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1. Kpatkaa nHcgpopmauma no 3aboneBaHUo UnNuM COCTOSHUIO (rpynnbl 3aboneBaHumn
WUIN COCTOSIHUN)

1.1. OnpepeneHue 3aboneBaHWA WNU COCTOSIHUA (rpynnbl 3aboneBaHUW WU
COCTOSIHUN)

bonesns Humanna-Iluka, Tuna C (HII-C) aBnsieTcst peakuM HacieICTBEHHBIM MYJIbTHCHCTEMHBIM
3a00JieBaHHEeM. XapakTepHble HeBposiormueckue mpospiieHuss HIT-C — rima3onsurarensHbie paccTpoiicTBa
B BUJI€ HApYLICHUH cakkaaudyeckux aBrkeHui ria3 (CAI) wnm BepTUKAIBHOTO HaIbAAEPHOTO Mapaanya
B3opa (BHIIB), Mo3xe4uKkoBbIe HapymieHHs (aTaKCHs, AUCMETPUs), AUCTOHUS, TU3apTpus, aucdarus u
rejlacTU4ecKasl KaTamyiekcus. Takke Yy NaleHTOB 4YacTo HaOMI0JAOTCs CYJOpPOXKHbIE MPUCTYIIBI,
pasBuBaercs smmiencus [1-7, 19, 20]. OO0bI9HO HAYal0 HEBPOJIOTHYECCKHUX IMPOSBICHUN MPUXOIUTCS Ha
JETCKUI BO3pacT, XOTS Bce OOJIblIEe KOJUYECTBO CIIy4aeB BBISBISETCS M JUArHOCTHPYETCS B 3pPEIOM
BO3pacTe€ B CBSI3M C MO3JHUM IIOSIBICGHUEM HEBPOJIOTUYECKUX M ICUXUATPUYECKUX CHUMIITOMOB.
Pacnipeniennenne mnanueHTOB 1O BO3pAacTy MaHH(ECTAallUd HEBPOJOTMUYECKUX MPOSBIECHUN (Hayano
3a00JIeBaHUS B paHHEM JIETCKOM, MO3JHEM JETCKOM, FOBEHIJILHOM U I0JAPOCTKOBOM/B3POCIIOM BO3pacTe)
MOXET OBITh MOJIE3HBIM JIJISl OIICHKM T€UEHUS 3a00JIeBaHMs U OTBETa Ha JieueHue. B centsope 2012 Obun
OMyOJMKOBaHbI OOHOBIIEHHBIE PEKOMEHJALNU, BbIPAOOTAHHBIE B XOJE€ OYEPETHOTO COBELIAHHS B
[Mapwxe, Opanuus rpynmnoi MeXIyHapOIHBIX IKCHepToB, B 2018 rogy oOHOBIEHBI peKOMEHAAINU 110
CEJICKTUBHOMY CKPUHMHTY M auarnoctuke u edenuto HII-C [8, 19, 20].

OT60p maMeHToB sl AUATHOCTUKH OCYILECTBJISETCS Ha OCHOBAHMM CEJIEKTUBHOTO CKPUHUHTA —
BBIJICJIEHUE TPYNIbl MAllMEHTOB, MMEIOIIMX XapaKTepHbIE JUIsl JaHHOTO 3a00JeBaHUs KIMHUYECKUE
CHUMIITOMBI (BHUCLEpAJIbHBIE, HEBPOJOIMYECKUE, IICUXUATPUYECKUE), U1 IPOBEICHHs JalbHEHIIero
nabopaTopHoro tectupoBanus [20].

[Ilpy HamUuUKM  COOTBETCTBYIOUIEH  KIMHUYECKOW  KApTHUHBI  JIMarHO3  MOATBEPKIAETCS
OMOXUMHUYECKUMHU M MOJIEKY/ISIPHO-T€HETHYECKMMHU MeToaamu [4, 8, 19, 20].

1.2. 9TMonorMa v naroreHes 3aboneBaHUA UINU COCTOSIHMA (rpynnbl 3aboneBaHun
WUIIN COCTOSIHUN)

[Ipuuunoii 3aboneBanust ABIsAOTCA naToreHHble BapuaHThl B reHax NPC1 (B 95% ciyuaeB) winu
NPC2 (okono 4% ciaydaeB), yTO BeAeT K HApPYIIEHUIO BHYTPUKIETOYHOTO TPAHCIOpPTA JIMIUIOB U
HAKOIUICHUIO XOJIECTEPUHA W TJIMKOC(UHTOJIUIMIOB B TOJOBHOM MO3r€ M JPYruX TKaHsAxX. Tum
HACJIeIOBaHUS ayTOCOMHO-pelieccuBHbIi [13].

I'enst NPC1 u NPC2 xomupyroT Oenku KIETOYHOW MeMOpaHbl, OTBEYAIOIIME 3a TPAHCIIOPT
XoJecTepuHa W JUNUI0B BHYTpPh KiIeTkd. NPCl oTHocuTCS K CEMEHCTBY T'€HOB, KOJIUPYIOLIUX
MeMOpaHHO-CBSI3aHHBIE CTEPOIUyBCTBUTENbHBIE Oenku. Ha kmetounsix momensax mpu aedexrax NPCI
YCTaHOBJICHO HapylIeHHe BHYTPUKIETOYHOTO TpaHcmopta (3d¢aokca) CBOOOIHOTO XOJIECTepPHHA,
MOTJIONIAEMOr0 KIIETKaMU C (pakuusMH JHUIONPOTEMHOB HHU3KOM IUIOTHOCTU. BHYyTpHIM30cOMHOE
HAKOIUICHHE XOJIECTEpUHA HMHIUOMPYET aKTHMBHOCTh C(UHTOMHENWHA3bl UM MPHUBOJIUT K HAKOMJICHUIO
chuUHrOMUENNHA B KJIETKaX NapeHXMMAaTO3HBIX OpraHoB (TMEYEHH, CENIe3eHKH, IMOYKaxX) U HEPBHOMU
cucteme. [Ipn MHUKPOCKONIUU BO BCEX OpraHax oOHapYKHBAIOTCS "TIEHUCTHIE" KIETKH, TaK Ha3bIBacMble
knetkn Hwumanna-Iluka. Ilpu wucnonb3oBaHuM crenu(PUYECKUX OKPACOK IMTOIUIa3Ma THCTHOLMTOB
npuobperaer 1BeT Mopckoil BoyiHBI ("sea-blue histiocytes") u3-3a OTIOXKEHHS JMIIONMMIMEHTA MU
repora. OTHAKO 3TH KISTKH He Tak TUIHYHbI 111 6one3un HIT-C, kak mis tumoB A u B [1, 12].

1.3. dnupemmonorna 3aboneBaHMA UMM COCTOAHUA (rpynnbl 3aboneBaHun wunu
COCTOSIHUW)

3aboneBanne mansTHUYEeckoe. YacTtoTa 3aboneBanusi coctaBiuser B cpennem 0,66-0,83 na 100000
KHUBBIX HOBOPOXKIeHHBIX [13].
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1.4. OcobGeHHOCTU KoauMpoBaHMA 3aboneBaHMA WU COCTOSAHMA  (rpynnbl
3aboneBaHun unu cocrtosiHum) no MexayHapoAHOM CTaTUCTUYECKOW Knaccudukaumm
6one3Hen n Npo6nem, CBA3aHHbIX CO 340POBbLEM

E75.2 — [Ipyrue chuHTOIUITHAO3EIL.

1.5. Knaccudmkaumna 3aboneBaHUsi UMM COCTOSAAHUA (rpynnbl 3aboneBaHUn wunu
COCTOSIHUN)

HII-C oTHOcUTCS K JHM30COMHBIM OOJIE3HSM HAKOIUICHHS, TOATPYINIE COHUHTOIUINIO30B.
Knaccudukamuss HII-C ocHoBana Ha Bo3pacte manudecranuu 3adoneBanus [12, 13]. B mHacrosmiee
BpeMst puHsTH cienytone Gopmer HII-C: nepunaranpHas (Hadaio B Bo3pacte < 3 MecsIeB), paHHSS
MJazeHdeckas (B Bo3pacTe OT 3 MecsleB /10 2 JIeT), NO3AHss MilajeHueckas (B Bo3pacte 2 A0 6 Jer),
IOBEHUIIbHAS (B Bo3pacTe 6-15 51eT) u moapocTkoBas/B3pocias (B Bozpacte crapmie 15 ser) [3, 12, 13].

1.6. KnuHnyeckas KapTuHa 3aboneBaHUA UK COCTOAHUSA (rpynnbl 3aboneBaHun Unu
COCTOSIHUN)

HIT-C sBnsercs MyJIbTUCHCTEMHBIM 3a0ojeBaHuMeM. KiuHWYECKHE TPOSIBICHUS, KOTOPHIE
yKa3bpIBalOT Ha BO3MOXHBIM nuarHo3 HII-C, Bkmtouator B ceOsi BHCIEpaldbHBIE, HEBPOJOTUUECKUE H
MICUXUATPUYECKHE CUMITOMBI. BrlpaxkeHHOCTh KinMHMYeckux mnposiiieHnid HII-C B pasHoMm Bo3pacre
npusenieHa B [Ipunoxennn A3.2.

Yacto wnHaOmomaercs paznuuHoe knuHUYeckoe TtedeHne HII-C y cubcoB, HecMOoTpsi Ha
TOXICCTBEHHOCTh T'€HOTHNAa W Omoxmmudeckoro ¢enoruna [8, 12, 13]. IlanmeHTsl, poauBmIIAecs C
TSDKEJION TIepUHATAIbHON (DOPMOM, MOTYT MMETh CHOCOB C HAa4yaJloM HEBPOJIOTHYECKHX IPOSBICHUN B
JETCKOM WJIM TIOJIPOCTKOBOM BO3pacTe.

HeBponoruyeckue nposiBrieHns

HeBponornyeckue Hapymenuss npu HIT-C gacTto pa3BUBAIOTCS MOCTENEHHO, NEOIOTUPYS TaKHMH
HecTenn(UIECKUMU CUMIITOMAMH KaK CHIDKEHHE MBIIICYHOTO TOHyca (ICHTpaJibHAasl TUIIOTOHWS) HITH
YacThIe MaJICHUS, HEYKITFOKECTh B CITydasiX Hayasia 3a00JIeBaHus B CTapIlIeM JIETCKOM BO3pacTe.

B cnydasx nebrora HII-C B paHHeM M TO3JHEM MIIAJICHYECKOM BO3pAcTe OOBIYHO BO3HUKACT
3aJiepKKa WIIM OCTAHOBKA PEYCBOTO PA3BUTHS, B YaCTH CIIy4aeB PETPECC PEUCBBIX HABBIKOB C 3aJICPIKKOM
00I11er0 KOTHUTHBHOTO /MM MOTOPHOTO Pa3BUTHs Win 0e3 TakoBoi [3, 5, 8, 13, 19, 45].

HauwnHas ¢ mo3aHero MiaaieH4ecKoro BO3pacTa U CTapliie 4acTo HaOJI0JaeTCsl OJIMH MIIM HECKOJIBKO
MO3KEYKOBBIX cUMITOMOB. K TunuyHsiM HeBposorudeckum mnposisiaeHusm HII-C otHocsTCs: HapyiieHue
MOXOJIKA, MO3KCUKOBAsI aTaKCHs, JUCTOHUS, IUCMETPUs, TUCIUATOXOKHHE3, AU3apTpUsi U aucdarus,
rejacTHYecKas KaTaluIeKCHsl, SIUICITHYSCKUE TIPUIAIKU, HeHpOCeHCOpHas Tyroyxocts [1-8, 13, 19].

Mo3Ke4YKOBasi aTaKCHUsl SBISICTCS YACThIM IPOSIBIICHUEM B CITydasiX MaHU(ECTalluu 3a00JICBaHHS BO
B3pPOCIIOM BO3pacTe.

JlucToHusi cBsi3aHa C TMOpPaXXEHHEM TI0J0caToro Tena M 4YacTto MaHudectupyeT (oKaabHOM
JIUCTOHWEH, TOopaxawlled KUCTH W JuNo. [eHepalu3oBaHHas TUCTOHUS MOXKET MPOSIBIATHCS
HapyIIeHUEeM MOXOJKH, MAaTOJOTHYeCKUMH 1mo3aMu. OCTpblii MUOKJIOHYC UM MUOKIOHUYECKHA TpeMop
MOTYT pa3BUBATHCS 0 MEPE MPOTPECCUPOBAHUS 3a00JI€BaHUS WIM UHOT]a BO3HUKATh HA pAaHHUX CTaAUAX
pazButus HII-C.

Jucdarus MOXKET MOSBIATHCA HA PAHHHUX CTaausAX 3a00J€BaHUS WM Pa3BUBATHCA MO3KE U
MPEJICTaBISIET CEPhEe3HYI0 MPOOIeMy s KIMHUYECKOTO BelIeHHUs OOJNLHOTO, TMOCKOJBKY CEpbe3HO
HapylIaeT BO3MOKHOCTh CAMOCTOSITENTFHOTO MUTAHUS Ha TIO3IHUX CTaJIUSAX 3a00JIeBaHUs, MOBBIIIAS PUCK
acTHpallii |, BCJIEJICTBUE JTOTO, CEPhbE3HBIX JEeTrOYHbIX HH(pekuui. Jucdarus MoxkeT HauMHATBCS C
MPOCTOTO MOMEPXUBAHUS WM KAIlUISl P MPUEMe MMUIIU, OOBIYHO TIPH YIIOTPEOICHUH KUIKOCTH.
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OKyJIOMOTOpHBIE HAPYLIEHUS SIBISIFOTCS OTIMUUTENbHBIM IpusHakoMm HII-C, nabmonatorcs y 81%
MAI[MCHTOB M0 pe3yJbTaTaM KPYIMHOMACIITAOHOTO PETPOCIEKTUBHOTO uccieaoBanus [9], oObruHO
HAa4YMHAIOTCS B CTapIlIEM MIIAJIEHYECKOM BO3pacTe ¢ HApYyUIEHMs cakkaguueckux aswxkeHui raas (CUT).
Hapymenus CJI' moryr ObITh NpONyIIEHBI NpU KIMHUYECKOM OCMOTpE, €CIM HE OLIEHUBAIOTCS
CaMOTIPOM3BOJIbHBIC JBW)KCHHS TJIA3HBIX S0JOK. JIaHHBIA CHMIITOM BBISBIISICTCS MPAKTUYECKH Yy BCEX
nanuentoB ¢ HII-C npu mpaBuiabHOM 00CII€IOBaHMU, W peajibHas PacIpOCTPAHEHHOCTh JIaHHOTO
CUMIITOMA, BEPOSITHO, HEJOOIICHUBAETCs. [lepBOHAYAIbHO MOPAXKAIOTCSI BEPTUKAIBHBIC TBUKCHHS TJa3,
3aTeM MPUCOCAMHSIOTCS HApYIICHUs TOPH3OHTAIBHBIX cakkan [3, 8, 12, 13, 16, 29]. M3nagambHO
CTPa/al0T TOJBKO CaMOIPOU3BOJIbHBIC CAKKAIMYECKUE IBUIKEHHUS, a MEJUICHHBIC IUJIaBHBIC CIIEISIINE
JBUKCHHUS TJIa3 MOTYT OBITh HOpMabHEIMH. CO BpEMEHEM ATH HAPYIICHHSI TPOTPECCUPYIOT JIO TTOJTHOTO
BEPTUKAIBLHOTO HAIbsEpHOTO mapanuya B3opa [13, 19], HaunHasCh ¢ MPOrpecCHpyOIIero yMEHbIICHUS
CKOPOCTH CaKKaJIMYCCKHX JIBIDKCHUU (XOTS BpeMs 3aJePKKH CAKKaIMUECKUX JBUIKCHUH OCTaeTCs
HOPMAJILHBIM), TIPUBOJIS K MTOJTHOMY Mapajindy CaKKaJUYeCKUX JIBFDKCHUU ri1a3. BecTuOymooKyIsspHBIA
pedaekc 4acTo COXpaHEeH B T€UEHHWE UIUTEIHHOTO BPEMEHHM, YTO TOATBEPKIAET TOT (DAaKT, YTO Mapaind
B30pa SBJISIETCS IEUCTBUTEIHHO HATBSICPHBIM IO CBOEH MIPUPOJIE.

Karariekcusi sSBIsSETCS OTHOCHTENIHHO CHEMU(UIHBIM M YacThIM HEBPOJOTHYECCKHM TPU3HAKOM
HII-C, nabGmiomaembiM, B 1enoMm, Oojiee 4eM y TOJIOBUHBI marieHTOB. OHa pexe Habmomaercs y
MAIMEHTOB PaHHEro JIETCKOro BO3pacTa, yallle OTMEYasch B CllydasX Hadajia 3a0o0JjieBaHUs B TO3IHEM
MJIaZICHYeCKOM | FoHommeckoM Bospacte [3, 13, 19]. Karamnekcusi mposiBisieTcss BHE3aMHOW TOTepen
MBIIIIEYHOTO TOHYCA B HOTaX WJIM, HHOT/A, B YEIFOCTH WJIH IIIee W TIPOBOIMPYETCS SMOIUSIMH, HaIIpUMep,
cMexoM (TermacTthueckas Kararuiekcus). JlaHHBIM TpU3HAK JIETKO MPOITYCKAeTCS W YacTO OMIMOOYHO
WHTEPIPETUPYETCS KaK BTOPHYHBIC MMAJCHHS W3-32 aTAaKCUW WM KaK ATOHHYECKUE SIHIICTITUYCCKHC
MPUCTYTIBI.

OnuiaenTuyecKrue MPUCTYIBI peke HAOMI0JAI0TCs y MAalMEeHTOB C HayaloM 3a00JieBaHUS B PaHHEM
MJIQZICHYECKOM M B3pocioMm Bo3pacTe [13, 19], yem B ciydasx ¢ HayajioM 3a00J€BaHUS B TMO3THEM
MJIQZICHYECKOM U IOHOIIeCKOM Bo3pacte. Y mamueHToB ¢ HII-C Moryr oTmedarhcsi JIFOOBIC THIIBI
AMUIICITHYCCKUX MIPUCTYIIOB (mapumansHbie/hOKaTBHEIE, reHepaIn3UPOBAHHBIE, a0CaHCHI,
MHUOKJIOHUYECKUE, TOHUKO-KIOHUYECKHE); MPUCTYIIBI MOTYT 3HAUUTEIHHO OTINYATHCS 110 HHTEHCUBHOCTH
U 4acToTe.

HeiipoceHncopHast TyroyxocTh 4acTo BeTpeyaercst Ha mpaktuke [12, 13, 46, 47].

[Tepudepuyeckas Heilpomatus sSBISETCS PeAKUM ocliokHeHHeM y maruentoB ¢ HII-C, xotopoe
MOXKET HaOmronaThes MpH MilageHdyeckux ¢opmax. OHa HHUKOrjJa He HaOJIOAanach B Ciaydasx Havana
3a00JICBaHMs B IOHOIIICCKOM HITH B3pOcCiioM Bo3pacte [12, 13, 19].

KorHutuBHble HapyLieHus

CHmxeHue KOTHUTUBHBIX (DyHKIUN HaOmronaeTcs npaktudyecku y Bcex mnanueHtoB ¢ HII-C ¢
ne0rToM 3a00JieBaHHS B TOJPOCTKOBOM/B3POCIOM BO3pacTe, HauyWHas C OINPEACICHHOTO MOMEHTa
pasBUTHS 3a00JICBaHUs, HO PEIKO PACIIO3HAETCS B JAETCTBE Ha paHHUX 3ramax passutus HII-C [1, 7, 13,
19].

Y mnanueHTOB € HayaloM 3a00JieBaHMS B TO3JHEM MIIAJICHUECKOM M IOHOLIECKOM BO3pacTe
OTMEYaJIH IJIOXYIO MIKOJIBHYIO YCIIEBAEMOCTh U 3aTPYJAHCHUS IPU 00YICHUH.

Koruutusasle Hapymenus npu HII-C, B OCHOBHOM, HA4YMHAIOTCA C JIOOHO-MOJAKOPKOBBIX
PaccTpoOiCTB U XapaKTEPU3UPYIOTCS CHIDKEHUEM HCIIOJHUTENbHON (YHKIMHM M CIOBECHOM MaMsTH, a
Tak)Ke YMEHBIIIEHUEM CKOpOCTH 00paboTKH HHPOpMAITUH.

[Tpu nporpeccupoanuu HII-C, y manueHToB oTMedaercs 0oJiee SBHOE YXYALIEHHUE KOTHUTHUBHBIX
GyHKIMM, Beayliee BO MHOTHX CIy4dasX K BBIPQKEHHOHW IEMEHIIMH C TPYyObIM JUCPETYISTOPHBIM
CHHIPOMOM W HapyiieHuem mamstu [15, 19, 23, 27].

I'Icuxuanqucxue nposBreHus
[Marmentst ¢ HII-C ¢ nHauanmom 3a0oyieBaHUsT B TMOJPOCTKOBOM/B3POCIOM BO3pPacTe YacTo
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NeOITUPYIOT TICUXHYCCKUMHU MPOSIBICHUSMHU, TAKXKE COOOMANOCh O TAIMeHTax ¢ MaHu(ecTaruen
3a00JIeBaHHsSI B FOHOIIIECKOM BO3pacTe C TMOBEICHYCCKHMMH OTKJIOHEHUSMU B aHAMHE3C W JIPYTHUMH
MPOSBJICHUSMH, 0OpAIABIIUXCS MO3KE IO TIOBOJIY MICUXUYECKUX 3a00sieBanuit [15].

VY manueHToB ¢ HayajaoM 3a00JieBaHWs B IOHOIIECKOM BO3PAacTe 4acTO HAONIOMAIOTCS MPOOIeMbI
MTOBE/ICHHUS, HAPYIICHUE 00YUCHHUS, PACCTPOMCTBO IKCITPECCUBHON PEUr, CUHAPOM JIe(DUITUTa BHUMAHHS C
rUrepakTuBHOCTHIO [1, 2, 7, 13, 19].

[lcuxo3 ¢ MmHU30PPEHONOAOOHBIMU  TPOSBJICHUSIMHU  SBJISIETCS.  YacThIM ~ CHUMIITOMOM Y
moAPoCcTKOB/B3pocibix nanueHToB ¢ HII-C, ormeuaercs ¢ wacrortoit no 25% cnywaeB. KiuHudeckue
MPOSIBIICHUST YacTO HEOTIWYUMBI OT IMM30(PPEHUH C TUNHYHBIMH CIIYXOBBIMH TaJUTFOIIMHAIASIMU,
OpelOBBIMU HJIESIMHU, PACCTPOMCTBOM MBIIIJICHHSI W TOBEACHUSA, MOTYT HAOMIOIAThCS MapKephl
OpPraHUYECKOTO TICUX03a, B TOM YHCJIC 3pUTENIbHBIC TAJUTIOIMHAIINN, HAPYIIEHUE KOTHUTUBHBIX (DYHKIIHI
U PE3UCTEHTHOCTh K McuxoTporHon Tepanuu [19, 20].

Taxoke MokeT HaOII0IaThCs KaTaTOHU, Hau0oJIee YacTo — y MAIMeHTOB ¢ HavajoM 3a00JIeBaHus B
panHeM Bo3pacte. OHa 4acTO HE MOJJACTCS JICYSCHUIO U MOXKET CUMTATHCS MPU3HAKOM OPTraHUYECKOTo
MCUXUYECKOTo 3aboseBanus [12, 13, 19].

Coo001manock 0 APYyrux Cepbe3HbIX MCUXUYECKUX MPOSIBICHUSAX, BKIIIOYAs IEMPECCUI0, OUTIONSIPHOE
1 00CeCCUBHO-KOMITYJILCHBHOE paccTpoiicTsa [8, 9, 13, 15, 24].

B3pocnsle B Bo3pacte crapuie 30 ner yamie oOpamiaroTcs € JUCPETYISTOPHBIM CHHIPOMOM,
KOTOPBIA XapaKTEPU3UPYETCs] HAPYHICHUSIMH TOPMOJKCHHUS, TUIAHUPOBAHUS W OpPTaHU3AIMH, a TaKkKe
CHMKEHUEM KPUTHYECKOW CaMOOIEHKHM W KOTHUTHBHOW THOKOCTH, BO3HUKAIONIMX PaHBIIE Pa3BUTHI
HapYIICHUS MaMITH U JPYrux oonactet moznanwus [19].

Bucnepansupie nposiBnenus. Bucnepanbabie cumntombl HIT-C BrimrodaroT B celsi mOpaxeHUs
MIEYECHHU, CEJIEe3CHKH, JIETKUX U APYTUX OPTaHOB.

[IposiBnenus 6one3nu HII-C B HeonaTanbHOM nepuonie otMevaercsa B 45-65% ciydae. Haubomnee
PaHHUM KIMHUYECKUM IMPOSIBICHUEM, HE3aBHCHUMO OT KIMHMYECKON (opMbl 3a00JeBaHUS, SBISETCS
CHUH/IPOM XO0JIECTa3a, HO MOKET OTMEYAThCsl U30JUPOBAaHHAS CIUICHOMETalus WM TeNaToCIIEHOMETalus.
Taxke y psaa MalMEHTOB OMNHMCAHO HE3HAUMTEIbHOE/YMEPEHHOE TOBBIIIEHHE AaKTHMBHOCTHU
alTaHMHAMUHOTpaHcdepas3bl U acmapraTaMuHOTpaHCchepasbl B KpOBU U (CHHIpOM IuTonn3a). Kpome Toro,
coo0Ianoch 0 ciy4asx HEMMMYHHOW BOJSHKHM, acllUTa W TemarocIuieHoMmerainu rmiona. Cuuraercs
MaTOTHOMOHUYHBIM COYETAaHUE XOJIECTa3a CO 3HAYMTENBHOM CTENEeHbIO BBHIPAXKEHHOCTU CIIEHOMETalluu
0e3 MPU3HAKOB MOPTAJIbHON TUMEpTeH3UH. B OONbIIMHCTBE CllydyaeB MPU3HAKU XOJecTa3a IMpH ATOM
3a00JIeBaHUH CaMOTIPOU3BOJILHO pa3peniatoTcs K 6-8-My Mecsily )KM3HH, IPU 3TOM yYBEJIMYCHHUE NEYEHU U
CEJIe3eHKU COXpaHseTcs eie amurenbHoe Bpems [17]. B 10% ciayuaes npu panneit manudecraru HIT-C
MMEEeT MOJHHEHOCHOE TEYEHHE C Pa3BUTHEM IEYEHOYHON HEIOCTATOYHOCTH M JICTAJTbHBIM HCXOJOM B
TedyeHue mepBoro roga xusuu [17, 19, 20].

HeonaranpHblii XonecTas, renaTocriieHOMEraans Wil U30JUpOBaHHAs CIUICHOMETalHs B aHaMHe3e
4acTO OTMEYAIOTCS y MAIEeHTOB ¢ HauajaoM 3a00JIeBaHUSI B PAHHEM U CTapIlIeM JETCKOM BO3pacTe.

Y MAIUEHTOB c HAYaJIoM 3a00JieBaHUs B Oonee cTapIiiem BO3pacTe
renaToCIUICHOMET AU/ 30 IUPOBAHHAsT CIUICHOMETANUsS SIBISIETCSl OOBIYHO OECCHMMIITOMHONW W 4acTo
KIIMHUYECKH HE pacrho3Haercs, uTo Tpedyer, B ciuydasx mnoxao3peHuss Ha HII-C, npoBenenus
yIBTPa3BYKOBOTO  HCCIEAOBAaHUA OpraHoB OpromHOM monoctu. [lo  uMerommMcs  JTaHHBIM
npubnusutenbHo 'y 15% Bcex manuentoB ¢ HII-C ¥ mouyTH y MOJOBHHBI MAallMEHTOB C Ha4ajioM
3a00JIeBaHUsST B TMOJPOCTKOBOM/B3POCIIOM BO3pacTe OTCYTCTBYET YBEIWYEHHE pa3MepoB MEYEHH W
cenezenku  [15]. OpnHako 3TM  JaHHBIE HE  OTPaXAaWT WCTUHHYIO  PaclpOCTPaHEHHOCTh
renaToCIUICHOMET iy, MOTOMY YTO YJIBTPa3BYKOBOE MCCIIEJIOBAaHHE OPraHOB OPIONTHON MOJIOCTH YacTo
He mpoBoAMIIOCH [15].

B To Bpems kak cruieHOMeranusi mpakThuuecku Bcerna Habmromaercs mpu HII-C, remaromeranus
pexe HaOmomaercss y B3pochbix [19]. YV manueHTOB ¢ HEHpoJereHepaTUBHBIMU WM MCHXUYECKUMU
HapyLIEHUSAMH, HAJIWYUE HW30JUPOBAHHOW CIUIEHOMETraluu MNpPHU OTCYTCTBUM NPHU3HAKOB MOPTAIbHOU
TUIEPTEeH3MU U 3a00JIeBaHMsI MEYCHH B 3HAUUTENBLHON Mepe Mo3BojisieT mpexanonarats Hamuuue HIT-C
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[19].

[TopakeHue Nerkux B BHUAE HHPUIBTPAIMM TMEHUCTHIMH MakpodaraMu CBS3aHO C JIETOYHBIM
aJIbBEOJIIPHBIM TPOTEMHO30M, KaK IPaBHJIO, HAOMIONACTCS HCKIIOUUTENIFHO Y TMAlMEHTOB C pPaHHUM
HayvajoM 3a00JIeBaHuUs WU Y TAIMEHTOB ¢ MyTauusMu B rene NPC2, B orimnune ot naruentos ¢ NPC1, y
KOTOPBIX PECHUPATOPHBIE OCIOXHEHHS OOBIYHO BO3HUKAIOT H3-32 PEUUIMBHPYIOIIMX aCHHUpAlUid U
uHpekmmit. [13, 19, 48]. BucuepanbHble TPOSBICHUS, MPU HX HAIWYUH, BCETAA TNPEANICCTBYIOT
HEBPOJIOTHYECKHM cuUMIITOMaM. boiiee Toro, Bo3pacT Havasia MaHU(ECTAllMU BHCLEPATHHBIX CHMITOMOB
HE CBS3aH C BO3PAaCTOM Hadyaja HEBPOJIOTUYECKUX MPOSBICHUH; HEBPOJOTUYECKAE CHMITOMBI MOTYT
MOSIBUTHCS Y€PE3 MHOTO JIET WIIH JaXKe NECSATUIICTUI TIOCIIe MOSBICHHUS BUCIEPAIBHBIX CUMIITOMOB.

2. [OwarHoctuka 3aboneBaHUss WU COCTOSAHUA (rpynnbl  3aboneBaHun wUnu
COCTOSIHUA) MeAULIMHCKME MOKa3aHMA U NPOTUBOMNOKA3aHMA K NPUMEHEHUD MeTOoAOoB
ANarHoCTUKU

Huarno3 HII-C ycranaBnuBaeTcs Ha OCHOBAaHHMU COBOKYMTHOCTH: aHAMHECTUYECKHUX JIAHHBIX,
KJIIMHUYECKUX JTAaHHBIX, PE3yJIbTaTOB JIA0OPATOPHOTO HCCIIEOBAHUSA (OMOXUMHYECKOTO U MOJIEKYIISIPHO-
T€HETUYECKOTO aHaIn3a). B KIIMHNYEeCKOW MTMarHOCTUKE TOMOTAOT MIKAJIBI OTIEHKU WHJIEKCA BEPOSATHOCTH
muar"osa HII-C, npusenennsie B [Ipunoxenun I'1, 2.

2.1. XKano6bbl n aHamMmHe3

Cumnromsl HII-C moryt pa3BuBaThCsi B pa3Hble Bo3pacTHble Nepuoibl. COOp aHaMHE3a MOXKET
MOMOYb Bpauy BbIABUTH paHHue mposiBienus HII-C. B HeonatansHOM mepuonae y manuentoB ¢ HIT-C
MOXKET OTMEYAaThCs 3aTsDKHAS JKENTyXa, X0JIecTa3 U renaToCiiieHOMEraitsl, KOTOpbIe MOTYT pa3peaThes
c Bo3pacToM. B panpHeillieM Takue ManueHThl MOTYT MaHH(ECTHUPOBATh HEBPOJIOTHMYECKUMHU WM
MICUXHATPHUUECKUMHU cumntomamiu [13, 19].

B cembe Moryr HaOmMOAATHCS Ciydad MEPTBOPOXKIEHHWS, BHYTPUYTPOOHOW THOENH IUiona OT
HEYCTaHOBJICHHBIX mpuunH [13, 19].

Jlo pa3BUTHS BBIPAKEHHBIX HEBPOJOTHYECKUX MPOSBIECHUN Ha HayaJlbHBIX 3Tamax 3a0oJieBaHUs
OTMEYAIOTCS HEYKIIFO)KECTh U YacThIe MaACHHsI 10 IPUYKHE TJ1a30IBUraTeIbHBIX Hapymienuii [ 13, 15, 19].

2.2. dDusnkanbHoe obcnegoBaHue

- Pexomennyetcs Bcem manueHTam ¢ nojo3penreM Ha HII-C npoBeneHue MoJTHOTO KOMILIEKCHOTO
oOciiefioBaHus JIIsl BepU(HUKAIMK JAArHO3a, BKIIOYAIOIIErO B ceOs: OLEHKY aHTPOTIOMETPUYECKUX
nokaszatelyieii (BO3MOXXHO TOHM)KCHHOE MUTAHUE, OTCTABAHHUE B POCTE); OLEHKY HEBPOJOTHYECKOTO
cTaryca, BKJIIOUYas OO0S3aTEIbHYIO OIICHKY OKOJIYMOTOPHBIX (YHKIUH W (DYHKIHMU TJIOTaHHS; OIICHKA
MICUXOMOTOPHOTO W PEUYCBOTO PAa3BUTHS C IICTbIO BBISBICHUS 33JCPKKH IICUXO-PEUCBOTO Pa3BUTHS,
OTCTaBaHMS B MOTOPHOM Pa3BUTUHU, KOTHUTUBHBIX WJIM ICUXUYCCKUX HAPYIICHU; OIIEHKA BUCIICPATbHBIX
HapyIIeHui (kenTyxa, Xxojecras, renatocienomeraius) [3, 19, 30-32].

YpoBeHb yoeauTeabHOCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JI0Ka3aTEIbCTB — 4)

2.3. llabopaTopHbie AMarHocTu4eckme nccriegoBaHus

- PexomeHyeTcs Mcciael0BaHUE YPOBHSI OKCUCTEPOIIOB (XoJsiecTaH-3-0eTa, S-anbga, 6-6eta-Tproia
U 7-KEeTOXOJIeCTepHHA) B IJIa3Me€ KPOBU METOJIOM BBICOKOA(P(EKTUBHOMN JKUAKOCTHON XpoMaTorpadpuu
TaH/IEMHOM Macc-CIIEKTPOMETPUH (KOMIUIEKC HCCIeIOBaHUN [l TuarHocTuku 6one3nn Humanna-IIuka,
tun C) B KayecTBE AMAarHOCTMYECKMX TECTOB NEPBOI JIMHMU BCEM MalMeHTaM C KIMHUYECKUMU
npusHakamu 6osie3an Humanna [Tuka, Tun C ¢ nenbio Bepudukanuu auaraosa [3, 8, 13, 19, 20, 30-32].

VYpoBeHb yoeauTenbHOCTH pekoMeHaanuii C (YypoBeHb TOCTOBEPHOCTH JIOKa3aTeIbCTB — 4)

KomMmeHTapuu: NoBbIIIEHHE YPOBHS MPOIYKTOB OKUCIIEHUS X0JIecTepuHa (XoecTan-3,5,6-Tpruosia u
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7-xerocreposia) y Jrozei ¢ natoreHHsIMu Bapuantamu B reHax NPC1 u NPC2, mo naHHBIM myOnuKanuii,
SBIISICTCS YyBCTBUTEIBHBIM U crienuduueckuM Mapkepom aisi ckpunuHra HII-C. YpoBeHb naHHBIX
MeTa0OJIMTOB HE IMOBBIMACTCS Yy NAIMEHTOB C JPYTMMH HEHpOJEreHEepaTUBHBIMU 3a00JIEBAaHUSIMHU.
Onpenenuth 5TH COCIUHEHHS MOXKHO C TIOMOINBIO METOJa Tra30BOM xpomarorpadum Macc-
cnektpomerprn (I'X-MC) wim BeIcOKO3(DPEKTHBHON KUIKOCTHOW XpoMaTtorpaduu TaHIEMHOW Macc-
criektpomerpun (BOXXKX-MC/MC) [3, 8, 19, 20].

- Pexomenayercs  mccieqoBaHWE — YPOBHS  JIM3OCQHUHTOIUNMHUIOB  (JM30CHUHTOMHEINHA,
muzochuHTOMUCIMHA-509,  TU30TI000TpUAZMICPUHTO3MHA M IeKCawIC(UHro3WHA) B MATHAX
BBICYIICHHOW KPOBU METOJIOM BBICOKOA((GEKTUBHOW >KUIAKOCTHOW XpoMmaTorpaduyl TaHIEMHONH Macc-
CHEKTPOMETpUH (KOMIUIEKC HCCIIEOBaHUM A auarHoctuku Oone3nu Humanna-Iluka, Tun C) Bcem
ManueHTaM IMpH KIMHUYECKOM TNoJ03peHuu Ha Oone3Hb Hwumanna-Iluka, tim C B KadecTBe
JMAarHOCTHYECKUX TECTOB MEPBOM JIMHUH ¢ IIebI0 Bepuukaiuu quartosa [8, 19, 20, 33].

YposeHb yoeautenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 4)

KomMeHTapuu: B naboparopusix, MPOBOASIINX OOCIEeI0BaHUE, JOJDKHBI OBITh YCTAHOBJIEHBI
coOcTBEHHbIE pe(depeHCHbIe 3HAUYEeHUs JaHHbIX MeTaboymToB. Takke HEOOXOOUMO OTMETUTh, YTO
HapylleHne TpeOOBaHMM K XpaHEHUI0 M TPAaHCIOPTHUPOBKE O0Opa3LOB SBISETCS MNPUUYMHON JIOKHO
MOJIOKUTENBHBIX pe3ynbTaToB [8, 19, 20, 33]. IlpaBuna 3a60pa KpoBU Ha CTAaHJAPTHYIO KApTOUKY-(DUIBTD
npuBeneHbl B [Ipunnoxennn A3.3. OnpeaenuTs 3TH COEAUHEHHS MOXKHO ¢ TomMoIbio metoaa I'X-MC wnmn
BOXX-MC/MC [3, 8, 19, 20].

- Pexomennyercst onpenenenue myranuii B reie NPC1 (1 B rene NPC2 — npu He06X0AMMOCTH) B
KpOBH METOJOM cekBeHupoBaHUsi 1o CeHrepy (KOMIUIEKC HMCCICIOBAHWUN JI TUATHOCTUKH OO0JE€3HU
Humanna-Iluka, tun C) nauumeHTaM ¢ KIMHAYECKUMH W OHOXMMUYECKMMH NpHU3HAKaMu OOJEe3HU
Humanna-Iluka, Tum C B mpolecce MOCTAaHOBKM JMAarHo3a C II€JIbI0 MOJIEKYJSIPHO-T€HETUYECKOTO
MOATBEP XK AeHUs auarnosa [3, 8, 19, 20, 32].

Yposens yoeaurenbHocTH pekoMeraaiii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)

KommenTapun: 6om1e3up HIT-C oOycrmoBieHa maTOT€HHBIMU/BEPOSTHO MATOTEHHBIMU BapHaHTaMU
reHoB NPC1 u NPC2. 95% cnyuaeB cBsizanbl ¢ HykieoTuaHbIMU 3aMeHamu B reHe NPC1 (nokyc 18ql1-
ql2), okono 4% caydaeB — c Bapuantamu B reHe NPC2 (nokyc 14q24), npumepno B 1% cinyuaeB
MOJIEKYJIIpHO-TeHeTH4YecKui nedekT naentuduiuponars He yaaetcs. B rene NPC1 ommcano 6oaee 300
HYKJICOTHAHBIX 3aMeH, OKoJI0o 60 pa3iuuHBIX MOJUMOP(HBIX BapUaHTOB. I3BECTHO HECKOIBKO
OTHOCHUTEJILHO pacHpoCTpaHeHHBbIX BapuaHToB B reHe NPCI, koTopsie nokanu3zoBanbl B 20-22 3K30HAX
reHa (p.Ilel061Thr, p.Ser954Leu u p.Prol007Ala.), Ho, B OOJBIIMHCTBE Cily4aeB, TpeOyeTcs IOJHOE
CEKBEHUpOBaHUE KOAUpyronux 3k30H0B reHoB NPC1 u NPC2. MHpopMaTUBHOCTh TAKOTO TECTUPOBAHUS
coctaBisieT okoio 94%. Taxke MOTYT MPUMEHSTHCS METO/Ibl CeKBEHUPOBaHUsl HOBOro nokosieHus (NGS)
— aHaJu3 MaHeNel TeHOB WK KIMHUYECKOTO/TI0JHOTO IK30Ma.

MynbTHILUIeKCHAs poOo3aBUCcHUMas JIMra3Has peakius ¢ nocieaymoomei ammnudukanueinr (MLPA)
MIPUMEHSIETCS TSI BHISBIICHUS! KPYITHBIX MEPECTPOEK I'eHa.

B psage ciydaeB CylmIeCTBYIOT OOBEKTHBHBIE TPYIHOCTH IIPH HWHTEPIPETAMU PE3YJIbTaTOB
MOJIEKYJISIPHO-T€HETHYECKOTO aHaIN3a U JUAarHO3 MOXKET ObITh YCTAHOBJIEH HA OCHOBAHWU COBOKYITHOCTH
KITMHUYECKUX, OMOXUMHUUYECKUX U UHCTPYMEHTAILHBIX JTAHHBIX.

[TarueHThl, Y KOTOPBIX BBISBJICH TOJBKO OJMH MaTOTEHHBIN/BEPOSITHO MATOTCHHBIN BapUAHT B T€HE
NPC1 wnn NPC2 nmomkHbl OBITH TIHIATENBHO OOCIENOBaHBI, ¥ MHEHHE O JMArHO3€ WU BapuaHTe
HOCHUTEIILCTBA 3a00JI€BAHUS COCTABIISAETCS KOJUIETHAIBHO.

[Touck maTOreHHBIX/BEPOSTHO MATOTEHHBIX BapuaHTOB (ocoOeHHO st reHa NPC1) Moxker ObITh
3aTpyJHUTEIBHBIM U MOXET TpeboBaTh koMOuHHpoBaHHBIX HccrnefoBanuii JIHK u xJIHK, a Ttaxxe
OTIpeJIeNIeHus TOCIIEeI0BATEIbHOCTH MTPOMOYTEPOB U IIYOOKMX HHTPOHHBIX 00JacTel, MOCKOIbKY B ITUX
00nacTsIX MOTYT HAaXOAWTHCS KPYIHBIE MEPECTPOUKH, ACNEIUU € IyIUTHKAIH. MynbTUIUIEKCHAS
amruduraiys npod ¢ nomoursio murupoanus (MLPA) MoxkeT ObITh IOJE3HOM AL ONPEIEICHUS ITUX
Y4acTKOB.
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B psine cnydaeB nuarno3 6osie3np Humanna-IIuka, tuma C MOxeT ObITh YyCTAHOBJICH HA OCHOBAHUH
XapaKTepHOW KIMHUYECKOW KapTUHBI, TOBBIIICHHOTO YPOBHS OWOMAapKepOB M HAJIMYUS OJHOTO
[IATOT€HHOI'O BapUaHTA.

- PexkoMmennyercs mpoBeneHue oOImero (KIMHUYECKOTO) aHajdu3a KPOBH Pa3BEPHYTOTO BCEM
MaryeHTaM ¢ KIMHUYeCKUMH npu3Hakamu Humanna-ITuka, Tun C B mporecce MOCTAaHOBKH JUAarHo3a ¢
I[ETbI0 OIICHKHM OCHOBHBIX IapaMETPOB KPOBETBOPCHHS, OICHKH TOPAXKCHUS CEPACYHO-COCYIUCTOM
CHCTEMBI U BBISBJICHHS BO3MOXHBIX HHPEKIIMOHHBIX TIporieccoB [8, 13, 17, 19, 20, 38].

YposeHb yoeautenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTE/ILCTB — D)

KoMMeHTapun: MpoBOIAT MCCIIEA0BAHUE YPOBHS O0IIET0 reMOTI00rHA, SPUTPOIUTOB, JICUKOIUTOB,
TPOMOOIIMTOB B KpPOBH, OIICHKA TE€MATOKPWUTA, HCCICIOBAHUE CKOPOCTH OCEHAaHUS DPUTPOIUTOB,
muddepeHIInpOBaHHBIN TIOICYET JICUKOIMTOB (JIeHKkouuTapHas Gopmyra)).

- PekoMeHnayercss mpoBeleHHE aHATM3a KPOBH OMOXMMHYECKOTO OOIIETEpParieBTHYECKOTO BCEM
MareHTaM ¢ KIMHHYSCKUMU TNpu3Hakamu Oone3Hn Humanua-ITuka, Tum C B miporiecce MOCTaHOBKH
JMarHo3a C IENbI0 JUATHOCTHKU TICUCHOYHOW HEIOCTATOYHOCTH, OIICHKH COCTOSIHUS BHYTPCHHHX
opranos [3, 8, 13, 17, 19, 20, 38, 40].

VYpoBeHb yoeauTenbHOCTH pekoMeHaamuii C (YypoBeHb TOCTOBEPHOCTH JIOKA3aTEeIbCTB — 4)

KomMeHnTapuu: TIPOBOJIAT (ompeneneHue AKTUBHOCTH acmapTaTaMHHOTpaHchepassbl,
aTaHMHAMUHOTpaHc(hepassl, JaKTaTJACTUAPOTEHA3HI, HISJTIOYHO I docdarassl, raMma-
TIIOTaMUATpaHcepasbl B KPOBH, UCCIIEIOBaHUE YPOBHS 00mIero ounnpyonHa, OmimpyOnHa CBSI3aHHOTO
(KOHBIOTHPOBAHHOTO), XOJECTepUHA, XOJECTepHUHA JIUTTOTPOTCHHOB BBICOKOH TUIOTHOCTH, XOJIECTepHUHA
JUTIONIPOTEHHOB HU3KOW ITUTOTHOCTH, TPWUIJIMIEPHIIOB, albOyMHHA, TIIOKO3bI, KpEaTHHHWHA, OOIIeTro
Oenka, HATpUs, Kayius, OOIIETr0 KanbIus, (GUOpUHOreHA B KPOBH) B PEIKHX CIydasx NpPH Pa3BUTHH
MEYCHOYHOW HEIOCTAaTOYHOCTH BBIABISAIOT CHIDKEHHME B KpOBU IOKaszaTeNed, OTpaXKarolIuX
CUHTETHYECKYI0 (QYHKIMIO TI€UeHU: anbOymuHa, (uOpuHOTEHa, J1abopaTopHbIE TOKa3aTelu,
ompenesieMble IS OLICHKH BHEITHETO IMyTH CBEPTHIBAHUS KPOBH, XojiecTepuHa u ap. [3, 8, 13, 17, 19,
20]. B Gomnee crapmiem Bo3pacTe JabOpaTOpHBIE W3MEHEHHUS MOTYT OTCYTCTBOBATh WJIM HAOIIOAACTCS
yMepenHoe noBbliieHrne aktTuBHOCTH AJIT, ACT B kpoBu, Tpuriuiepuaon, caukenne JITTHIT u JITIBIIT
[3, 19, 20]. B mr060M Bo3pacTe MOXKET HAOIIOJATHCS Pa3BUTHE TPOMOOLMTOIEHUH, YTO OOYCIOBICHO
runepciieansmom [ 3, 19, 20].

- PekoMeHnayercss mccienoBaHUE KOaryJlorpaMMbl (OpUEHTHPOBOYHOTO HCCIICIOBAHUS CHCTEMBI
reMOCTasa) BCeM MaIMeHTaM ¢ KIMHUYeCKHMMHM Ipu3Hakamu O0oJie3nn Humanna-ITuka, Tunm C B mporecce
[MOCTaHOBKH JIHAarHO3a C IeJIbI0 OLCHKH MMOKa3aTeleii cBepThiBacMocTH KposH [8, 13, 17, 19, 20].

VYpoBeHb yoeauTeabHOCTH pekoMmenaaruii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

KoMmMeHTapuii:  HEOOXOJMMO  IPOBOJMUTH  OMNPEJACICHHE  AKTHBHPOBAHHOIO  YaCTUYHOIO
TPOMOOIUIACTUHOBOI'O ~ BPEMEHH,  TPOMOMHOBOIO  BPEMEHH B KPOBH,  MPOTPOMOHMHOBOIO
(TPOMOOIUTACTHHOBOTO) BPEMEHH B KPOBH WJIH B TIa3Me, HCCIICOBAHUE YPOBHS (PUOpPUHOTEHA B KPOBH.

- PexoMenyercsi mpoBeJCHUE UCCIICIOBAaHUS YPOBHs alib(a-(PeTonpoTenHa B CHIBOPOTKE KPOBH
ManueHTaM ¢ KIMHUYECKUMU Tnpu3Hakamu Oone3Hn Humanna-ITuka, Tunm C B mpoliecce MOCTaHOBKHU
JIMarHo3a B KaueCTBE JOMOTHUTEIHHOTO TUArHOCTHYECKOTO MPU3HAKA U B IMHAMUYECKOM HaOIIO/ICHUH B
CBSI3U C BEPOSTHOCTH Pa3BUTHs KaplIUHOMBI euenu [47, 49].

VYpoBeHb yoeauTenbHOCTH pekoMeHaaruii C (ypoBeHb TOCTOBEPHOCTH JIOKA3aTEIbCTB — 5)

KoMMeHTapuii: B TuHAMHKE UCCIIeZIOBaHNUE TPOBOIUTCS, B CpeHeM, | pa3 B roJ

- Pexomeniyercs mpoBeneHue o01iero (KIMHAYECKOT0) aHAIM3a MOYH MAlMEeHTaM C KIMHUYeCKUMHU
npu3HakamMu Ooniesan Humanna-Iluka, Tunm C B mporecce MOCTAHOBKHM JAMAarHO3a C IENbI0 OLIEHKH
COCTOSIHUSI MOYEBBIBOIAIIMX MyTel u mouek [19].

YposeHb yoeautenbHOCTH pekoMeHnaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5)
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Kommenrapuii: y mauueHtoB ¢ HII-C BO3MOXHO pa3BUTHE HEHPOr€HHOTO MOYEBOIO ITy3bIpS,
PELUINBUPYIOMUX HHPEKIMI MOUEBBIBOAAIIUX MyTeH, HUKTYPUH, HETIOJHOW BaKyallid MOYH.

2.4. MHCprMeHTaﬂbele AnarHoctu4eckue nccriegqosaHus

- Pexomennyercs mpoBeieHIe MarHUTHO-PE30HAHCHOH TOMOTpadiu TOJIOBHOTO MO3Ta AIIMEHTaM C
KJIMHUYECKUMU Ipu3Hakamu 6ose3Hu Humanna [luka, Tun C B npoiiecce MOCTAaHOBKU IMarHo3a ¢ LEJbI0
BBISIBJICHUS TIOPAXKESHUS TOJIOBHOTO Mosra [8, 12, 13, 19, 20, 38].

VYpoBeHb yoeauTenbHOCTH pekoMeHaanuii C (YypoBeHb IOCTOBEPHOCTH JIOKA3aTEeIbCTB — 5)

KommeHTapun: BO3MOXHO NMPOBEJCHHE MAarHUTHO-PE30HAHCHOW TOMOTrpaduu TOJOBHOTO MO3Ta C
KOHTpacThpoBaHueM. MaruutHas pe3zoHaHcHas Tomorpadus (MPT) ronoBHoro mosra y nanueHTOB C
HII-C ¢ mo3gHuMM HavajaoM HEBPOJOTHYECKHX PACCTPOMCTB YacTO BBIABIAET LiepeOpalbHYIO W/HIN
MO3KEUYKOBYIO aTpouio, a TaKKe TMIEPUHTEHCHUBHBI CHUTHAJI OT MEPUBEHTPUKYISIPHOTO O€Ioro
BEIEeCTBAa rojoBHOrO Mosra B pexumax T2 m FLAIR y nmanueHToB ¢ HadanoM 3a00ji€BaHUsI B paHHEM
nerckoM Bo3zpacte. K npyrum o0nactsM rojoBHOTO MO3ra, KOTOpbIE€ MPEUMYIIECTBEHHO MOPaKatoTcs 10
JAHHBIM HEWPOBU3YAIIM3allMH, OTHOCATCS TMIIIOKaMII, TAJIaMyC M moJiocatoe teno. Kpome Toro, gacrto
HaO0JI0JaeTCsl UICTOHYEHHE MO30JIMCTOrO Tejla U HEKOTOPOE YMEHbIIEHHE O0JIaCTU CpeJHEero Mo3ra Ha
cpenuHHOM caruTTtaiibHoM cpeze. MPT cniekrpockonus (H-MRSI) npumMensiercs B HacTosiiiee BpeMs JUis
JMArHOCTUKH U MOHUTOPHUHIA HEKOTOPBIX APYTUX BPOXKACHHBIX HapyIIEHUH 0OMeHa BEIIeCTB C HAyYHOU
uenbto. Jlna quarHoctuku HII-C B kmMHMYECKOW MpakTUKE JaHHAs METOJMKA HE MOJIy4HJIa HIUPOKOTO
pacrpoctpanenwus [8, 19, 20, 40].

- Pexomenayercst mpoBeneHue snekTpolHIedanorpapuu mamueHTam ¢ KIIMHHIECKUMH TTPU3HAKaMH
oonme3an Humanna Iluka, Tum C B mporecce IMOCTAaHOBKH JHArHo3a ¢ II€JbI0 CBOEBPEMEHHOM
auarHocTrku snwtencuw [8, 19, 20, 43].

Yposens yoeaurenbHoCTH pekoMeHaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEILCTB — 5)

KoMMeHTapuii: BO3MOKHO MpoBeAeHUE 3eKTpodHIedanorpaguu ¢ BUACOMOHUTOPUHIOM, IIpU
HeoOxonumocTu. C 1eNpl0 Ha3HAuYEHUs MPOTHBOAMMICIITUYECKOW Tepanuu HeoOXoauMa KOHCYIbTalus
Bpava-HEBpOJIOra.

- PexoMeHIyeTcss TpOBEJICHHE YIbTPA3BYKOBOTO HCCJICAOBAHUS OPraHOB OpPIOIIHOW IOJOCTH
(KOMIUIEKCHOT0) BCEM MalMeHTaM ¢ KIMHHYECKMMHU Npu3Hakamu Oosiesnn Humanua [luka, tam C B
mporiecce IMOCTaHOBKHY AMAarH03a C LENbI0 BBISBIEHHUS CILICHO-/renaTociuienomeranuu [19, 20, 38].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5)

KoMMeHTapuu: Takke — JJIs BBIABJICHHS NPH3HAKOB KApPIUMHOMBI Te4eHH. [IpH BO3MOXKHOCTH —
JOTIOJTHUTEIBHO IIPOBOISAT 31aCTOMETPHIO TiedeHu [47].

- PexoMeHayeTcss TpPOBEICHHE OJICKTPOHECHPOMHOTpApHH CTUMYISIIMOHHON OJHOTO HepBa
MalUeHTaM ¢ KIMHUYECKUMHU Tpu3Hakamu OojiesHn Humanna Iluka, Tunm C B mpoliecce MOCTaHOBKHU
JMAarHo3a ¢ elb0 IHarHoCTUKY HojuHeiponaruu [38, 39].

KomMMeHTapuu: KOJIMYeCTBO UCCIICAYEMBIX HEPBOB OIPEICIIACTCS KIMHUYECKOW CUTYalueH.

VYpoBeHb yoeauTenbHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomeHyeTcss mpoBeeHHE NMPOTOHHONW MAarHUTHO-PE30HAHCHOW CHEKTPOCKOIMUU IALUEHTaM C
KJIMHUYECKUMHU Npu3Hakamu Oosie3nu HumanHa [luka, Tun C B mpoliecce NOCTaHOBKH JTHarHo3a ¢ LeNbIo
NIEPBOHAYAJILHON OLIEHKH CTENEHU MOPAKEHUS I'OJOBHOTO MO3ra, B JUHAMHUKE — C LI€JIbI0 MOHUTOPHUHTA
IpOrpecCHpPOBaHMUs 3a00JIEBaHUs, a TAKKe OLeHKU dhdekTruBHOCTH Tepanuu [38, 40].

VYpoBeHs yoeauTenbHOCTH pekoMeHaanuii C (YypoBeHb TOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

Kommentapuii: H-MRSI no3BossieT 0 JHOBpeMEHHO U3MEPSATh MHTEHCUBHOCTh CUTHAJIOB N-alleTui
acraprara (NA), coeaunenuii, copepxamux xomuH (Cho), kpeatun u Qocdokpearun (Cre), nakrata
(Lac). ¥V mammentoB ¢ HII-C nabnromaercs cHmxkeHue ypoBHs NA/Cre B J00HOW M TEMEHHOH Kope,
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noBeieHue ypoBHs: Cho/Cre B 10OHOU KOpe U MOJyOBAJILHOM LIEHTpE Mo3ra. Takke Obua oOHapyKeHa
Koppemsinusi MexAy Oamamu mo Imukajie xkinHudeckoro cragupoBanuss HII-C u oTkioHeHHsSMH B
pesynbratax H-MRSI. H-MRSI nokasbiBaer augdy3Hoe mopakeHue TOJOBHOTO MO3ra y MAaIEHTOB C
HII-C, cooTBercTByIOIIEe MATOJOTHYECKUM OcCOOeHHOCTsAM 3aboneBanusi. H-MRSI  sBisercs
OOBEKTHBHBIM M YYBCTBHTEIBHBIM MHCTPYMEHTOM JJIsi HEBPOJOTHYEcKOl oneHku namuentoB ¢ HII-C

[40].

- PGKOMGHIIyeTCﬂ MMPOBCACHUC TOHAITBbHOM AyAUOMCTPUHU MaUCHTAM C KIIMHUYCCKUMU NPU3HAKaAMHA
oosie3nn Humanna [Muka, Tun C B mpoiiecce MOCTAHOBKH JJMAarHO3a ¢ LEeNbIo OLeHKH ciryxa [19, 42].

YpoBeHb yoeauTenbHOCTH pekoMeHaanuii C (YypoBeHb TIOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

KomMmeHTapuii: ¢ 1enpl0 OLEHKH CiIyXa TaKkKe MOTYT TPOBOJTUTHCS CIIEIYIOUINE HCCIICTOBAHMS:
WCCIIE/IOBAaHNE BBI3BAHHOW OTOAKYCTHUYECKOW SMHCCHH, MCCIEIOBAHWE KOPOTKOJATCHTHBIX BBI3BAHHBIX
MOTCHIHAJIOB, PEruCTpalrsd BbI3BAHHBIX dAKYCTUUCCKHUX OTBCTOB MO3Ta Ha IMMOCTOSAHHBIC MOJYJIUPOBAHHBIC
ToHbI (ASSR Tecr).

- PexomeHyercss mpoBelieHHE 3JEKTPOOKYyJIorpaguu ManueHTaM ¢ KIMHUYECKUMM IpU3HAKaMu
6one3nn Humanna Iluxa, Tun C B mpouecce MOCTAaHOBKU JAMarHo3a C LENbI0 PErUCTPAllMU M OLEHKHU
CaKKaJIMYeCKUX IBMKeHMi ra3 [19, 36].

VYposeHs yoeauTenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KommenTapuii: xapakrepHbiMu HeBposjorndeckumu npossieHusmu HII-C saBasrorcs HapyimeHue
CaKKaJIM4eCKUX JABUKEHH IJ1a3 UM BEPTUKAIbHBIA HaAbAIEPHBIN Mapanuy B3opa.

- Pexomennyercsi mpoBelleHHE peHTreHorpaguu JIerkux (peHTreHorpauu Jerkux IUQpoBOil)
W/WIKA CIUPATBHON KOMIBIOTEPHOH TOMOrpaduu JErkux HalMeHTaM C KIMHUYECKMMM MpU3HaKaMH
6one3nn Humanna [luka, Tun C B npoluecce NOCTaHOBKY AWArHo3a Mpu HEOOX0IMMOCTH (IT0103pEHHUE Ha
MOPAKEHUE JIETKUX) C LEJNbI0 CBOEBPEMEHHOTO €ro BBIABJICHUS, ONPEACICHUSA XapakTepa U OLEHKH
obonema [37, 50, 51].

YposeHs yoeaurenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMmeHTapuii: y nanMeHToB MOTI'YT HaONIOaThCsl YacThle PEeLUAUBUPYIOIINE WH(EKIUN HUKHUX
IbIXaTeNbHBIX NyTel, Auddy3Has HHTEepCTULIHATbHAS HHPUIBTPALUS JETKUX.

HccnenoBanus MOTYT MPOBOJUTHCA B JUHAMUKE IIPU KIMHUYECKOM HEOOXOAMMOCTH (IOJ03pEeHHE
Ha MOPAXKEHUE JIETKHX).

- PekoMEeHI0BAaHO PACCMOTPETh MPOBEACHHUE UCCIIENOBaHMs TU((HY3HOHHOM CIIOCOOHOCTH JIETKHX
NalueHTaM ¢ KIMHWYECKMMHU Tpu3Hakamu Oosiesun Humanwa Iluka, tin C 1pH MOJO3PEHHH Ha
HUHTEPCTUIMAIBLHOE TMOPAKEHHE JIETKUX C LENbI0 CBOEBPEMEHHON JHArHOCTHKA W JUHAMHYECKOTO
koHTpois [52, 53].

VYpoBeHb yoeauTeabHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMMmeHTapuii: jerounsie 00beMbl Y MAIMEHTOB ¢ KIMHUYECKMMH NpU3Hakamu 6oje3nn Humanna
[Muka, Tin C npH HATHYUK TOPAXKCHUS JISTOYHOTO HHTEPCTHUIIMS Yallle BCETO OCTAIOTCS HOPMAIbHBIMU.

- PexoMeH10BaHO paccMOTpeTh IpoBesieHHe TpaxeoOpoHXOCKONHNH (BUAEOTPaXeOOPOHXOCKOIIUH) U
LIUTOJIOTMYECKOE MCCIIEJOBAHUE JIABAXKHOU JKUAKOCTH, MHMKPOCKOIUYECKOE HCCIIEJO0BAaHHE JIaBAKHOMN
KHUJIKOCTH MAaIMEeHTaM ¢ KIMHUYECKMMHU Mpu3Hakamu Oone3nn Humanna Iluka, Tun C npu nmogo3peHuun
Ha HHTEPCTHLHUAIBHOE IMOPAXKEHHE JIETKUX C IENbI0 JIOTIOJHUTENILHOTO TOATBEPKICHUS JUarHosa
(oOHapyXeHus: MyJIbTUBAKYOJIbHBIX ("TIEHUCTHIX") Makpo(aroB (rUCTHOIMTOB, KieTok Humanna-IIuka) B
KHUIKOCTH OPOHXO0-aIbBEOJIIPHOTO JaBaka [52, 53].

VYpoBeHs yoeauTenbHOCTH pekoMeHaanuii C (YypoBeHb TOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).
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2.5. UHble gnarHoctu4yeckme nccrieqoBaHus

Xapakrepubie mns HII-C BucuepanbHble CUMNOTOMBI (HEOHATajdbHAs MKENTyXa, HM30JUPOBAHHAS
CIUICHOMETAJIUsl WJIA TeraToOMErajivs) U HEBPOJOTUUECKHE MPU3HAKU (HAmpUMeEp, yTpara WIHh 3aJepiKKa
pPa3BUTHSL JBUTATEIBHBIX HABBIKOB, MO3)KEUKOBBIE CHUMIITOMBI) BO3HHKAIOT MPU HEKOTOPBIX APYTHUX
BPOX/ICHHBIX HAPYIICHUSAX OOMEHa BEUIeCTB, BKIIOYasi Oone3Hb 3aHaxodda, 6one3ns [ome tuma 2, 3,
0osie3ub Humanna-ITuka tun A u B, 6oae3np Tes-Cakca, HeIOCTaTOYHOCTh KMCIION Jnmassl [1, 3, 8, 12,
13, 19, 20].

Y HOBOPOXIEHHBIX W JIeT€Hd TPYAHOTO BO3pacTa C BHCIEPATBHBIMH CHUMIITOMaMU OOJIE3HU
Humanna-ITluka tan C  muddepeHnnanbHplii AMarHO3 MPOBOAUTCS C OOIIMPHON TPYNIOW Ipyrux
3a00JI€BaHNM, TPOSBIIAIONINXCS CHHIPOMOM XOJiecTaza M, B TOM YHCJE, ¢ OWIMapHON arpe3uei u
MEeTa0O0JIMUYECKUMHU HApYIIEHUSAMH: TalakTo3eMue, nepunutom a-l-aHTUTpUTICHHA, TUPO3UHEMHUEH THIT
1, nmuTpyauHeMuen 2 TUMa, MPOTPECCUPYIOMUM CEMEHHBIM BHYTPUIIEYCHOUHBIM XOJIECTa30M 3 THIIA,
MUTOXOHJIPHATBHBIMH HAPYIIEHUSMH, CUHIPOMOM AJIOXKWIb W JIPyrue HacJIEJICTBEHHBbIC OOJIE3HH C
nopaxenuem nedenu [3, 17, 19].

[Ipu 6one3nn BuiibcoHa M HEKOTOPBIX NIPYruX OO0JIE3HSX HAKOIUICHHWS METAJUIOB, IUPPO3 MEYCHHU
TaKe MOYKET acCOIMUPOBATRLCS € TO3IHO BO3HHUKAOIIEH HelipoaereHepanueii [3, 8, 19].

B mnoapoctkoBoM wnm roHOmeckoMm Bo3pacTe mnamueHtel ¢ HII-C wacro wmanudectupyrot
CUMIITOMaMHU MICHUX03a, OUTIOJIIPHBIM paccTpocCTBOM, JETIPECCHUEH, ATUITMYHBIMH
30 (ppeHONOTOOHBIMU PACCTPOUCTBAMHU H/WJIM APYTUMH TICUXUATPUUECKUMH CUMITOMAaMH BKITFOYAs
CUHIPOM Je]uIIuTa BHUMAHHS, TIPOSIBICHUSIMH, TIOX0KUMHU Ha CHHAPOM Acmeprepa U TUCPETyIsITOPHBIN
curapom [1, 14, 16, 24, 28].

CHuXeHue KOTHUTHBHBIX CIIOCOOHOCTEH, aTakcus, JABUTaTelbHbIE HAPYUICHUS M BEPTHKAIbHBIN
HaJbAJIEPHBIN MMapaJuy B30pa MOTYT HaOIIOJAThCS Yy MAIMEHTOB C HAYMHAIOIIUMUCA BO B3POCIOM
BO3pacTe HEWpOJIereHepaTUBHBIMU HApPYIIEHUSIMU, TaKUMHU Kak OoJyie3Hb ['€HTHHITOHA, CHHIPOM
I'epctmanna-lItpeyccnepa-llleitHkepa win NporpecCUpyONMi HaabsAEPHBIN Mapanny. OIHAKO MEepBbIC
nBa 3a00JeBaHUS MMEIOT ayTOCOMHO-JIOMUHAHTHBIA IyTh HAacCJlEIOBaHUS, a MPOrPECCUPYIOIIMMA
HaIbAJIEPHBIN Mapaiuy OOBIYHO HAYMHAETCS Ha ISITOM-CEIbMOM JECATKE *XU3HU. Hu onHO M3 3THX
HaApYIICHUI HE aCCOIMUPOBAHO C YBEIMYEHUEM BHYTPEHHHX opraHos [3, 8, 19, 20].

- He pekomenmyercss MpoBeleHHE IAaTOJIOTO-aHATOMHYECKOTO WCCIEIOBAaHHUS OUOTICHHHOTO
(omepanMoHHOr0) MaTepuayia TEeYeHH, KOCTHOTO MO3ra WJIM CEJIe3eHKU IMalMeHTaM C KIMHUYECKUMU
npusHakamu Oone3nn Humanna-ITuka tun C aj1sl MOATBEPIKICHUS AUArHO3a C IO MPEIOTBPAIICHUS
Pa3BUTHS TKEIIBIX OCIOKHEHHS U YXYALICHHS cocTOosTHu marmenTa [19, 20].

VYpoBeHb yoeauTeabHOCTH pekoMenaamuii C (ypoBeHb TOCTOBEPHOCTH JIOKA3aTEIbCTB — 5)

KomMmeHTapuu: cBeTOBass MUKPOCKOIHSI MOXKET OINPEACIHTh XapaKTCPHbIC MEHHCThIC KICTKU B
pa3IMYHBIX TKAHAX, HO JJAHHBIC U3MCHEHHSI HE SBILSIFOTCS crieruduueckumu s 6osie3in Humanna-ITuka
tunn C. buomcuss KOCTHOrO Mo3ra: MpH BO3MOXKHOCTH MPOBEACHHUS JaHHOTO aHAIW3a, aclupalus
KOCTHOTO MO3ra MOET BBISIBUThH MEHUCThIE KIeTKU. CieayeT MOMHHUTh, YTO MH(UIBTpALU KOCTHOTO
MO3ra TICHHCTBIMU KJIETKAMHU KOPPEIHPYET CO CTENCHBID THKECTH 3a00JICBaHUST W MOXKET OBITh
MUHUMAaJIbHOH y MallMEHTOB Ha PAHHUX dTarnax 3a0ojeBanus. MHOKECTBEHHbBIE TUIAIIIKK KOCTHOTO MO3Ta
TpeOyIOTCS IJI UCKIIOYEHHS OIMMOKK 0oTOOpa MpoObI; B MEPBYIO OYEpEeqb CIEAyeT MPOBOIUTH MEHEE
WHBa3UBHBIE TTPOLICAYPHI.

- Pexomenyercs mprieM (OCMOTp, KOHCYJIbTAIlMs) Bpaya-reHeTHKa TICPBUYHBIA BCEM MAIlUCHTaM C
KIMHUYECKMMH TTpu3HakaMu Ooiie3nn Humanna-ITuka, Tun C ¢ mesnbio nmpoBeAeHus nuddepeHInaibHO-
JMAarHOCTHYECKOTO TIOMCKA CPeIH APYIMX HACIEJACTBEHHBIX OOJIC3HEH W OMpE/eCHUs ONTHMAaIbHOTO
0o0beMa TeHEeTHUECKUX uccaenoBanmii [19, 43].

YposeHb yoeautenbHOCTH pekoMeHaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PCKOMCHI[yCTCH npuem (OCMOTp, KOHCYHBT&HI/IH) Bpada-HEBpOJoTra HepBHqHLIﬁ BCEM Mmaliu€HTam C
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KIMHUYECKUMH Tpu3Hakamu Oone3nn Humanna-Iluka, tun C C 1enbl0 AMAarHOCTHKH COIYTCTBYIOIIEH
HEBPOJIOIMYECKOM MATOJIOTHH U OTIPEICIICHUs] TAKTUKY JalibHen e tepanuu [ 19, 43].
VYpoBenb yoenutensHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

- Pexomenmyercst mpuem (0OCMOTp, KOHCYJIbTAIMsI) Bpada-0TaabMOJIOTa IEPBUYHBIN MAIlHEHTaM C
KJIMHAYECKHUMH Tpu3HakaMu Oosie3nn Humanna-Iluka, Tun C ¢ 1enpio AMarHOCTHKH COIYTCTBYFOIIEH
MaTOJIOTHEH OPraHoB 3PEHHUS M OTIPEICIICHUsI TAKTUKH JaibHel el tepanuu [ 19, 36, 43].

VpoBenb yoenurensHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

- Pexomennyercs mpuem (OCMOTp, KOHCYJAbTAalMs) Bpada-ieAuaTpa WM Bpada-TepaneBTa
MEPBUYHBI BCEM MAIMEHTaM C KIMHUYECKUMU Tpu3Hakamu Oone3Hun Humanna-ITuka, Tun C ¢ menbio
JMAarHOCTHKH COITyTCTBYIOIIEH TEparneBTUYECKON MaTOJIOTHH, OLEHKH OOIIEr0 COCTOSIHHS 3/I0pOBBS U
OTIpE/ICTICHUS] TAKTUKY JajibHel el tepanuu [19, 43].

YposeHb yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KommeHTapuii: Tak ke BO3MOXHO TpOBEIEHHE MpHeMa (OCMOTpa, KOHCYJIbTAlMU) Bpada oOmIen
MIPaKTHKHU (CeMeMHOro Bpaua).

- Pexomennyercs mnpueM (OCMOTp, KOHCYJIbTAlMs) Bpaya-racTPOIHTEPOJIOra IMEPBUYHBII
ManueHTaM C KIMHUYECKHMMU IIPpHU3HaKaMKn 0ose3Hn HI/IMaHHa-HI/IKa, tun C ¢ IICJIBIO AUArHOCTUKU
COIMYTCTBYIOIIEH TaCTPOIHTEPOJOTHYECKON MATOJOTUU W OMPENECTICHU TAaKTUKW JaJbHEWIEeH Tepanuu
[19, 43].

VYposeHs yoeautenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 5).

- Pexomenmyercs mpueM (OCMOTpP, KOHCYJIbTAIlUs) Bpada-OTOPHHOJIAPHHIOJIOTa W/WIM Bpada
CYpJ0JIOTa-0TOPUHOJIAPHHTOJIOTa TICPBUYHBIA TMAIlUCHTaM ¢ KIMHUYCCKHMMH TIpU3HAKaMu OOJIe3HH
Humanna-ITuka, tun C ¢ 1e71610 JHarHOCTHKH COMyTCTBYomIeH matonoruu JIOP-opranos [38, 42, 44].

Yposens yoeaurenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 4).

- PexomeHnnyetcss mpuem (OCMOTp, KOHCYNbTAIMs) Bpaya-TICHXHATPa/Bpada-TICHXHATPa JIETCKOTO
MEPBUYHBIA TalMEHTaM C KJIMHUYECKUMHU Tpu3Hakamu Oone3Hun Hwumanna-Iluka, tunm C ¢ 1enbio
JMAarHOCTHKH COIYTCTBYIOIIEH MCHUXUATPUYECKON MATOJIOTUU W PEIICHHs] BOMPOCa O HEOOXOIUMOCTH
HaszHaueHus tepanuu [19, 43].

VYpoBeHb yoeauTenbHocTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- Pexomenayercss mpueM (OCMOTp, KOHCYJIbTAllMsl) Bpaya-IUETOJIOTa TMEPBHYHBIN TalMEHTaM C
KIIMHUYECKUMH Tpu3Hakamu Oone3nn Hwumanna-Iluka, tun C ¢ uenpto ¢GopMupoBaHUs IUIaHA
JIMETOTepaNny, Ha3HaYeHus jteuebHoro muranus [19, 43].

YpoBeHb yoeauTeabHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomeHnayercsi mpueM (TECTUPOBAHHME, KOHCYJIBTAIMS) MEIUIIMHCKOTO TICHXOJIOTa MEPBHYHBIN
BCEM NaIMEeHTaM ¢ KIMHMYECKUMU ITpu3Hakamu O0oJiesan Humanna-IIuka, Tun C B mporiecce MocTaHOBKU
JMAarHo3a, a TaKKe HMX CEeMbSIM H/WIM 3aKOHHBIM MPEACTABUTEISAM C IEIbI0 OKa3aHHS KIMHHKO-
MICUXO0JIOTHYECKOM momotnu [8, 19].

VYpoBeHb yoeauTenbHOCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

3. JleyeHue, BKnO4an MeAUKaAMEeHTO3HYK0O U HeMeOAUKAMEeHTO3HYH Tepanuum,
AveTtoTepanuio, 06e360anane, MeaOUUMHCKMEe noKa3aHuAa U NpOTUBOMNOKAa3aHUA K
NMPpUMEeHeHNn MeToA0B Jie4YeHuA

Jleuenne HII-C Bxirogaer MaTOIrCHCTUYCCKYIO W CHMIITOMATUYCCKYHO TCPAIIUIO. Cnez[yeT
YYUTBIBATH, YTO B(I)(I)CKT OT NAaTOr€HEeTHYECKOM TCpaliii BO MHOTOM 3aBUCUT OT BO3paCTa Haydajla
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JIEYCHUS U TO3BOJISIET 3aMEUINTh NPOrpecCUpoBaHUe 3a00JI€BaHMUs, HO HE OCTAHOBUTH €r0 MOJHOCTBIO.
Jns KIMHUYECKOW OLIEHKM JBUTATeNbHBIX Ha (OHE MPOBOAMMON TEpamuy MOKHO TPUMEHSThH
CTaHJAPTHBIN BUAEO IPOTOKOJ, IpuBeAEHHbIN B [Ipunoxenun 3.

3.1. MaToreHeTU4YeckKoe nevyeHue

- Pexomenpnyercs mpuem (0CMOTp, KOHCY/IbTallMsl) Bpada-T€HETUKA (WJIM JIPYroro CoeruaiucTta,
HMMEIOLIET0 OIBIT JIeYeHUs nmanueHToB ¢ Oose3Hpto Humanna-Iluka, tTun C) nepBUYHBIN U TOBTOPHBIM
(mpu HEoOXOaUMOCTH) BCeM mNamueHTaMm ¢ Oone3nbto Humanna-Iluka, tTun C ¢ 1enbi0 Ha3HAYCHUS
MaTOreHETUYECKOT0 JICYCHHSI U KOHTPOJIS ero A pekTuBHOCTH U Oe3omacHoctH [19, 43].

YposeHb yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KoMMeHTapuu: Ha3HaueHUE U KOPPEKTHUPOBKY MMATOI€HETUYECKOTO JICYEHHSI MOXKET OCYIIECTBIISATh
Bpau-reHeTHK, Bpau-TepaneBT/Bpad-neuaTp, Bpad oOuieil NpakTUKU (CeMelHbId Bpad), Bpau-HEBPOJIOT
WJTU JAPYTrOM CIIeNUATUCT, UMEIONTUN OTIBIT JIeYeHUE MarueHToB ¢ 60e3ubt0 Humanna I[Muka, tun C.

- Pexomenmyercsi Ha3zHaueHHE/KOPPEKTUPOBKA CYyOCTpaT-peaylHpYIONMEH Tepanuu MpernapaTom
A16AX muriycrar®* BceMm MalMeHTaM C YCTAaHOBJIEHHBIM auarHo3oM Ooine3nb Humanna-Iluka, tun C,
COTJIaCHO MHCTPYKIMM TIO TPUMEHEHHIO, C IEeJbI0 TPOBEIACHMS] MAaTOT€HETUYECKOW Tepanmuu M
3aMeJICHHsI TporpeccupoBanus 3aboneBanus [9-11, 21, 22].

VYpoBeHb yOeIUTETbHOCTH PeKOMEH Al A (YpOBEHb JJOCTOBEPHOCTH JIOKA3aTEIbCTB — 2).

KomMenTapuu: nanuentam B Bo3pacte 4-12 JjieT, UMEIOIUM HEBPOJIOTMYECKUE HapyHIECHHs, 103a
MHUTJTyCTaTa** pacCUYUTHIBACTCS UCXOIS U3 TUIONIAIN MMOBEPXHOCTH Tena (mpuiioskenne A3.4); manueHTam
12-tm 5teT W crapiie, UMEIONTUM HEBPOJIOTHYCCKHE HapyIIeHUs, PEKOMEHIOBAaHHAs J03¢ MHTIycTaTa**
coctasisieT 200 mr 3 pasza B A€Hb IS JOCTIKEHHS TeparneBTruaeckoro 3¢ dexra. Murmycrat** (N-OyTui-
neokcuHonnpumuiina; NB-DNJ) sBnsercs HEOOJNBIION MOJEKYJIOH MMHHOCaxapa, KOTopas JIEeHCTBYET
KaK KOHKYPEHTHBI UHTUOUTODP (pepMeHTa, TIIOKO3UPLEPAMHICHHTA3bl, KOTOPBIA KaTalu3upyeT MepBbIi
(ukcupoBaHHbI 3Tan cuHTe3a riaukochuHroymmuaoB (['CJI). Muraycrat** mMokeT mpoHUKATh 4epes
remMaTtodHIehanniIeckuii 0aprep, U ObUIO MOKa3aHO, 4TO OH yMmeHbInaeT HakomieHue ['CJI B rosoBHOM
MO3re, 3aMe/UIsIeT pPa3BUTHUE HEBPOJOTHYECKOM CHUMIOTOMAaTUKA U YAJUHSET BBDKHUBAEMOCTh IPHU
JNOKIIMHUYECKUX  uccienoBaHusx. OH  MOXKET Takke HempsMbIM  00pa3oM  peryiaupoBath
BHYTPUKJICTOYHBIM TOMEOCTa3 KajbIUs, CBA3aHHBIM C HAKOIUICHHEM C(QHUHIO3WHA — MpEArojaraeMbiM
myckoBbIM (pakropoMm B natorenese HIIC1 — myreM BIUsTHUS Ha KOHLEHTPALIMIO TIIIOKO3MIILIEpaMua.

Hab6nrogaemast 6e3omacHOCTh U nepeHocuMocTh murimyctata** mpu HIT-C npubnu3utensHO Takas
*e, Kak npu OosiesHu l'ome 1 Tuma, U B 1EIOM CXOJHA B MOMYJSALUU JE€TEH W B3POCIBIX/MOJIOJIBIX
nanueHToB. Hanbosiee yacTo 0OTMEYaeMbIMHU HeXeNaTeIbHBIMU SBJICHUSIMU Oblia ciabas Ui yMepeHHast
nrapesi, MeTeOpHU3M, MOTEPs Beca U TPEMOP.

HexenarenbHble SBICHUS CO CTOPOHBI JKENyIOYHO-KUIIEYHOTO TpaKTa M HeOOJbIIas WU
yMepeHHas moteps Beca (B uenoM HabmogaeMas y 50% manueHToB) UMeNU TeHICHIIMIO K CHIKEHHUIO CO
BpEMEHEM IIPU HEMPEPHIBHOM Tepanuy U yCHEIIHO KOHTPOJIUupoBaiuch [9-11, 22]. JlaHHbIe KIMHUYECKUX
UCCIIC/IOBAaHUI ¢ TpuUMeHeHHeM wmuriycrata** o6o0mensl B [lpunoxennn A3.5 [22]. B cBs3u ¢
HeponereneparuBHoii npupono HII-C, crabunmsanus 3a0oneBaHUs WU yMEHBIICHUE CTEMEHU
mporpeccupoBanusi 3a0o0JieBaHUS SBISIOTCSA, HanOoyiee PEATMCTHUYHBIMH IETSMH, KOTOPBIE MOKHO
JTOCTUTHYTH MPU JITUTENBHON crielinrUecKoi Tepaniu 3a00IeBaHMsL.

Buaumelil nmonokuTenpHbI KIMHUUECKUil pe3ynbraT y nanuentoB ¢ HII-C moxxer HabmronaThbes
yepe3 6 mecsaueB — 1 rox. B ciaydasx memieHHo mporpeccupyromux Gopm 3adosieBaHus (Harmpumep, y
NAIMEeHTOB ¢ HayaJloM 3a00JI€BaHUs BO B3pPOCIOM BO3pacte), 3PPEKThl OT JICUEHUSI MOTYT HaOJII01aThCs
uepe3 emie 0oJiee TUTEIbHBII MTpoMexKyTOK Bpemenn [3, 8-11, 19, 23].

B caydasx Hamuuus TSOKENbIX HEBPOJIOTHUECKUX HAPYIICHUH YK€ Ha MOMEHT ITOCTaHOBKHU
JIMarHo3a, B 0COOCHHOCTHU y MallMEHTOB PAHHEr0 BO3pPAacTa, CyIIECTBYET MEHbIIIast BEPOSITHOCTh TOTO, YTO
MUTTYCTaT** MpUHECeT CYIIECTBEHHYIO TEPAreBTUYECKYIO TOJIb3Y.
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- PexomenyeTcst u3MeHEHHE AMETHl W/MIM yMEHBIICHUE JI03bl MUTITycTaTa™* u/Miam Ha3HavyeHue
npenapatoB rpynnsl AO7DA (mpenapatrbl, CHWKAIOIIME MOTOPUKY KEJIYAOYHO-KHUILIEYHOI'O TPAKTa),
HampumMmep, Jonepamua** mamuentam c¢ Oone3npto Humanna-lIluka, tun C, mosydaromuMm Tepanuio
MUTIYCTaTOM** 1 UMEIOINM MPU3HAKHU MTOPAKESHUS KETYIOYHO-KUIIIEYHOTO TPAKTA, C LeNbI0 KOPPEKIUU
HEeKeNaTeIbHbIX peakiuii [3, 18].

YpoBeHb yOeAUTEIBHOCTH PeKOMeH 1aluii B (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

KommeHTapuii: MoKeT HaOMI0JaThCsl UIMTENbHAs [auapesi, abnoMuHanbHble Oomu. Jleuenwe
CHUMIITOMAaTHYECKOE, BO3MOYKHO Ha3HAUYEHHUE CIIa3MOJIUTUYECKON TePAInH, 110 TIOKA3aHUSIM.

- Pexomenayercs npekpalieHre naToreHeTUYeCKoM Tepanuy npernapaToM MUIITycTaT** nanueHTam
¢ 6one3npto Humanna-IIuka, Tun C, y KOTOpBIX pa3BUBAIOTCS CEPhE3HbIE HEXKENATENIbHbIE PEAKIMU CO
CTOPOHBI KCIYAOYHO-KHIICYHOI'O TpaKTa C HEJIbIO NPCAOTBPAICHUA YXYAUICHUA COCTOAHUA IMALIMCHTOB
[3, 18, 19].

YposeHb yoeautenbHOCTH pekoMeHraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5)

KoMMeHTapun: 1enecoo0pa3HOCTh MPOJODKEHUS JIEYEHHMs] MUTIyCTaTOM™*  manueHToB ¢
TSOKENBIMU  MPOTPECCUPYIOIIMMU  HapyLIEHUSIMM, MPUBEAUIMMH K  HACTYIUICHHIO  TJIyOOKOM
HCHXOH@BpOHOFH‘—ICCKOﬁ HHBaJIMAU3allU HCOUYCBUIHA, U HY)KIACTCA B JI&HBH@IZIHGM O6CY)K)IGHI/II/I.

Pemenne o BHECEHMM W3MEHEHMH WJIM TpEKpalleHud Tepanuu MUIIYCTaTOM™*,  TOJKHBI
OCHOBBIBATECAA Ha HWHAMBUAYAJIBHBIX XAapaKTCPUCTUKaX IMMallU€HTa W TNPHUHUMATBCA COBMECTHO

CHEIUATUCTOM B 00JIaCTH METa00TMYECKUX 3a00JIEBAHMM, a TAKXKE POJUTEIIMHU U WieHaMH ceMbH |3, 18,
19].

3.2. CumnToMaTUyeckKoe rneyeHume

[To cumnromaruueckort Tepanuu HII-C  HeT  paHAOMM3HPOBAHHBIX  KOHTPOJHMPYEMBIX
uccienoBanuil. Bce mpuBeneHHbIE HIDKE PEKOMEHJAIMM OTPaXalOT 3KCIEPTHOE MHEHUE CIIELHaTINCTOB
13 pa3HbIX CTpPaH.

- Pexomenmyercss s JI€YCHHMs] HEBPOJIOTHYECKUX OCIOKHEHUH, HIUJICTICHH, TICHXUYECKHX
HapylIeHWH TMpUEM TPernapaTroB COIJIACHO KIMHUYECKUM pEKOMEHIAIUAM, pa3paOOTaHHBIM s
COOTBETCTBYIOIICH maTojoruu [3, 8, 12, 13, 19, 23].

YpoBeHb yOeaUTEILHOCTH PeKOMeHAaIuii B (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 3)

Kommenrtapuu: cMm. [Ipunoxenue A3.6

- PexoMeHtyeTcss MOHUTOPHHT (DYHKIIMM TJIOTaHUS Y MAMEHTOB ¢ Oosie3Hbio Humanna [luka, Tum
C, KoTOopble OTHOCATCS K TpYIIE pUCKA MO Aaclhpamuud C Melbl0 00ecrnedeHus A0CTATOYHOTO
MOCTYIUICHUS )KUIKOCTH U Kajopuii [3, 8-11, 21, 29, 34].

VYpoBeHb yOeAUTEIbHOCTH PeKOMEH AaIuii B (ypoBeHb T0CTOBEPHOCTH JOKA3aTEIbCTB — 3).

KommenTapun: Bompoc 00 opraHuzanui TUTaHUS W W/WIA JICYCHUU JUCharuu JTOJDKEH OBITh
pelIeH KaKk MO’KHO paHbIlle, IPU 3TOM PEKOMEHIOBAHbI CIEAYIOIIHNEe Mephl: 0ojee MArKas WM TycTas
MUIIa, 30HA0BOoe muTaHue, mnpoBenacHue A16.16.034 T'actpoctomun/A16.16.034.001 T'actpocTtomus c
HCIIOJIb30BAHUEM BUJICOOHIO0CKOIIMYECKUX TexHoJoTHi1/A16.16.034.003 Jlanapockomnuueckas
racTpoCTOMHUS (ISl TOTO, UTOOBI 00ECTIEYUTH TOCTATOYHOE MOCTYIUICHUE KUAKOCTU U KaJOpHil).

- Pexomennyerca naunumentam ¢ HII-C, B cinyuyae pa3BUTHS BTOPUYHOW JIETOYHOW NATOJIOTHH B
pe3ynbTaTe acmupalny, Ha3HaueHne AHTHOaKTepHuanbHble Tpenaparsl cucremHoro aeiictus (Kox ATX
JO1) ns mpemoTBpaIieHus pa3BUTHS ocnoxHenwii [3, 8-11, 21, 29].

YpoBeHb yoeauTenbHOCTH pekoMeHaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)

- Pexomennyercs mnaumentam c HII-C, umerommx JTaHHBI CHUMIOTOM, A yMEHBIIEHUS
cioHoTeueHus npumensath arponun®* (Kox ATX A0O3BAO1) nepopanbHo, HHBEKIIMU OOTYIMHUYECKOTO
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TOKCMHA Tuma A** OOTyTMHHUYECKOTrO TOKCWMHA Tuma A-remarrmotuHuH kKomruieke** (Kom ATX
MO3AX01) B OKOJIOYIIHYIO WJIH TOJUENIOCTHYO xkene3y [3, 19].
YposeHsb yoeaurenbHoCTH pekoMenaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)
KommenTapuii: Heo0xo1uMa KOHCYNIbTAIMS Bpada-HEBPOJIOTa.

- Pexomennyercs B3pocibiM nanuentam ¢ HII-C, umeronux JaHHBIA CUMIOTOM, A KOPpPEKLUUU
HApPKOJICTICUHU, HHBEPCHH CHA W/WIIM CHHAPOMa OOCTPYKTHBHOTO allHO? BO CHE, MIPUMEHEHNE MEJIaTOHWHA
(Kom ATX NOSCHO1) feram ¢ HII-C — npu 3HaunTenbHBIX HapymeHusx cHa #menaroHuH (Kox ATX
NO5CHO1) moxet ObITh peKOMEHI0BaH B f03aX OT 2,5 10 10 mr 3a 20-30 MUHYT mepen KelaeMbIM CHOM,
BHE €/Ibl © MUHUMYM 4epe3 | yac mocje Apyrux JeKapCTBEHHbBIX IpernaparoB [64], wim neueHne MeToaom
CO3JaHUSI TOCTOSIHHOTO TOJIOKUTENBHOTO JaBiieHus B abixaTenbHbIX NyTsix (CPAP-tepanus) (mpu
CHHJIpOME 0OCTPYKTHBHOTO armHo? BO cHe) [3, 19].

YposeHb yoeautenbHOCTH pekoMeHaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5)

- Pexomenpyercs mamuentam ¢ HII-C ¢ skcTpanupaMuAHBIMU HapyLIEHUSMH TNPUMEHEHUE
npenapaToB Ipymmsl Apyrue antuncuxotudeckue cpenctsa (Kog ATX NOSAX) u perynspHblii npuem
(ocMOTp, KOHCYNbTallMsl) Bpaya-HEBpoJOra € IE€IbI0 MHMHHUMHU3ALMKU IPOrPECCUPOBAHUS  JIIOOBIX
COMYTCTBYIOIIMX SKCTPANUPAMUIHBIX posiBiieHui [8, 19, 24, 28].

YposeHs yoeautenbHOCTH pekomeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)

KoMMeHTapuu: mcuxo3 YacTo MOAJMACTCS JIEYEHHUIO AHTUIICUXOTUYECKHUMH JIEKApCTBEHHBIMU
npenapaTamu, XoTs y HekoTopbix nanuentoB ¢ HII-C nabnromaercs oTcyTcTBHE OTBETA Ha JICUEHUE WUITU
Jla’ke mapaioKCcanbHOE YXY/IIEHUE.

- Pexomennyercs mammentam ¢ HII-C, nns nedenus OumossipHbIX ad@eKTHBHBIX PacCTPOUCTB,
CTaOMIIM3aTOPbl HACTPOCHHUs, Takue Kkak BaibmpoeBas kuciota** (Kog ATX NO3AGOI) (B3pociabim
ManueHTaMm), a Juid Tepaluu JIeNpecCUuyd Ha3HAaYeHUE CEJIEKTUBHBIX MHTHMOMTOPOB OOpaTHOrO 3axBara
ceporonnna (Kog ATX NO6AB) [8, 19].

Yposens yoeaurenbHoCTH pekoMenaiuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIILCTB — D)

KomMmMeHTapuu: nmpenapaThl Ha3HaYaIOTCS MPU OTCYTCTBUU MPOTUBOTIOKa3aHUMN

- Pexomennyercs Bcem namuentam ¢ HII-C panHero Bo3pacta (HOBOPOKICHHBIC M JETH IEPBBIX
JeT KW3HH), MPH XPOHUYECKOM AaKTHBHOM TEMATHTE C XOJIECTATHYECKHMM CHHAPOMOM JICYCHHUE
npenapatoMm ypcojaezokcuxoieBoit kuciotel (Kog ATX A05AA02) (cycnensus) B po3e 10 mr/kr/cyr.
i 15 mr/kr 2 pasa B gens (nim 30 mr/kr/cyt.) [35].

VYpoBeHb yoeauTeabHOCTH pekoMenaamuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB — 4)

- Pexomenpyercs Bcem manueHtam ¢ HII-C panHero Bo3pacta € 3aMECTUTEIILHOW IIEIBIO
HazHayaroTcs >kupopactBopuMbie BuTamubbl (perunon** (Kog ATX A11CAO01), konekanbuudepon™*
(Kox ATX A11CCO05), sutamun E (Kon ATX A11HAO03) u menagunona natpus oucynbpur** (Kog ATX
B02BA02) wiu ¢putomenaauon) (Kox ATX B02BAO1) [3].

VYpoBeHb yoeauTeabHOCTH pekoMenaaiuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

- He pexomennyercst Bcem naruentam ¢ HII-C B ciyuae pa3BUTHSI IEUEHOYHOH HETOCTATOUHOCTH
MpOBECHNE TPAHCIUIaHTaIMK edenu [17, 19].

VYpoBeHb yoeauTenbHOCTH pekoMeHaaruii C (ypoBeHb TOCTOBEPHOCTH JIOKA3aTEIbCTB — 5)

KoMMeHTapuu: crienyeT NpPOBOAUTH PETYISIPHBIH MOHUTOPUHI TAIMEHTOB C JHArHO30M,
YCTaHOBJICHHBIM B pE3y/lbTaTe CKPUHUHTAa CHOCOB WM HAa OCHOBE BHCIIEPAIBHBIX CHMIITOMOB, Ha
MpeIMeT BO3HUKHOBEHHUS HEBPOJIOTHYECKHX MPOSBICHHM, W CIEAyeT PELIUTh BOMPOC O Ha3HAUYECHUU
JICUEHHUsI TIPH MIEPBBIX MTPU3HAKAX Havaja HEBPOJOTHYECKUX paccTpoicTs [3, 8, 19].

- Pexomennyercs nmpuem (0CMOTp, KOHCYJIbTAIMs) Bpaua-HEBPOJIOTa IIEPBUYHBIN U TOBTOPHBIH (ITpH
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HeoOxXoIuMOCTH) manueHTam ¢ 0one3nbio Humanna IMuka, Tun C, nmpu HaIU4MM MOKAa3aHWM, C LENBIO
HA3HAYCHUS] CUMIITOMATHYECKOTO JICYCHUS U KOHTPOJIs ero 3ddextuBHOCTH M 6e30macHocTH [50].
YposeHb yoeautenbHOCTH pekoMeHaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- Pexomenyercs npuem (0CMOTp, KOHCY/IbTALMSI) Bpaya-0(TabMOJIOTa IEPBUYHBIA U TOBTOPHBIN
(npu HeoOxonuMocTH) mauueHTam c¢ Oone3Hpto Humanna Iluka, tun C, npu Hanuuuu NOKa3aHWM, C
EJIbI0 Ha3HAYCHHSI CHMITTOMATHYECKOTO JICYCHHSI M KOHTPOJIS ero 3pPeKTUBHOCTH 1 Oe3omacHocTH [36].

VpoBenb yoenurensHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

- Pexomennyercs mnpuem (OCMOTp, KOHCyJbTallMsl) Bpada-lieuaTpa WIM Bpada-TeparneBTa
MEPBUYHBIA U MOBTOPHBIM (Mpu HeoOxoaumocTu) nanueHTam c¢ Oone3npto Humanna Iluka, tun C ¢
IEJIBI0 Ha3HAYCHHSI CHMITTOMATHYECKOTO JICYSHHSI M KOHTPOJIS ero 3 dekTuBHOCTH U Oe3omacHocTH [50].

YposeHb yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — 5).

- Pexomennyercs mnpuem (OCMOTp, KOHCYJbTalusl) Bpaya-OTOPUHOJIAPUHIOJIOTa W/WIM Bpada
CYpAO0JIOra-OTOPUHOJAPUHIOJIOTa TMEPBUYHBIA M MOBTOPHBIM (IIPM HEOOXOJUMOCTH) MalUEHTaM C
6one3npto Humanna [luka, Tun C ¢ 1enpi0 Ha3HaYeHHUs] CUMITOMATUYECKOIO JICYEHUSI M KOHTPOJIS €ro
sddexktuBHOCTH U Ge30macHoCTH [54].

VYposeHs yoeautenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- Pexomenayercss mpuem (OCMOTp, KOHCYJIbTallMs) Bpada-TIicCUXHaTpa/Bpada-Icuxuarpa AETCKOro
MEpPBUYHBIA U MOBTOPHBIM (MpU HeoOxoaumocTH) manueHTam c¢ Oone3npto Humanna Iluka, tunm C ¢
eSO Ha3HAYCHHSI CHMITTOMATHYECKOTO JICUSHHSI M KOHTPOJIS ero 3 dekTuBHOCTH U Oe3omacHocTH [50].

YposeHs yoeaurenbHOCTH pekoMeHaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — 5).

- Pexomengyercss mpueM (OCMOTp, KOHCYJIBTAaIMs) Bpada-racTPOIHTEPOJIOTa TEPBUYHBIA H
MOBTOPHBIA (MMPH HEOOXOAUMOCTH) TareHTam ¢ Oone3Hpto Humanna Iluka, tunm C, npu HamMyuu
MOKa3aHWA, C LENbI0 HAa3HAUCHHS] CUMIITOMATHYECKOTO JICYCHUS W KOHTPOJS ero 3 (EeKTHBHOCTH U
6e3zomacuoctH [50].

VYpoBeHb yoeauTenbHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomenyeTcs preM (0OCMOTp, KOHCYJIBTAIlHsI) Bpada-ueTosiora NepBUYHbINA M TIOBTOPHBII (ITPU
HEOOXOIMMOCTH) ManuenTaM ¢ 6osiesupto Humanna IMuka, Tun C, npu HaJIWYMK MOKA3aHUH, C LEIBIO
(OPMHUPOBAHUSA/KOPPEKIIMK TUIAHA JUETOTEPAllMi, Ha3HAYEHHs JICYEOHOrO ITUTAHMSA, KOHTPOJS €ro
s dexTrBHOCTH 1 6e30macHocTu [50].

YpoBeHb yoeauTeabHoCTH pekoMeHaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

3.3. veTtoTepanus

- Pexomenayercs Uist yCTpaHEHUS WM YMEHBIICHHUS BBIPAXKEHHOCTH TUCIENTUYECKUX PACCTPONCTB
TaKMX Kak, Juapes, TOIIHOTAa, PBOTA, CHIDKEHUS Beca, OOJHM B >KMBOTE MPH JICYCHHUH MHIITyCTaTOM™*
COOJIIOICHHE AUETHI C MOHMKEHHBIM COIEP/KaHUuEM IUCaxapuI0B U ourocaxapos [3, 13, 19].

VYpoBeHb yoeauTenbHOCTH pekoMeHaauii C (ypoBeHb TOCTOBEPHOCTH JIOKA3aTEIbCTB — 5)

Kommenrtapuu. Ilpu mnpumenHenun mnpemnapara wmwuriayctar** vy mamueHtoB c¢ HIIC wmoryr
HaOmogaThCs auapes, OOMM B IKUBOTE, METEOPH3M CBs3aHHBIE C OJOKHpoBaHUEM (epMeHTa,
PaCIETJISIONIEr0 - W OJUTrocaxapubl. B TEpBbIe HENENM Hadaja Tepamnuu, C MOCIEAYIOIINM C ee
paclIMpeHueM 3a cYeT MPOJYKTOB, yka3aHHbIX B KosloHke "OI'PAHUYUTDL" (mpunoxkenune A3.7). Ha
MEPBOM dTare HasHaueHHUs cyOcTpaT penylupyrollell Tepamnuu kemaTellbHO Ha3HAYeHHE MPOOUOTHKOB,
KOTOpbIE CHIDKAIOT PUCK BO3HUKHOBEHHS JKEIYJOUYHO-KUIIEUHBIX MPOOJIeM M YIyYIIaloT paboTy
KHUIIICYHUKA.

HaznaueHue mueThl MPOBOIST B TPH MOCIIEIOBATENILHBIX dTara!
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1. Crporas auera ¢ UCKJIIOYEHHUEM [ CaXapuoOB;

2. PacmmpenHas nauera C TIOCTENIEHHBIM BBEJCHHEM MPOAYKTOB MHUTAHHSA, COJECPKAIIUX
JMCaxapHibl;

3. Ilpaktuueckn HOpMajibHas IHETa, 32 HCKIIOYCHHEM IIPOJYKTOB MHTAaHUS, KOTOPBHIE IJIOXO
MEPEHOCATCSI.

[TpoaomKUTENFHOCTh KaXKI0TO dTara BapbUPYeT OT HECKOJBKHX HEJENb J0 HECKOJIBKHX MECSIIEB.
CobnroieHue TUETHl TO3BOJIIET CHU3HUTH MOO0YHbIE 3((EKTH Mpenapara MUTIycTaT** u obecreunBaeTt
JOCTaTOYHOE MOCTYIUIEHHE HEOOXOIMMBIX BEIIECTB W DHEPTUU Ui HOPMAIBHOTO (YHKIIMOHUPOBAHHS
opranusma [3, 18].

4. MepuumHcKan pea6IM1VITaL|MS| n CaHaTOPHO-KypopTHOe Je4vyeHue, mMeaouUUNHCKUE
noKasaHunAa U NPpoTuBonoKasaHnAa K npuMmeHeHno MetTog4oB MeaANLUHCKOMN peaGMﬂMTaLIVIVI,
B TOM 4YuUclne OCHOBaHHbIX Ha UCNnoJfib3oBaHUU NPUPOAOHLIX neyvyeobHbIX (*)aKTOpOB

- Pexomenpayercst nmpuem (0CMOTp, KOHCY/IbTalMsI) Bpaya-(pu3noTepaneBTa /Uil npueM (0cMoTp,
KOHCYJIbTAIIMSI) Bpada MO JiedeOHOW (U3KYIbType W/WiIM Bpada (PU3NUECKOW U peaOMIMTAIMOHHON
MEIWIIMHBI W/WIU Bpada 10 MEIUIIMHCKON peaOwinTanu s pa3pabOTKH WHAWBUIAYaJbHOTO Kypca
peaduIuTalMK, BKIIOYAOLIEr0 Maccax, JedeOHyl (U3KyIbTypy, (pU3nOTEepaneBTHUYECKHE MPOLEAYpPbHI
narueHTam ¢ 6oseznpro HIT-C [3, 19].

Yposens yoeautenbHoCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)

- Pexomennyercss peaOmiMTallMOHHBIE Kypchl (0OwMil MaccaX MEIUUUHCKUN, JiedeOHas
¢buskynpTypa Tpu 3a00J7€BaHUSAX LEHTPAJbHON HEPBHON CHUCTEMBI M TOJOBHOrO Mo3ra, JledeOHas
¢buskynpTypa mpu 3a0oJeBaHUSAX Nepudepudyeckoll HEPBHONW CHCTEMBI, KEJaTelbHO MPOBOJUTH B
YCIOBUAX JHEBHOTO CTallMOHApa MPOBOJUTCS € 4acTOTO# 3-4 pa3a B roJi, JTUTEIBHOCTD — ONPEAeIsAeTCs
TSKECTHIO COCTOSIHUSL M OTBETOM Ha IPOBOAMMBIC MeponpusTus [ 3, 19].

Yposens yoeaurenbHoCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)

KommenTapun: BO3MOXXHO paccMOTpeTh — JiedeOHYyIo (QU3KyabTypy mpu 3a00J€BaHUSIX
LEHTPAJILHOM HEPBHOW CHUCTEMbl M TOJIOBHOTO MO3ra, JeueOHYI0 (U3KYIbTYpy C HCIOJIb30BAHUEM
anmnapaTtoB u TpeHaxepoB mnpu 3aboneBaHusx LUHC u ronoBHOro Mo3ra, KOpPpeKLHIO HapylIeHUs
JBUTATEIbHOM (PYHKIMM TPU MOMOIIK OMOJIOTHMYECKOW OOpaTHOM CBS3U, MOCOOHE MO BOCCTAHOBIICHUIO
M1030-CTaTU4YEeCKUX QYHKIHM, TMHAMUYECKYIO IPOIIPHOKOPPEKIIHIO.

- Pexkomenmyercss mpueM  (TECTHpOBaHWE, KOHCYIbTAIMsS) MEIUIIMHCKOTO  IICHXOJIOra
NEPBUYHBIA/TIOBTOPHBIC, 3aHATHS C IeJaroraMu-ae(eKkTosioraMy, MEIUIIMHCKUMHU  JIOTOIeIaMu
(ncuxonoro-nenarorudeckas nomoiip) aetsMm ¢ HIT-C B kommiiekce peabunuTaiinoOHHBIX MEPOTIPUSATHH. C
MIPOBEJICHUEM PETYISPHOM OICHKH KOTHUTUBHOTO CTAaTyca MAIMEHTOB C IEJIbIO ONPEICICHHSI BO3MOXKHOU
dbopmbI 00ydeHus (KOPPEKIIMOHHBIN Ki1acc) U aganTtanuu namuenta [3, 19, 55, 56].

VYpoBeHb yoeauTeabHOCTH pekoMenaamuii C (ypoBeHb T0OCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

Kommenrapuu: KoppeKIIMOHHO-TIEIarorndeckoe BO3ACHCTBUE OMPEICISCTCS B 3aBUCHMOCTU OT
TSOKECTU U JUTUTEIBHOCTH TE€YCHUSI OOJIC3HHU, CTPYKTYPhl HAPYIICHHUN 3I0POBBS, CTETICHU HEJIOPA3BUTHUS
MO3HABATEIHHON JIEATENHHOCTH, THUIA SMOIMOHAIBHOTO pEearupoBaHMs, OCOOCHHOCTEH MOBEIeHUs
pebeHka. Bxurouenue KOPPEKIIMOHHO-TIEJar OTHYECKOTO COTIPOBOXICHUS B KOMILIEKC
BOCCTaHOBUTEJILHBIX MEPOTNPHUATHI 00ecrieunBaeT JOMOJHUTENbHYIO OICHKY AMHAMHUKHU TCHXUYECKOTO
pa3BUTHUS KaK OJHOTO M3 BAaXHBIX IMOKa3zaTele COCTOSHHUS 3J0pOBBS, MOBBIMIACT 3PPEKTUBHOCTD
TEeparneBTHUYECKUX BMEIIATENIbCTB, CHIDKAET HSKOHOMHMYECKOE Opemsi ITaHHOW NaTOJOTHH 3a CYEeT
COIMANU3al[MU TAlMEHTOB U COXPAaHEHHS TMCHUXOJOTMYEeCKOro MOTEHIMala TPYIOCIOCOOHBIX YJIEHOB
CeMbH.

Moryr TpOBOIUTHCS:  MEAUKO-JOTOMENYecKas IMpoueaypa mnpu  aucharuu, MeTuKo-
joromenuyeckas TpolLeAypa TMpU AU3APTPUU, MEAUKO-JIOTONEIUYecKass TOHAJIbHO-PUTMUYECKYIO
poLeaypa, MEIUKO-JIOTONeInuecKas mpoleaypa ¢ UCIOIb30BaHHEM UHTEPAKTUBHBIX WH(HOPMAITMOHHBIX
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TEXHOJIOTHI U JIp.

- Pexkomenayercsi oka3aHME BCECTOPOHHEW TMMOMOIIM (MEIMUIMHCKOM, TICUXOCOIMAIBHOU U
MaTepHAIIbHON) AETAM C HEHM3JIEYMMBIMUA OTPAHMYHMBAIOIIMMH CPOK >KM3HM 3a0ojeBaHMAMHU. B cocTas
NAJTMATUBHBIX CIY)KO BXOIAT BpayH, MEIUIMHCKHAE CECTPBI, NICHXOJOTH W COIMAJbHbIE PaOOTHUKH.
HecmoTpss Ha TsDKenOe COCTOSIHME W TIOCTOSHHYIO IOTPEOHOCTh B MOHHTOPWHIE, BCE IAIlUCHTHI
MPEUMYIIECTBEHHO HAXOJATCS JoMa B KpYry cBoedl cemMbu W japy3eil. OCHOBHOW IeNbIO PabOTHI
NAJTHATUBHBIX CIYXKO SBISETCS CO3/aHUE BCEX HEOOXOIMMBIX YCIOBUHN ISl 0OECTICUeHUS] HAXO0XKICHUS
MAIEHTOB B JOMAIIHUX YCIOBHUSX, @ HE B CTEHAX JICUCOHOTO YUPEXKIEHUS, YTO TO3BOJISIET HE TOJIBKO
YIY4YIIATh KaueCTBO JKMU3HU MAIIEHTOB W WX CEMEH, HO M CYIIECTBEHHO CHU3HTh TOCYJapCTBEHHBIE
3aTpaThl Ha MOCTOSIHHOE CTAI[HOHAPHOE JICYCHUE TAKKUX MmarueHToB [19].

YposeHb yoeautenbHOCTH pekoMenaaiiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5)

5. npO(bVIﬂaKTVIKa n gucnaHcepHoe HabnwaeHne, MeaAUUMHCKUE MNOKa3aHuMA u
NPOTUBOMNOKAa3aHUA K npuMeHeHno metonoB HpO(*)I/I.ﬂaKTMKVI

5.1. AncnaHcepHoe HaGnoaeHue

[Tepuoamanocts MOBTOPHBIX 0OcienoBanuii mamueHToB ¢ HII-C npusenena B [punoxenun A3.8.
B 3aBucumoctu OT 0coOeHHOCTEH TedeHMsI 3a00JIeBaHMS YacTOTa MOBTOPHBIX OOCIETOBAaHUM MOXKET
ONPEAENATHCS JICUAIIUM BPAa4yOM UHIUBHUIYaIbHO.

- Pexomenyercs npoBeieHre 00MIero (KIMHANYECKOTO) aHaIn3a KPOBU Pa3BEPHYTOr0 MAI[UCHTaM C
0one3npto Humanna-IIuka, Tun C B mporiecce AUCIIAHCEPHOTO HAOIOACHHS C IEJbI0 OIICHKH OCHOBHBIX
rapaMeTpoOB KPOBETBOPEHHUS W BBISBICHHUS BO3MOXKHBIX MH(EKIIMOHHBIX mporeccoB [8, 13, 17, 19, 20,
38].

YposeHs yoeaurenbHoCTH pekoMeraiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 5)

KoMMeHTapwii: MpOBOIAT MCCIIEA0BAHUE YPOBHS OOIIEro reMOorI00MHA, SPUTPOIIMTOB, JICHKOIIUTOB,
TPOMOOIIMTOB B KpPOBH, OIICHKA TI€MATOKPHUTA, HCCIICIOBAHUE CKOPOCTH OCEHAaHUS DPUTPOIUTOB,
¢ hepeHInPOBaHHBIN MOICYET JICUKOIUTORB (JICHKOIMTapHas popMyria), 4acTOTa — IO MOKA3aHHUSIM.

- PexoMeHayercss TpOBEACHHWE aHalM3a KPOBU OHOXMMHUYECKOTO OOIIETeparieBTUYECKOTO
naruentam ¢ Oosiesnpto Humanna-IlTuka, Tunm C B mporiecce JUCIIaHCEPHOTO HAONIONCHHS C IIEIIhI0
JTMArHOCTUKYU TICYCHOYHOM HEJOCTaTOYHOCTH, OIICHKH COCTOSIHUS BHYTpEHHHX opraHos [3, 8, 13, 17, 19,
20, 38, 40].

VYpoBeHb yoeauTeabHOCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbLCTB — 4)

Kommenrapuu:  HeoOxoqumo  (OmpenelieHWe  aKTHBHOCTH  acrapTaTaMHUHOTpaHc(epasbl,
aJlaHMHaMHUHOTpaHchepassl, JIAKTATICTUAPOTCHA3HI, HICTIOYHO N ¢docdarassi, raMma-
rioTaMunTpancdepassl B KPOBH, UCCIEOBAaHUE YPOBHS 00IIero OunupyouHa, OunupyorHa CBS3aHHOTO
(KOHBIOTHPOBAHHOT0), XOJECTEPUHA, XOJECTEPUHA JUIOMPOTCHHOB BBICOKOH IJIOTHOCTH, XOJIECTEpUHA
JUIONPOTCHHOB HHU3KOW IUIOTHOCTH, TPUIJIMIICPUIOB, ajdbOyMHHA, TJIOKO3bI, KpEaTHHWHA, OOIIEro
Oenmka, HaTpus, Kaius, oOuiero kaubliusg, (GUOPUHOTEHA B KPOBM) B PEIAKUX CIy4asX NPHU Pa3BUTHH
MEYCHOYHOW HEIOCTAaTOYHOCTH BBIABISAIOT CHIDKEHHE B KPOBU TOKaszaTeled, OTpasKarolinx
CHUHTETHYECKYI0O  (YHKUMIO TedeHu: anbOymuHa, (QuOpuHOreHa, mabopaTopHble IOKa3aTel,
ompesensieMble s OLIEHKH BHEIIHEro MyTH CBEPTHIBaHUS KPOBH, XoyecTepuHa u ap. [3, 8, 13, 17, 19,
20]. B OGomnee crapiiem Bo3pacTe J1a00OpaTOpHbIE M3MEHEHUS MOTYT OTCYTCTBOBATh WJIM HAONIOAETCs
ymepennoe nosbimienue AJIT, ACT, tpurmunepunos, camwkenue JITTHIT u JITIBII [3, 19, 20]. B mo6om
BO3pACTe MOXKET HaOJI0IaThCS pa3BUTUE TPOMOOIIMTOTIEHUH, YTO OOYCIOBICHO TUTIepcIieHu3MoM [ 3, 19,
20]. YacroTa — 1o MOKa3aHUSM.

- PeKOMeH,Z[yeTCH HCCIICAOBAHHUC KOAryJorpaMMbl (OpI/IeHTI/IpOBOQHOTO HUCCICOOBaHUA CHCTCMBI
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remocTaza) nanueHtaM OosiesHblo Humanna-Iluka, Tun C B mporuecce AUCHAHCEPHOTO HAOIIOJACHUS C
1IEJIbIO OIICHKHM TOKa3aTesiei cBepThiBaeMocTH KpoBu [3, 8, 13, 17, 19, 20].
YposeHb yoeautenbHoCTH pekomenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)
KomMeHTapuii:  HeoOXOAMMO  IPOBOAWUTH  OINpPENEICHME  AKTHBHUPOBAHHOIO  YAaCTUYHOIO
TPOMOOIUTACTHUHOBOTO ~ BPEMEHHM,  TPOMOMHOBOTO  BPEMEHH B  KPOBH,  INPOTPOMOMHOBOTO
(TPOMOOIUTACTHHOBOTO) BPEMEHH B KPOBU WM B IUIa3Me, HCCIEIOBAaHUE YPOBHS (PMOPHHOTEHA B KPOBH.
YacroTra — 1o moKa3aHUsIM.

- Pexomennyercst mpoBeeHe MarHUTHO-PE30HAHCHOM TOMOTpadiu TOJIOBHOTO MO3Ta AIIMEHTaM C
6one3npto Humanna Iluka, tTum C B mpolecce MUCIIAHCEPHOTO HAOMIONEHHS C LENbI0 BBISBICHHS
nmopakeHus roJioBHoro mosra [8, 12, 13, 19, 20, 38].

YposeHb yoeauTenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5)

KoMMeHTapuu: BO3MOKHO MpPOBEACHHE MarHUTHO-PE30HAHCHOM TOMOrpaduu roJOBHOTO MO3Ta C
KOHTpacThpoBaHueM. MaruutHas pe3zoHaHcHas Tomorpadus (MPT) ronoBHoro mosra y manueHTOB C
HII-C ¢ mo3gHuM HavajaoM HEBPOJOTHYECKHX PACCTPOMCTB YacTO BBIABIAET LiepeOpalbHYIO W/HIN
MO3KEYKOBYIO aTpouio, a TaKKe T'MIEPUHTEHCHUBHBI CHUTHAJI OT MEPUBEHTPUKYISIPHOrO OeIoro
BeIEeCTBa roJOoBHOTO Mosra B pexumax T2 u FLAIR y manueHToB ¢ HadajsoMm 3a00JieBaHUSI B PaHHEM
nerckoM Bo3zpacte. K npyrum o0nactsM roJoBHOTO MO3ra, KOTOpbI€ MPEUMYIIECTBEHHO MOPaKatoTcs 10
JAHHBIM HEMpOBHU3yaIH3allMu, OTHOCATCS THUIIOKAaMII, TaJlaMyc M mosiocaroe Teno. Kpome Toro, gacto
HaOJI0JaeTCsl UICTOHYEHHE MO30JIUCTOrO Tejda U HEKOTOPOE yMEHBbIIEHHE O00JIaCTH CpPEeJHEro Mo3ra Ha
cpenuHHOM caruTTtaiibHoM cpeze. MPT cnekrpockonus (H-MRSI) npumMensiercs B HacTosiiiee BpeMs JUis
JMarHOCTUKH U MOHUTOPHUHIA HEKOTOPBIX JAPYrUX BPOXKIACHHBIX HapyLUIEHU 0OMeHa BEUIECTB C HayYHOU
uenbto. Jlns quarHoctuku HII-C B knmMHMYEeCKOW MpakTUKE JaHHAs METOAMKA HE MOJIy4Hsia IIUPOKOTO
pacmipoctpanenus [8, 19, 20]. YacToTa — 1o MoKa3aHUsM.

- Pexomennyetcs mpoBeaeHue ekTposHiedanorpadun namuentam ¢ 6ose3Hpto Humanna [uka,
tun C B mporiecce AWCIAHCEPHOTO HAOIIONEHHSI C LENbI0 CBOEBPEMEHHON JAMAarHOCTUKH SIHIIETICHU [ 8,
19, 20, 43].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — D)

KommeHTapuii: BO3MOXHO MpOBEICHUE 3JIeKTpodHIedatorpaduu ¢ BUIACOMOHUTOPUHTOM, IPU
HE00XOINUMOCTH.

- PexoMeHIyeTcss TpPOBEICHHE YIbTPA3BYKOBOTO HCCJICIOBAHUS OPraHoOB OpPIOIIHOW IOJIOCTH
(KOMIUTEKCHOT0) BCeM IManueHTam ¢ OoJie3Hbto Humanna ITuka, Tum C B mporecce JUCIIAHCEPHOTO
HAOJIIOIEHUS C LENBIO BBIBJICHHUS CIICHO-/TenaTociuieHomeraaunu [19, 20, 38].

VYpoBeHb yoeauTeabHOCTH pekoMmenaaruii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIbCTB — 5)

KoMMeHTapuu: Takke — JJIs BBISBJICHHS IPH3HAKOB KApPIUHOMBI Ie4eHH. [IpH BO3MOXKHOCTH —
JOTIOJTHUTEIBHO IIPOBOISAT 31aCTOMETPHIO TieueHu [47].

- PexoMeHayercss TpOBENCHHE AJIEKTPOHEHpOMUOTpadHUU CTUMYIISIIMOHHOM OJIHOTO HEpBa
nanueHTaMm ¢ OosesHpto Humanna Iluka, Tum C B mpolecce AUCIAHCEPHOTO HAOMIONEHHUS C IIENbIO
JMArHOCTUKY mosmHeiponatuu [39, 57, 58].

Hns B3pocnbix — YpoBeHb yOemuTenbHOCTH pekomeHaauuid C (ypoBeHb JOCTOBEPHOCTH
J0Ka3aTeibCTB — 5).

Jlnsa nereit — YpoBeHb yoenutenbHOCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB
—4).

KoMMeHTapuu: KOJHYECTBO HCCIEAYEMbIX HEPBOB OTPEENAeTCS KITMHUYECKON CUTYaIHeH.

- Pexomenayercs mpoBefieHHE TOHAIBHOW ayAHMOMETpHUH ManueHTam c¢ 6one3npio Humanna Iluka,
tun C B mporiecce AUCIaHCEPHOT0 HAOIOICHHS C IIeITbI0 OIIEHKH ciiyxa [54].
YpoBeHb yoeauTenbHOCTH pekoMeHaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).
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KOMMCHTapHﬁZ C HICJIbIO OLCHKHU ClIyXa TAKXKC MOI'YT MPOBOJUTHCA CJICAYIOINHWEC HCCICIOBAHHA:
HCCIIEIOBAHNE BEI3BAHHOM OTOaKyCTquCKOfI OMHCCHUH, HUCCICIOBAHUC KOPOTKOJIATCHTHBIX BbI3SBAHHBIX

MOTCHIHAJIOB, PErUCTpalM BbI3BAHHBIX dKYCTHUYCCKHUX OTBCTOB MO3ra Ha INOCTOSIHHBIC MOAYJIMPOBAHHBIC
ToHbI (ASSR TecT).

- PexomenyeTcs mpoBeZieHre IeKTpooKyaorpaduu manuentam ¢ 6oie3npto Humanna [luka, Tumn
C B mpo1iecce AUCIIaHCEPHOTIO HAOMIOAEHUS C LIEIbI0 PErUCTPALIMU U OLIEHKH CaKKaJU4YeCKUX JIBUKEHHUU
rias [36, 59].

Jnst B3pocibIX — YpoBeHb YyoOemutenbHOCTH pekoMeHaanuii C  (ypoBeHb TOCTOBEPHOCTH
JI0Ka3aTeJbCTB — 5).

st nereit — YpoBeHb yoenuteabHOCTH pekomMeHnanuii C (ypoBeHb TOCTOBEPHOCTH JI0OKA3aTEIbCTB
—4).

KomMMeHnTapuii: xapakrepHbiMH HeBposiornueckuMu mnposiBineHusmMu HII-C gBnsitorcs HapyiieHue
CaKKaJIM4YEeCKUX JBUKEHHM I1a3 UM BEPTUKAJIbHBIA HAIbsIEPHBIN Mapainuy B30pa.

- Pexomennyercss mpoBeleHHE peHTreHorpaguu Jerkux (peHTreHorpapuu Jerkux HuppoBoil)
W/WIM COUPATIBHONW KOMIIBIOTEPHON TOMOTpaduu Jerkux nanueHtam c¢ 6onesnsio Humanna Iluka, Tun C
py HE0OX0AUMOCTH (TIOJIO3PEHHE Ha MOPAKEHUE JIETKUX) C LIEJIbI0 CBOEBPEMEHHOTO €ro BBISBICHUS,
ONpeJieNieHus] XapakTepa M OLIEHKM o0bemMa B MpOLEcCe AUCIAHCEPHOro HAONIONEHUS C LEJbI0
CBOEBPEMEHHOTO BBISIBIICHUS mopakenus jerkux [37, 50, 51, 53, 54].

Jnst B3pocnbeix — VYpoBeHb yOemuTenbHOCTH pekomeHpanuii C  (ypoBEHb JTOCTOBEPHOCTH
JI0Ka3aTebCTB — 5).

st neteit — YpoBeHb yoenutenbHOCTH pekoMmeHaanuii C (ypoBeHb TOCTOBEPHOCTH JI0KA3aTEIHCTB
—4).

KoMMeHTapuii: y manueHToB MOTYT HAOII0OJaThCsl YacThle pEeUUAMBUPYIOMINE MHPEKIUU HIKHUX
IbIXaTeIbHBIX MyTeH, nuddy3Has nHTepcTULIMATbHAS UHPUIBTPALINS JETKHX.

- PexomennoBaHO paccMOTpeTh mpoBeneHne uccienoBanus 1uddy3nOHHONH CIOCOOHOCTH JIETKUX
MaleHTaM ¢ KIWHUYECKUMH mpu3Hakamu Oosesan Humanna [luka, tun C mpu momo3peHMH Ha
WHTCPCTHIIMAIBHOE TOPAXCHHUE JIETKUX C IIeTbI0 CBOCBPEMEHHOH JMAarHOCTUKH H JTUHAMHYECKOTO
koHTpoJs [52, 53].

VYpoBeHb yoeauTenbHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KommeHTapuii: ieroynbie 00beMbI y MAIMEHTOB ¢ KIMHUYSCKUMHU TpU3HaKaMu Oosie3Hn HumanHa
[Muka, Tun C npu HATTMYUK TOPAKEHUS JIETOYHOTO WHTEPCTHIINS Yallle BCETO OCTAIOTCS HOPMATLHBIMH.

- PekoMeHI0BaHO paccMOTpeTh IpoBeneHre TpaxeoOpoHXoCcKOHH (BUACOTPaXeOOPOHXOCKOIIUH) U
IIUTOJIOTMYECKOE HCCIICIOBAHUE JIABAKHOW JKUIKOCTH, MHKPOCKOIUYECKOE HMCCIICOBAHUE JIABAKHOU
KUJKOCTU MAIMEHTaM ¢ KJIMHUYEeCKUMHM Mpu3Hakamu 6ose3nn Humanna Iuka, tTun C npu noao3peHun
Ha HWHTCPCTHIMAIBHOC TMOPAXKCHHE JIETKHX C IENbI0 JIOTIOJHUTEILHOTO IOATBEPKICHUS JUarHo3a
(oOHapykeHHUsl MyJIbTUBAKYOJIbHBIX ("MeHUCTHIX") MakpodaroB (rucTuouToB, kieTok Humanna-Iluka) B
JKHJIKOCTH OpOHXO0-aJIbBEOJIIPHOro JaBaxka [52, 53].

VYpoBeHb yoeauTenbHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomeHyeTcs mpoBeneHUE MPOTOHHOW MAarHUTHO-PE30HAHCHOM CIIEKTPOCKOIIMM MAllMEHTaM C
6one3npto Humanna Iluka, Tun C B mpoliecce AUCIIAHCEPHOTO HAONIOIEHUS C IENbI0 OLEHKU CTENeHU
MOPaXEHUSI TOJOBHOTO MO3ra W MOHHMTOPHMHTA MPOTPECCHUpOBaHUS 3a00JIeBaHUS, a TaKKe OICHKHU
adpdexruBHOCTH Tepanuu [38, 40].

VYpoBeHns yoeauTenbHOCTH pekoMeHaauii C (ypoBeHb JOCTOBEPHOCTHU JOKA3aTENBCTB 5).

KommenTapuii: H-MRSI no3BossieT 0lHOBpEMEHHO MU3MEPSATh MHTEHCUBHOCTh CUTHAJIOB N-aleTH
acraprata (NA), coeaunenuii, coxepxamux xonuH (Cho), kpeatun u ¢ochoxpearun (Cre), nakrata
(Lac). ¥V mammentoB ¢ HII-C nabnromaercs cHmxkeHue ypoBHs NA/Cre B J00HOW M TEMEHHOH Kope,
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noBeieHue ypoBHs: Cho/Cre B 10OHOU KOpe U MOJyOBAJILHOM LIEHTpE Mo3ra. Takke Obua oOHapyKeHa
Koppemsinusi MeXAy Oammamu 1o Imnkajge kinHudeckoro craaupoBanuss HII-C u oTKIOHEHHMAMH B
pesynbratax H-MRSI. H-MRSI nokasbiBaer augdy3Hoe mopakeHue TOJOBHOTO MO3ra y MAaIEHTOB C
HII-C, cooTBercTByIOIIEe MATOJOTHYECKUM OcCOOeHHOCTsAM 3aboneBanusi. H-MRSI  sBisercs
OOBEKTHBHBIM M YYBCTBHTEIBHBIM MHCTPYMEHTOM JJIsi HEBpPOJOTHYecKoi omeHku nanueHToB ¢ HII-C

[40].

- Pexomenyetcs npuem (0CMOTp, KOHCY/IbTAllMsI) Bpauya-reHeTHKa MepBUYHbIN U MOBTOPHBIN (IIpu
HEO0X0IMMOCTH )/ INCIIAHCEPHBI TIpHeM (OCMOTp, KOHCYJbTALM) Bpada-TEHETHKA BCEM ITallUCHTaM C
6one3npto Humanna Iluka, tim C ¢ MOATBEPXKACHHBIM JHArHO30M W/WIM WX OQHUIHMAIBHBIM
MIPEJICTABUTENSIM, C I€JIbI0  Pa3bICHEHUH T€HETUYECKOTOo pHUCKa, OOCYXKJIEHUS BO3MOXKHOCTEH
MIpeHaTaJbHOW M NPEUMIUIAHTALIMOHHOW JIMarHOCTUKH B CEeMbE, KOHTpoJii 3(d(eKTUBHOCTH U
0e30MacHOCTH aToreHeTHUecKoi Teparnuu [19].

YpoBeHb yoeauTenbHoCTH pekoMeHaauu C (YpoBeHb TOCTOBEPHOCTH JIOKA3aTEeIbCTB — 5).

KoMMeHTapuu: B ceMmbsiX, TIZleé €CThb MAIUEHT C YCTAaHOBJIEHHON MyTaluel, CyIIeCTBYeT
BO3MOXHOCTh IIPOBEICHHUS NPEUMIUIAHTALIMOHHOW W NpeHaTalbHOW JuarHocTuku. llpeHaTtanbHas
JIMarHOCTHKA BO3MOKHA METOJIaMH MpsiMOil nin kocBeHHOW JIHK-nuarnoctTuku myisi cemen ¢ M3BECTHBIM
TE€HOTHUIIOM.

- Pexomennyercs mprem (0CMOTp, KOHCY/IbTAIIMsI) Bpada-HEBPOJIOTa EPBUYHBIN 1 MOBTOPHBIH (IIpu
HE0OX0IMMOCTH)/TUCTIAaHCEPHBIA TIpHeM (OCMOTp, KOHCYJbTAllMs) Bpada-HEBpoOJora MalueHTaM C
6one3npto Humanna [luka, Tun C, B mpoliecce TucnaHCepHOTO HaOI0IeHUs, TPU HAJIMYUU TTOKa3aHUMH, C
LETbI0 KOHTPOJISI COCTOSIHUSI, CBOEBPEMEHHOM JMArHOCTUKH U JIEYEHUs] HEBPOJIOTUYECKOM MAaTOJIOTUH,
KOHTPOJIsA 3 (HEeKTUBHOCTH M OE30IMaCHOCTH CUMIITOMATHYECKOTO jteueHus [50].

YposeHs yoeaurenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB — 5).

- PexoMenyetcs npuem (0CMOTp, KOHCY/IbTAIIMSI) Bpaya-0pTaIbMOJIOTa EPBUYHBIA U MOBTOPHBIN
(ipu HEOOXOIMMOCTH )/ TUCTIAHCEPHBIN MpHUeM (OCMOTpP, KOHCYJIbTAIHS) Bpada-0(TaaIbMOoJIora narueHTaM
¢ 6one3npto Humanna I[uka, Tun C, B mporiecce AUCTAHCEPHOTO HAOMIOACHUS, TTPU HAJTUIUH TIOKA3aHUM,
C LEThI0 KOHTPOJIA COCTOSIHHS, CBOEBPEMEHHOI JMArHOCTHKU U JIEYEHHS O(TaIbMOJIOrHYECKOM
[IATOJIOTMH, KOHTPOJIS 3PPEKTHBHOCTH U 0€30IIaCHOCTH CHMIITOMATHYECKOTO JieueHus [36].

VYpoBeHb yoeauTenbHocTH pekoMenaaruii C (ypoBeHb T0CTOBEPHOCTH JOKA3aTEeIbCTB — 5).

- Pexomenmyercst mpuem (OCMOTp, KOHCYJbTAllMs) Bpadva-lieuaTpa MW Bpava-TepaneBTa
TIEPBUYHBIN U MMOBTOPHBIN (ITPU HEOOXOAMMOCTH )/ TUCTIAHCEPHBIA TIPHEM (OCMOTp, KOHCY/IbTAIMs) Bpaya-
nejMaTpa WIM Bpaya-TepaneBTa mnamueHtam ¢ Oosiesnpto Humanna Iluka, tun C, B mporecce
JMCIIAHCEPHOTO HAOJIIOJCHUS, TPHU HAIMYUHM [IOKA3aHWH, C IEJbI0 CBOCBPEMEHHOW JIHAarHOCTHKH
COITYTCTBYIOIICH TEPareBTHUECKON MATOJIOTMH, MOHUTOPUHTA OOIIEro COCTOSHUS 3I0POBbSI U KOHTPOJIS
3¢ GeKTUBHOCTH U 0€30IIaCHOCTH CUMIITOMAaTHYecKoro jedeHus [50].

VYpoBeHb yoeauTeabHOCTH pekomenaamuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMmeHTapuii: Tak ke BO3MOXHO NpPOBEICHHE MpHeMa (OCMOTpa, KOHCYJIbTAlMU) Bpaya oOIIen
MPAKTUKU (CeMEHHOro Bpaya)/TUCIIaHCEePHOTO MpremMa (0CMOTpa, KOHCY/IbTAIlMH ) Bpaya 00Iei IpakTUKU
(cemeitHOrO Bpaya).

- Pexomenayercs mnpueM (OCMOTp, KOHCYJBTAIlMs) Bpada-racTPO’HTEPOJIOTa TEPBUYHBIN H
MOBTOPHBI (NP  HEOOXOJWMOCTH)/IUCIIAHCEPHBI  TpueM  (OCMOTp, KOHCYJIbTAllMs) — Bpaya-
racTpodHTeposiora manueHTaM ¢ Oone3nbto Humanna Iluka, tunm C, B mpolecce IUCIAaHCEPHOTO
HAOJIO/ICHUS, TIPH HAJIMYUU TIOKA3aHUH, C 1IEJIbI0 KOHTPOJISI COCTOSIHHSI, CBOCBPEMEHHOW JTUArHOCTUKU H
JICUEHHS]  TAaCTPOIHTEPOJIOTUYECKOM  MAaTOJIOTHH, KOHTposst 3(dekTuBHOCTH U 0E30MacHOCTH
cuMmnromMarudeckoro yieuenus [50].

YpoBeHb yoeauTenbHOCTH pekoMeHaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).
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- Pexomenayercs mpueM (OCMOTp KOHCYIbTAallMs) Bpaua-OTOPHMHOJIAPHHIOJIOrA W/WIIM Bpaya
CYpA0JIOTa-0TOPUHOJIAPHHTOJIOTa TIEPBUYHBIA W TIOBTOPHBIM (IIpH HEOOXOIUMOCTH)/IUCIIAHCEPHBIN
npueM  (OCMOTp,  KOHCYJbTallMsl)  Bpaya-OTOPHHOJIAPMHTOJNIOTa  W/WIM ~ Bpaya  CypAOJIOra-
OTOPUHOJIApUHTOJIOTa ManueHTaM ¢ Oone3Hplo Humanna [luka, Tunm C, B mpouecce TUCIIaHCEPHOTO
HaOJIOIEHUS, TIPH HAIMYHMU TIOKAa3aHUH, C IEJIbI0 KOHTPOJISI COCTOSIHHS, CBOEBPEMEHHON JTUAarHOCTUKU H
neuenus nopaxenus JIOP-opranos [54].

VYpoBeHb yoeauTenbHoCTH pekoMeHaanuii C (ypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- Pexomenpgyercsi mpuem (OCMOTp, KOHCYNIBTAIMs) Bpaya-reMaToJioTa MEPBUYHBIA M TOBTOPHBIN
(pu HEOOXOMMOCTH )/AUCTIAHCEPHBIN MpUEM (OCMOTpP, KOHCYJIbTAIMs) Bpada-reMaroiora NamueHTaM ¢
6ose3npio Humanna Iuka, Tun C, B ipoliecce TMCIIaHCEPHOTO HAOTIOACHUS, TTPU HAJTUYUH TTOKA3aHUM, C
LEIbI0 KOHTPOJII COCTOSIHUSI, CBOEBPEMEHHON JMArHOCTUKHU U JIEUEHUS MOPAKEHUsI CUCTEMBbI KPOBH U
KPOBETBOPHBIX opraHos [50].

YposeHb yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- PexoMennyercss mpuem (OCMOTp, KOHCY/IbTallMs) Bpada-licUXHaTpa/Bpada-Icuxuarpa AETCKOro
MIEPBUYHBIN ¥ IOBTOPHBIN (TP HEOOXOIMMOCTH)/AUCTIAHCEPHBIN MTPHEM (OCMOTp, KOHCYJIbTAlUs1) Bpaya-
NIcUXyaTpa/Bpaya-ricuxuaTpa JeTCKoro mnaiueHtaMm c Oosie3npto Humanna Iluxa, tun C, B mpoiecce
JMCIIAHCEPHOTO HAOIIOACHMSI, MPU HAJIMYMU MOKA3aHUN C LIETbI0 KOHTPOJS COCTOSIHHS, AUArHOCTHUKU
COIMYTCTBYIOLIIEH  TCUXHWATPUUECKONM MATOJOTUHM, KOHTPoJs 3¢GGEeKTUBHOCTH U 0e30MacHOCTU
cumnromarndeckoit repamuu [50].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- Pexomennyercs mprem (OCMOTp, KOHCYJbTAIMS) Bpaya-AUETOJI0Ta IEPBUYHBIN U OBTOPHBIH (ITpH
HEOOXOIMMOCTH) TanueHTaMm ¢ 6ose3nbto Humanna [luka, Tun C, npu HaIWYUM MOKa3aHUH, C IENBIO
(hopMHUPOBaHMS/KOPPEKIIUU IIJIaHa JUETOTEparivy, Ha3HAYeHUs JIe4eOHOro MUTaHUS, KOHTPOJSI €ro
s dexTrBHOCTH 1 6e30macHocTh [50].

YposeHs yoeaurenbHOCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- Pexomennyercst mpueM (TECTHPOBAaHUE, KOHCYIbTAIUS) MEIUIIMHCKOTO TICUXO0JIOTa MEPBUYHBINA U
MOBTOPHBIN (MpU HEOOXOAUMOCTH) nanueHTaM ¢ 6onesnbpto Humanna Iluka, tun C, a Taxke ux ceMbsiM
W/WIM 3aKOHHBIM MPEACTABUTENSIM B MIPOLIECCE AUCIIAHCEPHOTO HAOMIOIEHUS, TPU HAIMYMH TTOKA3aHUI, C
EJIBI0 OKa3aHHs KIMHUKO-TICUXO0JIOTHYECKO# momortu [8, 19].

VYpoBeHb yoeauTenbHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

[Ipumeuanwue.
Hymeparus 3arooBKoB 1aHa B COOTBETCTBUH € O(PHUIIMAIBHBIM TEKCTOM JOKYMEHTA.

5.1. BakuuHauus

- Pexomennyercs manuentam ¢ 6ose3Hpto Humanna [Tuka, Tun C npoBOIUTh MPOQGHIAKTHIESCKYIO
BaKIMHAIMIO 10 HAIMOHAIBHOMY KaJICHIApI MPHUBUBOK C IEJBI0 (OPMHUPOBAHUS UMMYHHOU 3allUThHI
opranusMa ot uHpekuuii [60].

VYpoBeHb yoeauTenbHOCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JIOKA3aTEIbCTB — 5)

KomMMeHTapuu: BaKIMHAIMIO I1€JIECOO0PAa3HO MPOBOJUTH CICHUAINCTAMH, WMEIOIIUMH  OIIBIT
paboThI C MAIMEHTAaMH ¢ METa0OTMYECKIMHE OOJIC3HSIMH, HITH TI0J UX KOHTPOJIEM.

JlonoTHUTEIIBHO MaIeHTam ¢ 6ose3nbto Humanna [Tuka, Tun C paccMOTpeTh BBeIcHHE BakiiHb
Ui TPO(HUIAKTUKA MHEBMOKOKKOBBIX HH(peKIuil (23 BaJCHTHOW TNOJHMCAaXapuIHOW), BaKIIMHAIIMIO
MPOTHB MEHUHTOKOKKOBOW WH(EKIIMH, BETPSHOW OCIbI, KOPOHABUPYCHOW HHQMEKIMH HOBOTO THIIA
(COVID-19) [60].
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6. Oprauusauuﬂ OKa3aHuUsi MeagULMHCKOW NOMOLLM

[Taruentam ¢ 0one3upio Humanna Iluka, Tun C, B 3aBUCHUMOCTH OT HEOOXOIUMOCTH, MOKET OBITh
OKa3aHa MEJUITMHCKAs TOMOIIb JIFOOOTO BH/IA, YCIOBHS, POPMBI, TPEITYCMOTPEHHBIX 3aKOHOIATSIIbCTBOM
Poccuiickoit @enepanuu.

NokazaHuAa Ana nnaHoBoM rocnuUTanu3auvm B MeAULMHCKYH0 OpraH1M3auuio:

- IlpoBenenume AMArHOCTUKM U JIeYeHUs, TpeOyolUe KpPYrJoCyTOUYHOTO MEAMIIMHCKOIO
HaOrOIeHUSI.

- CocrosHue, Tpedyromiee akTHBHOTO JICYSHHS U KPYTIIOCYTOYHOTO MEIUITMHCKOTO HAOIIOICHYS

- CocTosiHME, TpeOyIoIIee MPOBEICHNS BHICOKOTEXHOJIOTUYHBIX METOI0B JICUCHUS

- HGO6XOZ[I/IMOCTI: MPOBCACHUA PaA3JINYHBIX BUJAOB 3KCIICPTU3 HIIN O6CJ'ICJIOBaHI/I$I B MeI[HHHHCKOﬁ
OpraHM3alMi IpU HEBO3MOXXHOCTH MPOBEACHHUS MX B aMOylIaTOPHBIX YCJIOBHSX, TpeOyrOmUX
JTMHAMHYECKOT0 HaO0ieHHs (B TOM uncie oopMiIeHHE 3aKiIoueHus (eepatbHOro KOHCHINYMA).

NMoka3aHus K 3KCTpGHHOVIIH€OTﬂO)KHOI71 rocnutTanun3auun.

- Octpeie 3a00y€BaHUsA, 000CTPEHUST XPOHUYECKUX OOJIE3HEH, OTpaBIEHUS M TPaBMBI, COCTOSHHUSI,
TpeOyroIre WHTCHCUBHON TEpanmvy W TEepeBOJa B PEaHUMAIMOHHBIC OTIEICHUS WM OTICICHUS
WHTCHCUBHOM Tepaluy, a TakkKe KPYIJIOCYTOYHOTO MEIUIIMHCKOTO HAOMIONCHUH W TPOBEICHUS
CHeIMaIbHBIX BHIOB 00CIEOBAHUS U JICUCHUS.

Moka3saHuA K BbINUckKe naumeHTa n3 MeﬂVILI,VIHCKOﬁ opraHunsauum.

- OTcyTCcTBHE YrpO3bl XKU3HU MAIIMCHTA;

- OTcyTCTBHE YrpO3bl PA3BUTHS OCIIOKHEHUH, TPEOYIOMIMX HEOTIOKHOTO JICUCHHUS,

- Crabwim3arnusi COCTOSTHUS U OCHOBHBIX KJIIMHHKO-JTA0OPATOPHBIX IMOKa3aTeliei MaToJOrHIecKOro
porecca o OCHOBHOMY 3a00JICBaHUIO;

- OrcyrcTBHE HEOOXOJUMOCTH B TIOCTOSIHHOM BpadyeOHOM M KPYIJIOCYTOYHOM MEIHIIMHCKOM
HAOJIIOJICHUH 110 OCHOBHOMY 3a00JICBAaHUIO;

- HeoOxoauMocTH TiepeBOJa MAalMEHTa B JPYryl OOJBHUIY WM YUPEKICHHE COIMAIBHOIO
obecrieyeHus..

7. JononHuTenbHaa uHdopmauumsa (B ToMm 4yucne cakTopbl, BUAKOWME HA UCXOA
3aboneBaHUA UNN COCTOAHUSA)

PanHss nuarHoCTMKa W Havalo MATOICHETUYECKOTO M CHUMIITOMATHYECKOTO JICYCHUS MOTYT
3HAYMTEIBHO MMOBJIMATH Ha IPOTHO3 M McXoa 3aboseBanus [13, 20, 23].

HecMoTpst Ha HaJIMYKE MaTOT€HETHYECKOTO JICUCHHsI, TPOTHO3 Mpu Oosie3Hn Humanna-ITuka, Tun C
MPOJIOJKACT  OCTaBaThCs  HEOJAronmpHATHBIM.  XapakTep MPOTrPeCCHpPOBaHUS  3a00JCBAaHUS W
MPOJIOJKUTENBHOCTD xKu3HU y nanuenToB ¢ HIT-C kpaiine BapuaOenbHBbI.

CBoeBpeMEHHOE Ha3HAYCHHUE IATOTCHETHYECKOW Tepanuu (CyOcTpaT-peaylUpyromas Tepamus)
MOYeET YJIyUIIUTh MPOTrHO3 maruenToB [8-13, 19, 23, 27].

PekoMeHyeTcss mMpoBeAeHHWE CKPUHUHTA TPYIN BBICOKOTO pHUCKa (MAIMEHTHl C AaTaKCHEeW,
KaTaruieKCUe) ¢ 1ebio BeisBaeHus nanuenTos ¢ HIT-C [7, 12].

[TarueHTHl, Y KOTOPBIX pa3BUBAETCs TsDKeJas SMIISIICHUS, KaK MPAaBUIIO, UMEIOT XYAIIUN MPOTHO3 U

MCHBIIYIO MTPOAOJDKUTCIIBHOCTD KU3HU, [0 CPABHCHUIO C ITaIlUCHTAMUA 663 C DIIUJICTITUYCCKHUX ITPUCTYIIOB
[19].
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KpVITepVIVI OLIeHKMN KayecTBa MeAULMHCKOMN NOMOLLU

Kputepuu oLeHKM KayecTBa NepBUYHON MEAUKO-CaHUTaApPHOU MOMOLLUU B3POCHbIM U
Aetam npu 6onesnn HumanHa-NMuka Tvn C (kogbl no MKB-10: E75.2)

N Kpurepuu onienku xauectna Onenka
/11 BBITIOJTHCHH
A

1. BhINoHEH KOMILICKC HCCACAOBAHMM JJis JUArHOCTUKU Oose3nn Hwumanna-ITuka|/la/Her
tun C (BeisBienue myranuii B reae NPC1, NPC2) (nmpu ycraHOBIEHUM JUarHo3a)

2. Boinosinen npueM (0cMOTp, KOHCYJIbTalMs1) Bpaua-HEBPOJIOTra EpBUYHbBII Ha/Her

3. Beimonnen mnpuem (ocMOTp, KOHCyNnbTalusl) Bpada-reHeTuka nepBuuHblil (mpu|/Jda/Her
YCTaHOBJICHUH JTMarH03a)

4. BeinmosnHeHo  ynbTpa3ByKOBO€ — HCCII€ZlOBaHHME oOpraHoB OpromHoil  mojoctu | JJa/Her
(KoMILIEKCHOE)

5. BrimonHeHo Ha3zHaueHue wwuriycrata (B KadecTBe cyOcTpar-penyuupytomei | Jla/Her

Tepanuy, B 3aBUCHMOCTH OT MEIMLIMHCKUX IIOKAa3aHUM M TPU OTCYTCTBUU
MEJUIIMHCKUX TPOTUBOTIOKa3aHUI)

Kputepn ouUeHKM KayecTBa chneuvanusMposaHHOM MeAULUHCKOW MNOMOLUM
B3pocnbiM 1 AgeTtaAM npu 6onesun HumanHa-MNMuka Tun C (koabl no MKB-10: E75.2)

N Kpurepnn onenku kavecrna Onenka
/T BBITIOJTHCHH
o

1. BrimonHen npuem (0cMOTp, KOHCYJIbTAIINSI) Bpada-HEeBPOJIOTa NEPBUIHBIN Ha/Her

2. BrimonHeHO  yiIBTpa3BYKOBOE — HCCIENOBAHWE OpraHoB OpromHo#  mosioctH | Jla/Her
(KOMITTIEKCHOR)

3. [IpoBeneHo neueHue MUTIIyCTaTOM (B KauecTBe CyOcTpaT-peayuupyromiei repanu, | Jla/Het
B 3aBHCHUMOCTH OT MEIWLMHCKHUX IOKa3aHUH M TPU OTCYTCTBUU MEIUIUHCKUX
MIPOTUBOIIOKA3aHUiN)

Cnucok nutepatypbl

1. KmromaukoB C.A. bone3np Humanna-Iluka, Tun C — nM30cOMHAasi MaToJIOTUs C HApyIICHHUEM
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[Inporosa" Munsnpasa Poccun, uien Coro3a nequarpoB Poccnn

18. CemsuknHa Anna HukonaeBHa — I.M.H., T.H.C. OTICIICHHS KIMHHYSCKOM TreHeTnku DPI'BY
"MockoBckuit HWUW negmatpum u nperckod xupypruum MunsapaBa Poccuu", unen Accouunanuu
MEIUIIMHCKUX TeHeTHKOB (AMI')

19. CmupnoBa Ousbra SIkoBiieBHA — Bpay-T€HETHK, CTapIIMKA HAyYHbIM COTPYIHHK OTIENa
CTaHJIapTU3allU M U3Y4YEeHUsI OCHOB J0Ka3aresbHOM meauuuubl HWUU nenuatpun v oxpaHsl 340pOBbS
nereid HKII N 2 ®I'BHY "PHIIX um. akan. b.B. Ilerposckoro", wien Coro3a nenuarpos Poccuu, dnen
Acconuanyy MeIMIMHCKUX T€HETUKOB

20. Cy66otun Imutpuii Muxainosuu — Bpad-reneTuk @®I'BHY "Menuko-reHeTnyeckuii Hay4IHbIN
ueHTp uMm. akagemuka H.I1. boukoBa", unen Accouranuu MEAUIMHCKUX T€HETUKOB

21. CypkoB AHnpedi HukonaeBu4 — 1.M.H., 3aBEAYIONIMNA OTIEICHUEM TaCTPOIHTEPOJIOTHUU IS
JeTell cTaloHapa Juisl JeTed, 3aBeAyIOLIUMN OTIEJIOM HAay4YHBIX OCHOB JIE€TCKOW TacTPOIHTEPOJIOTHH,
renaToJiorui M Metabonmveckux Hapymenunii HUW neguatpum m oxpansl 310poBbs aereir HKI[ N 2
OI'BHY "PHIIX wum. akan. b.B. IlerpoBckoro", mpodeccop kadenpsl (akyabTeTCKOW NeAHaTpuu
neauatpuueckoro ¢axyapreta GI'AOY BO PHUMY um. H.U. [MuporoBa MunsnpaBa Poccuu, wien
Coro3a neguatpoB Poccun

22. ®enoceenko Mapuna BnaaucnaBoBHa — K.M.H., 3aBEAyIOIas OTAEIOM pa3pabOTKU HAyYHBIX
MOJXOJ0B K MMMYHHU3AlMU MALHUEHTOB C OTKJIOHEHUSMH B COCTOSIHUM 3J0pPOBbS U XPOHUYECKUMU
00Je3HsIMH, BEAYIIUNA HAyYHBIH COTpYIHUK, Bpad-nienuatp HUUW neguatpuu u oxpaHsl 310pOBbs AeTel
HKII N 2 ®I'BHY "PHIX um. akaa. b.B. IlerpoBckoro", goueHT kadenps! (hakyIbTeTCKON MeauaTpun
neaunatpudeckoro dakynsrera PI'AOY BO "PHUMY um. H.U. Iluporosa" Munsnpasa Poccuu, unen
Coro3a nenuatpos Poccnn

ABTOpPBI TIOJITBEPKIAIOT OTCYTCTBHE (PUHAHCOBOW MOMIEPKKH/KOH(IUKTA MHTEPECOB, KOTOPHIN
HE00X0AMMO 0OHAPOA0BATh.
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ITpunoxxenne A2
MeTogonorus pa3paboTku KNMMHUYECKUX peKOMeHaauum

Hacrosimue pexomeHaauu npeaHa3HaueHbl i MPUMEHEHUS] MEIMIUHCKUMU OpPraHU3alMsIMU 1
yUpexIACHUSIMUA  (eaepabHbIX, TEPPUTOPHUAIBHBIX W  MYHUIMIAIBHBIX OPraHoB  yIpaBJICHUS
3/]paBOOXPAHEHUEM, CUCTEM O00s3aTENbHOIO U JOOPOBOJIBHOIO MEIUIIMHCKOIO CTPaxOBaHUs, APYTHUMU
MEIUIIMHCKUMHU  OpPTaHW3aIUsIMU  Pa3jUYHBIX OPraHU3alMOHHO-TIPABOBBIX (OPM  JICATEIHHOCTH,
HANpPABJIECHHOW HA OKa3aHUE MEIULIIMHCKOW MOMOIIY.

Hacrosimue pekoMeHaui yCTaHaBIUBAIOT BHJIbI, 00BEM W WHAWKATOPHI KAYeCTBA MEIHIIMHCKOM
nomouu mauueHtam npu HII-C u Obumm paccmoTpensl B pamkax III Bceepoccuiickoro HayuHo-
MPaKTHYECKOTO KOHTpecca ¢ MeXyHapoaHbiM yuactreM "Opdannbie 6ose3nn” (31.05.2018-02.06.2018)
n Ha XXI Kourpecce nemuatpoB Poccunm ¢ MeXIyHapOJIHBIM ydacTHeM "AKTyallbHblE MpOOJIEMBI
neauarpun” 15-17 despans 2019 r.

Knunnyeckue pexkoMeHAaluMy CO3/1aHbl HAa OCHOBaHMM CHCTEMAaTHYECKOro 0030pa JUTEpaTyphbl
1992-2019 rr. Medline (Pubmedversion), Embase (Dialogversion) u Cochrane Library databases, c
WCIO0JIb30BAHUEM CO3JJaHHBIX MPOTOKOJIOB, COBPEMEHHBIX MEXIYHAPOIHBIX KIIMHUYECKHX PEKOMEHAAni
M0 TMarHOCTHKE, JICYCHUIO M BEIEHUIO OOJIbHBIX ¢ MeTabonmmueckumu Oonesnsmu (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) [50].

HIT-C oTHOCHTCS K pEeAKWM HACJIEICTBEHHBIM 3a00JICBAaHUSM, UYTO HCKIIIOYA€T BO3MOXHOCTH
MpoBe/ieHUs] OOJIBIIMX KOTOPTHBIX M PaHIOMH3UPOBAHHBIX KOHTPOJMPOBAHHBIX HMCCIEAOBAHUN W IS
CO3JaHMsI MPOTOKOJIOB JMATHOCTUKH W TEpamnuu HUCHOJIb3YIOTCS JIMIIb TEeMAaTUYECKUE HCCIeI0OBaHUS
AKCIEPTOB, OMYOJIMKOBAHHBIE B MTOCIIEHHE JIBA JECATUICTHS.

OrneHka ypOBHEHW JOCTOBEPHOCTH JOKAa3aTEIhCTB M YPOBHEW YOCIUTEIHLHOCTH PEKOMEHIAIIUMA
MIPOBOIMIIACH B COOTBETCTBUU ¢ Tabmumamu 1, 2, 3.

LleneBas ayauTOpHs NaHHBIX KJIMHUYECKUX PEKOMEHAIINN:

1. Bpauu o61eit BpaueOHOM MpaKTHKU (CEMEHHBIC Bpayun);

. Bpaun-nenuatpsr;

. Bpaun-tepaneBTsl;

. Bpauu-reneruku;

. Bpaun-nabopatropHble reHeTHKY;

. Bpauu-neBpooru;

. Bpaun-odransmornoru;

. Bpaun QyHKIIMOHATBHOM TUAarHOCTUKY;
9. Bpaun-ncuxuarpsi;

10. Bpaun-nicuxuatpsl AETCKHUE;

11. Bpauu-ncuxuaTpbl MOAPOCTKOBBIE;
12. MeaunuHCKHE TICHXO0JIOTH;

13. Bpaun-racTposHTepoIory;

14. Bpaun-remMaroJiory;

15. CrynenTsl MmenuuuHckux BY30B;

01N LN A~ WD

Tabmuuma 1. Illkama oneHku ypoBHeH pocToBepHOCcTH pAokaszarenscTB (Y1) ans mertonoB
JMAarHOCTHKH (JJMarHOCTHYECKUX BMEIIATENIBCTB)

Y PacmndpoBka

1 Cuctemaruueckue 0030pbl HMCCIEIOBAHUN C KOHTPOJIEM pe(epeHCHBIM METOJOM WU
CHCTEMaTHUYECKHI 0030p paHIOMHU3UPOBAHHBIX KIMHUYECKUX HCCIEJOBAaHUN C NMpPUMEHEHHEM
MeTaaHaIu3a
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2 OtnenbHBIE WCCIEAOBAHHUS C KOHTpOJEM pedepeHCHBIM METOJOM WM  OT/ACIbHBIS
pPaHIOMU3HPOBAHHBIEC KIMHUYECKUE UCCIICIOBAHUS M CHCTEMAaTHYECKHEe 0030phI MCCIEI0BAHUN
Tr000r0 JM3aifHa, 32 WMCKIIOYCHHEM PaHIOMU3MPOBAHHBIX KIMHHYECKUX HCCICIOBAHHUM, C
MIPUMEHEHHEM MeTaaHaIn3a

3 HccnenoBanus 63 MOCIEI0BATEIIBHOTO KOHTPOJISI pe)epPEHCHBIM METOJIOM HITU UCCIICOBAHHUS C
pe(bepeHCHI)IM MCTOAOM, HE MABJIAIOIIMUMCSA HE3aBUCUMBIM OT HCCICAYEMOI0 METOJa HIIN
HCPpaHAOMH3HUPOBAHHBIC CPABHUTCIILHBIC UCCIICAOBAHUSA, B TOM YUCJIC KOTOPTHBIC NCCIICAOBAHMA

4 HGCpaBHI/ITeJII)HI)Ie HCCIICO0BaHMsA, OIIMCAHNUEC KIIMHUYCCKOTO CilIydasd

5) Nmeercs mumis 000CHOBaHNE MEXaHU3Ma JICHCTBHS WIM MHEHHE SKCIIEPTOB

Tabmuma 2. [lkama OLEHKH YypoBHEW mocTtoBepHOCTH jokaszarenbctB (YJI) nns metonoB
NpOQUIAKTUKY, JIEYEHUs] W peadunuTtanuu (MpoQUIAKTUUECKUX, JIEYEOHbIX, peaOdMINTAallUOHHBIX
BMEIIATEJIbCTB)

YA Pacmmgposka

1 Cucrematnueckuii 0630p PKU ¢ npuMeHnennem meraananusa

2 Otnenpapie  PKM m  cuctrematmyeckue 0030pbl  HWCCIENOBaHMMA JIFOOOTO JW3aiiHa, 3a
nckirouennem PKH, ¢ npuMeHennem Meraanainsa

3 HepannomusupoBaHHble cCpaBHUTENbHBIE UCCIIEI0OBAaHUS, B T.4. KOTOPTHBIE UCCIEAOBAHUS

4 HecpaBHuTenpHble HcceIOBaHUS, ONMHCAHME KIMHUYECKOrO Cilydas WM CEpUH CIy4aes,

HcclieIoBaHus "Ciiy4ali-KOHTPOJIb"

5 Nmeercst numb 000CHOBaHME MEXaHHM3Ma JICWCTBHS BMEIIATENbCTBA  (JIOKIMHUYECKHE
WCCIe0BaHUs) WM MHEHHE SKCTIEPTOB

Tabmuma 3. Illkana omeHkW ypoBHEH ybOemutenbHOCTH pekoMmeHmanuii (YVYP) nmns metomos
NpodUIAKTUKHN, JTUATHOCTUKH, JICYCHHS W peaduiauTanuu (MpopuIaKTHYECKUX, TUArHOCTHYECKHUX,
JIe4eOHBIX, peaOMINTAIIMOHHBIX BMEIIATEILCTB)

YVYP Pacmudposka

A CunbHasi pekoMeHmanus (Bce paccMaTpuBaeMble KpUTepud ASHOEKTUBHOCTH  (MCXOIBI)
SBIISIIOTCSL BOKHBIMH, BCE HCCJICIOBAaHHMS WMEKIOT BBICOKOC WM YAOBICTBOPHTEIBHOEC
METOJIOJIOTHYECKOE KadeCTBO, WX BBIBOJBI 110 HWHTEPECYIONIMM HCXOJaM  SIBIISIOTCS
COTJIACOBAHHBIMH )

B YcrnoBHas pekoMmeHIanus (He Bce paccMaTpuBaeMble Kputepuu 3()(EeKTUBHOCTH (MCXOJIbI)
SIBIIIIOTCS. BOXHBIMH, HE BCE HCCIICOBAHUS HMMCIOT BBICOKOE WM YJOBICTBOPHUTEIBHOEC
METOJIOJIOTMYECKOE KAueCTBO /MM WX BBIBOJBI 10 WHTEPECYIOIIUM HCXOJaM HE SIBIISIOTCS
COTJIACOBAHHBIMH )

C Cnabas pexkoMeHganus (OTCYTCTBHE JIOKa3aTeNbCTB  HaJUIeKallero  kauecTBa  (Bce
paccmatpuBaeMble  KpuUTepuu d(PPEKTUBHOCTH (MCXOMAbI) SBISIOTCS HEBAKHBIMHU, BCE
HCCIEA0BaHUsI UMEIOT HU3KOE METOAO0JOTMYECKOe KaueCTBO M MX BBIBOJbI 10 UHTEPECYIOLIUM
HCXOJIaM HE SBJISIOTCSI COTJIACOBAHHBIMHU)

Mopsanok 0GHOBNEHUS KIIMHUYECKUX peKoMeHZauumn

Mexauusm 06HOBJ’ICHI/I}I KIMHNYCCKUX peKOMeHI[aI_II/Iﬁ npeayCcMaTpuBacT MUX CUCTEMATUYCCKYIO
AKTyaJIn3allui0 — HE PEIKE YEM OJHUH pa3 B TpU I'0OAa, a TAKIKC IIPU MOABJIICHUN HOBBIX JAHHBIX C ITO3UIUN
,Z[OKEBE[TCJ'ILHOﬁ MCIUIHUHBI II0 BOIIpoCaM JUArHOCTHUKHU, JICUCHU, HpO(I)I/IJ'IaKTI/IKI/I n pea6I/IHI/ITaHI/II/I
KOHKPCTHBIX 3a60JIeBaHHfI, HaJIN4YHN O6OCHOBaHHLIX ,Z[OHOHHCHI/Iﬁ/S&MC‘I&HI/Iﬁ K paHCC YTBCPKACHHBIM
KP, HO He yamie 1 pa3a B 6 mecs1eB.
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ITpunoxxenne A3

CﬂpaBOqule MaTepuanbl, BKnr4yasda coorBeTcTtBUe nokKasaHum K npUMeHeHuto u
HpOTMBOHOKﬁSaHMﬁ, cnoco6oB npnuMeHeHUsA n 403 JieKapCTBeHHbIX npenapartos,
MHCTPYKUMU NO NPUMEHEeHUI0 NNeKapCTBEeHHOro npenaparta

[Tpunoxenue A3.1
D,OKyMeHTbI n pecypchbl, ucnonb3oBaHHbIE NP NOATrOTOBKEe KITMHNYECKUX peKomer,au,MVl

1. Tlpukaz Munznpascompazsutuss PO N 185 ot 22.03.2006 "O wmaccoBoM 00cCi€I0BaHUN
HOBOPOKJICHHBIX JIETEH HA HACIIEICTBEHHBIE 3a001eBaHus",

2. Ilpuka3z MuHucTepcTBa 3ApaBOOXPAHEHUS U coluanbHOro pa3sutus PO ot 16 anpens 2012 r. N
366H "OO6 yrBepxkaenuu [lopsika okazaHus MeIuaTpuuecKor moMormu"

3. Ilpuka3 MunznpaBa Poccun ot 21.04.2022 N 2741 "O6 yrBepxknenuu llopsakxa oxazanus
MEUITMHCKOM MOMOTITH MAIlUEHTaM C BPOXKJICHHBIMH | (MJIM) HACIEACTBEHHBIMHU 3200 1€BaHUSIMUA"

4. T'ocyaapCTBEHHBIH peecTp JEKapCTBEHHBIX cpeacTB: https://grls.rosminzdrav.ru

5. lpukaz M3 P® or 02.05.2023 N 2051 "OO yTBEp>KIEHHMM HOMEHKJIATypbl IOJKHOCTEH
MEIUIIMHCKUX PAOOTHUKOB U (papManieBTHUECKUX paOOTHHUKOB'.

6. Ilpukaz M3 P® ot 23 wutons 2010 r. N 541u. Exausbii xBanuukanuoOHHBIA CIPABOYHHUK
JOJIKHOCTEH PyKOBOJAUTENEH, CIEIUAINCTOB U CIyXaIluX, pa3aen KpanupukannoHHble XapaKTepUCTUKH
JOJDKHOCTEH paOOTHUKOB B chepe 3ApaBOOXPaHCHUS.

7. Tlpukaz MunzapaBa Poccun N 103H ot 28.02.2019 "OO6 yTBepkIeHMH TOpSIKa W CPOKOB
pa3paboTKM KIMHUYECKUX PEKOMEHJAlui, HX [epecMoTpa, THUIOBOH (QOpMBI  KIMHUYECKHX
pEeKOMEHIaui 1 TpeOOBaHUM K WX CTPYKTYpE, COCTaBy M HAy4yHOW OOOCHOBAHHOCTH BKJIIOYaEMOU B
KIIMHWUYECKHE peKoMeHAAu nHhopmarmu'.

8. ITlpukaz MunzapaBa Poccum ot 13.10.2017 N 804 "OO yTBEepKIEHUH HOMEHKJIATYPHI
MEIUIMHCKUX yCayr".

9. Ilpuka3z MunsnpaBa Poccun (MunucTepcTBo 3npaBooxpanenus P®) or 24 nosops 2021 r. N
10941 "OO6 yrBepxknaenun Ilopsnka Ha3zHayeHUs JIEKAPCTBEHHBIX TIPEMaparoB, (OpM perenTypHBIX
ONaHKOB Ha JieKapcTBeHHbIe mpemnaparbl, [lopsaka odopmieHus ykazaHHBIX OJaHKOB, MX YydeTa U
XxpaHeHHus, ¢GopM OJIaHKOB pEIENTOB, COJEP)KalUIUX Ha3HAYeHUE HAPKOTHYECKUX CPEICTB WU
MICUXOTPOIHBIX BelecTB, [lopsiika X U3rOTOBIECHUS, PACIPEICICHUs, PETUCTPAIlUH, YIeTa U XpaHEHUS,
a taioke [IpaBun odopmienus G1aHKOB PEIENTOB, B TOM YHcIie B (hOpMe AIIEKTPOHHBIX JOKYMEHTOB"

10. IIpuka3 MunznpaBa Poccuu 203u ot 10 mas 2017 r. "OO yTBep>KIEHUH KPUTEPHUEB OLEHKU
Ka4yecTBa MEIUIIMHCKON ITOMOIIH"

11. TlepeveHp cHenUATU3UPOBAHHBIX MPOIYKTOB JIEUEOHOrO MHUTAHUS AJs JeTEeH-WHBAINAOB Ha
2024 ron, yrBepxkaeHHbIN pacnopstkenueM [IpaButensctBa Poccuiickoit @eaeparnuu 11.12.2023 N 3551-
p. IIpukas ot 14 urons 2016 roga N 500 "O6 opranu3zaiuu nNpoBeACHUs CEIEKTUBHOTO CKpUHUHTA"

12. Ilpukaz MunzapaBa Poccum ot 09.11.2012 N 721n "OO6 yrBepxknenun Crangapra
CHEIMaTM3UPOBAHHON MEIUIIMHCKON OMOIIHU JeTaM npu Oone3san Humanna-ITuka tuna C".

ITpunoxxenne A3.2

BbipaxeHHOCTb KnuHn4eckux nposasneHnn HIM-C B pasHom Bo3pacTte

Bo3spact ®dopma Knunndeckue nposiBieHus

<3 Mec HCpI/IHaTaJ'ILHaH - HCUMMYHHas BOJSIHKA I1JI0da
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- aCLUT IUIOAA
- renaToCIIICHOMET AU III0Aa

- BHYTPUIICYCHOYHBIN XOJIECTa3

- TenaToCIICHOMET AU

- MBbIIII€YHAas1 TUIIOTOHUA

- 3a7Iep’KKa [ICUXOMOTOPHOTO Pa3BUTHS
- HHQUIBTPATHI B JIETKUX

Or3
MECHIIEB 10
2 netr

Pannsas
MIIaieH4decKas

- renaToCIvIeHOMeranus
- 33/Iep>KKa [ICUXOMOTOPHOT'O Pa3BUTHUS

- MbIIIEYHAs! TUIIOTOHUS

- IPOTPECCUPYIOIINE MO3KEUKOBBIE PACCTPOMCTBA (ATaKCHS)

- OynpOapHBIi M 1ceBAOOYABOAPHBIM  CHHIAPOMBI  (IU3apTpHS,
mcdarus)

Or2 106

JIET

Tlo3muas
MaJeH4YecKast

- TeTaTOCTIIICHOMET NS
- yTpara paHee MPHOOPETEHHBIX TICHXOMOTOPHBIX HABBIKOB

- MBIIIIEYHAs! THTIOTOHUS

- IPOTPECCUPYIOIIHE MO3KEIKOBBIE PACCTPOMCTBA (aTaKCHS)

- OynpOapHbIi M 1ceBAOOYIBOAPHBIM CHUHIAPOMBI  (IU3apTpHS,
mcdarus)

- AMIJIEITHYECKHUE TTPUCTYIIBI

- BEPTHKAJIBHBIN MMapannd B3opa (y aeTei crapiie 3 Jiet)

Ot 6 o 15

FOnomeckas
(kmaccuveckas)

- TeTaTOCIIIICHOMET AU
- yTpara paHee MPHOOPETECHHBIX HABBIKOB

- IIPOTPECCUPYIOIIHE MO3KEYKOBBIE PACCTPOMCTBA (aTaKCHs)

- OynpOapHBIi W TICeBIOOYNHOAPHBI CHHAPOMBI  (IU3apTpUs,
nucharus)

- SIS THYECKHUE TTPUCTYIIBI

- OKCTpanmvpaMUJHbIC HAPYIICHHS
JTUCTOHUH, OpaMKUHE3H )

- BEPTHKAJILHBIN HATBSIJICPHBIN MTapaind B30pa
- TeJIACTHYECKAsl KaTaruIeKCUs

(TunepKuHe3bl, MBbIIICYHbIE

Crapie 15
JeT

B3pocnas

- CIUICHOMET JTUSI/TeTIaTOCINICHOMET aJTHsI
- yTpara paHee NPHOOPETCHHBIX HABBIKOB
- KOTHUTUBHBIC HAPYIICHUS

- NICUXHATPHYECKHUEC CHUMIITOMBI
130 (PPEHOTIOTOOHBIC COCTOSTHHS)

- TIPOTPECCUPYIONIUE  MO3KECUKOBBIC
IU3apTpus, AUCharus)

- AMWJICNTHYCCKUE TTPUCTYIIBI

- OKCTpanmMpaMUJHbIC HAPYIICHHS
JTUCTOHUH )

- BEpTUKAJIbHBIA HAABSCPHBIN Mapanud B3opa
- reacTuyecKas KaTarieKcus

(cuxo3sl, JeTpeccui,

paccTpoiicTBa  (arakcus,

(FI/IHepKI/IHe3H, MBIINICYHBIC
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[Tpunoxxenne A3.3

MNpaBuna 3abopa 6MomaTeprana Ansa NpoBeAeHUs1 AMAarHOCTUKM B NATHAX BbICYLUEHHOM
KpOBM

KpoBb cobupaercss Ha cTaHAAPTHYIO KapTOUKY-
¢omwietp (N 903), xoTOopas mNpUMEHSETCS IS
CKpMHUHIAa HOBOPOXACHHBIX B  Poccuiickon
@enepau WIM AHAJOTUYHYIO Ui IOJIyYEHUs
CyXoro msTHa KpoBu. KpoBp MOXeT OBITH, Kak
KanuuisipHas (U3 Majibla, NATKH), TaK U BEHO3HAs.
Beno3nast kpoBb cobOupaercss B  HIpOOUPKY,
aKKypaTHO IepEeMEIIMBAETCSI U 3aTeM OBICTPO C
MOMOIIIBIO0 MUMETKA HAHOCHUTCS HAa QUIBTP MO 25-
50 MKJ KpOBHM Ha KaXXJIyl0 BbIIEJICHHYIO 00J1acTb.
HeobOxomumMo XopoIio NpomUTaTh BbIJAECIEHHYIO
obnacte Ha ¢uibTpe (puc. 1). IIpeannoururensHo
coOupatb 00pasisl nocie eapl yepes 40 munyt — 1
yac. Bo3MOXXHO Take OCYIIEeCTBUTh 3a00p KPOBU
Y HaTOLIAK.

Ha xaptouke-gpuibTpe 0053aT€TBHO JOJIKHBI
ObITh 4eTko Yykazanel @®UO, kem u oTKyma
HampaBJIeH MAaIMEeHT, JaTa poXJAeHUs U TeledoH
Jieyariero Bpava (puCcyHoK 2).

OO6pazenr cyxoro msTHa KpOBU BKJIAJbIBACTCS B
YUCTBIM KOHBEPT, MO0 B unCThIN (aitn. Kaprouka-
GbuIbTp HE JOJHKHA CONpUKAacaTbecs C TPS3HOU
MMOBEPXHOCTHIO U ¢ 00pa3lamMu IpYyrux ManueHToB.
Heob6xomumo MIPHIIOKUTH K obOpasnam
nH(OPMHUPOBAHHBIE COTJIAcHUs TAlMeHTa WM €ro
3aKOHHBIX  MpEACTAaBUTENCH Ha  MPOBEICHUE
1abopaTOPHBIX UCCIIEI0BAHUN

LA K,

Kanmm 2o/ NOAHOCT WO NEONMTAT W KBy £ SDRATOH CTOpO M

HE CACaiTeCh SUMRCTH, NPOOMTIRIR KDONM O

Pucynoxk 1. O6pazer npaBHJIbHOIO HAHECEHUS
KPOBH Ha KapTOUKY-(PUIBTP

PIiVIVIVI®
I\ I
903 & 202310 0000020001

Xpasnima pm +2 - +25 C*

) 6 0010608

SHO Naumernita

Lara pomze e Lara anten sposw Naa
PO Bpasa

Ay [/ Topan [ Anpes

E-mad ppared
Tenedon apaa

Tecr
[Joatpm [ romne [Jrowe [Jmnca [Jusesit [Jumecis

D Coemeimpdl Capseainr . NyTagw

Pucynoxk 2. O6pazen kapTouku-(puibTpa

Anroputm AencTBMU MeAULIMHCKOroO nepcoHana npu B3ATMM obpa3sLoB KpoBU
- BBIMBITH PYKH (FI/II‘I/ICHI/I‘IGCKI/II\/'I ypOBeHL), HaACTh IICPYATKHU,
- BBIMBITh PYKH NAIMeHTa (MATKY peOeHKa, B CIydae, €ClIi KpOBb OepeTcs U3 MATKH);

- TMpoTepeTh O00JIacTh MPOKAIbIBAaHUS CTEPUIIbHOM candeTkoii,

MIPOMOKHYTb CYXOH CTEpHIILHON casiheTKoi;

cmoueHHo 70% cnmpTOM,

- IPOKOJIOTh CTCPUIILHBIM OHOPA30BbIM CKapI/I(l)I/IKaTOpOM;

- CHATBH NCPBYIO KAIJIFO KPOBU CTCPUIIBHBIM CYXHUM TaMIIOHOM;

- MATKO HaJIaBUTb JJIS TIOJTYYCHU S BTOpOI71 KaIlJii KpOBHU;,

- HPUJIOXKUTH IIEPIICHAUKYIISIPHO TecT-0JIaHK K KaIlie KPOBH U IIPOIHUTATH €ro KPOBBIO HACKBO3b,
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- QHAJOTMYHBIM 00pa30M HAHECTH Ha TeCT-OyiaHK 6-8 Karenb, BHJ MATEH KPOBU JOJDKEH OBITH
OJIMHAKOBBIM C 00EUX CTOPOH.

- BBICYIIIUTH TECT-OJJAHK B TOPU30HTAIBHOM T0JIOKEHUH HA YUCTON 00€3)KUPEHHOM MOBEPXHOCTH HE
MeHee 4 4 6e3 IpUMEeHEeHHs TeIJI0BOi 00pabOTKH 1 TOMaAaHus MPSMBIX COTHEUHBIX JTy4ei;

- YIaKoBaTh TECT-OJaHKM B YHCTBI KOHBEPT TakUM oOOpa3oM, 4YTOOBI TISITHA KPOBU HE
COIIPHUKACAJINCE.

OcobeHHOCTU NpU NHDY3INOHHOWN Tepanuun

HekoTopbie manueHThl MOTYT TOJIydaTh HH(PY3MOHHYIO TEpanuio, TepeMBaHHE KOMIIOHCHTOB
KpOBH, YTO MOJKET OKa3aTh BJIMSIHME Ha pe3yJbTaThl TeCcTOB. Hampumep, mpu mepenvBaHUM IUIa3Mbl
KPOBH MOTYT OBITh MOJYYEHBI JIOKHO-OTPHIIATEIIbHBIE PE3yIbTaThl, TaK KaK ompeaeseMbie GepMEHTHI
HaxoJATCS B TUIa3Me M B KJIETKaX KpOBU. PEKOMEHIyeTCsl OCYIIeCTBUTh 3a00p KpoBU AJisd ePMEHTHOM U
JHK-nmuarsoctuku He 9 paHee 4eM depe3 6-7 JHEH Mocie NepeirBaHus IIa3Mbl KpoBH U yepe3 7-10
JTHEH TI0CJIe TepEeTMBaHNs KOMIIOHEHTOB KPOBH.

He nomyckaercs 3a00p KpoBu:

- cpasy MocJie MpOBeIeHU MAUCHTY HHPY3NOHHOU Teparuu;

- cpa3y MocJjie 3aMeHHOT0 IIepeIuBaHus KPOBH.

XpaHeHue u TpaHCNoOpTUpPOBKa bMomaTtepmana

OO0pa31pbl BBICYIIEHHBIX MATEH KPOBU MOKHO XPaHHUTh B OOBIUHOM Kamepe XOJoIuiIbHHUKA Ipu +4
°C no otnpaBku. CpoK XpaHEHHs 10 MOMEHTa OTIIPaBKHM HE JOJDKEH MpeBblIaTh 7 qHed. Eciau XpaHuTh
JOJIbIIIE U MIpH 0o0Jiee BBICOKOHM TeMrepaType, TO akTUBHOCTDh (pepMeHTa Jlaxke B HOPME MOYKET CHUXKAThCA,
YTO IPUBENET K JIOXKHO-TIOJIOKUTEIBHBIM PE3YJIbTaTaM.

[Tpunoxenne A3.4

PekomeHaoOBaHHbIe A03bl MVII'ﬂyCTaTa** B 3aBUCUMOCTU OT NMiowiaan noBepxHOCTU Tena

ITnoma s MoBepXHOCTH Tena (M?) PexoMenoBanHas 103a
>1,25 200 Mr Tpu pa3a B JIeHb
> 0,88-1,25 200 mr 11Ba pasa B JICHb
>0,73-0,88 100 mr Tpu pasza B 1eHb
>0,47-0,73 100 mr n1Ba pasa B JICHb
<=0,47 100 Mr oguH pa3 B ACHb

[Tpunoxenue A3.5

KnuHu4yeckne nccnegoBaHusa ¢ npumeHeHmem MurnycraTta** npum 6onesHunm HumaHHa-
Muka, Tvna C

HasBanue uccnenoanus | Juzailn uccnenoBanus Kpurepun ouenkn 3aknroueHue VYposer
1 aBTOPHI (TTyOIUKAIINH) s hekTuBHOCTH b
(6e301macHOCTH) JToKa3at
€IIbHOCT
u
Knuanueckoe 12 MecsiuHoe | [lepBuunas  koHewHas | [TomoxuTensHbIN B2
uccnenopanne OGTI918-| panaoMu3NpoOBaHHOE, To4YKa 3PPEKTUBHOCTH — |3 eKT Muriycrara**
007: KOHTPOJIUPYEMOe MUK CKOPOCTH |Ha HEBPOJIOTHUYECKHE
PanpomusupoBaHHOe, HCCIICIOBaHHE TOPU30HTAJIBHBIX nposiBiieHus  OOJNe3HU
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KOHTPOJIHUPYEMOe 3¢ deKTUBHOCTH U | CaKaIMIeCKUX Humanna-ITuka Tuna
HMCCIIEIOBaHUEC IO | IEPEHOCUMOCTHA nBrxennii rina3, HSEM-|C y
MIPUMEHEHUIO npenapara 3apecka ® |(alpha), oueHuBanach ¢ |B3pOCIBIX/IIOAPOCTKOB
Muriycrara** y (MuTITyCTAT) y 29 | TOMOIIBIO u JeTen ObLI
B3pOCIBIX M JeTed ¢ B3POCITBIX M MOAPOCTKOB | KOMIBIOTEPH3HPOBAHHEL CTaOMIIbHBIM u
00Ie3HBI0 Humanna- 20 naumenTos | X METOOB. Bropuunsie | coxpansiics Ha
[Muka tuna C MONydaH nedeHe | KOHETHBIE TOYKH: | IPOTSHKCHUU TEparuu
Patterson MC, Vecchio MpenapaToM HSEM-b  (mepBuunas |24 MecsIa.
D, Prady H, Abel L, MHTTyCTaT** 9 _ | MakcuMajbHas CKOPOCTb | [JIMTENbHBIA — MpUeM
Wraith JE. Miglustat for HaXOIlI/IJII/ICI)’ Ha | OCHOBHOM MUTITycTaTa**
treatment of Niemann- CTAHTApTHON Tepari). | 1OCIE/I0BATENBHOCTH obecrieynBaer
Pick type C disease: a|,g B3POCTBIX GONBHBIX HSEM-naxkon TepaneBTHIECKYIO
randomized  controlled | . KOTOPHIX 26 aMIUIATY/Ibl), TJIOTAHHUE, | TOJIb3Y, 4TO
study. Lancet Neurol ronydanH B TeueHne 12 CIIOCOOHOCTH K | IIOATBEPIKIAETCS
2007_ 6(9): 765 - 72; MECAIIEB MHTITYCTAT* B e EeIBIKEHUIO U | cTabunm3anuen
Wral_lth JE, Vecchio D, n03e 200 Mr TpH pasa B HEWPOPUNOTOTUIECKUI | OCHOBHBIX
Jaklin E, Abel L, Chadha- neHb, a 9  wemosek | CTATYC apamMeTpoB
Bgreh_am H, Luzy C, MONY9ATH  CTAHIAPTHYIO MPOrPEeCcCUPOBaAHUS
Glorglno_ R, P_atterson Teparmio. B crenyiomme HEBPOJIOrMYECKHX
MC. Miglustat in adult|, MECSLER BCe GOTbHBIE NPOSIBICHHI
and juvenile patients with NPHEIMATH 3a00JIeBaHUsI y
Niemann-Pick disease MUTTyCTAT*, OOJILIIMHCTBA
type C: long-term data Tleru B Bospacte 4-11 MaIHEeHTOB.
:‘\Zlom a clinical trial. ner, npenapat
olec Gen 2009 [10, 11] NpHMeHSTH B 03¢,

paccUMTaHHOU MCXOJS U3

IUIOIIAZI  TTIOBEPXHOCTH

Tena. ITammeHTsI,

3aBEPIIUBIITC 12-

MECSYHYIO dazy

HCCIIEI0BaHNU,

MPOJOIDKHIIN TEPAINio U

CMOTJIH TIPOJOJKHUTH

ydacTHe B CICIYIOIIEM

12-MeCAYHOM OTKPBITOM,

HEKOHTPOJIHPYEMOM

JTamne uccienopanus. 12-

MECSYHOE, OTKPBITOE,

HECPABHUTENBHOE, II

(hazsr WCCIIEIOBAHHE

NPUMEHEHUs TIpernapara

3apecka ® y Jzeredl B

Bo3pacte 4-12 mer ObUTO

MIPOBEICHO TapalIeIbHO

C PpaHIOMH3HPOBAHHBIM

UCCIIe0BaHNEM y

B3pPOCIBIX  TAIMEHTOB.

[ManmenTsl, Tak ke KaK u

B [IEPBOM HCCIICIOBAaHHH,

MPOJOJDKHIIM TEPAITHIO B

12-mecsayHOil  OTKpBITON

thaze.
MynbpTHIIEHTPOBOE PerpocnexTuBHoOE, Onenka s¢dexruBHocTH | CTabUIn3anus C3
HaboAaTENFHOE HaOI0AaTeNbHOE npenapara 3apecka ® |HEBPOIOIHYCCKUX
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peTpOCIEeKTUBHOE KOT'OpTHOE (MurTycTaT**) MPOsIBICHU I
KOI'OPTHOE MCCICAOBAHUE | HCCIIENOBaHHEe Yy 66 | mpoBOaMiach MO IIKale | 3a00IeBaHUS SBIISCTCS
MPUMEHECHUS MalyeHToB, nony4yaBmux | mHBaymaHoctd  HII-C, | nammydmieit
MuriIycrara** y |JledeHre  IpermapaToM | U3MepeHHs JOCTHYKUMOI
NAUUEHTOB ¢ OONE3HBIO | 3,00 o B OPOBOJMJINCH 1O 4 |TepamneBTHYeCKOn
HII-C (MUTITyCTaT**) pHe | WIIOUEBBIM  KPUTEPHSAM | IEIbIO Y MAIMEHTOB C
Pineda M, Wraith JE, KOTHHIYCCKIX HEBPOJIOTUYECKOT'0 HII-C, HAMEIOILAX
Sedel F, Hwu WL, T — | YXymwenunst npu HII-C: | neBponoruyueckue
Rorhbach M, Bembi B, cpensem B Tedenue 1,5 CIIOCOOHOCTH K | IPOSIBJICHUS,
Walterfang M, Koronke ner.  V4acTBOBATM 2’5 CaMOCTOSTEIIBHOMY OTpaKaroIIue
GC, Marquardt T, Luzy OKCIIEPTHBIX  IEHTPOB, | IEPSBIKEHHUIO, HEOOPaTHMYIO
C, Giorgino R, Patterson HPOBOMHIACH OHeHKZ: MaHHIYJISAIUA  PyKaMu | THOEIB/TIOBPEK/ICHIE
MC. Miglustat in patients HAHEHTOR (mucronus/mucmerpusi), |Heiiponos. Hactosiiee
with Niemann Pick Ha6JHOIlaBI’HI/IXCSI B 2003- | Pe4b 51 [JIOTAHHE. | HICCIEN0BAHUE
disease Type C (NP-C):|5(0g T Ouerka OrieHKa TPOU3BOAMIACKH | IEMOHCTPUPYET, UTO
multicenter observational > deKTHBHOCTH TPWKIBI (Ha MOMEHT | MHTTIyCTaT**  MOXET
retrospective cohort NOCTAaHOBKH  JIMArHo3a, | CTaOMIIN3UpOBaTh
study. Mol Gen Metab.|Perapara 3anccra ® Ha  MOMEHT  Hauaja | HeBPOJIOTHYECKHe
2009 Nov; 98(3): 243 — 9| TPOBOAMIACE 10 WIKAIC| neyegps,  mocieaHUH | TPOSBIECHHS
[9] unBamocts HIT-C 0CMOTp) 3a6071eBaHUS y
OoNpIIMHCTBA
MAIHEeHTOB, B
YaCTHOCTH y
B3POCIIBIX u
noapocTtkoB. Bospact
Ha MOMEHT
JIMAarHOCTUKH
OKa3bIBaJl BIMSIHUC Ha
OTBET Ha JICUCHHE, a
KIMHUYECKasT I0J1b3a
(t.e. 3aMeJIeHne
POrPECCHPOBAHHUS
3a00J1eBaHNs)
HaOmomamace ©W Yy
NAlMCHTOB  PaHHEro
BO3pacTa.

[Tpunoxenue A3.6

CuMnTOoMaTU4YeCKOe nevyeHne pacCTpomnCTB y 60MnbHbIX ¢ 6one3Hbio HumaHHa-Muka TMn

C
Knunnueckue Jleuenune
CUMITOMBI

Karannekcus Antuzaenpeccantsl (Tpummkianueckue) (Kom ATX N 06A) wnmmu  apyrue
ICUXOCTUMYIIATOPBI U HoOTponHble cpeacTBa (ctumynsatopsl LIHC) (Kox ATX N
06BX)

JlucToHUs U TpeMop | AHTUXOJIMHEPru4eckue cpeiacTa (xonuHonutuueckue cpenctsa) (Kog ATX N
04A)

JlBurarenbHbIe dusnorepanus

HapyIIEHUs

Onunentuueckue | IIporuBosnuientuyeckue npenapatsl (aHTUKOHBYIbCaHThI) (Kog ATX N 03)
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IIPUCTYIIBI

Hapymienus cHa CHOTBOpHBIE U CEaTUBHBIE CPEICTBA (MEIATOHUH WJIM CEJAaTUBHBIE IIpErapaThl
nepen cHoM) (Koxg ATX N 05C)

Hapymenus lactpocTomMusi, KOpMIIeHHE TsDKEIOOONBHOTO TAalMeHTa Yepe3 poT W/HIH

MUTaHUs HA30TacTpaJIbHbIM 30H]

Pecniuparopuslie B COOTBETCTBUM C KIMHUYECKOW CHUTyalueld, MOTYT OBbITb HCIOJIb30BAHBI,

OCJIO’KHEHUS HampuMep, C I[pemaparbl JUIsl  J€UYeHuss OOCTPYKTHUBHBIX  3a0oJieBaHUM
nprxatenbHbIX myTei (Oporxoauistatopsl) (Kog ATX R03); anTrOakrepuanbHbie
npenapatsl cuctemHoro aeiicreus (Kog ATX JO1)

CnroHoTeueHue #Arpormua** (Kog ATX A03BAO1) mepopanbHO, HHBEKIIUU OOTYIMHUYECKOTO
TOKCMHAa Tuna A**)/boTynuMHMuYecKUH TOKCMH Tuma A-reMarrioTHHUH
komruiekc** (Kox ATX M0O3AXO01) B OKOJIOYIIHYO WJIH TTOAYETIOCTHYIO JKETe3y,
AHTUXOJNMHEPTUUECKUE CPEJICTBA (XOJIMHOIUTUYECKHE CpeACTBa) (FMOCLUHOBBIE
macTeipy WK #raukonupponus opomua**) (Kog ATX N 04A)

Karatonus DIEKTPOCYIOpOKHASI TepaNHs

[Icnxnueckne BanpnpoeBas kucinora®* (Kog ATX N 03AGO01) ans nedeHuss OMMONSPHBIX

HapyleHus ap(EeKTUBHBIX PACCTPOMCTB B3POCIBIM, CEIEKTHUBHBIE HWHIMOUTOpPHI OOpPaTHOTO
3axBata cepotoHuHa (Kox ATX N 06AB) mpu nempeccusx (mpu OTCYTCTBHH
MIPOTHUBONIOKA3aHUH)

Muapes Huera, npenapatel rpynnsl ATX AO07DA (mpenapaThl, CHHXKAIOIIUE MOTOPUKY
KEJTYTOYHO-KUIIIEYHOT O TPaKTa) — Jonepamua™*

[Tpunoxenue A3.7

Fpynnbl NpoAYKTOB, KOTOPbIe creayeT UCKNMIYUTL/OrpaHNYnMTL/NPUMEHATL 6e3
orpaHuYeHWin B NepBble Heaenu Tepanuu npenapatom MurnycraTt**

N3BET'ATbH | OI'PAHUYUTDH | BE3 OT'PAHUYEHUI
Myu4HbIe H3ETHS, KPYIIBI
Xneb Oenblid, BeITICUKa, MeueHbe | Xy1e0 YepHbIN, MaKapOHBI
Xiombst Ui 3aBTpaka ¢ | XJIOIbs 0e3 MOJIOKa,
MOJIOKOM KyKypy3a
Puc, 6060BbIC Manka I'peuka

MsicHbIe/pBIOHBIE U3/ICTIHUS, JKHPbI

Komnbacusle usnenus

Bce Buasl HATypaJIbHOT'O MsCa, suna

Bce PACTUTCIIbHBIC KU PbI

Bce Buasl HaTypambHOl  pBIOHI,
MOPETIPOIYKThI, PHIOHBIE KOHCEPBHI B
Macie

MoJ104HBIE PO TYKTHI

MonouHbsle TpoayKThl (MoJIOKO,|Monoko ¢ coaepkanueM | [IpeccoBaHHbI ChIp
TBOPOT, Horypr), KpoMe | 1akTo3bl MeHee 90%

OTJCJIbHBIX COPTOB CHIPOB

OBou/pyKThI

Kanycra, nyk, orypibl

Kaprodens, cBexia

Bce cBexue, 3aMOpOXKEHHBIE OBOIIU
(KpoMe TepeuuclIeHHBIX B APYrHX
pazzenax)

HatypanbHble (bpyKTOBBIE

Hecnaakue GpykThl
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’COKI/I, Iope \
JlecepThl, HaNUTKK
JecepTsl, cnagoctu opexu I'moxko3a, ppykTo3a, Men
Bapenbe, cupomsl, ciankue TpaBsiHblE 4YaW C TIIOKO30#, OTBap
COKH, Fa3MPOBAHHbIE HAIIUTKU IIMIIOBHUKA

[Tpunoxxenue A3.8

NMepuoan4HOCTbL NOBTOPHbLIX 06CNefoBaHMK NauueHToB ¢ 6one3Hbo HumMaHHa-MNMuka

TMna C

[Tapametpsl

[TepuonuHOCTD
MMOBTOPHBIX
o0cireqoBaHuM

Oor1mue

[TomHoe (m3mKanbHOE OOCIemOBaHUE, BKIIOYAs HW3MEpPEHUE pOCTa, Beca,
OKPY>KHOCTH TOJIOBBI

Kaxxnpie 6 mec

Heposoruyeckoe o0ciieioBanue

Onenka 1o mxkaie napaauggocta HITC

Kaxxnpie 6 mec

Buieo3anuck OCHOBHBIX JIBUraTeNIbHBIX (QYHKIUI

Kaxnpre 6-12 mec

Buneo-231" MOHUTOPHUHT, IO BO3MOXHOCTH, JTHEBHOTO MJIM HOYHOTO CHA

Kaxnpie 6-12 mec

Hpyrue nokaszarenun

OrneHka ICMXOHEBPOJIOrMUECKOT0 CTaTyca

Kaxxnpie 6-12 mec

Ay,I[I/IOMeTpI/IH, CJIYXOBBIC BBI3BAHHBIC ITIOTCHIIMAJIbI

Kaxxnrie 6-12 mec

3pI/ITeJ'IBHI)Ie BbI3BAHHBIC ITOTCHII M AJIbI

Kaxxnrie 6-12 mec

bunokynsapHas  3jekTpookyiaorpadus  (perHCTpamus — CaKKaJUIeCKHX
JIBWDKCHUM TJ1a3)

Kaxxnrie 6-12 mec

JlaGopatopHble oKa3aTenu

buoxumunuecknii ananms kpou (ACT, AJIT, kanbumii oOImii)

Kaxnpie 6-12 mec

OO0mwmit aHaJIU3 KPOBU

Kaxnarie 12 mec

UccnenoBanue nuszochunromuenuna 509 B msATHaX KPOBU W/MIW XOJIECTaH
TpHOJIA B IJIa3Me KPOBU

Kaxnarie 12 mec

VY31 opraHoB OpIOIIHON MOJIOCTH

Kaxnarie 12 mec

MPT wunu KT rososHoro mosra

Kaxnrie 12 mec
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IIpunoxenue b

Anroputmbl AencTBUM Bpada

Npvs=asm HNC ynaumwesTa

:

NabopaTopHas AN arHOCTUKS

Ondd. pranocmmxsc

ROy nara
3350100 M ann

Mot 100w
COCTIOM N NIALT TS

crPA

P 3 mO 1poramn SOIMORHIOC o
ADYTHA MCT GROS NCNC N

ITpunoxxenne B
UHdopmaumua ana naumeHTa
boaesns Humanna-Iluka tuna C

MpnyunHbI 60Ne3Hn
bonesnr Humanna-ITuka tuma C (HII-C) penxoe, HaciencTtBeHHoe 3a0oneBanue. llpu atoi
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00JIe3HM HapyIIaeTcsl MpoIecC pacHpeAeieHrss 0co0Oro BEIIeCTBa — XOJIECTEpUHA BHYTPU KIIETKH.
XO0JIeCTEPUH — 3TO CIIOKHOE M BAKHOE BELIECTBO, OTBETCTBEHHOE 3a BBIIIOJHEHHE HIMPOKOIO CIIEKTpa
¢bynkuuit B opranusMe. Ml OH OYeHb BaXHBIA M TPH ITOM KpaiiHe KoBapHbIH. OOMEH XOJeCTepHHA
Ype3BbIYAIHO CJOXEH — TOJBKO Ui €ro CHHTE3a HE0O0XOAMMO ocylecTBieHue okoso 100
nocJieoBaTeabHbIX peakuuil. I1o Oosblieil yacTu, OH TpaHCTIOPTUPYETCSI B KPOBU HE B YMCTOM BUJIE, A B
KOMILJIEKCHBIX COEAMHEHUAX, KOTOPbIE OBIBAIOT 2 BUAOB: JHUIONPOTEUHbI HU3KOM 1uioTHOCTH (JIITHIT) n
JUNONPOTENHbI BbICOKOH motHocTH (JIIIBII). OTu coeauHenus B HENPaBUJILHOM COOTHOLIEHHUH, TAK )K€
KaK M BBICOKMH OOLIUI ypOBEHb XOJIECTEPHUHA, MOTYT MPHUBECTH K CEPbE3HBIM CEPJIEYHO-COCYANUCTHIM
3aboneBanusM. OHAKO, XOJIECTEPHH SIBJISCTCS JKU3HEHHO HEOOXOJWMBIM BEUIECTBOM, T.K. OH HIPAET
OYEHb BaXHYIO pOJIb B MeTaboiu3Me KieTok. OH sBisieTcs HEOOXOIUMBIM KOMIIOHEHTOM BCEX
KJIETOYHbIX MEeMOpaH U MpUHMMAeT Yy4acTue B BHIPAOOTKE BCEX T'OPMOHOB, BKJIIOUasi TECTOCTEPOH,
3CTporeH W KopTu3od. OH Takke HEoOXoAMM Uil MO3ra, M CHa0XaeT TKaHW OpraHu3Ma
AHTHOKCHJIAaHTaMU. XOJIECTepuH, NMpUHOCUMBIA kpoBbio B Buae JIITHII, mocrtymaer BHYTph 0cCOOBIX
ny3slppkoB B KieTke nocie coeauHeHus JIITHII ¢ ero peuentopamu Ha MemOpane, a 3atem JIITHII
ITOCTYIAIOT B KJIIETOYHBIE OpraHesuibl-mn3ocomsl. [locne storo JIITHII mepeBapuBaroTcs, B 3TUX peakIusx
IIPUHUMAIOT y4acTHE HECKOJIbKO (epmeHTOoB M OenkoB, B ToM umcie Oenku NPCl, NPC2, a
BBICBOOOMBIIMICS XOJIECTEPUH Yepe3 MeMOpaHy JM30COM TIOCTyNMaeT B IUTOIUIazMy. WM3BecTHO
HECKOJIbKO PpEAKMX HaCJIeJICTBEHHBIX 3a00JIeBaHUIl, KOTOpbIE CBSI3aHbl C HapyIIEHUSIMHU OOMEHa
xosnecrepuHa. OHU U3 HUX CBSI3aHBI C HAPYHICHUSIMHU €ro MeTa0oJM3Ma BHYTPU KIETOUHBIX OpraHesui-
JIU30COM: HEJIOCTaTOYHOCTh KHUCJION naumasbl, 0one3Hb Humanna-Iluxa tun C. Jpyrue 3abosneBaHus
00ycNoBJIEHbl HApYIICHUSIMH TpoIecca 3aXBaTa M LUPKYIMPOBAHUS XOJECTEpUHA B KPOBU — CeMelHas
TUIEPX0JIECTEPUHEMUSL.

bone3nr Humanna-ITuka tuna C — oueHb peakoe 3a0osieBaHue U BeTpedaeTcs ¢ yactoroi 1:120000
— 1:150000 >x1BBIX HOBOPOKICHHBIX, CBsI3aHHOE ¢ MyTanusiMu B reHax NPC1 u NPC2.

HacnepoBsaHue

Hacnenyercs cuaapom HII-C mo ayrocomHo-periecCHBHOMY TUITY. bonbHOM peGeHOK HacaeayeT 1Mo
OJIHOMY U3MEHEHHOMY T'eHY (TeHy ¢ MyTalllel B CBOEH MOCIeA0BaTEIbHOCTH) OT KaXKI0r0 U3 POTUTENEH.
B cembsx, rae poauTenu SIBISIFOTCS HOCUTENAMU OOJIE3HHM, PHUCK pPOXAECHUA OO0JIbHOrO pebeHKa
coctaBisieT 25% Ha kaxayro O0epeMeHHOCTh. [loaTomy ecnu B ceMbe poausicsi 00JIbHOI pebeHOK, 3TO HE
03HAYaeT 4TO BCE JI€TU OynyT OOJIbHBI.

KnuHnyeckne nposisneHus HIM-C

HII-C moxer HaumHaThCs B JIIOOOM Bo3pacTe. B 3aBHCHMMOCTH OT BO3pacTa MOSBICHHS MEPBbIX
CUMIOTOMOB 3a00JeBaHUSl pa3IMy4aloT HECKOJIbKO (GopM: HeoHaTanbHas (MaHudecTanus 10 Tpex
MeCSI1IEB), paHHssA MIaJieH4YecKas (TpH Mecslla — JIBa roja), Mo3aHss MIlaJeHuecKas (IBa-1IecTh JIET),
roHoIeckas (6-15 net) u B3pocnas (crapire 15 ner).

OcHOBHbBIE CUMIITOMBI OOJIC3HU:

- 3aTsKHAs JKENTyXa B HEOHATAIbHOM IEpUOE

- T'ematocnnenomMeranus (yBelHUEHHE TEUYEHU) WM YMEpEHHas CIUleHOMeranus (yBelnueHUue
CEJIC3EHKH )

- 3agepkKKa ICUXUYECKOTO Pa3BUTHS

- DKCTpanupaMu/IHbIE HAPYILICHUS

- Atakcus

- Karannekruueckue npucTymnbl

- BepTukanbHbIN HaABAAEPHBIN IApaauy B30pa

Bospact Hauana 3a0oseBaHUs, TSDKECTh MPOSBICHUH M CKOPOCTh IMPOIPECCHPOBAHUS TaKXKe
BapuabeIbHBI U MOTYT OTINYATHCS Y PA3HBIX MAI[UEHTOB.

[Ipu Hauane 3a00jeBaHUs B paHHEM JETCKOM BO3pacTe HaOMI0JAaeTcs 3a/1ep’KKa IMCUX0-MOTOPHOTO
pa3BUTHS, YBEJIMYECHUE MEUYEHU U cene3eHkd. [Ipu Hauane 3a0oneBaHus B Oosiee MO37HEM BO3pacTe Ha
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NIEPBBIM IUIAH BBIXOJIAT HEBPOJIOTMYECKUE CUMITOMBI, TAKME KAaK HAPYIICHWs IOXOJKH, I'VIOTaHUA, U
TOHyCa MBI, Y OOJBIIMHCTBA MALMEHTOB HAOIIOMAIOTCS TaKKe KOTHUTHBHBIC HApYIICHHUS, B psleC
CJIydaeB MOT'YT HaOIIOAAThCs ICUXUUECKNE HAPYILIEHHUS.

Kak yCTaHaBNuUBaKwT ANarHo3

Bpaun Ha OCHOBaHMU KIMHHYECKUX CUMIITOMOB MOTYT 3allOJ03pUTH 0O0JIe3Hb. 3aTeM MPOBOISTCS
nabopaTOpHBIE TECTHl U HMHCTPYMEHTAIbHOE HcciieoBanue. [1ockoybKy pa3Hbie 00JIe3HH OYEHB ITOXOKHU
M0 CBOMM KJIMHUYECKHM IPOSBICHUSAM, HEOOXOIUMO MOATBEPAUTH AUArHO3 C MOMOIIBIO JTA00OPATOPHBIX
MeTo10B. [lonrBepxknaromas quarnoctuka HIT-C 3akntodaercss B onpeaeneHU KOHLEHTPAUH 0COObIX
MeTa0OJIMTOB B IISITHAX BBICYHICHHON KPOBM WIIM IUIa3Me€ KPOBHU (OKCHCTEPOJIbI, JIN30C(HUHTOMUCINH -
509). B panbueitmem pexkoMenayercs mnpoBenenune JIHK nmuarHoctwku (eciu MeTa®oONMTHl  OBLITH
TIOBBIIICHBI).

IleyeHue, HaGnaeHMe N NNaHoBbLIe 06cneaoBaHuA

B mnactosimee Bpemsi st TaHHOTO 3a00JieBaHMs pa3palOTaHO JICUEHHE CYOpaT-peaylupyromias
Tepanus, MO3BOJSIONIAs YMEHBIIUTh HEBPOJOTUYECKUE TPOSBICHUS U 3aMEUIUTh MPOTPECCUPOBAHUE
3a00J1eBaHuUs.

DTOT mpenapar He MO3BOJISIET BEUICUNTh 00JIe3Hb, HO MHOTHE MPOSBIICHUS 3a001€BaHUS MOTYT OBITh
3aMeIJIEHbl U CMATYEHEI.

[Ipy npuMeHeHHMH 53TOro mpernapara HEOOXOAWMO COONMOIaTh AUETY, YTOObl CHM3UTHh PHUCK
HapylIeHWH CO CTOPOHBI JKEIYJOYHO-KHIIEYHOTO TpakTa. B Tabmuie npuBEACHBI TPOIYKTHI,
ynoTpeOiaeHrue KOTOPhIX JOJKHO OBITh OTPAHUYEHO.

Fpynnbl NpoAyKTOB, KOTOpble cneayeT MUCKNH4YUTb/OrpaHUYnTb/NpUMeHsaTb 6e3
orpaHu4YeHUI B NepBble Hegenu Tepanum
U3BEATh \ OT'PAHUYHNTH \ BE3 OTPAHUYEHUN
MyuHbIe U3AeNINs, KPYIbI
Xneb Oenblii, BRITIEUKA, IIEUCHbE | XJI€0 YepHBIN, MaKapOHbI
XJI0Tbs [T 3aBTpaKa ¢ MOJIOKOM | XJIOTIbs O€3 MOJIOKa, KyKypy3a

Puc, 6060BbIC Manka I'peuka

MsicHbIe/pBIOHBIE U3ICTUS, YKUPBI

Konbacueie uznenus Bce Bumpl HaTypaigbHOro Msica,
Pazine]

Bce pactuTtenbHbIe )KUPBI

Bce Buapl HaTypaiabHOU pBIOHL,
MOPETIPOIYKTHI, pBIOHBIE
KOHCEPBBI B Maclie

Moo4yHbie IMPOAYKTHI

MouiouHble MPOIYKTHI (MOJOKO, | Mosoko c conepsxkanueM | [IpeccoBaHHBIN ChIp
TBOPOT, forypr), KpoMe | 1akTo3bl MeHee 90%
OTJIENbHBIX COPTOB CBHIPOB
OBou/pyKThI
Kamycra, nyk, orypisl Kaprodens, ceexia Bce cBexue, 3aMOpOXKEHHbBIE
OBOHIM (KpoMe MEepEeYrCIeHHbIX B
JPYTUX pa3jienax)
Hatypanbhble ¢pykToBble coku,|Hecnaakue GppykTel
Iope
JlecepThl, HAITUTKH
JlecepTsl, cnagocTu opexH ['moko3a, ppykro3sa, Men
Bapense, cuponsl, ciaaikue COKH, TpaBsiHbIE Yau C TIIIOKO30M, OTBAp
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| ra3upoBaHHbIE HATHTKH | | munosHuKa |

HabnopaeHue, nnaHoBble 06cnenoBaHUA U TeCThbI

Jlnst Toro, yToOBl OLIEHUBATH COCTOSIHUE MALMEHTa, 3()(EKT MPOBOIUMON (EPMEHTHOW TEpanuw,
¢bu3noTEpanuu CymecTBYIOT Pa3InYHbIC TECTHl U MIKaIbl. OUeHb BAXHO HE OTKA3bIBATHCS OT MPOBEICHHS
3THX HMCCIIEJOBAHUH, IOTOMY YTO OHH MOMOTAIOT BpayaM OOBEKTHBHO OIICHMBATH COCTOSHHE IMAIMCHTA,
000CHOBATh JICYEHUE WIIM BBECTH M3MEHEHHs B MPOTPaMMBbl peaOWiauTanuu U adunutammu. B Tabnuue
MePEYHCIICHbI OCHOBHBIC HccienoBanus 1is nanueHToB ¢ HIT-C u meproqmaHOCTh UX MPOBEICHUS.

NMepuoan4HOCTbL NOBTOPHbLIX 06CNeaoBaHMM NauuMeHToB ¢ 6one3Hbo HumaHHa-lMuka
Tuna C

[TapameTpsl [TepuonuHOCTH
MMOBTOPHBIX
o0cireqoBaHuM

Ob6uue
[TonHoe ¢usukanpHOE 0O0CIEMOBaHME, BKJIOYAs H3MEpPEHHE pocTa, Beca, | Kaxapie 6 mec
OKPY’>KHOCTH T'OJIOBBI

HeBponornyeckoe o0ciefoBanme

Onenka 1o mkaie napaauggoctd HITC Kaxnrie 6 mec
Bueozanuce OCHOBHBIX ABUTATEIBbHBIX (QYHKITUH Kaxnrie 6-12 mec
Buneo-231" MOHUTOPHUHT, O BO3MOYKHOCTH, THEBHOTO UJIM HOYHOTO CHA Kaxnrie 6-12 mec
Jpyrue nokasarenu

Ol1ieHKa MCUXOHEBPOJIOTHYECKOT0 cTaryca Kaxnpie 6-12 mec
AyauoMeTpusi, CIIyXOBbI€ BbI3BAHHBIC MOTCHIUAIIBI Kaxnpie 6-12 mec
3puTeabHbIC BHI3BAHHBIC OTEHIUAJIBI Kaxxnrie 6-12 mec

bunokynspHass ~ amekTpookynorpadus  (peructpanus — cakkagudeckux | Kaxkmpie 6-12 mec
JIBWDKCHUH TJ1a3)
JlaGopaTopHbIe IOKa3aTeau
buoxumuueckuii ananus kpou (ACT, AJIT, kabimii oOIImii) Kaxnpie 6-12 mec
OO0mwmit aHaJIU3 KPOBU Kaxnarie 12 mec
HccnenoBanne akTMBHOCTH (pepMEHTAa XMTOTPUO3MIA3bl I1a3Mbl KpoBu (1o | Kaxapie 12 mec
BO3MOJKHOCTH)
VY31 opraHoB OpIOIIHON MOJIOCTH Kaxnpie 12 mec
MPT wnu KT ronosrHoro mosra Kaxnarie 12 mec

Meauko-reHeTu4eckas KOHCynbTauus

CembsiM, B KoTOpbIX ecTh nanueHT ¢ HII-C, oueHb BakHO HOCETHTh Bpauya reHeruka. Jlewamue
Bpaud HE BCErJa HMEIOT BO3MOXKHOCTb IIOTOBOPUTh C CEMbEH M paccka3aTb O BCEX pHUCKaX H
BO3MOJKHOCTSIX, KOTOPbIE MOKET IPEIOCTaBUTh COBPEMEHHAsi FeHeTHYecKas Ciiyx0a. Y Bpaua reHeTHKa
MOKHO Y3HaTb O BO3MOXXHOM pHCKE pOXJIEHHS OO0JIbHOTO peOeHKa B JaHHOM ceMbe, INPOUTH
oOciiefjloBaHNE POJICTBEHHUKAM, €CIU 3T0 HeoOxoaumo. OOCyaMTh BO3MOYKHOCTH TNpEeHaTadbHOH H
MPEUMIUIAHTAIIMOHHOM TUarHOCTUKH.

[IpenaTanpHas TuarHoctTuka npoBoauTcs Ha 9-11 Hepensix 6epeMeHHOCTH. B KileTkax, BbIJIeICHHBIX
U3 BOPCHH XOPHOHA, (TO, U3 Yero B MoOcCieAyromeM (OopMHUpYyeTCs IUIAleHTa) ONPEeAestoT aKTUBHOCTD
(bepMeHTa, 1 IPOBOJAT aHAJIN3 JJIS BBISBICHUS MyTaluii B reHe. Ha ocHOBaHMM MPOBEICHHOTO aHAIN3a
JIeTaloT BBIBOJ O TOM 00JjieH 1o win 370poB. COBpEeMEHHbIE TEXHOJOTHMH MO3BOJISIOT MPOBOAUTH U
MPEUMIUIAHTAIIMOHHYIO JMAarHOCTHKY: OIUIOJIOTBOPEHHE IPOBOAUTCS B NpoOUpKe, 3aTeM OTOUpPAIOT
TOJIBKO T€ OIUIOJOTBOPEHHbIE 3MOpPHOHBI (Ha CTaJAWU HECKOJBKUX OJIACTOMEPOB), B KOTOPBIX HET
CeMeWHONW MyTallMM W MMEHHO MX MMIUIAHTHPYIOT (HOJCaKMBAIOT) B opranusM marepu. Ilpu manHoM
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npoueaype €CTb CBOU pUCKH, KOTOPBIC MOKET Pa3bsACHUTL Bpad 'CHCTHUK.

Foe B Poccun 3aHumaloTcsl AMarHOCTUKOMU U nNeYeHuem

B nameil crpaHe ecTb MHOIO LIEHTPOB, KoTopble momoratror namuenram c¢ HII-C u npyrumwm
peakuMH 3a0ojeBaHUSIMHU. B KaXOM W3 PErMOHOB 3a OINpPEAEICHHOW KIMHUKOM Takke 3aKpeIuICHBI
00s13aTeNIbCTBA IO TMPOBEACHHUIO (DEPMEHTHON 3aMeCTHTENbHOW Tepanuu. HeoOXoauMo YTOYHHTH Yy
BAallIEr0 Bpaua-r€HEeTHKa B PErMOHE IOCJE YCTAHOBJIEHHS JMarHo3a Kyjaa BaM cieayeT oOpaluarbcs 3a
TUTAHOBOH W 32 9KCTPEHHOW MOMOIIBIO, €CITU OHA TTOHAI0OUTCS.

Y3HaTtb 6onblue

B mupe ecTb MHOrO opraHu3ainuii, KOTOpble MOTYT ITIOMOYb BaM HalTH OTBETHI Ha JIIOObIE JApYyrue
Bompockl, cBs3aHHbIX ¢ HIT-C:

Mex1yHapoAHbIN OPTaJ O peiKuM OoJie3HsIM WwWw.orpha.net

EBpomneiickast opranmu3zais, OoOBEIUHSIONIAS MAIMEHTOB C Pa3HbIMU PEAKUMU 3a00JE€BaHUSIMHU
EURORDIS www.eurordis.org

OOGwecTBeHHbIe opraHn3auun n cooHabl Poccun

HII-C tuna Bxoaut B mepedyeHb ophaHHBIX 3a00J€BaHUM, JIeYeHHE KOTOPBIX MPOBOAUTCA 32 CUET
CPEICTB PErMOHAIbHBIX OIOJKETOB, M MAIMEHTHl MMEIOT BO3MOXKHOCTH JieuuThcsi B Poccun. [lomoub
ManyeHTaM MOoJyYUTh JICYeHUE, TIOBBICUTh HHPOPMUPOBAHHOCTH OOIIECTBA O PEIKUX OOJE3HAX, a TaKKe
NoOuBaThCA MPOABMKEHUS 3aKOHOAATEIbHBIX MHULMATUB B 00nacTh opdaHHBIX 3a00J€BaHUN MOTYT
oOLIeCTBEHHbIE OPTaHU3aluU. B ceTH MHTEpPHET MOXKHO HAaWTH MHPOPMAIHIO O TaKUX HEKOMMEPUECKUX
00BEIMHEHUAX.

Momouwb ceMbu

KOHCLIHO, MHOI'0€ 3aBHCHUT OT Bpayda, CKOJIBKO OH 3HACT IIPO BaIle 3360J’I€BaHI/Ie, KakK IIpaBHJIbHO OH
Ha3HAYMJI JICYCHHE U KaK XOPOIIO OH OOBSICHWI BaM MPUHIMIBI Tepanuu. Ho He 3a0pIBaliTe — OT CeMbH
3aBUCUT YCIeX JICUCHUS HE B MEHbIEH crernmeHd. HyxHO coOmomaTh peKoOMEHIAIuu, HU MPU KaKhuX
YCIIOBHSIX HE TEPATh HAACKIY U CAMOMY CTaTh IKCIIEPTOM B CBOEM 3a00JieBaHMH. UHTaTE TUTEPATYDY,
O6HlaﬁTeCB C CEMbiAMHU, HC CTECHAUTECH 3a/1aBaTb BOIIPOCHI. 4! JaXE€ €CJIM BBl HC HOGGI[I/ITC 60H€3HB
IMOJHOCTBIO, UBMCHHUTD XHU3Hb K IYyUIIEMY, CACIAaTh POJHOT'O BaM Y€JIOBCKA CHACTIIMBBLIM B BAllIUX cuiax!

Jst moonelt ¢ MArkoi (opmoit 3a0oJieBaHMs HEOOXOIUMO HAyYUTHCS OBITh HE3aBHCHUMBIMH OT
cBoux ceMel. He nmaBaiite peOEHKY M TOJPOCTKY 3aMKHYThCsSI B cebe. EMy HYXHBI Ipy3bs, OOIICHHE U
HAaBBIKM CAMOCTOSTEHLHOM KU3HU.

[Tpunoxenue I'l-I'N

LUkanb! oueHKu, BOMPOCHUKN N Apyrme oueHo4YHbleé MHCTPYMEeHTbl COCTOAHUA NalUeHTa,
npuBeaeHHbLIe B KITMHN4YEeCKUX peKkoMeHaauunax

ITpunoxxenne I'1
MHpekc BeposaTHocTM anarHo3sa HIM-C y neten oo 4 net
HazBanue Ha pycckom s3bike: Manekc BepositHocTn nuarnosa HII-C y nereit no 4 ner

OpurunanbHoe HaszBanue (ecnu ecth): The NPC-suspicion index in patients aged < 4 years.
Hctounuk (opunuanbHbIil callT pa3paboTUnKoB, MyOauKalus ¢ Banuaanueii): 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 [61].
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Tun (MoIYEepKHYTH):

- IIKaJIa OIIEHKH

- HHJICKC

- BOIIPOCHUK

- Apyroe

Hasnauenue: KIMHWYECKas TUArHOCTUKAa — OICHKA BeposTHocTH muarnosza HII-C y manueHToB
Mmiaaue 4 jer.

Cognepxanne (mabjoH): KaxaoMy W3 CHMITOMOB, xapaktepHbix st HII-C mpucBamBaetcs
OTIpe/ICIICHHBIN OAJIT B 3aBUCUMOCTH OT 3HAYMMOCTH 3TOTO CUMIITOMA B TUATHOCTHUKE 3a00JICBaHMS.

Kittou (mHTEpTIpeTanus): mpu cymme 06amuioB 6ojiee 6 BEPOSATHOCTH JUATHO3A CUUTACTCS BBICOKOM

UHC Cenesenka Nevens Nerkue Heouaransinsi Alsates
nepnop CeMEenHbIN
Cnnewno- Neroynuie
Meranua wHduabTpaTHl
lenactmyeckan 3aramHan
KaTannekcua menrtyxa
Boasuka Poautenu
) WM ACUMT munu cubesl
BeprukansuHbin n
HabARePHbIA NPAMOro nnoaa ¢ HN-C
> Gunupybuna
napanwy B3opa
lenarvo-
Meranua

[ononuurensHo AononuurensHo
UHC+ CNAGHOMEranumAa +
Atakcua Arakcus
YmcTeenHasn YMCTBEHHAA \\/ \\/ \/ \/
orTCcTanocThL OTCTanocThL
woro ()

Pucynox 1. Unnekc BepostHoctu nuarnosa HII-C y nereit no 4 ner

[Ipumeuanne: CUMNTOMBI aTaKCHs W YMCTBEHHAs OTCTAJOCTh SIBIISIOTCS JOTOJHUTEIBHBIMH W
YYHUTBIBAIOTCS TOJBKO MPH HAJTMYUH OCHOBHBIX CUMIITOMOB (Te€JacTHYECKash KaTaruIeKCHsl, BEPTUKAIbHBIN
HaIbSAACPHBIN MTapaind B30pa, CIUICHOMETaJIH )

[Tpunoxenue 12
MHpekc BeposaTHocTu anarHo3sa HIM-C y neten ctapuwe 4 netr

HaszBanue Ha pycckoMm si3bike: MHaeke BeposTtHocTH auarHo3a HIT-C y manuenToB ctapiie 4 et

OpurunansHoe Ha3zBanue (ecnu ecth): The NPC-suspicion index.

Hctounuk (opuuuanbHblid caliT pa3paboTuukoB, myOnukanus ¢ Banuaanueit): 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 [62].

Tun (moaYepkHyTH):

- IIKaJia OLIEHKH

- UHJIEKC

- BOIIPOCHUK
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- ApYyroe
Haznauenue: kinMHUYecKas OUArHOCTUKa — OlLleHKa BeposiTHocTd auarHo3a HII-C y manuenToB

crapiie 4 Jer.
Copnepxanne (mabjoH): KaxAOMy W3 CHMITOMOB, xapakrepHblx st HII-C mnpucBamBaetcs
OTIpe/IeIEHHBIN 0aT B 3aBUCHMOCTH OT 3HAYMMOCTH 3TOTO CUMIITOMA B JMArHOCTHKE 3a00JICBAHHUS.
Kitou (unTepnperanusi): Jnaraos 6one3snn Humanna-IIuka tuna C cuuTaeTcsi BEICOKOBEPOSITHOM
npu cymme Oansos 6omnee 70
Y sl . VI o . VY _aa N\
6. COBOKYNHbIA BANA NO WKANE HN-C

BUCLEPANTBHLIE HEBPONTOTUYECKMUE NCUXHMATPHYECKHME

PrcK ouenb BLICOKWRA (40 Gannos | nywKT)

BepmuransHimd waodsadeprni
napanuy 830pG

&
&40 )

lenacmuvecxasn
KOmManaexcus

A0 |

Puck seicoxmit (20 Gannoi | nyuxr)

3amANHOR WEAMYxX0

HOBOPONACHNOIX UL XONECIAT
CHUNEHUE KOSHUMUBHBIX

HI000pOBGHHAR HEOBBACHUMAR DYNEQUE UNL PANHAR
CRNEHOME2ANUR o demeryun

(8 ocvomuese * @ nacm. apems) —
€ LU Oe3 2eNaMOMeanuy

Puck cpegumi (10 6annos |/ nynur)

ATAHCHN, HEYRMOMECTE
HAM HACTHIE NAAeHKA

An3aptpus wnw aucarns 10) Cumnmome: ncuxosa (30)

Ancroumn 10 )

Puck um3aumi (s Gannos / nywkr)

PesncTenTHOCTE N TEpanum —

Nporpeccupyowan S NCHXMATPUYECHUX CHMNTOMOB S

M NPHOGPeTEMHAR MuILLEYHAR )

CNACTUMHOCTS | | Apyrue ncuxmarpuaeckne (=
CHMMTNITOMBE

Puck gononunrensusiit (1 6annos [ nymxT)

Boaawwa nnoga (s) Manoromna
JAAEPMAE NCNXOMOTOPHOTD g
PA3SUTIAN AlecTpyxTnanoe unm
ArpeccHEHoe NOBEACHNE f =
CwBei ¢ BOARHKOR NAORA [ 1 ]| | Cynoporm (napumansssie r===x1 | BARTCHOM: i NARPOCTRODOM e
WKW feHepannIotansie) — BO3pacre
MisoRNOHYC =

Cymma 6annoe No KATEropusm

HomOnHauua kareropui (40 Gannos — aucu&ncux; 40 Gannos — anculuHesp: 20 6annos — wesp&nonx)
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KnuHunyeckne pekomeHgaumm — bonesHb HumaHHa-MNuka tvn C — 2024-2025-2026 (14.10.2024) — YTBEpxaeHbl MuH3gpasom PO

[Tpunoxenue '3
CTtaHgapTHbIM BUAEOMNPOTOKOS ANA KIIMHUYECKOM OLeHKN ABUraTenbHbIX PyHKUUA

Ha3Banue Ha pyccKOM SI3bIKE: BUCOMPOTOKOJI OLIEHKHU JABUTATeIbHBIX (yHKIui mpu HII-C

OpurunanbHoe Ha3Banue (eciu ectpb): Standard video protocol for clinical assessment

Hctounuk (opuIManbHBIN CalT pa3paboTumkoB, myOnukamus c Bamupanuei): 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 [63], Tun
(moUepKHYTH):

- IIIKaj1a OILICHKN

- HHACKC

- BOIIPOCHUK

- Ipyroe (BUAECONPOTOKO JJIsl OLIEHKH IBUTaTEIbHBIX (PYHKIINA)

Haznauenwue: kimHMYECKass TUAarHOCTUKA — OI[EHKA JIBUTATENbHBIX (YHKIIUN 10 Tepanuu u Ha (poHe
JIeYCHUS

Conepxanve (11abI0H): BUACOPETUCTPALIAS OCHOBHBIX CHUMIITOMOB, XapakTepHbIx st HIT-C.

Kirou (uaTEpnipeTarus): momoraet 3adMKCHpOBaTh OCHOBHBIC KiMHHYeckue mpossieHus HIT-C u
OIICHUTH JTUHAMHKY UX U3MCHCHHI Ha (DOHE JICUCHUS

BuaeonporokoJ

1) Peus (30-45 ¢)

- [Ipousnecute dpa3zy, Hanpumep, "[IpuBeT, ceroans uynecHbii AeHp" (3 pasza)

2) JIBwkeHus pyK

- CxuMmaHue U pazkuManue Kucten (5-10 pa3 kaxmoin)

- [IpoTuBOMOCTaBIIEHUS OOJBILIOTO MAbIA TOOUYEPETHO C KAXKIBIM MaIbIeM

- [TanprieHOCOBas MpoOa ¢ OTKPHITHIMU T1a3aMu (5-10 pa3 ¢ Kaxa0i CTOPOHBI)

3) CrostHue u X002 00CHKOM

- Crostaue: cronsl BMecTe (15 ¢)

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

- Xonp0a + HopManbHBIN MToTyo60poT (15 ¢)

- Tanpemnas xoap0a (cTomsl ogHa 3a Apyrou) (15 ¢)

4) IluceMo/pricoBaHue (IOMUHAHTHAS PYyKa)

- Hanumure ¢pa3y, nanpumep "Ceroans dynecHbl neHs". [[is MalleHbKMX AeTel: chenaiTe
PUCYHOK WJIH CIIUPAIIb

- CxonupyiiTe CTpaHUIlY

5) ABmxeHus ri1a3

- CamMonpou3BOJIbHBIEC IBHKEHHUS IJ1a3: BBEPX, BHU3, BIIPABO, BJICBO (JBa IIMKIIA)

- CnexxeHue ria3amu (3a majblieM): BBEPX, BHHU3, BIIPABO, BJIEBO (J1Ba pa3a, OLIEHKAa CKOPOCTH)

[Ipumeuanue: [lanmeHTsl MIIQJEHYECKOTO BO3pacTa € HEOONBIIOW BEPOSITHOCTHIO CMOTYT
BBITIOJIHUTh HEKOTOPBIE TECTHI, YINOMSHYTBIC BBIIIE; BHACO3AMUCH JOJKHA MPOBOJUTHCS C COTJIACHUS
poauTeNsl WM ONEKyHa Yy MAlMeHTOB JETCKOrOo BO3pacTa WM C COTJIacHsl TAallMeHTa, €CIM OH/OHa
SIBJISIETCSL B3POCIIBIM.
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Hoggsle, n3nannsie B 2020-2024 rr. 1 odpunmuanbHo yrBepkIEHHbIE MuH3apaBom PO,
KIIMHUYECKHE PEKOMEHAALNHU (PYKOBO/ICTBA, IPOTOKOJIBI JIEUEHHSI) — HA HALLIEM CalTe.
HHurepHer-cepuIKa:
http://disuria.ru/load/zakonodatelstvo/klinicheskie_rekomendacii_protokoly_lechenija/54.

Ecnu roe-To keM-To TaHHBIN JOKYMEHT OBbLIT paHee pacredartaH, JaHHoe m3o0paxenue QR-koma
MTOMOYKET BaM OBICTPO MEPENTH MO CChUIKE ¢ OyMaKHOW KOMUHU — B HEM HaXOJUTCS 3Ta CChLIKA.
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