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CrMcoK coKpalleHUMn

AJIT - anaHMHaMMHOTpaHcdepasa
ACT - acmapratrammHoTpaHcdepasa
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I'X-MC -razoBas xpoMaTorpadust Macc-CIIeKTpOMeTpUsI
VB HII-C - Uugexc BeposttHOocTy HIT-C

KT- xommnbloTepHas Tomorpadust

JITIBIT- iMmonpOTEMHBI BBICOKOV TNIOTHOCTU

JIITHIT — nMnonpoTenHbl HU3KOM TIJIOTHOCTU

JICM 509 - nu3ochunromuenvs 509

MHO -mexxayHapogHOe HOpMaa30BaHHOe OTHOIIIeHe
MPT - MarHUTHO-Pe30HaHCHAas TOMOrpadus
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IITB - mpoTpoMOMHOBOE BpeMS

[ITU - mpoTpOMOMHOBBII MHAEKC
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TepMI/IHbI N orpene/JieHus

CyoOcTpar - pexynupyoomas Tepanus - MOXU3HEeHHOe BBeJeHMe IpernapaTa, BAMSIONIET0 Ha
MeTabo/MM3M HaKaTuIMBaeMbIX CyOCTPATOB, Y TAI[MEHTOB C HApyIIeHeM 0OMeHa BellecTB.

JI30ocOMHbIe OOJIe3HM HAKOILIEHUS — rpyrna HadleOCTBEHHbIX MOHOT€HHbIX 3860H€B8.HI/II'/J[,
CBSI3aHHBIX C HAPYIIIEeHMEeM ¢)YHKHMM JIN30COM



1. KpaTtkas nHGopmanusa 1o 3a0o1eBaHnIO WIN
COCTOSIHMIO (TPYIIIIbI 32a00/I€BaHMIT MJIM COCTOSTHMIA)



1.1 OnpeneneHue 3a00j1eBaHUS UM COCTOTHUS
(rpymnbl 3a00/1eBaHMi MJIV COCTOSTHMIA)

bonesup Humanna-Iuka, Tuna C (HII-C) gBisieTcs pegkum HAC/Ae€ICTBEHHBIM MYJIbTUCUCTEMHbBIM
3aboneBanueM. Cpemy XapaKTepHBIX HEBPOJOTMUeckux IposiBieHnii HII-C  HabGmoOmaoTcs
IJIa30iBUTaTe/IbHbIE PACCTPOIICTBA B BU/Ie HAPYIIeHUI cakKagudeckux aBvokeHuii rmas (CIT) min
BEPTUKAJIIBHOTO HagbsilepHOro mnapanuya B3opa (BHIIB), mo3)keukoBble HapyuieHUs (aTakCusl,
IUCMEeTpUs), IUCTOHMS, IU3apTPusl, Aucdarus 1 reJacTuyeckas Katariekcust. Takske y MamnyeHToB
YacTo HaOIIONAIOTCSl SMUJIENITUYECKME CYIOPOKHbIE TpucTynbl [1-7, 19, 20]. O6bIYHO Havaio
HEBPOJIOTMUECKUX MPOSIBJIEHMIT TIPUXOIMUTCS HaA JTETCKUIT BO3PACT, XOTS BCe OOJIbIee KOIMUEeCTBO
CJIydaeB BBISBISIETCS M IMArHOCTUPYeTCS B 3pPEJIOM BO3pacTe, B CBI3Y C IO3JHUM IIPOSIBIEHMEM
HEeBPOJIOTMUYECKUX U IICUXMATPUUECKUX CUMIITOMOB. PacmpenesneHyue ManyeHTOB II0 BO3PacTy
MaHMdecTanMy HEBPOIOTMYECKUX IPOSBIeHUi (Hauvaao 3aboneBaHMsS B DaHHEM JETCKOM,
T03/JHEM JeTCKOM, I0BEHUJIbHOM M IOJPOCTKOBOM/B3POCJIOM BO3PACTe) MOXKET OBITh ITOJI€3HBIM
II7IST OLIeHK!M TeueHMsI 3a60/ieBaHMs U OTBeTa Ha JiedeHne. B ceHTsiope 2012 6putM OITy6IMKOBAHBI
OOHOBJIEHHbIE pEKOMEHJAlVM, BbIpAOOTaHHbIE B XO[e OYEepeJHOro coBellaHusi B Ilapuoke,
@paHUMs TPYMHIOl MEXAYHAPOAHBbIX 3KCIepToB, B 2018 romy OOGHOBIEHBI PEKOMEHAAIVU IO
CeJIeKTMBHOMY CKPMHMHIY U nuarHoctuke u iedenuto HII-C [8, 19, 20].

OT6op ManMeHToB JJIs1 AMATHOCTUKM OCYIIECTBIISIETCSI HA OCHOBAHUM CeIeKTMBHOTO CKPMHMHTA —
BbIZIeJIeHe IPYIIITHI AI[MeHTOB, MMEIOIIMX XapaKTepHbIe JIJIsT JAaHHOTO 3a60IeBaHNs KIIMHUYeCKue
CUMIITOMBI  (BUCLiEpalbHble, HEBPOJIOTMYECKMe, TCUXMATPUUECKME), [JI  IPOBeHeHUS
JaJbpHelero JabopaTtopHoro TectupoBanus [20].

[lpy HamMumy  COOTBETCTBYIOLIEN  KIMHMYECKO) KAapTMHBI [OMarHos IOATBepXKIaeTcs
O6MOXMMUYECKMMY U MOJIEKYJISIPHO-TeHeTnYeckumMy Metopamu [4,8,19,20].



1.2 OTuonorus u naTtoreHes 3a00jieBaHUs WIN _
COCTOSIHMSI (TPYIIIBI 3200/I€BaHMUIT MJIV COCTOSTHMIA)

[TpyanHOIt 3a607eBaHMs IBASIOTCS MyTauyy B reHax NPC1 (B 95% ciyuaeB) winu NPC2 (okomo 4%
CIydaeB), YTO BeAEeT K HapyUIeHMI0 BHYTPUKIETOUHOTO TPAHCIOPTA JUIMKUIOB U HAKOIJIEHUIO
XOJIeCTEPUHA Y TIMKOCHUHTOMUIUIOB B TOJIOBHOM MO3Te M APYruMX TKaHSX. TUI Hac/lenoBaHUS
ayTOCOMHO-PeleCCUBHLI [13].

Teupt NPClmu NPC2 KomMpyIOT 6enKu KJIETOUHOJ MeMOpaHbI, OTBeUalollye 3a TPAHCIIOPT
XOJIeCTepMHa W JIMIIUIOB  BHYTPU knetku. NPC1 oTHOCHUTCS K CEMENCTBY T€HOB,
KOAVPYIOIIUX MeMOPaHHO-CBSI3aHHbIE CTEPOTUYBCTBUTENbHbBIE Oe/Kky. Ha KIeTOYHbIX — MOZEJSIX
npu pedekrax NPCI yCcTaHOBIEHO HapylleHMe BHYTPUKIETOUHOTO TpaHcropta (3ddiokca)
CcBOGOZHOTO XOJIeCTepyuHa, IOIIOIIaeMOro KJIeTKaMu ¢ dpakquamu
JIUTIOTIPOTEVHOB HM3KOJ IUIOTHOCTU. BHYTPUINM30COMHOe HaKOIUIEHMe XOlecTepyuHa
MHTUOUPYET aKTUBHOCTb CHOUHTOMMENMHA3bl M TPUBOAUT K HaKOIUIEHUIO
chuHromMmmenHa B KJIETKaX ITapeHXVMMaTO3HbIX OPraHOB (IIeYeHM, Celle3eHKM, ITI0UYKax) "n
HepBHOJI cucreMe. [Ipy MuKRpockonmn BO BCEX OpraHax 0OGHAPYKMBAIOTCSI IEHUCTbIE» KIIETKU
TaK Ha3bIBaeMble KIeTKU Humanna-I[luxka. [Ipm ucnonb3oBaHuM crienindnyueckux 0Kpacok
LIMTOIUIA3Ma TUCTUOLIMTOB MIPUOOPETAET IIBET MOPCKOI BOIHBI («sea-blue histiocytes»)
13-3a OTVIOKeHUS IMTIONUIMeHTa WK nepouga. OgHaKko 9TM KJIeTKU  He TaK TUIIMYHBI [1JI5
6omne3nn HII- C, kak st tunos A u B [1,12].



1.3 dnimaeMuosorusa 3a601eBaHUsI UIU COCTOSIHUS
(rpymmnbl 3a00/1eBaHMT MJIV COCTOSTHMIA)

3aboneBaHye maHITHUYEecKoe. YacToTa 3abomeBanus cocrasisieT B cpegHem 0,66 -0,83 Ha 100000
SKMBBIX HOBOPOKIEHHBIX [13].



1.4 Oco6eHHOCTY KOAMPOBaHUS 3a00/IeBaHUS VI

COCTOSTHMSA (IPYIIIbI 3a00/1eBaHMIL MM COCTOSTHUI)

1o MexxayHapOAoHOM CTaTU4YeCKol Kiacuduranum
O0oJ1e3HeV U IMPo0IeM, CBI3aHHBIX CO 3JOPOBhEM

HIT-C otHOCHTCS K COMHTOMMIIMIO3AM, Hapsiny C Apyrumu 3aboneBanusimu (6ome3Hb Dabpw,
6onesnb Humanna-ITuka A/B), HIT-C umeet ko E75.2 - [Ipyrue cHOUHTOMUTTNTO3bI



1.5 Knaccudukanys 3a6omeBaHNsI UV COCTOSTHUS
(rpyuisl 3a00/1eBaHUN VI COCTOSIHUN)

HII-C otHOCMTCcs K JIBH, moprpymme cuuronmmmo3oB. Knaccudbmkanus HIT-C ocHoBaHa Ha
Bo3pacTte MaHudbecraiuu 3aboneBanus [12,13]. B HacTos1ee BpeMsI IPUHSITHI CieAyolye GopMbl
HII-C: nepuHaTasibHas (Hayajio B BO3pacTe <3 MecCsleB), paHHSSI MyafleHuecKas (B BO3pacTe OT 3
MecsIIIeB JI0 2 JIET), TIO3OHSISI MylaJieHuecKast (B Bo3pacTe 2 1o 6 JieT), IOBeHWIbHas (B Bo3pacTe 6-15
JIET) U TIOAPOCTKOBAs/B3pocias (B Bo3pacre crapiie 15 jet) [3,12,13].



1.6 KimHnyeckass KapTyHa 3a00/ieBaHUS UIN _
COCTOSIHUA (IPYyIIIbI 3a00/IeBAaHUV VIV COCTOSIHUN)

HII-C saBnsteTcss MY/IBTUCUCTEMHBIM 3a00/eBaHMEM; KIMHUUYECKUE IIPOSIBJIEHUSI, KOTOpbIe
YKa3bIBAIOT Ha BO3MOKHBIN AyarHo3 HII-C, BK/IIOUAOT B ce0s1 BUCIepaIbHbIe, HEBPOIOTMUYECKIE U
ICUXMaTpuUyeckKue CUMIOTOMBI. BbIpa)keHHOCTh KAMHMYEeCKuX mnposieaeHnii HII-C B pasHoOM
Bo3pacTe nipuBeneHa B [Ipunoxkenun I'1.

YacTo HaOGIIOHAeTCs pas/iMyHoe KiuHuYeckoe TeueHne HII-C y cubcoB, HECMOTpst Ha
TOXAECTBEHHOCTb reHOTUIIa U 6noxummdeckoro penorumna [8,12,13]. [TamyeHTh, poguBIINECS C
TSDKEJION TepuHATalbHOM (OpPMOI, MOTYT MMeETh CHOCOB C HAYaJioM HEBPOJIOTMYECKUX
MPOSIBJIEHUI B J€TCKOM WJIM TTIOJPOCTKOBOM BO3pacTe.

HeBponornveckue mnposiBieHusi. HeBposornueckue HapyuieHus rpu HII-C yacTo pa3BMBAIOTCS
TOCTeTeHHO, NeOITUPYST TAKUMY HecrtenbUIecKMMU CUMIITOMAMM, KaK CHVYKEHMEe MBIIIEYHOTO
TOHyca (LleHTpajdbHasl TUIIOTOHMS) WM 4YacTble TMaAeHMs, HEYK/IIOKeCTb B Cydyasx Havana
3ab0/1eBaHMS B CTAPIIEM AETCKOM BO3pacTe.

B cnyuasx me6iora HII-C B paHHeM ¥ IMO3JHEM MJIaJeHYeCKOM BO3pacTe OObIYHO BO3HMKAEeT
3a7iepP’KKa WIN IpeKpalieHye pasBuTus QYHKIIMY peun C 3a0ep>KKO0i 001Iero KOTHUTUBHOTO U/
MOTOPHOTO pa3sBUTUS Uy 6e3 TakoBoii [3,5,8,13,19].

HaumHasi ¢ To3mHEro MjaJeHueckoro BO3pacra M CTaplle, YacTo HaGMIOmaeTcs OOUH WA
HECKOIbKO MO3)KEUKOBbIX CUMNOTOMOB. K TUNMYHBIM HeBposiormyeckum IposiBaeHussm HII-C
OTHOCSTCSI ~ HapyllleHue  IIOXOAKM,  MO3KeUKoBas  aTakCusl, [OUCTOHMS,  AUCMeTpus,
IUCAVANOXOKMHE3, Au3apTpus ¥ aucdarus, remacTuveckasi KaTaruleKCus, SMUIenTUYecKue
NpUNagKu, HelipoceHCOpHas TyroyxocTs [1-8,13,19].

Mos3xceukosass amaxcus SIBJASIETCS YaCTbhIM IIPOSIBJIEHMEM B crydasax MaHI/I(beCTaLU/II/I 3a00/1eBaHMs
BO B3pOCJIOM BO3pacTe.

JlucmoHus cBsI3aHa C MOpaKeHMEM II0JI0CATOTO Tejla U 4Yacto MaHudectupyeT (oKaabHOI
IUCTOHMEN, TopaXkawlleil KuctTu u juio. [eHepann3oBaHHASI OUCTOHUS MOXET IIPOSIBISITHCS
HapylleHMeM MOXOAKM, MaToJoTudeckKuMu To3aMu. OCTPbIfi MUOKIOHYC VAU MUOKJIOHUYECKUU
mpeMop MOTYT Pa3BMBAThCS B IPOIIECCe MTPOTPECCUPOBaHMsS 3a60/€BaHNS UM MHOTAA BO3SHUKATD
Ha paHHUX craausx passutust HIT-C.

[[ucd)azu,q MOXET IIOABJIATBCSA Ha PAHHUX CTadUsgX 3abo0/ieBaHUS WU Pa3BMUBATbCS II03XKEe U
IIpeancTraB/ideT Cepbe3HYI0 Hp06HEMy OJIs1 KIMHUYECKOTO BeOeHMs GOHBHOFO, IMTOCKOJIbKY CEpPbe3HO
HapymiaeT BO3MOXHOCTb CaMOCTOATE/JIbHOIO IMWTAHMS Ha IIO30HUX CTaAUAX 33.60JIEBaHI/I$I,
IIOBbIIIAadA PUCK acnupaumm u, BCIeACTBME 3TOro, C€pbe3HbIX JIErOYHbLIX I/IHCI)eKLU/If/'I. ,HI/ICd)aI‘I/IH
MOXeT HauMHaTbCSId C IIPOCTOrO IIONEepXMBAHUSA WM KallUld IIpU IIpuemMe IIUIIN, 00BIYHO npn
YHOTDE6HQHIAI/I JKMOKOCTU.

OKy/10MOMOpHblE HAPYUIEHUS SIBISIIOTCS OTIMUUTENbHBIM IpusHakoMm HII-C, Habmomasch y 81%
TaIEeHTOB 10 pe3y/ibTaTaM KPYITHOMACIITAaOHOTO PEeTPOCIIEKTUBHOTO MCCaen0BaHus [9], 06bIUHO
HAUYMHAIOTCS B CTapllieM MIaJeHYeCKOM BO3pacTe C HapylleHMs! CakKKaguuyeCcKUX ABVOKEHMH r1a3
(COT). Hapymenuss COI MoryT ObITb IIPOMYIIEHBI IPU KIMHUYECKOM OCMOTpE, €eCIu He
OIIeHMBAIOTCS CaMOITPOM3BOJIbHbIE ABVKEHMS TVIa3HBIX SIGNIOK. [JaHHBI CUMIITOM BbISIBJISIETCS
MpaKkTUYeCcKu y Bcex manyeHTtoB ¢ HII-C mpu mpaBMIbHOM 00OC/Ie€qOBaHMM, U peabHas
pacopoCTpaHeHHOCTh [JaHHOTO CUMMIITOMa, BEpOSITHO, HeOoolleHMBaeTcsl. [lepBOHAUYaaIbHO
MOPAXKAlOTCSI ~ BepTUMKAJbHble  [BMKEHMS  IJ1a3, 3aTeM IIPUCOEOMHSIOTCS  HapylleHUs
TOPU3OHTAIbHBIX cakkap [3,8,12,13,16,29]. M3HauaJbHO CTpPafaiOT TOIBKO CaMOIIPOM3BOJIbHbIE
CaKKaauvecKue IBIDKEHMs, a MedJIeHHble IIIaBHbIe CJeAsiiue IOBVDKEHMS I71a3 MOTYT ObITh
HopManbHbiMK. CO BpeMeHeM 3TU HapylleHUus IPOTPecCUPYIT A0 IOJHOTO BEePTUKAIbHOTO
HaIbsIIEepPHOro napannya B3opa [13,19], HauMHasACh ¢ MPOrpeccUpyroILero yMeHbIIEeHNSI CKOPOCTU
CaKKaAMUeCKUX [JBVDKeHUIA (XOTS BpeMs 3aJepXKKM CaKKaAMueCKuUX [BVDKEHUIA OCTaeTcs
HOPMAaJIbHbIM), [PUBOAS K IIOJIHOMY MapaauMyy  CakKaguMuyecKuxX [OBIDKEHMI — IJIas.
BecTnOY/I00KYASIPHBIA  peduiekC YacTo COXpaHeH B TeueHMe [JUTEJIbHOTO BpPEMEHMU, YTO
MOATBEPKAAeT TOT (AKT, YTO Mapaany B3opa SIBJISIETCST JeiiCTBUTETbHO HaIbsIePHBIM I10 CBOEN
npupoze.



Kamannekcus sByisieTcs] OTHOCUTENBHO CITENUGUYHBIM M YaCThIM HEBPOJIOTMYECKUM TMPU3HAKOM
HII-C, HabmonaeMbIM, B 11esioM, 6osee yeM y IOJOBMHBI MauyueHTOB. OHa pexke HaOIIOOAETCS Y
MalMeHTOB paHHero JeTCKOro BO3pacTa, yalle OTMevasich B CIydasx Havaja 3aboneBaHMs B
MOo3JHEeM MJaJeHuYeCKOM M IOHOIIecKoM Bo3pacTe [3,13,19]. Karamiekcusi TpOSIBISIETCS
BHE3aIlHO}M TIOTepeli MBIIIEYHOrO0 TOHyca B HOTax WM, MHOTHA, B UEIIOCTM WIM 1iee U
MIPOBOLMPYETCS SMOLMSIMU, HAIIPUMED, CMeXOM (resiacTuueckasi kararaekcus). JJaHHbI MpU3HaK
JIerKO TIPOTTYCKAeTCS M 4YacTO OMIMOOYHO MHTepIIpeTMpyeTcs] KaK BTOPMYHBbIE TMajeHus] 13-3a
aTaKCUM UM KaK aTOHMYeCKMe STUIeNITUYecKue MPUCTYIIbI.

Anunenmuueckue Npucmynsl peske HaOIIOAAIOTCS Y MAIMEHTOB C HaYaJioM 3a60/1eBaHNSI B pAHHEM
MJIaZIEHYeCKOM MM B3pocioM BospacTe [13,19], yeM B cay4asix ¢ HauajoMm 3aboyieBaHUSI B
T03JHEM MJIaJIeHUeCKOM U I0HOIIeckom Bo3pacte. VY rnanyeHToB ¢ HIT-C MOTyT OTMeuaThbCs JIIoObie
TUITBI SMUIEIITUYECKMX MTPUCTYIIOB (MaplyanbHblie/hoKaabHble, TeHepaan3MpoBaHHbIe, aGCaHCHI,
MMUOKJIOHMYECKME, TOHMKO-KJIOHMYECKNEe); MPUCTYIbl MOTLYT 3HAUUTEIbHO OTIMYATHCS IO
MHTEHCUBHOCTY U YaCTOTe.

HetipoceHcopHas myz0yxocmp 4acTO BCTPeYaeTCsl Ha MPaKTMKe, HO OMyOIMKOBAaHHbIE COOOIIEHSI
10 JaHHOMY HeBpoJsiornueckomy npossiennto HIT-C HemHorouncineHHsl [12,13].

Iepugepuueckas Heliponamus SIBNSIETCS PeOKUM OCIOKHeHMeM y manueHToB ¢ HII-C, kotopoe
MOXeT HabIIomaThcs Mpu MiIageHueckux ¢dopmax. OHa HMKOIZA He HAOMIOJAnach B CIydasx
Hauasia 3a6oyieBaHMs B IOHOIIECKOM WM B3pOCIoM Bo3pacte [12,13,19].

KoruurusHbIe HapylmieHus

CHuXceHUe KOZHUMUBHbIX (YHKYUll HabIomaeTcsl MpaKTUUeCKM y Bcex maimeHtoB ¢ HII-C ¢
ne6roToM 3a60/1eBaHMSI B IO POCTKOBOM/B3POC/IOM BO3pacTe, HauMHas C ONpeie/IeHHOIO MOMEHTA
pa3BUTKS 3a00JIeBaHMsI, HO PEIKO paclo3HaeTcs B JeTCTBE Ha paHHMX dTamax pasputust HII-C
[1,7,13,19].

V manueHTOB C HavyajoM 3aboseBaHMs B IO3LHEM MJIaJeHYeCKOM M IOHOIIeCKOM BO3pacre
OTMeyYaJIu TUIOXYIO IIKOJIbHYIO YCIIeBAeMOCTb U 3aTPyOHEHNS TIPU O0YYEHU .

KoruntusHbie HapymeHus tpu HII-C, B OCHOBHOM, HAUMHAIOTCSI C JIOOHO-TIOJKOPKOBBIX
PaccTpoOiiCTB M XapaKTePU3UPYIOTCS CHIDKEHMEM WCIIOTHUTENbHOW QYHKIUU U CJIIOBECHOM
MaMsITH, & TAK)KEe YMEHbILEHEM CKOPOCTU 00paboTKY MHGOpMaIM.

ITpu niporpeccupoBanuy HII-C, y manmyeHTOB OTMeuaeTcsl 6ojiee SIBHOE YXYAIIeHVE KOTHUTUBHBIX
(byHKIIMIT, Bemylllee BO MHOTMX CIy4YasX K BBIPasKEHHOI JeMEHLVM C TPYOBIM IMUCPETYISITOPHBIM
CUHIPOMOM U HapyIlieHuem mamstu [15,19,23,27].

IIcuxnaTpuyeckyie MPOSIBJIEHYST

[Maumentsr ¢ HII-C ¢ Havyasom 3abosneBaHMsI B TIOAPOCTKOBOM/B3POCIOM BO3pacTe 4YacTo
IeOI0TUPYIOT TICMXUYECKMMY TTPOSIBIIEHUSIMY, TAaKsKe CO0OINaIoCh O maleHTax ¢ MmaHudecranyein
3a60/1eBaHMS B IOHOIIIECKOM BO3PacTe C MOBeJeHYECKVMIU OTKIOHEHUSIMU B aHAMHe3e U APYTUMMU
TIPOSIBJIEHUSIMM, 06PAIaBIIMXCS TIO3XKE 10 MOBOAY MCUXMYECKMX 3aboneBanuii [15].

V maieHToB C Hava/joM 3a00/ieBaHMsI B IOHOILIECKOM BO3PacTe 4acTO HaOJI0mAIOTCs IIPOO6JIeMbI
TOBeieHNsI, HapylleHne OOyueHMs, pacCTPOCTBO IKCIIPECCMBHON peuu, CUHAPOM Aeduuura
BHMMAaHMS C TUII€PAaKTUBHOCTHIO [1,2,7,13,19].

Icuxo3 ¢ mm30dpeHOonom0OHBIMY TPOSIBIIEHUSIMU SIBJISIETCSI YACTBIM CMMITTOMOM Y TOAPOCTKOB/
B3poCbIX TalueHToB ¢ HIT-C, orMevaeTcs ¢ uacTotoit 1o 25% ciryuaeB. KinmHu4eckue mposiBIeHNST
YacTO HEOTMYMMBI OT IM30(DPEeHNM ¢ TUIIMYHBIMU CITyXOBBIMU TaJLTIOLVHALMSIMU, OpeOBbIMU
MOesIMU, PaCcCTPOMCTBOM MBIIITIEHVSI Y TIOBEeJeHNsI, MOTYT HabII0JAThCSI MapKepbl OPraHMIeCKOTO
ICKuxo3a, B TOM YMCAe 3pUTeNbHble Ta/UTIOIMHAIMM, HapylleHue KOTHUTUBHBIX GYHKUUI U
Pe3UCTeHTHOCTD K IICUXOTPOITHO Tepanuu. [19,20]

Taxoke MOKeT HabI0AaThCS KamamoHus, HauboJiee 4acTo — y MalyeHTOB C HAUaJoM 3a00IeBaHusI
B paHHeM Bo3pacTe. OHa YaCcTO He IMOATAETCS JIEUEHUI0 M MOXKET CUMTAThCS IIPU3HAKOM
OpraHMYecKOTo MICUXUUECKOTOo 3aboneBanus [12,13,19].

Co0011a710Ch 0 APYTUX CEPhE3HBIX MCUXMUECKUX MPOSBIEHMSIX, BKIIOUasl JeIPeCccuio, OUIOSIpHOe
1 06CcecCUBHO-KOMITYJIbCMBHOE paccTpoiicTsa [8,9,13,15,24].



Bspocibie B Bo3pacte >30 JjieT yalne o6paIialoTCs C AMCPETYISITOPHBIM CHHIPOMOM, KOTOPBIi
XapaKkTepusupyeTcss HapylleHUSIMM TOPMOKeHMS, IIJIaHMPOBAaHMSI ¥ OpraHM3almy, a TakkKe
CHIDKEHMEM KPUTUYECKO) CaMOOL@HKM M KOTHUTMBHONM TI'MOKOCTM, BO3HMKAIOUIMX paHblIe
PasBUTHS HAPYIIEHMS TAMSITU U APYTUX obacTteit mo3HaHus [19].

Bncuepaanble IIPOSABJICHUSA. Bmcuepaanble cumnToMbl HIT-C BKIIOUAIOT B ceOs IIPpOABJIEHNA CO
CTOPOHBI ITeYeHN, CeJI€3€HKN, JIETKNUX U IPYTUX OPraHOB.

IposiBnenus 6one3uu HIT-C B HeoHaTa/lbHOM Iepuofe oTMeuaeTcs B 45-65% ciyuaeB. HambGornee
PaHHMM KJIMHMYECKMM IIPOSIBIEHMEM, HEe3aBUCUMO OT KIMHMUYEecKoit (opmbl 3a6o/eBaHMsI,
SIBJISIETCSI CMHAPOM XOjecTas3a, HO MOKeT OTMedaTbCsl M3O0JIMPOBAHHAs CIJIEHOMEranaus Wn
rernaTtociieHomeraausi. Takke OMMCaHbl —CoydyayM HEMMMYHHOI  BOASHKM, acuuTa U
reraTtociyieHomeraauyu 1ioga. CumMTaeTcsl TATOTHOMOHMYHBIM COUeTaHMe Xojecrasa Co
3HAUUTENIbHON CTEMEeHbI0 BBIPAKEHHOCTM CIUIEHOMerajiuu 6e3 MPU3HAKOB MOPTATbHON
TUIEePTeH3U. B  OONBIIMHCTBE CIydyaeB IMPU3HAKM Xojlecrasa IMpu 3TOM 3abosieBaHUU
CaMOMPOM3BOABHO pa3pemarTcs K 6-8-My Mecsily >XU3HM, TIPM 3TOM yBeduMueHUue TedeHU U
ceJle3eHKY COXPaHsIeTcs ellle AauTenbHoe BpeMs. [17] B 10% cryvyaeB npu paHHel MaHubecTauum
HIIC mMeeT MOJIHMEHOCHOE TeUeHMe C pPa3BUTHEM IeUeHOUHOV HeLOCTAaTOYHOCTU U JieTaTbHbIM
JCXOZI0OM B TeUeHMe IepBoro roga xusuu [17,19,20].

HeoHatanbHblii X0JiecTas, TrelnaTOCIVIEHOMETaIus Win N30/JIMPOBaHHAasa CIUVIEHOMeErajinmsa B
dHaMHe3€ YaCTO OTMeUalTCd Yy IMMallMeHTOB C HaydaJiOM 3abojieBaHMs B paHHeM U CTapluiemM
JEeTCKOM BO3pacTe.

V manyeHTOB C HavajioM 3abojieBaHMsI B 0Oojiee CTaplieM BO3pacTe TenaTOCIIEHOMerausl/
MU30JIMPOBAHHAS CIJIEHOMETAIUS SIBJISIETCSI OOBIYHO OeCCMMIITOMHONM M YacTO KIMHUYECKU He
pacrosHaeTtcs, 4To TpebyeT, B ciyuasx momo3peHus Ha HII-C, mpoBemeHUsT YIbTPa3ByKOBOTO
MUCCIeIOBAHMSI OPraHOB OGPIONIHONM TONOCTU. [10 MMEIIYMCST TaHHBIM TPUOIU3UTENbHO y 15%
Bcex mauyeHToB ¢ HIT-C M MoYTM y TONOBMHBI TalMEHTOB C HauyajoM 3abojeBaHus B
MOIPOCTKOBOM/B3POC/IOM BO3pacTe OTCYTCTBYeT yBeJlMueHMe pa3MepoB feueHn U cene3eHku [15].
OpHako 3TM JaHHble He OTPaKAIT MCTUHHYI PacIpOCTPAaHEHHOCTb TrernaToCIIeHOMerainu,
ITOTOMY UTO Y/JIbTPa3BYKOBOE MCC/IeOBaHMe OPraHOB GPIOIIHON IMOJOCTM YacTO He MPOBOAMIOCH
[15].

B TO BpeMs Kak CIZIEHOMerayiusl MpakTUuyeckyu Bcerga Habmomaetcs npu HII-C, remaTtomeranys
peske HaOIIOAETCS Y B3POCbIX [19]. YV MalMeHToB ¢ HelipoiereHepaTMBHBIMU VUM TICUXUYECKUMMU
HapylleHUsIMM, Haluuye WM3OIMPOBAHHOM CIUIEHOMeraauyM IIpU OTCYTCTBUM IIPU3HAKOB
MOPTANIbHOM TMUIepTeH3uyu ¥ 3abojeBaHMsl [eYeHM B 3HAYUTENbHOV Mepe TI03BOJSIET
npennonarats Hannuye HIT-C [19].

Hngunempamet 8 nezkux MEHUCTBIMM KJI€TKaMM, KaK IMPaBWIO, HAOII0IAaeTCs UCKIIOUUTETbHO Y
MaIyeHTOB C pAaHHMM HavyayioM 3a60/1eBaHMs WM Y MalMeHTOB ¢ MyTauysiMu B rene NPC2 [13,19].

Bmcuepaanble IIpOABJIEHMA, IIpDM MX HaJIM4UMM, BCerga IIpeameCTBYIOT HEBPOJJIOIMYeCKMM
cumMmniromam. bonee TOT'0, BO3pACT Havaia MaHI/ICl)ECTaLLI/II/I BUCHEpPa/JIbHbIX CMMIITOMOB He CBSI3aH C
BO3paCTOM Haydala HEBPOJIOIMUYEeCKUX HpOHB]’[eHIAﬁ; HeBpOJIOTUYEeCKMe CUMMIITOMbI MOTYT
IIOSIBUTLCA Yepe3 MHOIO JieT WIM [Jgaxe IecSITWIeTUii TIocae TIOSIBJIEHUS BuCHepaJIbHbIX
CUMIITOMOB.



2. IuarHoCcTUKa 3a001€eBaHMS UIN COCTOSIHUS
I'PYIIIbI 3200/IeBaHUI UJIM COCTOSTHMIT)
MeAUIMHCKME IIOKa3aHus ¥ MIPOTUBOIMOKAa3aHUS K
IMIPUMEHEHNIO METOd0B JMAarHOCTUKU

Iunarnos HIT-C ycraHaBauBaeTCs HA OCHOBaHMM COBOKYITHOCTMU

AHaMHeCTNYeCKUX OAHHBIX, KIMHNYECKUX OAaHHBIX, Pe3y/IbTaTOB na60paTopH0r0 ucciaeqoBaHMsI
(6I/IOXI/IMI/I‘IECKOFO M MOJIEKYIAPHO-TEHETUYECKOTO aHEl.TII/I3a). B kiamHMuYeckoin ANArHOCTUKe
IIOMOT'al0T HIKaJ/JIbl OLI€HKM MHAEKCA BEPOATHOCTU AMarHo3a HH-C, IIpBEeOEeHHbIEC B HpI/IJ'IO)KEHI/II/I
I2,T3.



2.1 J)Kano0b1 M1 aHaAaMHe3

Cumnmomst HIT-C mozym paseusamucsi 6 pasHvle 803pacmmsle nepuodsl. COop aHamHe3a Moxcem
nomous 8pauy 8visi8UMs paxHue npossneHus HII-C. B HeonamansHom nepuode y nayuedmos ¢ HII-C
MO}#em Ommeuamuvcs 3amIHCHAsL Heamyxd, Xonecmas u 2enamocnieHomezanus, Komopsle mMozym
paspewamsecsi ¢ 603pacmom. B OanvHeliwiem makue nayueHmosl Mozym MaHugecmuposams
He8posI02u4ecKUMU Wil ncuxuampuueckumu cumnmomamu [13,19].

B cemve Mozym Habnwodamecs Cayuyau MepmeopodOeHusl, 8HYmpuympoO6Holl zubenu naooa om
HeyCcmaHoeeHHblx npuduH [13,19].

ﬂO passumus 6blpaxdeHHblX HespoJioeudeCcKux npOHBﬂeHUﬂ HA HauanvHelx smanax 3abonesaHust
ommeuarnmcss HeyKJIecms u uddcmeoele nadeHus no npuduHe 271a3008U2aMeNbHbIX HapyweHulZ
[13,15,19].



2.2 ®dusuxKajJbHOe 00cjIegoBaHue

e PekomeHAyeTcs1 BceM TaiueHTaM ¢ mnopo3peHueM Ha HII-C mnpoBeneHMe TMOTHOTO
KOMIUIEKCHOTO 06C/IefoBaHMsI IJ1s Bepu(uKamyuy quardo3a, BKIIOYAIIero B ceos:

¢ OLleHKy aHTPOIOMEeTPUUECKUX MoKa3aTeneil (BO3MOKHO MOHMKeHHOe NUTaHue, OTCTaBaHle B
pocte)

e OLIeHKy HEeBpOJOTMYECKOrO CTaTyca, BKIOUas 00S3aTeIbHYI0 OLIEHKY OKOTYMOTOPHBIX
byHKUMIT M GYHKIVU TIOTaHUS

e OlleHKA TICMXOMOTOPHOTO M pPEUYeBOrO Pa3BUTHUS C 1eJIbI0 BBISIBIEHUS 3aepPKKU TICUXO-
peueBOro pa3BUTHUA, OTCTaBaHMSI B MOTOPHOM pPa3BUTUM, KOTHUTUBHBIX WM IICUXMUYECKUX
HapyIleHu

¢ OueHKa BUCLepaJbHbIX HapylIeHUI (KeaTyxa, X0/ecTas, rernarocrieHoMmeranus) [3,19, 30-32].

VpoBeHb yoenuTenbHOCTU pekoMeHAaluii C (YypoOBeHb IOCTOBEPHOCTU OKA3aTENbCTB - 4)



2.3 JIabopaTOpHbIe TMArHOCTUYECKHUE
UCCIeA0BaAHUSA

¢ PekomeHyeTCsl BceM TaljieHTaM B KayeCTBe JMarHOCTUUYEeCKUX TeCTOB MepBOil JUHUM TIPU
KIMHMYeCKOM nomo3peHun Ha HIT-C onpeneneHue xonecrad-3,5,6-Tpuosia B ryiasMme KpOBU IJIsT
BepuduKkanumu quarsosa [3,8,13,19,20, 30-32].

VpoBeHb yoeauTenbHOCTH pekoMmeHaaimii C (YypoOBeHb JOCTOBEPHOCTH T0KA3aTeIbCTB - 4)

KommenTapumn. ITossiuieHue yposHs NpoOdyKmoa OKUCeHUs XojlecmepuHa (xojiecmat-3,5,6-mpuona
u 7-xemocmepona) y awodeti ¢ mymayusmu e eenax NPC1 u NPC2, no daHHsiM nyOnuxkayuil, sensemcs
uyecmeumesibHolM U cheyuguueckum mapkepom ons  ckpuHuHea HIT-C. VpoeeHb OaHHbIX
Memabonumos He noewluiaemcs y nayueHmos ¢ opysumu HetipooezeHepamusHuIMuU 3a0071e8aHUIMU.
Onpedenums 3mu COeOUHEHUS. MOMHO C NOMOWBK Memooda 2a3080li xpomamozpaguu macc-
cnekmpomempuu (I'’X-MC) unu 6bvicoK03I(GhekmueHoli HUOKOCMHOU Xpomamozpaguu maHoemHol
Mmacc-cnekmpomempuu (BOXKX-MC/MC) [3,8,19,20].

e PekomeHyeTCsI BCeM IMaleHTaM B KaueCTBe NMarHOCTUYECKUX TeCTOB MepBOi JMHUM U OJIST
MPOrpaMM CeJIeKTUBHOIO CKpMHMHTa Ha 601e3Hb HIT-C onpenenenne ansochmurommenya 509
(JICM509) B mutasme KpOBM WM IISITHaX BBICYIIEHHONM KpOBM IJISI BepudumKalMy AuarHosa
[8,19,20, 33].

VpoBeHb yoeauTebHOCTY pekoMeHaatuii C (ypoBeHb JOCTOBEPHOCTH I0KA3aTENbCTB - 4)

KommenTapumn. B Jia6opamopusx, nposodsawiux ob6cnedosarue, O00JHCHbL OblMmb  YCIMAHOBNEHDI
cobcmaeHHble pehepeHCHble 3HaUeHUs JaHHblx Memabonumos. Taxkxice HeoOx00uMo ommemums, Umo
HapyweHue mpeGo8aHuli K XpameHur U MpAHcnopmuposke 00pa3yos8 A67s1emcs NPUUUHOU JIOHCHO
noJioxcumensHolx pesyasmamos [8,19,20, 33]. Ilpasuna 3abopa Kposu HA CMAHOAPMHYIO KAPMOUKY-
punvmp npusederst 8 IIpunoxeruu I'8.

Onpedenums 3mu coeduHeHUst MOM#HO ¢ nomowwbio memoda I'X-MC unu BIXKX-MC/MC [3,8,19,20].

e PekomeHpyeTcss BceM mamueHtam ¢ HII-C ompeneneHre GMOXMMUYECKMX MapKepOB
(amaHnHaMMHOTpaHchepasa, acrmapratamuHoTpaHcdepasa, OOIIMI M MPSIMOIl GUANPYOUH,
XOJIECTEPUH, TPUIIUIIEPUIDI, IAKTATAETMAPOreHasa, Kaabluii, docdop, menouHas docdarasa)
MpyY HaIMYUM TIPU3HAKOB Xojectasa, (ampboymmH, ¢ubpuHoren, IITW wmm IITB, X3,
anaHMHaMMHOTpaHc(depasa, acmapraTaMMHOTpaHcdepasa, o6t u TpsSIMOi  GUIMPYOUH,
xonectepuH, Ttpurmuuepunsl, JIITHII, JITIBII) npy I1eyeHOUYHOM HENOCTAaTOYHOCTU IJIsI
IMarHOCTUKY [IeYeHOYHO HefoCcTaTouHoCTH [3,8,13,17,19,20].

VpoBeHb yoemuTerbHOCTY pekoMeHaanmii C (YpoBeHb JOCTOBEPHOCTHM TOKA3aTeIbCTB - 4)

KommeHTapun. B pedkux cayuasx npu passumuu neueHoYHol HedoCmamouHOCmu 8bl8s10m
CHUJEHUEe 8 Kpo8U nokasamesell, 0ompaiawnwux CUHmMmemuyeckyr QyHKyui neuemu: anvOyMuHd,
QubpuHozeHa, nabopamopHsie nokazamenu, onpedensiemble 0151 OYEHKU 8HeUIHez0 NYyMuU C8EPMblEAHUSL
Kpoau, xonecmepuHa u op [3,8,13,17,19,20]. B 6onee cmapuiem o3pacme nabopamopHsle usMeHeHUs.
Mozym omcymcmeosams uau Habawdaemcs ymepeHHoe noswiwieHue AJIT, ACT, mpueauyepudos,
cHuxcenue JITTHIT u JITIBIT [3,19,20]. B nwb6om 8o3pacme Mmoxcem Habawodamecs passumue
mpomoboyumoneHuu, umo 06yc1087eHo 2unepcnieHusmom [3,19,20|.

e PexkomeHpayeTcsl TpoBeneHne aHanmsa reHoB NPCI u NPC2 y nauyeHTOB C KIMHUYECKUMU U
omoxummueckuMy npyusHakamy HIT-C ¢ 11ebi0 MOTEKY/ISIPHO-TEHETUYECKOTO TTOATBEPKIeHMS
nuarnosa HII-C [3,8,19,20, 32].

YpoBeHb yoeauTeabHOCT pekomenaainii C (YypoBeHb JOCTOBEPHOCTH J0KA3aTeNIbCTB - 5)

KommenTapumn. bone3ns HIIC o6ycnosnena mymauyuamu zenos NPC1 u NPC2. 95% cnyuaes c8s3aHuvl
¢ mymayusimu 2eHa NPC1 (nokyc 18q11-ql2), okono 4% cnyuaes — ¢ mymayusamu 2ena NPC2 (nokyc
14q24), npumepHo 6 1% cnyuaes MoJeKyNApHO- 2eHemuueckuli depekm udenmuguyuposams He
ydaemcsl.

B 2eve NPCI1 onucaHo 6onee 300 mymauuii, okono 60 pasiudHslX NOIUMOPGHBIX 8APUAHMOS.
H36ecmHO HeECKOJIbKO O0MHOCUMENbHO pacnpocmpaHeHHslx mymayuti 6 2eHe NPCI, xomopole



Jokanuszosausl 8 20-22 3k30Hax 2ena (p.Illel061Thr, p.Ser954Leu u p.Prol007Ala.), Ho, 6
6osblUHCMEe Cyuaes, mpebyemcsi NoaHoe ceK8eHUposaHue Kooupyroujux 3k30Hoe zeHod NPCI u
NPC2 ona ewisignieHus mymauuil. MHGpopmamusHocms maxkozo mecmuposaHus cocmassiem O0KoJo
94%. Takxe Ons BbIsBAEHUS Mymayuli Mozym NPUMeHsMscsi Memoodsl CEeKBEHUPOBAHUS HOB020
nokosnexus (NGS) — aHanu3 naueneti 2eH08 Ul KIUHUUECK020 IK30Md.

MynvmunnexkcHas npo6o3asucumas Jaued3Has peaxkyus ¢ nocaedyioweli amniaupuxkayueti (MLPA)
npumensiemcs 0Jisl 8bl518/1€HUSL KPYNHbIX NEpecmpoeK 2eHd.

B psde cnyuaes cywecmeyom o0seKmueHsle MpyoHOCMU Npu UHMepnpemayuu pe3yabmamos
MOJIEKYNAPHO-2€HEINUUECK020 aHAMu3a u OudzHO3 Moxcem Oblmb YCMAHOBAEH HA OCHOBAHUU
COB0KYNHOCMU KJUHUUECKUX, OUOXUMUYECKUX U UHCIPYMEHMANbHbIX OAHHDbIX.

IMayuenmoi, y xomopoix 8visieaeHa odHa mymauyusi 8 zeHax NPC1 unu NPC2 [onwHel Obimb
muwamenvHo 00Ccne008aHbl, U MHeHUe 0 OudzHo3e UIU BapUdHme HOCUMENbCMed 3aboesaHust
cocmaanisiemcst KosnezuaibHo.

Onpedenenue mymayuii (ocobenHo 0na zeHa NPCI) moxcem Obtmb 3ampyoOHUMEIbHbIM U MOXem
mpebosames  KOMOUHUpOBaHHbIX  uccnedosanuii /JHK u kIHK, a makme onpedeneHus
nocnedosamensHOCMuU NPOMOYMepos U 2iyo0KUX UHIMPOHHBIX 001acmetll, NOCKOJIbKY 8 IMuUX 001acmsax
M02ym Haxo0umucs KpynHele nepecmpotiku, deneyuu u dynaukayuu. MynsmuniexcHas amnauguxayus
npo6 ¢ nomouiwio ueuposarus — MLPA — moxcem 0bims nosie3Hoti 071 onpedesieHust JMux yuacmios.

B psade cnyuaes duazno3s 6one3us Humanna-ITuka muna C moxcem OGbimb YCMAHO8JIEH HA 0CHOBAHUU
XapakmepHoli KJIUHUYECKOL KapmuHbl, NOBbIUEHHO20 YPOBHS OUOMAPKEPO8 U HAAUUUS OOHOLI
namozeHHoL Mymayut.



2.4 NucTpyMeHTa/IbHbIE JUAarHOCTU4YeCKue
HUCCIeJOBaHUS

Pexomenpgyercsa nposenenne MPT ronosHoro mosra nauyeHtam ¢ HII-C mjst ouleHKM CTerneHu
CYOKOPTUKAIbHOM/KOPTUKAIBbHOI aTpoduu U aTpoduy MO3KeuKa I10 Mepe MPOrpeccupoBaHMs
3aboyeBaHMSs, a TAK)Ke MOHUTOPUHTE OTBeTa Ha jeuenue [8,12,13,19,20].

VpoBeHb yoeauTenbHOCTH pekoMmeHaaimii C (YypoBeHb JOCTOBEPHOCTH 10KA3aTeIbCTB - 5)

KommenTapun. MazHumHas pe3oHaucHas momozpagus (MPT) 20108H020 m032a y nauueHmos ¢ HII-
C ¢ no30HUM HAuaAIOM He8POJIZUUECKUX PACCMpolicme uacmo 8visejisem uyepedpanvHyo Uu/uiu
MO3M#€EUKO8YI0 ampo@uio, a makie 2UuNepuHmMeHCUBHslll CUuzHAJI 0Mm nepeseHMpUKyAAPHO20 6e1020
seujecmea 207108H020 mMo3za 8 pexcumax T2 u FLAIR y nayuenmog ¢ Hauanom 3a60Jie8amus 8 paHHem
demckom 8o3pacme. K Opyezum 001acmsm 20708H020 MO032d, KOmoposle NpeumyuecrmeeHHo
nopaxaromcs no daHHbIM Heliposusyanuzayuu, OMMHOCAMCS 2UNNOKAMN, MAAAMyC U Noaocamoe meJio.
Kpome mozo, uacmo Habnwodaemcs uUcmoHueHue MO30JUCI020 Med U HeKOmopoe yMeHblUleHUe
obnacmu cpedHez0 M032a HA CPEOUHHOM CAZUMMAJIbHOM Cpe3e.

MPT cnekmpockonust (H-MRSI) npumeHnsiemcs 8 Hacmosiujee 8pemst 07151 OUAZHOCMUKU U MOHUMOPUH2a
HEeKomopuix Opyaux 8pOoXOeHHbIX HapyuleHuli 00MeHa eeuwjecms ¢ HayuHoli yenvio. Jns duazHocmuku
HII-C 8 knuHuueckoli npakmuxe OAHHASL MemMOoOuKa He NOJYYUIA WUPOKO20 pPACnpOCMpaHeHus
[8,19,20].

e Pexomenpayetrcs: npoBeneHne D3I manyeHTam € MOATBepKAeHHbIM auarHo3oMm HII-C mpu
HaJIMYMY STMIENITUYEeCKUX IPUCTYIIOB WIN IIPU NTOA03peHNM Ha Hannume smwnencun [8,19,20].

VpoBeHb ybenuTenbHOCTU pekoMeHaauii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB - 5)

¢ PekomeHpayetrcsi Y3V opraHoB OPIOIIHOM ITOJIOCTM BCEM MalMeHTaM C KianHudeckumy HIT-C
JLJISI BBISIBJIEHMS CILJIeHO/renaTrocryieHoMerannu [19,20].

VpoBeHb ybenuTenbHOCTH pekoMeHaalmii C (YypoBeHb JOCTOBEPHOCTH T0KA3aTeIbCTB - 5)



2.5 uble MarHoCcTUYeCcKye uccjaegoBaHus

XapaxkmepHoie 0ns HII-C eucyepanvHvle CUMNIMOMbL (HEOHAMANbHASL HeAMmyxd, U30AUPOBAHHAS
CnJleHoMezanusl Udu 2enamomezanusl) U Heeposozuveckue NpusHaxku (Hanpumep, ympama uuau
3adepika passumusi 08U2AMEJIbHbIX HABBIKOB, MO3MEUKOBble CUMNIMOMbL) B03HUKAIOM Npu
HeKOmopbiX Opyzux B8pOMOEHHbIX HApYuleHUusX o0MeHa eeujecms, ekawuds 06oJe3Hb 3aHoxoga,
6one3Hb Towe muna 2,3, 6one3ns Humauna-ITuka, mun A u B, 6one3ns Tes-Cakca, HedocmamouHoCms
Kucnoti aunasel [1,3,8,12,13,19,20].

Y HogopoxOeHHblx U demeli 2py0HO20 803pACMA C BUCYEPANbHBIMU cuMnmomMamu 6one3Hu HumauHa-
IMuxa, mun C JdugdepenyuansHoili duazHo3 nposodumcst ¢ o0wuUpHoli epynnoli dpyzux 3a60e8aHutl,
NPOABAAIOWUXCS. CUHOPOMOM X0JIeCMA3d U, 8 Mom uucie OuIuapHoli ampe3sueti u MemadoauuecKumu
HapyweHusmu: eanakmosemueti, depuyumom a-I-aHmumpuncuva, mupo3uHemueti mun I,
yumpynuHemueti 2 mund, npozpeccupyoujum cemeliHblM 8HympuneueHouHsIM Xxojiecmasom 3 mund,
MUMOXOHOPUANbHBIMU HAPYWEHUSMU, CUHOPOMOM Anaxunb u Opyeue HacnedcmeeHHole GONe3HU C
nopaxceruem neueru [3,17,19].

Ipu 6one3HuU BunbcoHa U HEKOMOopbix 0pyaux 60J1e3HIX HAKONJIEHUs] MeMAsios, Yuppo3 neueHu makice
MOXcem accoyuuposamaucs ¢ no30Ho 803HuKaroweli HelipodezeHepayueti [3,8,19].

B nodpocmkogom unu ioHoweckom eo3pacme nayueHmost ¢ HIT-C uacmo maHupecmupyiom
cumnmomamu ncuxosa, 6UNONAPHBIM paccmpoticmaom, denpeccueti, amunu4HsIMu
Wu30(peHonodobHsIMU  paccmpolicmeamu  U/uiu  Opy2uMu  NCUxXuampudecKumu  CUMnmMomamu
eKaOuUas CuHOpom Odeuyuma BHUMAHUS, NPOSBNEHUIMU, NOXOMUMU HA CUHOpoM Acnepzepa u
ducpezynsmopHotii cuHopom [1,14,16,24,28].

CHudceHue KOZHUMUBHBIX CNOCOOHOCmell, amakcus, dsuzamesibHvle HAPYWeHus U 8epmuKanbHbLii
Hadssi0epHblll napanuy 830pa Mozym Habawoamscsi y NAyueHmos ¢ Ha4uHArWUMUcs 60 83P0CI0M
8o3pacme HetipooezeHepamuBHsIMU HAPYWeEHUSIMU, MAKUMU Kaxk 0071e3Hb [eHmuHzmoHda, CUHOpPOM
TI'epcmmanHa-IImpeyccnepa-Iletinkepa uau npozpeccupyowuti HaodssioepHsliii napanuy. OOJHAKo
nepevie 0éa  3a00/7€8aHUs  UMEWIM  AYMOCOMHO-OOMUHAHMHBILL Nymb  HACNedo8aHus, a
npoepeccupyroujuti Hadss0epHolli napaiuy 06bIYHO HAUUHAEMCS. HA NAMOM-Ce0bMOM OecsimKe HU3HU.
Hu 00HO u3 amux HapyuleHuti He accoyuupos8aHo ¢ yseauueHueM eHympeHHux opeaHos [3,8,19,20].

¢ He pekomMeHAyeTCsI IIPOBeEHNE TATOIOT0aHATOMMYECKOTO MCCAeA0BaHNs OMOITaTa TIeYeHN,
KOCTHOI'O MO3ra WU/ cele3eHKM 1151 ofTBepxkaenus auarnosa HIT-C [19,20].

VpoBeHb yoenuTenbHOCTH pekoMeHaaiuii C (YypoBeHb TOCTOBEPHOCTM JOKA3aTeIbCTB - 5)

KommenTapun. Cgemosas MUKpoCKonus moxem onpedeiums xapakmepHvie NeHUcmole Kaemku 8
PA3/IUUHBIX MKAHAX, HO OAHHble U3MEHEHUsl He A80mcs cneyuguueckumu ona 6onesHu HumauHa-
Iuxa, mun C.

Buoncus kocmHo20 mo32a. TIpu 803MOMCHOCMU NpogedeHus 0aHH020 AHAIU3d, ACNUPAUUS KOCMHO20
M032a MOXcem 8bI8UMb NEeHUCMble KaemKu. Cliedyem NOMHUMb, YUMo UHPUALMPAyUs KOCMHO20 M032a
NEeHUCMbIMU  KJIEMKAMU KOppeaupyem co CImeneHvlo msycecmu 3ab07e8aHus u moxcem 0Obime
MUHUMAJIBHOL Y NAUUEHMO08 HA PAHHUX 3manax 3abonesanust. MHOMXecmeeHHble NIAWKU KOCIMHO20
Mo32a mpebyromcs 071 UCKTIoUeHUs. owubKu omoéopa npobul; 8 nepayio ouepeds ciedyem nposooums
MeHee UHBA3UBHBIE NPOYEdYPbL.

e Pekomenpayercsi BceM mnanyueHTam c HII-C, m uxX ceMbsIM ITOCJIe TIOCTAaHOBKM JAMarHosa
KOHCYJ/IbTalMs MeIULIMHCKOTO cuxosora [8,19].

VpoBeHb yoemuTebHOCTY pekKoMeHaanmii C (YpoBeHb JOCTOBEPHOCTHM TOKA3aTeIbCTB - 5)



3. JleueHue, BK/IIOUaAsI MeOVIKAMEHTO3HYIO U
HeMeIVKaMeHTO3HYIO Tepanuu, AMeToTepanmnio,
00e300/1MBaHNe, MeOUIIMHCKME ITOKa3aHus U
IIPOTUBOIIOKA3aHMUS K IIPVMMEHEHNIO MeTOI0B
JIeYeHus

Jleuenne HII-C BkIlOYaeT TMAaTOTeHETUUYECKYID UM CUMIITOMAaTU4eckylo Tepanuw. Cremyer
YUUTBIBATb, YTO 3PGHEKT OT MAaTOTeHETUUECKOI Teparnuy BO MHOTOM 3aBUCUT OT BO3pacTa Havasia
JIeYeHUs] M TIO3BOJISIET 3aMeIJIUTh IPOTPeccHpoBaHKe 3ab0eBaHMs, HO HE OCTAHOBUTb €ro
MMOMHOCTBI0. [IJIST KIMHUYECKOI OIeHKM JBUTATeNbHBIX Ha (DOHe MPOBOOMMOIN Tepanuyu MOXKHO
MIPUMEHSITh CTAaHAAPTHBIN BUAEO0 TPOTOKOJI, TpMBeneHHbIi B [Ipunokenun I'4,

3.1 IlaToreHeTu4yeckoe jeuyeHue

¢ PekomeHayeTcss BceM maiueHTam 12 et u crapuie ¢ HII-C u HeBpOJIOTMUYECKUMU
HapylIeHUsIMM HasHaueHue CyO6CTpaT-pefylupylolleil Tepanuu - peKoMeHAOBaHHas [103a
muraycrata** cocrasiser 200 Mr Tpu pasa B AeHb AJIS JOCTYKeHMS TepareBTuueckoro adgdexra
[9-11,21,22].

VpoBeHb yoenuTeIbHOCTU peKOMeHAaIMii A (YypOBEHb JOCTOBEPHOCTM I0KA3aTeIbCTB - 2)

KommenTtapun. Muzrycmam™* (N-6ymusn-deokcunotiupumuyur; NB-DNJ) sensemcsi He60abuOll
MOJIEKYNI0U  UMUHoOcaxapa, Komopas deticmeyem Kak KOHKYPEeHMHbIl UHeubumop GepmeHma,
27I0KO3UPYepamudCuHmassl, KOMmopslll Kamaiuaupyem nepevili (uKCUpo8aHHbuIli aman cuHmesa
2nukocgurzonunudos (I'CJI).

Mueznycmam™* moxcerm npoHuxkame uepe3 2emamosryepaiuieckuii 6apwvep, u 6bL10 NOKA3AHO, UMO OH
ymeHbuwiaem Hakonjexue I'CJI 8 20108HOM Mo32e, 3amedisem pazeumue He8pPOS0ZUUECKOLI
CUMNIMOMAMUKU U YOTUHSIEM 8bIHUBAEMOCMb NPU JOKAUHUUECKUX UccedosaHusnx. OH MoXem makice
HeNpsMbIM  00PA30M  pezyiuUpo8ams 8HYMPUKAEMOUHbILI  20Me0Cmas Kanbyus, CE3aHMbIll ¢
HaxkonneHuem c(uHz03UHA — npeonoiazaemsiM nNyckogslM akmopom 8 namozeHeze HIIC1 — nymem
8IUSIHUSL HA KOHYEHMPAYUio 2nKo3Uunyepamudd.

Habnwdaemas 6e30nacHocms u nepeHocumocms mueaycmama™* npu HIT-C npubnusumensHo makxas
we, kak npu 6onesHu Towe 1 muna, u 6 yeaom cxodHa 8 nonyasyuu oemetl u 83pOCabIX/MONOOBIX
nayuexmos. Haubonee uacmo ommeuaeMviMu HexenamenbHsIMu S8aeHuUsMuU Oblia crabas uiu
yMepeHHas duapes, Memeopusm, nomepsi eca u mpemop.

HexcenamenvHboie 51671€HUSL CO CMOPOHDL HENYOOUHO-KULUIEUH020 MPaKma u HeboIbWlas unu yMepeHHas
nomeps eeca (8 yenom Habnrdaemas y 50% nayuenmos) umenu meHOEHYUIO K CHUMEHUIO CO 8peMeHeM
npu HenpepwléHOU mepanuu U YCnewHo KOHMpoauposanucsy [9-11,22]. JaHHble KAUHUYECKUX
uccnedoganuli ¢ npumeHeHuem Muzrycmama o6o6weHst 6 Ilpunoxcenuu I' 5 [22]. B cesa3u ¢
HelipodezeHepamueHoli npupodoti HII-C, cmabunusayus 3a00/eéaHus uiu yMeHblieHUe cmeneHu
npoepeccupos8axust 3aboiesamus A8AAMC, Haubonee PeanucmuuHsIMU UeasaMu, KOmopole MOHCHO
docmueHyms npu 0umesibHol cneyuguueckoli mepanuu 3a0071€8aHUS.

Budumblli nonoxumensHoili KAUHUUECKUlli pesynsmam y nayuedmos ¢ HIT-C moxem Hab1ooamscs
uepe3 6 mecsiyes - 1 200. B ciyuasx medneHHO npoepeccupyouiux ¢opm 3abonesanus (Hanpumep, y
nayueHmos ¢ Hauaiom 3ab60yeeaHus 80 63pPOCJIOM 6o03pacme), dpgekmsl om JeueHus mozym
Habndamscs uepes euje 6oJiee OnumesnbHolli npomexcymox epemeru [3,8-11, 19,23].

B cnyuasx Hanuuus mscesiblx He8POoI02UYecKUx HapyuleHutl yye Ha MOMeHmM NOCMAaHO08KU 0UuadzHo3d, 8
0Co0eHHOCMU Y nayueHmos paHHezo 603pacma, cyuwjecmeyem MeHbUlds 6eposimH020 M02o, Umo
Muznycmam** npuHecem CyujecmeeHHyio mepanesmuueckyro nojv3y.

e PekomeHAyeTcs1 BceM IaiueHTaM B Bo3pacTe 4-12 jer c¢ HII-C M HeBpolOTrMueCKUMM
HapyluIeHNsSIMM Ha3HaueHye CcyOCcTpaT-penyuupylolieit Tepanum - 1o3a MUraycrata** y maHHomn
IPYNIbI MAlMEeHTOB Ha3HAuvaeTCsl MCXOAsS M3 IUIOUaAM MOBEPXHOCTU Tena (IpuiaoxkeHue A 3,
tTabmuua 1) ajis focTvKeHns TepaneBTudeckoro adgdekra [9-11,21,22].

VpoBeHb yoenuTenbHOCTH pekoMeHaaluii C (YypoBeHb TOCTOBEPHOCTM OKA3aTEIbCTB - 4)



¢ PexomeHpayercs nauyeHtam ¢ HII-C, mosyyamium Tepanuo MULTYCTaTOM**, IpU MOSIBIE€HUN
HapyIIeHUi CO CTOPOHBI KEeJNYIOYHO-KUIIEYHOTO TPAaKTa, IIPU IJUTENbHOI Muapee u 6OIsIX B
KMBOTE Has3HaueHMe I[IperaparoB, yrHeTaKlMX I[epucTalbTuky (Hamnpumep, A07DAO3
JioniepamMuaa ** dnsa nayuenmos cmapuie 6 jsiem) i/ I U3MEHEHMEM OUEThI; IIPU IJIATEeIbHO
abIoOMMHAIbHOV 6OMY - CrIa3MoIuTUYeckas Teparnus. I HEKOTOPBIX MalIEHTOB MOXKET GbITh
10JIe3HBIM BpeMeHHOe yMeHbllleHMe 103l Muraycrata™™ [3,18].

VpoBeHb ybequTenbHOCTU peKOMeHAaIuii B (ypoBeHb OCTOBEPHOCTH TOKA3aTeIbCTB - 5).

¢ Pekomenayertcs nauyenTtam ¢ HII-C rmpekpaTuTs jedeHne MUNITyCTaTOM™* B TOM CiIydyae, ecim
HEeCMOTpPS Ha yMeHbllIeHMe [03bl, M3MeHeHMe IMeTbl UM CUMIITOMaTUYecKkoe JieueHue,
pPa3BMBAKOTCS Cepbe3Hble HAapylLIeHNs CO CTOPOHBI JKeJIyLO0YHO-KUIIeYHOro Tpakra [3,18,19].

VpoBeHb ybenuTenbHOCTU pekoMeHaalmii C (YypoBeHb JOCTOBEPHOCTM TI0KA3aTeIbCTB - 5)

KommenTapum. IlesecoobpasHocmes NpoooseHUss JeueHus Mu2lycmamom™* nayueHmos ¢
MANCENBIMU  NPOZPECCUPYIOUUMU  HAPYWEHUSMU, NpusedwuMu K HACMYynjaeHulo 21y60Kol ncuxo-
Hespos102UuecKoll uHeanuou3ayuu HeouesUOHa u Hyxoaemcs 6 OanvHeliuiem o6CyHoeHul.

Pewenue o0 6HeceHUuu Uu3MeHeHUll WU NpeKpauleHuu mepanuu Mu2rycmamom™* — 0onxcHol
0CHOBbBIBAMbCA HA UHOUBUOYATIbHLIX XAPAKMEPUCMUKAX NayueHma U NPUHUMamsCsl COBMECMHO
cneyuanucmom 8 obnacmu memadonuueckux 3a60nesanull, a maxxie pooumensmu u 4neHamu cemou
[3,18,19].

3.2 CuMITomMmaTuueckoe JiedeHue

Io cumnmomamuueckoii mepanuu HIT-C Hem paHdoMu3upo8aHHslX KOHMPOAUPYEMbIX UCCTeI08AHULL
Bce npueedetHble Huxde peKoMeHOAuUU Ompaicaiom 3KCnepmHoe MHeHUe Cneyudnaucmos U3 pasHsix
cmpan. IIpenapamol 05 JieueHUst HEBPONI02UUECKUX 0CIONCHEHULL, Inuiencuu, NCUxXu4eckux HapyueHuti
HasHauawm 6 Ccoomeemcmeuu ¢ KIUHUYeCKUMU PEeKOMEHOAuusMmu, paspabomanHeimu  071s
coomeemcmayrwuweti namonozuu (Ipunoxcerue A3 mabnuya 2) [3,8,12,13,19,23].

¢ PekomeHayeTcss HaGmOmaTh 3a (QyHKIMEN TIOTaHUS, TIpekAe Bcero, y mamyeHToB ¢ HII-C,
KOTOpbIE OTHOCSITCS K TPYIIIe PyUCKa I0 acnupauyy. Bormpoc 06 opraHusanyy TUTaHus U V/Uiau
JeueHun nucharuv JO/DKEeH ObITh pellleH KaK MOXKHO paHbllle, TIPY 3TOM PEKOMEHIOBaHbI
clenyomye Mepbl: Oosnee MsTKash WIM Tycras MNINA, 30HIOBOe IMTaHWe, HaoXeHue
racTpoOCTOMBI (AJISI TOTO, YTOOBI 06ECIeYNTh LOCTATOYHOE TTOCTYIIEHME KUIKOCTU U KaIopuif)
[3,8-11,21,29, 34].

VpoBeHb yoequTenbHOCTU peKOMeHAaIMii B (YypOBeHb JOCTOBEPHOCTH TOKA3aTeIbCTB - 3)

¢ Pexkomenpyetcs mnaiyentaMm ¢ HII-C B ciyuyae pasBUTHUSI BTOPMYHOI JIETOYHO MATONIOTUM B
pe3ynbTaTe acmuMpanuy Ha3HaueHMe aHTMOAKTePMATbHON Tepamuy mpernapaTamiu IIMPOKOTo
CIIeKTpa IeliCTBYS [J1s1 IpeOTBpalleHs pa3BUTUS OCIOKHeHu ! [3,8-11,21,29].

VpoBeHb ybenuTenbHOCTH pekoMeHaalmii C (YypoBeHb JOCTOBEPHOCTHM 10KA3aTeIbCTB - 5)

e Pekomenpayercsa mnaumeHtam ¢ HII-C, uMmerommx [OaHHBI CUMITOM, [JISI yYMEHbILIEHMUS
ctoHoTeueHus: mpumeHaTbh A03BAO1  aTponuu™  mepopanbHO, wuHBeKIMM MO3AX01
OGOTYIMHMYECKOTO TOKCMHA TUIAa AA B OKOJIOYIITHYIO VUM TIOJUETIOCTHYIO Kese3sy [3,19].

VpoBeHb ybenuTenbHOCTU pekoMeHaamuii C (ypoBeHb JOCTOBEPHOCTH IOKA3aTeIbCTB - 5)

e Pekomenpyercs: mnauueHTam ¢ HII-C, umMewmuxX [AHHBIA CUMIITOM, IJs KOPPEKIUU
HapKOJIETICUM, VHBEPCUM CHA M/WIM CUHApPOMa OOGCTPYKTMBHOIO arlHO? BO CHe, IIpMMEHeHMe
NO5CHO1 MenaToHMHA ¥ JiedeHMe MeTOOOM CO3JaHMs IIOCTOSIHHOIO IIOJIOKUTEIbHOIO
JlaBjieHVs B IbIxaTeNlbHbIX TyTaX (CPAP-Tepanus) [3,19].

VpoBeHb ybenuTenbHOCTU pekoMeHaalmii C (ypoBeHb JOCTOBEPHOCTHM I0Ka3aTeIbCTB - 5)

L4 PeKOMeH}_IyeTCH InanyeHTamMm cC HII-C c SKCTpanmMpaMMUIHbIMM HAPYIIEHUAMU IIPDUMEHEHNEe
ATUIINYHBIX HEﬁpOHEHT]/IKOB u pery)mprlﬁ HEBpOJ'IOI‘I/I‘IECKI/Iﬁ MOHUTOPMHI C 1eJIbI0
MMHMMM3ALOUN IIPOTpeCcCMpPOBaAHUS J'II'O6I)IX COMYTCTBYKOIINX 3KCTPpanMpaMMUOHBIX HpOﬂBJIEHI/Iﬁ
8,19,24,28].



VpoBeHb ybenuTenbHOCTU pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH IOKA3aTeNbCTB - 5)

KommeHTapum: [Icuxo3 uacmo noddaemcs JedeHuro aHMUNCUXOMuUecKUMU JIeKapCmeeHHbIMU
npenapamamu, Xoms y Hekomopslx nayueHmos ¢ HII-C Habnwodaemcs omcymcmeue omeema Ha
JleueHue uiu oaxce napadoxcansbHoe yxyouieHue.

¢ PekomeHayercss Bcem mnauyeHtam c HII-C, mjis jeueHuss OUIONASIPHBIX addeKTUBHBIX
PaccTpoiiCcTB, CTaOMIM3aTOPbI HACTpoeH s, Takue Kak NO3AGO1 BasbIipoeBast KucioTa ** (IeTsam
¢ 3 71eT), a IJ1s1 Teparuu Jerpeccui Ha3HaueHe CeJIeKTUBHBIX MHTMOUTOPOB 00paTHOIO 3axBaTa
cepoTroHuHa [§,19].

YpoBeHb yoeauTeabHOCT pekomenaainii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTeNIbCTB - 5)

¢ PexomeHpyercs BceM nauyentam ¢ HII-C panHero Bo3pacTa (HOBOPOXKIEHHBIE U IeTU ITePBbIX
JIET SKU3HU), TIPU Pa3BUTUM CUHIPOMA XOJIeCTa3a keJueroHHas tepamnus rnpernaparom AQ5AA02
YPCOIEe30KCUXOIEeBOI KUCTOThI # (cycrieH3usi) B 1o3e 10-30 mr/kr/cyT [35].

VpoBeHb yoeauTenbHOCTH pekoMeHaalmii C (YypoBeHb JOCTOBEPHOCTM T0KA3aTeIbCTB - 4)

¢ Pexomenpayercsa Bcem mnanyeHtaM ¢ HII-C panHero Bo3spacTa ¢ 3aMeCTUTEIbHON Iie/blo
Ha3HAvyaloTCs XXUPOpacTBOpuMble BUTaMuHBbI (A, I, E u K) [3].

VpoBeHb ybenuTenbHOCTU pekoMeHpaaluii C (ypoBeHb JOCTOBEPHOCTH I0KA3aTeIbCTB - 5)

e He pexomenayetrcsa Bcem mnauyeHtam ¢ HII-C B ciayyae pasBUTUS T€YEHOYHOI
He[,0CTaTOYHOCTY IIPOBe/ieHye TPaHCIUIaHTauuy revenu [17,19].

VpoBeHb ybenuTenbHOCTU pekoMeHaalmii C (ypoBeHb JOCTOBEPHOCTM 10KA3aTeIbCTB - 5)

KommenTapun. Crnedyem npogodums pezysipHblll MOHUMOPUHZ NAYUEeHmMO08 ¢ OudzHO30M,
YCMAHOB/IEHHbIM 8 pe3ysibmame CKpUHUHed cubCO8 UNU HA OCHOB8E BUCUEPANbHbIX CUMNIMOMO8, HA
npedmem B03HUKHOBEHUSI HEBPOI02UUECKUX NPOseJieHUll, u ciedyem pewiums 80nNpPoc 0 HA3HAUEHUU
JleyeHusl Npu NepeslX NPUHAKAX HAUdld HespoJiozuueckux paccmpoticma [3,8,19].

3.3 IueToTepanusa

e PekomeHAayeTcss [J1s1 YCTpAaHEHMSI MWIM YMEHbUIEHMS BbIPAKEHHOCTM [OMUCIIENTUYECKUX
pacCTPOIICTB TaKUX Kak, Auapes, TOIHOTA, PBOTa, CHYDKEHNS Beca, 6071 B JKMBOTE IIPU JIeUeHUN
MMITYCTaTOM**  COOMIOeHMe [JUeTbl C TIIOHVDKEHHBIM COJep)KaHMeM JMCaxapuioB U
onurocaxapos [3,13,19].

VpoBeHb ybenuTenbHOCTU pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH I0KA3aTeIbCTB - 5)

Kommenrapuu. IIpu npumeHeHuu npenapama muenaycmam** y nayuedmos ¢ HIIC mozym
Habodamscs duapes, 001U 8 HUBOMe, Memeopusm Ces3aHHble C ON0KUposaHuem pepmenma,
pacwennsowezo ou- u oauzocaxapudsl. 8 nepevie Hedeau HAuaad mepanuu, ¢ NOCAEOYOUWUM C ee
pacwiupeHuem 3a cuem npooyKmos, ykasaHHovix 8 KosioHke «OIPAHUYUTDH» (npunoxcerue I' 6). Ha
nepeomM amane HasHaueHus cybcmpam pedyyupyloweli mepanuu xeidamenbHO HA3HAUeHUeE
nNpoOUOMUK08, KOMOpble CHUMCAIM DPUCK B03HUKHOBEHUS Heny0OuHO-KUWeEeUHblx npobnem U
yayuwarom pabomy KutleuHuKd.

HasHnauenue duemst Npogoosm 6 mpu nocied08amesibHulx Imand:
1. Cmpoeas duema c uckaroueHuem oucaxapudos;

2. Pacuwiupennas duema ¢ nocmeneHHwoiM 88edeHueM NPoOYKMo8 NUMAHUs, COOepHaujux
ducaxapuobl;

3. IIpakmuuecku HopmanvHas duemad, 3a UCKOUEHUEM NPOOYKMO8 NUMAHUS, KOMopble N0X0
nepeHoCcsamcsl.

IpodonicumensHocms Kaxcdozo smana eapsupyem 0m HecKOJIbKUX Hedeslb 00 HeCKONbKUX Mecsyes.
CobniodeHue Oduemsl nN03607sem CHU3UMb NOOOUHblE IPdekmpbl npenapama muzarycmam** u
obecneuusaem docmamouHoe NOCMynjieHue HeoOX00UMbIX 6euwjecms u dHepeuu 0N HOPMANbHO20
(yHKyuoHUposaHus opzarusma [3,18].



4. MeaunHcKas peaouanTanus, MeguIMHCKUe
IMOKa3aHus ¥ IMIPOTUBOIOKA3aAHMS K IPMMEHEeHUIO
METOI0B peaoVInTanumn

¢ PekomeHpayercsi 1y manyeHtoB ¢ HII-C  Bpauom-dusmoreparneBToM U BpadoM-JIOK
pa3pabaThiBaTh MHAMBUAYAJIbHBIN Kypc peabwiuTanyy, BKIIOUAIOMIMI Maccak, JeueOHYIo
uskynbrypy, pusnorepaneBTrUecKue Mpoleayps [3,19].

VpoBeHb yoeauTenbHOCTH pekoMmeHaaimii C (YypoBeHb JOCTOBEPHOCTHM T0KA3aTeIbCTB - 5)

¢ PekomeHAyeTcs1 peabuUIUTALIMOHHbBIE KYPChl (MEAUIIMHCKMIT Maccax, JIOK, dusuonpouenypsi,
IICUXOJIOTO-TIelaroruyeckasl IOMOIIb) JKejJaTeJbHO IPOBOAUTbL B  YCIOBUSX JHEBHOTO
CTalyoHapa MPOBOOUTCS € YaCTOTOM 3-4 pa3a B rof, IJIUTEIbHOCTb — OIpPeNesseTCs TSKeCThIO
COCTOSIHMSI M OTBETOM Ha ITPOBOAMMBIe MeporpusTus [3,19].

VpoBeHb ybenuTenbHOCTU pekoMeHaamii C (ypoBeHb JOCTOBEPHOCTM I0KA3aTeIbCTB - 5)
Tcuxonozo-nedazozuueckas NOMoub

e PexkomMeHyeTCsI TPOBOAUTD IICUXOJIOTO-TIearormueckyio momoiip getsim ¢ HIT-C B komriekce
peaduIMTaIMIOHHbBIX MepOTIPUSITHUIA. KoppekioHHO-Tegarormueckoe BO3/€iCTBUE
ompenensieTcss B 3aBUCUMMOCTM OT TSDKECTM M IJINTEIbHOCTY TeUeHUs] OOJe3HU, CTPYKTYPhI
HapylleHuii 30pOBbsl, CTeleHM HeAOoPa3BUTKUSI TI03HABATENbHON [OesITeIbHOCTM, TUIIA
SMOLIMOHAJILHOTO  pearMpoBaHMsI, OCOOEHHOCTeli ToBedeHMs pebeHKa. BKioueHne
KOPPEKIMOHHO-TIearormyeckoro  COMPOBOXKIEHMUSI B KOMIUIEKC  BOCCTAHOBUTEIbHBIX
MEpONPUSITUIL 06ecreunBaeT MOIOJHUTEIbHYIO OLEHKY IMHAMMKYU MICUXMUYECKOTO Pa3BUTUS
KaK OJHOTO M3 BaKHBIX IIOKa3aTeleil COCTOSIHMSI 3I0pOBbsl, IOBbIIIAET 3()PEKTUBHOCTD
TepamneBTUYEeCKMX BMENIATeIbCTB, CHIKAeT SKOHOMMUUECKoe OpeMs JaHHOI IaTOJIOIUM 3a CUeT
coLMaNM3aLMy TMAIMeHTOB ¥ COXPAaHEeHUs] TCUXOJIOTMYEeCKOro MOTeHIMaNa TPYAOCITOCOOHbBIX
YJIeHOB CeMbi. PeKOMeHIOBaHO MpOBelLeHMe PeryisipHOi OLleHKM KOTHUTMBHOTO CTaryca
MAlLMEHTOB C IIeIbI0 ONpeeeHNs] BO3MOKHON GopMbl 06yueHMs (KOPPEKIVIOHHBIN Kiacc) [3,
19].

VpoBeHb ybenuTenbHOCTU pekoMeHaauii C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB - 5)
THanauamueHas nomowyb

e PekomeHAayeTcss OKaszaHMe BCECTOPOHHE) ITOMOIIM (MeOUIIMHCKOM, MCUXOCOUMANbHON U
MaTepuaNbHON) NeTSIM C HEM3JIEUMMbIMM OTPaHMUYMBAIOIIMMM CPOK KU3HM 3abomeBaHusIMU. B
COCTaB MATMATUBHBIX CTYKO BXOZASIT Bpaul, MeJULVHCKME CeCTPbI, IICMXOJOTY U COL[MaTbHbIe
paboTHMKY. HecMOTpSI Ha TSDKeIoe COCTOSIHVE U TTOCTOSTHHYIO TTOTPe6GHOCTh B MOHUTOPUHTE, BCe
MManyeHThl TPeVMYIIeCTBEHHO HaXOHSTCS OMa B KPYTy CBoeii ceMbM U Jpy3eil. OCHOBHOM
1Ie7bI0 PabOThl MAJUITMATUBHBIX CIYKO SIBISIETCSI CO3[aHMe BCEX HEOOXOAMMBIX YCIOBUIA st
obecrieyeHMsT HAXOXKAEHWUs TAIMeHTOB B JOMAIIHMUX YCJIOBUSIX, @ He B CTeHaxX Jeue6GHOTo
yUpexkAeHMs, UTO MTO3BOJISIET He TOIbKO YIYULIUTh KaueCTBO XU3HM NallMEeHTOB U UX ceMeil, HO
U CYIIeCTBEHHO CHM3UTh TOCyJapCTBEHHbIe 3aTpaThl Ha MOCTOSIHHOE CTallMOHApHOe JieueHue
TaKkuX nayueHTos [19].

VpoBeHb yoenuTenbHOCTU pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH TOKA3aTeNbCTB - 5)



5. ITpodmunakTuKa U AUCIIaHCEPHOE HAO/II0AeHMe,
MeIMIMHCKNE IIOKa3aHUA U IPOTUBOIIOKAa3aHMUA K
IMIPUMEHEHNIO MEeTOLO0B MPOPMIAKTUKN

IMepuoduuHocms nosmopHsix o00ciedosanuti nayuenmos ¢ HII-C npusedena 8 IlpunoxceHuu 7. B
3asucumocmu om ocobeHHocmeli meueHus: 3a001€8aHUSL UACMOMA N08MOPHbIX 00C1e008aHULI MOcem
onpedesiimbCca Jeuaujum 8payom UHOUBUIYAbHO.

¢ PekomeHayeTcs1 10C/Ie yCTaHOBIeHMST nAyuarHo3a maiueHnty ¢ HII-C mam ero oduiyambHbIM
MpefCcTaBUTEeNSIM, KOHCY/IbTAallMs Bpada-TeHeTHKa C Lebl0 pacyeTa TeHeTUUYeCKOro PUCKa B
ceMbe, aHATM3a POIOCIOBHO 1 06CYKAeHMS BO3MOKHOCTE ITpeHaTaabHOM AMarHocTuku [19].

VpoBeHb ybeauTenbHOCTH pekoMeHaaiuu — C (YypoBeHb JOCTOBEPHOCTHM 10Ka3aTeIbCTB 5).

KommenTapum: B cembsx, 20e ecmb nauueHm ¢ YCMAHOBAEHHOU Mymayueti, cyujecmeayem
803MONCHOCMb NPOBedeHUs NPeUMNJIAHMAYUOHHOU U NpeHamaivHoli duazHocmuku. ITIpeHamanbHas
OUAZHOCMUKA B03MOXCHA Memodamu npamoli unu KoceeHHoli JJHK-OuaznHocmuku ons cemeii ¢
U38ECMHBIM 2€HOMUNOM.

OpraHusanyus okasaHuUs MeOUIIMHCKOM ITOMOIIM

IlokasaHus OJ1s TVIAHOBOJ rOCIIUTAIN3alluN B MEOMIIVHCKYIO OpraHm3anunio:

e [IpoBemeHMe MOMArHOCTUKM M JieUeHMs, TpeOyiole KPYIIIOCYTOYHOTO MEIUIIMHCKOTO
HabMIooeHus.

o CocTostHME, TpeOYIoIlee aKTUBHOIO J€UEHMS ¥ KPYIIOCYTOYHOTO MEAUIIMHCKOIO HaOTIOAeHMS;

¢ CocTrosiHMe, Tpebylolee TPOBEIeHNS BBICOKOTEXHOJIOTMYHBIX METOJOB JIEUE€HMS

¢ Heo6xomyMMOCTb IIPOBEIEHNST Pa3IMUHbIX BUIOB SKCIIEPTHU3 WM 00CIeNOBaHMS B MeIUIMHCKO
OpraHM3auuy Mpy HEBO3MOXKHOCTM IPOBENEHMST UX B aMOYJaTOPHbBIX YCJIOBUSIX, TPEOYIOUIMX
IVMHAMMYECKOro HabaomeHus (B ToM umucie odopmieHue 3akaouyeHus QenepansbHOro
KOHCUJINMYMaA).

IlokasaHus K BKCTPEHHOﬁ rocrmuTa/jin3anm:

e OcTpble 3a601eBaHNMsI, 000CTPEHNST XPOHMYECKMX OOIe3He, OTPaBIeHMS ¥ TPABMbI, COCTOSTHUS,
Tpebyle WHTEHCUBHON TepanmmMu U TepeBOola B peaHMMAIMOHHbIE OTHeNeHUs WIn
OTIeIeHNUs MUHTEHCUBHON Tepamnuu, a TakKe KPYIVIOCYTOYHOTO MeIUIITHCKOTO HabGIIoqeHun 1
MPOBEIEHUS CIeIMATbHbIX BUIOB 00C/I€0OBAHMS U JIEUEHMSI.

IToxa3aHMS K BBIMMCKE MalMeHTa U3 MeOUIIMHCKOI OpraHm3anun:

e OTCyTCTBME YyIPO3bl KU3HYU TAIMEHTA;

e OTCyTCTBME YIPO3bl Pa3BUTUSI OCIOKHEHMIA, TPEOYIOIIMX HEOTIOKHOTO JIEUeHMS;

e Crabuamsaumsi  COCTOSIHMSI M OCHOBHBIX  K/IMHMKO-Ta60pAaTOPHBIX  IIOKasaresei
MaTOJIOTMYECKOrO MPoILiecca o OCHOBHOMY 3260JI€eBaHNIO;

e OTCyTCTBME HEOOGXOAMMOCTY B TIOCTOSIHHOM BpadyeGHOM M KPYIIOCYTOUHOM MEIMIIMHCKOM
HaOTI0IeHM 10 OCHOBHOMY 3a00JIeBaHMIO;

e Heo6XomuMoOCTy TIepeBOfa TallyeHTa B APYTYI0 GOMbHUIYY MM YUPEKIEHME COLMATbHOTO
obecrieueHus.



6. Opranmsanumsi OKa3aHusI MeAUIIMHCKOM ITOMOIIU

Paunsis duazHocmuka u HAuano namozeHeMuyueckoz0 U CUMNMOMAMUYECKo20 JedueHus Mozym
3HAUUMEJILHO N0BAUSMb HA NPOZHO3 U Ucx00 3abonesanus [13,20,23].

Hecmomps Ha Haiuuue namozeHemuueckozo JieueHus, npozHo3 npu 6onesnu Humanwua-Iuxa, mun C
npodoscaem ocmaeamscsi HeOnazonpusmusiM. Xapaxkmep npozpeccuposanusi 3abosesanus u
npoodosHUMenbHOCMb X¥cu3Hu y hayuenmos ¢ HIT-C kpatine sapuabenvHb.

CsoespemeHHOe HA3HAUeHUe namozeHemuueckol mepanuu (cybcmpam-pedyyupyrowas mepanus)
MOocem yayuuumes npo2Ho3 nayuenmos [8-13,19,23,27].

PexomeHndyemcsi npoeedeHust CKpUHUHed 2pynn BbICOKO20 pucka (nayueHmsi ¢ amakcuet,
Kamanexcueti) ¢ yenwio evisieneHus nayuenmos ¢ HII-C [7,12].

ITayuenmot, y Komopbix paseuseaemcs msxieendas snuaencus, Kak npasuno, umeiom xyouwuii npozHo3 u
MEHBULYI0 NPOJO/IHCUMENBHOCME HU3HU, N0 CPABHEHUI0 ¢ nayueHmamu 0e3 ¢ 3Nulenmuueckux
npucmynos [19].



7. JononHuTeIbHast MHGopMauys (B TOM YMCIe
¢dakTOp”I, BANSIONIIME HA MCXOJ, 3a00/IeBAaHUS U
COCTOSIHUS)



Kpurepun onieHKM KaueCcTBa MeIUIIMHCKOM
IIOMOIIM

KpI/ITepI/II/I OILIeHKM KaueCcTBa MeIUILIMHCKOM ITOMOIIN

Ne Kputepun kauecrsa OueHKa BbINOJIHEHUA

1. BbinonHeHo onpeaeneHne JICM509 B nsiTHaX KpoBW w/vnun xonecraH-3,5,6-Tpuona B [a/HeT
nnasMe KpoBW W MONEKYJIAPHO-reHeTUu4yecKoe uccregoBsaHue (BblﬂBneHVle MyTauuu B
reHe NPC1, NPC2) npu nocTaHOBKe AMarHosa

2. BbinosiHeHO Ha3HauyeHue cyb6CTpaT-peayuvpylolelt Tepanuu npenapaTtoM Mmurnycta, | [a/HeT
eXeAHEBHO, NepopasibHO.

3. BbInoONHEHO onpeaeneHwe pasMepoB MNEYEeHW U Cenes3eHkun no  AaHHbIM [a/Het
YNbTPa3ByKOBOro UccneaoBaHus, ecnm He npoBoanaoCh nocneaHne 6 mecsues

4. BbinonHeHa anekTposHuedanorpamma, eCim He NpoBOAWUIIOCH B MocnefHne 6 Mecsues [a/net

5. BbinonHeHa MarHMTHO-pe3oHaHCHasda TOMOI'pa(i)I/Iﬂ rosioBHOro Mo3ra, ecnn He ,D.a/HeT
npoBOANSIOCH B NocneaHne 12 mecaues

6. BbinonHeHa ayanoMeTpus, ecin He nposoannack nocneaHme 12 mecaues [a/Het

7. BbInofHEHa KOHCyNbTauMs BPa4yoOM-HEBPOSIOrOM MPWU Hann4yuMm NaTtosorMm CO CTOPOHbI [a/HeTt
LeHTPanbHON HEPBHOW CUCTEMbI

8. BbinosiHeHa KOHCYNbTalMsi BpayoM-reHeTUKOM eC/i He MPOBOAMAach paHee Na/net
9. BbiNOMHEHA  KOHCY/bTauWs BPAYoOM-MCUXMATPOM MPU  HanWuMu ncuxuatpuueckux | [a/wver
nposiBieHni
10 BbinonHeH broxummyecknii aHanus KpOBM (anaHnHamnHoTpaHcdepasa, [a/net
. acnaptatamuHoTpaHcdepasa, obwwuii 1 npsmMoit  6unupybuH,  XonectepuH,

TPUrAUUEepuAbl, NakTaTaernaporeHasa, kanbumnii, docdop, wenoyHas docdartasa npu
HanuMumMn npusHakoB xonecrtasa), (anbbymuH, ¢ubpuHoreH, MTU wan MTB, X3,
anaHuHaMuMHoTpaHcdepasa, acnaprataMuMHoTpaHcdepasa, obwuii  u  npsiMon
6unupybuH, xonectepuH, Tpurauuepuabl, JINHM, JIMBM  npu  ne4yeHOYHOW
He,CLOCTaTOLIHOCTl/I), eC/fin He NpoBOAUNCS B npejwecTeyrowme 6 Mecsaues
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3uamenu, Oppen Ilouera, OpmeH «3a 3aciyru nepen OrtedectBom» IV cremenu, OpraeH «3a
3aciyry nepep, OteuectBoM» 11 cTernenn.

4. HamasoBa-BapaHoBa Jleitna CeiimypoBHa- akageMuk PAH, mpodeccop, n.M.H., IIpeacenaTtens

5.

6.

10.

11.

12.

Ncnonkoma Coroza neguatpos Poccum.

Bamakmazse Haro /I>)kymGepoBHa- 1.M.H., OOLEHT Kadeapsl GpaKyIbTeTCKO meguatpum 11O
OI'50V BO PHUMY umenn H.JM. ITuporosa, HCTUTYT negyaTpuy M OXPaHbl 300POBbS LeTeil
LIKB PAH, unen Coro3a neguatpoB Poccun.

3axapoBa Exkarepumua IOppeBHa -A.M.H., 3aBemyomias JjabopaTopueil Hac/IeICTBEHHBIX
6onesHeit obmena ®OIBHY 'MenuKo-reHETMUYECKMII HAyuHbIl I€HTP WM. akKaJeMuKa
H.II.BoukoBa"', uieH Poccuiickoro o6IecTBa MeOUIMHCKMX TeHEeTUKOB, UIeH eBPOIIeiiCKOro
o61iecTBa 1o M3yueHMI0 HaC/IeCTBeHHbIX 6oe3Hel o6MeHa BerecTB (SSIEM).

.KmomraukoB Cepreit AHATO/MIBEBUY- K.M.H., B.H.C., Bpau-HEBPOJIOT 5 HEBPOJOTMUYECKOTO

otnenenust ®T'BHY HIIH, uien Poccuiickoro o6IecTB HEBPOJIOrOB ¥ MeIUIIMHCKMUX TeHEeTUKOB,
Movement Disorder Society, European Huntington's Disease Network (Euro-HD Network).
Bemymiuit criermanuct 1mo 6ome3Hnu [eHTUMHITOHA MccTeqoBaTenbckoro entpa REGISTRY Euro-
HD Network (Ha 6ase HIIH). IIpencemarenb poccuiickoii Accommaiium 1mo 6opbbe ¢ 60yIe3HBIO
l'enTUHTTOHA.

. KYBGHKOBa JIropmuiaa MuxaiijsioBHa- O.M.H., 3aBeyroiiasa OTAeJeHMEM IICMXOHEBPOJIOTUN U

rncuxocomatudeckoii matosorum OTAY "HaydHblii MeOUUMHCKUIA MCCIed0BaTeNIbCKUIT 1LeHTP
300poBbs neteit” M3 PD, unen Corwsa neamaTpoB Poccun.

.MuxainoBa CBeriaHa BurtanbeBHa -71.M.H., 3aBenywooinas otneneHneM ®PI'BY «Poccuiickas

Hetckast Knmuanueckast bonpHuia» M3 P®.

IIpomuiskoBa Tatbsina IOpbeBHa- K.6.H., C.H.C. J1labOpaTOpMUM HACIENCTBEHHBbIX 6Goje3Heit
obmena BemiectB ®I'BHY "Menuko-reHeTUUECKMIT Hay4dHbIN 1eHTp M. H.II. BoukoBa', uneH
Poccuiickoro o61ecTsa MegUIIMHCKIX T€HETUKOB.

IMogknerHoBa TaTbsiHa BragyMupoBHA- K.M.H., C.H.C. JJAOOPaTOPUM PEIKMUX HACTEICTBEHHbIX
605e3Heil y geteit ®TAY "HayuHblii MEIULIMHCKUI 1CCIIeOBATEIbCKIIA IIEHTP 300POBBSI JeTeit”
M3 PO, unen Corosa neauatpos Poccun.

CemsiukmHa Anna HukomaeBHa- 1O.M.H., I.H.C. OTHe/IeHMSI KIMHMUUYECKOI reHeTuku DOIBY
«MockoBckuiit HUU nepmatpum u metckoit xupyprum Munsapasa Poccumy», wieH Accouyanym
MeIULIMHCKUX TeHeTUKOB (AMI).

ABTODBI MOATBEPKAAIOT OTCYTCTBME (PMHAHCOBOI MOALEPKKI/KOH(MIMUKTA UHTEPECOB, KOTOPIi
Heo6X0IMO 0OHAPOIOBATh.



ITpunoxxenue A2. MeTomonorusi pa3padoTKu
KJIVMHUYECKMX peKOMeHaauumn

Hacrosiye pekomeHAanuu rnpegHa3HAYeHbl sl TIPUMEHEeHUST MeJUIVHCKUMY OpPraHU3aIusIMu
U yupexneHusiMu (denepanbHbIX, TEPPUTOPUATBHBIX M MYHMIIUIIATbHBIX OPTAaHOB YIIPABIEHUS
3[paBOOXpPaHEHMEM, CUCTEM O00s3aTeIbHOTO U IOOPOBOJIBHOTO MEIUIIMHCKOTO CTPaXOBaHUS,
IPYTUMU MEAVIMHCKUMM OPraHM3alMsSIMU PA3JIUYHBIX OPTaHM3AIVOHHO-TIPABOBBIX (opm
JeTeTbHOCTH, HATIPABJIEHHOI Ha OKa3aHMe MeIUIIMHCKOI TTOMOIIN.

Hacrosiiye pekoMeHAAIMM YCTAaHABAMBAIOT BUIbI, 00bEM U MHAMKATOPBI KAUeCTBA MeIUIIMHCKOMN
rmomony nauyentam mpu HIT-C u 6buM paccMoOTpeHbl B paMkax III Bcepoccuiickuii HaydHO-
MPaKTUYECKUII KOHTpecca C MEKIyHapomHbIM yuactueMm «OpdanHble 6ome3Hn» (31.05.2018 -
02.06.2018) n Ha XXI KoHrpecce nenuatpoB Poccuy ¢ MexXAyHapOLHBIM y4yacTueM «AKTyalbHbIe
po6eMbl teguaTpum» 15-17 peppains 2019 T.

Knuuuyeckre pekOMeHAAlyY CO3JaHbl Ha OCHOBAHUU CHCTEMATMUYECKOTO 0630pa JIMTEPAaTyph
1992-2019 rr. Medline (Pubmedversion), Embase (Dialogversion) u Cochrane Library databases, c
MCTIONb30BAHMEM CO3MAHHBIX TIPOTOKOJIOB, COBPEMEHHBIX MEKIYHAPOMHbIX KIMHUUECKUX
peKoMeH/alnii TI0 AMarHOCTUKE, IEUEHMIO M BeJeHUI0 GObHBIX C MeTabOMMUECKUMIM GOTe3HIMM
(Tarekegn Geberhiwot et al. Consensus clinical management guidelines for Niemann-Pick disease
type C: Orphanet Journal of Rare Diseases (2018) 13:50.; Patterson Marc C. et al.
Recommendations for the detection and diagnosis of Niemann-Pick disease type C. An update.
Neurol Clin Pract 2017;7:1-13)

HIT-C orHOCHUTCST K peaKMM HaCdJleadCTBE€HHbIM 33.6OJIEB8HI/IHM, UTO MCK/IHYdeT BO3MOXHOCTb
IIpOBEeOEeHNA OOIBIINX KOTOPTHBIX M PAaHAOMM3MPOBAHHbIX KOHTPOJIMPOBAHHDLIX UCcaeloBaHUM U
OJi1 CO30aHMsI TIIPOTOKOJIOB OMArHOCTMKM WM Tepalum MCIIOJAb3YIOTCS JIUMIIb TeMaTUYeCKue
ucciaenqoBaHusd 3KCIIepPTOB, OHY6HI/IKOB3.HHI)I€ B r1ocjiefHMe aBa OecsaTujieTus.

O1eHKa YpOBHEN MOCTOBEPHOCTM IOKa3aTeNbCTB M YPOBHEN YOemUTEIbHOCTM PeKOMeHOaluit
MIPOBOAMIACH B COOTBETCTBMM ¢ Tabauupsl 1, 2,3.

LeneBas ayguTOpUs JAHHBIX KIMHUYECKUX DEKOMEHIAIUIA:

1. Bpauu o611eii BpauebHOI IPaKTUKY (CeMeifHbIe Bpaun);
2. Bpaun- neguatpsr;
3. Bpaun-TepaneBThl;
4. Bpaun —TeHeTUKMU;
5. Bpaum -nmabopaTopHbie TeHETUKMN
6. Bpaun- HeBpoOnory;
7. Bpaun-odTaabpMoioru;
8. Bpauu pyHKUMOHAIBHON TMarHOCTUKY;
9. Bpaun-nicuxmuarpsi;
10. Bpaun-ncuxmaTtpsl LETCKUE;
11. Bpaun-ncuxmartpsl IOAPOCTKOBbIE;
12. MenuiMHCKMe TICUXO/IOIN;
13. Bpaun-racTposHTEpOJIOrH;
14. Bpauu-remaTosioriu;
15. CTymeHTbI MeOUUIIHCKUX BY30B;

Ta6auma 1. IlIkaja OLEHKM YpOBHEH AOCTOBepHOCTM pnokasartenbcTB (YII) 1jas MeTomoB
IVArHOCTUKM (AMarHOCTUYECKUX BMeIIaTeTbCTB)

van PacumndpoBka

1 Cuctematuyeckne 0630pbl  UCcnefoBaHWi C_ KOHTponiem pecdepeHCHbIM  MEeTOAOM  WAM  cucTeMaTuyeckuii  063op
PaHAOMU3NPOBaHHbIX KIIMHUYECKUX UCCNeAoBaHWIA C MPUMEHEHWEM MeTa-aHanu3a

2 OTaenbHble UCCNefoBaHUsS C  KOHTPOneM pedepeHCHbIM MeTOAOM WAW  OTAEeNbHble PaHAOMU3UPOBaHHbIE KIUMHUYEcKue

VUCCNefoBaHns M cucTeMatnyeckune 0630pbl  UCCNEAOBaHWE NIO60ro  Au3aiHa, 33 WCK/YEHUEM pPaHAOMU3UPOBAHHbIX
KIIMHWYECKUX UCCIEA0BAHWIA, C MPUMEHEHUEM MeTa-aHanmsa

3 WccnenoBaHus 6e3 nocnefoBaTenibHOrO KOHTPOAs pedepeHCHbIM MEeTOAOM WAW WCCeAoBaHusi C pedepeHCHbIM METOAOM, He
ABNSIOLLMMCS HE3ABUCUMbIM OT UCCIEAYEMOrO METOAA UV HEPaHAOMU3MPOBaHHbIE CPAaBHUTESNbHbIE UCCIEA0BAHMS, B TOM YUCne
KOropTHble WCCNenoBaHus

4 HeCpaBHI/ITeI'IbeIe nccnenoBaHusa, onmcaHue KAMHUYeCcKoro cnydas
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Ta6auma 2. Illkasa OLeHKM YpOBHEN MOCTOBEpHOCTM noKasarenbcTB (YII) mjis MeTomoB
MpoOWIaKTUKHA, TJeUeHUs ¥ peabuinTauuy (MpoduiakKTUIeCKUX, JeUeOHbIX, peaduIMTalIOHHbIX
BMeIlIaTeabCTB)

yvan PacwudpoBka

1 Cucrtematmyeckuin 063op PKW ¢ npuMmeHeHneM MeTa-aHanmsa

2 OtpenbHble PKU u cuctemaTtnyeckme o630pbl MccnenoBaHuii noboro ausaiiHa, 3a wckitodeHvem PKW, ¢ npumeHeHnem meTa-
aHanusa

3 HepaH,ElOMVIBl/IpOBaHHbIe CpaBHUTENbHbIE NCCNEeA0BaHUA, B T.4. KOFrOPTHbIE nCcnenoBaHus

4 HecpaBHuTENbHbIE UCCNEA0BaHMS, ONMUCaHNE KIMHUYECKOro CyYas Wan Cepun Ciyyvaes, MCCNEA0BaHNS «CNTyHYain-KOHTPONb>»

5 MMeeTca nuwb o60cHOBaHME MexaHW3Ma AeiCTBUS BMellaTebcTBa (A0K/IMHUYECKME UCCNefoBaHNs) UM MHEHWE SKCNepToB

Ta6auma 3. llkana OleHKM YpOBHell ybemutenbHOCTM pekoMenpanuit (YYP) nisi meTomoB
MPOGUIAKTUKY, IMATHOCTUKY, JIEUEHUS] U peabuiutauyy (po@uiakTUIeckuX, AMarHoCTUIeCKUX,
JieueGHbIX, peabUIUTAIIMOHHBIX BMENIATEeIbCTB)

Yyp Pacwudposka

A CunbHasi pekoMeHauusi (Bce paccMaTpvBaeMmble KpUTepun 3MHhEKTUBHOCTU (UCXOAbI) SABAAITCS BaXHbIMM, BCe
nccnefoBaHNsa VMET BbICOKOE UV YA0BNETBOPUTENIbHOE METOA00rMYEcKoe KauecTBo, UX BbIBOAbI MO UHTEPECYoWUM
MCXoAaM SIBAISIKOTCS COrNacoBaHHbIMU)

B YcnoBHas pekoMeHaauus (He Bce paccMaTpvBaeMble KpUTepumn 3pheKTUBHOCTM (MCXOAbl) SIBAISOTCS BaXKHbIMU, He BCe
nccnenoBaHUa MMEKT BbICOKOE WMAUM yAOBNETBOPUTE/IbHOE METOA0N0rMYeckoe KavecTtBo VI/VIJ'IVI MUX BbIBOAbI MO
WHTEPECYLWMNM NCxoaamM He ABATCA COI’ﬂaCOBaHHbIMVI)

C Cnabasi pekomeHAauusi (OTCYTCTBME [AOKAa3aTeNbCTB HaA/lexallero Kayectsa (BCe paccMaTpuBaeMble KpuUTepun
3 HEKTUBHOCTU (MCXOAbI) SABAKIOTCA HEBAXHBIMW, BCE UCCNIEAOBAHUS MMEIOT HM3KOE METOAONOMMYECKOe KauecTBO U UX
BbIBOAbI M0 MHTEPECYIOLLMM UCXOAAM HEe SBASIOTCS COracoBaHHbIMM)

HOpﬂI[OK OOHOBJIEHUS KIMHUYECKUX pEKOMEH,ZlaIJ,MI‘/’I.

MexaH13M OOHOBJIEHMSI KIMHMUYECKMX PEeKOMEeHIAIMII MpeSycMaTPMUBaeT MX CUCTeMATUYEeCcKYIo
aKTyaaM3alyio — He peXXe yeM OAMH pa3 B TPU Tofia, a TakKe MPU MOSIBAEHUYM HOBBIX JAHHBIX C
TO3UIMM JTOKA3aTeNbHOM MeAUIIMHBI 10 BOMPOCAaM IMATHOCTUKM, JieueHus, TPOGWIakTuKu u
peabmwIUTanM KOHKPETHBIX 3a00eBaHMii, HaMMuMu 0OOCHOBAHHBIX JIOIOJHEHUIT/3aMeuaHmnit K
paHee yTBepxAEéHHbIM KP, HO He yaiie 1 pa3a B 6 MecsLeB.



IIpnnoxkenmne A3. CripaBo4YHbIEe MaTepyuabl,
BKJ/IIOUasi COOTBETCTBYME ITIOKAa3aHMMI K
IMIPUMEHEeHUIO U MIPOTUBOIIOKAa3aHuii, CII0OCOO0B
IPUMEHEeHMSs U 103 JIeKapCTBEHHBIX IIperaparos,
VHCTPYKIUM 110 IIPUMEHEHUIO JIeKapCTBEHHOI'O
npemnapara

1.Mpuka3z MwuHuUCTepcTBa 3ApaBooxpaHeHusi P "O6 yrBepkmenuu Ilopsaka oka3aHUs
MeIUIIMHCKOM ITOMOIIY 60JIbHBIM C BPOKIEHHBIMI U (MJIM) HAC/IeCTBeHHbIMM 3a00/1eBaHUsIMM "
ot 15 Hos16pst 2012 1. N 917H).

2.Tlpuka3 MwuusgpaBa Poccunm ot 09.11.2012 N 721 «O6 ytBepkaenuu CraHgapta
CITelMaaM3MPOBAHHONM MeIMUIIMHCKO IIOMOIIM AeTsIM pu 6ome3un Humanna-IInka Tuma C».

Ta6nuna 1. PekoMmeHg0OBaHHbIE 103bI MUITYCTATa B 3aBUCUMOCTH OT
IJIONIAAY TIOBEPXHOCTH Tejia

Mnowaab nosBepxHocTn Tena (M2) PekomeHpoBaHHas fo3a
>1,25 200 mr Tpu pasa B AeHb
>0,88-1,25 200 mr ABa pasa B AeHb
>0,73-0,88 100 Mr Tpu pasa B AeHb
>0,47-0,73 100 Mr aBa pasa B AeHb
<0,47 100 Mr oauH pas B AeHb

Ta6auma 2. CMMITOMaTUYEeCKOe JIeYeHMe PACCTPOICTB Y OOIBHBIX C
oonesun0 Humauua-ITuka Tun C

KnuHunuyeckne cumMnTomsbl JleueHune

KaTtannekcus Tpuunknuyeckme aHTnaenpeccaHTbl nan ctumynsatopsl LIHC

JAncToHnsa n Tpemop XonuHonutuyeckme cpeactea

[lBuratenbHble HapyLUeHWs dusnotepanus

SnunenTuyeckue NpucTymnbl AHTUKOHBYIbCAHTbI

HapyuweHus cHa MenaToHWH Unu cefaTuBHbIE NpenapaThbl Nepes CHOM

HapyuweHusi nutaHus 30HAOBOE NUTaHWe, racTpoCTOMUs

PecnupaTopHble 0CNOXHEHUSA dusnoTepanus ¢ 6poHXoAMNATaTOPaMN; aHTUBMOTUKOTepanus

CritoHoTeYeHune ATPOMWH NepopanbHO, WHbEKUMU GOTYNOTOKCUHA A B OKOJIOYLUHYO
WM NOAYENIOCTHYIO  Xene3y, TMOCLUMHOBble MaacTbipyn  Wan
rIMKONUPPOHUSE 6pomMuA

KaTtaToHus SneKTpollokoBas Tepanus

Mcuxnyeckre HapyLlleHus BanbnpoaT HaTpusi AN fleYeHus  GUMONsSipHbIX  aPheKTUBHbIX
paccTpoWCTB, CeNeKTUBHbIE WHIMEUTOpbLI  06paTHOro 3axBaTa
CepoTOHMHa MpU Aenpeccusx

[Anapes [veta, nonepamna




IIpunoxenue b. Airopurmsl JeCTBUIL Bpaya
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IIpunoxenue B. UHGopmanus ajis mauyeHTa

Bonesup Humanna-ITnka tuna C
IpuuuHst 6one3HU

Bonesubr Humanua-Ilmka tuma C (HII-C) penxoe, HaciaencTBeHHoe 3aboneBaHue. [Ipu 3rToit
60Jsie3HNM HapylaeTcs MPoLecc pacrpesneneHns 0co60ro BelecTBa- XonecTepuHa BHYTPU KIETKMU.
XosecTepMH - 3TO CJIOXKHOE M BaKHOEe BelLeCTBO, OTBETCTBEHHOE 3a BBINIOJHEHME IIMPOKOIo
criekTpa QYHKIMI B opraHu3me. U OH oueHb BaXKHBIN M IPU 3TOM KpaiiHe KOBapHbIi. O6MeH
XO0JIeCTepMHA UpPe3BbIUaiHO CIOKEH - TOIBKO AJISI €r0 CMHTEe3a HeOOXOOMMO OCYLIeCTBIeHVe OKOIO0
100 rociemoBaTeIbHbIX peakiiuii. I1o 6osbleit 4YacT, OH TPAHCIIOPTUPYETCST B KPOBYM HE B UMCTOM
BUJIe, & B KOMIUIEKCHBIX COEIMHEHMSIX, KOTOpble OBIBAIOT 2 BUIOB: JIMIIOIPOTEMHBI HU3KOIA
mwioTHocTu (JIITHIT) ¥ JuIonpoTeuHbl BbICOKON IoTHOCTM (JITIBIT). ITM coeguHeHUs B
HEMpaBUJIIbHOM COOTHOINEHMM, TAKKe KaK M BBICOKMII OOUIUI YPOBEHb XOJNECTEPUHA, MOTYT
TIPUBECTU K CEPHbE3HBIM CepIeyHO-COCYANCThIM 3aboneBaHMsIM. OITHAKO, XOJIECTEPUH SIBIISIETCS
SKM3HEHHO HEeOOXOAVMBIM BeIeCTBOM, T.K. OH UTPAEeT OUeHb BasKHYIO POJIb B METAO0IM3Me KIIeTOK.
OH sBsIeTCSI HEOOXOAVMBIM KOMIIOHEHTOM BCeX KJIETOUYHBIX MeMOpaH M MPUHUMAET yyacTue B
BbIpabOTKEe BCEX TOPMOHOB, BKJIIOUASl TECTOCTEPOH, 3CTPOTEH ¥ KOPTU30/i1. OH Takke HEOOXOIUM
IS MO3Ta, ¥ CHabkaeT TKaHM OpraHM3Ma aHTUOKCUAAHTAMMU. X0JIeCTePUH, TPUHOCUMBbIN KPOBBIO
B Buze JIITHII, mocTyraeT BHYTPb OCOOBIX MY3bIPHKOB B KieTKe mocie coeauHenus JIITHIT ¢ ero
perennTopamu  Ha MembpaHe, a 3atem JII[THIT mocTynawT B KI€TOUHbIE OPraHesUIbl- JIM30COMBI.
[Tocne storo JIIIHIT mepeBapuBaroTCs, B 3TUX peakUMUsAX NPUHUMAKOT y4yacTue HeCKOIbKO
dbepmenToB u 6enkoB, B Tom uncie 6enku NPCI, NPC2, a BbICBOOOOMBIINIACS XOJE€CTEPUH uepes
MeMOpaHy JIM30COM TIOCTYIaeT B IUTOIUIA3My. M3BEeCTHO HECKOIbKO DPeJKNX HaCIe[CTBEeHHbIX
3ab0yeBaHMit, KOTOPbIE CBSI3aHbI C HAPYIIEeHUsIMY 0OMeHa xonectepuHa. OTHY M3 HUX CBSI3aHBI C
HapylIeHUsSIMM ero MeTaboiau3Ma BHYTPM KIETOYHBIX OpPTaHeNI — JIM30COM: HeJOCTaTOYHOCTh
KUQIOi Jsnmasbl, Oone3sHb HwumanHa-IImka tunm C. [pyrue 3abojeBaHMsI OOYCIOBIEHBI
HapylleHusIMM TIpolleca 3axBaTa I LMUPKYIMPOBAHMSI XOJeCTepMHa B KpOBU- CeMeliHas
TrUIEePXOJIeCTEPUHEMUS.

Bonesup HumanHa-IInka tuma C — oueHb penkoe 3abojieBaHMe U BCTpedaeTcst ¢ yactoroit 1:120
000 -1:150 000 >kMBbIX HOBOPOSKIEHHBIX, CBSI3aHHOE ¢ MyTalusiMu B reHax NPC1 u NPC2.

Hacnedosanue

Hacnenyetcs cungpom HII-C 1Mo ayTOCOMHO- peliecCMBHOMY TUITY. BobHOI pe6eHOK HacliemyeT
110 OJHOMY M3MeHEHHOMY TeHy (TeHy C MyTaliueil B CBOeli MOoC/Ie0BaTeIbHOCTM) OT KaskAoro 13
ponuTeneii. B ceMbsiX, Iie pOOUTENN SIBJSIIOTCS HOCUTEISIMM OOJIe3HM, PUCK POKIEHUS 60IbHOTO
pebeHka cocrtaBisieT 25% Ha Kaxkayr 6epeMeHHOCTb. I109TOMy eciiu B ceMbe POAWIICS GOMbHOM
pebeHOoK, 3TO He 03HAYaeT UTO BCe IeTH OYyOyT GOTbHBI.

Knunuueckue nposienenus HIT-C

HII-C moskeT HauMHATHCS B JI060M BO3pacTe. B 3aBMCMMOCTM OT BO3pacTa IMOSIBJIEHUS [T€PBbIX
CMMIITOMOB 3a00J1eBaHMsI Pa3/IMYaAlOT HECKOIbKO GOpM: HeoHaTanbHast (MaHMbecTanus OO0 Tpex
MecsiLeB), paHHsSIS MIafieHueckas (Tpu Mecslia — ABa rofa), No3AHss MaafeHueckas (IBa — LIecTb
JIeT), IoHOIIecKast (6—15 yiet) u B3powias (crapiie 15 yer).

OCHOBHBIE CMIITOMbI OOJI€3HIA:
. 3aTskHas JKeJITyXa B HEOHATA/JIbHOM I1epunone

. lemaTocruieHOMeranus (yBelMueHME TMEYeHM) WM yMEepeHHasl CIUIEHOMeraaus
(yBenmueHue cene3eHKN)

. 3asiepykKa IMCUXUUYeCcKOoro pa3BuUTUS
. DKCTpanMpaMyaHble HaAPYLIEHNS
. ATtakcus

° Kararuiektuueckne TIPUCTYIIbI



. BepTukanbHbIl HAABSAEPHBIV Tapaivy B30pa

Bospact Hauana 3abosieBaHMsI, TSKECTb TPOSIBIEHMII UM CKOPOCTh IPOTPECCUPOBAHUSI TaKKe
BapuabeTbHbI U MOTYT OT/IMYATHCS Y PA3HBIX MAlVIEHTOB.

[pu Havasie 3a60/IeBaHMSI B pAHHEM JIETCKOM BO3pacTe HAOJIONAeTCs 3aJePKKa MCUX0-MOTOPHOTO
pa3BUTHS, YBeJIMYeHMEe IeueHu U ceie3eHKu. [Ipyu Hauane 3aboneBaHuss B Gojee MO3gHEM
BO3pacTe Ha IIepBbIi IUIAH BBIXOHSAT HEBPOJOTMYECKME CUMIITOMbBI, Takue KaK HapylleHMs
MOXOJKM, IJIOTAHMSI, M TOHyCA MBI, Y OGOJBIIMHCTBA I[AI[M€HTOB HaGIIOJAIOTCS TaKKe
KOTHUTUBHbIE HapyLIeHMUs], B psIfie C/TyuaeB MOTYT HaO/II0AaThCs ICUXMUECKIe HapyIIeHs.

Kak YCTaHaB/IMBAaIOT AVArHO3

Bpaun Ha OCHOBaHUM KIMHUYECKUX CMMIITOMOB MOTYT 3aro03pUTh 00e3Hb. 3aTeM
MIPOBOASITCS J1abOpaTOpPHBIE TECThl M MHCTPYMEHTAJbHOE McclemoBaHue. ITOCKONIBbKY pasHbIe
60jIe3HM OUYeHb IIOXOKM II0 CBOMM KIMHUYECKMM IIPOSIBIEHUSIM, HEeOOXOOMMO IOATBEPAUTH
IMarHO3 C IIOMOIIbI0 J1abOpaTOpHbIX MeTomoB. IloaTBepskparoinas amuarHoctuka HII-C
3aK/II0YAeTCs B OMpene/eHN KOHIIEHTPaLyi 0COObIX MeTaboIUTOB B IISITHAX BBICYILIEHHOM KPOBU
WK TUIa3Me KPOBM (OKCUCTeposibl, mn3ochuuromuenni-509). B manpHeiiieM peKOMeHIyeTCs
npoBefeHne IHK nuarHoCTUKY (€C/iv MeTabo MU Thl ObUIM TTOBBIIIEHBI).

JleueHue, Haﬁmo,uelme U IIJIaHOBbIE OGCHe,EIOBaHM}I

B HacTosimee Bpemst Ijisl JAHHOTO 3a0oseBaHMSI pa3pabOTaHO jiedueHue CybpaT-pemylumnpyromas
Tepamnusi, TO3BOJISIIOIIAS ~ YMEHBIIUTh  HEBPOJIOTMYECKME  TPOSIBIEHMS U  3aMeIuTh
MporpeccupoBaHme 3a601eBaHMSI.

ITOT IperapaT He II03BOJIAET BbLIICUUTDH 60]'[63Hb, HO MHOrue IIpOsBJIEHUS 3a60j1eBaHMs MOTYT
ObITh 3aMeJIeHbl M CMSITUYE€HBI.

[lpy mpuMeHeHMM 3TOrO IIperapara HeOoOXOAMMO COOIIOIATh OUeTy, YTOObl CHU3UTH PUCK
HapylIeHnit CO CTOPOHBI KEITYTOYHO-KUIIEUHOTO TpakTa. B Tabmuile TpMUBEOEHbI MPOIYKTHI,
yIoTpe6/ieHe KOTOPBIX AOKHO ObITh OTPaHUUEHO.

['pyniibl MPOAYKTOB, KOTOPbIE CIEeyeT VCKIIOUYNTL/OTPAaHNYNUTh/TIPUMEHSITh 6€3 OrpaHMYeHUiT B
TiepBbIe Hesleu Tepanuu

W3BErATb OrPAHNYUTb BE3 OrPAHUYEHWIA

MyuHble n3genus, Kpyrsi

Xne6 6enblii, Bbineyka, neyeHbe Xne6 yepHbIil, MakapoHbl
Xnonbst Ans 3aBTpaka C MOSIOKOM Xnonbsi 6e3 Monoka, KyKypy3a
Puc, 60608Bble MaHka peyka

MsicHble/pbI6HbIE U3AENNUS, KNPbI

KonbacHble usgenus Bce BUAbI HAaTypanbHoro Msica, anua

Bce pacTtutenbHble Xupbl

Bce BUAbI HaTypanbHON pbibbl,
MOpenpoayKTbl, pbibHblE KOHCEPBLI B Macne

Mos104YHbIE MPOAYKTLI

MonouHble  NpoaykTbl  (Monoko, TBOpor, | Mofoko C copepxaHuMeM nakTosbl MeHee | [MpeccoBaHHbIi Cbip
OrypT), KpOMe OTAENbHbIX COPTOB CbIpOB 90%

OBowwm/ppyKTel

KanycTa, nyK, orypubl KapToderns, ceekna Bce cBexue, 3aMOpOXeHHble OBOLWM (KpoMe
NepeYnCIeHHbIX B APYrUX pasaenax)

HaTtypanbHble dhpyKTOBbIE COKM, Mope Hecnaakue dpykTbl
LecepTei, HaNUTKM
[lecepTbl, cnapoctn opexu Iniokosa, ¢hpykTosa, mes
BapeHbe, cuponsl, cnaakve coku, TpaBsiHble  4Yau €  r1lOKO30i,  oTBap
rasvpoBaHHbIe HAaNUTKKN LIMNOBHUKA

Hab6nwodeHue, niaHossle 00c1e008aHUSL U Mecmbl

It TOro, YTOOBI OIIEHMBATH COCTOSIHME TanyeHTa, 3QQeKT MpoBoAMMOl GepMeHTHOI Teparmu,
dbusMoTepanuu CymiecTBYIOT pas3iMyHble TECThl U IKaabl. OueHb BaXHO HE OTKA3bIBATHCS OT
TIPOBEIEHNUST 3TUX UCCIeTOBAaHN, MTOTOMY UTO OHM IMOMOTAIOT BpauaM OOBEKTMBHO OI€HUBATh



COCTOAHME TTIallMeHTa, 000CHOBATD JIeUueHle UM BBECTU U3MEeHEeHMs B IIporpaMmbl pea6I/IHI/ITaHI/II/I
n a6I/II[I/ITaI_U/II/I. B TaGJ’[I/IL[e IepeuyncieHbl OCHOBHbIE€ MCC/I€OOBaHMA OJI IIAIMEHTOB C HIT-C un
IIepnMoaANYHOCTDb UX IMTPpOBeaeHNS.

[TeprOaMYHOCTb TOBTOPHBIX 0OC/IENOBAHNIT ITALIMEHTOB ¢ 60e3HbI0 HumanHa -ITuka tima C

MapameTpbl NMeproanYHOCTbL NOBTOPHBIX 06cnefoBaHuUi
O6une
MonHoe usnkanbHoe obcnenoBaHWe, BKAOYAS W3MepeHWe pocTa, Beca, Kaxable 6 mec

OKPY>XHOCTK rosoBbl

HeBponornyeckoe ob6cnegoBaHne

OueHka no wkane nHBanmaHoctn HIMC Kaxapbie 6 mec
Buaeosanucb OCHOBHbIX ABUraTesnbHbIX MYHKLNIA Kaxxable 6-12 mec
Braeo-33I MOHUTOPWHT, MO BO3MOXHOCTW, AHEBHOIO MM HOYHOMO CHa Kaxapble 6-12 mec

Apyrne nokasarenm

OueHKa NCMXOHEBPOIOrMYeCcKoro cratyca Kaxable 6-12 mec
AyanomeTpus, CNyxXoBble Bbi3BaHHbIE NOTEHUManbI Kaxapble 6-12 mec
3puTesibHble Bbi3BaHHbIE MOTEeHUMas bl Kaxapble 6-12 mec
BuHokynapHas 3N1eKTpookynorpadus (perucTpauus cakKaan4eckmx Kaxnable 6-12 mec

ABWXEHWI rnas)

JlabopaTopHbie nokasarenn

Buoxumumyeckuii aHanms kposu (ACT, AJTT, Kanbumii 06wwmi) Kaxable 6-12 mec

O6wWwmit aHanu3 Kposu Kaxapble 12 mec

WccneposaHve akTUMBHOCTU (PepMeHTa XUTOTpMO3MAasbl NaasMmbl KposBu (Mo Kaxapble 12 mec
BO3MOXHOCTH)

Y3W opraHoB 6ptoLlwHO NonocTn Kaxable 12 mec

MPT unn KT ronosHoro mMosra Kaxabie 12 mec

Menuko-reHeTU4YeCKasa KOHCYJ/IbTAalIUA

CeMbsIM, B KOTOPBIX eCTb nanyeHT ¢ HIT-C, oueHb BaKHO ITOCETUTH Bpaua reHeTHKa. Jleariye
BpauyM He BCErga MMEIOT BO3MOXKHOCTb IOTOBOPUTH C CEMbEl M paccKasaTb O BCEX PUCKAX U
BO3MOSKHOCTSIX, KOTOpble MOKET IMpPeIOCTaBUTh COBpPeMeHHasl TeHeTuuecKas CTyskba. Y Bpauda
reHeTHKa MOKHO Y3HAaTh O BO3MOXXHOM DPUCKE POKIEHMSI OOTbHOTO pebeHKa B ITaHHOI CeMbe,
MMpoiiT 06C/IemoBaHMe POACTBEHHMKAM, €I 3TO Heobxomummo. OO6CyOuTh BO3MOXKHOCTU
MIpeHaTaJbHO U MPeUMILIaHTAI[MIOHHO JMarHOCTUKMA.

IlpeHaTasbHAasI AMArHOCTMKA IIPOBOAMTCS Ha 9-11 Hemensx OepeMeHHOCTM. B KieTkax,
BBIZIEJIEHHBIX W3 BOPCMH XOpMOHA, (TO, M3 Yero B TMociemyiomeM (QopMupyeTcst ILIalleHTa)
OTIpeNieNIsSIIOT aKTUBHOCTh (hepMeHTa, M MPOBOAIT aHAIM3 ISl BbISIBJIEHUsS MyTaluii B reHe. Ha
OCHOBAaHUY MTPOBEJIEHHOTO aHAJIM3a JeIal0T BbIBOJ, O TOM 60JIeH TUIof 1iau 3M0poB. CoBpeMeHHbIe
TEXHOJIOTUM IO3BOJISIIOT IPOBOLUTh UM NPEMMIUIAHTALMOHHYI AMAarHOCTUKY: OIUIOLOTBOpPEHMe
TPOBOJUTCSI B MPOOGUPKe, 3aT€M OTOMPAIOT TOMbKO T€ OIUIOAOTBOPEHHBbIE IMOPUOHBI (HA CTaAUU
HECKOJIbKMX 61aCTOMEPOB), B KOTOPbIX HET CEMEHOI MyTaluy ¥ MMEHHO UX UMIUIAaHUTUPYIOT
(momcaXkuBaroT) B OpraHM3M mMatepu. [Ipu JaHHOI npouenype eCcTb CBOM PUCKM, KOTOpPbIe MOKET
Pa3bSICHUTDb Bpau reHeTHK.

I'me B Poccuy 3aHMMAaIOTCS AMarHOCTUKOM U JiedueHeM

B Haieit cTpaHe eCcTb MHOIO II€HTPOB, KOTOpble TomoratoT mnamueHtam ¢ HII-C u apyrumu
penkuMy  3a00leBaHMSIMU. B KakIOM M3 PErrMoHOB 3a OIpeNeNeHHON KIMHUKON Takke
3aKperieHbl 00s3aTenbCTBA TIO0  TPOBeAEHUI0 (epMEHTHOV 3aMeCTUTETbHOW Teparmu.
Heo6xoAyMo yTOYHUTD Y Balllero Bpava-TeHeTHKa B peruoHe Mocjie YCTaHOBIEHUS [MarHo3a Kyia
BaM cjleflyeT 06paniaThCs 3a IVIAaHOBOI U 38 9KCTPEHHO IIOMOILBIO, /M OHA TIOHAJOOUTCS.

V3HaTh GoJIbIIe

B mMupe ecTb MHOTO OpraHu3aiyii, KOTOpble MOTYT IIOMOYb BaM HAiiTH OTBETHI Ha JII06GbIE IPyTHe
BOMIPOCHI, CBsI3aHHbIX ¢ HII-C:

MeskmyHapOmHbINi TOPTaJ [0 peakum 6oesHsIM www.orpha.net


http://www.orpha.net/

EBpomeiickast opraHu3sanusi, 00beAVHSIONAsT MMalleHTOB C Pa3HbIMU PeIKMMU 3a60IeBaHUSIMU
EURORDIS www.eurordis.org

Oo6urecTBeHHbIe opraHusanuu 1 Gpouasl Poccun

HIT-C Tuma BXOOUT B repedyeHb opdaHHbIX 3a60/1€BaHNIA, IeUeHVe KOTOPBIX MIPOBOAUTCS 32 CUET
CPenCTB PervoHaabHBIX OIOIKETOB, ¥ IalMEeHTbl MMEKT BO3MOXKHOCTb JIEUMThCSI B Poccuiu.
[ToMoYb TaIMEeHTaM IOMYYUTb JiedyeHNe, MOBbICUTh MHOOPMUPOBAHHOCTH OOIIECTBA O PEIKUX
6oye3HsIX, a Takke JJ0OOMBATBCS TIPOIBVMKEHMSI 3aKOHOAATETbHBIX WHUIMATUB B 06OIaCTU
opdaHHbIX 3a607€BaHNMII MOIYT OGIeCTBeHHble OpraHM3alNKu. B ceTV MHTEepHeT MOKHO HaiTH
MHGOPMAINIO O TAKMX HEKOMMEPUECKUX 00beIMTHEHMSIX.

ITomo1up cembu

KoHeuHO, MHOTOe 3aBUCHT OT Bpaua, CKOJIbKO OH 3HAET MPO Ballie 3a60JieBaHNe, KaK IPABUIbHO OH
HA3HAYWI JIEUeHME U KaK XOPOIIO OH OOBSICHWI BaM IMPUHIUIIBI Tepanuu. Ho He 3a6biBaiiTe - OT
CeMbl 3aBUCUT YCIIEX JIEUEHUS] He B MeHbIIei crenenn. Hy>kHO cOGMOnaTh peKOMeHIAINM, HU
MpM KaKUX YCJIOBUSAX HE TEPSITh HALEXKAY M CAMOMY CTaTh SKCIIEPTOM B CBOEM 3a60JIe€BaHMUM.
UuraiiTe IuTEpATYpPY, 001IAITECH C CEMBSIMU, HE CTECHSIITECh 33/1aBaTh BOIIPOCHL. U aske ec/iu Bbl
He no6enuTe 6Gose3Hb TTOMHOCTbIO, U3MEHMTD KM3Hb K Jy4llleMy, CIe/aTh POSHOTO BaM YeloBeKa
CYaCT/IMBBIM B BallMX CyuiIax!

Ins mopeit ¢ markoii opmoit 3a6omeBaHNs HEOOXOAMMO HAyUUTbCS ObITh HE3ABUCUMBIMU OT
cBoux cemeii. He maBaiiTe pe6eHKY U MOAPOCTKY 3aMKHYThCSI B cebe. EMy HY>KHBI APYy3bsi, 00IEeHEe
¥ HaBBIKM CAMOCTOSITE/IbHOM SKM3HI.


http://www.eurordis.org/

ITpunoskenue I'l1 -I'N. llIkanbl oLieHKM, BOIPOCHUKU
U Jpyryie OeHOYHbIe MHCTPYMEHTbI COCTOSIHUS
IMAlVeHTa, IIpUBeeHHbIe B KIIMHUYEeCKUX

peKOMeHOaIusIX

IIpunoskenue I'l. Boipa>keHHOCTH KIMHUYecKux nposasiaenuii HII-C B
pa3sHOM Bo3pacTe

Bospact

dopma

KnnHuueckune npoaBfieHNA

< 3 mec

MepuHaTansHas

HeMMMyHHasi BOAsiHKa nioaa

acuuT nnoaa

renatocrsieHoMeranvs nnoaa
BHYTPUMEYEHOUHbIN X0ecTas
renartocrsieHoMeranus

MblLIEYHas TMMOTOHUS

3a/iepXxka MCUXOMOTOPHOrO pasBUTUSA

MHOUNBLTPATBI B NErKux

Ot 3 mMecsueB no 2
ner

PaHHAa MnageH4yeckas

renatocnieHomeranus
3aAep>xKa NCMXOMOTOPHOro pasBUTUS

MbllLeYHas rMnoToHNA

nporpeccupyLiMe MO3)Ke4KoBble paccTpoicTBa (aTakcus)

6ynbbapHbIi n nceBaobynbbapHbIv CMHAPOMBI (AM3apTpus, aucdarus)

Ot 2 no 6 net

Mo3aHsaa mnaaeHyeckas

renatocnsieHoMeranusa

yTpaTa paHee nNpuvobpeTeHHbIX MCUXOMOTOPHbIX HaBbIKOB

MbllWeYyHasa runoToHUsA

NpOrpeccupyoLine Mo3XeUKoBble pacCcTpoicTBa (aTakcus)
6ynbbapHblit U NnceBaobynbbapHbIi CUHAPOMbI (An3apTpusi, Aucdarus)
3nuNenTUYeckne NpucTynbl

BepTUKasbHbIV Napanuy B3opa (y AeTel cTapie 3 neT)

OT 6 oo 15

lOHoweckas (knaccuyeckas)

renaTtocrnieHoMeranus

yTpaTa paHee NpuobpeTeHHbIX HaBbIKOB

nporpeccupyoLive MoO3)Xe4KoBble paccTpoiicTea (aTakcus)

6ynbbapHbIit n NnceBaobynbbapHbIi CMHAPOMbI (An3apTpus, Avcdarus)
3nunenTuyeckme NpucTynsbl

3KCTpanupaMmnaHble HapylweHUs (rMnepkuHesbl, MblleYHble AWCTOHUW,
6paanknHesns)

BepTMKanbHbIii HaabAAEPHbIN Napanuy B3opa

renactnyeckas Katannekcus

Crapwe 15 net

B3pocnas

cnneHomeranmn/rena‘rocnneuomeranm

yTpaTa paHee npuobpeTeHHbIX HaBblKOB

KOTHUTUBHbIE HapyLweHusa

ncuxmaTpuyeckue CUMNOTOMBI (I'ICI/IX03bI, aAenpeccuum,
Wwn3oppeHonof06HbIE COCTOSHUSA)

nporpeccupyione Mo3Ke4yKoBble pacCTpoMcTBa (aTakcus, AM3apTpus,
ancaruns)

3NuNenTUYeckne NpucTynbl

3KCTpanupaMmuaHble HapyLweHus (TMNepKUHEesbl, MbIlEYHbIE ANCTOHWUK)
BEepTUKasbHbIV HaAbsAEPHbI Napanuy B3opa

refnactmyeckas Kartanjekcums

IIpunoskenne I'2. Ungexc BeposstHocTu auarHo3sa HII-C y aereii go 4 net




HasBaHue Ha pycckom s3bike: UHOekc BeposiTHOCTH auarHo3sa HII-C y gereii go 4 net
OpurnHanbHOe Ha3BaHMe (eciu ecTh): The NPC-suspicion index in patients aged <4 years.

Vcrounuk (ohuLMaNbHbIN caiiT pa3paboTunKoB, MybnmKaius ¢ Baauaamueii): Pineda, M., Mengel,
E., Jahnova, H. et al. A Suspicion Index to aid screening of early-onset Niemann-Pick disease Type
C (NP-C). BMC Pediatr 16, 107 (2016) doi:10.1186/s12887-016-0641-7

Tun (mogYepKHYTh):

e IIIKaJIa OLIEHKU
® JHJEKC

® BOIIPOCHUK

® Jpyroe

HasHaueHue: KIMHMYECKas] OMAarHOCTMKA — OLleHKA BeposiTHOCTM auarHo3a HII-C y mauyeHTOB
MJIamie 4 jierT.

Comep>kanme (IabioH): KaKOOMY M3 CUMIITOMOB, XapakTepHbix mysi HIT-C mpucBauBaeTtcs
orpeie/IeHHbII 6asl B 3aBMCUMOCTM OT 3HAUMMOCTH 3TOTO CUMIITOMA B AMArHOCTVKE 3a60eBaHMs.

Kittou (MHTEpIIpETaIys): Ipyu CyMMe Oa/IJIOB 60siee 6 BepOSITHOCTHM IMATHO3a CUUTAETCS BHICOKOM

Heomatansmuii Anamuey
1] r - o
UHC Cenerenna LTS Nerume nepwon comeimii
Crneno Nefounpee
Meranua uHdunsTpaTe
lenacTmyeckan JatAmman
atanne ATy
HATannescua eATYRA Bogama Poguren
Bept . MW AT wnm cubow
TR T npamoro nnoga ¢ HN-C
HARBAREPHMR Gunmpybuna
Napanky B30pa
fenaro-
METANMA
Aononumressno NonoannTensmo
UHC + CINEHOMET ANHA
Atancna Arancuna
/! AV Y %\
YMcTBEHHAR YMCTBEHHAR \\ / \r.«' \\/X \.\.//
SICTANGE Tl GICTARDE TR v
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Pucynok 1. Hekc BeposiTHOCcTM nuarHo3a HII-C y mereii go 4 et

IMpumevanye: CUMITOMBI aTakCUs M YMCTBEHHAsl OTCTAJOCTb SIBJSIIOTCSI JOTOTHUTEIbHBIMU U
YUYUTBIBAIOTCS TOJABKO IIPM HaIM4YMM OCHOBHBIX CHMIITOMOB (rejacTMyeckasl KaTallJleKCus,
BepPTUKAJIbHbBIN HALBSLEPHBIN IMapaind B30pa, CIIZIEHOMEeTraus)

IIpunoskenmne I'3. Unaekc BeposiTHOCTH auarnosa HII-C y gereii ctapuie 4
aer

HasBaHue Ha pycckom si3bike: HIAeKRc BeposiTHOCTU auarHosa HII-C y mamnyueHTOB cTrapuie 4
Jer

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

VicTouHMK (0UIMaIbHBINA CaiiT pa3pabOTUMKOB, ITyommKamus ¢ Baauganyeii): 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.

Twun (MOKYepKHYTD):

e IIKaJa OIIeHKU
* JHIEKC

® BOIIPOCHUK

¢ Jpyroe

Ha3HaueHme: KIMHUYECKas IMArHOCTMKA — OlLleHKa BeposTHOCTU nmuarHo3a HII-C y maiueHTOB
crapiie 4 jer.



ComepskaHue (II1abJIOH): KakOOMy M3 CUMIITOMOB, XapakTepHbix mjiasi HII-C mpucBamBaeTcs
oIpeneNeHHbIii 6aJl B 3aBMCUMOCTY OT 3HAYMMOCTH 3TOTO CMMIITOMA B AMAarHOCTVKE 3a00IeBaHusl.

Kitou (muTepriperauus): Inarto3s 6oie3uy HumanHa -ITnka Tumna C cuuTaeTcsi BBICOKOBEPOSITHOI
rpu cymme 6asutoB 6osee 70

yaill N N N
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Comednnif anamued (1 crenewnn - 40 Bannos; 2 cvenesn - 10 Gaanoa)

Puck 2 cmenemu:
Puck 3 emenenu: 4

podumeny wiu cubes ¢ HN-C 2 f::m’“d"" Opamen/
( nPorHocTMYECKMABAM ()

Pucynoxk 2. ngexc BepossTHOCTU AuarHosa HIT-C y nauyeHTOoB cTapiie 4 et

IIpunokenue I'4. CraHZapPTHBIN BUAEO0 IIPOTOKOI AJI1 KIMHUYECKOM
OLIEHKU JBUTATEIbHbBIX PYHKIIMIA

HasBaHue Ha pyCCKOM SI3bIKE: BU/IE0-IIPOTOKOJ OI€HKM ABUTaTeIbHbIX (yHKIMit mpu HII-C
OpuruHanbHOe Ha3BaHMe (ecu ecTh): Standard video protocol for clinical assessment

VcTounnk (opuIMaabHbIA CaliT pa3paboTUYMKOB, IMyOaMKaLus C Bajupaaimeir): James E. Wraith,
Matthias R. Baumgartner, et al. Recommendations on the diagnosis and management of Niemann-
Pick disease type C, Molecular Genetics and Metabolism, 2009,Volume 98, Pages 152-165,Tun
(TTOmYepKHYTB):

e [IKaja OLeHKU
* MHJEKC
® BOIIPOCHMK

HasHaueHye: KIMHMYECKasl AMAarHOCTVKA — OLIEHKA IBUTaTeNbHBIX (QYHKIMII OO Tepamuyu U Ha
(one neuenus

Conepykanue (11a6JI0H): BUE0 PETUCTPAIMS OCHOBHBIX CUMITTOMOB, XapakTepHbix st HIT-C.



Kittou (MHTepripeTanus): moMoraeT 3auKCMPOBATh OCHOBHBIE KIMHMYeckue rposBierust HIT-C u
OIIEHUTh TMHAMMUKY UX M3MeHeHUiT Ha GOHe JTeueHust

1. Peub (30-45 c)

o IIpousHecute dhpasy, Hanpumep, «IIpuBeT, CEromHSs UyoeCHbIN NeHb» (3 pasa)

2. IBVDKeHUS YK

Bupgeo npoTokon

e CxumaHue U paszkumaHue kucteit (5-10 pa3 kaxmoit)
¢ TIpoTMBOIIOCTaBIIEHNS GOBIIOTO MMAIbIIA TI00YEPETHO C KAKABIM aIbLeM

¢ [lasblieHOCOBas MPo6a ¢ OTKPBIThIMM ITa3amu (5—10 pas ¢ KaskIoii CTOPOHBDI)

3. CTosiHMe U X0Obba 60CHMKOM

e CrostHue: crorrbl BMecTe (15 ¢)

e CrostHMe: CTOITBI OFHA 3a Apyroii (15 ¢)

¢ Xompba + HOpMaJIbHBIN ITOIyo60poT (15 ¢)
e TanmeMmHas xomb0a (CTOIBI OfHA 3a Apyroif) (15 ¢)

4. [Incbmo/pycoBanme (OMMHAHTHAS PyKa)

e Hamumnte ¢pasy, Hanpumep «CeromHsl UyIeCHbIN IeHb». [JisT MajleHbKUX JeTeil: chaenaiTe
PUCYHOK WY CIIUPATb

e Ckomnmpyiite CTpaHULy

5. IBV>KeHMU T1a3

e CamMonpou3BOJIbHbBIE ABMKEHMS IIa3: BBePX, BHU3, BIIPABO, BJIEBO (ABa I[MKIIA)
e CnexeHMe ia3amu (3a majblieM): BBepX, BHU3, BIPaBo, BEBO (ABa pa3a, OlleHKa CKOPOCTH)

[Ipumeuanne: IlanmeHTHl MJIaJE€HUYECKOTO BO3pacra C He6OoJIbIOoI BE€POSATHOCTBIO CMOTYT

BBIITIOJTHUTH HEKOTOPbIE TE€CTbI, YIIOMSHYTbI€ BbIIIE; BUAEO03aIlMCh JO/DKHA IMTPOBOAUTCS C COIVIaCHUs

poouTesa Mian OINeKyHa y MaleHTOB OeTCKOI0 BOo3pacTa MM C COorjacud ImauyeHTa, eciin OH/OHa

SIBJISIE€TCS B3POC/TIBIM.

HpI/IJIO)KeHI/Ie I'5. Knuanueckue ucaiesgoBaHmusa C IPMMEHEHMEM

murirycrata nmpu 6onesun Humanna-Iluka, Tumna C

yyactve B cneayoliem
12 MecsiYHOM OTKPbITOM,
HEKOHTPOINPYEMOM

JTane nccneaoBaHus.
12 MecsiuHoe,

HasBaHue wccnepoBauusi | [usaiiH uccneaoBaHus Kputepun OLleHKM 3aknioyeHue YpoBeHb
1 aBTOpbl (Ny6ankaummn) 3hbheKTUBHOCTHN A0Ka3aTeNbHOCTN
(6e3onacHocTn)

KnuHunueckoe 12 MecsyHoe MepBMYyHas KOHeYHas Toyka MonoXuTenbHbIN B2
uccneposaHue pPaHAOMU3NPOBaAHHOE, 3 eKTUBHOCTH - nuk adekT Mmurnycrata Ha
0GT918-007: KOHTponpyemoe CKOPOCTU  FOPU30HTaNbHbIX HeBposiornyeckme
PaHaoMM3MpoBaHHoOe, vccnefoBaHne cakaAn4eckmx LIBVKEHWIA nposiBNeHus 6onesHun
KOHTpo/siMpyeMoe a3t deKkTUBHOCTN " rnas, HSEM-(alpha), HumaHHa-Muka Tuna C y
uccneposaHue no | MNepeHoCcUMoCTH olleHMBanacb C MOMOLbIO | B3POC/bIX/MOAPOCTKOB W
NpUMEHEHUI0 npenapata  3aBecka® KOMMbIOTEPU3MPOBAHHbIX AeTeil 6bln CTabunbHbIM
Muraycrarta y Bpociabix (muronycrar) y 29 MeTo0B. BTopuyHble [ coxpaHsancs Ha
U aeTei ¢ 60se3HbIO | B3POC/bIX U MOAPOCTKOB | KOHeuyHble Touku: HSEM-b | npoTsikeHun Tepanum 24
HumaHHa-MNuka Tuna C nauveHToB | (MepBMYHas MakcumanbHas | Mecsiua. [AnuTenbHbli
Patterson MC, Vecchio D, nonyyanu nevexve CKOpOCTb OCHOBHO npuvem MurnycraTa
Prady H, Abel L, Wraith npenapaToMm Muraycrar, nocnepoBaTtenbHocT HSEM- obecneynBaeT
JE. Miglustat for 9- Haxoaunuchb Ha HaKMoH amMnauTyAapl), TepaneBTUYecKyo
treatment of Niemann- CTaHAapTHOW rnoTaHve, CnocobHOCTb K nonb3y, uTO
Pick type C disease: a Tepanun).29 B3pOC/bIX nepeasvXeHnto " noaTeBepxaaeTcs
randomized controlled 60NbHBbIX, W3 KOTOPbIX Helripodusnonornyecknin cTtabunusaumei
study. Lancet  Neurol 20 nonyyanu B TeyeHue cTatyc OCHOBHbIX  MapaMeTpoB
2007;6(9):765-72; 12 mecaues murnycraT B nporpeccMpoBaHus
Wraith JE, Vecchio D, pose 200 Mr Tpu pasa B HEBPOIOrNYECKNX
Jaklin E, Abel L, Chadha- AeHb, a 9 uenosek nposiBNeHni
Boreham H, Luzy C, nonyyanu CTaHAapTHYO 3abonesaHusa y
Giorgino R, Patterson MC. Tepanuio. B cneayowmne 6onbwurHCTBa
Miglustat in adult and 12 MecsiueB BCe nauMeHToB.
juvenile patients with 6onbHble npuHUManun
Niemann-Pick disease Muraycrar.
type C: long -term data [etn B BO3pacte 4-11
from a clinical trial. Molec ner, npenapart
Gen 09 npumeHsnn B  [03e,
[10,11] paccyuMTaHHOW  Mcxoas

n3 niowazau

NOBEPXHOCTN Tena.

MauneHTsbl,

3aseplumBLLMe 12

MeCSIYHY0 dasy

nccnefoBaHus,

NPOAO/KUIN Tepanuio n

cMornmn NpPOAOC/IKUTL




OTKpbITOE,
HECPaBHUTENbHOE, I
dasbl nccnepoBaHue
NpUMeHeHWUsa npenaparta
3asecka® vy feTen B
Bo3pacte 4-12 net 6bi10

nposeaeHo
napannenbHo C
PaHAOMU3UPOBAHHbBIM
uccneaoBaHnem
B3pPOC/bIX  MaLMEHTOB.

MauneHTbl, Tak Xe Kak
4 B nepsom
nccnenoBaHum,
NPOAOC/IXUAN Tepanuio B
12 MecsiYHOWN OTKPbITOW
base.

MynbTuUeHTpoBOe
Ha6bnoparenbHoe
peTpocneKTMBHOE
KOropTHoe
nccnepoBaHue
npUMeHeHus
Muraycrarta y
naluneHToB [
6onesHbro HM-C

Pineda M, Wraith JE,
Sedel F, Hwu WL,
Rorhbach M, Bembi B,
Walterfang M, Koronke
GC, Marquardt T, Luzy C,
Giorgino R, Patterson MC.
Miglustat in patients with
Niemann Pick disease
Type C (NP-C):
multicenter observational
retrospective cohort
study. Mol Gen Metab.
[28]09Nov;98(3):243—9

PeTpocnekTnsHoe,
HabntopaTenbHoe
KOropTHOe
vccneposaHve  y 66
nauneHToB,

noslyyaBWnX _ neyeHune
npenapatom 3aBecka®
(murnycrar) BHE
KITMHUYECKNX

nccnenoBaHui B

cpeaHeM B TedeHue 1,5
net. YuactBoBanu 25
SKCMNEPTHbIX  LIEHTPOB,
nposoannach oLleHka
nauuneHToB,
HabnoaaBLnxca B
2003-2008 rr. OueHka
3(pPeKTMBHOCTN
npenapata  3aBecka®
nposoaunack Mo _Lukasne
nHBanuaHoctn HIM-C

OueHka
npenapata
(murnycraT)

3 deKkTMBHOCTN
3aBecka®
npoeoannach
no wkane WHBaIUAHOCTU
HM-C, n3MepeHus
NpoBOAVANCH no 4
K0YeBbIM KpUTEPUSM
HeBpOJIOrnYeckoro
YXYALIEHUS npu HM-C:
CcrnocobHoCTb K
CaMoCTOoSATENbHOMY
nepesBMXEHNIO,
MaHUNynsuum pyKamu
(aucToHusa/ancmeTpus),
peub n rnotaHue. OueHka
npovsBoaunack Tpvxabl (Ha

MOMEHT NMOCTaHOBKU
AnarHosa, Ha MOMEHT
Ha4ana nevyenHuns,

nocneaHuii ocMoTp)

Crabunusauus C3
HEeBpOIOrnyecknx
nposiBNeHui
3aboneBaHus  siBAsieTCs
Haunyywen AOCTUXMMON
TepaneBTUYECKON Lenbio
y nauuneHtos c HM-C,
MNMEoLLMX
HeBposioruyeckue
NposiBNeHus,
oTpaxatouime
HeobpaTumyto  rubenb/
noBpexaeHne HeMpPOHOB.
HacTosauiee
nccneposaHne
ZAeMoHCTpupye, 41O
Muraycrat MOXeT
cTtabunusunposaTtb
HeBposiornyeckmne
nposiBieHNs
3abonesaHus y
6onbwmnHCcTBa
nauueHToB, B 4acTHOCTU
y B3POCTIbIX "
noApocTkoB. BospacT Ha
MOMEHT ANarHoCTUKM
okasblBan BAMUAHWE Ha
OTBET Ha reyeHne, a

KnnHun4yeckas nonb3a
(T.e. 3amenneHune
rnporpeccupoBaHus
3abonesaHus)
Habnopanacb " y
nauneHToB paHHero
Bo3pacra.

ITpunokenue I'6. T'pyniibl MPOAYKTOB, KOTOPbIE CJIeAyeT UCKIIUNTD/
OrpaHUYUTD/TIPUMEHATH 0€3 OrpaHNYeHU B IIepBbie Hele/lIu Tepanmumn
nmperapaTomM MMUIITYCTaT

N3BErATb

| OrPAHUYUTDL

BE3 OrPAHUYEHWIA

MyuHble n3genus, Kpyrbi

Xneb6 6enbiii, Boineyka, neyeHbe

Xneb yepHbIi, MakapoHbl

Xnonbs ANa 3aBTpaka C MOIOKOM

Xnonbs 63 Mosnoka, KyKypy3a

Puc, 6060Bble

MaHka

peyka

MsicHble/pbI6HbIE U3AENNSI, KNPbI

KonbacHble usaenus

Bce Buabl HaTypasbHOro Mfaca, ﬂVILla

Bce pacTtutenbHble XuUpbl

Bce BUAbI HaTypanbHoM pbibbI,
MOpenpoAyKTbl, PbibHbIE KOHCEPBbI B Macne

Mosnoy4Hbie NpoAyKTbI

MonouHble npoaykTbl  (MOMIOKO, TBOpOT, Monioko C coaepXaHuWeM flakTo3bl MeHee MpeccoBaHHbI Cbip

OrypT), KpOMe OTAe/NbHbIX COPTOB CbIpOB 90%

OBowmn/ppyKTbl

Kanycra, nyk, orypusl KapTodenb, cBekna Bce cBexwue, 3aMOpOXeHHble 0BOLWM (KpoMe

nepeyncneHHbix B Apyrux pasaenax)

HaTypanbHble GpyKTOBbIE COKM, Miope Hecnaakue bpykTbl

AecepTbl, HanUTKn

[LecepTbl, cnagoctu opexw Inioko3a, GppykTosa, mea

BapeHbe, cmponbl, cnaakue coKH, TpaBsHble 4Yau C  [J/IlOKO30M,  OTBap

rasMpoBaHHble HanNUTKn

LWNMOBHUKA

ITpunoskenue I'7. [lepogMIHOCTH IOBTOPHBIX 00C/IETOBAHMI ITALMEHTOB C
6one3snbpio HumanHna -Iluka tuna C




NapameTpbl NMepuoanUHOCTb NOBTOPHbIX 06cnegoBaHuin

O6wne

MonHoe ¢usukanbHoe obcneaoBaHWe, BklOYas W3MepeHWe pocTta, Beca, | Kaxable 6 Mec
OKPYXXHOCTM rOsI0BbI

Hesponornyeckoe o6cnegosaHne

OueHka no wkane nHeanuaHoctn HMC Kaxable 6 Mec
Buaeo3anncb OCHOBHbIX ABUraTeNlbHbIX (PYHKLMIA Kaxable 6-12 mec
Buaeo-33I MOHUTOPUHI, NO BO3MOXHOCTW, AHEBHOIO MW HOYHOrO CHa Kaxable 6-12 mec

Apyrne nokasarenn

OueHKa NCUXOHEBPONOrMYeCcKoro cratyca Kaxable 6-12 mec
AyanomeTpus, CnyxoBble Bbi3BaHHblE NOTEHUMUanbI Kaxnable 6-12 mec
3puTenbHble BbI3BaHHbIE MNOTEHLManbl Kaxable 6-12 mec

BuHoKynapHas 3N1eKTpooKynorpapus (pervcTpauusa CakKaAn4eckmnx Kaxpaple 6-12 mec
ABWKEHWI rnas)

Jla6oparopHble nokasarenun

Buoxumunueckunii aHanms kposu (ACT, AT, kanbumnii o6wwmnii ) Kaxxable 6-12 mec

O6LWKit aHanm3 KpoBu Kaxapble 12 mec

WccnepoBaHve nusocduHrommenvHa 509 B nNATHaxX KpPOBU W/WNAM XonectaH Kaxable 12 mec
Tpuona B njasme Kposu

Y3W opraHoB 6ptoLHOM NON0CTH Kaxapble 12 mec

MPT nnu KT ronoBHoro mosra Kaxable 12 mec

ITpunoskenue I'S. IlpaBmia 3a6opa 6MomMaTepuasa aJjis IPoOBeIeHNs
JVIarHOCTUKYU B MSATHAX BbICYIIEHHOV KPOBU

KpoBb cobupaeTcs Ha cTaHAapTHY KapTouky-cdunbTp (N2903),

KOTOopas npuMeHdAeTcsa A5 CKPUHUHIa HOBOPOXAEHHbIX B =
Poccuiickoin ®epepaumn WAM  aHaNOrMYHYO AN NONyYeHUs
Ccyxoro naTtHa kpoBu. KpoBb MOXeT 6bITb, Kak kanunnspHas (13
nanbua, NATKW), Tak U BeHo3Has. BeHo3Has kpoBb cobupaetcs
-

B MpobupKy, akKypaTHO MnepeMellnBaeTcs W 3ateM 6bICTPO C
MOMOLLbIO MUNETKN HAHOCUTCS Ha GhuabTp No 25-50 MKA KPOBKU
Ha KaXaylo BblAeneHHyt obnacTb. Heobxoanmo XopoLwo + Kana ASA%HM NGNHGETRK NPNHTATS KRYRGH ¢ GERATHOM CTORaHM
nponutatb BblAeNEHHYO o6nactb Ha dunbTpe (puc. 1). + He KBCHATECE GBABCTH, POMHTEHHOR KROBYI

MpeanoytutenbHo cobupaTe ob6pasubl nocne eabl 4vepe3 40
MUHYT - 1 yac. Bo3MOXHO Takxe ocyllecTBuTb 3abop KpoBu 1

HaToLlak.

Ha «kapTtouke-cunbTpe o06s3aTenbHO  AOMXHbLI  6bITb  YETKO

ykasaHbl O®WO, keM W OTKyAa HanpaefeH nauueHT, AaTta

poxzaeHus u TenedoH Nevallero Bpaya (pPUCYHOK 2).

O6paseLl, cyxoro nATHa KPOBWU BKIaAblBAETCA B YNCTbIA KOHBEPT,

7M60 B uuCTblii  dakin. KapTouka-ounbTp He AOMKHA | pycypok 1. O6pasel, MPaBUALHOMO HAHECEHMS KPOBM Ha KapTOuKy-
COMpUKacaTbCs C rPA3HON MOBEPXHOCTBIO M C 06pasLaMn APYruX | dunetp

nauueHToB. HeO6X0[:|I/IMO NPUNOXUTb K 06pasuaM - —
MHd)OpMMpOBaHHbIe cornacusa naumeHTa WKW ero 3akKOHHbIX "'"‘-\ (-"“'"-\ f‘“‘\ ’-"-.\ --.\
I'Ipe,CLCTaBMTeJ'IeVI Ha npoBeaeHne na6opaTopr|>< Mccne,qosaHmﬁ I A | L L J v ! \
[ I\ I\ I\ I\ I
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SHO Masienta

fara poosfEnna [aT3 ganTHA KPOEM Mon
S0 Bpaa

Ny / fopaa [ Aapec

E-mail spasa

Tesedon npasa

Tecr
[Jaton [Jnosne [Jrowe [Jmnca [Juse-6rr [Juseors

] cemensnst cxpustine. Nyraumm

) PucyHok 2.
O6pa3sey kapToukn-bunbTpa

ANTOpuUTM AEeiicCTBUIT MeOUIIMHCKOTO IIEPCOHAIA P B3ITUM 00Pa3IoB KPOBU

® BBIMBITb DYKM (TUTM€HMUYECKMI YPOBEHbD), HAZeTh I€PUATKH;

e BBIMbBITh PYKM ManyeHTa (MSITKy pebGeHKa, B c/Iydae, /i KpOBb 6epeTcst U3 MATKN);

e IIpoTepeTh 06/1aCTb IPOKAJIbIBAHMSI CTEPUJIbHON candeTkoi, cMoueHHOH 70% crnuproMm,
MMPOMOKHYTh CYXOil CTepUJIbHOI candeTKOii; MIPOKOJIOTh CTEPUJIBHBIM OFHOPa30BbIM
CKapudUKaTOPOM;



® CHSATH MIEPBYIO KAILII0 KPOBY CTEPUIIBHBIM CYXMM TAMIIOHOM;

e MSTKO HAZABUTh [JIS IIOJTYYEeHMST BTOPOJ KaIli KPOBMU;

* IIPUJIOKUTH [TePIIeHIUKYIISIPHO TeCT-0/IaHK K KaIljie KPOBM U IIPOIIATATh €r0 KPOBbIO HACKBO3b;

® aHAJIOTMYHBIM 06pPa30M HAHeCTM Ha TecT-OlaHK 6-8 Kallejb, BUJ, IISITEH KPOBU IOJKEH ObITh
OIMHAKOBBIM C 06€MX CTOPOH.

¢ BBICYIINATDb TECT-6JIaHK B TOPM3OHTAILHOM ITOJIOKEHMM Ha YMCTON 06€35KUPEeHHO TOBEPXHOCTH
He MeHee 4 4 6e3 IIpMMeHeHMs TeII0BOI 06paGOTKM 1 TIOTIaAaHMsT ITPSIMbIX COJTHEUHBIX JIyUeli;

* YIIAKOBaThb TeCT-OGJAHKM B UMCTBII KOHBEPT TakKMM 00pasoM, uTOOBI IIITHA KPOBU He
COTPUKACANACH.

OcoGeHHOCTY TIPU MHPY3MOHHO Tepanumu

HekoTopble MamyMeHThl MOTYT MOAYYaTh MHQY3MOHHYIO Tepamuio, MepeMBaHie KOMIIOHEHTOB
KpOBM, UTO MOKeT OKa3aTb BIMSHME Ha pe3yabTaThl TecTOB. Harpumep, Iipu IepeauBaHUN
IJIa3Mbl  KPOBM MOTYT OBITh TIOJyYEHbl JIOKHO-OTPULIATEJbHbIE DPE3YIbTaThl, TaK KakK
omnpepnesnsieMble (hepMEHTbI HAXOSTCS B IJIa3Me U B KJI€TKaX KPOBU. PeKOMeHIyeTcsT OCYIeCTBUTh
3a060p KpoBu mjs1 depmeHTHO M OHK-muarHocTuky He 9 paHee ueM uepe3 6-7 OHel Iocie
repeyiMBaHus IJ1a3Mbl KpoBU U uepe3 7-10 mHeli 1ociie nepeyBaHMsl KOMIIOHEHTOB KPOBU

He nomyckaetcst 3a60p KpoBU

e Cpa3sy [ocjie MPOBeAeHMS MalyeHTy MHGY3MOHHO! Tepanum;
e Cpa3sy [ocjie 3aMeHHOTO IepeTBaHus KPOBMU.

XpaHeHMe ¥ TPAaHCIIOPTUPOBKA GuMoMarepuaia

O6pasipl BHICYIIEHHBIX IISITEH KPOBM MOKHO XPaHUTh B OOBIYHON Kamepe XOJOOMIbHMKA IpU
+40C pgo ornipaBku. CpoK XpaHeHMs 0 MOMEHTA OTIpPaBKM He [OJIKeH IpeBbiliaTh 7 nHel. Ecin
XPaHUTH JTOJbIle U TIpU GoJiee BBICOKON TeMIlepaType, TO aKTMBHOCTb (hepMeHTa Jaske B HOpMeE
MO>KET CHIDKATBCSI, YTO IPUBEAET K JIOKHO-TIOJIOKUTE/NbHBIM pe3yJ/ibTaTama



