle, NPH 3TOM PEKOMEHIOBaHbBI
CIICAYIOIINE MEphI: 0oJiee MATKAsl WM T'YCTas MHIA, 30HI0BOC MUTAHUE, HAJIOKEHHE TaCTPOCTOMBI
(mns Toro, 4ToObI 00ECeYuTh HOCTATOYHOE MOCTYIUICHHE XKUAKOCTU U Kanopuii) 3, 8-11, 21, 29,
34].

VYpoBeHb yOeAUTETbHOCTH PEKOMEH IaIHii B (YpOBEHb JOCTOBEPHOCTH J0KA3aTENbCTB — 3)

- Pexomennyercs nanuentam ¢ HII-C B ciiyyae pa3BuTHs BTOPUYHOM JIETOYHOW MATOJIOTUU B
pe3ynpTaTe acmupaludyd Ha3HaueHUuEe AaHTHOAKTEepPHalbHOM Tepanmuu MpernapaTaMu I[IHPOKOTO
CIIEeKTpa JACHCTBUS TS IPEAOTBPAICHUs pa3BUTHS OCIoKHeHui [ 3, 8-11, 21, 29].

VYpoBenb yoeautenbHoCTH pekoMenaaruii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeNbCTB — 5)

- Pexomennyercs maumentam c¢ HII-C, uMeromuM [aHHBIM CUMOTOM, JUIsl YMEHbBILIEHUS
cimoHoTeueHus npumenats  A03BAOl  arponua™*  mepopanmbHO, uHBEKIMH MO3AXO01
OOTYITMHUYECKOTO TOKCHHA THIIa AA B OKOJIOYITHYIO WJIM TIOJUENTIOCTHYO *kenesy [3, 19].
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Yposens yoeaurenbHocTH pekoMenaiuii C (ypoBeHb JJOCTOBEPHOCTH JI0KA3aTeIbCTB — 5)

- Pexomennyercs mnaumentam c¢ HII-C, umerommm JaHHBIA CUMNOTOM, IS KOPPEKIUU
HAPKOJICTICHU, WHBEPCUU CHA W/UIU CHHJIPOMAa OOCTPYKTHBHOTO amHOd BO CHE, MPHUMEHEHUE
NO5CHO1 mematoHuHA M JISYEHHE METOJOM CO3HaHUS IMOCTOSHHOTO ITOJIOXKHUTECILHOIO JABJICHUS B
npixatenbHbIX myTsax (CPAP-tepanus) [3, 19].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEILCTB — 5)

- Pexomennyercs nanuentam ¢ HII-C ¢ skcrpanvpaMuHbIMU HapylIEHUSIMU MPUMEHEHUE
ATUIMHMYHBIX HEHPOJIETITUKOB U PETYJISIPHBIN HEBPOJIOTMUECKUNH MOHUTOPUHT C LIE€IbI0 MUHUMHU3ALUN
MPOrPECCUPOBAHHMS JIFOOBIX COMYTCTBYOLIMX SKCTPAMPAMUIHBIX MposiBiieHui [8, 19, 24, 28].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEILCTB — D)

Kommenrtapuu: Ilcuxo3 yacto moagaercs JIeYEHUIO aHTUIICUXOTHUYECKUMHU JIEKAPCTBEHHBIMU
npenapaTamu, XoTsl y HekoTopbIx nanuenToB ¢ HII-C nabmonaeTcst oTcyTcTBHE OTBETa Ha JIEUEHHE
WM J1aXKe MapaJioKcalbHOE yXY/IIIEHUE.

- Pexomennyercs Bcem mnamuentam c¢ HII-C, nng nedenus OumnonsipHbix addeKTHBHBIX
paccTpoicTB, cTadmmm3aTopbl HacTpoeHus, Takue kak NO3AGO1 BansmpoeBast KUCIOTa™ ™ (eTsaMm ¢
3 7er), a A Tepanmuu JEMPECCHH Ha3HAYCHHE CEJICKTUBHBIX WHTHOMTOPOB OOPATHOTO 3axBara
ceporonwuHa [8, 19].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

- Pexomennyercs Bcem mamuentam ¢ HII-C pannero Bo3pacta (HOBOPOXKAEHHBIE U AETU
MEPBBIX JIET JKU3HM), IPU Pa3BUTUU CHUHIpPOMA XOJecTa3a >KeTUeroHHas Tepamus IpernapaToMm
AO05AA02 ypcoe30KCHX0JIeBOM KUCIOThI# (cycrnensus ) B 1o3e 10-30 mr/kr/cyt [35].

Yposeus yoeaurenbaocTH pekoMmenaaiuii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 4)

- Pekomennyercs Bcem nanuentam c¢ HII-C panHero Bo3pacta ¢ 3aMECTUTENIBHOM IIEJIbIO
Ha3HAYalOTCs KkupopacTBopumbie BuTamMunsl (A, /1, E u K) [3].
VYpoBeHb yoeautenbHoCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — 5)

- He pexkomenayercs Bcem mnanumeHtam ¢ HII-C B ciydae pa3BUTHS [EUYEHOYHOU
HEJIOCTATOYHOCTH MMPOBEACHHE TPaHCILIaHTaIMK redeHu [17, 19].

VYpoBeHb yoeautenbHOCTH pekoMmenaaruii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5)

Kommenrtapuu. Crenyer HpOBOAUTH PErYISIPHBII MOHUTOPUHI MAIlMEHTOB C JMArHO30M,
YCTaHOBJICHHBIM B pe3yJIbTaTeé CKPUHUHTA CHOCOB MJIM Ha OCHOBE BHUCLEPAIbHBIX CUMIITOMOB, Ha
MpeIMeT BORHUKHOBEHHUSI HEBPOJIOTUYECKUX MPOSIBICHUH, U CIEAYET PELINTh BONPOC O Ha3HAUYCHUU
JICYCHUS TIPH MEPBBIX MPU3HAKAX Havaaa HEBPOJOTHIECKUX paccTpoiicts [3, 8, 19].

3.3. AneTtoTepanus

- Pexkomennyercst [uis ycTpaHEHMs WM YMEHBUICHHS BBIPAKEHHOCTH IMCIENTHYECKHX
paccTpoMCTB, TAKUX Kak AMapes, TOLIHOTAa, pBOTA, CHIKEHHs Beca, O0JIM B KUBOTE IPU JICYCHUU
MUTITYCTaTOM** coOMI0/IeHNEe TUEeThl ¢ IOHM)KEHHBIM COJIep’KaHUEM JMcaxapua0B M OJIUT0CaXxapoB
[3, 13, 19].

VpoBeHb yoeautenbHOcTH pekoMeraiuii C (ypoBeHb JJOCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

Kommenrtapuu. [lpu npumenenuun mnpemnapara muriaycrat** y manuentoB ¢ HIIC moryr
HabmroaThesl Auapes, OOJIM B JKHMBOTE, METEOPU3M, CBS3aHHbIE C OJOKHpPOBaHUEM (EpMEHTa,
PacILEIUIAIONIEr0 JU- U OJIMTOCAaXapuabl, B IIEPBbIE HEAEIN Havaja TEPANNHU, C TOCIEAYIOIINM C €€
pacIIMpeHUEM 3a CUET MPOAYKTOB, YKa3aHHbIX B KoJoHKe "OI' PAHUYUTDL" (mpunoxenue ['6). Ha
NEpBOM JTafe Ha3HAueHUs CyOcTpaT-pelylupyIolled Teparnuu JKeNaTelIbHO Ha3HaueHHe
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NPOOMOTHKOB, KOTOpPbIE CHW)KAIOT PUCK BO3HUKHOBEHHUS IKEIYJAOYHO-KUIICYHBIX MPOOJIEM H
yAY4IIAIOT paboTy KUIICYHHKA.

Haznauenmne AUCTHI ITPOBOJAT B TPHU MOCJIICAOBATCIIBHBIX 3Talla:

1. Ctporas auera ¢ UCKIIOYEHHUEM JUCaXapuI0B;

2. PaCHII/IpCHHaH JAUCTa € TOCTCICHHBLIM BBCACHHUEM IIPOAYKTOB IIMTAaHUA, COACPKALMIUX
T Caxapyibl;

3. HpaKTI/I‘-IeCKI/I HOpMaJIbHAsA JUCTA, 3a UCKIIIOUCHUCM IPOAYKTOB IMUTAHWA, KOTOPBIC IIJIOXO
HEPEHOCSTCS.

[Ipo10MIKUTENBHOCTh KaX/I0T0 3Tana BapbUPYET OT HECKOJbKUX HEAETb 0 HECKOJbKHX
MecsueB. CoOroeHne AUeThl MO3BOJISIET CHU3UTh 1M000YHbIE 3((EKTHI penapara MUIITyCTaT** u
ofOecrieunBaeT JI0CTaTOYHOE MOCTYIUIEHHE HEOOXOAMMBIX BEIECTB U AHEPrUH s HOPMAIbHOTO
byHKIIMOHMPOBaHKs opranu3ma [3, 18].

4. MeauuunHckas peaGMﬂMTaLlMﬂ, MeaAULUNHCKUe nokKasaHusA n
NPOTUBOMNOKAa3aHUA K npuMeHeHno metonoB peaGMﬂMTaLIVIVI

- Pexomennyercs nns mauuentoB c¢ HII-C Bpauom-¢pusuorepaneBrom u Bpauom-JIOK
pa3pabaThiBaTh WHJIWBHAYAIBHBIM Kypc peaOMIMTAIMK, BKIIOYAIOIMIMA Maccax, JICUYECOHYIO
bu3KynbTYpY, PusnorepaneBTryeckue nporeaypsi [3, 19].

Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIBCTB — D)

- Pexomenayercs  peaOWIuMTalMOHHBIE  Kypchl — (MemuuuHCKui — Maccax, JIOK,
¢buznonpoueaypbl, INCUXOJOTO-NeAaroruyeckas MOMOIb) KEJaTeIbHO MPOBOAUTH B YCIOBHUAX
JTHEBHOTO CTallMOHapa MPOBOAMTCS C 4acTOToMl 3-4 pa3za B TOJl, IJIUTEIBHOCTh — ONPEAEIAETCS
TSKECTHIO COCTOSIHUSL M OTBETOM Ha IPOBOAMMBIC Meponpustus [ 3, 19].

Yposens yoeaurenbaocTH pekomenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIBCTB — D)

NMcunxonoro-negarornyeckasi NOMoLUb

- PexoMenjayercss TpPOBOJMUTH IICHXOJIOTO-TIEAArornyeckyro momoins aersm c¢ HII-C B
KOMIUIEKCE PEaOMIUTAIMOHHBIX MeponpusIThid. KoppeKIMOHHO-TIeqarornieckoe BO3/ICHCTBHE
OmpeneNnseTcss B 3aBUCHMOCTH OT TSDKECTH W JUIMTEIBHOCTH TEUCHHsI OOJIC3HH, CTPYKTYPHI
HApyIIECHWA  3JI0pOBbs, CTCINEHW HEIOPAa3BUTHUS  TO3HABATEILHOW  JICATEIBHOCTH, THIIA
HMOILIMOHAIIBHOTO pearupoBaHus, 0COOCHHOCTEW MOBEJACHUS peOCHKA. BKiIroueHre KOpPEKIIMOHHO-
MEeIarOTHYECKOTO COMPOBOXKICHUSI B KOMIUIEKC BOCCTaHOBHUTEIBHBIX MEPONPHUATHI 0OecrieunBacT
JOTIOJTHUTEIIBHYIO OLICHKY TMHAMUKU TICUXHUYECKOTO Pa3BUTHSI KaK OJJTHOTO M3 BAKHBIX IMOKa3aTeleH
COCTOSIHUSI 3I0POBBSI, MOBBIIIACT 3(H(HEKTUBHOCTH TEPANEBTUYCCKUX BMEIIATEIBCTB, CHIDKACT
HSKOHOMHUYECKOE OpeMsi JaHHOW IaTOJOTHH 3a CYET COIMAJIHM3AlMU IMAallMEHTOB W COXPaHEHUS
MICUXOJIOTUYECKOTO TMOTCHIIMAIA TPYIOCIOCOOHBIX YJICHOB CEMbH. PEKOMEHIIOBAHO IMPOBEICHHE
PEryIsipHOI OLIEHKM KOTHUTHBHOTO CTAaTyCa MAI[EHTOB C IIEIBI0 ONPEIEIICHUs] BO3MOXHOU (HOpMBI
o0yueHust (KOppEKIMOHHBIH Ki1acc) [3, 19].

VYpoBenb yoeautenbHOCTH pekoMenaaruii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5)

MannmatnBHasa nomoLlb

- PexoMeHnpayercss okazaHUE BCECTOPOHHEH MOMOIIM (MEAMLMHCKOW, MCUXOCOLMATBHON H
MaTepHaIbHON) JETAM C HEU3JICYHMMBIMH OIPAaHHMUYMBAIOIIMMHU CPOK JKU3HU 3a0oseBaHusIMU. B
COCTaB MAJUIMATUBHBIX CIYXO BXOJAT Bpayul, MEIUIIMHCKUE CECTPHI, NCHXOJOTH M COLMAJIbHbIE
paGoTHukH. HecMOTpst Ha TsKelloe COCTOSHUE M MOCTOSHHYIO MOTPEOHOCTh B MOHUTOPUHIE, BCE
MALUEHTB IPEUMYLIECTBEHHO HAXOATCS IOMa B KPYT'y CBOE€H ceMbu U Apy3eil. OCHOBHOM LIENbIO
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paGOTbI IMaJJIMaTUBHBIX CJIY)I(6 ABJISIETCA CO3JaHUC BCEX HCO6XOI[I/IMBIX yCJIOBI/Iﬁ JJIA O6€CH€‘-I€HI/I$I
HaxXOXXJACHUA MAallMCHTOB B AOMAlIHHUX YCJIOBHUAX, @ HC B CTCHAX J1e4ueOHOTO0 YUYpCIKKACHUA, YTO
MO3BOJIACT HC TOJIBKO YIYYIIHUTL KAa4YC€CTBO JKW3HH IMNAIIMCHTOB U HUX ceMeﬁ, HO W CYHIECTBCHHO
CHHM3HUTbh rOCYJapCTBCHHBIC 3aTPAThl Ha MOCTOSHHOE CTAIIHOHAPHOE JICUCHUE TaKUX HarnueHToB [19].
Yposens yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTeNIbLCTB — 5)

5. npO(bVI.ﬂaKTMKa n AancnaHcepHoe HaGnwaeHne, MeAULMHCKUE NMOKa3aHUA U
NPOTUBOMNOKa3aHUA K npuMeHeHno metonoB HpO(bVIﬂaKTMKVI

[Ipumeuanue.
B oduumansHOM TEKCTe MAOKyMEHTa, BHJAMMO, JONYIIEHa OIeyaTKa: HMEETCs B BUAY
[Ipunoxenue I'7, a ve Ilpunoxenue 7.

[leproguunocTs NOBTOPHBIX oOcienoBanuil nammentos ¢ HII-C npuBenena B Ilpunoxenuu
7. B 3aBUCHMMOCTH OT OcOOEHHOCTEH TeueHHsl 3a00JIeBaHUS YAacCTOTa MOBTOPHBIX OOCIEIOBaHUI
MOJKET ONpPeAENATHCS JIeYallluM BpauoM MHAUBHUIYAIBHO.

- Pexomennyercst mocie ycraHoBieHus quarHos3a nanuenty ¢ HII-C wmm ero odunmanbHbIM
MIpe/ICTaBUTENSIM, KOHCY/IbTAllUs Bpadya-TreHeTHKa C 1IeJIbI0 pacyeTa TeHEeTUYECKOTO PUCKA B CEMbE,
aHaJM3a POJIOCIOBHOM M 00CYXKICHHS BO3MOXHOCTEH MpeHaTanbHON auarHoctuku [19].

Yposenb yoenuTenbHOCTH pekoMeHaanuu — C (ypoBEHb TOCTOBEPHOCTH JJOKA3AaTEIbCTB ).

KomMentapuu: B cempsx, rae e€cTb HalMEeHT ¢ YCTAaHOBJICHHOM MYTallMeil, CYIIECTBYET
BO3MOKHOCTb ITPOBEJICHUS NMPEUMIUIAHTAlMOHHOW M IMpEeHaTalbHOW auarHocTuku. [IpeHaranpHas
JIMarHOCTUKa BO3MOXKHA MeToAamMu mpsMord uiu kocBeHHOM JIHK-mmarnoctuku mnga cemei ¢
W3BECTHBIM T'€HOTHUIIOM.

6. OpraHusauusa okazaHus MeAULUHCKON NOMOLLMU

MokasaHun ansa nnaHoBoMn rocnutanun3auimm B MEAULNHCKYHO OpraHu3auuio:

- IlpoBeneHue IUATHOCTUKHA M JICUCHUS, TPEOYIOIIHE KPYrJIOCYTOYHOIO MEIUIIMHCKOTO
HaOJIFOIEHUS.

- Cocrosaue, TpeOyolIee aKTHBHOTO JICYCHHS W KPYIJIOCYTOYHOTO MEAMIIMHCKOTO
HaOJIIOICHH,;

- CocrosiHue, TpeOyroIlee MPOBEICHUS BBICOKOTEXHOJIOTHYHBIX METOIOB JICUCHUS

- HeoOxomuMoCTh TPOBEACHHS pPAa3IMYHBIX BHJOB OKCIEPTH3 MM OOCICIOBAaHUSA B
MEJIUIUHCKOW OpraHu3allii NPU HEBO3MOXKHOCTH IPOBEICHHUS WX B aMOYJIaTOPHBIX YCIOBUSX,
TPeOYIOMUX TUHAMHYECKOT0 HaOmroIeH sl (B TOM 4ncie oGopMIIeHHE 3aKiTFoueHus (heaepaIbHOro
KOHCUJINYMa).

NMoka3saHusA K 3KCTpEHHOﬁ rocnutanun3auunmn:

- Octpble 3a0oseBaHUs, OOOCTPEHHS XPOHMUYECKMX OoJie3HEl, OTpaBIE€HUS M TpPaBMBI,
COCTOSIHUS, TpeOyYIOIIe UHTEHCUBHON Tepaluu U MepeBoJia B PeaHUMAalMOHHbIE OTACICHUS WU
OTJENICHUs] MHTEHCUBHOM TEpamuM, a TaKKe KPYrJOCYTOYHOTO MEAMLMHCKOIO HAONIOJEHUS U
MIPOBEICHUS CIIELUAIBHBIX BUJIOB 00CIEJOBAHUS U JICUSHHS.

MokasaHusA K BbINUCKe NauueHTa U3 MeaULMHCKOW opraHusauum:

- OTCYTCTBI/IC YI'pO3bI ’)KU3HU IMAIIUCHTA,

- OTCYTCTBI/IC YI'pO3bI pa3BUTUSA OCHOX(HCHHﬁ, Tpe6YIOIJ_[I/IX HCOTJIOXKHOI'O JICUCHU A,

- CTa6I/IJ'II/I3 anus COCTOAHUS nu OCHOBHBIX KIIMHUKO -J'Ia60paT0pHBIX nokasareJien
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MaTOJIOTHUYECKOTO MPOLIEcca 0 OCHOBHOMY 3a00JI€BaHHUIO;

- OrcyrcTBHE HEOOXOAMMOCTH B TIOCTOSIHHOM BpadyeOHOM M KPYTJIOCYTOYHOM METUIIMHCKOM
HaOJIIOJICHUH 110 OCHOBHOMY 3a00JIEBaHHUIO;

- HeoOxoqumocTH mepeBojia ManuenTa B APYryio OOJBHUIYY WIN YYPEXKIEHUE COLUATIBLHOTO
o0ecrieueHusI.

7. OJononHutenbHas wuHdopmauua (B ToM u4ucrne akTopbl, Bnusilowme Ha
ucxopn 3aboneBaHUA UM COCTOAAHUA)

PanHss nuarHocTMka W HAYallo MAaTOTCHETHYECKOTO M CUMITOMATHYECKOTO JICYEHUS MOTYT
3HAYUTEIHHO MOBIUATH Ha IPOTHO3 M UcX0[ 3a0oseBanus [13, 20, 23].

HecmoTps Ha Hanmu4ue NaTOreHeTUYEeCKOro JIe4eHus, Mporuo3 npu 6osne3nu Humanna-Iluka,
tun C MPOJI0IDKAET OCTaBATHCS HEONArOMPUSATHBIM. XapaKkTep MpOorpecCUpOoBaHHs 3a00JIeBaHUS H
MIPOJIOJKUTENBHOCTD XU3HU y nanreHToB ¢ HIT-C kpaiine BapraOenbHBbI.

CBoeBpeMEHHOE Ha3HAYCHHWE [aTOTEHETHYECKOM Tepanmuu  (CyOcTpaT-penylnupyromast
Teparnus) MOXKET YAyYIIUTh IPOrHo3 maienTos [8-13, 19, 23, 27].

PexomenyeTcsi mpoBeneHHEe CKPUHWHTA TPYIIT BBICOKOTO pHCKa (TAIMEHTHl C aTaKkchew,
KaTaJieKcueil) ¢ menbko BeisiBieHus nauentos ¢ HIT-C [7, 12].

[TanieHTBI, y KOTOPBIX pa3BUBACTCS TsDKETAsl SMIJIETICHS, KaK MPaBHUJIO, UMEIOT XYIIIHA
MPOTHO3 M MEHBIIYI0 MPOJOJDKUTEIBHOCTh JKU3HU, MO CpPaBHEHHWIO C TMAaIieHTaMu 0e3 ¢
AMUICTITHYCCKUX TPUCTYTIOB [19].

Kputepum oueHKun KayectBa MeULIMHCKOW NOMOLLM

Kputepun oneHkr kauecTBa MEAUIIUHCKON TOMOIIN

N Kputepun kauectna O1ieHKa BBITIOJTHEHUS

1. |Bemosmeno omnpenenenue JICMS09 B mnstHax kpoBu wu/uim | Jla/HeT
xoJjiectaH-3,5,6-Tpuoa B MIa3Me KpPOBHU M MOJICKYJISIPHO-
TreHEeTUYECKOEe HCcienoBaHue (BbIssBIeHHEe myTtanuii B TeHe NPCI,
NPC2) npu nmoctaHOBKe 1UarHos3a

2. |BoimonHeHo Ha3zHaueHWe CcyOcTpaT-penyuupyomei  Tepanuu | Jla/Her
MpernapaToM MUTIIYCTaT, €KEeIHEBHO, IEPOPAIBHO.

3. |BblmonHeHo ompeneneHre pa3MepoB IEUEHU U cesie3eHku 110 | Jla/Her
JAHHBIM YIBTPa3BYKOBOTO HCCIIEIOBaHMS, €CIU HE MPOBOIAUIOCH
nocieaHue 6 Mecsien

4. |BeimonHeHa »neKTposHIEdanrorpaMMa, eciau He mpoBoAwioch B|Jla/Her
nocieaHue 6 Mecsien

5. Brimonnena MAaroMuTHO-pPC30HaHCHaA TOMOFpa(bHH T'OJJOBHOI'O MO3ra, I[a/HeT
CCJIM HC ITPOBOJUJIOCH B IIOCJICAHNC 12 MCCALICB

6. |BeimonHena aynmomerpus, ecid He mIpoBoauiachk nocieanue 12 |Jla/Her
MECSLEB

7. |BpimonHeHa KOHCYJAbTallUs BpPadyOM-HEBPOJIOTOM MpH Hanuuuu | Jla/Her
MIATOJIOTUU CO CTOPOHBI LIEHTPAJIIbHON HEPBHOM CUCTEMBI

8. Brmmonnena KOHCYJIbTallus BpauOM-TCHCTUKOM, €CJIn HC I[a/ HCT
IpoBOANIIACH paHEC

9. |BpimonHeHa KOHCYJbTALMS BpauoOM-TICUXHATPOM Tpu Hanuuuu | Jla/Her
MICUXUATPUUECKUX MTPOSBICHUN
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10. | BeimosHeH OMOXMMHUYECKUN aHaIM3 kposu | [la/aer
(amanmHamuHOTpaHcdepasa, acmapraraMrHHOTpaHchepasza, 00Ul u
psIMO OounpyOouH, XOJIECTEPUH, TPUTIULIEPUIbI,

JaKTaTAETUApOreHasa, Kanblwid, ¢ocdop, mienounas docdarasza
MpY HAIMYUU TPHU3HAKOB XoJjecrasza), (anpOymuH, (UOpHUHOTEH,
[ITH W IITB, X0, aTaHMHAMUHOTpaHcdepasa,
acmapraTaMuHOTpaHcdepaza, oOmMH W TpsIMOH  OHITUPYOHH,
xosecrepus, tpurauuepuast, JIIIHIL, JIIIBII npu nedeHo4yHOM
HE/IOCTaTOYHOCTH), €CIM HE TMPOBOAWICA B NpEALIeCTBYIOmUE 6
MECSIIICB
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boukosa", wien Poccuiickoro o0mecTBa MEIMIIMHCKAX T'€HETUKOB, YJIEH €BPOIECHCKOTO OOIIeCTBa
10 U3YYCHHIO HACJICICTBEHHBIX O0Jie3Hel oOMeHa BemecTB (SSIEM).

7. KmomnnkoB Cepreid AHATOJbEBUY — K.M.H., B.H.C., Bpa4-HEBPOJIOT 5 HEBPOJOTHYECKOTO
otaenenus ®I'BHY HIIH, unen Poccuiickoro o0miecTBa HEBPOJIOTOB U MEIUIIMHCKUX T€HETHUKOB,
Movement Disorder Society, European Huntington"s Disease Network (Euro-HD Network).
Benymmwmii cniennanuct mo 6osiesHu I'eHTuHrrona uccnegopatenbekoro nenrpa REGISTRY Euro-
HD Network (na 6a3ze HIIH). Ilpencenarens poccuiickoir Acconuanuu o 0opbde ¢ 00JIe3HBIO
I'enTunrroHa.

8. Ky3enkona Jlrogmuina MuxaitlioBHa — A.M.H., 3aBE€yIOlIasi OTIEICHUEM IICUXOHEBPOJIOTHHU
n ncuxocomaruyeckoi narojorun ®I'AY "HayuHblii MEIMUMHCKUN HMCCIENOBATENbCKUN IIEHTP
3n0poBbs Aetei" M3 PO, unen Coro3a neauatpoB Poccun.

9. MuxaitnoBa Cpernana BwurtanseBHa — 1.M.H., 3aBeayrwomas otaeneHuem OI'BY
"Poccuiickas Jlerckas Knuanueckas bonpaumna" M3 PO.

10. IIpouusixoBa Tarbsina FOpreBHA — K.0.H., C.H.C. Ta0OpaTOPUHU HACIEICTBEHHBIX OONe3HEN
oOmena BemiectB ®I'BHY "Menuko-renernuyeckuil Hayunslid neHtp uM. H.II. Boukosa", unen
Poccuiickoro o6miecTBa MEAUIIMHCKUX T€HETUKOB.

11. TlonxnernoBa TatbsHa BrnagumupoBHa — K.M.H., C.H.C. IJIa0OpaTOpHH PEIKHUX
HaclieICTBeHHBIX OousiesHelt y nereit GI'AY "HayuHbli METUIIMHCKUNA HCCIIEN0BATENLCKUN LIEHTP
310poBbs aerei" M3 PO, unen Corosza neguatpos Poccun.

12. Cemsukuna Amra HukonaeBHa — I.M.H., I'.H.C. OTACICHUS KIMHHYECKO# reHeTuku ®I'bY
"Mockosckuii HUW neanarpuu u gerckoit xupypruum MunsapaBa Poccuun", wien Acconmanuu
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MEUIMHCKUX TeHeTUKOB (AMI).
ABTOpBI TIOJITBEPKIAIOT OTCYTCTBHE (DMHAHCOBOW MOJUICPKKU/KOH(IIMKTa HHTEPECOB,
KOTOPBII HEOOXOAMMO 0OHAPOI0BATH.

[Tpunoxenne A2
MeToponorus pa3paboTku KNIMHUYECKUX peKoMeHaauumn

HaCTOﬂHH/Ie PEKOMCHAAUN npeaHa3Ha4YCHbI JJIA IMPUMCHCHUA MCEIUIIMHCKUMHN
OpraHM3alUsIMH U YUPESKICHUSIMH (DeepanbHbIX, TEPPUTOPUATIBHBIX U MYHUIMIIAIBHBIX OPraHOB
VIIpaBJICHUS] 3/IPABOOXPAaHEHHEM, CHCTEM OOs3aTE€IbHOTO W JOOPOBOJEHOTO MEIHIIMHCKOTO
CTpaxoBaHHAd, APYTMMHU MCIUIMWHCKHMU OpPraHu3aluaAMH Pa3IMUYHBIX OPraHU3allMOHHO -IIPAaBOBBIX
(hopM AeSITeNIbHOCTH, HAITPABICHHONW HAa OKa3aHUE MEAUIIMHCKON TTOMOIIIH.

HaCTOHHII/IG PEKOMEHAAIUU YCTAaHABJIWBAKOT BHUIBI, o0beEM U HHIWUKATOPBI Ka4dC€CTBa
MeaunuHcekoi nomoiny nauuentam npu HII-C u 601 pacecMoTpensl B pamkax I Beepoccuiickuii
Hay4YHO-TIPAaKTUYECKUIl KOHIpecca C MeXAyHapoaHbiM YydactueM "Opdannbie 060se3HH"
(31.05.2018 — 02.06.2018) u Ha XXI Konrpecce nenuarpoB Poccuu ¢ MexIyHapOJAHBIM y4acTHEM
"AkTtyanbHble pooaemsl neauatpun” 15-17 despans 2019 r.

Knmamueckre peKoMeHIauy CO3/1aHbl Ha OCHOBAHUHM CHCTEMATHYECKOTO 0030pa JIUTepaTyphl
1992-2019 rr. Medline (Pubmedversion), Embase (Dialogversion) u Cochrane Library databases, ¢
HCIIOJIB30BAHUEM  CO3JJaHHBIX IIPOTOKOJIOB, COBpPEMCHHBIX MCKIAYHAPOAHBIX  KIIMHUYCCKUX
pEeKOMEHAALNN M0 JUATHOCTUKE, JICYCHUIO U BEIACHHUIO OOJBHBIX C METabOIMYECKUMU OOJIE3HAMHU
(Tarekegn Geberhiwot et al. Consensus clinical management guidelines for Niemann-Pick disease
type C: Orphanet Journal of Rare Diseases (2018) 13: 50.; Patterson Marc C. et al.
Recommendations for the detection and diagnosis of Niemann-Pick disease type C. An update.
Neurol Clin Pract 2017; 7: 1-13).

HII-C oTHOCHTCS K peAKUM HaCJIECTBEHHBIM 3a00JIEBaHUSAM, YTO MCKIIOYAE€T BO3MOXKHOCTH
MPOBEJICHUSI OOJIBIINX KOTOPTHBIX UM PaHIOMM3UPOBAHHBIX KOHTPOJIUPOBAHHBIX HCCIEAOBAHUNA U
JUIS CO3/IaHUs TPOTOKOJIOB JUATHOCTHKU U TEpaldy HCIOJIB3YIOTCS JIUIIb TeMaTUYECKUe
UCCIIEIOBAHUS SKCIIEPTOB, OMYOJIIMKOBAHHbIE B MOCIIEIHUE /IBA ICCATHIICTHUS.

OneHka ypoBHEH JOCTOBEPHOCTH JI0KA3aTENbCTB U YPOBHEH YOEIUTEIbHOCTH PEKOMEH Al
MIPOBOIMIIACH B COOTBETCTBUU ¢ Tabmwmipl 1, 2, 3.

LleneBas ayauTopus AaHHbIX KIIMHUYECKUX peKOMeHAauumn:
1. Bpauu oOmieli BpaueOHOM MPAKTUKU (CEMEHHBIC Bpayn);
. Bpaun-nenuatpsr;

. Bpaun-tepaneBTsl;

. Bpaun-renetuku;

. Bpaun — nabopaTopHbie T€HETUKH;

. Bpaun-neBpouoru;

. Bpaun-o¢ransmoory;

. Bpauu ¢pyHKIIMOHANBHOM THarHOCTUKY;

. Bpaun-nicuxuatps;

10. Bpauu-nicuxuaTpbl I€TCKHUE;

11. Bpaun-ncuxuaTpbl NOAPOCTKOBBIE;

12. MeaunuHCKHE TICHXO0JIOTH;

13. Bpauu-racTposHTEPOJIOTH;

14. Bpaun-remMaroJiory;

15. Crynentsl menuuuHckux BY30B;

O 0 JN n = W
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Ta6bnuua 1. LWLkana oueHKn ypoBHeW AOCTOBEpPHOCTUM AokasatenbcTB (YOO) ans
MeTOAO0B AMarHOoCTUKMU (AMarHOCTMYECKUX BMellaTenbCTB)

Y PacummdpoBka

1 Cucrematnueckue 0030pbl HCCIEIOBAHUM C KOHTPOJIEM pPEPEPEHCHBIM METOJIOM WU
CHCTEMAaTHYECKH  0030p paHJOMH3MPOBAHHBIX KIMHUYECKUX  HCCIEHOBAHUH  C
MpPUMEHEHHEM METa-aHalln3a

2 OTnenbHBIE WCCIEAOBAaHUS C KOHTPOJEM pe(QEepeHCHBIM METOJOM WM OT/CIbHBIC
PaHIOMHM3UPOBAHHBIC  KIMHAYECKHE HCCIEIOBAaHUS M  CHUCTEMaTHYECKHE  0030pbI
WCCIIeIOBaHUI JTF000TO JH3aifHa, 3a WCKIIOYEHHEM pPaHJIOMH3HPOBAHHBIX KIMHUYECKUX
WCCIIeIOBAaHM, C MPUMEHEHNEM MeTa-aHaIn3a

3 HccnenoBanust 0e3 MOCIEAOBATENbHOTO KOHTPOJIA pe(epeHCHBIM METOAOM WM
UCCIIeIOBaHUSI C pe(QepeHCHBIM METOAO0M, HE SBISIONUMCS HE3aBUCHUMBIM  OT
MCCIIEyeMOT0 METO/1a TN HEPaHAOMHU3UPOBAHHBIE CPAaBHUTEIIBHBIE HCCIICIOBAHNS, B TOM
9rciie KOTOPTHBIE UCCIIETOBAHUS

4 HecpaBHuTenpHbIE HCCIIEIOBAHNS, ONMCAHNE KIMHHYECKOTO CITydast

5 Nmeercs munis 000CHOBaHME MeXaHU3Ma JICHCTBHS WM MHEHHE SKCIIEPTOB

Ta6bnuua 2. Lllkana oueHKM ypoBHeM AOOCTOBepPHOCTUM AokKasatenbctB (YOMO) Aans
MeTooOB nNpodmnakTuku, rneyvyeHus wu peabunutaumm (nNpodunakTM4eckux,
ne4yeO6HbIX, peabMnNUTaLMOHHbIX BMeLWaTeIbCTB)

Y1 Pacmudposka

1 Cucremarnueckuii 0630p PKU ¢ npumeHeHnem meTta-aHaanza

2 Otnenpabie PKM u cucremarmdeckue 0030phI HICCIICIOBAHWN JIOOOTO AHW3aiiHa, 3a
uckmouennem PKU, ¢ npumenennem mera-aHanusa

3 HepangomusupoBaHHbIE CpaBHUTEIIbHBIC UCCIICIOBAHMS, B T.4. KOTOPTHBIC UCCCAOBAHUS

4 HecpaBHutenbHbIe HCCIEIOBAHUS, OMMCAHUE KIMHUYECKOTO CIIydas WM CEpUU CIIydacs,
HcclieloBaHus ""ciy4ai-KOHTPOJIb"

5 Nmeercst nuimb 00OCHOBaHWE MEXaHU3Ma JCHCTBUS BMEIIATENIbCTBA (JIOKIMHUYECKHE
HCCIIe0BaHUs ) WM MHEHHE SKCTICPTOB

Tabnuua 3. Lkana oueHKn ypoBHen ybeautenbHocTu pekomeHpauun (YYP) ans
MeTo4OB npocunakTukm, OWarHoCTUKMU, neyeHus 7] peabunutauun
(npodmnakTnyeckmx, ANarHoCTUYEeCKunX, rneYyeoOHbIX, peabnnmMTaunoHHbIX
BMeLLUaTenbLCTB)

yvyp

PacmndpoBka

A

CunpHas pexkoMmeHAanusa (Bce paccMarpuBaemble KpUTepUH 3(G(GEKTUBHOCTH (HMCXOIbI)
SIBJISIFOTCSI Ba)KHBIMU, BCE HCCIIEJIOBAaHHUS HMEIOT BBICOKOE WM YyIOBJIETBOPUTEIHHOE
METO/IOJIOTMYECKOE KAaueCTBO, WX BBIBOJBI IO HMHTEPECYIOUIUM HCXOJaM SIBISIOTCS
COTJIACOBAHHBIMH)

YcnoBHas pekoMeHaanus (He Bce paccMaTpuBaembie Kputepun 3hPpekTHBHOCTH (MCXOIbI)
SIBJISTFOTCSI BYKHBIMHU, HE BCE HCCIIEIOBAHUS UMEIOT BBICOKOE WM YAOBJIETBOPHUTEIHHOE
METO/I0JIOTHYECKOE Ka4eCTBO M/WIIH WX BBIBOJBI TI0 MHTEPECYIOIINM HCXOJIaM HE SIBIISIOTCS
COTJIAaCOBAHHBIMH)
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C Cnabass pexkoMeHmanus (OTCYTCTBHE JIOKA3aTeNbCTB HAJUICkKANIero KadectBa (Bce
paccmarpuBaeMbie Kputepur 3(PpPEeKTHBHOCTH (MCXOJBI) SBJISIOTCS HEBAKHBIMU, BCE
WCCIICIOBAHUSI HMMEIOT HHU3KOE€ METOJIOJIOTUYECKOE KAdeCTBO M WX BBIBOJBI 110
HHTCPCCYIOIIUM HUCXOAaM HEC SABJIAIOTCA COI‘JIaCOBaHHBIMI/I)

NMopsaaok OOHOBMEHUA KITMHUYECKMUX PpeKoMeHaaumm

Mexanusm 0OHOBJIEHUS KIIMHUYECKUX pEeKOMeHAANMI npeaycMaTpuBacT AX
CUCTCMATHYCCKYIO aKTyaJIU3alMI0 — HE PEKC 4EM OAWH pa3 B TPH roaa, a TakKKC IpH IMOABJICHHUU
HOBBIX JIAHHBIX C IIO3HULIUN I[OKaBaTeHLHOﬁ MCIOUIIUHBI 110 BOHpOCaM JUAardHoCTUKH, JICUCHU,
NpoPUIAKTUKH ¥  PEeadWIMTAllMd  KOHKPETHBIX  3a00JieBaHWM, HAJIWYUU OOOCHOBAaHHBIX
JIOTIOJTHEHUI/3aMeuaHuil K panee yrBepxkieHHbIM KP, HO He vaie 1 pa3a B 6 mecsies.

[Tpunoxxenne A3

CnpaBquble MaTepuanbl, BKNnrw4yasa cooTBeTCcTBUe nokKasaHuM K npUMeHeHuto n
npOTMBOﬂOKa3aHMﬁ, cnocob6oB npnMeHeHuUsA U 403 JiIeKapCTBeHHbIX npenapartos,
MHCTPYKUMUUN NO NPUMEHEeHUI0 NNeKapCTBeHHOro npenaparta

1. Ilpukaz3 MunucrepcrBa 3apaBooxpaHeHuss PD "OO yrBepxknenun Ilopsinka oxazanus
MEUIIMHCKON MOMOIIN OOJIbHBIM C BPOXKICHHBIMH U (MJIM) HACJIEICTBEHHBIMU 3a00J1€BaHUSIMU" OT
15 Hos16ps1 2012 1. N 917H.

2. Ilpukaz MunzgpaBa Poccum ot 09.11.2012 N 721n "O6 yrBepxaenun Cranmapta
CHeIUaTU3UPOBAHHON METUITMHCKON MTOMOIIH JIeTsM Tipu O6ose3un Humanna-ITuka tuma C".

Tabnuua 1. PekomeHAOBaHHbIE 403bl mMurnycrtaTta B 3aBUCMMOCTU OT niowagun
noBepxXHOCTU Tena

[Tnomas noBepxHOCTH Tena (M?) PexoMenmoBaHHas 1032
>1,25 200 Mr Tpu pa3a B JIeHb
> 0,88-1,25 200 mr n1Ba pasa B ICHb
>0,73-0,88 100 mr Tpu pasza B I1eHb
>0,47-0,73 100 mr nBa pasa B JICHb
<0,47 100 Mr ouH pa3 B 1eHb

Tabnuua 2. CumnToMaTU4ecKoe nevyeHne pacCTpomuCTB Yy 60NbHbIX C 60Me3HbI0
HumaHHa-lNuka Tvn C

Knuauueckue cuMnToMsl Jleuenue

Karamnekcus Tpunukinyeckue  aHTUIEOPECCAHTBI  WIH
ctumynstopsl [THC

JIucTOHUS U TpeMop XONMHOIIUTUYECKUE CPEACTBA

JIBurarenpHble HapyILICHUS duznorepanus

ONUIENTUYECKNE TPUCTYTIBI AHTUKOHBYJIbCAHTBI

Hapymenus cHa MenatoHuH UM CeJaTUBHBIE IIPENapaThl Iepes
CHOM

Hapymenust nuranus 30HJ0BOE IUTaHUE, TACTPOCTOMMUS
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PecnimpaTopHbIie 0CIIOKHEHHS duznorepanus c OPOHXOJUIIATATOPAMH;
AHTUOMOTUKOTEPAIIUs

CnroHoTeueHue ATponuH NEPOPANBHO, WHBEKINN
O0OTYyJOTOKCMHa A B OKOJOYIIHYK  WIH
HIO/TUEITIOCTHYIO Kemesy, THOCIIHHOBBIE
TUTACTBIPH WM TITUKOTIUPPOHUST OPOMHU/T

Karatonus DJEKTPOIIOKOBAS TePATHS

[Icuxuyeckne HapyleHUs

Banbnpoar Hatpust Ui JiedeHUs OUTOJISPHBIX
ap(EeKTUBHBIX  PACCTPOWCTB,  CEJICKTUBHBIC
UHTHOUTOpPEl OOpaTHOrO 3axBaTa CEPOTOHHHA
IIPU JETIPECCUsIX

Huapes

Huera, nonepamuyg
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IIpunoxenue b

AnropuTmbl AeNCTBUX Bpaya

~\
Mpuzsakm HNCy naypexTa
"y
:
~,
NabBopaTopHana gMarHOCTMKE
A

Oudd. grardocTuea ¢
ARYTHMH
2300NeBIHHAMM

AnarHosz
NOATEEpH AEH?

HMmewTcA
NOKAZAHWA K
cear

Her N OH HTODHHT
COCTOAHMA NALHEHTS

Tepanus
ahdeKTHEHA T

cPa

PaccmoTpeHHA BO3MOMHOCT &R
APYTHX METO OB NEYEH WA

CPJ1 — cybcTpar-peayupyronas Tepanus

Ctpanuua 23 u3 39


http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesHb HumaHHa-MNuka tvn C — 2019-2020-2021 (23.01.2023) — YTBEpPXAeHbI MuH3gpasom PO

IIpunoxenue B

UHdopmaumua ana naumeHTa

Bbouaesnr Humanna-Iluka tuna C

Mpu4nHbI 6GoNnesHun

bonesnp Humanna-Iluka tunma C (HII-C) penkoe, HacinencrBenHoe 3aboneBanue. [Ipu 3toii
00JIe3HH HApYIIAETCS MPOLECC paclpeesieHus] 0CO00T0 BEIIECTBA — XOJIECTEpPUHA BHYTPU KIIETKH.
XoyecTepuH — 3TO CJOKHOE€ M BaKHOE BEIIECTBO, OTBETCTBEHHOE 3a BBIMOJHEHHUE ILIMPOKOTO
criekTpa (QyHKIUM B opraHuzMe. I oH O4YeHb BaKHBIM W IMPH ITOM KpaiiHe KoBapHbIH. OOMeH
XOJIECTEpHHA YPE3BbIYAHO CII0KEH — TOJIBKO JUIS €M0 CUHTE3a HE0OX0IMMO OCYILIECTBICHHUE OKOJIO
100 nocnenoBarenbHbIX peakiuii. [To Gonbleit yacTu, OH TPAaHCHOPTUPYETCS B KPOBH HE B YHCTOM
BHJIC, & B KOMIUICEKCHBIX COCJIMHEHHSIX, KOTOphI€ OBIBAIOT 2 BHUIOB: JHUIONPOTEHUHBI HHU3KOU
mnotHoctu (JIITHIT) w munomportenusl Bbicokod twioTHocTH (JITIBIT). DTm coeauHeHust B
HETIPAaBWJILHOM COOTHOIIICHWH, TaK K€ KaK M BBICOKMUA OOIIUN YpOBEHb XOJIECTEPHHA, MOTYT
MIPUBECTH K CEPHbE3HBIM CEPAEUHO-COCYIUCTHIM 3a0oJieBaHUSIM. OJHAKO XOJECTEpUH SIBISIETCA
KU3HEHHO HEOOXOJAMMBIM BEIIECTBOM, T.K. OH UTPAET OYEHb BAXKHYIO POJIb B METAa00IM3ME KIETOK.
OH sBisieTcss HEOOXOAUMBIM KOMIOHEHTOM BCEX KJIETOUHBIX MEMOpaH W NMPUHUMAET ydacThe B
BBIPa0OTKE BCEX TOPMOHOB, BKJIIOYAsl TECTOCTEPOH, ACTPOreH U KOpTH30J. OH Takke HeoOXoIuM
JUTSI MO3Ta, M CHAOXKaeT TKaHU OpraHW3Ma aHTHOKCHUIAAHTaMU. XO0JIECTEPUH, IPUHOCUMBIN KPOBBIO B
une JIITHII, noctynaer BHYTph 0COOBIX My3bIpbKOB B KieTke mnocie coeauHenus JIITHII ¢ ero
peunenitopamu Ha MemOpane, a 3areM JIIIHII moctynaioT B KJI€TOUYHBIE OpPraHeNIbl — JTU30COMBI.
[Tocne storo JIITHII mnepeBapuBaroTCA, B 3THX pEAKUUSIX MNPUHUMAIOT YYaCTHE HECKOJBKO
dbepmenToB u 6enkoB, B ToM uncie 6enku NPC1, NPC2, a BbICBOOOAMBIIHIICS XOJECTEPUH Uepe3
MeMOpaHy JIM30COM MOCTYMaeT B IUTOIMIa3My. M3BECTHO HECKOJBKO PEAKHX HaCJIEICTBEHHBIX
3a00JIeBaHM, KOTOpPBIE CBSI3aHBI C HapyHUIEHUSIMU oOMeHa xojectepuHa. OIHU W3 HUX CBSI3aHBI C
HapyIIEHUSMH €ro MeTafdoJiu3Ma BHYTPHU KIETOYHBIX OpraHelsl — JIM30COM: HEIOCTaTOYHOCTb
KUCJIOW Jmnaspl, Oone3nb Humanna-Iluka tunm C. Jlpyrue 3aboneBaHusi 0OYCIOBIICHBI
HapyIIeHUSMH IIpoliecca 3axBaTa W IUPKYJIUPOBAHUS XOJIECTEpUHA B KPOBH — ceMeiHas
TUIEPX0JIECTEPUHEMUSI.

bonesns Humanna-Iluka tuna C — odeHp penkoe 3a00jieBaHME U BCTPEUAETCS C YaCTOTOM
1:120000-1:150000 >kuBbIX HOBOPOKJIEHHBIX, CBsA3aHHOE ¢ MyTarusiMu B reHax NPC1 u NPC2.

HacnepoBaHue

Hacnenyercs cungpom HII-C no ayrocomHo-penieccuBHOMY THILy. bosibHON pebeHok
HaclielyeT IO OJJHOMY M3MEHEHHOMY reHy (FeHy ¢ MyTalued B CBOEH MOCIeI0BaTeNbHOCTH) OT
KaX/10T0 U3 poauteneil. B cembsx, rjie poaAuTenu sSBISIOTCA HOCUTENIAMU 00JI€3HH, PUCK POXKICHUS
60sbHOTO pebeHka cocraBisteT 25% Ha Kaxaylo OepeMeHHOCTb. [lo3ToMy eciau B ceMbe poauics
00JbHOI peOEHOK, 3TO HE 03HAYAET, UTO BCE JETH OyIyT OOJIBHBI.

KnuHnyeckne nposisnenuns HIM-C

HII-C moxer HauMHAThCA B JIIOOOM BoO3pacTe. B 3aBUCMMOCTH OT BO3pacTa MOSBICHUS
MEPBBIX CUMIITOMOB 3a00JIEBaHUs Pa3INYalOT HECKOIbKO (hOpM: HEOHaTadbHas (MaHH(ecTalus A0
TpeX MecCsIeB), PaHHsS MIaJeHueckas (TpH Mecsla — JBa roja), MO3AHAS MIajeHueckas (IBa-
IIeCTh JIET), FoHoIIecKas (6-15 net) u B3pocnas (crapure 15 ner).

OCHOBHbIe CUMNTOMbI OONe3Hu:
- 3aT$I)KHaH )KeJlTyXa B HCOHATAJIbBHOM HCpI/IOILC

- I'emaTocmnneHoMeranus (yBeJ'II/I‘{eHI/IC HC‘{CHI/I) HJIM YMCPCHHAA CIUICHOMETAJIUA (yBeJ'II/I‘{eHI/IC
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CEJIE3EHKH)
- 3agepKKa ICUXUYECKOTO Pa3BUTHS
- DKCTpanupaMuHbIe HAPYIIECHUS
- Artakcus
- Katannexkrnueckue npucTyIsl
- BepTukanbHbIN HaAbACPHBIN NIapauy B30pa

Bospact nayana 3a0o0neBaHMs, TSHKECTh MPOSBICHUNH M CKOPOCTh MPOTPECCHPOBAHUS TAKKE
BapuaOeNbHbl U MOTYT OTJIUYATHCS Y Pa3HBIX MMAI[UCHTOB.

[Ipu Hayane 3aboyieBaHWsI B paHHEM JETCKOM BO3pacTe HAOIMIOAAeTCsl  3aJepiKKa
MICUXOMOTOPHOTO Pa3BHUTHS, YBEIHMUEHHE MEYCHU U cele3eHku. [Ipu Hadane 3a0oseBanus B Ooliee
M03/THEM BO3PACTe Ha MEPBBIN IJIaH BBIXOAST HEBPOJOTHUECKHE CHMITTOMBI, TAKHE KaK HapyIICHUs
MOXOJIKM, TJIOTAHWS W TOHYCa MBI, Y OOJNBIIMHCTBA TAIMEHTOB HAOIIOMAIOTCS TaKKe
KOTHUTHBHBIC HAPYILIEHUS, B PSJIC CIIydaeB MOTYT HAOTIOAAThCS IICUXUYECKIE HAPYIICHHS.

Kak yctaHaBnuBaroT guarHo3s

Bpaun Ha oOCHOBaHWMM KJIMHHYECKHMX CHMIITOMOB MOTYT 3amoJI03puTh OO0JE€3Hb. 3areM
MPOBOJATCST JIAOOPATOPHBIE TECThl M HMHCTPYMEHTaJIbHOE wHccienoBannue. [lockonbKy pas3HbIe
00JIE3HN OYEHb IMOXO0XKH [0 CBOUM KIMHHUYECKUM IIPOABJICHUAM, H606XO}II/IMO MOATBECPAUTH
JMAarHo3 ¢ TIOMOINBIO JIA0OpaTOpHBIX MeToqoB. [lonrBepxkmaromas muarHoctuka HIT-C
3aKJTIOYAETCS B OMPECICHNN KOHIIEHTPAIIMA 0COOBIX METa0O0JIMTOB B IMSATHAX BBICYIICHHOW KPOBH
WU Tuta3Me KpoBU (OKCHUCTEpOJibl, Ju3ochuaromuenud-509). B panbHeimeM pexkoMeHIyeTcs
npoBeaeHue JJHK auarnoctrku (eciau MeTaboInUThI OBUTH TTOBBIIICHB ).

JleyeHune, HabnogeHUe n nnaHoBbIe o6creqoBaHUA

B Hacrosmee Bpemsi s gaHHOTO 3a0o0jeBaHUs pa3paboTaHO JiedeHHE CyOcTpar-
penyLUpPYIONIasi TEPaIus, MO3BOJISIONAs YMEHBIINTh HEBPOJIOTHYECKHE MPOSBICHUS U 3aMEIUIUTh
MporpeccupoBaHue 3a00JICBaHMS.

DTOT mpenapar He TO3BOJISIET BBUICYHTH OOJIE3Hb, HO MHOTHE TPOSIBICHHS 3a00JICBaHHS
MOTYT OBITh 3aMEJJICHBI U CMSTYCHBI.

[Ipu mpuMeHeHMH ATOTO Tpernapara HeoOXOAMMO COONIIOJATh JHETY, YTOObI CHH3HTh PHUCK
HApYIIEHWH CO CTOPOHBI JKEIYIOYHO-KHIIEYHOTO TpakTa. B Talnuile TpUBEACHBI MPOIYKTHI,
yIoTpedsieHHe KOTOPBIX JJOJDKHO OBITh OTPaHHUYCHO.

Fpynnbl NPOAYKTOB, KOTOPbIe criefyeT UCKITIYUTL/OrpaHnYnTL/NPUMEHATL 6e3
orpaHu4YeHUI B NnepBble Heaenu Tepanum

H3beraTp Orpann4nTh be3 orpannuenuii
My4HbIe H3IEIHs, KPYIIbI
Xi1eb OembIi, BBITICUKA, | XJ1€0 YEepHBIH, MaKapOHbI
MeYCHBE

Xnombst  Ans 3aBTpaka | XJIOMbs 0€3 MOJIOKA, KyKypy3a
MOJIOKOM

Puc, 6o0oBbIe Manka I'peuxa

MsicHble/pbIOHBIE U3AETHS, )KUPBI

Komnbacusle u3aenus Bce Buapl HaTypanbHOro Msica,
Srna

Bce PaCTUTCIILHLBIC JXUPbI
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Bce Buzpl HatypanbHOM pHIOH,

MOPEIPOIYKTHI, pBIOHBIE
KOHCEPBBI B Maciie

Mono4HbI€ IPOAYKTHI

Monounsie IPOAYKTHI | MoJIoKO c cozepxkanueM | I IpeccoBanHblii ChIp

(MoJiokO, TBOpOT, MOrypT), | 1akTO3bI MeHee 90%

KpOME  OTJAEIbHBIX  COPTOB

CBIPOB

OBomuu/ppyKTHI

Kanycra, nyk, orypiisl Kaprodens, cekia Bce cBexwne, 3aMOpOKEHHBIE

OBOIIH (KPOME MEePEUNCICHHBIX
B JIPYTUX pasjiesnax)

HarypanbHbie ppyKkTOBBIE COKH,
I0pe

Hecnankue ppyxTs

JlecepThl, HAUTKX

JlecepTsl, cnafgoctu opexu

['moko3a, hpykTo3a, mex

Bapenne, cupombl, criankue
COKH, Ta3UPOBAHHBIC HAIUTKH

TpaBsiHple YauW C TJIFOKO30M,
OTBap HIMIIOBHHKA

HabnriopeHue, nnaHoBble 06crieqoBaHnA U TeCTbl

Jlnst Toro, 4TOOBI OIEHWBATH COCTOSIHME TanueHTa, 3(pdexT mnpoBoaumMoil (GpepMEeHTHOU
Tepanuu, GU3NOTEpAK CyIICCTBYIOT Pa3IMUHbIC TECTHI M MIKAIbl. OYeHb BaKHO HE OTKA3bIBATHCS

OT MPOBCACHUA ITUX HCCHGHOB&HHﬁ, IIOTOMY 4YTO OHH IIOMOTaroT

BpadyaMm 00BEKTHBHO OLICHU BAaTh

COCTOSIHME TIaIlMeHTa, 000CHOBATH JICUCHUE UM BBECTH U3MEHEHHS B TIPOTPAMMbI peaOUIUTAIIUN U
abmwmmranuu. B Tabnuile mepedncieHbl OCHOBHBIE HccienoBanus mias manueHtoB ¢ HIT-C u

NEPUOAUYHOCTD UX IMTPOBCIACHUAA.

MepuoanYHOCTL NOBTOPHLIX 06CNeaoBaHNM NauneHToB ¢ 6one3Hb HumaHHa-

Muka Tvna C

[TapameTpsl

[TeproIMIHOCTH MOBTOPHBIX
o0cireqoBaHuM

Oo61ue

[TonHoe ¢u3ukanbHOEe 00CIEIOBaHME,
pocra, Beca, OKPY>KHOCTH TOJIOBBI

BKJIFO4Yasa HU3MCPCHUC

Kaxnrie 6 mec

HeBpOHOFI/I‘ICCKOC O6CJ'ICI[OB8.HI/IC

Ounenka 1o mkaie naBamuaHoctu HIIC

Kaxnrie 6 mec

Buneo3anuck OCHOBHBIX IBHTaTENbHBIX (QYHKITUI

Kaxnrie 6-12 mec

Buneo-20T
HOYHOTO CHA

MOHHUTOPHUHI, IO BO3MOXHOCTH, IHCBHOI'0O HJIN

Kaxnrie 6-12 mec

Jlpyrue nokasarenu

OHCHKa MMCUXOHEBPOJIOTHICCKOI'O CTaTyCa

Kaxnrie 6-12 mec

Ay,Z[I/IOMCTpI/ISI, CJIYXOBBIC BbI3BAHHBIC IOTCHIINAJIbI

Kaxnrie 6-12 mec

3pI/ITCJ'ILHLIC BBI3BAHHBIC ITIOTCHIIMAJIbI

Kaxnrie 6-12 mec

bunoxynsapHas ANIEKTPOOKYIIOorpadus (peructparus

Kaxnrie 6-12 mec
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CaKKaJINYeCKUX JABWKCHUH TI1a3) ‘

JIaGopaTopHbIe TIOKa3aTeIH

buoxummnueckuit ananus kposu (ACT, AJIT, xanbiuii o0mwii) Kaxnaple 6-12 mec

OO0mwmit aHanu3 KPoBU Kaxnpie 12 mec

UccnepoBanue akTUBHOCTH (hepMEHTa XUTOTPHO3MAA3BI ILIA3MbI

Kaxnapsie 12 mec
KpOBHU (110 BO3MOKHOCTH)

V3U opranoB OprOmIHOM MOJIOCTH Kaxnpie 12 mec

MPT wmnu KT rosoBHoro mosra Kaxnere 12 mec

Meauko-reHeTUYeCKas KOHCYNbTaLuA

CembsMm, B koTopblx ecTb mauveHT ¢ HII-C, odeHp BakHO NOCETUTh Bpaya-TeHETHKA.
Jleuamiuie Bpau He BCErAa UMEIOT BO3MOXKHOCTh IIOTOBOPUTH C CEMBEI U paccKa3aTh O BCEX pUCKAX
1 BO3MOYKHOCTSIX, KOTOPbIE€ MOJKET MPEIOCTaBUTh COBPEMEHHAsl Te€HEeTHYecKas ciyx0a. Y Bpada-
IreHeTUKa MOKHO Y3HaThb O BO3MOYKHOM DPHCKE POXKIEHHS OOJbHOrOo peOeHKa B JTAHHOW CEMbeE,
MPOUTH OO0CJIEeNOBaHUE pOJCTBEHHUKAM, €clu 3TO0 Heooxoaumo. OOCyauTh BO3MOXHOCTH
MIPEHATAIbHON U MPEUMILTAHTAMOHHOM TNarHOCTHUKHU.

[IpenaranpHas auarHocTuka mnpoBoautca Ha 9-11 Hemensax OepemeHHocTH. B kieTkax,
BBIJICJIEHHBIX W3 BOPCHH XOpHOHa (TO, M3 Yero B MOcienymromeM (GOopMUpYETCs IUIalleHTa),
OTIPEIeNIAI0T aKTUBHOCTh ()epMEHTa, U MPOBOJAT aHAJIM3 JUIsl BBISBICHHMs MyTauuil B rere. Ha
OCHOBAHUU MPOBEJIECHHOTO aHaIM3a JeNIaloT BBIBOJ O TOM, 00JIeH 1o win 370poB. CoBpeMeHHbIE
TEXHOJIOTUU TIO3BOJIAIOT TMPOBOJUTH M MPEUMIUIAHTAMOHHYIO JAMATrHOCTHKY: OIJIOJJOTBOPEHHE
MMPOBOJIUTCS B MPOOHPKE, 3aTEM OTOMPAIOT TOJIBKO T€ OTUIOJOTBOPEHHBIE SMOPHOHBI (Ha CTaJUH
HECKOJIbKUX 0JIacTOMEpPOB), B KOTOPHIX HET CEMEHOW MyTalMd, U UMEHHO MX HMIUIAHUTHPYIOT
(moncaxkuBaroT) B opranu3Mm matepu. [Ipu manHoOi mpoiienype ecTh CBOM PHUCKH, KOTOPHIE MOKET
Pa3bsACHUTH Bpay-TEHETUK.

F'ne B Poccumn 3aHMmMaloTcs ANarHOCTUKOWN U neyeHnem

B Hamieit ctpane ectb MHOTO LIEHTPOB, KOTOpble nmoMorarT nanueHtam ¢ HIT-C u apyrumu
peaKuMu 3a00JIeBaHUSIMU. B KakJIOM U3 PETHOHOB 3a OIpeIeIeHHON KIIMHUKOM TaKKe 3aKperieHbI
00s3aTenbCTBa M0 MPOBEACHUIO (PEpMEHTHON 3aMecTUTEIbHON Tepanuu. Heo6XoauMo yTOYHUTH Y
Balllero Bpaya-reHeTHKa B PErMOHe MOCie YCTAaHOBJICHUS IMarHo3a, Kyja BaM cieayeT oOpamaThes
3a IJIAHOBOM U 32 SKCTPEHHOU MOMOIIBIO, €CIIM OHA TOHAI0OUTCS.

Y3HaTtb Gonblue

B Mupe ectb MHOro opraHu3anuid, KOTOpble MOTYT MOMOYb BaM HAaMTH OTBETHI Ha IOOBIE
Jpyrue Bompocsl, cBszanubix ¢ HII-C:

Mesx1yHapoAHBIN OPTaJ O peKUM OO0JIe3HSIM WWW.orpha.net

EBpOHeﬁCKaﬂ OopraHusanus:, 06LG,I[I/IH$IIOH_[8.${ IMaguCHTOB C Pa3HbIMH PCAKHMU 3a00JIEBAaHUASIMU
EURORDIS www.eurordis.org

O6LwecTBeHHbIe opraHuM3auum n doHabl Poccum

HH-C TUIIa BXOOUT B IICPCUYCHDb Op(i)aHHBIX 3360J’IeBaHI/II71, JICYCHUC KOTOPBIX MMPOBOAUTCA 3a
CUCT CPCACTB PCrHOHAJIBHBIX 6I—OI[)K€TOB, 1 NaguCHThI UMCKOT BO3MOXHOCTH JICUUTHCA B Poccun.
IToMmoub ManueHTaM IIOJIYUYUTh JICUCHUC, ITOBLICUTH I/IH(I)OpMI/IPOBaHHOCTB 06II_IeCTBa 0 PpCAKUx
6OJ163H$IX, a TAKKE I[06I/IB8.TBC}I MMPOABUIKCHUSA 3aKOHOAATCIIbHBIX NHUIIUATUB B 06J'IaCTI/I Op(I)aHHLIX
3a60J’IeBaHHﬁ MOT'yT 06H_ICCTBCHHBIC OpraHu3aluu. B cetn HHTCPHET MOKHO HaUTH I/IH(I)OpMaI_II/IIO (0)
TaKUX HCKOMMCPYCCKUX 06’[>CIII/IHCHI/I$IX.
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NMomowb cembu

KoneuyHo, MHOroe 3aBUCUT OT Bpaua, CKOJIBKO OH 3HaeT IIpo Baule 3a00JeBaHHUE, Kak
MPaBUJIBHO OH HA3HAYMJI JICYCHHE M KaK XOPOILIO OH OOBSCHHWI BaM NMPUHLMIIEI Tepanuu. Ho He
3a0bIBaliTe — OT CEMbM 3aBUCHUT YyCIIeX JIeUCHHs HE B MeHblIeil crenmenu. HyxHo cobmromaTh
PEKOMEHAALINY, HU IIPU KAKUX YCJIOBHSIX HE TEPSTh HAACKIY U CAMOMY CTaTh dKCIIEPTOM B CBOEM
3abosieBannu. Ynrtaite TuTepaTypy, 0OMANTECh C CEMbSIMH, HE CTECHSUTECH 3a/1aBaTh BOMPOCHL. 1
Jla’Ke eclId Bbl He 1oOeauTe 00JIe3Hb MOJHOCTHIO, U3MEHUTD JKU3Hb K JIY4IlIEMY, CIeaTh POJHOIO
BaM Y€JIOBEKa CYACTIMBBIM B BalIuX cuiax!

Jliis moneit ¢ MaTKoi popmoii 3a001eBaHUsST HEOOXOIUMO HAYIUTHCS OBITh HE3aBHCHMBIMH OT
cBoux cemeil. He naBaiitTe peOeHKY U TIOJIPOCTKY 3aMKHYThCSI B ceOe. EMy HYKHBI Ipy3bs, 00IIeHIE
Y HaBBIKH CAMOCTOSATEILHOM JKU3HHU.

[Tpunoxxenue I'1-I'N
Wkanbi OLUEeHKN, BONPOCHUKN u gpyrme oueHo4Hbleé MHCTPYMEHTbl COCTOAHUSA
nauueHTa, npunBeaeHHbIe B KIIMHUYeCKUX pekomMmeHaauunax
ITpunoxenne I'1

BbipaxeHHOCTb KnuHM4eckux npossneHnn HIM-C B pa3Hom Bo3pacTte

Bo3pacrt dopma Knraunueckue nposiBiieHus

<3 Mmec [lepunaTtanpHas |- HEUMMYyHHas BOJSHKA IJI0/1a

- aCIIMT IIJI0Ja

- TEMaTOCIJICHOMET A 110 aa

- BHYTPUIICYCHOYHBIN XOJIeCTa3

- TeMaToCIICHOMET aJTus

- MBIIIIEYHAsI TUIIOTOHUS

- 3aJIep’KKa TICKXOMOTOPHOTO Pa3BUTHS
- HTHQUIBTPATHI B JIETKUX

Or 3 wmecsueB | Pannss - TeNaTOCIJICHOMETraIus

1o 2 neT MIIaJIeHYecKasi |- 3a/iep>KKa IICUXOMOTOPHOTO Pa3BUTHUS

- MBIIIIEYHAs! TUIIOTOHUS

- IPOTPECCUPYIOLIUE MO3KEUKOBBIE PACCTPOICTBA (aTaKCHs)

- OynpOapHBIil U 1ceBI0OYIbOAPHBIN CHHAPOMBI (IU3apTpUs,

nucarus)
Ot 2 1o 6 jeT Ilo3nuas - renaToCIIEHOMEr AU
MJIaJIeH4YecKasl |- yTpaTa paHee MpUOOpPETEHHBIX ICUXOMOTOPHBIX HABBIKOB

- MBIILIEYHAs! THIOTOHUS

- IPOTPECCUPYIOIINE MO3KEUKOBBIE pacCTpONCTBa (aTakcus)

- OynbOapHBIi U NCeBA0OYIBOAPHBIN CUHAPOMBI (IU3apTPHUs,
mucdarus)

- SNMJIENTUYECKHE TPUCTYTIBI

- BEpTUKaJIbHBIN Mapanuy B3opa (y netei crapiie 3 jer)

Ot 6 1o 15 IOnomreckasn - TeNaToCIIEHOMET ATTUA
(kmaccuyeckasi) |- yrpaTa paHee MpUOOpPETEHHBIX HABBIKOB
- IPOTPECCUPYIOIITUE MO3KEUKOBBIE PACCTPOICTBA (aTaKCHs)
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- OynbOapHBIid U TICeBAOOYIBOAPHBIN CUHAPOMBI (IU3aPTPHS,
mcharust)

- SNIJICNTHYECKHE MTPUCTYIIBI

- KCTpanupaMHIHble HApYIIEHHUs (TUIEPKUHE3bI, MBIIICYHBIC
JMCTOHHH, OpaTUKIHE3HS)

- BEPTUKAJIbHBIN HAIbACPHBIN ITapaInd B30pa

- TeJlacTUYeCKas KaTarIeKCus

Crape 15 ner

B3pocnas

- CIUICHOMETaJTUS1/TeTIaTOCINIEHOMET aJTHst

- yIpaTa paHee mpuoOpPETCHHBIX HABBIKOB

- KOTHUTHBHbBIE HAPYILLIEHUS

- IICUXMATPUYECKHE CHUMITOMBI (TICUXO3bl, JEMNPECCUH,
30 (pPEHOTIOTI0OHBIE COCTOSTHHS)

- MPOrpecCUpYIONINE MO3KEUKOBBIE PAacCTpONCTBa (aTrakcusl,
au3apTpus, Aucharus)

- SMUJIENTUYECKUE TIPUCTYIIBI

- DKCTpanupaMyuHble HapYIIEeHUs (TUIEPKUHE3BI, MBIIIIEUHbIE
JTMCTOHUN)

- BEPTUKAJIbHBIN HAIbAAEPHBIN ITApaINd B30pa

- rejlacTUyecKasi KaTarieKcus

ITpunoxenne 12

NHpekc BepoaTHocTK anarHo3sa HIM-C y neten no 4 netr

HaszBanue Ha pycckom sizbike: Unaekc BepositHoctr auarHo3a HII-C y gereit no 4 ner

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

Hcrounuk (opunmanbHbIi caT pa3paboTYMKOB, MyOnuKarus ¢ Banmumaruei): 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 (Mo T4epKHYTH):

- IIKaJia OLIEHKU

- HHJEKC

- BOIIPOCHHUK

- pyroe

Hazsnauenue:

BBICOKOM

KIIMHUYECKas JWarHocTHKa — OIeHKa BeposTHOocTH auarHo3a HII-C vy
MaUeHTOB Miaaie 4 Jer.
Copnepxanue (mabIoH): KaXIOMy U3 CUMOTOMOB, XapakrepHsix mains HII-C, npucBauBaercs
OTpeeNIeHHBIN Oallj1 B 3aBUCUMOCTH OT 3HAYUMOCTHU 3TOTO CUMIITOMA B JMArHOCTHUKE 3a00JI€BaHMUS.
Kntou (uHTeprperanus): mpu cymme OamnoB Oojiee 6 BEpOSTHOCTH TUArHo3a CYUTAETCS
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Heomatanumsin Amamuel
HC Cenerenna Nesens Netwume . :
u nepwod CEMEMHBN
Cnaewo- et oimpae
AT A AT paTu
[endc THweowan Jatamman
KATANNSNT A T VL
' Boganxa Poputens
. MM A Mt WA (DO
Beprusanempn & .
A NpAMOT O NAGAD ¢ HIN-(
MAL WAL Dbl GunsipyGena
napanwy 80pa
Menarto-
METANNA
Nononmumieasno Aonoanntensso
UHL + CMAEMOMET ITAA -
Araxc ua ATancMA
VMO TREHMAR YMoTEEMMAE
OTCTAN Th OTCTANDC T

Pucynok 1. Uanekce BepostHocTH quaraosa HIT-C y nereit mo 4 ner

[Ipumeuanue: CUMITOMBI aTaKCUSl U YMCTBEHHAs OTCTAJIOCTD SIBJISIFOTCS IOTIOJTHUTEIBHBIMU U
YUUTBHIBAIOTCS TOJIBKO TPU HAJUYMKM OCHOBHBIX CHMIITOMOB (TeJacTHyecKas KaTarieKkcus,
BEPTUKAIbHBIA HAABSCPHBIN Mapainy B30pa, CIUIEHOMETaus)

[Tpunoxenue '3
MHpekc BeposaTHocTK anarHo3sa HIM-C y neten ctapuwe 4 net

HaszBanue Ha pycckoM si3bike: MHaekc BepositHocTr auarHosza HII-C y mauuwenToB crapiie 4
JeT

OpurunansHoe Ha3zBanue (eciu ectb): The NPC-suspicion index.

Hcrtounuk (oduumanpHblii caiT pa3paboTuyukoB, myOnukanus ¢ Banupanueil): 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 (moaYepKkHyTH):

- IIKaJia OLIEHKU

- HHJIEKC

- BOTIPOCHUK

- Apyroe

Hasnauenuwe: kiIMHMYECKas [MAarHOCTUKAa — OIEHKa BeposTHocTu nuaraoza HII-C vy
MaIrUeHToB crapiie 4 JerT.

Cogepxanue (mabloH): KaXIOMy U3 CUMOTOMOB, XapaktepHbix mis HII-C, mpucBauBaercs
OTIpeJIeIEHHBIN Ol B 3aBUCUMOCTH OT 3HAYUMOCTHU ATOTO CUMIITOMA B ITMATHOCTHUKE 3200 IeBaHUSI.

Kmtou (unTepmperanus): JluarHo3 ©OonesHn Hwumanna-Iluka Ttuma C  cuutaercs
BBICOKOBEPOSITHOH Ipu cymme Oansios Gosee 70

Crtpanuua 30 us 39


http://disuria.ru/

KnuHuuyeckme pekomeHgaumn — bonesHb HumanHa-Muka Tun C — 2019-2020-2021 (23.01.2023) — YTBepxaeHbl MuHsgpasom PO

- ~N ~ ™~
6. COBOKYNHBIA BAAA NO LWKANE HN-C
BHCUEPANBHLIE HEBPONOIMYECKKE MCHXMATPHYECKME
Pwex ovens BaiCOKMER (40 Basnos | mymxt)
Beprmun gt peenedi modhidepmed
POpOSUY E30Pa
Fenad murei ok )
LTSN L LU .
Prcx Ruicosmil (20 Gannon | myssxt)
Jammmwan meamyra .
wOSOD0 W drowict Wi LY mal
{ oot ML RO ST UL
H IO POBI M B OO b WO YA Ul Wiy PO 2
A ROME MO o e
(8 Omauime b6 2 8 w00 BDEMA) .
€ Ay O ) SENOIONN SO U
Pucx cpegmmit (10 Gannos | nyww1)
AT I W, My T
W L T AR H AN
[I0apTPNR uaw Swc Sarwn CLstamemased M LN Wi
Pwox wwaxmit (5 Gannos | myssr)
P Wb TEW TR The | T LA :
Npot ped L mpryOugan O L T P B T OB .
o RO T e A M %
LB TR T Plowy s e MLANT Pt e -
CHNT oM

Pwcx gonoawnTeasssi (1 Gannos | mywesxt)

Boy e i NAGES ! Fuann T vt i

Jagepmnd P WLOGRAOT OOl O ) Bect

S [rym T e e
o o B PO B DO S -

Ll i ¢ BOZANKO® ARORS i Cyopod w (N3 paptaiesinee B AETINOM M ROADOE TROBOM

LEDRE L LI UL ) : SO NPT

Marom Aoyt 1

( Cymma GanAoR NO KATETOPHAM

'[ KomBunayma nareropmil (40 Gannos - suculinoux; 40 Bannos - pucyBmesp; 20 Gannon - wesplnous)

( Batc e DAMHF = DOMEMATPolwed ime - )
\ . rF L™ . .

( Bmcurpasme + mesponorwsecune < ) (Hesposonesecme « ncmmmatpweecame )

ComeRnuii 3HAMNE]D (1 cTenewn - 40 Bannon: 2 cTenewd - 10 Gannoa)

Puck 2 cmenenu:
Puck 1 cmenenu: - :
podumenu wiu cubow ¢ WT-C 50 wﬂmf

npormocwiEckmAsam () )

Pucynoxk 2. Munekc BepostHocT nuartosa HIT-C y nanuenToB crapiie 4 et

Crtpanuua 31 u3 39
YnyJyweHHas BépcTka: [etckas yponorusi B Omcke http://disuria.ru


http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesHb HumaHHa-MNuka tvn C — 2019-2020-2021 (23.01.2023) — YTBEpPXAeHbI MuH3gpasom PO

[Tpunoxenue I'4
CTtaHgapTHbIM BUAEOMNPOTOKOS ANA KIIMHUYECKOM OLIEHKN ABUraTefibHbIX (pyHKLUN

Ha3Banue Ha pycCcKOM SI3bIKE: BUCOMPOTOKOJI OLIEHKH JABHUTaTeIbHBIX (yHKuui mpu HII-C

OpurunansHoe Ha3zBanue (eciu ectb): Standard video protocol for clinical assessment

Hctounnk (oduuuanbHbiii calT pa3paboTYMKOB, myOnukanus c Banupanueit): 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, Tum (moT4epKHYTH):

- [IKaJIa OLIEHKU

- UHJIEKC

- BOIIPOCHUK

- Ipyroe (BUIEONPOTOKOJ JJIsl OLIEHKH JIBUraTEeNbHBIX (PYHKIIHI)

Haznauenue: knmuHu4eckasi AMarHOCTHKA — OLIEHKA JIBUTaTEJIbHBIX (PYHKIMH 10 TEparuu U Ha
(dhone nedeHus

Conepxanue (11abI0H): BUACOPETUCTPALIAS OCHOBHBIX CHUMIITOMOB, XapakTepHbIx s HIT-C.

Kirou (unTepnperamus): moMoraer 3adUKCHPOBAaTh OCHOBHBIC KIMHHYECKHE IPOSBICHUS
HII-C u ouleHuTh JUHAMUKY UX U3MEHEHHUH Ha (OHE JeueHus

BuaeonpoTtokon

1. Peus (30-45 ¢)

- [Ipousnecute dpa3zy, Hanpumep, "[IpuBeT, ceroans uyynecHbii AeHb" (3 pasza)

2. JIBWKEHUS PyK

- CxuMaHue U pazkuManue kuctei (5-10 pas kaxmoin)

- [IpoTuBOMOCTaBIIEHNS OOJBIIOTO MaJIblIa TOOYEPETHO C KAXKIbIM MajbleM

- [TanbrieHOCOBas MpoOa ¢ OTKPHITHIMU T1a3aMu (5-10 pa3 ¢ Kax 01 CTOPOHBI)

3. Crosguue u xonp0a 00CHUKOM

- Crostnue: cromsl BMecTe (15 ¢)

- CrostHue: cTombl oHa 3a Apyrou (15 ¢)

- Xonp0a + HopMabHBIH oryobopot (15 ¢)

- Tanpemnas xoap0a (cTomsl o7Ha 3a Apyroi) (15 ¢)

4. ITuceMmo/prcoBaHue (IOMUHAHTHAS PyKa)

- Hanmmure dpa3zy, nanpumep "Ceroans uyyaecHbIi neHb". [[1s MaleHbKUX JCTEH: caemainTe
PUCYHOK WJIH CIIUPAIIb

- Cxonupyiite CTpaHUILY

5. JIBmoKeHHU riia3

- CamMonpou3BOJIbHBIEC IBIKEHHUS IJ1a3: BBEPX, BHU3, BIIPABO, BJICBO (ABa IIMKIIA)

- CnexxeHue ria3amMu (3a majblieM): BBEpX, BHH3, BIIPABO, BIIEBO (/IBa pa3a, OI[EHKA CKOPOCTH)

[Ipumeuanue: IlanMeHTH MIIAJEHYECKOTO BO3pacTa C HEOOJBIION BEPOSTHOCTHIO CMOTYT
BBITIOJIHUTH HEKOTOPBIE TECTHI, YIIOMSHYTHIE BBIIIIE; BUCO3AUCH JODKHA MMPOBOJUTHCS C COTJIACHS
pPOAUTENS WM OMEKyHa y MAaIleHTOB JETCKOTO BO3pacTa WM C COTJIAcHs MaIlMeHTa, eCIM OH/OHA
SIBJISIETCSL B3POCIIBIM.
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IIpunoxenue I'S

KnuHnyeckne nccnegoBaHusa ¢ npumeHeHmem Murnycrarta npu 6onesdm HumaHHa-
MNMuka, Tuna C

HaszBanue [wn3aiin uccnenoanus | Kpurepuu oueHku 3akiroueHue Yposen
HCCIIEIOBAHUS U 3 PeKTHBHOCTH b
aBTOPBI (Ge3zomacHOCTH) JI0Ka3at
(myOnukammn) €JIbHOC
TH
Kimmanueckoe 12-mecsianoe Ilepeuunas koneuHas | [lonoxuTenbHbIN B2
HCCIeA0BaHUE PaHIOMU3HPOBAHHOE, |TOYKa apdekT mMuriycrara
0GT918-007: KOHTPOJUPYEMOe 3¢ (heKTHBHOCTH —|Ha
PanpomusupoBan |uccienoBaHue UK CKOpPOCTH | HEBPOJIOTHYECKHE
HOE, 3¢ deKTUBHOCTU 1 | TOPU30HTAIIBHBIX MIPOSIBIICHUS
KOHTPOJINPYEMOE | IEPEHOCHMOCTH CaKKaJMIECKIX Oomne3an HwumanHna-
HCCIENOBAHUE TIO | ITpenapara JIBHOKEHUI rnas3, | [luka Tuma C vy
MIPUMEHEHHUTO 3aBecka® HSEM-(alpha), B3POCIBIX/TIOAPOCTK
MUTITyCTaTa Y|(Muraycrar) y 29| OleHHBamach cC|oB ® pereid ObuI
B3POCIIBIX U JETeH | g3pocibix 1 | ToMonIsIo CTaOMIIBHBIM u
c 6OJIE3HBIO | 110 poCTKOB (20 | KOMITBIOTEPHU3HPOBAH | COXPAHSICS Ha
Humanna-1Iuka | pappentoB  momyuamu | HBIX METO/IOB. | IPOTSKEHUU
tuna C JedeHne  mperaparoM | BTOPHYHbIC Tepanuu 24 mecsua.
Patterson MC, | Murmycrar, 9 _ | KOHEYHBIE TOYKM: | JUTUTENBbHBINA pHeM
Vecchio D, Prady |Haxomumuichk na| HSEM-b  (mepBuunas | murmycrara
H, Abel L, Wraith | craszaptroii MaKCHUMaJIbHasl obecrieunBaer
JE. Miglustat for |Tepammu). 29 B3pocibix | CKOPOCTh  OCHOBHOH | TEPANIEBTHYECKYIO
treatment of | 00NBbHBIX, W3 KOTOpPHIX | TOCJICAOBATCIBPHOCTH | IIOJIB3Y, 1o
Niemann-Pick 20 T10JTydaln s | HSEM-naknon HOJITBEPXKIaeTCs
type C disease: a|Teuenme 12 Mecsies |AMIUIMTYIbI), CTaOMIM3AIHCH
randomized muriycrar B go3e 200 |[VI0TaHME, OCHOBHBIX
controlled  study. | Mr Tpu pasa B neHb, a 9 | CIOCOOHOCTH K| 1apaMeTpoB
Lancet Neurol | uenoBek noxyyany | IEPEABHIKCHHIO 1| IporpeccupoBaHu
2007; 6 (9): 765 — | cTanmapTHYyIO Hgﬁpmbnsnonomqecx HEBPOIOTHIECKHX
72: Teparuio. B | 1t craTyc HPOSIBICHUI
Wraith JE, | cnenyroniye 12 3a00/1eBaHHs y
Vecchio D, Jaklin |mecsineB Bce GobHbIE 0oTbIIMHCTBA
E, Abel L, | mpuHUManu NalUCHTOB.
Chadha-Boreham |murmiycrar.
H, Luzy  C,|jleru B Bospacre 4-11
Giorgino R, | er, npemnapar
Patterson MC. NPUMEHSJTH B JI03€,
Miglustat in adult| paccunrannoit nexoms
and juvenile | 43 TIoIIA M
pa_tients _ With | nosepxmoctn Tena.
Niemann-Pick TanueHTs,
disease type C:|sapepumsuime 12-
long-term _d_ata MECSUHYIO dazy
from a clinical| yccnenopanus,
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trial. Molec
2009 [10, 11]

Gen

MIPOJIOJKIIIA  TEPATTHIO
Y CMOTJIA TIPOJIOJDKUTH
y4acTue B CIEAYIOIIEM
12-mecsaunom

OTKPBITOM,
HEKOHTPOJIUPYEMOM
JTane  MCCIeIOBaHMUA.
12-MmecsuHOE,
OTKPBITOE,
HecpaBHUTENnbHOE, I
dha3pl  umccrenoBaHUe
IMPUMCHCHUSA
mpernapara
3aBecka® vy nereii B
Bo3pacte 4-12 et
OBLITO MIPOBEICHO
napajuiebHO c
PaHIOMU3UPOBAHHBIM
HCCIIeIOBaHUEM y

B3pOCIIBIX MAIIUEHTOB.
ITammeHnTHl, Tak e Kak

u B IEpPBOM

HCCIIEIOBAaHUH,

MPOJIOJIKIIIA  TEPATTHIO

B 12-mecauHOM

OTKpBITOU (ha3ze.
MynetunieHTpoBo | PerpocnekruBHoe, Onenka Crabunuzanus C3
e Ha0II0aTeIbHOE s dexTuBHOCTH HEBPOJIOTHYECKUX
HaO0JaTeNIbHOE | KOTOPTHOE npernapara MPOSIBIICHUI
peTpoCHeKTUBHOE |HccieaoBaHue Yy 66| 3aecka® 3a00JIeBaHUS
KOTOpPTHOE HaIMEHTOB, (MurIIycTar) ABJIAETCSA
UCCIIeIOBaHUE MOJTYYaBIINX JICYCHHUE | 1poBOAHMIIACK o | HAaMTydIei
MIPUMEHEHHUS npenapaTom IIKaJge MHBAIUIHOCTH | AOCTHIKUMOH
MUTIJIycTaTa y| 3aBecka® HII-C, M3MepeHNs TepaneBTUYECKOU
HallHCHTOB €| (Murmycrar) BHE |IpoBoAMIUCh 10 4 |HCIbIO Yy MAMCHTOB
6one3upto HII-C | xiimnmueckux KITIOUEBBIM ¢ HII-C, umeromux
Pineda M, Wraith | uccienoBanuit B | KDUTEPHSIM HCBPOJIOTUYCCKUE
JE, Sedel F, Hwu |cpeaneM B Teuenue 1,5 | HEBpOJOTHYECKOTO NpOsABJICHUA,
WL, Rorhbach M, |ner. YuactBoBanu 25 |yxyamienuss npu HII-| OTPaKarolue
Bembi B, | okcriepTHBIX 1IEHTPOB, [C:  CIOCOOHOCTh K HeoOpaTuMyo
Walterfang M, | mpoBOAMIIaCh  OILIEHKA | CAMOCTOSITEILHOMY rubeb/OBPeskKICH
Koronke GC, | naliMeHToB, IIEPEBUKEHNUIO, ne HEHPOHOB.
Marquardt T, | HabmroAaBIINXCS B | MAHUNTYJISILIUA Hacrosmiee
Luzy C, Giorgino |2003-2008 rr. OueHka|pykaMu ucciaejoBaHne
R, Patterson MC. |3ddexTuBHOCTH (muctonust/mucmerpu | ACMOHCTPUPYCT,
Miglustat in | mpemnapara ), peub W rioTaHue. | 170 MUTTYyCTaT
patients with | 3agecka® OrneHka MOXKCT
Niemann Pick | ipoBommmacs 1o | IPOU3BOINIIAC CTaOUIN3UPOBATh
disease Type C Tpwkabl (Ha MomeHT | HEBPOJIOTMYCCKHUE

mKaJl€ HWHBAJIUAHOCTHU
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(NP-C):
multicenter
observational
retrospective
cohort study. Mol
Gen Metab. 2009
Nov; 98 (3): 243 —
919]

HII-C

IIOCTaHOBKHU

JIAarLo3a, Ha MOMGCHT
JICUCHUS,

Hayaja
MOCJIEIHUN OCMOTD)

MPOSIBIICHUS
3a00J1eBaHMs y
OOJIBLIIMHCTBA
MAIUEHTOB, B
JaCTHOCTH y
B3POCIIBIX u
MIOJIPOCTKOB.
Bo3pact Ha MOMEHT
JTNArHOCTHKHU
OKa3bIBAI BIIMSHUE
Ha OTBET Ha
JIeUeHUeE, a
KITMHUYECKast
MoJb3a (t.e.
3aMeJICHHe
MIPOTPECCUPOBAHHUS
3a00JIeBaHUS)
HaOmogamach Uy
MAIUEHTOB PaHHEro
BO3pacra.

[Tpunoxenue I'6

Fpynnbl NPOAYKTOB, KOTOPbIe creayeT UCKMIYUTL/OrpaHNYnUTL/NPUMEHATL 6e3
orpaHuyeHWin B NepBble Heaenu Tepanuu npenapatom Murnycrar

HN30erarn

OrpanuyuTh

be3 orpannyennid

MyuHble u3enus, Kpymbl

Xeb OenbIi, BBITICUKA, | XJ1€0 YepHBII, MaKapOHbI
MeYCHbE

Xyombst A 3aBTpaka ¢ | XJIOMbs 0€3 MOJIOKA, KyKypy3a
MOJIOKOM

Puc, 6000BEBIE

Mamnka

I'peuka

MsicHbIe/pBIOHBIE U3ICTTHS, JKUPbI

Komnbacusle usnenus

Bce Buabpl HaTypalbHOTO Msca,
STALIA

Bce PACTUTCIIbHBIC JKUPbI

Bce Buapl HaTypanabHOH pBIOHI,
MOPENPOLYKTHI, pBIOHBIE
KOHCEpBBI B Macje

MoJi04HBIE IPOTYKTBI

Monounsie NpoAYyKThI | MoOKO c conepxxanueM | [IpeccoBannslit Coip
(MoOnoOKO,  TBOpPOT,  HOTYpT), | 1akTO3bl MeHee 90%

KpOME€  OTAENbHBIX  COpPTOB

CBIPOB

OBoun/ppyKThI
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Kamycra, nyk, orypiisl Kaprodens, cBexna

Bce cBexue, 3aMOpPOKEHHBIE
OBOIIM (KpOME TMEePEUHCIICHHBIX
B JIpYTUX pazjesnax)

Harypanbnbie ¢pykroBsie | Hecnagkue GpyKTh
COKH, TIOpe

JlecepThl, HAUTKX

HecepTsl, cnagoctu opexu ['moko3a, ppykTo3a, mex

Bapenbe, cupombl, criankue
COKH, Ta3UPOBAHHBIC HAIUTKHU

TpaBsiHple YauW C TJIFOKO30M,
OTBap HIMIIOBHHUKA

IIpunoxenune I'7

Mepunoan4HOCTbL NOBTOPHbIX 0OCNefO0BaHUMM NaUUeHTOB ¢ bone3Hbo HumaHHa-

Muka Tvna C

[Tapametpsl

HepI/IOI[I/I‘-IHOCTB HOBTOpHBIX
o0cireqoBaHuMi

Oo61mue

[TonmHOE dusuKampHOE 00CIeI0BaHUE, BKIIFOYAsi N3MEPEHUE POCTa,

Beca, OKPY>KHOCTH T'OJIOBBI

Kaxxnpie 6 mec

Hespouornyeckoe o0cie1oBanne

Onenka 1o mkaie napaauggoctd HITC

Kaxnrie 6 mec

Buneosanuck OCHOBHBIX ABUTATEIbHBIX (QYHKITUH

Kaxxnrie 6-12 mec

Buneo-090I" monuTOpHHT,
HOYHOI'O CHa

IO BO3MOXHOCTH, IJHCBHOI'O HWJIH

Kaxxnrie 6-12 mec

Hpyrue nokaszarenu

OHGHKa IICUXOHEBPOJIOIHMYECKOI'0 CTaTtyCca

Kaxnrie 6-12 mec

Ay,Z[I/IOMeTpI/IH, CJIYXOBBIC BBI3BAHHBIC IIOTCHIIMAJIBI

Kaxnrie 6-12 mec

3pI/ITCJ'IBHI>IC BbI3BAHHBIC ITOTCHII M AJIbI

Kaxnrie 6-12 mec

bunokynspHas AIIEKTPOOKYJIOTpadus
CaKKaJIM4YeCKUX JIBUKCHUI TJ1a3)

(peructparnus

Kaxnpie 6-12 mec

JlaGopatopHble MOKa3aTenu

buoxumuueckuit ananus kposu (ACT, AJIT, kanbiuit oOrmmii)

Kaxnrie 6-12 mec

OO0t aHanu3 KpoBU

Kaxnrie 12 mec

UccnenoBanue nuzochunromuenuua 509 B msITHaxX KpOBU W/WIIU

XO0JISCTaH TpUoOJa B IIJIa3ME KPOBU

Kaxnrie 12 mec

VY3U opranoB OpromHON NOJIOCTH

Kaxnarie 12 mec

MPT wunu KT ronosaoro mosra

Kaxnarie 12 mec
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[Tpunoxxenne I'8

MNpaBuna 3abopa 6uomaTepuana Ana nposeAeHUs OUArHOCTUKN B NATHAX

BbICYLIJeHHOﬁ KpoBHu

Kposb cobupaercs Ha

CTaHIAPTHYIO KapTOuKy-QuiabTp (N
903), koTopas TNpUMEHSAETCA IS

CKpHHHUHIA HOBOPOXACHHBIX B
Poccuniickoit ~ ®Depepauun, Wi
AHAJIOTUYHYIO JJIsL MOJIYYCHU A

CyXOro IsTHa KpoBH. KpoBs MoOXKeT
OBITh KaK KanwuisipHas (M3 majbla,
MATKH), TaK U BEHO3Has. BeHo3Has
KpOBb coOupaercs B HpOOUPKY,
aKKypaTHO  TIEpEMENIUBACTCA |
3aTeM OBICTPO C TIOMOIIIBIO TUTIETKH
HaHocuTcs Ha ¢uiaptp mo 25-50
MKJI KpPOBH Ha KaXIyIO
BBIJICJICHHYIO o0racTsb.
Heobxomumo xopomio mpomnuTaTh
BBIJICICHHYIO 00J1acTh Ha (UIBTpE
(puc. 1). [IpeanmoururensHO
cobupath 00pasmbl TOCIE  €Ibl
yepe3 40 MuHyT — 1 yac. Bo3aMoxHo
TaKXe OCYILECTBUTh 3a00p KPOBHU U
HaTOIIAK.

Ha kaprouke-duibrpe 00s13aTeIbHO
JNOJKHBI ~ OBITh YETKO  yKa3aHbI
OHNO, xkeM U OTKyJa HaIpaBiieH
MalueHT, JaTa  pOXKJIEHUS U
TeneoH Jieyalero Bpava (pUCyHOK
2).

OObpazerr cyxoro IsTHa KpOBH
BKJIAJIbIBACTCA B YHCTBI KOHBEPT,
nn6o B uucThii (aitn. Kaprouka-
GbuIbTp HE JOJDKHA COMpPUKACATHCSA
C TpS3HOW TIOBEPXHOCTBIO M C

oOpa3uamMu  JIpyrux MalyeHTOB.
Heob6xogumo MPUIIOKUTH K
oOpasiam UHGOPMUPOBAHHBIE
corjacus MalueHTa WIH  €ro
3aKOHHBIX  IIPEJICTAaBUTENIEH  Ha
MIPOBEJICHUE 1abopaToOPHBIX
HUCCIIEIOBAaHUN

d00e0

Fo i A e T e s B T VT AT Y ke
» K3NAKM A0ANMME NOAHSLTRO NPONMUTITE DA € Qﬁga?uo.e{!op@np
= He xacahrecs 05AICTH, MDONMTANHOM KPOBSO

Pucynok 1. OO6pazenr mpaBUJIBHOTO HAHECEHHS KPOBU Ha
KapTOUKY-(QHIbTP

-

N TN TN TN TN

DiViIVIVI®
I \

903 & 2023-10 59 0000020/W001

4] 6 0010608

WO NaymenTd

Lara pomaerinn [a12 838THA KDOBK Noa
S0 Bpara

nny / fopoa / Aapec

E-mail sparea

Tenedor spava

Tect
[J@stpu [Jnomne [Jrowe [Jmnca [Jime-ctr [Jiyso6L3

E] Cemednmmt Opurmre. MyTawmn

Pucynox 2. O0pazen kapTouku-puiabTpa
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AﬂrOpVITM OEeNCTBUN MeaULUHCKOro nepcoHana npu B3ATUN 06pa3u03 KpoBu

- BBIMBITh PYKH (TUTHEHUYECKUI YPOBEHbD), HA/IETh MIEpPUYaTKH;

- BEIMBITh PYKHU MAIMeHTa (MATKY peOeHKa, B CiIydae, €CIl KPOBb OepeTcs U3 MATKH);

- MpoTepeTh 001acTh MPOKAJIBIBAHUS CTEPUIIBHOM candeTkoit, cmouenHoi 70% cruprom,
MPOMOKHYTH CYXOH CTEpHIIBHOW caleTKOi; — TPOKOJOTh CTEPHWIBHBIM OIHOPA30BBIM
CKapu(UKATOPOM;

- CHSITb [IEPBYIO KAILIIO KPOBU CTEPUIIbHBIM CYXUM TaMIIOHOM;

- MSTKO HaJaBUTh JUISl TIOJTy4€HUsI BTOPOM KaIlIk KPOBH;

- NPWIOKUTH MEPHEHIUKYJIIPHO TeCT-OJaHK K Karule KPOBHM M IPONUTATh €ro KpPOBBIO
HACKBO3b;

- aHAJIOTUYHBIM 00pa30M HAaHECTH Ha TeCT-0JIaHK 6-8 Karelb, BUJI MIATE€H KPOBH JI0JKEH OBITh
OJIMHAKOBBIM C 00EUX CTOPOH.

- BBICYIIUTh TECT-OJJAHK B TOPHU30HTAJIbHOM IIOJIO)KEHHH Ha YHUCTOM 00€3KUpEeHHON
MIOBEPXHOCTH HE MeHee 4 4 0e3 NpPUMEHEHHUs TEeIUIOBOM 0O0pabOTKM M TOMaJaHus MIPSIMBIX
COJIHEYHBIX JIy4eH;

- yIakoBaTh TECT-OJAHKM B YHUCTBHIH KOHBEPT TakKUM 0O0pa3oM, 4YTOObI MSTHAa KPOBU HE
COIPHUKACAIIHCE.

Ocob6eHHOCTU NpU NHDY3INOHHOMU Tepanuu

HekoTopsele nmanuenTsl MOTYT HOJy4aTh HHGY3MOHHYIO TepaIuio, epeinBaHie KOMIIOHEHTOB
KPOBH, YTO MOXKECT OKa3aThb BJIIUAHHUC HA PE3YyJIIbTAaTbl TECTOB. HaHpI/IMep, IIpH ICPCIIMBAHNUU T1JIa3MBI
KpOBHU MOTYT OBITH MOJIYYCHBI JIOXKHOOTPHULIATCIIBHBIC PE3YJIbTAThI, TaK KaK OIIPEACIACMBIC
(bepMeHThl HaxOoJITCs B IJIa3ME€ U B KJIETKAaX KpOoBU. PexkoMeHIyeTcsi oCylecTBUThH 3a00p KpOBU
st depmentHoit u JIHK-gumarnoctukun He 9 paHee yem uepe3 6-7 JHEHW mocie TNepeTdBaHHS
IJ1a3Mbl KpoBH U uepe3 7-10 qHel mocie nepeauBaHus KOMIOHEHTOB KPOBH.

He nomyckaercs 3a60p KpoBH

- cpa3zy ocJe MpoBeIeHUs NallMeHTy UH()Y3UOHHOW Teparnuu;

- cpa3y MocCJe 3aMEHHOTO TepeIBaHus KPOBH.

XpaHeHue u TpaHcnopTUpOoBKa 6uomaTtepuana

OO0pa31bl BBICYIICHHBIX MATEH KPOBU MOKHO XPaHUTh B OOBIYHON KaMmepe XOJIOMIbHUKA TTPU
+40 C no otnpaBku. Cpok XpaHEHHUs 10 MOMEHTa OTIPABKU HE JOJKEH IpeBblath 7 nHeu. Ecnu
XpaHUTh JIOJIbIIIE U TIpU OOJiee BBHICOKOW TemrmepaType, TO aKTUBHOCTh ()epMEHTa Jake B HOpMeE
MO>KET CHHXKAThCS, YTO MPUBEIET K JIO)KHOMOJIOKUTEIbHBIM PE3YJIbTaTaM.
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http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesHb HumaHHa-MNuka tvn C — 2019-2020-2021 (23.01.2023) — YTBEpPXAeHbI MuH3gpasom PO

Hoggsle, n3nannsie B 2020-2024 rr. 1 odpunuanbHO yrBepkIEHHBIE MuH31paBom PO,
KJIMHUYECKHE PEKOMEHIAalUHU (PYKOBOJICTBA, IIPOTOKOJIbI JIECYEHHSI) — HA HALLIEM CaiTe.
HNHuTtepHer-cepuIKa:
http://disuria.ru/load/zakonodatelstvo/klinicheskie_rekomendacii_protokoly_lechenija/54.

Ecnu rae-To keM-To 1aHHBIM JOKYMEHT ObLI paHee pacreuaTaH, JaHHoe n3oopaxenne QR-koaa
MTOMO>KET BaM OBICTPO MEPENTH MO CChUIKE ¢ OyMa)KHOM KOMUU — B HEM HaXOAUTCA 3Ta CChUIKA.
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