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TepMuHBI U onIpeaeICHUS

CyOcTpar-peayuupymomasi Tepanuss — IOXHW3HEHHOE BBEACHME IIpenapara, BIUSIOLIEIO Ha

MeTabo0JIM3M HaKalIMBaeMbIX CyOCTpaTOB, y MAIIMEHTOB C HApylIeHUEM OOMEHa BEUIECTB.

JInzocomHbie 00/1e3HM HAKOMJIEHUSI — TPyNra HACIECICTBEHHBIX MOHOTCHHBIX 3a00JICBaHUA,

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



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



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

bonesnr Humanna-Iluka, tTuna C (HII-C) sBnsiercs penkuMm HACIEACTBEHHBIM MYJIbTUCUCTEMHBIM
3a0oneBanneM. XapakTtepHole HeBponoruyeckue mnposineHuss HII-C  — mmazonBurarenbHbie
paccTpoiicTBa B BHUJIE€ HapylIeHUM cakkaauueckux nawxkeHud mma3z (CHI) wunm BepTUKaIbHOIO
HaabsiepHOro napanuya B3opa (BHIIB), Mmo3xeukoBble HapylIeHUs (aTakcusi, ITUCMETPUs), AUCTOHUS,
nu3apTpusi, Aucarus U TelacTU4eckas KaTaruiekcus. Takke y MalMeHTOB 4YacTo HaOIoaroTCs
CYIOpPOXKHBIC TIPUCTYTHBI, pa3BuBaercs smmierncus [1-7, 19, 20]. OO0bdHO Hayago0 HEBPOJOTHYCCKHUX
IPOSIBJIEHUH MPUXOAUTCS HA IE€TCKUI BO3PACT, XOTs BCE OOJIbIIEE KOJIMYECTBO CIIy4YaeB BBISBIISIETCS U
JUAarHOCTUPYETCA B 3pEJIOM BO3pACTE B CBA3M C MO3JHUM IIOSBJICHUEM HEBPOJIOTUYECKUX U
MICUXUATPUYECKUX CUMIITOMOB. Pacmpenenenue TalMeHTOB 1O  Bo3pacTy MaHHU(ecTaluu
HEBPOJIOTUYECKUX TPOSBICHUN (Havyamo 3a0ojeBaHUS B paHHEM JETCKOM, IIO3IHEM JETCKOM,
IOBEHWJIBHOM M IOJPOCTKOBOM/B3POCIOM BO3pPACTE) MOXKET ObITh MOJE3HBIM JI OLICHKU TEYEHUs
3a0oneBanusi M OTBeTa Ha JieueHue. B cenraOpe 2012 Obuim onmyOaMKOoBaHbBI OOHOBJICHHbBIE
pEeKOMEHIalliK, BbIpabOTaHHBIE B XOA€ odepeaHoro coBemanus B Ilapmke, ®dpannus rpymnmnoi
MEXTYHApPOIHBIX 3KCIepToB, B 2018 rony 0OHOBIEHBI pEKOMEHAAIIMU IO CEJIEKTUBHOMY CKPUHUHTY U
nuarnoctuke u gedenuto HII-C [8, 19, 20].

OT60p MaruMeHTOB IJsi AUATHOCTUKH OCYIIECTBIISIETCS HA OCHOBAHHMH CEJIEKTMBHOTO CKPUHMHTA —
BbIJICJICHUE TPYIIbl MAalMEHTOB, UMEIOIINUX XapaKTepHbIE JUIsl JAaHHOTO 3a00JeBaHUsl KIMHUYECKHE
CUMIITOMBI (BHCIIEpaJbHbIE, HEBPOJIOTUYECKHUE, MCUXUATPUUYECKHUE), IS MPOBEICHUS JalbHeHIIero

nabopatopHoro TectupoBanus [20].

[Ipu HanMuMUK COOTBETCTBYIOLIEH KIIMHUYECKON KapTUHBI JUArHO3 MOATBEPKIAETCS OMOXUMUYECKUMHU

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



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

[IpuunHoit 3a00€BaHUsI SBISIOTCS MaToreHHbIe BapuaHThl B TeHaX NPCI (B 95% cnydaeB) unu NPC2
(okonmo 4% ciydaeB), YTO BeACT K HAPYIICHUIO BHYTPUKJICTOYHOTO TPAHCIIOPTA JIUMHAOB U
HAKOTICHUIO XOJIECTEPHHA M TIMKOC()UHTOIUIMUIOB B TOJIOBHOM MO3T€ M JAPYTUX TKaHAX. Tum

HaCJIEJIOBAHUS ayTOCOMHO-PENECCUBHBIM [13].

I'ensr NPCI wm NPC2 xomupyiloT O€lIKH KICTOYHOM MEeMOpaHbl, OTBEYAIONIME 3a TPAHCIOPT
XOJIECTepUHA W JUNUAOB BHYTPh KieTku. NPCI OTHOCHUTCS K CEMEHCTBY T'€HOB, KOAMPYIOITUX
MeMOpaHHO-CBSI3aHHBIE CTEPOIIYBCTBUTENbHBIE Oenku. Ha kietounpix mozpensix npu nedexrax NPCI
YCTAHOBJICHO HapyIIeHWE BHYTPUKIETOYHOTO TpaHcmopTa (d(ddurokca) cBOOOTHOTO XOJECTEpHHA,
MIOIVIONIAEMOTO KJICTKaMH ¢ (DpakiusMy JIMIIONPOTCHHOB HU3KOW IJIOTHOCTH. BHYTpHIN30COMHOE
HaKOIUICHHE XOJIeCTepHHA WHTHOUPYeT aKTHUBHOCTh C(PMHTOMHEIMHA3BI U MPHUBOIUT K HAKOTUICHUIO
cUHTOMHENTMHA B KIIETKaX MapeHXMMATO3HBIX OpraHOB (TICUCHH, CEJIE3CHKH, MOYKAaX) U HEPBHOU
cucreme. [lpm MHKpOCKOIMM BO BCEX OpraHax OOHApYKHBAIOTCS «IEHUCTBIC» KIETKH, TakK
Ha3biBaeMble KiIeTKM Humanna-ITuka. [Ipu uwcmonbp3oBaHuy crieliiUUECKUX OKPACOK ITUTOIIA3Ma
TUCTHOLIUTOB TpUOOpETaeT LBET MOPCKOMl BoiHBI («sea-blue histiocytes») u3-3a oOTIOXKEHUS
JUIMONUTMEHTa Wwin nepouga. OIHAKO ATH KIETKHM He Tak TUnU4HbBI s Oonesnun HII-C, kak mns
tunoB A u B [1,12].



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

3aboneBanne maHdTHUYECKoe. YacTora 3aboneBanus coctaBisier B cpeadem 0,66-0,83 wa 100 000

YKUBBIX HOBOPOXKJIEHHBIX [13].



1.4 Oco0eHHOCTH KOAUPOBAHHUSI 3200/ 1€ BAHUSA WJIH
COCTOSIHUA (IPyNIIBI 3200J1€BaHUIl HIH COCTOSTHHIA) 110
MexayHapOAHOH CTATHCTHYECKON KJIacCH(PUKAIMU
0oJ1e3Hed U NPodJIeM, CBA3AHHBIX CO 310POBbEM

E75.2 — Jlpyrue cuHTOIUTHIO3HI.



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

HIT-C oTHOCcWTCS K JIM30COMHBIM OOJIE3HSIM HAKOIUICHHS, IOATPyIIe CQOUHTOIHITHIO30B.
Knaccuduxamus HIT-C ocHoBana Ha Bo3pacte manudecranuu 3aboneBanus [12,13]. B nacrosiee
Bpems puHATH crneaytomue Gopmer HII-C: nepunaransHas (Hadaio B Bo3pacTe <3 MECAIEB), paHHSS
MiaZeH4Yeckas (B Bo3pacTe OT 3 MecslIeB 10 2 JIeT), MO3aHss MiIajJieHueckas (B Bo3pacte 2 110 6 JieT),

I0OBEHWIbHAs (B Bo3pacte 6-15 net) u moapocTkoBasi/B3pocias (B Bo3pacte crapuie 15 ner) [3, 12, 13].



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

HII-C sBasieTcst MylbTUCUCTEMHBIM 3a0osieBaHueM. KiMHUUYeckne MpOosiBIEHUs, KOTOPbIE YKa3bIBAIOT
Ha BO3MOXHBIM jguarHo3 HII-C, Bkimrouaror B ceOs BHUCHEpadbHBIC, HEBPOJIOTUYECKHUE W
NCUXMATPUUYECKUE CUMITOMBI. BripaxkeHHOCTh KimHu4eckux npossieHnid HII-C B pa3HoMm Bo3pacre

npuseneHa B [Ipunoxxennn A3.2.

Yactro mwnabmromaercs paznuuHoe kiauHu4eckoe Tteduenue HII-C 'y cubcoB, HecmoTps Ha
TOXJIECTBEHHOCTh Te€HOTUIA U Ouoxumuyeckoro denoruna [8, 12, 13]. [lamueHtsl, ponuBuirecs c
TSKEJION MepuHaTaibHOU (POPMOI, MOTYT UMETh CUOCOB C HAYaJIOM HEBPOJIOTMYECKUX MPOSIBICHUM B

JIETCKOM WJIU MOAPOCTKOBOM BO3pacTe.
HeBpoJsiornueckue nposiBJieHUsI.

HeBponornueckne napymenust npu HII-C yacTto pa3BHUBAarOTCA IOCTENCHHO, JCOIOTHUPYS TaKHMMHU
Hecnenu(pruIecKuMy CUMIITOMaMHU KaK CHIDKEHHE MBIIIEYHOTO TOHYca (IICHTpalibHAs TUIIOTOHUS ) W

YaCThIC MaJACHMA, HCYKIIIOXKCCTDh B CIIydasX Hadalia 3a00JICBaHUs B cTapmeMm JCTCKOM BO3pacTe.

B cnyuasx ne6rora HII-C B panHeM 1 mo31HEM MIIaJIEHYECKOM BO3pACTE OOBIYHO BO3HUKAET 3a/ICPKKa
WJIM OCTAaHOBKA PEYEBOTO PAa3BUTHS, B UACTU CIYyYaeB PErPECC PEUEBBIX HABBIKOB C 3a/I€PKKON 00ILIETO

KOTHUTHUBHOTO W/WJIM MOTOPHOTO pa3BUTHA Wiu 0e3 TakoBoi [3, 5, 8, 13, 19, 45].

Hauunas ¢ mo3maHero MiaJeHYecKoro BO3pacTa M CTapilieé 4acTo HAOJIONAETCsl OJAMH UM HECKOJIBKO
MO3KEUKOBBIX cUMNTOMOB. K TunuyHeiM HeBponornueckuM mnposiBiaeHussMm HII-C  otHocsTCs:
HapyUIEHHWE MOXOJIKU, MO3KEUKOBasl aTaKkCHsl, TUCTOHUS, TUCMETPUS], TUCANUATOXOKHUHE3, TU3APTPUS U
nucdarusi, rexacTHUecKas KaTaluieKCHs, STWICNTUYECKUE MPUIAIKU, HEHPOCEHCOpHAs TYroyXoCTb
[1-8, 13, 19].

Mo3zoiceurkosas amaxcusi ABASICTCI 4aCThIM MNPOABIICHUEM B ClIy4dasax MaHI/I(l)eCTaHI/II/I 3a00JICBaHUS BO

B3pOCJIOM BO3pacCTe.

[ucmonus cBsi3aHa ¢ MOPAKEHUEM I10JIOCATOTO TeJla U YacTO MaHU(peCTUpyeT (PoKaIbHOM AUCTOHUEH,
nopakaromed KUCTH U JuIo. [eHepann3oBaHHAs TUCTOHHUS MOXKET TMPOSBIATHCS HApyIICHUEM
NOXO/IKHU, MATOJOTHUYECKUMU mo3aMu. OCTpbIl MUOKIOHYC WIA MUOKIOHUYECKUL MpemMop MOTYT
pa3BUBATHCS 10 MEPE MPOTrPecCUPOBaHUs 3a00JI€BaHUS WJIM WHOTAA BO3HMKATh HA PAHHUX CTaAMIX

paszsutusa HII-C.

[ucgpacuss MOXET TOSABIATHCA HA pAHHUX CTagusAx 3a00eBaHUS WM pPa3BUBAThCSA MO3KE MU
MIPE/ICTABIISICT CEPhE3HYI0 MPOOIEMy ISl KIMHUYECKOTO BEIEHHUS OOJBHOTO, MOCKOJIBKY CEpPhE3HO
HapylIaeT BO3MOXKHOCTh CaMOCTOSTEILHOTO MUTAHUS HA MO3JHUX CTaAUAX 3a00JeBaHUs, MOBBIIIAS
PUCK acmupalu U, BCJIEIACTBHE OTOrO, CEpPhE3HbIX JeroyHbix uHpekuuid. Jucharus moxer
HAUMHATBCS C MPOCTOrO MOMEPXUBAHUS WM KalUIsl MpU MpUEME MUILK, OOBIYHO MpU yHOTpeOIeHun

KUIKOCTHU.



OxynomomopHwvle HapyuwieHus SIBISIIOTCA oTnuuTenbHbIM Tpu3HakoM HII-C, wabmromatores y 81%
NAlMeHTOB IO pe3yJibTaraM KpPYIMHOMACIITa0HOTO PETPOCIEKTUBHOIO HccienoBaHust [9], oObIUHO
HAYMHAIOTCS B CTAapUIEM MIIQJICHYECKOM BO3pPACTE€ C HAPYLIECHUS CAKKaJUYECKUX JBMKEHHUU Ivia3
(CAI"). Hapymeanst CJII" MOTYyT OBITH IPOMYIICHBI ITPH KIMHUYECKOM OCMOTPE, €CIIH HE OIICHUBAIOTCS
CaMOIIPOM3BOJIbHBIE JIBMXKEHUS IIA3HBIX sI0JOK. /[aHHBIA CUMIITOM BBISIBJISIETCS MPAKTUYECKH Y BCEX
nanuenToB ¢ HII-C npu nmpaBuiibHOM 0OCi€OBaHUHU, M pealibHas PacHpOCTPAHEHHOCTh JaHHOTO
CHUMIITOMA, BEpOSTHO, HEAOOLleHUBaeTcs. llepBOoHaYaIbHO NOPAKAKOTCA BEPTUKAIBHBIC JIBHIKCHUS
J1a3, 3aTEM MPUCOETUHAIOTCSA HApyIIEHUs TOPU30HTAIbHbBIX cakkan [3, 8, 12, 13, 16, 29]. 3HauanbHO
CTpaJaloT TOJILKO CaMOIPOM3BOJIBHBIE CAKKAIMUECKUE JBUKEHUS, a MEJICHHBIC TUTABHBIE CIEISIINE
JIBUKEHUS T71a3 MOTYT ObIThb HOpMasibHbIMH. CO BpeMEHEM 53TH HapyLIeHUs MPOTPECCHUPYIOT 0
MOJHOTO BEPTUKAIBLHOIO HAIbSACPHOTO mapainya B3opa [13, 19], HaunHaAsACH ¢ MPOrpeCCUPYIONIETO
YMEHBILIECHUSI CKOPOCTH CAKKAJIMUYECKUX JBUKEHUHN (XOTs BpeMs 3aJIEPKKH CAKKaIUUECKUX JIBHXKCHUHN
OCTaeTCsi HOpPMaJbHBIM), MPUBOAS K TIIOJHOMY [apajudy CakKKaJW4YeCKUX JABWKCHHM Iv1a3.
BecTubynookynsapHsiil peiaekc 4acTo COXpaHeH B T€UEHUE JJIUTEILHOTO BPEMEHHU, YTO MOJITBEPKIAET

TOT (baKT, 4TO Iapajiimd B3opa ABIACTCA HeﬁCTBHTGHBHO HaAbAACPHBIM II0 CBOEH Opuposac.

Kamannexcus sBAS€TCSI OTHOCUTENIBHO CIIEM(PUYHBIM U YaCThIM HEBPOJOTHUYECKUM mpu3Hakom HII-
C, HabmromaemMbIM, B 11€710M, OOJIee YeM Y MOJIOBUHBI MarmeHToB. OHa peke HAaOMoIaeTCs y MarueHTOB
paHHEro JCETCKOTO BO3pacTa, dalle OTMeYasch B Ciydyasx Hadaja 3a00JieBaHUS B TIO3THEM
MJIaJICHYECKOM M FoHomeckoM Bospacte [3, 13, 19]. Karannekcusi nposiBisieTcsl BHE3AHOW MOTEPEN
MBIIIIEYHOTO TOHYCa B HOTax WJIM, WHOTJA, B YEIIOCTH WJIM I€€ W IPOBOLMPYETCS SMOIUSIMH,
HampuMmep, CMexXoM (TelacTUdecKkas Kararjiekcus). JlaHHBIA MPU3HAK JIETKO MPOIYCKAeTCS M 4YacTo
OIMOOYHO MHTEPHPETHPYETCS] KaK BTOPUYHBIC NAJCHUS W3-32 aTaKCHU WJIM KaK aTOHUYECKHE

OHUJICIITUICCKHUC ITPUCTYIIBI.

Onunenmuueckue npucnynsl pexxe HaOTIOMAIOTCS y MAMEHTOB C Ha4yaJoM 3a00JIeBaHUS B PaHHEM
MJIaJICHYE€CKOM MJIM B3pocioM Bo3pacte [13, 19], yuem B ciydasix ¢ HayajaoM 3a00JieBaHMsI B MO3/IHEM
MJIQJICHYECKOM M IOHOIIeckoM Bo3pacte. Y manueHtoB ¢ HII-C moryt oTmeuarhcsi J1I0ObIE THIIBI
AMWICNTHYECKUX  MPUCTYNOB  (mapuuaibHble/(DOKambHbIE, TeHEpaTU3UpPOBAaHHBIC,  a0CAHCHI,
MHUOKJIOHUYECKUE, TOHUKO-KIOHUYECKHUE); MPUCTYIbl MOTYT 3HAYUTEIbHO OTIMYATHCA IO

MHTEHCUBHOCTHU U YaCTOTE.
Hetipocencopnas myzoyxocms 4acTo BCTpedaeTcs Ha npaktuke [12,13.46,47].

llepugepuueckas Hetiponamus ABIAETCS peAKUM ocioxkHeHreM y nanuentoB ¢ HII-C, kotopoe moxeT
HaOmofaTbesl MpU MiageHdYeckux ¢opmax. OHa HHUKOTJAa HE HaOmogansach B Cydasx Hadaia

3a00J1€BaHMs B IOHOIIIECKOM WJIM B3pocyioM Bo3pacte [12,13,19].
KornuTuBHbBIC HAPpYLICHHS.

CHudicenue koenumuenvix ynxyutl Hadbmonaercs npaktuuecku y Beex naunenton ¢ HII-C ¢ nebrotom
3a00yIeBaHMsI B IOJPOCTKOBOM/B3POCIOM BO3pAcTe, HAUMHAsI C OINPEACIICHHOIO MOMEHTA pPa3BUTHUS

3a0071€BaHMsI, HO PEAKO PACIIO3HACTCS B IETCTBE Ha paHHUX dTanax passutus HII-C [1, 7, 13, 19].



V manueHToOB ¢ Ha4yaJioM 3a00JICBaHUs B no3AHEM MJIAACHYCCKOM M IOHOIIECKOM BO3pacTC OTMCYAIN

IUIOXYHO HIKOJIBHYIO YCIIEBAEMOCTb U 3aTPYAHEHUSI PU OO0yUEHUU.

Koruutusnsie Hapymenus npu HII-C, B 0CHOBHOM, HauWHAIOTCSI € IOOHO-TIOJJKOPKOBBIX PACCTPOUCTB
U XapaKTepU3UPYIOTCS CHUKEHHEM MCIIONHUTENIbHON (YHKIMM U CIOBECHOM MNaMATH, a TaKke

YMEHBIIEHUEM CKOPOCTH 00paboTKu MHPOPMALIUU.

IIpu mporpeccupoBannu HII-C, y mamueHTOB oTMedaeTcsi Ooiiee sIBHOE YXYAIICHHE KOTHUTUBHBIX
(yHKIMI, Benyllee BO MHOTHUX CIIy4asX K BBIPQXKEHHOW AEMEHIMU C IpyObIM JUCPETYISATOPHBIM

CUHJPOMOM U HapylleHueMm namstu 15, 19, 23, 27].
Ilcuxuarpuyeckue NposiBJICHMS.

[TammmenTrr ¢ HIT-C ¢ mauanom 3abo1eBaHus B TOIAPOCTKOBOM/B3POCIOM BO3PACTE YacTO JICOIOTHUPYIOT
MICUXUYECKUMH TPOSBICHUSAMH, TaK)KE€ COOOINANIOCh O MalMeHTax ¢ MaHuecTalueil 3a00IeBaHus B
IOHOIIIECKOM BO3PACTe C MOBEACHYCCKUMHU OTKJIOHCHHMSIMM B aHAMHE3€¢ M JIPYTUMH HPOSBICHUSMHU,

oOpalaBmmxcs Mo3Ke Mo MOBOY TICUXUYECKUX 3a0oeBanuii [15].

VY manueHToB ¢ HadaioM 3a00eBaHUS B IOHOIIECKOM BO3pPacTe€ 4YacTO HAOMIOMAIOTCS MPOOIEeMbI
MOBEJICHUSA, HapylieHue OOy4YeHHs, PaCCTPONCTBO OSKCIPECCHBHOM peud, CUHAPOM aedunura
BHUMAHWUS C TUNIEPAKTUBHOCTHIO [1, 2, 7, 13, 19].

Ilcuxo3 ¢ MU30(PPEHONOAOOHBIMU TPOSBICHUSIMHU SIBISETCS YaCThIM CHMITOMOM Yy MOIPOCTKOB/
B3pocibix nanueHToB ¢ HII-C, ormedaercs ¢ wactoroit 1o 25% ciryyaeB. KiimHn4eckue nposiBIeHUS
9acTO HEOTAMYMMBI OT MIM30(DPEHUH C TUMUYHBIMU CIYXOBBIMHU TaJUTIOIMHAIUSMU, OpPEIOBBIMU
UIEeSIMH, PACCTPOMCTBOM MBINUICHUS U TMOBEIEHUS, MOTYT HAONIOAaTbCs MapKephl OpraHHYECKOro
IICUX03a, B TOM YHCIE 3pUTEIbHBIC TaJUIIOIUHALMK, HApyUIEHWE KOTHUTUBHBIX (QYHKIUN U

PE3UCTEHTHOCTh K NICUXOTPONHOM Tepanud [19, 20].

Taxxe MOXkeT HaOMIOMAThCS KamamoHus, HandoJiee YacTo — y MAIMEHTOB C HaYaJIoM 3a00JIeBaHUS B
paHHeM Bo3pacte. OHa 4acTo HE MOJAACTCS JICUCHUIO U MOKET CUYUTATHCSA MPU3HAKOM OPTraHUYECKOTO
MICHXHYEeCKoro 3aboneBanus [12, 13, 19].

COO6H.[3JIOCB O APYIr'uX CCPLC3HLIX IICUXWYCCKUX ITPOABICHUAX, BKIIIOUAsA ACIIPCCCULO, 6I/II'IOJ'ISIpHOG )41

00cecCUBHO-KOMITYJIbCHBHOE paccTpouicTia [8, 9, 13, 15, 24].

B3pocibie B Bo3pacrte crapiie 30 jeT yamie o0palarTcs ¢ AUCPETYISITOPHBIM CUHIPOMOM, KOTOPBIN
XapaKTEPU3UPYETCS HAPYIIECHUSIMHA TOPMOKEHHUS], IUIAHUPOBAHUS U OPTaHU3aLNH, a4 TAKKE CHIKEHHEM
KPUTUYECKOM CaMOOIICHKHM M KOTHUTUBHOW TMOKOCTH, BO3HHMKAIOIIUX PaHBIIE Pa3BUTHs HAPYIICHUS

naMsTH U APyTux oOnacteid mo3Hanus [19].

Bucuepanbsubie nposisinenusi. Bucuepansubsie cumntoMbl HIT-C BriTto4atoT B ce0st mopa)keHus e4eHH,

CEJIC3EHKH, JIETKUX U IPYTUX OPTraHoB.

[Ipossnenus 6one3nn HII-C B HeoHaranbHOM nepuosie orMmevaercs B 45-65% cimydaeB. Haubonee

pPaHHHUM KIMHHUYCCKHM IIPOSABICHUCM, HE3aBUCHUMO OT KJIWMHUYECKON CI)OpMBI 336OHCB21HI/I${, ABIIACTCA



CUHAPOM  XOllecTa3za, HO  MOXET  OTMEYaThCs  HM30JIMPOBAaHHAS  CIUICHOMETANHs  WIH
renarocruieHoMeranus. Takke y psjia NalueHTOB OMMCAHO HE3HAUYUTEIbHOE/YyMEPEHHOE MOBBIILIEHUE
aKTUBHOCTH aJlaHMHAMUHOTpaHc(depa3bl M acmapraraMuHOTpaHc(depasbl B KpOBU U (CHHAPOM
nutonusa). Kpome TOro, coobmanocs O CIOydasX HEMMMYHHOH  BOMSHKH,ACIHTA |
refnaTtocyieHoMeranuu mioaa. CuyuTaeTcsi IaTOrTHOMOHUYHBIM COYETaHHE X0JIeCcTa3a CO 3HAYUTENbHOM
CTENEHBIO BHIPAXKEHHOCTHU CIJIEHOMETaJuu 0€3 MPU3HAKOB MOPTaIbHOM runepreH3uu. B OonblnHCTBE
Clly4aeB TMpPHU3HAKH XOJECTa3a MpPU ITOM 3a00JI€BaHUHM CaMOMPOU3BOJIBHO pasperaroTcs K 6-8-my
MECAIly U3HU, TP ITOM YyBEJIMYEHUE TMEYCHH M CEJIE3CHKU COXPAHSETCS elle JJIUTEIHbHOE BpPEeMs
[17]. B 10% cnyuaeB npu panneir manugecrauuu HII-C nmeeTr MOTHUEHOCHOE TEUEHHUE C Pa3BUTHEM

MEYEHOYHON HEJIOCTATOYHOCTH U JIETAJIbHBIM UCXOAOM B T€UEHUE MEPBOro roja xxkusuu [17, 19, 20].

HeonaranbHbIi X0JIeCTa3, TCIATOCINICHOMCTAJINS WM HM30JIMPOBAaHHAA CINUICHOMCTAJINUSA B aAHAMHC3C

JacTO OTMCHAKOTCA Yy IMAaIMCHTOB C HAYaJIOM 3a00JICBaHUS B pPaHHECM U CTapmIcM JCTCKOM BO3pacCTe.

Y nmamueHTOB C HadaioM 3a0oieBaHUs B 0Oojee cTapiieM BO3pacTe TemaroCIUICHOMeTraus/
U30JIMPOBaHHAS CIUICHOMETANIUS SIBISETCS OOBIYHO OECCUMITOMHONM M 4YacTO KIWHUYECKH HE
pacno3HaeTcsi, 4To Tpedyer, B ciuydasx mnopo3penus Ha HII-C, mpoBeneHusi yapTpa3BYKOBOTO
WCCJIeIOBaHUsl OpraHoB OpromHON monocTH. [lo nMeromumMest faHHbIM TpuOIu3uTenbHO v 15% Beex
narueHToB ¢ HII-C u modtu y moSOBMHBI MalMEHTOB C HadajioM 3a00JIeBaHHs B IMOIPOCTKOBOM/
B3pPOCJIOM BO3pacTe€ OTCYTCTBYET YBEIMYEHUE DPa3MEPOB MeueHUu U cene3eHku [15]. Opgnako st
JaHHBIE HE OTPAXAIOT HUCTUHHYIO PACIPOCTPAHEHHOCTh TEeMaTOCIJICHOMETaInd, IOTOMY YTO

yABTPA3BYKOBOE MCCIICOBAHIE OPTaHOB OPIOIIHON MOJIOCTH YacTO HE MPOBOIUIOCH [15].

B To Bpems kak criieHoMeranus npakTuuecku Bceraa Hadmogaercs npu HII-C, renatomeranus pexe
HaOmogaeTcss 'y B3pochbix [19]. YV mammeHToB ¢ HEHpOAETreHEpaTWBHBIMU WM TICUXUYECKUMHU
HapyLICHUsAMH, HAJMYUE HU30JMPOBAHHOM CILUICHOMEraJluu IIPU OTCYTCTBUHU IIPU3HAKOB IOPTAIbHOMN
TUIEPTEH3UH U 3a00JIeBaHUs NIEUEHH B 3HAYUTENIbHOM Mepe mo3BouigeT npenmnonararb Haauuue HIT-C

[19].

llopasxcenue neckux 6 6uoe UHGUILIMPAYUU NEHUCNBIMU MAKpOpazamu CeA3aHO0 C N1e20YHbIM
ANbBEONAPHLIM NPOMEUHO30M, KAK NPABUNo, HAOII00Aemcs UCKIIOUUMETbHO Y NAYUEHMO0E C PAHHUM
Hauanom 3abonesanus uau y nayuenmos ¢ mymayusmu 6 2ene NPC2, 6 omauuue om nayuenmos c
NPCI, y xomopuvlx pecnupamopHvle OCHO0NCHEHUs OObIYHO BO3ZHUKAIOM U3-30 PEYUuOUSUPYIOUUX
acnupayui  u ungexyuu. [13,19,48].BucuepanbHbple MpOSBICHUSA, MPU HMX HAJIUYUM, BCErna
MPEIIECTBYIOT HEBPOJIOTMUYECKMM cumnToMaM. bojee Toro, Bo3pacT Hadala MaHH(ECTaluu
BHUCIIEPAIIBHBIX CUMIITOMOB HE CBSi3aH C BO3pAacTOM Hayaja HEBPOJOTHMYECKUX IPOSBIICHUIA;
HEBPOJIOTUYECKUE CHUMITOMBI MOTYT MOSIBUTHCA YEPE3 MHOTO JIET WIM JaXe JACCATWIETHH IMocie

MOABJICHUA BUCLHCPAJIBbHBIX CUMIITOMOB.



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

Z]MCZZHOS’ HII-C ycmanaeaueaemcsi HdAd OCHOBAHUU COBOKYNHocnu. AHAMHECMUYECKUX aaHHblx,
KJAUHU4YeCKUux ()ClHHblx, pesyilbmanios Jla60pam0pH020 uUcc1e006aHUs (6MOXMMMU€CK020 U MOJIEKYIIAPHO-
ceHemu4ecKkoco anaxzusza). B kaunuueckoti ouacnocmuxe nomoearom WKAJbl OUY€eHKU uHoexca

seposmuocmu ouaznosza HII-C, npusedennvie 6 Ilpunooxcenuu I'l, I72.



2.1 /Kaa100bI 1 aHAMHE3

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

HEeBpOI02UYeCKUMU UIU ncuxuampudeckumu cumnmomamu [13, 19].

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

HeycmaHosieHHblx npudun [13, 19].

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

OMMEUAOMcs HeYKIIoHCeCmyb U yacmovle NA0eHUs No NpuyuHe 21a3o08ucamenvhvix Hapyuenui [13,
15, 19].



2.2 Ou3uKaJbHOE 00CTeI0BAHUE

o Pexomenayercss Bcem nanueHTtam c¢ nonospenueM Ha HII-C npoBeneHue mojsHOro KOMILJIEKCHOTO
oOcienoBanus Juisl Bepu(UKauu AMarHo3a, BKIIOYAIOUIETO B ce0s: OLEHKY aHTPONOMETPUUYECKHUX
nokasaresnei (BO3MOXXHO MOHM)KEHHOE MUTAaHWE, OTCTaBAHUE B POCTE); OLIEHKY HEBPOJIOTUYECKOTO
cTaryca, BKJIIoUas 00sS3aTeNbHYIO OIICHKY OKOJIYMOTOPHBIX (DYHKIMN U (YHKITUU TJIOTaHUS; OIICHKA
IICUXOMOTOPHOI'O ¥ PEYEBOIr0 Pa3BUTHUS C LEIBIO BBIABICHUS 3aI€PKKH IICUXO-PEYEBOTO PA3BUTHS,
OTCTaBaHHUsI B MOTOPHOM pAa3BUTHH, KOTHUTUBHBIX WIH [CHUXWYECKUX HAPYLICHUN; OLECHKA

BHCIIEpATIbHBIX HAPYIICHUH (OKENTyXa, XoJiecTas, renarocmienomeranus) [3, 19, 30-32].

YpoBeHb yoenuTeabHOCTH pekoMeHaannil C (ypoBeHb JOCTOBEPHOCTH J10KA3aTeJbCTB — 4)



2.3 J1abopaTopHbIe JMATHOCTHYECKHE MCCIeI0BAHUS

e Pexomenayercsl uccieqoBaHre ypoBHSI OKCUCTEPOIIOB (XonecTaH-3-6era,S-anbda,6-6era-Tpruona u
7-KeTOXOJIeCTEpHHA) B IJIa3M€ KPOBH METOJIOM BBICOKOI((HEKTUBHON 3KUJIKOCTHOU Xpomarorpaduu
TaHJIEMHON MacC-CIIEKTPOMETPUH (KOMITJIEKC MCCIEAOBAHUM JUIsl TUarHocTuku Oone3nu Humanna-
[luka, Tim C) B KayecTBE [WAarHOCTHYECKUX TECTOB TIEPBOWM JIMHWM BCEM TMAallUEHTaM C
KJIIMHUYECKUMHU MTpu3Hakamu Oone3nn Humanna Iluka, Tun C ¢ uenbio Bepudukauuu amarsosa [3,
8, 13,19, 20, 30-32].

YpoBenn yoenureabHocTH pekomenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 4)

KommenTapuu: nossiuienue yposHs npodykmoe OKUCLeHUs xoiecmepuna (xonecmau-3,5,6-mpuona u
7-kemocmepona) y atooeu ¢ namoeerHvimu apuanmamu 6 cenax NPCI u NPC2, no oanubim
nYOIuUKayut, sA61Aemcs UYy8CmMeUmenvbHblM U cneyuguueckum mapkepom o0as ckpununea HII-C.
Ypoeenv dannvix memabonumog He nogviuiaemcs y nayueHmos ¢ OpyeuMu Heupooe2eHepamueHbiMu
3abonesanuamu. Onpedenums 3mu COeOUHEHUSI MONCHO C NOMOWbIO Memo0od 23080l Xxpomamozpaguu

macc-cnexkmpomempuu (I’ X-MC) umu  evicoxoappexmuenoii  dHcudkocmuou  xpomamozpaghuu
manoemHou macc-cnekmpomempuu (BOKX-MC/MC) [3, 8, 19, 20].

o Pexomenayercsi  uccienoBaHHME ~— YPOBHS — JIM30CHUHTONMIHUIOB  (JM30CPUHTOMHEIINHA,
mu3ocurromuenuua-509, nu3orno0oTpruaswiICPUHIoO3nHa W TeKcauJc(hUHro3uHa) B IISITHAX
BBICYIIIEHHON KPOBH METOAOM BBICOKOA((EKTUBHON >KUIKOCTHOM XpoMaTorpauu TaHAEMHOU
MacC-CIIEKTPOMETPHH (KOMIUICKC MCCIASAOBAHUMN IS JTUarHOCTUKU Oonesan Humanna-Ilwka, Trm
C) BceM nauueHTaM Mpu KJIMHUYECKOM NoJ03peHuH Ha 0one3Hnb Humanna-ITuka, Tun C B kauectse

JUAarHOCTUYECKUX TECTOB NEPBOM JIMHUU C 11eJIbI0 BepuuKauuu auaruosa [8, 19, 20, 33].
YpoBennb yoenureabHOCTH pekoMeHaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 4)

KomMmenTapuu: 6 nabopamopusx, npooosiwux o6ciedosanue, OONHNCHbI Oblmb YCMAHOBLEHbL
cobcmeennbvie pehepencHvle 3HaueHus 0anHvlx Memaoonumos. Takace HeoOX00UMO ommemums, Ymo
HapyuweHue mpebo8aHull K XpPaAHeHUr U MpAHCNOPMUposKe 00pa3yo8 A61emcs NPUYUHOL JTONHCHO
nonodcumenvuwix pezyiomamos [8, 19, 20, 33]. Ilpasuna 3a60pa kposu Ha cmanoapmuyo Kapmoyky-
Gunomp npusedensvi 6 Ilpunosxcenuu A3.3. Onpedenumov 3mu cOeOUHEHUSI MOICHO C NOMOWBIO MEMOOd
I'’X-MC unu BOXKX-MC/MC [3, 8, 19, 20].

e Pexomenayercs onpezenenue mytanuil B rene NPCI (u B rene NPC2 — npu HEOOXOAMMOCTH) B
KPOBH METOZIOM CeKBeHUpOBaHUs 110 CeHrepy (KOMITIEKC UCCIICIOBAHUM JIJIST TUATHOCTHUKHU OO0JIC3HU
Humanna-ITuka, Tun C) manueHTam ¢ KIMHAYECKUMU M OMOXMMHUYECKUMU TpU3HAKaMU OOJIe3HU
Humanna-ITuka, Tun C B mpoiiecce NMOCTaHOBKHU AMArHO3a C LEJNbI0 MOJEKYISIPHO-TEHETUYECKOTO

MOATBEPKIAeHUs quarnosa [3, 8, 19, 20, 32].
YpoBennb yoenureabHOCcTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenrapuu: 6onesnv HII-C obycnoénena namozeHHbiMU/6epOSMHO NAMO2EHHLIMU 8APUAHMAMU
eenos NPCIl u NPC2. 95% cnyyaes cesa3anvl ¢ HykaieomuoHviMu 3amenamu 6 cene NPCI (nokyc

18q11—-ql12), oxono 4% cnyuaes — c eapuanmamu 6 cene NPC2 (nokyc 14q24), npumepno ¢ 1%



cyyaes MONeKyIspHO-eeHemudeckuti degexkm udenmuguyuposams He yoaemcs. B eceme NPCI
onucano bonee 300 Hykreomuouwix 3ameH, oxono 60 paznuyHvix NOIUMOPPDHBIX apuanmos. HMzeecmuo
HECKOJIbKO OMHOCUMENIbHO pacnpocmpanenHulx eapuanmos 6 2cene NPC1, komopule nokanuzosamnsi 6
20-22 sk3onax eena (p.Ilel061Thr, p.Ser954Leu u p.Prol007Ala.), no, 6 6Gonvuwuncmee ciyuaes,

mpebyemcs noiHoe cekgeHupoganue kooupyrowux 3xk30108 2enos NPC1 u NPC2. Hnugopmamusnocme

maxkoeco mecmuposanusi cocmaeisiem oxono 94%. Takoice Mmocym HNpUMEHAMbCA  Memoobl
cekseHUposanus Hoeoeo nokonenus (NGS) — aumanuz nawuenei 2eHo8 Ui KIUHUYECKO20/NOIHO2O
9K30Ma.

Mynemunnexcnas npobosasucumas aueazHas peaxyus c¢ nocieoyiowet amniuguxayuet (MLPA)

NPUMEHAENCA 07151 6bISABICHUS KPYNHbIX nepecnipoex cend.

B paoe cnyuaee cywecmeyrom ob0vekmugHvle mMpYOHOCMU NPU UHMEPNpemayuu pe3yivmamos
MOJEKYNIAPHO-2EHEMUYECKO20 aHAIU3a U OUAcHO3 Modicem Oblmb VYCMAHOBNEH HA OCHOBAHUU

COBOKYNnHoOCmMuU KIUHUYECKUX, OUOXUMUYECKUX U UHCMPYMEHMATIbHbLX OAHHBIX.

llayuenmol, y Komopwix 8visi6ieH MOIbKO 00UH NAMOLEHHbIU/8ePOSMHO NAMO2EHHIL 8APUAHM 8 2eHe
NPCI unu NPC2 Oondichbl Oblmv muyamenpHo 00C1e008anbl, U MHEHUe O OUdcHO3e UlU Bapuanme

HOCUMENbCMEA 3a00/1e6AHUSL COCMABIAEMCSL KOJLeCUAIbHO.

Ilouck namocerHvIX/6ePOSMHO NAMO2EHHBIX 8apuarnmos (ocobenrno 0 eena NPCI) moocem Ovimo
3ampyOHUMENbHLIM U MOJcem mpebosamv KomounHuposaunvix uccieoosanutt JJHK u k/IHK, a maxoice
onpeoenenuss NoCied08amelbHOCMU NPOMOYMEPOS8 U 2TYOOKUX UHMPOHHBIX obaacmell, NOCKOIbKY 8
IMuUX  00OnaACmMAX  MO2YM  HAXOOUMbCA  KPYNHble  Nepecmpouku, oeneyuu U  OYHIUKAYULU.
Mynomunnexcnas amnauguxayus npob ¢ nomowvto aueuposarus (MLPA) moocem Ovimv nonesuotl

07151 OnpeodeseHUs DMUX YUACTKOS.

B paoe cnyuaeg ouacnos 6oneznv Humanna-Iluxa, muna C moorcem Oblmsb ycmaHno8ieH Ha OCHOBAHUU
XAPaKmepHoU KIUHUYEeCKOU KapmuHsl, NOBbLIULEHHO20 YVPOBHS OUOMAPKepPO8 U HAIUYUS OOHO20

namocerHoco sapuarnma.

o PexoMeHnayercsi mpoBeneHre o0O0mMero (KIMHWYECKOTO) aHadM3a KPOBU Pa3BEPHYTOTO BCEM
NaleHTaM ¢ KIMHWYeCKUMHU mpu3HakamMu Humanna-Iluka, tun C B Tporiecce MOCTaHOBKH
JTMArHO3a C IeJIbI0 OIICHKH OCHOBHBIX ITapaMeTPOB KPOBETBOPEHUS, OIEHKH MOPAXKEHUS CEpACUHO-

COCYIMCTOM CHCTEMBI M BBISIBJICHUS BO3MOXKHBIX MH(EKIIMOHHBIX mporieccoB [8, 13, 17, 19, 20, 38].
YpoBenn yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

KommenTapuu: nposoosam uccnedosanue ypoeus obuje2o 2emo2noduna, 3pumpoyumos, 1eukoyumos,
mpomooyumos 6 Kpoeu, OYEeHKA 2eMamoKpuma, Uccied08anue CKOpoCmu 0Ce0aHus d3pumpoyumos,

ougpepenyuposanublil noOcuem i1eukoyumos (etkoyumapHas gopmyna)).

° PeKOMeH)]yeTCH MNPpOBCACHUC aHalln3a KPOBH OMOXUMHYECCKOTO O6LH€TepaH€BTquCKOFO BCEM

magueHTaMm C KIWHUYCCKUMU TIPpU3HAKaMU Oosie3Hu HI/IMaHHa-HI/IKa, im C B mnponecce



INOCTAHOBKHU AHMArHo3a C HOEJbIO JUArHOCTUKH MEYCHOYHOMN HEAOCTATOYHOCTH, OLICHKHU COCTOSHUA

BHYTPEHHHUX opraHos [3, 8, 13, 17, 19, 20, 38, 40].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (YpoBeHb J0CTOBEPHOCTH J10KA3aTeJIbCTB — 4)

KommenTapuu:  npogsoosm  (ompedenenue  akmusHocmu — acnapmamamuHompancgepassl,
AlaHUHAMUHOMPAHcghepasol, J1AKMamaoe2uopo2eHaswl, WenouHoll Gochamaswi, eamma-
2MOMAaAMUIMpancgepaszvl 8 Kposu, UCCIe008aHUue YPoGHs o0Owe2o ourupyouna, Ourupyouna
CBA3AHHO20 (KOHBIOSUPOBAHHO20), XONeCMepUund, Xoiecmepuna JunonpomeuHo8 blCoOKol NIOMHOCMUL,
X0necmepuHa  TUNONPOMEUHO8 HU3ZKOU NIOMHOCMU, MPUSTUYEPUOOS,  albOYMUHA,  2NH0KO3bl,
KpeamuHuna, odwe2o Oeika, Hampus, Kaius, odue2o xaivyus, GudOpuHoceHa 6 Kposu) 6 peoKUX
CYYAAX NPU PaA3BUMUU NeYeHOYHOL HeOOCMAmMOYHOCIU BbIAGIAION CHUMNCEHUE 8 KPO8U noKazamerell,
ompax;carvwux CUHMemu4eckyio @QYHKyulo nedenu: aibOyMuHa, @uoputnozena, 1abopamopibie
nokaszamenu, onpeoessaemvle 0 OYeHKU GHeuHe20 Nymu ceEpmuléaHusl Kposu, xoiecmepuna u op. [3,
8, 13, 17, 19, 20]. B bonee cmapuiem 6o3pacme 1abopamophvle U3MeHeHUss MO2Ym Omcymcmeosanb
unu Haonoodaemcs ymepennoe noegviuenue axkmusrHocmu AJIT, ACT 6 xposu, mpuenuyepudos,
cnudicenue JIIIHII u JIIIBII [3, 19, 20]. B nwobom eo3pacme modxcem HAOI0OO0AMbCA pazsumue

mpomooyumonenuu, 4mo 00yciosiero eunepcnienusmom [3, 19, 20].

o Pexomenayercsi ucCielOBaHUE KOaryjaorpamMmbl (OpUEHTHPOBOYHOIO HCCIEIOBAHUSL CUCTEMBI
remMocTa3a) BCeM NalMeHTaM ¢ KIMHUYeCKUMH npusHakamu Oone3nun Humanna-Iluxa, tun C B
MpOIIECCe MOCTAHOBKHU IMArHo3a ¢ 1eJbI0 OLICHKH MOKa3areyieid CBepThIBAEMOCTH KpoBH [8, 13, 17,
19, 20].

YpoBenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH 10KA3aTEIbCTB — 5)

KomMmenTapuii:  Heobxooumo  npoooums  onpedeieHue  AKMUBUPOBAHHO20 — YACMUYHO20
MpOMOONIACMUHOB020 — BPEMEHU,  MPOMOUHOB020 — 8peMeHU 8  KpOoSU,  NPOMPOMOUHOBO2O

(mpombonIacmuno8020) 8pemerU 8 KpoBU Ul 8 Niasme, UCC1e008aHue YposHs PubpuroceHa 8 Kposiu.

e PexomeHayercst mpoOBeJEHUE HUCCIENOBaHUS YpPOBHS aib(a-(eTonpoTerHa B CHIBOPOTKE KPOBU
ManyMeHTaM ¢ KIMHUYEeCKUMHU Tpu3Hakamu Oone3nn Humanna-Iluka, tunm C B mporiecce
MOCTAHOBKM JHMAarHo3a B KauecTBE JOMOJHHUTEIBHOTO JHUAarHOCTHYECKOTO TMpH3HaKa H B

JTMHAMUYE€CKOM HaOJIOJICHUH B CBSI3M C BEPOSATHOCTH PAa3BUTHS KapIIMHOMBI nieueHu [47,49].
YpoBennb yoenureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)
KomMmenTapmii: 6 ounamuke ucciedosarnue npogooumcsi, 8 cpeonem, 1 pas 6 200

o Pexomenayercsi mpoBeaeHre 001Iero (KIMHUYECKOTO) aHAIW3a MOYH MallUeHTaM C KITUMHUYECKUMHU
npusHakamu Oose3nn Humanna-IIuka, Tun C B nporecce NOCTaHOBKU JAMArHo3a ¢ LENb0 OLIEHKU

COCTOSIHHSI MOYEBBIBOSIIUX IMyTeH U mouek [19].

YpoBenn yoenureabHOCcTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)



Kommenrapuii: y nayuenmos ¢ HII-C 6803M0dCcHO pazgumue HeUpoceHH020 MO4e8020 NY3bips,

pPeyuoUBUPYIOWUX UHPEKYULL MOUEBbIBOOAUUX NYymMell, HUKMYPUU, HENOTHOU 28aKYAYUU MOYU.



2.4 NucTpyMeHTAJIbHbIC JUATHOCTHYCCKUE
UCCJIeA0BAHMSA

e PexkomeHnayercsi MpoBeeHNE MarHUTHO-PE30HAHCHOW TOMOTrpaduu roJJOBHOTO MO3Ta MalMeHTaM ¢
KIIMHUYECKUMU npu3Hakamu Oone3nn Humanna [luka, Tun C B mpoliecce MOCTaHOBKH JTMarHo3a ¢

LETBIO BBISIBJICHUS MMOPaXEHUs roJoBHOTO Mo3ra [8, 12, 13, 19, 20, 38].
YpoBennb yoenureabHOCTH pekoMenaanuil C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — 5)

KomMeHTapuu: 603M02CHO nposedeHue MAacHUumHO-pe30HAHCHOU MOMOo2paguu 20108H020 MO032d C
Koumpacmupoeanuem. Maenumnas pezonancnas momozpagus (MPT) conosnozo mo3zea y nayuenmos
¢ HII-C ¢ no30Hum Hawanom HesponocuyecKux paccmpoucme Ydcmo 6blAsisaem yepedpaibHyo u/unu
MO3HCEUKOBYIO ampo@uio, a MaxxHce 2UNePUHMEHCUBHBIL CUSHATL OM NEePUBEHMPUKYIAPHO2O 0el1020
seujecmea 20106H020 mozea 6 pexcumax T2 u FLAIR y nayuenmog ¢ Hauanom 3a00nesanus 8 paHHem
oemckom 6o3pacme. K Opyeum obracmsam 20108H020 MO32d, KOMOpbvle NPeuUMyuecmeenHo
nopasscaromcs N0 OAHHbLIM HeUpOoBU3YANU3AYUL, OMHOCAMCA 2UNNOKAMA, MALAMYC U NOI0CAmoe meio.
Kpome moco, uacmo mnabnodaemcsi ucmounueHue MO30IUCHIO20 Meld U HEeKOmopoe YMeHbuleHUue
oonacmu cpeoHe2o mozea Ha cpedunwom cacummanvHom cpese. MPT cnexkmpockonus (H-MRSI)
npumensiemcsi 6 Hacmoawee 6pems O OUACHOCMUKU U MOHUMOPUH2A HEKOMOPbIX Opyeux
BDOJCOEHHbIX HapyuwleHUuti obmena e6ewjecme ¢ Hayunou yenvto. [lna ouaenocmuxku HII-C ¢

KJIUHUYECKOU NPaKmuKe OaHHAs Memoouka He noiyyula wmupokozo pacnpocmpanenus [8, 19, 20, 40].

o PexoMeHayetcst mpoBecHNE JEKTpodHIIehamorpaduu marueHTaM ¢ KIMHHYECKUMH TTPU3HAKAMH
0one3nn Humanna Iluka, Tunm C B mpoliecce MOCTAHOBKU JUArHo3a € 1EJIbI0 CBOEBPEMEHHOM

JurarHocTuku snuierncuu [8, 19, 20, 43].
YpoBenn yoenureabHOCTH pekoMeHaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

KommenTapmii: 6osmodcno npogedenue snekmposnyepanozpaguu ¢ 8U0EOMOHUMOPUHSOM, NPU
Heobxooumocmu. C  yenvl0  HA3HAYEHUS  NPOMUBOINULENMUYECKOU  mepanuu  Heooxoouma

KOHCYnbmayus epava-neepoiioca.

o PexomeHayercsi MpOBEACHHUE YIBTPa3ByKOBOTO HCCIEAOBAHUS OPraHOB OpIOIIHON MOJOCTH
(KOMIUIEKCHOTO) BCEM TaIlMeHTaM ¢ KIMHUYECKUMU Tpu3Hakamu 6one3nn Humanna [luka, Tun C B

MpoIIecce MOCTAHOBKY JIMArHO3a C IEJIbI0 BRISBJICHUS CIUICHO-/TenaroctuieHomeranuu [19, 20, 38].
YpoBenb yoenuTeabHOCTH pekoMeHaaunii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

KOMMeHTapI’II/I: makoce — OJisl 6blAGNEeHUs NPU3HAKO8 KAPUUHOMbL NEeYeHU. Hpu BO3MOI€MCHOCMU —

O0ONONIHUMENbHO NPOBOOsM dacmomempuro neuenu [47].

e Pexomenayercsi mpoBeneHUE OIEKTpOHEHpoMuorpaduu  CTUMYISIIIMOHHOW OAHOTO  HEpBa
MalyeHTaM ¢ KIIMHUYeCKUMHU npu3Hakamu 6one3nn Humanna [uka, Tun C B npoiiecce NoCTaHOBKU

JIMarHo3a ¢ LeJIbI0 TUarHOCTUKU nonHelponaruu [38, 39].

KOMMCHTapHI/I: KOJIMYCCTBO UCCIICAYCMBIX HEPBOB OIIPCACIISICTCA KJIMHUYECKOMN CHTyaHHeﬁ.



YpoBenn yoenureabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5).

o PexomeHayercsi mpoBeIeHUE MPOTOHHOM MArHUTHO-PE30HAHCHOW CHEKTPOCKONHMH IMALUEHTAM C
KIIMHUYECKUMU Tpu3Hakamu 0oje3Hn Humanna [luka, Tun C B mporiecce MOCTaHOBKH JUArHo3a ¢
LEJIbI0 TEPBOHAYATIBHOM OLIEHKHU CTEIEHU MOPAaKEHUS TOJIOBHOTO MO3ra, B JIMHAMHUKE — C LIEJIbIO

MOHUTOPUHIA MPOrPECCUPOBaHUs 3a00J€BaHUsA, a Takke OIEHKU 3(PPeKTUBHOCTU Tepanuu [38,
40].

YpoBensb yoeaureabHocTu pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J10KA3aTeJbCTB — 5).

Kommentapuii: H-MRSI nozeonsem o0HO8peMeHHO uzmepsams UHMEHCUBHOCMb CucHanios N-ayemuin
acnapmama (NA), coedunenuii, coodepoicawux xonun (Cho), kpeamun u ¢ocghoxpeamun (Cre),
nakmama (Lac). YV nayuenmoe c¢ HII-C nabniooaemcs chuxcenue ypoeusi NA/Cre 6 nobmou u
memeHHot Kope, nosviuenue yposus Cho/Cre 6 100101 KOpe U NOIY0B8ANbHOM Yenmpe mo3zea. Takoice
OvlIa 0OHapYIIcCeHa Koppensyus mexcoy oaniamu no wkaie xKiunuweckoeo cmaouposanusi HII-C u
omxnoHenusmu 6 pesyromamax H-MRSI. H-MRSI nokasvieaem ouggyznoe nopadicenue 20108H020
mosza y nayuenmos ¢ HII-C, coomeemcmeyouee namonocuieckum ocobennocmam zaoonesanus. H-
MRSI sgnsemca 00beKMUBHLIM U 4YBCMBUMENbHBIM UHCMPYMEHMOM Ol He8PON02UYECKOU OYEHKU
nayueumos ¢ HII-C [40].

L PCKOMCHI[yeTCﬂ IMPOBCACHUC TOHAJIbHOM AYyAUOMETPHU MMAlIUCHTAM C KIMHUYCCKHUMUA IIPpU3HAKAMHA

6one3nn Humanna [uka, Tun C B mporiecce mOCTaHOBKU JUArHO3a € LEJIbI0 OIleHKHU ciayxa [19, 42].
YpoBenb yoenurteabHOCTH pekoMeHaannii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5).

KommenTapuii: ¢ yenvio oyenxku ciyxa makoice mMocym npo8ooumuvCs ciedyroujue UcCied08aHus:
uccne0o8anue  Bbl36AHHOU  OMOAKYCMUYECKOU — AMUCCUU,  UCCLed08aAHUEe  KOPOMKOLAMEHMHbIX
8bI36AHHLIX NOMEHYUATIO8, PESUCPAYUS BbI3BAHHBIX AKYCMUYECKUX OMBEMO08 M032a HA NOCMOSHHbLE
mooynuposannvie mouwt (ASSR mecm).

e PexomeHayercsl TpoBeJEHUE 3JIEKTPOOKyJIorpaduu MalUeHTaM C KIWHUYECKUMH TpU3HAKAMU
6onesnn Humanna Iluka, Tunm C B mpoliecce MOCTAaHOBKM AMArHO3a C IEJNbI0 PETUCTpAIUU U
OLICHKH CaKKaJM4eCKHUX JIBMKeHM a3 [19, 36].

YpoBennb yoenureabHOCTH pekoMeHAanuil C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJNbCTB — 5).

KommenTapwuii: xapaxmepuvivu nesponocuueckumu nposenenuamu HII-C aensiomes napyuwienue

CaKKaOUYeCKux O8UNCEHULL 211a3 UMY 8EPMUKANbHBIU HAOBAOEPHBIU NApaluy 630pda.

o Pexomenayercsi mpoBeeHrEe peHTTeHOrpaduu JeTkux (peHTreHorpaduu Jerkux nudpoBoit) u/umm
CIHUpATIbHON KOMIIBIOTEPHOW TOMOrpaduu JEerkuxX MalueHTaM ¢ KIMHWUYECKUMHU TMpPU3HAKAMU
oonesnn Humanna Iluka, Tum C B mporecce MOCTaHOBKH JMAarHo3a IpU HEOOXOJUMOCTH
(momo3peHre Ha MOpak€HUE JIErKUX) C LEJIbI0 CBOEBPEMEHHOIO €ro BBISBICHUS, OINpeIeTIeHHUs

Xapakrtepa u olieHku oobema [37,50,51].

YpoBenb yoeauteabHocTu pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTeJbCTB — 5).



KommenTapuii: y nayuenmos moeym umabnrooamuvcs wacmole peyuousupyroujue UH@GeKyun HUNCHUX

ovixamenvHblx nymetl, OUGDy3Has UHMepCMuyUaIbHas UHGUILMPAYUS 1e2KUX.

Hccneoosarnus mo2ym nposooumuscsi 6 OUHaAMUKe Npu KIUHUYECKOU HeobXxooumocmu (nooo3penue Ha

nopaskcenue JZeZKI/DC).

e PexoMeHI0BaHO paccMOTpETh MpOBeJeHUE uccienoBaHus MU y3uOHHON CIIOCOOHOCTH JIETKUX
MalyeHTaM C KIMHUYEeCKMMHU Tpu3Hakamu Oonesnn Humanna [luka, Tun C mpu mogo3peHUH Ha
MHTEPCTUINAIBHOE TIOPAKEHUE JIETKUX C LEIbI0 CBOEBPEMEHHOM TUATHOCTUKU U JMHAMUYECKOTO

KOHTpous [52,53].
YpoBenn yoenureabHOCcTH pekoMeraanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5).

KOMMCHTapHﬁZ Jlecounbvle 00vembl Yy nayuermoe C KIUHUYECKUMU NPpUSHAaAKamu oonesnu Humanna
Iuxa, mun C npu HAaauduu nopasiCeHus Jj1eco4Hoco UHmepcmuyusd dauje e6ceco ocmaromci

HOPMAJIbHBIMU.

o PexomeHg0BaHO paccMOTpeTh MpoBeAeHUe TpaxeoOpOHXOCKONUHU (BUACOTPAXEOOPOHXOCKOTINH) U
LUTOJIOTUYECKOE HCCIIEIOBAHUE JIABAXXHOW JKUJIKOCTH, MHUKPOCKOIIUYECKOE UCCIEA0BaHUE
JABAKHOMW JKUJIKOCTH TALIUEHTaM C KIMHUYECKUMHM Tpu3Hakamu Oosne3Hu Humanna Iluka, Tun C
NpyU TMOAO3PEHUM HA HHTEPCTULIHAIBHOE TMOPAXKEHHUE JIETKUX C 1EeJbl JOMOJIHUTEIBHOTO
MOATBEP)KJICHUS JTMarHo3a (OOHAPYKXEHUS MYJIBTUBAKYONbHBIX («IIEHUCTHIX») Makpoharon

(ructrouuToB, Ki1eTok HuManna-I1Iuka) B )KuaKoCTH OPOHXO0-aJIbBEOJIAPHOTO JJaBaxa [52,53].

YpoBenb yoeauteabHocTH pekomenaamnuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5).



2.5 Uubple TMArHOCTHYECKHE MCCJIeIOBAHNSA

Xapaxmepnvie onsa HII-C eucyepanvhvie cumnmomvl (HEOHAMANbHAS HCENMYXd, U30NUPOBAHHAS
CNJICHOMe2ANUsl UlU 2enamome2anus) U He8polocudecKkue HNpPuHaKu (Hanpumep, ympama uiu
3a0epocKa  pazsumusi  O8USAMENbHBIX HABLIKOB, MO3JICEUKOBble CUMNMOMbBL) BO3HUKAIOM  NpU
HEKOMOPbIX OpYeUX BPONCOEHHLIX HAPYULeHUSX O0OMeHa 6eujecms, 6Kaouas 6one3nv 3anoxogga,
oonesnv Towe muna 2,3, 6onesuv Humanna-Iluka mun A u B, 6onesne Tes-Cakca, Heoocmamouynocmo
kucaou aunaswel [1, 3, 8, 12, 13, 19, 20].

YV nosopooicoennvix u demeil 2pyonoco 603pacma ¢ GUCYEPAIbHbIMU cumnmomamu bonesnu Humanna-
Iluxa mun C oughghepenyuanvusiii ouaznos npoeooumcs ¢ 0OWUPHOU ePYNnoL Opyeux 3a001e8anuil,
NPOSBAIOWUXCS. CUHOPOMOM XOLeCmasd U, 8 mom yucie, ¢ OUIUAPHOU ampe3uetl U MemadoruyecKumu
Hapywenusmu: — earakmoszemueil, Oepuyumom  a-1-aumumpuncuna, mupo3sunemuer mun 1,
yumpynunemuerl 2 muna, npoepeccupyioujum CemetuHvbiM SHYMPUNEYEeHOYHbIM Xolecmazom 3 muna,
MUMOXOHOPUATbHBIMU HAPYULEHUAMU, CUHOPOMOM Anaxicuib u Opyeue HAcieOCmeeHHvle OONe3HU C

nopasicenuem nedernu [3, 17, 19].

IIpu 6one3nu Bunvcona u nekomopwix Opyeux 601e3HAX HAKONJIeHUs Memaiilos, Yuppo3 neuenu makaice

MOdHCEM ACCOYUUPOBAMBCS C NO30HO BO3HUKaouell Hetipooecenepayuetl [3, 8, 19].

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

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

CHudiceHue KOZHUMUBHBIX CNOCODHOCMEll, amaxcus, O08UcAmelbHble HAPYULeHUS U 8ePMUKANbHbBI
HAO0BAOEPHbIU Napaiuy 630pa MO2ym HAON00ambCsi y NayueHmos ¢ HAYUHAIOWUMUCL 80 83DOCIOM
go3pacme Heupooe2eHepamusHbIMU HAPYWEHUIMU, MAaKumMu Kak 6one3Hb | enmunemoua, cuHopom
l'epcmmanna-LlImpeyccnepa-Lllevinkepa unu npoepeccupyrowuti Haowviaoepwuviti napaiud. OOHako
nepgvle  08a  3a001e8aHUS  UMEIOM  AYMOCOMHO-OOMUHAHMHBIL —~ NYMb  HAC1e008aHUs,  d
npocpeccupyrouuil Ha0bs0EepHbIll NaApaIuy 00bIYHO HAYUHAEMCS HA NAMOM-Ce0bMOM 0eCamKe HCUHU.

Hu 0010 u3 smux napywenuil He accoyuuposano ¢ ysenuueHuem enympernnux opeanos [3, 8, 19, 20].

e He pexoMeHayercssi TIpOBEJICHUE TMATOJIOTO-aHATOMHYECKOTO HCCIICOBAHUS  OMOIICUIHHOTO
(oTepalMOHHOT0) MaTepuaja MeYeHu, KOCTHOTO MO3Ta WK CEJIE3CHKH MallMeHTaM ¢ KIMHUYECKUMHU
npusHakamMu Oojye3Hn Hwumanna-Ilmka tim C g1 MOATBEpKACHUS JHArHO3a C  IIENBIO

MPEAOTBPAILCHUS Pa3BUTHS TSKEIIBIX OCJIOKHEHUS U YXYILIEHUs cOCTOsIHUS nanuenTa [19, 20].
YpoBensb yoeauteabHocTu pexoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)

KOMMeHTapI/II/I: ceemoeas MUKpPOCKONusa mMooaicem onpedeﬂumb xapakmepHvle nedHucmole KiemkKu 6
pAas3lUYHbIX MKAHAX, HO OaHHble UBMEHEHUs He SGISI0OMCs cneuucﬁuueCKuMu ons oonesnu Humanna-
Iluxa mun C. bBuoncus xocmmoco mo3sea: npu  603MOJMCHOCMU npoeec)enuﬂ 0aHHO20 aHaiusda,

acnupayusa KOCMHO0O20 MO03ca MoalHcent 6blA6UNMb NEeHUcCmble KI1enkKu. Cﬂedyem noMHUmM»s, 4no



uHuUILMpaYUs KOCMHO20 MO0324 NEHUCNBIMU KIEMKaMU KOppeiupyem cO CMeneHblo maicecmu
3abonesanus u Modcem OblmMb MUHUMAILHOU Y HNAYUEHMO8 HA PAHHUX 2Manax 3a001e8aHusl.
Mnooicecmsennvie niauku KOCMHO20 M032a mpebyIomcs 071 UCKII0UeHUs. OuUubKY omoopa npoowl; &

nepeylo ouepeds ciedyem nposooUms MeHee UHBA3UBHbLE NPOYEOYPblL.

o PexoMenayercsi mprieM (OCMOTp, KOHCYJIbTAIMs) Bpaya-TeHETHUKA MEPBUYHBIN BCEM IMaIlMEHTaM C
KIMHAYECKUMHU TIpu3Hakamu Oone3nn Hwumanna-Ilmka, tinm C ¢ 1enbl0  MPOBEACHUS
muddepeHnnanbHO-TMarHOCTUYECKOTO TOMCKAa Cpelrd JPYruX HacIeACTBEHHBIX OOJe3Held u

onpeJieNIeHUs ONTUMAIBHOTO 00beMa TeHETUUYECKHUX ucciienoBanuii [19, 43].
YpoBenb yoeaurteabHOCTH pekoMeHaannii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTeJIbCTB — 5).

e Pexomenayercst npuemM (OCMOTp, KOHCYJIbTAIMs1) Bpaua-HEBPOJIOra EPBUYHBIA BCEM MallMEHTaM C
KIIMHAYECKUMH Tpu3Hakamu Oone3nn Hwumanna-Iluka, tun C ¢ 1enbl0  JIHAarHOCTHKHU
COMYTCTBYIOIIEH HEBPOJIOTMUECKOW MATOJIOTUU U ONPEICNICHNs] TAKTUKU JalibHelei tepanuu [19,
43].

YpoBenb yoenuteabHocTH pekomenaanuii C (ypoBeHb T0CTOBEPHOCTH 10KA3aTeIbCTB — 5).

e Pexomenayercst npueM (OCMOTp, KOHCYJIbTalUsl) Bpaua-o(TaabMOJIOra NEPBUYHBIA MallMeHTaM ¢
KIIMHUYECKUMH Tpu3Hakamu Oone3nn Hwumanna-Iluka, tun C ¢ 1enbi0  JIHAarHOCTHKHU
CONYTCTBYIOIIEH MATOJIOTHEN OPraHOB 3PEHUSI U ONpPECICHUs] TAKTUKH JajbHeWei Tepanuu [ 19,
36, 43].

YpoBenb yoeauteabHocTH pekomenaamnuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5).

e Pexomenayercss npuem (OCMOTp, KOHCYJIbTalusl) Bpada-leauarpa WM Bpaya-TepaneBTa
NEPBUYHBIA BCEM MAlMEHTaM C KJIMHUYECKUMHU Tpu3Hakamu Oone3nn Humanna-Iluka, Tun C ¢
1EbI0 TUATHOCTUKU COMYTCTBYIOIIEH TEparneBTUYECKON MaTOJIOTHH, OLEHKH OOIIEr0 COCTOSHUS

3JI0POBBS U ONIPENIeNICHNs TAKTUKHU AdaibHenen Tepanuu [19, 43].
YpoBenb yoeaurteabHocTu pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10Ka3aTeJIbCTB — 5).

KommeHTapuii: mak orce 603M0dCHO nposedeHue npuema (0CMOmpa, KOHCyIbmayuu) epada ooujei

Npakmuxu (cemelino2o 8paya).

o PexoMenayercst npueM (OCMOTp, KOHCYJIbTAIMsA) Bpaya-racCTPOIHTEPOJIOra MEPBUYHBIA MAllMEHTaM
C KJIMHUYECKMMM TmpuzHakamu Oone3nn Hwumanna-Iluka, tun C ¢ 1e7pl0  JIMArHOCTHKHU
COITYTCTBYIOIIEH TaCTPOIHTECPOIOTHYECCKOM MATOJIOTUM W ONPEACICHHUS TAKTUKU JTaJIbHEUIICH

tepanuu [19, 43].
YpoBennb yoenureabHOCTH pekoMeHAanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3aTeNbCTB — S).

e Pexomenayercsi mnpuem (OCMOTpP, KOHCYNbTAlMsi) Bpauya-OTOPUHOJAPUHIONOIAa W/HWIM Bpauya

CypA0JI0ra-OTOPpUHOJJAPHUHI0JIOT A HGpBH'—IHbeI MmagueHTaM € KIIMHUYCCKHUMU IMPHU3HAKAMN 0one3Hn



Humanna-ITuka, Tun C ¢ 1enpio IMarHOCTUKUA conyTcTBytoen natonoruu JIOP-opranos [38, 42,
44].

YpoBenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH 10KA3aTeIbCTB — 4).

o Pexomenayercst mpuem (OCMOTp, KOHCYJbTallMs) Bpaya-IicUXUaTpa/Bpaya-licuXuarpa JIETCKOTO
NEPBUYHBINA MAllMEHTaM C KIMHUYECKUMHU mpu3Hakamu Oone3Hu Humanna-Iluka, Tun C ¢ uemnsio
JUATHOCTUKU  COMYTCTBYIONIEH TCHUXMATPUYECKOM TATOJIOTMM M  PEIIeHUs BOIpoca O

HEOOXOMMOCTH Ha3HaueHus Tepanuu [19, 43].
YpoBeHnb yoeaureabHocTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB — 5).

e Pexomenayercst mpueM (OCMOTp, KOHCYJbTAllMs) Bpadya-qUEeTOJOra IEPBUYHBIM MallMeHTaM C
KIIMHAYECKUMH Tpu3Hakamu OosiesHn Humanna-Iluka, tun C ¢ uenbio popmupoBaHus IiaHa

JIUETOTEpAINMK, Ha3HaUeHUs JeueOHoro mutanus [19, 43].
Yposennb yoenureabHOCTH pekoMeHAanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3aTeNbCTB — ).

o PexoMeHnayercsi mpueM (TECTUpPOBAaHWE, KOHCYJBTAlMs) MEIWLMHCKOTO TCHUXOJ0Ta MEPBUYHBIN
BCEM TMAalMCHTaM C KJIMHUYECKUMHU mpusHakamu Ooniesnn Hwumanna-Iluka, tTunm C B mporecce
MMOCTAaHOBKHU JINATrHO3a, a TAK)KE WX CEMbSIM W/WIJIM 3aKOHHBIM TMPEACTABUTEIISIM C IEJIbI0 OKa3aHUS

KJIMHUKO-TICUXOJIOTHYECKOM oMot 8, 19].

YpoBennb yoenureabHOCTH pekoMeHAanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3aTeNbCTB — ).



3. Jleuenue, BKJIKYAST METUKAMEHTO3HYIO U
HeMeIUKAMEHTO3HYI0 TePalluH, JTUeTOTEPAIHUIO,
00e300/1MBaHNe, MEIUIIMHCKHE NTOKA3aHUA U
IPOTHBONOKA3AHUA K IPMMEHEHUIO METO/I0B JIeYeHHU S

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

BUJIEO ITPOTOKOJI, TpuBeaeHHbIN B [Ipunoxenun 1°3.

3.1 I1IaToreHeTnuyeckKoe JeUYeHHE

o Pexomenayercsi mpuemM (OCMOTp, KOHCYJIbTallMs) Bpada-TeHETHWKA (WA JAPYroro CHeruaIncTa,
UMEIOIIET0 OMNBIT Je4YeHHs] ManueHToB ¢ Oone3nplo Humanna-ITuka, tun C) mnepBUYHBIN U
MOBTOPHBINA (IIpH HEOOXOAMMOCTH) BCeM manueHtam ¢ Oosie3Hbio Humanna-Iluka, tun C ¢ uensio

Ha3HAUYCHHS TATOTCHETUYECKOTO JICUCHHUS W KOHTPOJSA ero 3p¢ekTuBHOCTH M Oe3omacHocTH [19,
43].

YpoBeHnb yoenureabHOCTH pekoMeHAanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3aTeNbCTB — ).

KomMeHTapuu: HasHaueHue u KoppekmuposKy namoceHemuyecko20 1e4eHus Mo4cem oCyuecmeiams
8pau-eeHemuK, 6pay-mepanesm/spau-neouamp, 6pay oodujell NpaKmuKu (cemeunvlli epady), epau-
HeBpoN02 U OPY20U CReYUAIUcm, UMeIowull onbim ieyenue nayuenmos c oonesnvio Humanna Iluxa,

mun C.

o Pexomenayercst Ha3HaueHHE/KOPPEKTUPOBKA CyOCTpaT-peAyLUpYIOIIEed Tepanuu Mpenaparom
A16AX murmycrar®* Bcem manueHTaM C YCTAaHOBJICHHBIM TuarHo3oM Oomne3Hb Humanna-ITuka,
tun C, COIaCHO MHCTPYKIUU 110 NPUMEHEHHIO, C LENbI0 MPOBEACHUS MATOI€HETUYECKON Teparnuu

Y 3aMeJICHHs TTporpeccupoBanus 3adoneanus [9-11, 21, 22].
YpoBeHb yOeaUTEILHOCTH PeKOMeHAaunil A (YPOBEHb J0CTOBEPHOCTH J10KA3aTeJIbCTB — 2).

Kommenrapuu: nayuenmam 6 6o3pacme 4-12 nem, umerowum HegponrocuyecKue HapyueHus, 003d
muenycmama** paccuumsl8aemcsi UCX00s U3 NAOUAOU NoeepxHocmu mena (npunoxcerue A3.4);
nayuenmam 12-mu nem u cmapuie, UMEOWUM HEBPOLOSUYECKUE HAPYULEHUS, PEKOMEHOOBAHHAS 003¢€
muenycmama** cocmaesnsiem 200 me 3 paza 8 0eHv 01 00CMUIICEHUSL Mepanesmuiecko2o Iggexma.
Muenycmam™**  (N-6ymun-oeokcunotiupumuyur;, NB-DNJ) saensemca nebonvuioi  Monexynou
umuHocaxapa,  Komopas — Oelicmgyem — KAK  KOHKYDeHmHbuIl — uHeubumop  gepmenma,
2NIOKO3UPYEPAMUOCUHMAZLL, KOMOPbILL KAMAanusupyem nepewvlil (QUKCUPOBAHHBILL dman CcuHmesd
enukochuneonunuoos (I'CJI).Muenycmam™* mooxcem npoHukams uepe3 2emamodHyeqdaiudecKuti
bapvep, u Ovi10 nokazawo, umo on ymenvuiaem Haxonnenue I'CJI 6 2onosnom mozee, 3ameonsiem
passumue He8poI0SULEeCKOU CUMNMOMAMUKU U YOIUHAEN BbIHCUBAEMOCMb NPU  OOKIUHULECKUX

uccnedoganusax. Own  Mmodcem makdxice HENnpsaAMuIM 00pa3oM pe2yiuposams  6HYMPUKIEMOYHbIU



comeocnas KaivbyuA, CBA3AHHbII C HAKONJeHuem CQbMHZOfﬁ’Z/lHCl — npeaI’IO]ZClZCleMblM nyCcKo6biM

Gaxmopom 6 namozenesze HIIC1 — nymem énuanus Ha KOHYEHMPAyuIo I0KO3UIYEPaAMuod.

Habnmooaemasn 6e3onacnocmo u nepenocumocmo muenycmama™** npu HII-C npubnuszumenvrho maxas
ace, kaxk npu 6onesnu Towe I muna, u 6 yerom cxoona 6 NONYIsYUU Oemell U 63POCAbIX/MOLOObIX
nayuenmos. Haubonee uacmo ommeuaemviMu HeNCEIAMENbHLIMU SGIEeHUAMU Oblla clabas uiu

yMepeHHas ouapes, Memeopusm, Nomepsi 8eca u mpemop.

HesicenamenvHule s61eHUsL CO CIMOPOHDBL HCENYOOUHO-KUUEUHO20 MPAKMA U HeOONbULAsL UIU YMePEeHHAs
nomeps 6eca (6 yenom Habaooaemas y 50% nayuenmos) umenu MeHOEHYU) K CHUNCEHUND CO
8pemeHeM Npu Henpepul8HOU mepanuu U YCneuwHo Koumponuposanucs [9-11,22]. Jlannvle kKiuHuveckux
uccnedo8anull ¢ npumeHenuem muenycmama** oo6oowenvt 6 Ilpunoocenuu A3.5 [22]. B cea3u ¢
HetipodezenepamusHot npupooou HII-C, cmabunuzayus 3abonesanusi uiu ymeHvuieHUe CmeneHu
npozpeccuposanus 3a001e6aHus AGNAMCA, HaAubonee pPearucCmudHbIMU Yelsamu, KOmopvlie MONCHO

docmueHymob npu OIUMeNbHOU cneyughuieckol mepanuu 3a001e8aHusl.

Buoumwiti nonoscumenvuulil Kiunuyeckuti pezyiomam y nayuernmog ¢ HII-C mooxcem nabnrooamvcs
yepez 6 mecayes-1 200. B cayuasx mednienno npoepeccupyrouwux ¢opm 3abonesanus (Hanpumep, y
NAYueHmos ¢ Ha4aiom 3aO0N1e6aHus 80 G3POCIOM 6o3pacme), 3pgexmvl om JjeuyeHus Mocym

Habnrooamscs uepes euje bonee OnumenbHull npomedcymok epemenu [3,8-11, 19,23].

B CAYUAAX HATUHUSL MAINCENIBIX HEBPOI0CUUECKUX Hapymeﬁuii yoice HaA MOMEHmM noCmaro6eKuU OMCZZHOS’a,
6 ocobenrnocmu Y nayuermoe padHHeco eospacma, cyuecmeyent MEHbULaA 6€pOoANtHOCmMb no2o, 4mo

muenycmam** npunecem cyujecmeeHHy0 mepanesmuieckyro noiw3y.

o Pexomenayercsi U3MEHEHHE AMETHl W/ WM YMEHBIICHHE M03bI MHUIIycTaTa** w/uiam Ha3HAYCHHE
npenaparos rpynnsl AO7DA (nmpenaparsl, CHUKaIOIKUE MOTOPUKY KEJTYJOUYHO-KUIIIEYHOTO TPAKTa),
Hampumep, Jonepamua™* nanuentam c 6one3npto Humanna-Iluka, tun C, noixyyaromnmm Tepanuio
MUTTTyCTaTOM™** W WMEIOMUM TPU3HAKUA TIOPAKEHHUS >KEITYIOYHO-KUIIEUHOTO TPaKTa, C LEJBIO

KOPPEKIMU HeXKeIaTeNIbHbIX peakiuit [3, 18].
YpoBeHb yOequTEILHOCTH PpeKkoMeHaauunii B (ypoBeHb 10CTOBEPHOCTH J10KA3aTENLCTB — 5).

KommenTapuii: moowcem nabniooamscs Onumenvhas ouapes, ab0omMuHanivhvle 6oau. Jleuenue

cumnmomamudecKkoe, 603MOMNCHO HAZHAYEHUE CNAZMONUMUYECKOLL mepanuu, no NOKa3aHUuAM.

o PexomMeHnayercsi mpekpaieHue MaTOTeHETHUECKON Teparuy MpenaparoM MHUTITyCTaT** marueHTam
¢ 6one3npto Humanna-Iluka, Tun C, y KOTOPBIX pa3BUBAIOTCS CEPhE3HBIC HEXKEIATEIIbHBIC PEaAKIINH
CO CTOPOHBI KEIYAOYHO-KHIIEYHOTO TPaKTa C IEIbI0 MPEIOTBPAIICHUS YXYIIICHUS COCTOSHUS
namueHToB [3, 18, 19].

Yposennb yoenureabHOCTH pekoMeHaanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3ATEJIbCTB — 5)

Kommenrapuu: yenecoobpasnocms  npooonsicenus —jevyeHuss Mmurycmamom™*  nayuenmos ¢
MAACENLIMU ~ NPOCPECCUPVIOWUMU — HAPYUWIEHUAMY, — NPUBEOWUMU K  HACMYWIeHuto  21y00oKou

NCUXOHEBPON02UHECKOU UHBATUOUZAYUU HEOUEBUOHA, U HYIHCOAem s 8 OdlbHelluemM 00CYHCOeHUU.



Pewenue o enecenuu uzmenenuii uau npekpauwjeHuu  mepanuu MMZleCWlaWZOM**, O00JIICHDI
OCHO6bl6aMbCA HA undu@udyaﬂbnbzx Xxapakmepucmukax nayueHma u npuHumamsCil CO6MeCmHO

cneyuaitucniom 6 06./1&07’)’114 Memcl60./lull€CKMX 3a60fl€6(lHul/7, a makokce podumeﬂﬂmu u djieHamu cemvu
/3,18, 19].

3.2 CumMnoToMaTH4YecKoe JeYeHue

Ilo cumnmomamuueckoii mepanuu HII-C nem panoomMu3upo8anHHuix KOHMPOIUPYEMbIX UCCTE008AHULL.
Bce npuseodennvie Hudice pekoMeHOayuu Ompaxcaom dKCNepmuoe MHeHue Cneyualucmos u3 pasHsix

CMpan.

L PCKOMCHI[yETCﬂ A1 JICHCHHUA HCBPOJOTMYCCKUX OCJIO)I(HCHI/II)’I, OIMUIICTICUH, TIICUXHYCCKHX
HapymeHHﬁ npueM I1npemnaparoB COIMNMACHO KIMHHUYCCKUM PCKOMCHIAAIHAM, paBpa6OTaHHLIM JUIsL

COOTBETCTBYIOIIEH natonorud [3, 8, 12, 13, 19, 23].
YpoBeHb yoenuTeJIbHOCTH pekoMeHaanuii B (YpoBeHb 10CTOBEPHOCTH JI0KA3aTEJILCTB - 3)
KommenTtapuu: cy. [lpunoowcenue A3.6

o PexoMeHayeTcsi MOHUTOPUHT (PYHKITMU TJIOTaHUS Y TMAMEHTOB ¢ Ooyie3Hbt0 Humanna Iluka, Tum
C, KOTOpBIE OTHOCSTCS K TPYyNIE PHCKA IO aCHUpAlHMH C IENbl0 OO0ECIEUeHHUs T0CTaTOYHOTO

MOCTYIUICHUS )KUJIKOCTHU U Kanopuii [3, 8-11, 21, 29, 34].
YpoBeHb yoenuTeJJbHOCTH pekoMeHaanuil B (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB - 3).

KomMmenTtapuu: Bonpoc 06 opeanusayuu numarnus u u/uiu jederuu oucgacuu 0ouxcer Obimv peuleH
KAK MOJMCHO pamvlie, npu SMoM peKoMeHO08aHbl Cledyioujue Mepbvl: boiee MASKAs UlU 2ycmas nuwa,
30H0060e numanue, nposedenue Al6.16.034 I'acmpocmomuu/ A16.16.034.001 [acmpocmomus c
UCNONIb30BAHUEM 8UO0E0IHOOCKONUYECKUX mexnono2uii/A16.16.034.003  Jlanapocrkonuueckas

2acmpocmomus (07151 mozo, umobwl obecneyums 00CMAaAmMoyHoe NOCMYNIeHUe HCUOKOCIU U KATOPUIL).

o Pexomenayercss nauuenram ¢ HII-C, B cimydae pa3BuUTHs BTOPUYHOM JIETOYHOW MAaTOJIOTUU B
pe3yabTare acnupaluy, Ha3HaueHue AHTHOaKTepHallbHbIE TpenapaThl cucteMHoro nevictus (Kon
ATX JO1) nmst mpegoTBpalieHus: pa3BuTus ociaoxHeHui [3,8-11,21,29].

YpoBennb yoenureabHOCTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB - 5)

e Pexomenayercsi mnamuentam ¢  HII-C, wumMeromux AaHHBI CUMITOM, JJ YMEHBIICHHS
citoHoTeueHus: npuMensaTh arponuH®*  (Kog ATX AO3BAOl) mnepopanbHO, WHBEKIIUU
OOTYIMHHYECKOTO TOKCHMHA Tuna A** OOTyIMHHYECKOT0 TOKCHMHA THUNA A-reMarrIiOTHHUH

komuiekc®* (Kom ATX M03AX01) B okoJOyIITHY O WJIH TTOMUYETIOCTHYIO Xkene3y [3,19].
YpoBenb yoeaureabHOCTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB - 5)

KommenTapuii: Heobxoouma Koucynomayus 8pava-nesponoza.



e Pexomenayercsti B3pocibiM nanueHtam ¢ HII-C, umeromux [aHHBIA CUMITOM, JJisi KOPPEKIUHU
HapKOJIETICUM, WHBEPCUM CHA W/WIM CHHAPOMa OOCTPYKTMBHOIO amHO3 BO CHE, NPUMEHEHHE
menaronuHa (Kom ATX NOSCHO1) Hersm ¢ HII-C — mpu 3HauMTENbHBIX HapyLICHUSX CHA
#menartonnH (Kog ATX NOSCHO1) moxet ObITh peKOMEHAO0BaH B J03ax oT 2,5 mo 10 mr 3a 20-30
MUHYT TEpe]] KeJIaeMbIM CHOM, BHE €l U MUHMUMYM 4epe3 | yac mociie Jpyrux JeKapCTBEHHBIX
npenaparoB [64], wiM Je4eHUEe METOAOM CO3JaHMS MOCTOSHHOIO ITOJIOKUTEIBHOTO JIABJICHUS B

neixatenbHbIX myTsax (CPAP-tepanust) (mpu cuHApOMe 0OOCTPYKTUBHOTO arHo? Bo cHe) [3,19].
YpoBennb yoenureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB - 5)

o Pexomenayercsi nanumenram c¢ HII-C ¢ skcTpanupamMuAHBIMU HApPYIICHUSIMH TTPUMEHEHHE
npenaparoB rpymnmnsl Apyrue antuncuxoruyeckue cpenctsa (Kom ATX NOSAX) u perynspHbii
npueM (OCMOTp, KOHCYJbTAllMsl) Bpadya-HEBPOJIOTAa C IEJIbI0 MUHMMM3ALUU MPOrpeCcCUpPOBAHUS

JOOBIX COMYTCTBYIOUIUX SKCTPATUPAMUIHBIX MposiBieHui [§8,19,24,28].
YpoBeHnsb yoeaureabHocTu pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB — 5)

KOMMCHTapI/II/I: NCUX03 YACMO NOO0O0AEMCs JIeYeHU0 aHMUNCUXOMUYEeCKUMU JIeKaApCcmeeHHbIMU
npenapamamu, XxXomsd )y HEKOmMOpblX nayueHnoe c HII-C nabnooaemcs omcymcmeue omeenia Hda

Nleyenue Uiy 0axce napadoKcaibHoe yXyouleHue.

o Pexomenayercss manmentam c¢ HII-C, nns nedenuss OumonspHbIX a@EKTUBHBIX PACCTPOICTB,
CTaOMIIN3aTOPBl HACTPOCHMSI, Takne Kak BanbiipoeBas kucinora™* (Kog ATX NO3AGO1) (B3pocibim
nanyeHTaM), a Jjs Tepanuu JeNpecCUd Ha3HaYeHUE CEJIEKTUBHBIX WHTUOUTOPOB OOpaTHOTrO
3axBata ceporonnna (Komg ATX NO6AB) [8,19].

YpoBenb yoenureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB - 5)
KommenTapuu: npenapamuol nasnauaiomes npu omcymcemeuu npomueonoKa3aHull

e Pexomenayercs Bcem nanuentam ¢ HII-C pannero Bo3pacta (HOBOPOXKIECHHBIE U AETH MEPBIX JIET
JKW3HU), NPH XPOHUYECKOM AaKTHUBHOM TIE€MATUTE C XOJECTATUYECKUM CHHAPOMOM JIEYEHUE
npenaparoM ypcoae3okcuxonieBoit kuciothl (Kom ATX A0SAAO02) (cycnensus) B 1o3e 10 mr/kr/cyT

uiu 15 mr/kr 2 paza B nenb (wiu 30 mr/kr/cyT) [35].
YpoBenb yoeauTeabHOCTH pekoMeHaaunii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB - 4)

o Pexomenayercss Bcem mnamuentam ¢ HII-C pannero Bo3pacra ¢ 3aMECTUTENIBHOW LIEJIBIO
Ha3HA4YalOTCsA  JkKupopactBopumbie  BuTamuHbl  (perunon™*  (Kom  ATX  A11CAOl),
rkonekaneidepon** (Kom ATX AI11CCO0S5), Butamun E (Kom ATX AI11HAO3) u menamuona
Hatpus oucynpsdutr** (Kong ATX B02BA02) wiu ¢putomenaauon) (Kog ATX B02BAO1) [3].

YpoBeHb yoeauTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB - 5)

o He pexomenayercs: Bcem nanuentam ¢ HII-C B cityyae pa3BUTHSI IEYEHOUYHOW HEIOCTATOYHOCTH

MPOBEACHUE TPaHCILIAaHTAMK nieuenu [17, 19].



YpoBennb yoenureabHOCcTH pekomenaanuii C (YypoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB - 5)

KommenTapuu: credyem npogooums pecynapuviii  MOHUMOPUHS NAYUEHMO8 C  OUACHO30M,
VYCMAHOBNIEHHbIM 8 pe3ylibmame CKPUHUHeA CUOCO8 UL HA OCHO8€ GUCYEPANbHbIX CUMNMOMO8, Ha
npeomem B03HUKHOBEHUSL HeBPONO2UYECKUX NPOAGIEHUN, U Cledyen peulums 80Nnpoc O HA3HAYEHUU

JleyeHusl npu NepebIX NPUHAKAX HA4ana Hegponocudeckux paccmpoicms [3,8,19].

o PexoMeHnayercst mpueM (OCMOTpP, KOHCYJIBTAllMsI) Bpaua-HEBPOJIOra NEPBUYHBIN U MOBTOPHBIN (ITpU
HEe00X0oMMOCTH) nauueHTaMm ¢ Oone3nbto Humanna [luka, tun C, npu HanuuMyM NOKa3aHUH, C

HCJIbIO HA3HAYCHHA CUMIITOMATHYCCKOT'O JICHCHUS U KOHTPOJIA €T0 Bq)(beKTI/IBHOCTI/I 1 0€30MMacCHOCTH

[50].
YpoBenb yoenurteabHOCTH pekoMeHaannii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5).

o Pexomenayercsi mpuem (OCMOTp, KOHCYAbTAIMs) Bpada-o(TaribMoiora NEPBUYHBIA U OBTOPHBIM
(mpu HE0OX0AMMOCTH) ManKreHTaM ¢ 6ose3Hbi0 Humanna Iuka, Tun C, npy HaJu4Yuu MOKa3aHUM, C

HCJIbIO HA3HAYCHHA CUMIITOMATHYCCKOT'O JICHCHUS U KOHTPOJIA €TI0 Bq)(beKTI/IBHOCTI/I 1 0€30MMacCHOCTH

[36].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5).

o Pexomenayercsi mnpuem (OCMOTp, KOHCYJbTallMsd) Bpaya-neauarpa WIA Bpaya-TeparneBTa
NEPBUYHBINA U TIOBTOPHBIN (IIpU HEOOXOAMMOCTH) nanueHTaM ¢ 6one3npto Humanna [luka, tun C ¢

HCJIbIO HA3HAYCHHA CUMIITOMATHYCCKOT'O JICHCHUS U KOHTPOJIA €O Bq)(beKTI/IBHOCTI/I 1 0€30MMacCHOCTH

[50].
YpoBenb yoenurTeabHOCTH pekoMeHaannii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeJbCTB — 5).

o Pexomenayercsi mpueM (OCMOTp, KOHCYJbTAIlMs) Bpadya-OTOPUHONAPUHIONOTA W/WMIW Bpada
CYp/10JIOTa-OTOPUHOIAPUHTOJIOTA TIEPBUYHBIM U MOBTOPHBIN (MPU HEOOXOAMMOCTH) MalUEHTaM C
6one3npto Humanna [uka, Tun C ¢ 1enpio Ha3HAYEHUS] CUMITOMATHYECKOTO JICYEHUS] U KOHTPOJIS

ero appexTuBHOCTU U 6e30macHoCTH [54].
Yposenn yoenureabHOCTH pekoMeHAanui C (YPOBeHb 10CTOBEPHOCTH A0KA3aTeNbCTB — ).

o Pexomenayercsi mpuem (OCMOTpP, KOHCYJbTAIMs) Bpaya-TiICUXHUATpa/Bpada-TicUXHarpa JIETCKOTO
NEPBUYHBINA U TIOBTOPHBIN (IIpH HEOOX0AMMOCTH) nanueHTaM ¢ 6one3npto Humanna [Iuka, tun C ¢

HCJIbIO HA3HAYCHHA CUMIITOMATHYCCKOT'O JICHCHUS U KOHTPOJIA €0 B(I)(beKTI/IBHOCTI/I 1 6€30MMacHOCTH

[50].
YpoBensb yoeaureabHocTu pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTeJbCTB — 5).

e Pexomenayercst mpueM (OCMOTp, KOHCYAbTAIlMsl) Bpavda-TaCTPOIHTEPOTOra TEPBUYHBIA U
MOBTOPHBIN (IIpU HEOOXOAMMOCTH) manueHTam ¢ 0one3npto Humanna Iluka, Tun C, npu Hanu4yuu
MOKAa3aHMM, C LEeIbI0 HA3HAUEHUS CUMIITOMAaTUYECKOTO JICYEHUSI U KOHTPOJIsL €ro 3p(HEeKTUBHOCTH U

oe3omacuoctu [50].



YpoBenn yoenureabHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJbCTB ).

o Pexomenayercs mprem (OCMOTp, KOHCYJbTAllKs) Bpada-IUeToIora IEPBUYHBIA U TOBTOPHBIN (TIpU
HEOOXOAUMOCTH) TarmeHTaMm ¢ Ooje3npto Humanna Iluka, Tun C, nmpu HaaW4MM IMOKA3aHHUM, C
1enblo  (OPMUPOBAHUS/KOPPEKIMKM TUIaHA JUETOTepanuy, Ha3HAuYeHUs JIeyeOHOro MUTaHUs,

KOHTpOJI €ro 3 (HEeKTUBHOCTH U Oe3omacHocTu [50].

YpoBenn yoenureabHOCTH pekoMeraanuil C (YpoBeHb J0CTOBEPHOCTH J0KA3aTEJNbCTB — 5).

3.3 Jluerorepanus

o Pexomenayercs Ui yCTpaHEHMS WA YMEHBIICHUS BBIPAKEHHOCTH JUCHENTUYECKUX PACCTPOMCTB
TaKuX Kak, Auapes, TOIHOTA, pBOTa, CHUYKCHHS Beca, 00U B )KUBOTE MPU JICUCHUU MUITYCTaToM**

coOrO/IeHNE AUETHI C TIOHMKEHHBIM COZICpYKaHUEM JrcaxapuaoB u onmrocaxapos [3,13,19].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB - 5)

Kommenrtapuu. Illpu npumenenuu npenapama muenycmam™** y nayuenmos c¢ HIIC mozym
Habnrooamscs ouapes, 001U 8 Jcusome, MemeopusmM Cea3aHHble C ON0OKUPOBaHuem @epmenma,
pacujenaaioujeco Ou- U OIU20caxapuosl. 8 nepevie Heoelu HAYala mepanuu, ¢ NociedyrWumM C ee
pacuiuperuem 3a cuem npooykmos, ykazaunvix 6 konouke «OI'PAHUYUTDy (npunoscenue A3.7). Ha
nepeom smane HA3HaA4YeHus cyocmpam peoyyupyroujen mepanuu  JcelamenbHO  HAZHAYEHUe
npoOUOMUKOS, KOMOpble CHUMCAIOM PUCK BO3HUKHOBEHUS  JHCeNyOOUHO-KUULEUHbIX Npobnem U

yayuwarom pabony KumeyHuKa.
Hasnauenue ouemvi npo8oosm 6 mpu nociedo8amenbhblx Imand:
1. Cmpoeas ouema c uckioueHuem oucaxapuoos;

2. Pacwupennas oOuema ¢ NOCMENeHHbLIM 68e0eHUeM NPOOVKMO8 NUMAHUS, COOePHCAUJUX

oucaxapuonl,

3. Hp(leull€CKu HOPMAJIbHAA ()uema, 3a UCKJIlOYeHUuem I’lpO()yKWIOG numarusd, Komopsle nioxo

neperHocAmcA.

IIpooonsicumenvrocms Kaxcoo2o smana apbupyenm om HeCKOAbKUX Hedelb 00 HECKONbKUX MecCsayes.
Cobniooenue Ouemvl no380aiem CHU3UMb NOOOUHble 3Pgekmul npenapama muerycmam** u
obecneuusaem 00CMAMOYHOEe NOCMYNIEHUE HEeOOXOOUMbIX 6euecms U 3Hepeuu 0 HOPMAIbHO20

@yHxyuonuposanus opeanusma [3,18].



4. MeaquMHCKASA peadUIUTANMA U CAHATOPHO-
KYPOPTHOE JIeYeHH e, MeTUIIUHCKUE TOKA3AHUA U
INPOTUBONOKA3aHNA K IPUMEHEHUI0 METO10B
MEAMIMHCKON peaduIuTanu, B TOM YU CJIe
OCHOBAHHBIX HA UCIOJIb30BAHUM NPUPOIHBIX
Je4eOHbIX (PAKTOPOB

e Pexomenayercsi mpuem (OCMOTp, KOHCYJIbTalMsI) Bpadya-(pu3norepaneBTa u/uin npuem (0CMOTp,
KOHCYJIBTAITMS) Bpava 10 JIedeOHOM (HU3KYIBTYype W/WIHM Bpada (PU3HUCCKON M pPeadMIMTAIlMOHHON
MEIUILMHBl W/WIM Bpadya MO MEAMIIMHCKOW peabuiuTanuu Uit pa3paboTKH  HHIMBUAYAIbHOTO
Kypca peaObWInTaluy, BKJIIOYAIOIIET0 Maccaxk, JIEYEOHYI0 (DU3KYIbTYpY, (PU3HOTEparneBTHUECKUE

nporeaypsl narmentam ¢ 6onesnpto HII-C [3,19].
Yposennb yoenureabHOCTH pekoMeHAanui C (YPOBeHb 10CTOBEPHOCTH A0KA3aTENbCTB - S)

o Pexomenayercsi peaOuiIMTAIllMOHHBbIE Kypchl (OOIIMII MaccaX MEIWIMHCKHUH, JedeOHas
¢bu3KynpTypa npu 3ab0JIeBaHUSAX HEHTPAJIbHOW HEPBHOM CHUCTEMBI M TOJOBHOTO Mo3ra, JleueOHas
¢bu3KynbTypa mpH 3a00s1eBaHUsAX Mepudepruyeckoil HEPBHOM CHCTEMBI, JKEJIaTeIbHO MPOBOJIUTH B
YCIIOBUSIX JTHEBHOIO CTallMOHAapa MPOBOJAUTCS C 4acToTod 3-4 pa3a B roj, IJIMTEIBHOCTh —

ONPEACIAETCS TIKECTHIO COCTOSTHUSI M OTBETOM Ha MPOBOJMMbIC Meponpusitus [3,19].
YpoBeHnb yoenureJbHOCTH pekoMmeHaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB - 5)

KommenTapuu: 6o3voocno paccmompems - neuebnyro Guskyismypy npu 3a001e8aHuiX YyeHmpaibHou
HEPBHOU CUCMeMbl U 20JI08H020 MO032d, NeYeOHYI0 (DU3KYIbmYpPy C UCHONb308AHUEM ANNApamos u
mpeHaxcepos npu 3aoonesanusx L[HC u 2on06H020 mo3ea, Koppekyuro HapyuleHus 08ucamenbHou
@QyHKyuu npu nomowu OUOLOSUYECKOL 00pamHol C85A3U, Nnocobue Nno B0CCMAHOBIEHUIO NO30-

cmamuyeckux QyHKyutl, OUHAMUYECKVIO NPONPUOKOPPEKYUIO.

e Pexomenayercsi mpueM (TECTUPOBAHHE, KOHCYJIBTALMA) MEIUIIMHCKOTO IICHUXOJO0Ta MEPBUYHBIN/
MOBTOpPHBIE, 3aHATUS C MeAaroraMu-aeeKToIoraMi, METUIMHCKUMH JIoroneaamu (IICUX0I0ro—
negarornyeckass nomouns) getsim ¢ HII-C B xomriuiekce peaOMIMTAIllMOHHBIX MEPOINpPUSTUN. C
MIPOBEACHUEM PETYISPHOM OLIEHKM KOTHUTHUBHOIO CTAaTyCca MALHMEHTOB C ILEJNbI0 ONpPEIeIICHHS

BO3MOXKHOH (hOpMBI 00yueHus (KOPPEKIIMOHHBIN KJIacC) U aJanTanuu namnuenta [3, 19, 55, 56].
YpoBennb yoeaureabHOCTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3ATEJIbCTB - 5)

KommenrTapuu: Koppexyuonno-neoazocuueckoe 6osoeucmeue onpeoensiemcs 8 3a8UCUMOCU Om
msadcecmu U ONUMEIbHOCMU medeHuss OO0Ne3HU, CMPYKmypbl HAPYUIEHUU 300p068bs, CMeneHu
Heoopazeumusi  NO3HABAMENbHOU  O0EsIMENbHOCMY, — MUna  dMOYUOHANbHO20 — peasupo8aHusl,
ocobenHocmell nogedeHus pebenka. BrnoueHue KOppekyuoHHO-neoazocutecko2o Conposo*COeHUs 8
KOMNJIEKC 80CCMAHOBUMENbHBIX MEPONpUAMuUL odecneyugaem OONOIHUMENbHYIO OYEHKY OUHAMUKU
NCUXUYECKO20 PA36UmMUs KaK OOHO20 U3 BAJICHBIX NOKazamesell COCMOAHUS 300p08bs, Nobluiaent

349496707’11/!6%007’1’11) mepanesmudecKux emeuiamenbcenie, CHUalcaem IKOHOMUYeCcKoe 6p€M}Z OaHHOU



namoJjiocuu 3a cdyem coyuaiusayuu nayueHmos U COXPAHEHUA NCUxXojlocudecKkoeo noneHuyuala

MpyooCnOCOOHbIX YNEHOB8 CEMbUL.

Mozeym nposooumwcsi:meouxo-noeconeouseckas npoyeodypa npu oucgazuu, Meouxko-1020neoudeckas
npoyeodypa npu ouzapmpuu, Meouko-1020neoudeckas moHAaAIbHO-PUMMUYECKYIO npoyedypd, MeouKo-

N1020neduyecKas npoyeodypa ¢ UCHONb308AHUEM UHIMEPAKMUBHBIX UHDOPMAYUOHHBIX MEXHOI02UL U Op.

o PexoMeHayercsi OKa3zaHHE€ BCECTOPOHHEW MOMOIIM (MEIUIMHCKOM, MCHUXOCOLMAIBHON H
MaTepUaIbHON) JCTSIM C HEHW3JICYMMBIMU OTPAaHUYMBAIONIMMU CPOK JKM3HU 3a0ojeBaHUsSIMU. B
COCTaB TAJUTMATUBHBIX CIY>KO BXOIST Bpadd, MEIUIIMHCKHAE CECTPHI, TICUXOJOTH W COIHAIbHBIC
paboTtHHKHA. HecMOTpst Ha TSHKEI0€ COCTOSHUE W MOCTOSIHHYIO MOTPEOHOCTh B MOHUTOPHHTE, BCE
MaIMEHTHI IPEUMYIIECTBEHHO HAXOMATCS JIOMa B KPYTy CBOEW ceMbU U Jipy3eil. OCHOBHOH IIENBIO
paboOThl MAJUTMATUBHBIX CIYXO SBIISIETCS CO3/IJaHWE BCEX HEOOXOIUMBIX YCIOBUM Il 00€CTICUCHHS
HaxXOXKJCHUS TAIIMEHTOB B JIOMAITHUX YCIOBHUSX, a HE B CTEHax JEUCOHOTO YUPEKICHHS, UTO
MO3BOJISIET HE TOJBKO YIYUIIUTh Ka4eCTBO KU3HU MAIIMCHTOB M WX CEMEW, HO U CYIIECTBEHHO

CHU3UTD IOCYAapCTBCHHLIC 3aTPAThl HA ITIOCTOSSHHOC CTAIIMOHAPHOC JICHCHUC TAKHUX IMAIITUCHTOB [19]

YpoBeHb yoeauTeabHoCcTH pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH 10KA3aTeNbCTB - 5)



S. IIpoduiaakTuKa ¥ AUCHAHCEPHOE HAOJIIOIEHHE,
MEIUIMHCKHNE NMOKA3AHUSA U POTUBOINOKA3AHUSA K
NMPUMEHEHHUI0 METOA0B NPOPHIAKTUKHA

5.1. IucnancepHoe HaO/IOAeHHE

llepuoouunocms nosmophvix oocredosanuil nayuenmos ¢ HII-C npuseoena 6 Ilpunoowcenuu A3.8. B
3a8UCUMOCTIU OM OCODEHHOCIElU meyeHUsl 3a001e6aHUsL YACMOMAa NOBMOPHBIX 00CIe008AHULL MONCEM

ONnpeoesimuCsl 1e4auum 8paiom UHOUBUOYALbHO.

o PexoMenayercs rpoBeeHue oO1ero (KIMHUYECKOr0) aHajlu3a KPOBU Pa3BEPHYTOro MalMEHTaM C
6one3npto Humanna-Iluka, Tunm C B mporiecce AUCMAHCEPHOTO HAOMIOACHUS C IIEJIBIO OIEHKH

OCHOBHBIX NapaMETPOB KPOBETBOPEHUS U BBISABICHUS BO3MOXKHBIX MH(EKIIMOHHBIX IMPOLECCOB |8,
13,17, 19, 20, 38].

YpoBeHb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb J0CTOBEPHOCTH J10KA3aTeJIbCTB — 5)

KoMMeHTapmii: nposoosim ucciedosanue yposus obwe2o 2emMoenoound, 3pumpoyumos, J1eukoyumos,
MpomMoOoOyumo8 8 Kposu, OYeHKAd 2eMamoKpuma, Ucciedo8anue CKOpoCmu 0Ce0anus 3pUmpoyumos,
ougpepenyuposanuviii noocuem Jneukoyumos (nevuKoyumapHuas @opmyia), uacmoma — NO

NOKA3AHUAM.

e PexomeHnayercst mpoBe/ieHNE aHAIN3a KPOBU OMOXMMHYECKOTO OOIIETEPANEBTUYECKOTO MallHeHTaM
c Oone3npto Hwumanna-Iluka, Tum C B mporecce IUCIAHCEPHOTO HAOMIOACHHUS C IIENBIO

JUArHOCTUKYU MEYEHOYHOW HEIOCTaTOYHOCTH, OLIEHKU COCTOSIHMSI BHYTPEHHUX opraHos [3, 8, 13,
17, 19, 20, 38, 40].

YpoBennb yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 4)

KomMenTapuu:  Heobxooumo  (onpedenenue  aKmuHOCMU  ACNAPMAMAMUHOMPAHCHepasbl,
AlaHUHAMUHOMPAaHChepasbl, J1AKMamaoe2uopo2eHasol, WenouHoll Gochamaswi, eamma-
MOMAamMUImpancgepasvl 6 Kpogu, UCCLe008aHue YposHs obuje2o oOunupyouna, oOurupyouna
CBA3AHH020 (KOHBIOSUPOBAHHO20), XOeCmepUurd, XoiecmepuHa 1unonpomeuHo8 8blCoKoU niomHoCmu,
XonecmepuHa  JTUNONPOMEUHO8 HUZKOU NIOMHOCMY, MPUSTUYEPUOOs,  albOYMUHA,  2NH0KO3bl,
Kpeamunuua, oowjeco Oeika, Hampus, Kaius, oouje2o Kanvyus, uoOpuHozena 8 Kpoeu) 6 peoKux
CYUAAX NPU PA3BUMUU NeYeHOYHOU HeOOCTAMOYHOCIU BbIAGIAIOM CHUNCEHUE 8 KPOBU Nokazameiell,
ompadfcarowux CUHMemuyeckyro @QYHKYyuo nedeHu: aibOyMuHa, @uopunozena, nabopamophbie
nokaszamenu, onpeoejisemvle 0 OYeHKU GHeuHe20 Nymu ceEpmuléanus Kposu, xoiecmepuna u op. [3,
8, 13, 17, 19, 20]. B 6onee cmapuiem 6o3pacme 1a00pamopmsle UsMeHeHuss MO2ynm Omcymcmeosanb
unu Habnooaemcs ymepennoe nosviwenue AJIT, ACT, mpuenuyepuoos, cnusxcenue JIIIHII u JITIBII [3,
19, 20]. B nobom eo3pacme modicem HabI00AmMuvCsi pazeumue mpomooyumoneHuu, Ymo o0yciloBieHo

eunepcniernusmom [3, 19, 20]. Yacmoma — no noxazarusim.



o PexkomeHnayercsi uccienoBaHUE KOaryiaorpamMmbl (OpPUEHTHPOBOYHOTO HCCIIECIOBAHUS CHUCTEMBI
remMocrasa) namueHram oosne3npto Humanna-ITuka, Tun C B nponecce qucnaHcepHOro HaOMoaeHus

C LEJIbI0 OLIEHKH MOKa3areseil cBepThiBaeMOCTH KpoBH [3, 8, 13, 17, 19, 20].
YpoBennb yoenureabHOcTH pekomenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

KomMenTapuii:  Heobxooumo  npoooums  onpedeieHue  AKMUBUPOBAHHO20 — YACMUYHO2O
MPOMOONIACMUHOBO20 — BPEMEHU,  MPOMOUHOBO20 — 6PEMeHU 6  KPO8U,  NPOMPOMOUHOBO20
(mpomboniacmunHo8020) 8pemeHU 8 Kposu Ul 6 niazme, UCC1e008aHue YposHs GuopuHo2eHa 6 Kposu.

HYacmoma — no nokazavusim.

o PexoMeHnayercsi MpoBeACHHE MAarHUTHO-PE30HAHCHOM TOMOTpaduy TOJIOBHOTO MO3Ta MaIlUeHTaM ¢
6one3npto Humanna Iluka, Tun C B mporiecce AUCIAHCEPHOTO HAOIIONCHUS C IIEIbI0 BBISIBICHUS
nopaxeHus TojoBHOro mo3ra [8, 12, 13, 19, 20, 38].

YpoBeHnsb yoeauteabHocTu pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB — 5)

KomMmeHnTapuu: 6o3woiicHo npoeedeHue MacHUMHO-PE3OHAHCHOU MoMozpaguu 20J108HO20 M032a C
Koumpacmuposaruem. Maenumnas pesonancras momoepagus (MPT) eonosnoeo moszea y nayuenmos
¢ HII-C ¢ no30num nHauyanom He8poIo2UYeCKUX PACCMPOUCHE YACMO BbIAGIISAEm YepeOpalbHy0 U/Ulu
MO3HCEUKOBYIO ampoduio, A maxHce 2UNEPUHMEHCUBHBIU CUSHATL OM NEePUBEHMPUKYIAPHO2O 0elloco
seupecmea 20106H020 mosea 6 pexcumax T2 u FLAIR y nayuenmog ¢ Hauaniom 3a0onesanus 8 pamuem
demckom eo3pacme. K Opyeum obracmam 20108H020 MO32a, KOMOpPblE NPEUMYUJeCMBEHHO
nopascaromcs N0 OAHHbLIM HeUpOBU3YaANU3AYUL, OMHOCAMCA 2UNNOKAMA, MALAMYC U NOI0CAmoe meio.
Kpome moeo, wacmo uabnrooaemcs ucmonuyerue MO30MUCHO20 meld U HEeKOmopoe YMeHbuleHue
oonacmu cpeone2o mo32a Ha cpeduHHom cacummanvhom cpese. MPT cnekmpockonus (H-MRSI)
npumeHsemcsi 6 Hacmoswee 6pems Ol OUACHOCMUKU U MOHUMOPUHSA HEKOMOPbLIX Opyux
8DOJICOEHHbIX HApYWEeHUli obmeHa eewjecme ¢ HayuHou yenvto. Jna ouaenocmuxku HII-C &
KIUHUYECKOU NpaKkmuke OAHHAsE MemoOuka He Noayuuia wupokozo pacnpocmpanenus [8, 19, 20].

Yacmoma — no nokazauusim.

« Pexomenayercsi mpoBefcHHE dJICKTpOdHIICanorpaduu nanueHTam ¢ 6onesnpto Humanna [luka,
tun C B mpoliecce AUCITaHCEPHOTO HAOTIOEHUS C IIeTbI0 CBOCBPEMEHHOM TMArHOCTUKH STUIICTICHU
[8, 19, 20, 43].

YpoBenb yoeauTeabHOCTH pekoMeHaaunii C (YypoBeHb J0CTOBEPHOCTH J10KA3aTeJIbCTB — 5)

KommenTapmuii: 6o3vodxcno npogedenue snekmposnyeganocpaguu ¢ 6U0EOMOHUMOPUHSOM, NpU

HeoOX00UMOCMU.

e Pexomenayercsi mpoBeneHUE YIBTPA3BYKOBOTO HCCIIENOBAHUS OpPraHOB OpIOMIHOM TOJOCTH
(KOMIUIEKCHOTO) BCeM mainueHTam ¢ 0one3npto Humanna [luka, Tun C B mporiecce IUCIaHCEpHOTO

HaOII0CHMS C 1IETIBIO BBISIBICHHS CILICHO-/TerarocimieHomeramuu [19, 20, 38].

Yposenn yoeaureabHOCTH pekoMeHaanuil C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB — 5)



KOMMeHTapI/H/I: makoice — OJisi BbIAGNECHUS NPU3HAKO6 KAPUUHOMblL Ne4YeHU. lexl B03MOIMCHOCMU —

OONONHUMENbHO NPOBOOSIM dnacmomempuio neweru [47].

o Pexomenayercsi TpOBEACHHE IJIEKTpOHEHpoMuorpaduu CTUMYISIMOHHOM OIHOTO HEpBa
naiuenTam ¢ 6one3npio Humanna [luka, Tun C B mpolecce JUCIaHCEPHOTO HAOIIOACHUS C LENbIO

JIMAarHOCTUKU nonuHepomnaruu [39, 57, 58].

s B3pociabix - YpoBeHb YyOenuTejbHOCTHM PpexkoMenaanuii C (ypoBeHb [10CTOBEPHOCTH

J0KA3aTeJIbCTB — 5).

Jass  nereid - YpoBeHb YyOeaureabHOCTH pekoMenaanuidi C (ypoBeHb [10CTOBEPHOCTH

JA0Ka3aTebCTB — 4).
KommenTapuu: xoruuecmeo ucciedyemvlix Hepeos onpeodensiemcs KIUHUYECKOU Cumyayuel.

° PEKOMCHHyeTCH IMPOBCACHUC TOHAJIBHOM AYAUOMCETPHUHN IMAaIUCHTaM C oone3npro Humanna HI/IKa,

tun C B npoiiecce AUCIaHCEPHOTO HAOMIOACHHUS C LIENbI0 OLEHKH ciiyXa [54].
YpoBenn yoenureabHOCTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTEJNbCTB — 5).

KommenTapmii: ¢ yenvio oyenku ciyxa makoice mMocym npo8oOUmMuvCs Cledyroujue Uccied08aHus:
uccne0o8anue  bl36AHHOU  OMOAKYCMUYECKOU — AMUCCUU,  UCCLe008aHUEe  KOPOMKOLAMEHMHbIX
8bI36AHHBIX NOMEHYUATI08, PEUCMPAYUsL BbI36AHHBIX AKYCIMUYECKUX OMBEMO8 M032a HA NOCMOAHHbLE

mooynuposannvie mouwlt (ASSR mecm).

o PexomeHnayercsi IpoBeieHNUE dIEKTPOOKyaorpaduu nanueHtam ¢ 6one3nsto Humanna Iluka, Tumn
C B mporecce QUCHAHCEPHOTO HAONMIOAEHUS C LENbI0 PETHCTPAllMM M OLIEHKU CaKKaIU4EeCKUX

JIBOKeHUM a3 [36, 59]..

s B3pociabix - YpoBeHb YyOenuTebHOCTH PpexkoMmenaanuii C (ypoBeHb [10CTOBEPHOCTH

JI0KA3aTeJIbCTB - 5).

Huas  pgereid - YpoBeHb YyoOeaurTeabHocTH pexkomeHaanuid C (ypoBeHb [10CTOBEPHOCTH

JA0KA3aTeJbCTB — 4).

KommenTapuii: xapaxmepuvimu Hegponozcuueckumu npossnenusmu HII-C aenaiomces HapyweHnue

CaKKaOUYeCcKux O8UNCEHULL 211a3 UIU 8EPMUKATbHBIU HAOBAOEPHBIU NAPAIUY 830pa.

o Pexomenayercs mpoBefeHre peHTreHorpaduu Jerkux (peHrreHorpaduu Jerkux uudponoit) u/umum
CIUPATILHON KOMITBIOTEPHON ToMOTrpaduu Jerkux namnueHtam ¢ 6one3npto Humanna Iuka, tTun C
Ipyu HEOOXONMMOCTU (MOAO3PEHHE Ha MOPAKEHUE JIETKUX) C IEJIbI0 CBOEBPEMEHHOIO €ro
BBISIBJICHUS , OTIPE/ICNICHUS XapaKTepa U OIIEeHKH 00beMa B MPOIecce AUCTAaHCEPHOTO HAOMIOACHHUS C

1I€JIbI0 CBOEBPEMEHHOIO BBISIBIICHUS MTOpaxkeHus jerkux [37,50,51,53,54].

Juas B3pociabix - YpoBeHb YyOenuteabHOCTH PpexkoMmenaanuii C (ypoBeHb [10CTOBEPHOCTH

J0KA3aTeJIbCTB — 5).



Jasa  pgereid - YpoBeHb YyoOeaurTeabHocTH pexkomeHaanuid C (ypoBeHb [10CTOBEPHOCTH
A0Ka3aTeJabCTB — 4).

KommenTapuii: y nayuenmos moeym nmabnrooamuscs wacmole peyuousupyroujue UH@eKyun HUMCHUX

ObIXamenbHuIX nymeu, OUD@y3Has uHmepcmuyUaIbHas UHGUILMPAYUS T1eSKUX.

e PexoMeHI0BaHO pacCMOTpETh MpOBeJeHUE uccienoBaHus MU y3uOHHON CIIOCOOHOCTH JIETKUX
MalyeHTaM C KIMHUYEeCKMMHU Tpu3Hakamu Oonesnn Humanna [luka, Tun C mpu mogo3peHUH Ha
MHTEPCTUINAIBHOE TIOPAKEHUE JIETKUX C LEIbI0 CBOEBPEMEHHOM TUATHOCTUKU U JMHAMUYECKOTO
KOHTpoJs [52, 53 ].

YpoBenn yoenureabHOCcTH pekoMeraanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5).

KOMMCHTapHﬁZ Jlecounbvle 00vembl Yy nayuermoe C KIUHUYECKUMU NPpUSHAaAKamu oonesnu Humanna
Iluxa, mun C npu Hajauduu nopasiCerHusd J1ecKOYHOo20 UHRmepcmuyusl dauie e6ceco ocmaromci

HOPMAJIbHBIMU.

e PexoMeHa0BaHO paccMOTpETh MpoBeaeHUEe TpaxeoOpOHXOCKONUHU (BUACOTPAXEOOPOHXOCKOTINH) U
LUTOJIOTUYECKOE HCCIIEIOBAHUE JIABAXXHOW JKUJIKOCTH, MHUKPOCKOIIUYECKOE UCCIEA0BaHUE
JABAKHOMW JKUJIKOCTH TALIUEHTaM C KIMHUYECKUMHM Tpu3Hakamu Oosne3Hu Humanna Iluka, Tun C
NpyU TMOAO3PEHUM HA HHTEPCTULIHAIBHOE TMOPAXKEHHUE JIETKUX C 1EeJbl JOMOJIHUTEIBHOTO
MOATBEP)KJICHUS JTMarHo3a (OOHAPYKXEHUS MYJIBTUBAKYONbHBIX («IIEHUCTHIX») Makpoharon

(ructrouuToB, Ki1eTok HuManna-I1Iuka) B )KuaKoCTH OPOHXO0-aJIbBEOJIAPHOTO JJaBaxa [52,53].
YpoBensb yoeaureabHocTu pekoMmenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJLCTB — 5).

o Pexomenayercsi mMpoBeACHHE NMPOTOHHONW MArHUTHO-PE30HAHCHOM CIEKTPOCKONUHU MALUEHTaM C
oone3npto Humanna Iluka, Tun C B mpoiecce AMCIAHCEPHOTrO HAOMIONEHUS C LENbI0 OLICHKU
CTETICHU TOPAXEHHS TOJIOBHOTO MO3ra 1 MOHHTOPHHIA MPOTPECCUPOBAHMS 3a00JI€BaHNUsA, & TAKXKE

otleHKH 3 dekTuBHOCTH Tepanuu [38, 40].
YpoBenb yoenurteabHocTH pekoMenaanuii — C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTeIbCTB 5).

KommenTapmii: H-MRSI noseonsem 00no8pemenHo usmepsams UHMEHCUBHOCb CucHanoé N-ayemun
acnapmama (NA), coedunenuti, codeporcawux xonun (Cho), xpeamun u ¢hocgpoxpeamun (Cre),
nakmama (Lac). V nayuenmos c¢ HII-C nabniooaemcs cuusxcenue yposwsi NA/Cre 6 nobnot u
memeHnHoU Kope, nogviuieHue yposus Cho/Cre 8 10010l KOpe u NOIY08aAIbHOM YeHmpe mo3ea. Taxoice
ovlIa 0OHapYJCEeHa Koppenayus mexcoy bariamu no wkaie kiuHudeckoeo cmaouposanus HII-C u
omknonenusimu 6 pesynomamax H-MRSI. H-MRSI noxaszvisaem oughghyznoe nopadsicenue 201081020
mo3zea y nayuenmog ¢ HII-C, coomeemcmsyroujee namonocuieckum ocobenHocmsam 3aboneeanus. H-
MRSI sensemcs 06vekmueHviM U YYBCMBUMENbHbIM UHCIPYMEHMOM OJisi HeBPOIOSUHECKOU OYeHKU
nayuenmos ¢ HII-C [40)].

e Pexomenayercs npuem (0OCMOTp, KOHCYJIbTAllMsl) Bpada-reHETUKa MEePBUYHBIN M MOBTOPHBIN (IpU
HE00X0IMMOCTH )/AUCTIaHCEPHBIN MTPUEM (OCMOTp, KOHCY/IbTAIINI) Bpaua-reHeTHKa BCEM MallueHTaM

c Oonesnpto Humanna Iluka, Tum C ¢ mOATBEpKIECHHBIM JMArHO30M W/WIIM WX O(HUITMATBLHBIM



MPEICTABUTENSAM, C IIEJbI0 Pa3bsICHEHUN TEHETHMYECKOTO pHUCKa, OOCYKIEHHsS BO3MOXKHOCTEH
IPEHAaTAJIbHOM W NPEMMIUIAHTAIIMOHHON JMArHOCTUKU B CEMbE, KOHTPOJsA 3(P(PEKTUBHOCTU U

0€30MacCHOCTH MaTOTeHETUYECKOM Tepamuu [19].
YpoBenn yoenureabHOCcTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH J0KA3aTEJNbCTB — 5).

KommenTapuu: 6 cemwvsax, e2oe ecmb nayuenm ¢ YCMAHOBLEHHOU Mymayuei, Ccyuwjecmsyem
B03MONCHOCIb NPOBEOEHUs NPEUMNIAHMAYUOHHOU U NpeHamanbHou ouaznocmuku. Ilpenamanvhas
OUACHOCMUKA BO3MONCHA Memooamu npamou uau xoceewHot J[HK-ouaenocmuku ons cemeil ¢

Uu36eCcnHbiM cEHOMUNOM.

o PexomeHnayercs npueM (0CMOTp, KOHCYJIBTAIIMS) Bpadya-HEBPOJIOra IEPBUYHBIA ¥ TOBTOPHBIN (TIpU
HE00XO/IMMOCTH )/AUCTIAaHCEPHBINA MTPUEM (OCMOTp, KOHCYJIbTallMs) Bpadya-HEBPOJIOTa MalleHTaM C
oonesnpto Humanna Iluka, Tun C, B mporecce TUCHAHCEPHOTO HAOMIOACHUS, MPU HAJTUUYUH
MOKa3aHW, C TEJIbI0 KOHTPOJS COCTOSHHUS, CBOEBPEMEHHOW [MAarHOCTHKWA W JICUEHUS
HEBPOJIOTUYECKON NaTOJIOrMH, KOHTPOJs 3((EKTUBHOCTH U 0€30MaCHOCTH CHUMITOMATHYECKOIO

neuenus [50].
YpoBenn yoenureabHOCTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTEJNbCTB — 5).

o Pexomenayercs mpuem (0OCMOTp, KOHCYAbTAIMs) Bpada-o(pTaibMoiora NEPBUYHBIA U MTOBTOPHBIIM
(mpr  HEOOXOAMMOCTH )/TUCTIAHCEPHBIM TpHeM (OCMOTp, KOHCYJbTallds) Bpada-oQTalIbMOjIora
nanuenTam ¢ 6one3nbto Humanna [luka, Tun C, B mpolecce IuCHaHCEpHOTo HAOMIONEHUs, MpU
HAJMYUM TIOKA3aHMM, C II€JIbI0 KOHTPOJS COCTOSIHUSI, CBOEBPEMEHHOW IMArHOCTUKU U JICUYEHUs
0 TaNbMOJIOTUYECKON MATOIOTUH, KOHTPOJIS 3PPEKTUBHOCTU U OE30MACHOCTH CUMITOMATHYECKOTO

nedyeHus [36].
YpoBenn yoenureabHOCTH pekoMeHAanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3aTeNbCTB — ).

o Pexomenayercs rmpuem (OCMOTp, KOHCYNbTAIlMsl) Bpaua-liequarpa WM Bpada-TepareBTa
NEPBUYHBIA M MOBTOPHBIN (MIPU HEOOXOAMMOCTH)/IUCTIAHCEPHBIM TIpUeM (OCMOTp, KOHCYJbTAIu)
Bpaua-Tieinarpa Wik Bpada-TeparneBra namnueHTram ¢ 6one3nspto Humanna [luka, Tun C, B mporecce
JUCTIAHCEPHOTO HAONIONEHUs, TIPU HAJIMYMU TOKa3aHWH, C M0 CBOCBPEMEHHOW NHAarHOCTUKU
COITYyTCTBYIOIIEH TEepaneBTUYECKOM MaTOJOTUH, MOHUTOPUHIA OOIIEr0 COCTOSHUSL 3JI0pPOBbSI U

KOHTPOJIS 3D PEKTUBHOCTU U OE30MACHOCTH CUMITTOMAaTHYeCKOro JieueHust [S0].
YpoBennb yoenureabHOCcTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5).

KommenTapuii: mak dwce 603modcHo npogedeHue npuema (ocmompa, KOHCYIbmayuu) epada oouel
NPAKMUKU  (cemelno2o 6paya)/OucCnancepno2o npuema (0CMoOmpa, KOHCYIbmayuu) epaya oduel

NPAKMUKU (CemMetino2o 8pava,).

o Pexomenayercst mpueM (OCMOTp, KOHCYAbTAIlMsl) Bpada-TaCTPOIHTEPOTOTa TEPBUYHBIA U
MOBTOPHBIM  (IIpU  HEOOXOAMMOCTH)/AMCTIAHCEPHBIH TpuUeM (OCMOTp, KOHCYJbTAaIMs) Bpaua-
racTposHTeposiora nainueHram ¢ 6one3nbto Humanna Iluka, Tun C, B mpoiecce AUCIaHCEPHOTO

H36J'IIOI[€HI/I$I, npun HAJIUINHU HOKEB&HPIIZ, C IMCJIbIO KOHTPOJIA COCTOAHMA, CBOCBpeMeHHOfI



JUArdHoCTUKHN M JICUCHUA FaCTpOBHTepOHOFquCKOﬁ MMaToOJOIruv, KOHTPOJIA 3(1)(1)€KTI/IBHOCTI/I n

0€30IMaCHOCTH CUMITTOMATUYECKOTO JedeHus [50].
YpoBenb yoeauteabHocTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J10KA3aTeJbCTB — 5).

e Pexomenayercss mnpueMm (OCMOTp KOHCY/IbTallMs) Bpadya-OTOPUHOJIAPUHIOIOrAa W/WIM Bpaya
CYp/10JI0Ta-0TOPHUHOJIAPUHTOJIOTa TIEPBUYHBIN U MOBTOPHBIN (IIPU HEOOXOIUMOCTH )/ IUCTIAHCEPHBII
npueM (OCMOTp, KOHCYNIbTallMsl) Bpadya-OTOPUHOJAPUHIONOra W/MIM Bpada CyploJora-
OTOPUHOJIAPUHTIOJIOra nanueHTaM ¢ 6one3nbto Humanna Iluka, Tun C, B mpouecce AUCHaHCEPHOTO
HAOMIOACHUS, TpPU HAIMYMK TIOKa3aHWUW, C 1EJbI0 KOHTPOJS COCTOSHUSI, CBOEBPEMEHHOMU

JIMArHOCTUKU U JedeHus nopaxenus JIOP-opranos [54].
YpoBenb yoeaurTeabHOCTH pekoMeHaannii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5).

o Pexomenayercsi mpuem (OCMOTp, KOHCYNBTAIlMsl) Bpada-reMarojiora TMEePBHYHBIA W TOBTOPHBIM
(mpu  HEOOXOIMMOCTH)/TUCTIAHCEPHBI TMpHeM (OCMOTpP, KOHCYJbTallMsl) Bpada-reMaTosora
nanueHtaM ¢ 6one3npto Humanna Iluka, Tun C, B mpouecce OuCHaHCEPHOTO HAOMIOAEHUS, MpU
HaJIMYUW TOKa3aHUM, C ILEJbI0 KOHTPOJS COCTOSIHUS, CBOCBPEMEHHON JMArHOCTUKH U JICUCHHS

MOPaKEHUsI CUCTEMBI KPOBHU U KPOBETBOPHBIX OpraHoB [50].
YpoBenb yoeaureabHocTu pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5).

o Pexomenayercsi mpuem (OCMOTp, KOHCYJIbTAIMs) Bpada-ICUXUATpa/Bpada-TiCUXUarpa IETCKOTO
NEPBUYHBIA M MOBTOPHBIN (MIPU HEOOXOAMMOCTH)/IUCTIAHCEPHBIM TIpUeM (OCMOTp, KOHCYJbTAIu)
Bpaua-TIcuXuarpa/Bpada-rcuxuarpa JAETCKOro nanueHtaMm ¢ 6osne3npto Humanna Iluka, tun C, B
npouecce AUCIaHCePHOro HAOMIONEHUs, TPU HATMYMU TOKA3aHUN C LEJIbI0 KOHTPOJS COCTOSHHUS,
JUArHOCTUKU COMYTCTBYIOIIEH TIICUXMATPUYECKOW MATOJIOTMM, KOHTPOJd A(P(EKTUBHOCTH U

0e3omacHOCTH cuMnTOMarndeckon tepanuu [50].
YpoBenn yoenureabHOcTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH J0KA3aTENbCTB — 5).

o PexomeHnayercsi mpueM (OCMOTp, KOHCYIbTAIMS) Bpada-IueToiora MePBUYHBIA U TIOBTOPHBIN (TTpH
HEOOXOAUMOCTH) TalmeHTaMm ¢ Ooje3Hpto Humanna [luka, Tun C, nmpu HaaW4MHM TMMOKAa3aHHUH, C
1eapl0  (POPMUPOBAHUS/KOPPEKIIMU TUIaHA JUETOTEpanvu, Ha3HAYeHUs JIeueOHOTro MHUTaHUs,

KOHTPOJI ero 3¢ (HEeKTUBHOCTH U Oe3omacHocTu [50].
YpoBennb yoenureabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5).

o Pexomenayercsi npueM (TECTUPOBAaHUE, KOHCYIbTALMS) MEAUIIMHCKOTO TMCUXOJIOTa MEPBUYHBIN U
MOBTOPHBIN (TIpU HEOOXOMMMOCTH) mareHTam ¢ Oone3npto Humanna Iluka, Tunm C, a Takke ux
CEMbSIM U/WJIM 3aKOHHBIM MPEJCTABUTENSIM B IIPOLIECCE IUCTIAHCEPHOTO HAOIOICHUSI, TPU HAJTUIUHU

TOKa3aHMH, C LEIbI0 OKa3aHUS KIMHUKO-TICHXOJIOTUYECKOM oMol [8,19].

YpoBennb yoenureabHOCTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTEJNbCTB — 5).



5.1. Bakuunanus

e Pexomenayercs nmanuentam c 6one3nsto Humanna Iluka, Tun C nmpoBoauTh NpoduIaKTUYECKYIO
BaKIMHAIIMIO 110 HAlMOHAJIbHOMY KaJ€HJApI0 MPUBUBOK C LENbI0 (OPMUPOBAHUS HMMYHHOU

3aIMThl Opranu3Ma oT uHbekui [60].
YpoBennb yoenureabHOCcTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

KOMMCHTapI/II/I: BAKYUHAYUIO ueﬂecoo6pa3no I/lpOGOOZﬂYlb cneyuarucmamu, uUMerowumMu  onvlm

pCl6OWlbl C nayuermamu ¢ memaobonuyeckumu 60]l€3H}ZMl/l, UIU 10O UX KOHRmMpoJiem.

Hononnumenvno nayuenmam ¢ o6onesnvio Humanna Iluxa, mun C paccmompems gedenue BaxyuHul
0151 NPOhuUIAKMUKU NHEBMOKOKKO8bIX uHgexyuti (23 6aieHmHOU NOaUCaAXapuoHoll), BAKYUHAYUIO

NPOMUE MEHUH2OKOKKOBOU UHGeKyuu, 6empsHou OCnbl, KOPOHABUPYCHOU UHQDEKyuu HO8020 mund
(COVID-19) [60].



6. Opranuszanus oKa3aHusl MeJJUIUHCKON IMTOMOIIH

llayuenmam c 6onesnvio Humanna Iluxa, mun C, 6 3a8ucumocmu om HeodX00UMOCmU, MOXcem Oblmb
OKa3aHa  MeOUYUHCKAs  NnomMowsb  Jr0b020  8uoa,  Yciosus,  opmvl,  NPedyCMOMPEHHLIX

3akonodamenvcmeom Poccuiickoti @edepayuu.

Iloka3aHus 1J1s1 IJIAHOBOM rOCIIMTAJIN3ALNH B MEIMINHCKYI0 OPTaHU3AIHIO:

- [IpoBeaeHmne MUMarHOCTUKY U JICYEHUS, TPEOYIOIINE KPYyIIOCYyTOYHOTO MEAUITMHCKOTO HAOMIOACHHUS.
- CocTosinue, TpeOyroliee aKTUBHOTO JICYEHUS U KPYTIIOCYTOYHOTO MEAUIIMHCKOTO HAOMIOACHHUS;

- Coctosinue, TpeOyroliee MPOBEACHNS BBICOKOTEXHOJIOTHIHBIX METOOB JICUCHHUS

- HeoOGxoaumocTh MpoBeACHHUS Pa3IMYHBIX BHUJIOB HKCIEPTU3 WM OOCIEAOBAHMS B MEIULIMHCKOMN
OpraHu3allid TPH HEBO3MOXHOCTH TMPOBEACHUS WX B aMOyJIaTOPHBIX YCIOBHSIX, TpPeOYyIOIMIMX

JUHAMHNYCCKOI'O Ha6J'IIOI[eHI/IH (B TOM HHUCIIC Oq)OpMJ'ICHI/Ie 3aKJIFOUCHU S (benepanbﬁoro KOHCI/IJII/IYMa).
Iloka3zanusa K 3KCTpCHHOﬁ/H€OT.]IO)KHOﬁ rociunuTaJau3anmu:

- OCTpBIe 3360HCB3HI/I5{, O6OCTpeHI/IH XPOHHUYCCKUX 6OHC3Heﬁ, OTpPaBJICHUA W TpaBMbl, COCTOAHUA,
TpGGYIOH_II/Ie WHTEHCHUBHOU TCpallukn MW IICpCBOAAa B PCAHUMAIIMOHHBIC OTACIICHUA HWJINW OTACICHHA
WHTCHCUBHOM TCpaliy, a TaKXE KPYINIOCYTOYHOIO MCEAMIHMHCKOI'O Ha6J'HOI[eHI/II/I U IIPOBCACHUA

CTEIUATBHBIX BUJIOB OOCIICIOBAHUS U JICUCHUS.

IToka3zaHus K BHIMUCKE MALMEHTA U3 MEIULMHCKOA OPraHu3alum:

- OTCyTCTBUE YIPO3bI )KU3HU NALUCHTA;

- OTcyTCTBHE YIPO3BI PA3BUTHS OCIOKHEHUH, TPEOYIOMNX HEOTIOKHOTO JICUCHUS;

- CTa6I/IJ'II/IBaI_II/I$I COCTOSAHHMA M OCHOBHBIX KJ'II/IHI/IKO-JI360paTOpHBIX MOKa3aTejae MaToJI0ruYeCKOTo

nponecca 1o OCHOBHOMY 3a6OHGBaHI/IIO;

- OTCYTCTBI/IG H606XOIII/IMOCTI/I B IOCTOAHHOM Bpa‘—ICGHOM U KpPYITIOCYTOYHOM MCIAUIIMHCKOM

HaOJIIOICHUH TI0 OCHOBHOMY 3a00JI€BaHHUIO;

- HeoOxogumocTu mnepeBoja NalMeHTa B JPYrylo OOJNBHUIY WIH YYPEXACHHUE COLUAIBHOIO

obecrneueHus.



7. JlonosiHUTE IbHAA MHpopManus (B TOM YHCJIe
(baxkTOpPBI, BJUSIONINE HA MCXO0] 3200/1eBAHUA UJIH
COCTOSIHUSA)

Pannsiss ouaenocmuxa u uawano namocenHemuvecko2o U CUMNMOMAMUYECKO20 e4eHus moeyni

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

Hecmomps nHa nanuuue namozenemuyecko2o eyeHus, npo2nos npu ooneswu Humawnna-Iluxa, mun C
npooodcaem O0Cmasamvcs HeOIA2ONPUAMHBLIM. Xapakmep npocpeccuposanus 3a0onesaHus U

npooondcumenvrocms dHcusnu y nayuernmos ¢ HII-C kpaiine éapuabenvhbi.

Ceoespemennoe Ha3HaueHue NAmMo2eHemuyeckol mepanuu (cybocmpam-pedyyupyiowas mepanus)

MOdHcem YIyuuums npocrHo3 nayueumos [8-13,19,23,27].

Pexomendyemcsa nposedenusi CcKpunmuHea 2pynn 6blCOKO20 pUcka (nayuewmsl ¢ amakcuetl,
Kamansiekcuet) ¢ yenvro sviasnenus nayuenmos ¢ HII-C [7,12].

llayuenmol, y Komopuvlx pazeusaemcs msiceids SNUIencusl, KaK npasuio, UMerm Xyouwutl NPocHo3 u
MEHbULYIO NPOOOIHNCUMETbHOCIb HCU3HU, NO CPABHEeHUl0 C nayueHmamu 60e3 ¢ INUlenmuieckKux
npucmynos [19].



Kpurepun onieHKH KayecTBa MEIUIIUHCKOU MOMOLIH

KpI/ITepI/II/I OLICHKHN Kadyc€CTBa HepBHqHOﬁ Me,Z[I/IKO-CélHHTapHOfI nmoMomu B3pOCIIBIM MU ACTAM IIPpU

6one3nun Humanna-ITuka tun C (koaet mo MKB - 10: E75.2)

Ne OueHka

n/n Kputepuu oueHkn KayectBa BbINOJIHEHUS

1. BbINONHEH KOMMMEKC WCCnefoBaHun Ans AnarHoctukm 6onesHn HumanHa-lMwuka tvn C (BbiiBNeHue HNa/Het
MyTaumii B reHe NPC1, NPC2) (npwu ycTaHOBNEeHUN AMarHo3sa)

2. BbinonHeH npuem (0CMOTP, KOHCY/IbTaunsa) Bpadya-HeBposiora nepBuYHbIN [Oa/Het

3. BbinonHeH npuem (OCMOTP, KOHCy/sbTauus) Bpaya-reHeTMka nepBuYHbIn (NpM  yCTaHOBNEHWUMU [Oa/Het
avarHosa)

4, BbinonHeHo ynbTpa3ByKoBOE UCCNeAoBaHWe OpraHoB BpoWHOM NOAOCTU (KOMMEKCHoe) Oa/Het

5. BbinONHEHO Ha3HaudyeHue MurnycraTa (B KayectBe cybCcTpaT-peayuupytowen Tepanum, B 3aBUCUMOCTHU Oa/Het
OT MEeAMUMHCKNX MOKa3aHWM 1 Npu OTCYTCTBUU MEANLMHCKMX NPOTUBOMNOKA3aHWUN)

Kputepuu onieHKkH KadyecTBa CHEHUAIM3UPOBAHHONW MEIMIIMHCKOW MOMOIIM B3POCIBIM U JIETSIM TIPHU

6one3nn Humanna-Iluka tun C (koaet mo MKBD - 10: E75.2)

N2 OueHka

n/n Kputepuun oueHku kayecTBa BbINONHEHUS

1. BbinonHeH npuem (0CMOTP, KOHCY/bTauusa) Bpada-HeBpOsiora nepBuYHbIn Oa/Het

2. BbINONHEHO yNbTpa3ByKOBOE MCCef0BaHNE OpraHoB GpPOLWHONM MoaocTM (KOMMIEKCHOE) [Oa/Het

3. MpoBeaeHo neyeHne mMurnycratoMm (B KadectBe cybcTpaT-peayumpyrowen Tepannum, B 3aBUCMMOCTM OT [a/Het
MeANLMHCKMX NMOKasaHuii U Npu OTCYTCTBUN MEAMLMHCKMX MPOTMBOMNOKa3aHnn)
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Ipuaoxkenue Al. CocraB padouer rpynnsl mo
pa3paloTke U mepecMOTpPy KIHMHUYECKHX
pPeKOMeHaalni

. KyueB Cepreii UBanoBu4 — akagemuk PAH, n.m.H., tupexrop @®I'BHY "Menuko-renetnueckuit
HayyHbld 1eHTp uM. akagemuka H.II. bouxoBa", Ilpe3uaeHT Accomuanuu MEIUIMHCKUX

TCHCTHUKOB

. Annapuomkun Cepreii HuxonaeBuu — axagemuk PAH, n.m.H., mpodeccop, 3amecTutens

TUPEKTOpa 1Mo HaydHOU paboTe, pyKOBOAMTENb OT/eia ucciaenopannii mosra ®I'bHY HI[H

. bapanoB Auiekcanap AJiekcanapoBuu — axajgemuk PAH, mpodeccop, n.M.H.; moO4YeTHBIHA
npe3uaeHT Coroza nenuarpoB Poccum, coBetHuk pykoBogutenss HUW neamarpur m oxpasbl
3n0poBbs nereid HKL[ Ne2 ®I'BHY «PHIX um. akan. b.B.IlerpoBckoro», npodeccop kadeapsl
neauarpuu u aetckoit pesmartonaorun ®I'AOY «llepeoiii MI'MY um. U.M. CeuenoBa» Mun3apasa
Poccun (CedueHOBCKUIT YHUBEPCHUTET), TIABHBIM BHEIITATHBIM CIEHUAIUCT Heauatp MuH3apaBa

Poccun

. Hama3zoBa-bapanoBa Jleiina CeiimypoBHa — akanemuk PAH, mpodeccop, A.M.H., mpe3uaeHT
Coroza nempuarpoB Poccun; mact-npesunentr EPA/UNEPSA; pykoBonutens HUUW nemmarpuu u
oxpanbl 310poBbs jereil HKI[ Ne2 ®I'bHY «PHIX um. akan. b.B.IleTpoBckoro», 3aBemyronias
kadenpoit gakynpreTckoi neauarpuu neauarpudyeckoro gaxkyiasrera GI'AOY BO «PHUMY um.
H.M. IluporoBa» Mun3npaBa Poccun, DIaBHBIM BHEIITATHBIM JETCKAM CIELHUATIUCT TI0

npodunakrruueckoit meaunuae Munsapasa Poccuun

. AuncumoBa MuHra BaaumoBHa — K.M.H., 3aBeIyOIas OTACJIOM OpPraHU3alMU METUIMHCKON
nomouy, Bpad-reHeTuk OI'bHY «Menuko-renetnyecknii HaydHbli HEeHTp UM. akagemuka H.IIL.

EO‘—IKOB&», YJICH ACCOI_II/IaI_[I/II/I MCANITMHCKHUX I'CHCTHUKOB

. Bamakmanze Haro JIxkym0epoBHa — JI.M.H., PYKOBOAWTENIb OTAcHa OpdaHHBIX OoNe3HEH W
npoUIaKTHKK HHBAMHAU3UpYIonmX 3aboneBannii HUM meamarpuu u oxpaHbl 370pOBbs ACTEH
HKI[ Ne2 ®T'BHY «PHIIX um. akan. b.B.IlerpoBckoroy», npodeccop kadenpsl paxyabTeTcKoM
neauarpun neguarpudeckoro (pakynsreta GrAOY BO «PHUMY wum. H.U. [luporosa»

Munsapasa Poccuu, uiien Coro3za neauarpoB Poccuun

. AKypxoBa Haraqus BsayeciiaBoBHa — K.M.H., BeylIuil HayuHbli coTpynauk HUW nenmarpuu n
oxpanbl 310poBbs jaeteit HKI[ Ne2 ®T'BHY «PHIIX um. akaa. b.B.IlerpoBckoroy», uinen Coro3a

neanuaTpoB POCCI/II/I, YJICH ACCOHI/IaHI/IH MCIUIIMHCKUX I'€CHCTHUKOB

. 3axapoBa Exkarepuna IOpbeBHa — 1.M.H., 3aBeAyromas JjJadopaTOpueil HACIEICTBEHHBIX
oonesneii obmena @OI'BHY "Menuko-reHeTHYeCKUd HAyYHBId IEHTP WM. aKaJeMHKa
H.IT.boukoBa", wien Poccuiickoro oOuiecTBa MEIUIMHCKUX TE€HETHUKOB, YJIEH €BPOIEHCKOro

oO1l1ecTBa o U3y4YEHHUIO HACIEeACTBEeHHBIX Oose3Hel oOMeHa BemecTB (SSIEM)

. KimomnukoB Cepreii AHaToJIbeBHY — K.M.H., B.H.C., BPau-HEBPOJOT 5 HEBPOJIOTHYECKOTO

ornenenuss @®I'BHY HIH, wunen Poccuiickoro ooOmectBa HeBposioroB u Accoiuanuu
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MEIUITMHCKUX TeHeTnkoB, Movement Disorder Society, European Huntington"s Disease Network
(Euro-HD Network). Beaymuii cieruanuct no 6osie3nu ['eHTUrToHa MCCeI0BaTeIbCKOTO IIEHTpa
REGISTRY Euro-HD Network (ma 6aze HIIH). Ilpeacemarens poccuiickoil accoummaruu 1o

0oprOe ¢ Ooe3HpI0 [ eHTHHTTOHA.

Ky3enkoBa Jlronmuiaa MuxajaoBHa — JI.M.H., 3aBEAYIOIIAs OTAECICHUEM IICUXOHEBPOJIOTUH U
ncuxocomarnueckord mnaronorun OI'AY "Hayuselid MEAMIIMHCKUI HCCIEAOBATEIbCKUM LEHTP

3nopoBbs gerei" M3 PO, unen Coro3a nenuarpoB Poccun.

. MuxaiisioBa Ceeriiana BuranbeBHa — J1.M.H., 3aBenytomas ortaenenueM OI'BY «Poccuiickas

Herckas Knuanueckas bonsauia» M3 PO.

IHamkoB Anexkcanap BaaaumMupoBu4 — K.M.H., 3aB. OTJAEJIOM OTOPUHOJIAPUHIOJIOTUH U
cypnonorun HUN neguarpuu u oxpansl 310poBbs aereit HKI[ Noe2 ®I'BHY «PHIX um. akan.
b.B.IleTrpoBckoro»

IIpomnsikoBa Tarbsina FOpbeBHa — K.0.H., C.H.Cc. Jaboparopuu HAcIEACTBEHHBIX OOJe3Hen
oomena BemectB ®I'BHY "Menuko-renernueckuit Hayunbeiii nentp uMm. H.II. Boukosa", unen

Poccuiickoro 06IHCCTB3. MCIUITMHCKUX I'€CHCTHUKOB.

IoaksernoBa Tarbsina BaaauMupoBHa — K.M.H., C.H.C. Ja0OpaToOpuM PEeIKUX HACIEICTBEHHBIX
oonesneii y aereit ®I'AY "HayuHbiit MEAUIIMHCKUN MCCIENOBATENBCKUIN TIEHTP 370POBhS JAeTei"

M3 PO, unen Coroza neauarpo Poccum.

Penuna C.A. — k.M.H., Bpau-reHeTHK PI'BHY "Menuko-reHeTnueckuili Hay4YHbId LEHTP WM.

akagemuka H.I1. BoukoBa", uineH Accorpanuy MEIUIIMHCKUX TeHETUKOB Pocchi.

CeupugoBa Bajsiepuss BajieppeBHa — Bpau-reHETUK OT/ENa OpPraHU3alUU MEAUIIUHCKOMN
nomoun PI'bHY «Menuko-reneTnuecknii HayuHbiid HeHTp uM. akaaemuka H.I1. boukoBa», Mm.H.C
naboparopun mytarene3a @I'BHY «Menuko-reHeTHYeCKuil HayqHBINH IIEHTp UM. akagemuka H.IT.

boukoBay

CeaumssinoBa Jlwimsi PoOeproBHA — K.M.H., 3aBEeAyIOllas OTAEJIOM CTaHAApPTU3aLMU U
M3y4eHUs1 OCHOB AokaszarenbHor Menuuuubl HWUW nenmarpum m oxpassl 310poBbst gereid HKI]
No 2 ®T'BHY «PHIX wum. akax. b.B.IlerpoBckoro», moreHT kadeapbl NeAuaTpudl U JIETCKON
peemarosiorun  ®I'AOY  «llepeeiik MI'MY wum. HN.M. CeuenoBa» Mun3npaBa Poccuu
(CeueHoBCcKUiT YHUBEpPCUTET), JOLUEHT Kadeapbl (aKyIbTETCKOW TEAMaTPUU TMeaUaTpUyYECKOTO
¢akynereta OIAOY BO «PHUMY wum. H.M. IluporoBa» MunzapaBa Poccuu, unen Coroza

nenuarpoB Poccun

CemsiuknHa Ajia HukogaeBHa — J.M.H., T.H.C. OTJCJICHUS KJIMHHYECKOM TeHeTuku PI'BY
«Mocxkosckuii HUUW neguarpuun u nerckoi xupypruu Munsnpasa Poccumn», wnen Accouuanuu

MEIUIIMHCKUX TeHETUKOB (AMI)

CvupnoBa Oubra SIkoBjieBHa — BpayY-TEHETHK, CTapIIMil HAy4YHBIA COTPYIHHUK OTHENA

CTAaHJAPTHU3AIMA W HU3YYCHUs OCHOB J0KaszarenpHOM MemuuuHabl HUW nemmarpum u oxpansl



3nopoBbs gereit HKI[ Ne 2 ®T'BHY «PHIIX wum. akan. B.B. Ilerposckoro», wien Corosa

neanuarpoB POCCI/II/I, YJICH ACCOHI/IaIII/II/I MCIUIHMHCKHNX I'€CHCTHUKOB

20. Cyoo0orun Amutpuit Muxaitsiopud — Bpau-reHeTuk @I'BHY «Menuko-reHeTH4ecKuil HayYHbIi

LHOCHTP UM. aKaJICMHUKa H. II. BO‘—IKOB&)), YJICH ACCOHI/IaHI/II/I MCINIITMHCKHUX I'CHCTHUKOB

21. CypkoB Aunapeii HukosaeBU4 — J.M.H., 3aBEAYIOIIUN OTAECICHUEM TaCTPOIHTEPOJIOTUU JUIS
JeTed  crauuoHapa Ui JeTeW, 3aBEAYIOIIMM  OTAEJIIOM  HAay4YHbIX OCHOB  JE€TCKOU
racTPO’IHTEPOJIOTHH, TENaToNoOru U Merabonnueckux Hapymenuit HUU nenumarpum u oxpasl
3nopoBbs nereid HKI] Ne2 ®I'BHY «PHIX um. akan. b.B.IlerpoBckoro», npodeccop xadeapb
(dakynpTeTCKOM menuarpun Teauarpudeckoro dakymsrera ®TAOY BO PHUMY um. H.W.

[Tuporosa Munsapasa Poccuu, wien Coro3za neauarpoB Poccuu

22. ®enoceenko Mapuna BiaaauciaBoBHa — K.M.H., 3aBeJlyIolIasi OTAEIOM pa3pabOTKU HayYHBIX
MOAXOJ0B K UMMYHHU3AallMU MAllMEHTOB C OTKJIOHEHUSIMU B COCTOSIHUM 3I0POBbS U XPOHUYECKUMU
Oosie3HsIMU, BEIYIIUI HAayYHBIH COTPYAHUK, Bpau-nienuarp HUW nenuatpun u oXpaHbl 310pOBBS
netreit HKII Ne2 ®I'BHY «PHIX um. akaza. b.B.IlerpoBckoroy», noueHt kadeaps! HakynbTeTCKOM
neauaTpuu  neauarpudeckoro ¢akymerera  ®TAOY BO «PHUMY wmm. H.M. Tluporosan

Munsapasa Poccuu, uien Coro3za neguarpoB Poccuu

ABTOpBI TOATBEPKAAIOT OTCYTCTBUE (UHAHCOBOM MONACPKKHU/KOH(PIUKTa HHTEPECOB, KOTOPHIA

HE00X0IMMO 00HAPOI0BATh.



IIpunoxkenne A2. MeronoJiorusi pa3padoTKku
KJINHUYECKHUX PeKOMEHIAIMT

Hacrosimue pexoMeHmanuu NpeIHa3HAauYeHbl ISl NMPUMEHEHUS MEIWLIHMHCKUMHU OpPraHU3aLUsSMUA U
yUpexACHUSIMU  (enepalbHbIX, TEPPUTOPHAIBHBIX ¥ MYHUIUNAIBHBIX OPraHoOB yIPABIICHUS
3[paBOOXPAHEHUEM, CUCTEM 00s3aTEIBHOTO M TOOPOBOJBLHOTO MEIUIIMHCKOTO CTPAaXOBaHUs, APYyTUMU
MEAMIMHCKAMU OPraHU3alMUsIMHU  PaA3IMYHBIX OPraHU3aLMOHHO-NIPABOBBIX (OPM JESATEINBHOCTH,

HANPaBIICHHOW HA OKa3aHUE MEIUIIUHCKOW MOMOUIH.

Hacrosimiye pexoMeHJaluy yCTaHaBIMBAKOT BUbl, 00b€M W HHIUKATOPBl KauyeCcTBa MEIULIMHCKOU
nomouu namuentam npu HII-C u Obuin paccmorpensl B pamkax Il Bceepoccuiickuii HayuHO-
MPaKTUYECKU KOHTpecca ¢ MEXIyHaponHbIM yuactueM «Opdannsie Oome3nm» (31.05.2018 -
02.06.2018) n na XXI Konrpecce nenunarpoB Poccun ¢ MeXAyHapOOHBIM y4acTHEM «AKTyallbHbIE

npobsiemsl nexuarpun» 15-17 gespans 2019 .

Knuandeckue pekoMeHIauu CO3/IaHbl HA OCHOBAaHWH CHCTEMAaTHYECKOTO 0030pa juTeparypsl 1992-
2019 rr. Medline (Pubmedversion), Embase (Dialogversion) m Cochrane Library databases, ¢
UCTIONb30BAHUEM  CO3JIaHHBIX  IPOTOKOJIOB, COBPEMEHHBIX  MEXIYHAPOAHBIX  KIMHUYECKUX
PEKOMEHJIAIMi 10 JUArHOCTHUKE, JICUCHUIO U BEIEHUIO OOJBHBIX C META0OIMYECKUMU OOJE3HIMHU
(Tarekegn Geberhiwot et al. Consensus clinical management guidelines for Niemann-Pick disease type
C: Orphanet Journal of Rare Diseases (2018) 13:50.; Patterson Marc C. et al. Recommendations for
the detection and diagnosis of Niemann-Pick disease type C. An update. Neurol Clin Pract 2017;7:1—
13) [50].

HII-C otHOCHTCS K pEeOKUM HACJIEACTBEHHBIM 3a00J€BaHMSIM, YTO MCKIIOYAET BO3MOXHOCTD
MPOBEACHUS OONBITMX KOTOPTHBIX M PAaHIOMH3UPOBAHHBIX KOHTPOJHWPOBAHHBIX MCCICAOBAHUN W IS
CO37]aHUs MPOTOKOJIOB JAUATHOCTUKH M TEPANHHU UCIOJIB3YIOTCA JIMIb TEMaTHUYE€CKUE HCCIEIOBAHMS

OKCIICPTOB, OHY6JII/IKOBaHHBIC B ITOCJICAHHUE ABa ACCATHUIICTHA.

OneHka ypoBHEH JOCTOBEPHOCTH JIOKa3aT€NbCTB U YPOBHEW yOeIUTENbHOCTU pPEKOMEHIAIMi

IPOBOJMIIACH B COOTBETCTBUHM ¢ Tabmuusl 1, 2,3.
LeneBasi aynuTopus JAHHBIX KIUMHUYECKUX PEKOMEHIALMIi:
1. Bpaun o6mieli BpaueOHOM MPaKTUKH (CEMEHHBIC Bpaun);
2. Bpauu-nienuarpsi;
3. Bpauu-tepanesTs;
4. Bpauyu—TeHEeTUKY;
5. Bpauu-naboparopHble T€HETUKH;
6. Bpauu-neBposnoruy;

7. Bpaun-o¢ransMoiory;



8. Bpauu (yHKIIMOHATHHONU TUATHOCTHUKHY;

9. Bpauu-ncuxuarpsi;

10. Bpaun-nicuxuarpsl JE€TCKUE;

11. Bpaun-ncuxuarpsl MOAPOCTKOBBIE;

12. MenuiHCKue TICUXO0JI0TH;

13. Bpauu-racTpo3HTEpoJIOry;

14. Bpauu-remarosioru;

15. Ctynentsl MenuimHckux BY308B;

Tabamuma 1. [llkama ouEeHKHM ypoOBHEM JOCTOBEpHOCTH JokazarenbcTB (YIIJI) nns mertonos

JUAarHOoCTHUKHU (I[I/IaI‘HOCTI/I‘{eCKI/IX BMeH_IaTeJ'IBCTB)

yan Pacwuudcdposka

1 Cuctematnyeckme 0630pbl UCCNeAOBaHWM C KOHTposieM pedepeHCHbIM MEeTOAOM WM  cucTtemMaTudecknin o063op
pPaHAOMU3NPOBAHHbBIX KIIMHUYECKUX UCCNef0BaHMM C NPUMEHEHWEM MeTa-aHanusa

2 OTpenbHble UCCNefoBaHWUs C KOHTposnieM pedepeHCHbIM MeTOAOM WNW OTAeNbHble PaHAOMU3MPOBAHHbIE KIMHUYECKue
nccneaoBaHMs U cucTemaTudeckue o630pbl MccnenoBaHui nwboro AmsaHa, 3a WCKIYEeHWEM paHAOMU3MPOBAHHbIX
KIIMHUYECKUX UCCNneaoBaHuiA, C NpUMEHEHNEM MeTa-aHanmsa

3 WccnepoBaHnsa 6e3 nocneaoBaTesibHOro KOHTPONS pedepeHCHbIM METOAOM UMW UCCNefoBaHus ¢ pedepeHCHbIM MeToAoM,
He SABNAIOLWMMCS HEe3aBUCKMMbIM OT UCCefyemMoro MeToga WM HepaHAOMU3WPOBAHHbIE CPaBHUTEsNbHblE UCCeA0BaHus, B
TOM 4YMC/e KOrOPTHbIE UCCNef0BaHUS

4 HecpaBHUTenNbHbIE NCCNEA0BaHUS, ONNCAaHNE KIIMHUYECKOro ciny4vas

5 NmeeTcsa nuwb 060CHOBaHNE MexaHM3Ma AeNCTBUSA UM MHEHWE SKCNEPTOB

Ta6muma 2. Illxkana omeHku ypoBHEH moctoBepHOCTH mAokaszarenbeTB (YIJ) s metomoB

npoUIaKTHKH, JeueHus u peadunutanuu (mpoduIakTUUecKuX, Je4eOHbIX, PeadMIUTAIIMOHHBIX

BMEIIATEJILCTB)

yaan PacwudpoBka

1 CuctemaTtuyeckuih 063op PKU c npumeHeHnem mMeTa-aHanmsa

2 OTpenbHble PKU 1 cuctemaTtmyeckue o630pbl MccrienoBaHuMin nwboro AvsaiHa, 3a uckawdeHnem PKU, ¢ npuMeHeHnem
MeTa-aHanmsa

3 HepaHAOMU3MpPOBaHHbIE CPAaBHUTESIbHbIE UCC/IEA0BAHUS, B T.Y. KOTOPTHblE UCCNeA0BaHMs

4 HecpaBHUTeNbHbIE UCCNEAOBaHUSA, OMNUCAHME KJIIMHWMYECKOro cfiy4dass WKW CepuUU CrlyyaeB, WCCIEeA0BaHUS «Crydai-
KOHTPOJ1b>»

5 MMeeTca nuwb o60CHOBaHME MexaHu3Ma ,D,GVICTBVIFI BMeLlaTeNnbCTBa (AOK}'IVIHVILIeCKVIe VICCﬂe,EI,OBaHVIﬂ) nnn MHeHune

3KCMepToB

Tabampma 3. Illkana oueHku ypoBHeH yoOenutenbHocTH pexkoMeHpauuid (YYP) s meronos

npoUIAKTUKN, TUATHOCTUKH, JICYCHUS U peadunuranuu (Mpo(IaKTUIECKUX, ITUAarHOCTUYCCKUX,

Je4eOHBIX, peaOUIUTAIIMOHHBIX BMEIIATEIHCTB)

yYypP

Pacwudposka




YYP PacwudcdpoBka

A CunbHas pekoMmeHzaums (Bce paccMaTpuMBaeMble KpuTepun 3PEPEKTUBHOCTU (MCXOAbl) SBASKOTCA BaXKHbIMU, BCe
VUCCrnenoBaHMs UMEKT BbICOKOE WM YOBNETBOPUTENbHOE METOAOSIOrMYecKoe KayecTBO, MX BbIBOAbl MO WHTEPECYHLUNM
ncxoaam sIBASIOTCS COrfiacoBaHHbIMMN)

B YcnoBHaa pekoMeHzauus (He BCe paccMaTpuBaeMble Kputepun 3dphekTUBHOCTM (MCXOAbl) SIBASIKOTCS BaXHbIMWU, HE BCe
WUCCNeaoBaHMs MMEKT BbICOKOE WM yAOBNETBOPUTENIbHOE MEeTOAOJIOrMYeckoe KayecTBO W/WAM  MX BbIBOAbI MO
MHTEPECYIOLMM UCX04aM He ABASKTCA COrlacoBaHHbIMN)

C Cnabass pekoMeHaauusi (OTCYTCTBME [A0Ka3aTeNbCTB Had/lexallero kadectBa (BCe pacCMaTpuMBaeMble KpuUTepuu
3(pHeKTUBHOCTM (MCXOAbI) ABNAOTCS HEBAaXHbIMM, BCE UCC/EAOBaHUS MUMEKT HU3KOE METOAONIONMYECKOEe KayecTBO U UX
BbIBOAbI MO UHTEPECYIOLMM UCXOAAM HE SIBMISKOTCS COr/IacoBaHHbIMM)

HOpﬂIlOK 00HOBJIEHUSI KIMHUYECKUX peKOMeHI[aHHﬁ.

MexaHu3m OOHOBIIEHHS KIMHUYECKUX PEKOMEHJALMN NpelycMaTpuBaeT HUX CHCTEMATUYECKYIO
aKTyaJIu3alMil0 — HE PEXE YEM OAMH pa3 B TPHU TOAA, a TAKKE IPU IMOSBICHUM HOBBIX JAHHBIX C
MO3UIIMK JOKA3aTeIbHOM MEIUIIMHBI 10 BOMPOCAaM JIUArHOCTUKH, JI€UEHHUs, NPO(UIAKTUKH U
peadbmMTai KOHKPETHBIX 3a00I€BaHUM, HATMYUU O0OCHOBAHHBIX JIOTIOJHEHUI/3aMeuaHnil K paHee

yTBepxkAEHHBIM KP, HO He yaiie 1 pa3za B 6 mecses.



IIpunoxkenne A3. CnpaBo4yHbIe MaTepPHAJIbI,
BKJIIOYasl COOTBETCTBHE NOKA3AHUI K IPUMEHEHUIO H
MPOTUBOIOKA3AHUI, CIOCO0O0B MPUMEHEHHUA U 103
JIEKAPCTBEHHBIX MPENaparoB, MHCTPYKIIMH 110
MPUMEHECHHIO JIEKAPCTBEHHOIO Npenapara

Hpuaoxenue A3.1 loKyMeHTBI 1 pecypchl, HCIOIb30BAHHBIC IIPH MMOATOTOBKE
KJINHUYECKUX PeKOMEH AU

1. [Ipukaz Mwunsnapasconpaszsutus PO Ne 185 ot 22.03.2006 roga «O maccoBoM oOcea0BaHUN

HOBOPOXICHHBIX z[eTeﬁ Ha HAaCJIICACTBCHHBIC 3360J’ICB3HI/IH»,

2. Ilpuka3 MuHucCTEpCTBA 31paBOOXPAHEHUS U coluaibHOro pa3Butus PO or 16 anpens 2012 r. N

366H "OO6 ytBepx)acHuM [lopsiaka okazaHus neguaTpudeckoil moMorm"

3. [Ipukaz MunszapaBa Poccun ot 21.04.2022 No 274n «OO6 ytBepxkaenuu Ilopsinka oxazanus

MEIUITUTHCKON MTOMOIIY TAIMEHTaM C BPOXKACHHBIMU U (MJIM) HACICICTBEHHBIMU 3a00JIEBAaHUSIMI
4. T'ocynapCTBEHHBIN peecTp JIeKapCTBEHHbIX cpeAcTB: https://grls.rosminzdrav.ru

5. Ilpukaz M3 P® ot or 02.05.2023 Ne 205H «OO0 yTBEpX ACHHH HOMEHKIATYPBI JOKHOCTEH

MEIUIMHCKUX pa0OTHUKOB U (papMaleBTUUECKUX PAOOTHUKOBY.

6. [Ipukaz M3 P® ot 23 wutons 2010 . Ne 541n. Enunbpiii kBanupUKaIMOHHBIN CIPaBOYHUK
JNOJDKHOCTEM  PYKOBOJIWTENEH, CIEUMAIMCTOB M CIyXKalux, paszaen KsanupukannoHHbIE

XapaKTePUCTUKU JTOJKHOCTEH pabOTHUKOB B c(pepe 3paBOOXpaHEHUS.

7. llpuka3z MunzapaBa Poccun Ne 1031 ot 28.02.2019 1. «O06 yTBep>KIEHUM TMOPSIIKA U CPOKOB
pa3pabOTKM KIMHUYECKUX PEKOMEHJALUN, UX MEepPecMOTpa, TUIMOBOM (OPMBI KIMHUYECKUX
pEKOMEHIalui U TPEOOBAaHUI K UX CTPYKTYpE, COCTaBY U Hay4YHOI 000CHOBAaHHOCTH BKIIIOUAEMOM

B KIIMHUYCCKUC PEKOMCHIAIINN I/IH(l)OpMaLII/II/I».

8. Ilpukaz MunszapaBa Poccun ot 13.10.2017 Ne 804n "OO6 yTBEpKIE€HUU HOMEHKJIATYpPbI

MEIUIIUHCKUX yCayT".

9. Ilpuka3 MunsnpaBa Poccunm (MunucrepctBo 3apaBooxpanenuss PD) or 24 wnos6ps 2021 r
Ne 1094 «OO0 ytBepxkaeHun Ilopsaka Ha3HaueHHsI JIEKAPCTBEHHBIX MIpemapartoB, (opm
pelenTypHbIX ONaHKOB Ha JieKapCTBEHHbIE mpemnaparsl, [lopsnka odopmieHHs yKa3aHHBIX
OnmaHKOB, MX ydera M XpaHeHus, (opMm OJaHKOB pELENTOB, COAEpPKALUIMX HAa3HAUCHUE
HApKOTUYECKUX CpPEIACTB WJIM IICUXOTPONHBIX BemecTB, [lopsaka WX  HW3rOTOBIEHUS,
pacmpeniesieHusl, pPEeTucTpaluy, yderta U XpaHeHus, a Takke [IpaBunm odopmieHus OIaHKOB

peuenuToB, B TOM YUCIIC B Q)opMe OJICKTPOHHBIX JOKYMCHTOB»



10. Ilpuxkaz MwunzapaBa Poccun 203 ot 10 mas 2017t «OO0 yTBepKICHUM KPUTEPHUEB OIICHKU

Kadye€CTBa MCI[HHHHCKOﬁ IIOMOIIIN»

11. [lepeuens crienMamTu3upPOBAHHBIX MPOAYKTOB JICUCOHOTO MUTAHUSA IS eTeH-MHBAINI0B Ha 2024

rofl, YTBEpKJeHHbIA pacnopsikenueMm lIpaBurenbctBa Poccuiickoit ®@enepanuun 11.12.2023 Ne

3551-pllpuxa3 or 14 utons 2016 roma Ne 500 «OO opraHuzauuy HpPOBEIACHUS CEIEKTUBHOTO

CKPUHHHI2»

12. ITpuxaz Munszapasa Poccun ot 09.11.2012 N 721n «O0 ytBepxknaenun Crangapra

CHEeUaTN3UPOBAHHON MEAUIIMHCKOW MOMOIIM AeTaM npu 6o1e3nn Humanna-I1uka tuma Cy.

Hpunoxenue A3.2 BoipamxeHHOCTb KInMHUYecKux nposiiaenuii HII-C B

Pa3sHOM BO3pacTe

Bospact

dopma

KnuHunuyeckue nposiBneHus

< 3 Mec

lMepuHaTanbHas

- HEMMMYHHas BOAAHKA MoAa

- acuuT nnoaa

- renartocnjeHoMerasams naoaa

- BHYTPUMEUYEHOYHbI X0/ecTas

- remnaTtocnjaeHoMeranus

- MbllLEYHas rMNOTOHNS

- 3a/lep>KKa NCUXOMOTOPHOMO pa3BUTUS
* MHOWIbTPaTLI B NIErKUX

OT 3 Mecsaues go 2
ner

PaHHAa MnageH4eckas

- renaTtocnsieHoMeranus
- 33/1epXXKa NCUXOMOTOPHOIO pasBUTUS

+ MblLEYHas r’MnoToHMS

- Mporpeccmpytolme Mo3xXeykoBble pacCcTporcTBa (aTakcms)

- 6ynbbapHbI 1M nceBaobynbbapHbI CMHAPOMbI (An3apTpus, ancdarmns)

OT 2 no 6 net

Mo3aHSas9 MnageH4yeckas

- renatocnjieHoMeranus

- yTpaTa paHee npuvobpeTeHHbIX MCMXOMOTOPHbIX HAaBbIKOB

* MbllWeYyHas rmnoToHMs

 MPOrpeccmpytolime MO3XeuyKoBble pacCTporcTBa (aTakcus)

- 6ynbbapHbin 1 nceBaobynbbapHbIN cCMHAPOMbI (An3apTpus, aucdarms)
+ ANUNEenTUYeCcKne npucTynbl

- BepTMKanbHbI Napanuy B3opa (y Aeten ctapwe 3 ner)

OT 6 po 15

lOHoLWweckas
(knaccuyeckas)

- renatocnsieHoMeranus
- yTpaTa paHee npnobpeTeHHbIX HaBbIKOB
- MpOrpeccupytoLme MO3Xe4yKoBble pacCTponcTBa (aTakcus)
6ynbbapHbIN 1 nceBaobynbbapHbi CMHAPOMBI (AN3apTpus, Ancdarmns)

* ANUNEnTUYECKne NpUCTynbl

3KCTpanupaMuaHble HapyleHus (rMnepkuHesbl, MblleyHble AUCTOHUM,
6paanknHesuns)
- BEpTUKasbHbIA HagbsAEePHbIN Napanny B3opa
- renacTtuyeckasl Kataniekcus

Crapwe 15 net

B3pocnas

- cnfieHoMeranus/renatocnieHoMeranus
- yTpaTa paHee nprvobpeTeHHbIX HaBbIKOB
* KOTHUTUBHbIE HapyLUeHUs
- MCUXmMaTpuyeckme CUMNATOMbI (NMCUX03bl, Aenpeccuu, WusodpeHonoaobHbie
COCTOSIHUSA)
Nnporpeccupyloline MO3XKeuKoBble pacCTpoicTBa (aTakcusi, Au3apTpus,
ancoarms)
+ ANUNEenTUYEeCcKUe NpUCTynbl
- 3KCTpanMpaMuaHble HapyleHust (TMnepKuMHesbl, MbllleyHble AUCTOHUN)
- BEpTUKabHbIA HagbsAEPHbIN Napanny B3opa
- renacTtuyeckasl Katannekcus

IIpuso:xxkenue A3.3 IlpaBuiia 3a0o0pa OuomarepuaJia 1Jis NPOBeACHUS
AMATHOCTUKY B MATHAX BHICYLIEHHON KPOBH



Kpoees cobHpaeTcd Ha CTAHZAPTHVHY

=
KapTouyy-pHIETp (N=903), KOTOpas ’ . . . .|
* o - il st

NpPHMEHACTCA AL CEPHHHHI'A

KA Aot MEAHSCTRE NPONHTATE Kpyeod ¢ SBpanesd cTopos

HOBOPOEICHHEX B PoccHECKoR PegepansH © HieacaRTHCR SAARETH, NPCRMTaHSOR KRORMS

HIH AHANOTHYHVI) ON4 [OIVHeHHE CVXOTO .
IATHA EpoeH. KpoEe MOEeT OBITh, Kak . .

EaMHIIApHad (H: [anela, [ATEH), Tak H

EcHOZHad. DBeHo3Had EKpoBk coOHpaeTcd E Prcywmor 1. O&pasel] mpaEHIEHOTO
OpoDHPKY, aKKYpaTHO MNepeMeIlHBAeTCd H HAHECEHHA KPOEH H2 KapTouRy-$HIETD
zaTeM OBICIPO € [OMOIOEED IHIETKH ",...,\‘ r,-"-\‘ ',----.,.‘ l,----\‘ :,---\1
5.5 - i I\ I\ I\ I I
HaHOCHTCA Ha QHIeTp mo 25-50 MET KpoEH R b e N b N
— - o3 i 202310 DOOOCEAN0T
HAI K 0 BHAEIEHHYE obmacTe.
LRI a 4 Kpastms. npw +2 - 425 C*
Heobdxogmmo XOpOoImo NIPOIIHTATE
ER[IeICHEVED 001acTe Ha ¢HEIETpe (pHC. 1).
IMpegoodTHTEAEHO COOMPATE 0OpaslEl mocme B4 6 0010608
S0 MNaymenTa
eqnl =epe: 40 mmuHYT - 1 =ac. BosuoxHo
TAKXKE OCVIIECTEHTE 3300p KPOEH H HATOIIAK. | A posgmes Flara manen pu Maa
Ha  xaprouxe-dumstpe obgsaremsmp | MOt

J0TKHE OMTE 9eTk0 vEasamel $HO, xen m| M/IoFoa/iee

OTKYJA HANpaeIeH NAlTHEHT, JaTa POKIEHHT | . .
H TeaedoH ne9amero Epada (PHCVHOK 2). Tantbon Bpbed
Obpazen CVXOTO IIATHA EpOBH | [Tecr
[Jeates []nosne [ ] rowe [ Jsancy [ Jues-cra [Jipe-Gls
BEIANKEACTCE B YHCTRIH KOHBEPT, MHOO B | [7]Comeimmi copsnr. Mo
gEcTEE $afin Kaprouxka-dHIRTp He JomiHA
" Prcynaox 2. Obpasen EapTousn-HHEIETpa
CONPHKEACATECA C TPHAZHOH NOESPXHOCTEID H C g
obpazmaMH JpyrEX nanHeHToE. Heobdxogmmo
OPHICEHTE K 00paznad HHEOOPMHPOEAHHEE
COTIACHA [allHEHTA HIH ero 3aK0HHEIX
IpeacTaEATEneH Ha NpOBEJEHHE

naD0paTOpPHEIX HCCIENOEaHAR

AJITOPUTM J1eificTBHII MeIMIIUHCKOTO MEePCOHAJIA PU B3SITUN 00Pa310B KPOBHU

BBIMBITh PYKH (TUTUEHUYECKUN YPOBEHD), HAIETh NEPUATKH;
BBEIMBITH PYKH TIAIlMeHTa (MATKY peOeHKa, B Clydae, eClii KpOBb OepeTcs U3 MTKH);

NpoTEepeTh O0JIaCTh MPOKAaNbIBaHUSA CTEpWIbHOU canderkoit, cmouenHon 70% crouprTom,
MPOMOKHYTh CYXOH CTEpWJIBHOW Ccal(eTKOW; - TPOKOJOTh CTEPHUIBLHBIM  OJHOPA30BBIM

CKapu(pUKaTOpOM;
CHSITh TIEPBYIO KAIUTIO KPOBU CTEPHIIBHBIM CyXHUM TaMIIOHOM;
MSTKO HaJaBUTh JUIsl OJIYUYEHUSI BTOPOM Karlli KpOBU;

MPWIOKUTH MEPIEHANKYIIPHO TECT-OJIaHK K Karuie KPOBU U MPOIUTATh €r0 KPOBBIO HACKBO3b;



e AHAJIOTMYHBIM OOpa3oM HAHECTH Ha TECT-ONIaHK 6-8 Kameiab, BHJ MATEH KPOBH JOJIKEH OBITh

OJJMHAKOBBIM C 00enx CTOPOH.

e BLICYIIWNTDH TecT-0OJIaHK B TOPHU30HTAJIbHOM ITOJOXCHHHU Ha YUCTOM O6C3)I(I’Ip€HHOI>i IMOBCPXHOCTHU HE

MeHee 4 1 0e3 MNPUMCHCHUA TEILUIOBOM 06pa6OTKI/I U noraaaHuvs IpsAMBIX COJIHCHHBIX nyqeﬁ;

e yMaKOBaTh TECT-OIAHKM B UHUCTBI KOHBEPT TakKuM oOOpa3oM, YTOObI TMSITHA KPOBU HE

COIPHUKACAIIHCH.
Oco0ennocTu npu HH(QY3UOHHOM Tepanun

HexoTtopeie manueHTsl MOTYT HOJIy4Yarh WHQY3HOHHYIO TE€paIruio, epeuBaHue KOMIIOHEHTOB KpPOBH,
YTO MOXET OKa3aTh BIIMSHHUE HA Pe3yJbTaThl TeCTOB. Hampumep, npu nepenvBaHuM IUIa3Mbl KPOBU
MOTYT OBITh TOJYYEHBI JIO)KHO-OTPHUIIATENbHBIE PE3YyJbTaThl, TaK Kak oOIlpeaenseMble (epMEeHTHI
HaxoMATCs B IJIa3Me U B KJIETKaxX KPOBU. PEKOMEHIyeTCsl OCYIIECTBUTH 3a00p KpOBU sl hepMEHTHOU
u JIHK-aunarnoctuku He 9 panee yeM yepes 6-7 nHEN MOcCIe NEepevBaHus IUIa3Mbl KPOBU U uepe3 7/-

10 el nocie nepeuBaHusl KOMIIOHEHTOB KPOBH.

He nonyckaercs 3a00p KpoBu:

e Cpa3y MoCJe MPOBEICHHS NAIMEeHTY WH(DY3MOHHOU TepaInu;
e Cpa3zy IocJje 3aMEHHOTO MepeSIMBaHUs KPOBH.

XpaHeHHe M TPAHCIIOPTHPOBKA OMOMaTepuaJia

OOpa3ipl BHICYIIEHHBIX MATEH KPOBU MOYKHO XPaHUTh B OOBIYHON Kamepe XojoauibHUKa mpu +40C
1o ornpaBku. Cpok XpaHEHUs! O MOMEHTa OTIPABKU HE JOJDKEH MpeBbIaTh 7 qHed. Ecnu XpaHuTh
JoNbIIe U Tpu OoJee BBICOKOW TeMIEparype, TO aKTUBHOCTh (EpMEHTa Jake B HOPME MOXKET

CHWIKATHCA, UYTO IPUBCACT K JIOKHO-IIOJIOKUTCIIbHBIM PE3YyJIbTATaM.

Hpunoxenue A3.4 PekoMeHI0BaHHBbIE 103bI MUIJIYCTATA®* B 3aBUCUMOCTH OT
IUIOLIA/IH IOBEPXHOCTH Tesia

Mnowaab nosepxHocTu Tena (M2) PekomeHpoBaHHas fosa
>1,25 200 Mr Tpu pa3sa B AeHb
>0,88-1,25 200 Mr gBa pa3a B AeHb
>0,73-0,88 100 mr Tpu pasa B AeHb
>0,47-0,73 100 mr gBa pasa B AeHb
<0,47 100 Mr oauH pas B AeHb




Hpunoxenue A3.5 KinHuuyeckue UCC/ieI0BaHNs C IPUMEHEHUEM

muriycrara** npu oonesnn Humanna-Iluka, tuna C

HasBaHue

unccnenoBaHus n AunzaiH ggg:ET"“"BHOCT:“eHK" 3akaloueHue YpoBeHb
aBTOPbI uccnenosaHus (6esonacHocTy) AOKa3aTesNbHOCTU
(ny6énukauun)

KnunHunueckoe 12 MecsayHoe MepBuyHas KoHeyHas MonoxutenbHbIn B2
nccnepoBaHue paHAOMU3NPOBAHHOE, Toyka 3pdeKTUBHOCTN - apdekT

0GT918-007: KOHTpONMpyemoe nMuK CKOpOCTH Muraycrata** Ha
PanpoMmusupoBsaHHoOe, nccnenoBaHue rOPU30HTaNbHbIX HeBponornyeckne
KOHTponupyemoe 3 PeKTUBHOCTU " cakaanyeckumx nposiBneHns 6onesHu
uccnengosaHue no nepeHoCuMocCTH ABWXEHUM rna3, HSEM- HumaHHa-lMnka Tuna
NPpUMEHEHUIO npenapata 3aBecka® (alpha), oueHuBanacb c C y B3pOC/bIX/
Murnycrara*xx* (Muronycrar) y MOMOLLbLO MOAPOCTKOB W JeTen

Yy
BPOC/IbIX U fAeTen C
6onesHbo HuMaHHa-
Muka Tnna C
Patterson MC, Vecchio
D, Prady H, Abel L,
Wraith JE. Miglustat for
treatment of Niemann-
Pick type C disease: a
randomized controlled
study. Lancet Neuro
2007;6(9):765-72;
Wraith JE, Vecchio D,
Jaklin E, Abel L,
Chadha-Boreham H,
Luzy C, Giorgino R,
Patterson MC. Miglustat
in adult and juvenile
patients with Niemann-
Pick disease type C:
long -term data from a
clinical trial. Molec Gen
2009
[10,11]

B3POC/IbIX M NMOAPOCTKOB
20

nauneHToB
nonyyanu neyeHue
npenapaTom
MUrnycraT**, 9-
HaxoAWINCh Ha
CTaHAapTHOM

Tepanuun).29 B3pOC/bIX
60/MbHbIX, W3 KOTOPbIX
20 nony4yanu B TeyeHune
12 MecsLueB
Muraycrat** B pgose
200 ™Mr Tpu pasa B
OeHb, a 9 y4enosek
nosyyanu CTaHAApTHYLO
Tepanuio. B cnepyowme

12 MecsiLeB BCE
60onbHbIE npuHUManm
Muraycrat**,

et B BO3pacte 4-11
net, npenapat
npumeHanu B [03e,
paccyMTaHHOM  mncxoas
n3 niaowaan
MOBEPXHOCTH Tena.
MauveHThl,
3aBeplimBLUME 12
MECSIYHY0 dazy
nccrnenoBaHus,
MpOAO/DKUAN  Tepanuto

M CMOMN NPOAOIXKMUTb
yyactve B creaytowem
12 MEeCSIYHOM
OTKpPbITOM,
HEKOHTPOSINPYEMOM
3Tane  wnccnepoBaHus.
12 Mecs4Hoe,
OTKpbITOE,
HecpaBHUTENbHOE, II
dasbl nccnegoBaHue
npuUMeHeHus npenapara

3aBecka® Yy JeTten B
Bo3pacte 4-12  net
6bin0 nposeaeHo
napannenbHo C
pPaHAOMU3NPOBAHHbIM
nccnesoBaHUEM
B3POC/bIX  MALWEHTOB.

MauuneHTbl, Tak Xe Kak
7] B rnepsoMm
nccnefoBaHum,
NpoAOSIKUAM Tepanuio B
12 Mecsa4Hol OTKpbITOM
daze.

KOMMbOTEPU3UPOBAHHbIX

METOo/0B. BTopuyHble
KOHeYHble Touku: HSEM-
b (nepBuYyHas

MaKcuMasibHasi CKOpPOCTb
OCHOBHOW
rnocnenoBaTesbHOCTHU
HSEM- HaKJI0H
amnnuTyAabl), rnoTaHue,
CcrnocobHoCTb K
nepeaBuXeHnto "
HernpodU3nNoIornyecKmm
craTyc

6bln  cTabunbHbIM ¥”
coxpaHsncs Ha
NPOTAXEHUU Tepanuu
24 mecsiua.
ONvTenbHbIA  Npuem
Muraycrata**
obecneunBaeTt
TepaneBTUYECKYIO
nonb3y, yTo
noaTBepxaaeTcs
ctabununsaunen
OCHOBHbIX
napameTpos
nporpeccnpoBaHus
HEBPONOrNYECKNX
nposiBNeHUM
3abonesaHus y
60nbLWMHCTBA
nauyneHToB.




HasBaHue

uccnenosaHusa 7] AnsaiH L(g)'&;'-:'?T"""BHOCT:“eHK" 3akloueHne YpoBeHb
aBTOPpbI uccnegoBaHusa (6ezonacHocTy) AOKa3aTeNIbHOCTU
(ny6nukauun)
MynbTuLeHTpoBOE PeTpocnekTuBHOE, OueHka 3PpheKTUBHOCTU Crabunusaums C3
Ha6nopartenbHoe HabnwaatenbHoe npenaparta 3aBecka® HEBPONOrNMYECKMX
peTpocneKTuBHoOe KOropTHOe (murnycraT**) NposiBNEHUM
KOroptHoe nccnegosaHne  y 66 nposoAunacb Mo LWkKane 3abonesaHus
uccnenosaHue nauneHTosB, MHBAIMAHOCTU HM-C, ABNISETCA Hauny4llen
npuUMeHeHun nosyyaBlIMX JlevyeHue N3MepeHus NpoBOAUNIUCL | AOCTUXUMOW
mMuraycrara** VY npenapatoMm 3aBecka® no 4 KN0YeBbIM TepaneBTUYECKOW
nayMeHToB c (MurnycraT**) BHe KpUTEpUSM LeNblo Y NauneHToB C
6onesHbio HM-C KIIMHUYECKNX HEBPOJIOrNYEeCcKoro HM-C, MMerLwnx
Pineda M, Wraith JE, nccnenoBaHui B yxyawenus npu HIM-C: HeBposiornyeckne
Sedel F, Hwu WL, cpegHeMm B TeyeHue 1,5 CnocobHOCTb K nposiBNeHus,
Rorhbach M, Bembi B, ner. YuvacrtsoBanu 25 CaMOCTOSATENbHOMY oTpaxkawowine
Walterfang M, Koronke 3KCMNepTHbIX  LEHTPOB, nepeaBuXeHuto, HeobpaTuMyto
GC, Marquardt T, Luzy nposoamnacb  OLeHKa MaHUNyNaummn pykamu rmbenb/noBpexaeHune
C, Giorgino R, Patterson nauueHTos, (ancToHus/oucmeTpus), HElpOHOB.
MC. Miglustat in HabnaaBLWMXCs B peyb " rnotaHue. HacTtoswee
patients with Niemann 2003-2008 rr. OueHka OueHka npousBoAuIach vuccnenoBaHuve
Pick disease Type C a(phekTUBHOCTHU Tpwxabl  (Ha  MOMEHT OEMOHCTpUpYe,  4TO
(NP-C): multicenter npenapata 3aBecka® MOCTAHOBKM  [AMarHo3a, Muraycrat**  moxer
observational nposoAmaach No Lwkane Ha MOMEHT Havana cTabmnnunsmpoBsaTb
retrospective cohort nHBanuaHoctn HM-C neyeHus, nocneaHui HeBpoJiorMyeckmne
study. Mol Gen Metab. OCMOTp) nposiBneHns
2009Nov;98(3):243-9 3aboneBaHus y
[9] 6onblWMHCTBA
naumneHToB, B
YaCTHOCTM y
B3POC/IbIX 7
noapocTtkos. Bo3spacTt
Ha MOMEHT
ANArHOCTUKM
oKasblBan  BIUSIHWUE
Ha OTBET Ha JieueHue,
a KNMHM4Yeckas
nosnb3a (T.e.
3amenneHune
NporpeccMpoBaHuns
3aboneBaHuns)

Habnwpanacb w“ y
nauMeHToB paHHero
BO3pacTa.

Ipuioxkenue A3.6 Cumnromarndeckoe JiedeHue pacCTPOUCTB Y 00JIbHBIX €
0oJsie3Hb10 Humanna-Iluka tun C

KnnHuueckune

CUMMNTOMDI Nevenne

KaTtannekcus AHTnaenpeccaHTbl (Tpuuunknudeckme) (Kog ATX NO6A) wnm apyrve nNCUXOCTUMYNSATOPbl M HOOTPOMHbIE
cpeactea (ctumynstopbl LUHC) (Koa ATX NO6BX)

OncToHuns n AHTUXONNHEpPruyeckme cpeactea (xonuHonutnyeckmne cpeacrea) (Kog ATX NO4A)

Tpemop

[BsuratenbHble dusmnoTepanus

HapyLleHus

AnunenTuyeckne MpoTmnBoanunenTuyeckne npenapatbl (aHTUKOHBYIbCaHTbI) (Kog ATX NO3)

NpUCTYynbl

HapyweHus cHa

CHOTBOpHbIE U cefaTuBHble cpeAcTBa (MenaToHWH UK cegaTuBHbIE Npenapatbl nepes cHoM) (Kog ATX NO5C)

HapyweHus
nuTaHus

FacTpocTtoMus, KopMneHue TAXenobonbHOro nauneHTa 4yepes poT n/vnm Ha3OFaCTpaJ'IbeIl7I 30HA

PecnupaTtopHblie

B COOTBETCTBUU C KJIMHUYECKOIN CUTyaumn, MOryT 6biTb MCMOMb30BaHbl, HAaNnpuUMep, C npenapartbl 45 Je4eHns

OCNOXHEHUS 06CTPYKTMBHbIX  3aboneBaHuit  AblXaTeNbHbIX nyTtemn (6poHxoaungaTaTopbl) (Kog  ATX R03);
aHTMbakTepuanbHble NpenapaTbl cMcteMHoro gencrensa (Kog ATX J01)

CnioHoTe4vyeHune #AtponuHu**  (Kog ATX AO3BAOl) nepopanbHO, MWHbEKUUM OOTYIMHUYECKOrO TOKCMHA Tuna A**)/
BOTynMHUYECKMA TOKCMH Tuna A-remarriioTUHUH Komnnekc** (Kog ATX MO3AX01) B OKOMOYLWHYH wau
NOAYENIOCTHYI0 Xenesy, AHTUXONMHepruyeckne cpeacrsa (XOMHONUTUYECKMe cpeacTea) (rMOCUMHOBBbIE
nnacTblpy unu #rnukonuppoHusa 6pommna**) (Kog ATX NO4A)

KaTtaToHus DNeKTpoCyAOpOXHasa Tepanus




KnnHunuyeckune

CUMIMTOMDI Neuenne

Mcnxunyeckue Banbnpoesas kucnota** (Kog ATX NO3AGO1l) ansa nedeHnss 6unonspHbiX addeKTUBHbIX PaCCTPONCTB

HapyLeHus B3pOC/IbIM, CeNeKTUBHble MHIIMBUTOpbI 06paTHOro 3axBaTa cepoToHMHa (Koa ATX NO6AB) npu genpeccuax
(Npn OTCYTCTBMM NPOTMBOMOKa3aHMN)

Ownapes [OwneTta, npenapatbl rpynnbl ATX AO7DA (npenapaTbl, CHMXatoLWMe MOTOPUKY XKeNyA0YHO-KULLEYHOro TpakTa)
-nonepamMug**

Hpunoxenue A3.7 I'pynnbl NPpoAyKTOB, KOTOPbIE CJIeAyeT HCKIKYUTD/
OrPAHMYUTHL/IIPUMEHATH 0€3 OrpaHNYeHUl B NepBbIe HeleJU Tepanumn
NpenapaTroM MHUIJIyCTAT**

U3BErATb

OrPAHUYUTD

BE3 OFPAHNYEHUIA

Myy4Hble u3aenusi, Kpyrel

Xneb 6enblit, Bbine4yka, neyeHbe

Xneb 4yepHbIli, MakapoHblI

Xnonbs Ans 3aBTpaka C MOJIOKOM Xnonbs 6e3 MOJI0Ka,
KyKypy3a
Puc, 6o6oBble MaHka [peuka

MsicHbie/pbibHbIE U3AENS, KUPbI

Kon6acHble nsaenus

Bce Buabl HaTypanbHOro mMsca, anua

Bce pacTuTesnbHbIe XUpbI

Bce BuAbl HaTypasbHOW pbibbl, MOPENPOAYKTHI,
pbl6Hble KOHCEPBLI B Macse

MosnoyHble NpoAyKTbI

MonoyHble  NpoaykTbl  (MOMOKO,  TBOPOT,
MorypT), Kpome OTAE/IbHbIX COPTOB ChIPOB

Monoko c copepxaHuem
nakTto3bl MeHee 90%

MpeccoBaHHbIN CbIp

OBowmn/dpyKTbi

KanycTa, nyk, orypubl

KapTodenb, cBekna

Bce cBexue, 3aMOpOXeHHble 0BOWMW (KpoMme
nepeyncsieHHbIX B APYrux pasaenax)

HaTtypanbHble (pyKTOBbIE
coKku, nope

Hecnagkune dpyKThbl

JecepTbl, HANUTKKU

[ecepTbl, Cnagoctu

opexmu

Intoko3a, ppykTo3a, Mes

BapeHbe, cupornbl,
rasnMpoBaHHblE HAMUTKK

cnagkue COKM,

TpaBsiHble 4Yau C rNHOKO30M, OTBap WMNOBHUKa

IIpuioxkenue A3.8 IlepruoaM4YHOCTH MOBTOPHBIX 00C/I€I0BAHUI IALMEHTOB C
0osie3Hbr0 Humanna -Iluka tuna C

MapameTpbl

MepuoanyHOCTDL

MNOBTOPHbIX
obcnepoBaHui

o6wmne




MapameTpbl

NepuoanyHOCTbL
ob6cnepoBaHum

MOBTOPHbIX

MonHoe qamamxaanoe obcnepnoBaHune, BKAOYas U3MEPEHNE POCTa, BECA, OKPYXHOCTU
rosoBbl

Kaxable 6 mec

Hesponornueckoe o6cnegoBaHme

OueHka no wkane nHeBanuaHoctn HMC

Kaxable 6 mec

Buaeosanucb 0CHOBHbIX ABUTaTeNbHbIX MYHKLMNMA

Kaxable 6-12 mec

Bnaeo-23I MOHUTOPWHI, MO BO3MOXHOCTWN, IHEBHOIO WM HOYHOMO CHa

Kaxable 6-12 mec

Apyrmne nokasarenun

OueHKa NCMXOHEBPOIOrMYECKOro craTyca

Kaxable 6-12 mec

AyaomnomeTpus, CNyxoBble BbI3BaHHbIE MOTEeHUMasbl

Kaxable 6-12 mec

3puTesibHbIE Bbl3BaHHbIE NOTEHUMANbI

Kaxable 6-12 mec

BuHOKynspHas BHEKTDOOKYJ'IOFpad)MFI (peFMCTpaLLMFI cakKagu4yeckux ABMKEHUN rna3)

Kaxable 6-12 mec

JlabopaTopHbie noka3aresimn

Bruoxnmnueckuii ananms kposu (ACT, AJIT, Kanbumin obwmnii )

Kaxable 6-12 mec

O6wWwuii aHanms KpoBMm

Kaxable 12 mec

WccnepoBaHune nusocduHrommenmua 509 B naTHax KpoBM U/Mnu xonectaH Tpuona B
nnasme Kposw

Kaxable 12 mec

Y3W opraHoB 6ptoLLIHON NOSIOCTU

Kaxable 12 mec

MPT nnu KT ronoBHOro mo3sra

Kaxable 12 mec




Ipuioxenue b. Ajaropurmsl aJeiicTBU Bpadya

NpscsHasm HNC y naumueHTa

'
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CPJ - cyScTpat peaymHpyiomas Tepanu A



Ipuwioxenue B. Unpopmanus 1/ manmeHTa

bone3ur Humanna-ITuka tuna C
Ipuuunel 6onesmu

bonesnp Humanna-Iluka tuna C (HII-C) penkoe, HacinenctBenHoe 3aboneBanue. [Ipu 3toit 601€e3HM
HapyLIaeTCsl MPOLECC paclpeesieHuss 0coO00ro BEIIECTBA- XOJIECTEpPUHA BHYTPH KIIETKH. XOJIECTEPUH
- 3TO CJIO0XHO€ M Ba)KHOE BEIIECTBO, OTBETCTBEHHOE 3a BBHITIOJHEHUE IIMPOKOTO CHEKTpa (YHKIUH B
opranuzMe. W OH oueHb BaXKHBIA U MPU 3TOM KpaiiHe koBapHbIi. OOMEH XO0JieCTepHUHA YpPE3BhIYANHO
CIIOKEH - TOJBKO JIA €ro CHUHTe3a HeoOXxonuMo ocyiectBieHue okosno 100 mocienoBareabHBIX
peakuuii. [To Gonpleit YacTH, OH TPAHCMIOPTUPYETCS B KPOBU HE B UHMCTOM BHUJC, & B KOMIUIEKCHBIX
COCIMHEHUSAX, KOTOpble OBIBAIOT 2 BUJOB: JHUMONPOTeHHbl HU3KOM TuioTHOCTH (JIITHIT) wm
aunonpoTtenHsl Bbicokor miuotHoctu (JIIIBIT). Dtu coeauHeHuss B HENPaBUIBHOM COOTHOLLIEHUH,
TaK)K€ KaK U BBICOKHI OOUIMI YpOBEHb XOJIECTEpHHA, MOTYT IPHUBECTH K CEpPbE3HBIM CEpPACUHO-
COCYIUCTHIM 3a0omneBanusaM. O HAKO, XOJIECTEPUH SBISETCS KU3ZHEHHO HEOOXOTUMBIM BEIIECTBOM, T.K.
OH WIpaeT OYEHb BAXKHYIO POJib B MeTaboiu3Mme KieTok. OH sBiseTcs HEOOXOAUMBIM KOMIIOHEHTOM
BCEX KJIETOUYHBIX MEMOpaH U MPUHUMAET Yy4aCTHE B BHIPAOOTKE BCEX TOPMOHOB, BKJIIOUAsI TECTOCTEPOH,
scTporeH u KopTu3oid. OH Takke HEoOXOoauM HJisi MO3ra, M CHaOXKaeT TKaHW OpraHu3Ma
AHTUOKCHJIAHTaMH. XOJECTEPHH, MPUHOCUMBIN KpoBbio B Buie JIITHII, moctymaer BHyTph 0COOBIX
ny3bIpbKOB B KiieTke nocie coenunenust JINTHIT ¢ ero peuentopamu Ha mMemOpane, a 3arem JITTHII
MOCTYNAKT B KJIETOYHbIE OpraHeiuibl- jau3ocomsel. llocime storo JIITHII mepeapuBarorcs, B 3THX
PeaKIUAX MPUHUMAIOT y9acTHE HECKOJIBbKO (hepMEHTOB M OenkoB, B ToM uucie oeinku NPCI, NPC2, a
BBICBOOOAMBIIUICS XOJECTEpUH uepe3 MeMmOpaHy JIM30COM MOCTyHmaeT B HUTOIUIa3My. M3BecTHO
HECKOJIbKO PEAKUX HACJEICTBEHHbIX 3a00JIeBaHUIl, KOTOpbIE CBSI3aHbl C HapyUIEHUSIMU OOMeEHa
xonectepruHa. OHU U3 HUX CBSI3aHBI C HAPYIIEHUSMU €T0 METaboIM3Ma BHYTPH KJIETOYHBIX OpraHe
— JIM30COM: HEJIOCTaTOYHOCTh KUCION una3bl, 6onesns Humanna-Iluka tun C. Ipyrue 3a0oneBaHus
00yCIIOBJIEHBl HAapYILIEHUSIMU MPOIECa 3aXBaTa U LUPKYJIUPOBAHUS XOJIECTEPUHA B KPOBU- CEMENHas

TUIICPXOJICCTCPUHCMHU.

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

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

Hacnenyercst cunapom HII-C no ayrocomno- perieccuBHomMy THIy. bonbHON peOeHOK HacieayeT 1o
OJTHOMY HW3MEHEHHOMY TeHy (TeHy ¢ MyTalieil B CBOEH MOCIEIOBATEIbHOCTH) OT KaXJO0ro U3
poauteneil. B cembsiX, rae poAUTENH SIBISIOTCS HOCUTENSIMU OOJIE3HM, PUCK POXKIACHHS OOIBHOIO
pebenka cocrasiser 25% Ha kaxayr OepemeHHOCTb. [loaTOoMy eciu B ceMbe poawiics OOJIbHOM

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

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

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



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

1oHoIeckas (6—15 yer) u B3pocnas (crapiie 15 ner).
OCHOBHBIC CHMIITOMBI OOJIC3HHU:
e 3arspKHas KeJITyXa B HEOHATaJIbHOM MEPUOIE

o ['enatocruieHoMeranus (yBEJIMYEHUE TI€UYEHU) WM yMEpEHHas CIuieHoMeranus (yBeIudeHue

CeJIe3E€HKH)
e 3ajepKKa CUXUYECKOTO PA3BUTHS
o DKCTpanupamMuIHbIE HAPYLIEHUS
e Atakcus
o KarariekTuueckue npucTyIibl
o BepruxanbHbIi HaAbAACPHBIN ITAPAINY B30pa

Bo3pact nHawama 3a0oneBaHus, TSDKECTb MPOSBICHUM M CKOPOCTh MPOTPECCHUPOBAHMS TaKKe

BapI/Ia6eJ'IBHLI U MOTYT OTIIMYATLCA Y Pa3HbIX MAIXMCHTOB.

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

ClIy4aeB MOTYT HAOIIOIaThCS ICUXUYECKUE HAPYIICHHUS.
Kak ycranaBimBaoT 1MarHo3

Bpaun Ha OoCHOBaHMM KIMHMYECKHUX CHMIITOMOB MOTYT 3alloJI03pUTh OO0JIE3Hb. 3aTeM MNPOBOIATCS
nabopaTopHble TECThl W HHCTPYMEHTajbHOE HccienoBaHue. [lockonbKy pasHble OOJIe3HH OuY€Hb
NOXOXKH MO CBOMM KIMHUYECKUM MPOSBICHUSAM, HEOOXOJUMO MNOATBEPAUTH AUArHO3 C IOMOILBIO
naboparopubix MetonoB. lloarBepxknaromass auarHoctuka HII-C 3aknirodaercs B omnpeaesieHUd
KOHIICHTpAallUM OCOOBIX METa0OJUTOB B TMATHAX BBICYIICHHOW KpPOBM WM IUTa3ME€ KPOBH
(okcucteponbl, nauzochuHroMHEnnH-509). B panpHeitmem pexomenpayercs nposeaeHue JIHK

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

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

3a00JIEBaHUA.

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

3aMCIJICHBI U CMATYCHEI.



[Ipu mpumMeHeHnr 3TOTO Mpernapara HEOOXOANUMO COONIONATh JTUETY, YTOOBI CHU3UTh PUCK HAPYIICHUN
CO CTOpPOHBI JKEIYJIOYHO-KUILIEYHOrO TpakTa. B Tabnuie mnpuBeAeHbl NPOAYKTHI, yHOTpeOIeHue

KOTOPBIX JOJIZKHO OBITH OTPaHHUYCHO.

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

ICPBBIC HCACIIN TCPAITNU

MU3BErATb OrPAHUYAUTDb BE3 OFPAHNYEHUIA

MyuyHbie usaenus, Kpyrbi

Xneb 6enblit, Bbine4yka, rneyeHbe Xneb yepHbIN, MakapoHbl
Xnonbs Ans 3aBTpaka C MOJIOKOM Xnonbs 6e3 MOJIOKa,
KyKypy3a
Puc, 6060Bble MaHka [peuka

MsicHble/pbibGHbIE U3AENNS, KUPbI

Kon6acHble nsgenvs Bce BMAbI HaTypasibHOro Msca, aiua

Bce pacTuTesnbHble XUpbl

Bce BuAbl HaTypanbHOW pbibbl, MOPENPOAYKTHI,
pbi6HblE KOHCEPBbI B Macne

Mosi04HblE MPOAYKTbI

MonouHble  MpoAyKTbl  (MOJIOKO,  TBOPOT, Monoko c coaepxXaHuem MpeccoBaHHbIN Cbip

NOrypT), KpoOMe OTAENbHbIX COPTOB CbIpOB nakTo3bl MeHee 90%

OBoLn/dpyKTbl

KanycTta, nyk, orypubl KapTtodenb, cBekna Bce cBexwue, 3aMOpoXeHHble  oOBOWMK (Kpome

nepeyncsieHHbIX B Apyrux pasaenax)

HaTypanbHble GpyKTOBbIE Hecnagkue dpyKThbI

COKM, ntope

JecepTtbl, HANUTKun

[OecepTbl, cnagoctu opexu noko3a, dpykTo3a, Mea

BapeHbe, cuponsbl, cnagkue COKM, TpaBsiHble Yau C K030/, OTBap LUUMOBHUKA

rasampoBaHHble HAMUTKn

Habnooenue, nianosvie ob6cie0os8anus u mecmol

Jlnst Toro, 4yTtoOBbl OLICHWBATh COCTOSHUE MAalMeHTa, dPQPEeKT MpoBOAUMOMN (HEpMEHTHOU Teparuu,
duznoTepanuu CymecTBYIOT pa3du4Hble TECThl M IKalbl. (OueHb BaXHO HE OTKA3bIBAThCS OT
NPOBEICHUS JTUX UCCIEAOBAaHUN, MOTOMY YTO OHHM IIOMOTalOT BpauyaM OOBEKTUBHO OIIEHWBAThH
COCTOSIHUE MallleHTa, 000CHOBaTh JICUEHHWE WJIM BBECTH M3MEHEHHS B MPOrpaMMbl peaOUIUTalluu U
abmnutanuu. B Tabnuie mnepeuncieHsl OCHOBHbIE wuccneaoBanus ana mnarueHtoB ¢ HIT-C u

MNEPpUOANIHOCTD UX ITPOBCACHUA.

[TeprnoguyHOCTH MOBTOPHBIX 00CIEA0BaHMI MAalMeHTOB ¢ Oone3npto Humanna -Iluka tuna C

MepuoanyHOCTb NMOBTOPHbIX

MapameTtpbl o6cnenosaHuin

Oo6wyne




MapameTpbl ggg:::::aﬂuovf;b MOBTOPHbIX
MonHoe du3nkanbHoe ob6cnenoBaHue, BK/OYas U3MepeHWe pocTa, Beca, Kaxable 6 mec
OKPY>XHOCTW rO/10BbI

HeBponorunuyeckoe obcnegosaHme

OueHka no wkane neBanngHoctn HIMC Kaxable 6 Mmec
Bunaeosanuncb OCHOBHbIX ABUraTeNbHbIX QYHKLUMIA Kaxable 6-12 mec
Bnaeo—-33I MOHUTOPWUHI, MO BO3MOXHOCTW, AHEBHOIO MW HOYHOMO CHa Kaxable 6-12 mec
Apyrue nokasarenu

OueHKa NCMXOHEBPOIOrMYECKOro craTyca Kaxable 6-12 mec
AyANOMETPUSA, CNIYXOBble Bbl3BaHHbIE MOTEHLUMAbI Kaxable 6-12 mec
3puTesibHblE Bbl3BaHHbIE MNOTEHUMANMbI Kaxable 6-12 mec

BuHOKynsipHass anekTpookynorpadua (perncrpaums cakkaguudeckux [ABUXKEHWUN Kaxnable 6-12 mec
rnas)

JlaboparTopHbie noka3arenu

Broxnmmnyeckuii ananms kposu (ACT, AJTT, Kanbumin 06LWMIA) Kaxxable 6-12 mec

O6wmni aHann3 KpoBu Kaxable 12 mec

NccnepoBaHne akTUBHOCTM  (epMeHTa XuToTpuo3mAasbl nnasmbl  Kposu  (No Kaxxable 12 mec
BO3MOXHOCTM)

Y3W opraHoB 6ptoLIHON NONOCTU Kaxnable 12 mec

MPT nnun KT ronoBHOro mo3sra Kaxable 12 mec

Meauko-reHeTu4ecKas KOHCYJ/JIbTalus

CembsaMm, B koTOpbIX €cTh nauueHt ¢ HII-C, oueHb Ba)XHO MOCETUTh Bpada reHeTuka. Jlevamue Bpadn
HE BCErJa UMEKT BO3MOKHOCTb ITIOTOBOPUTH C CEMBEW U PACCKa3aTh O BCEX PUCKAX U BO3MOXKHOCTSX,
KOTOpPBIE MOXKET MPEA0CTaBUTh COBPEMEHHA TeHeTUUYEeCcKas Ciryxk0a. Y Bpadya reHeTHKa MOXKHO Y3HATh
O BO3MOXXHOM pHCKE pOXIeHHs O0lbHOTO pebeHKa B JaHHOW ceMbe, NpONTH o00cienoBaHUE
POJICTBEHHUKAM, €clii 3To  HeoOxoaumo. OOCyIuTh  BO3MOXHOCTH  NpPEHATaJbHOM U

Hp@HMHHaHTaHHOHHOﬁ JUAardHOCTHUKHU.

[IpenaranbHasi TuarHocTHKa NpoBoauTcsa Ha 9-11 Hexensax O6epeMeHHOCTH. B kieTkax, BbIAECIEHHBIX
13 BOPCHUH XOpPUOHA, (TO, U3 Yero B MocleayroeM GopMUpYyeTCs MIIAalleHTa) ONMPEAEIsiioT aKTUBHOCTD
dbepMeHTa, W TPOBONAT aHANW3 /IS BBIABICHUS MyTalnuid B TeHe. Ha ocHOBaHMM TpOBEACHHOTO
aHaJli3a JeNaloT BBIBOJ O TOM OojieH oA wid 3A0poB. COBpPEeMEHHBIE TEXHOJIOTHHU IMO3BOJISIOT
MPOBOANUTH U MPEUMIUIAHTALIMOHHYIO IMarHOCTUKY: OIUIOJOTBOPEHHUE MTPOBOAUTCS B MPOOUPKE, 3aTEM
OTOMPAIOT TOJBKO T€ OIUIOAOTBOPEHHBIE YMOPUOHBI (Ha CTAJIMN HECKOJIBKUX OJaCTOMEPOB), B KOTOPBIX
HET CEMEHHOW MyTallud ¥ WMEHHO MX HUMIUIAHUTUPYIOT (MOJCa)XXUBaloT) B opraHusM Matepu. [Ipu

,Z[aHHOﬁ nmpouecaype €CTb CBOU pUCKH, KOTOPBIC MOKCT PA3bACHUTDL Bpad I'CHCTHUK.

I'me B Poccuu 3aHUMAIOTCH IMATHOCTHKOM M JIeUeHHeM



B Hameil crpane ecTb MHOTO LIEHTPOB, KOTOpble noMoratoT nanuentam ¢ HII-C u apyrumu penkumu
3a0osieBaHMsIMU. B KaXIoM U3 pPErMOHOB 3a ONPENEICHHOW KIMHUKOM TaKKe 3aKpeIIeHbl
00s13aTenbCTBA MO MPOBEACHUIO (PEPMEHTHOM 3aMeCTUTENbHON Tepanuu. HeobxonuMo yTOYHUTH Y
Balllero Bpaya-reHeTHKa B PErHOHE MOCJe YCTaHOBICHMS JUarHo3a Kyzia BaM cielyeT oOpalarbes 3a

TUTAHOBOM U 3@ DKCTPEHHOW MOMOIIBI0, €CITH OHA MTOHAT00UTCS.
¥Y3Harth 00JIbIIIE

B MHUpPE €CTb MHOI'O OpFaHHSaHHﬁ, KOTOPBIC MOI'yT IIOMOYb BaM HAWTH OTBETHI Ha JIFOOBIE APYyrue

BOIpocCHl, cBsizaHHbIX ¢ HII-C:

MexnyHapoaHbli TOPTaJl O peAKUM 001e3HIM www.orpha.net

EBpormeiickass opraHm3zaiusi, OOBCIUHSIONMAS IAIMEHTOB C pPa3HBIMH PEIKUMHU 3a00JICBaHUSMU
EURORDIS www.eurordis.org

OobwmecrBennbie opranusannu U pouasl Poccnu

HII-C tuma BXomuT B nepeyeHb Op(aHHBIX 3a00JEBaHMM, JICUEHHUE KOTOPHIX MPOBOIUTCS 32 CUET
CPEICTB PErHOHANBHBIX OIOKETOB, U MAIMEHTHl UMEIOT BO3MOXKHOCTH JeuuThcsi B Poccuu. Tlomoun
ManueHTaM TOJMYyYUTh JICYCHUE, MOBBICUTh MH(POPMHPOBAHHOCTH OOIIECTBA O PEAKUX OONE3HSIX, a
TaKkKe JOOMBATHCS MPOABIIKEHUS 3aKOHOAATEIIBHBIX MHHUIIMATUB B 001acTH OphaHHBIX 3a00JIeBaHUI
MOTYT OOINECTBEHHBIC OpraHU3alMh. B CeTH HHTEpHET MOXHO HaWTH HWHPOPMAIIMIO O TaKUX

HEKOMMEPYECKNX 00beIMHEHUSIX.
IHomomb ceMbH

Koneuno, MHOTOE 3aBHCUT OT Bpaya, CKOJIBKO OH 3HAET MO Balle 3a00JieBaHHE, KaK MPABUILHO OH
Ha3HAYMJI JICYCHHUE M KaK XOPOIIO OH OOBSCHUI BaM MPHUHIUITEI Tepanuu. Ho He 3a0pIBaiiTe - OT ceMbH
3aBUCHUT yCITEeX JICYCHHs] HE B MEHbIIEH cTeneHu. HyxHO coOmogarh peKoOMEeHIAlnK, HU TIPH KaKuX
YCIOBUSIX HE TEPSATh HAACKIYy W CaMOMY CTaThb JKCIEPTOM B CBOeM 3aboJsieBaHuuU. Ywuraiite
JUTEepaTypy, OOIIAMTeCh C CEMbsIMH, HE CTCCHSIMTECh 3aJaBaTh BOMPOCHL. M maxke ecim BBl HE
nobeaute OO0JIE3Hb TMOJHOCTHIO, M3MEHHUTHh JKM3Hb K JydIlleMy, CIejaThb POJHOTO BaM YeJOBEKa
CYaCTJIMBBIM B BallIMX cuiax!

Jlns mromedt ¢ Markoi (popmoit 3a001eBaHUST HEOOXOAUMO HAYYHUTHCS OBITh HE3aBUCHUMBIMH OT CBOMX
cemeil. He namaiiTe peGeHKY M TOAPOCTKY 3aMKHYThCs B ceOe. EMy HyXHBI Apy3bs, OOIICHUE U

HaBBIKA CAMOCTOSITEIbHOM KU3HH.


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

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

Ipuioxkenne I'l. Uuaexc BeposstHocTu auardoza HII-C y nereii 10 4 ser

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

Ncrounuk (ounmanbHbeiil callT pa3padoTunKoB, myOnukamus ¢ Banuaamnueil): Pineda, M., Mengel, E.,
Jahnova, H. et al. A Suspicion Index to aid screening of early-onset Niemann-Pick disease Type C
(NP-C). BMC Pediatr 16, 107 (2016) doi:10.1186/s12887-016-0641-7 [61].

Tun (Mog4epKHyTh):
- IIKaJia OTICHKHU

- MHJICKC

- BOIIPOCHUK

- Ipyroe

Haznauenne: knmHUYECKass QUArHOCTUKA — oOIlleHKa BeposTHocTh nuarHo3a HII-C y mnamueHToB

mutaie 4 JeT.

Conepxxanue (1maOJOH): KaxJIOMy M3 CUMITOMOB, Xapakrtepubix mias HII-C npucBauBaercs

OHpGZLGHGHHBIﬁ 0aJI B 3aBUCUMOCTH OT 3HAYMMOCTH PTOT'0 CUMIITOMA B JUArHOCTHUKE 3a00J1€BaHUs.

Kitou (uHTEpmpeTaus): npu cymme 0amioB 0osiee 6 BEpOSTHOCTH IMAarHO3a CUUTAETCS BHICOKOM



HeoHatansHbil

AHamHe3s

UHC Ceneszenka Neuyenw Nerkue nepnoa cemeinbii
Cnnexo- Neroyueie |
Meranua MHUNLTpaTSI
lenactmyeckas 3aTAmHanA
Tann fA T
HaTannexcy HenTyxa BoasaHka Poaurenu
BeDTHKANBHBI WM aCUMT unu cubcw
" pw S OHbI T npamoro nnopa ¢ HN-C
aAvAnep Bunupybuna
napanu4 B3opa
lenarto-
Meranus
[lononHuTENbHO [lononHuTensHo
UHC+ cnneHoMeranuAa +
ATakcma ATaKcma
YMcTBEHHAA YmcTBeHHaRA \/ \/ \/ \/
OTCTaNnoCTL oTCTanoCThL
woro ()

Pucynoxk 1. Manexc BepostHocTu auarnosa HII-C y nereit no 4 ner

HpI’IMe‘-IaHI/IeI CHUMOTOMEBI aTakcus | YMCTBCHHAd OTCTAJIOCTh MABJIAKOTCA AJOIOJHUTCIbHBIMU U

YUYUTBIBAXOTCA  TOJIBKO IIPH HAJWUYHMU OCHOBHBIX

BEPTHUKAJIbHBIM HAIBSACPHBIN Tapainy B30pa, CIJICHOMETaJIHS)

IHpunoxenue I'2. Ungexc BepositHocTH nuarno3a HII-C y nereit crapme 4 Jiet

Hasanwne Ha pycckom s3bike: Mnaexe BepositHocTu auarnoda HII-C y manuenToB crapuue 4 jger
OpurunansHoe Ha3zBanue (ecnu ecth): The NPC-suspicion index.

Ncrounuk (odunmanbHblii cailT pazpadboTunkoB, myonukanus ¢ Banunauueit): 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 (mog4epKHyTH):

- IIIKaJiIa OI€HKHU

- HHJEKC

- BOIIPOCHHUK

- Ipyroe

CHUMIITOMOB (F CJIaCTHYCCKAadA  KaTallJICKCHA,




Hasnauenuwe: kiIMHUYECKass AMArHOCTHUKAa — OLIEHKa BeposiTHocTu auarHo3a HII-C y manueHntoB
crapiie 4 Jer.

Conepxxaame (malNoOH): KakXIOMy #3 CHUMITOMOB, XapaktepHeix i HII-C mnpucBamBaetcs

OHpGI[@J'ICHHI:Iﬁ 0aJI B 3aBUCUMOCTH OT 3HAYMMOCTH 3TOT'0 CUMIITOMA B JUArHOCTHKE 3a00J1eBaHMS.

Kirou (naTeprniperanmsi): Jlmaraos 6one3an Humanna -ITuka tima C cunTaeTcss BRICOKOBEPOSATHOU MPHU
cymme OamioB 6omee 70
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6. COBOKYNHbIA BANN NO WKANE HN-C

nosopoxcﬂennm unu xonecmas

(o)

BUCLEPAJIbHLIE HEBPONTOM'MYECKHUE NCUXUATPUYECKUE
( PHCK 04eHb BLICOKMIA (40 Bannos [ NyHKT)
BepmuxkanbHbiil HadbadepHbid
napanuy 83opa @
lenacmuveckas 20
Kamannekcus
PucK BbICOKHH (20 Gannos [ nyHKT)
3amaxcuan ¥enmyxa

CHUMEHUE KOZHUMUBHBIX

Hzonuposarras HeobbACHUMAA yHKyul unu PaHHAR (zoj
CnNeHoOMezanusa @ demMeHyun
(8 anamHese ¢ 8 Hacm. spems)
¢ unu 6es zenamome2anuu
PucK cpeaHmit (10 6annos | nyHKT)
ATaKCHA, HEYHNIOKEeCT
10
MNK YacTbie NafeHua Q
S N\
AM3apTpUA nnm aMcharua [ m) Cumnmowmsl ncuxosa 10
AncTonmns 10
PHCK HM3KKA (5 6annos / nyHKT)
Pe3ncTeHTHOCTE K TEpanum —
Nporpeccupyrowasn NCHMXMATPHYECKMX CHMITTOMOB ( > )
u npuobpeTeHHan MelWeyHan 5 )
CNACTHYHOCT ﬂpyrue NCHXHATPHYECKKE

)

CUMNTOMBI

Puck pononuutensHseli (1 6annos / nyHKT)

Bopsxka nnoga

Cubcbl ¢ BOAAHKOM NNoaa

™

@)

funoToxua [ 1 )
)
)
()

3afepwKa NCUXOMOTOPHOTO
pa3BWTHA

Cynoporu (napunanshbie
WK FeHepannu3oBaHHble)

Muoknonyc

[lecTpyKTUBHO® MK
arpeccMBHOE NOBejleHne

B IETCKOM W NOAPOCTKOBOM
BO3pacte

@

Cymma 6annos No Kateropuam

A

)

J

C vy

\ -/

KombGunauun kateropuin (40 6annos — eucu&ncux; 40 6annos - sucu&Hesp; 20 6annos — HeBp&ncux)

\\

<
( BucuepanbHeie + ncuxumarpuyeckue | 40 )

J

( BucuepansHble + HEBPONOrHYECKHE ["l”j )

=
(HEBDOHOFI“{ECKHE + NCHXHATPHYECKWE (HJJ )

CemelHbIH aHamHes (1 ctenenu — 4o Gannos; 2 ctenexun — 10 6annos)

Puck 1 cmenexu:

podumenu unu cubesi ¢ HMN-C .

Puck 2 cmenenu:
i

40)
cecmpesl

dsowpodrsie 6pamen/

(10)

neorHocTyeckminsamn ()

Pucynok 2. Muaexkc BepostHoctu quarno3a HII-C y nanuenToB crapue 4 et




Ipuaoxkenue I'3. CtanaapTHbIi BUAE0 NPOTOKOJ sl KIMHUYECKOH OLEHKHU
ABUTaTEeJIbHBIX QYHKIUN

HasBaHne Ha pyCCKOM sI3bIKE: BUAEO-IIPOTOKOJI OLeHKH ABUTraTeabHbIX GyHkumuid npu HII-C
OpurunansHoe Ha3BaHue (eciu ecTh): Standard video protocol for clinical assessment

Hcrounuk (opuuuanbHbli calT pa3zpaboTuuMkoB, nyOnukanus c Banupganuei): James E. Wraith,
Matthias R. Baumgartner, et al. Recommendations on the diagnosis and management of Niemann-
Pick disease type C, Molecular Genetics and Metabolism, 2009,Volume 98, Pages 152-165 [63],Tun

(MOTYEPKHYTH):

- IIKaJjia OIEHKHU

- UHJICKC

- BOTIPOCHUK

- npyroe (BUIe0 IPOTOKOI JJIsl OLICHKW JBUTATEIbHBIX (DYHKITHIN)

Haznauenue: KIMHMYECKas JUArHOCTHUKA — OICHKA JBUTraTEJIbHBIX (bYHKHI/Iﬁ A0 TCpalluk U Ha (1)OHC

JICUEHUS
Conepxanue (11a0JI0H): BUACO PETUCTPAIUs OCHOBHBIX CUMIITOMOB, XapakTepHbix ais HIT-C.

Kitou (uHTepnperanusi): momoraeTr 3aduKCUpoBaThb OCHOBHbIE kinHuueckue mposieienus HII-C u

OILICHUTDH IMHAMUKY WX U3MEHEHUH Ha (POHE JICUCHUS

Buneo nmportokon

1) Peun (30-45 ¢)

- [Ipousnecure ¢pasy, Hanpumep, «IIpuBeT, ceromHs yyaecHbli 1eHb» (3 pasa)
2) [IBnxeHus pyk

- CxuMaHue 1 pazkuManue kucrei (5-10 pa3 kaxoil)

- [IpoTrBOMOCTaBIEHUS OOJBIIIOTO MAJBIIA TOOYEPETHO C KaXKIbIM MaIblIeM

- [TanbienocoBas mpoOa ¢ OTKpbIThIMU IazaMu (5—10 pa3 ¢ Kaka0# CTOPOHBI)
3) CrosiHue u X01p0a O0CHUKOM

- CtostHme: cTomsl BMecTe (15 ¢)

- CTostHUE: CTOMBI O1HA 3a apyroi (15 ¢)

- Xonpba + HoOpMalbHBIN 1TOTyo00poT (15 ¢)



- Tangemuas xonp0a (cTomsl oHa 3a apyroii) (15 c)
4) [ucemo/pucoBaHue (IOMUHAHTHAS PyKa)

- Hanmummre ¢pasy, nanpumep «Cerofns yyaecHbIid AeHby. [ MaleHbKHUX JeTel: clealiTe pUCyHOK

WIH CIIUPab

- CKOnUpyuTe CTpaHuIly

5) ABwxeHus a3

- CaMONpoOu3BOJIbHBIE IBUKEHUS I71a3: BBEPX, BHU3, BIIPABO, BJIEBO (/1Ba LIUKJIA)

-CrnexxeHue razaMu (3a majbplieM): BBepX, BHU3, BIIPaBO, BIIEBO (JIBa pa3a, OLICHKA CKOPOCTH)

Ilpumeuanne: [laneHTH MIaICHUYECKOTO BO3pACTa C HEOOIBIIOH BEPOSITHOCTHIO CMOTYT BBITIOJIHUTD
HEKOTOPbIE TECTHI, YIOMSHYTHIC BBIIIE; BUJCO3AMUCH JOJDKHA IMPOBOIUTCS C COITIACUS POTUTENS MIIH
ONEKyHa Yy MAalMeHTOB JETCKOTO BO3pacTa WM C COIIAcHs IAlMeHTa, €CIM OH/OHA SIBISIETCS
B3POCIIBIM.



