aTO# GporIo-
pe MbI ocTa-
paemcst oT-
BETHUTD Ha
OCHOBHBIE BO-
TIPOCHI, KOTOPbIE 3aAI0T
ALMEHTHI 1 UX POJIUTE-
JIM, KOT7ia UM yCTaHOBHJIH

HOBOPOJIC@CHHI)DC — Hyacmoma 603HUKHO-
6eHUA 3a001e6AHUSA

JIMarHO3 PEIKOTO HaCe-
CTBEHHOTr0 3a60J1eBaHNA —
607e38p HumanHa — I1uka,
tun C (HII-C).

OTBeTUTh Ha BCE BONPOCHI
B GpomIope HEBO3MOXKHO,
TI03TOMY €CJIM OHM MOSIBIIA-
I0TCS, TO X CTOWT 3a/1aTh
CBOEMy JieyalleMy Bpady
WIIH, TIOCKOJIBKY 3TO 3a60-
JieBaHUe HaCJIefICTBeHHOe,
Bpayy-TreHeTUKy.
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Korza nuarHo3 ycraHoB-
JIeH, 9acTo He 0O0MTUCH
63 OMOIIY ¥ MOAIEPIKKH
00111eCTBEHHBIX OPTaHK3a-
1uil. B Hux paboraror na-
LIVeHThI U UX POJHBIE, KO-
TOPBIE yKe IIPOLUIU Y Th,
HOPOi HeJlerkui, K MoJy-
YEeHUIO COBPEMEHHOTO Jie-
YeHUs1, ¥ OHU MOTYT Bac
HoJ/iepXaTh B TOT MOMEHT,
KOTZIa BBI TOJIBKO Y3HAJU

0 ZIMarHose.

MbI HameeMcsi, 94TO Gpo-
III0pa MOMOXET BaM Ha
nepsoM atamne. Ho He 3a-
ObIBaiiTe: 11060 Yeso-
BeK — 0COOEHHBIN U K Ka-
KIOMY HY)KeH MHIUBU/Y-
anbHbIH moaxon. [TosTomy
TI0 BCEM MEeJIUIIMHCKUM BO-
IIpOCaM KOHCYJIbTUPYHUTeCh
CO CBOKMM BpayoM, a o0e-
CTBeHHbIE OPraHU3aL1N
TallMeHTOB BCErzaa mpo-
TSHYT B TPYAHYHO MUHYTY
PYKY TOMOIIIH.

Bcepoccuiickoe 06uecmao
oppannmsix 3a60ne8aHuil



MOﬂeKlea xojsiecmepuna
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Mpu Hayane 6one3Hu B 6o1ee
nosagHeM Bo3pacTe HA MepBbiv
M71QH BbIXOAAT HEBPOIOrMYecKme
CUMMTOMbI: HOPYLUEHWST MOXOAKM,
[7TOTAHMS, TOHYCQ MbILLL]

«ByHT»
XxonecTtepmHa

Bonesnp HumanHa - ITuka, tun C (HII-C), - penxoe Ha-
crencrBeHHoe 3a6oneBanue. HIT-C BcrpevaeTcs ¢ 4acTo-
Toi 1:120-1:150 ThIC. HOBOPOXX€HHBIX U CBA3AHO C My-
TauusamMu B redax NPC1 nnu NPC2.

IIpu 3TOi1 60JIe3HN HapyIIaeTcs: MeTaboIM3M OlpesieieH-
HBIX TUNUA0B (KupoB). Cpeny CUMITOMOB HanboJee Ya-
cTO HabJII0/IAI0TCS TTPOGIIEMbI TIPY [JIOTAHUU, 3aTPYAHEH-
Has peyb, U3MeHeHHe II0XOIKY, HapyLleHre ClIOCOOHOCTH
BBINOJIHATH IPOU3BOJIbHbIE IBY)KEHUSA U IIPOTPeCcCUpYIo-
1llee CHIDKeHVe NHTeJIIeKTa, B UTOTe IPUBOJsIee K 1ie-
MeHIIHN.

Cumnrome 60s1e3uu HIT-C upe3BbiuaiiHo pa3HoO6pasHbl,
KaK ¥ CKOPOCTb X IIporpeccrupoBaHusi. BojesHs yaine Bee-
r0 /1e0I0THPYeT B IETCTBE, HO MOXXET IIPOSIBUTHCS U B Iep-
Bble MeCSIIbI I0CIe POXKAEHNS, @ TAK)XKe ¥ B3POCIIbIX.

Bosesus HII-C — HacnecTBeHHOE 3ab0ieBanue. B pe-
3ysnbTare MyTauuii B reax NPC1 niau NPC2 Hapymaercs
00MeH BaXKHbBIX JKMPOB U X0JIeCTEPHHA B KJIETKe.

XoJ1eCTepUH — 3TO CI0XKHOE ¥ Ba)XXHOE BeleCTBO, OTBET-
CTBEHHOE 3 BBIIIOJIHEHYE IMPOKOro CrieKTpa GYHKLMI

B opranu3Me. OGMeH X0/iecTeprHa Ype3BbIYaiHO CIIOXKeH:

TOJIBKO /IJIS1 €70 CHHTe3a HeOOXOMMO OCYIIleCTBIIEHE
okoJ10 100 mocsieoBaTeIbHBIX peakiuii. I1o 6obIieit
YaCTU OH TPaHCIIOPTUPYETCs B KPOBU He B UUCTOM BUTIE,
a B KOMILIEKCHBIX COeIMHEHUAX, KOTOPbIe OBIBAIOT IBYX
BUJIOB — JIMIIONPOTENHBI HU3KOH IoTHOCTH (JITTHIT)

U JIUTIONIPOTeNHBI BHICOKOM mnoTHocTH (JITIBIT) .
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puck posxcoenus 6016HO-
20 peGenxa

H3eecmno Heckonvko
peodxux nHacnedcmeen-
Holx 3a601e6anuil,

Komopboie c64a3amol
C HaApyuweHUuUAMuU 006-
MEHa xoJiecmepuna

O6a podumens aensrom-
CL HOCUMENAMU Myma-
uuu, 1o He 6oserom

Bonwnoi peGenox na-
cedyem o0Hy KOnuro
OonvH020 2ena om omua
u 00Hy om mamepu
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XoJecTepuH ABNAETCS )XU3HEHHO HEOOXOIUMbIM BEIIECTBOM, TaK KaK UIpaeT O4eHb
BA)XHYIO POJIb B MeTab0JIM3Me KJIeTOK. DTO HeOOXOAUMBIN KOMIIOHEHT BCeX KJIETOUHBIX
MeM6paH, IPUHUMAIOLIMI y4acTHe B BHIPabOTKe BceX TOPMOHOB, BKJIIOUasl TECTOCTEPOH,
3CTPOTeH U KOPTU30J1. X0eCTepUH TaK)Ke HeOOXOMUM ISt MO3ra, OH CHa6KaeT TKaH!
OpraHu3Ma aHTUOKCUAAHTAMU.

XoJectepuH, IPUHOCKMbIH KpoBbio B Buje JITTHII, mocTymnaer BHyTPb OCOOBIX My3bIPb-

KOB B KJIeTKe rocsie coenunenus JITTHII ¢ ero perenrropamu Ha Mem6pate. 3atem JITTHIT

MOCTYIAaIOT B KJIETOYHbI€ OPTaHEJIJIbI — JIN30COMBI.

Yy

Manvuurxu u desourxu 6onerom
C 00UHAKO0B80T YacMomou

ITocine sroro JIITHII nepeBapuBaroTCA:

B 9TUX peaKUUAX IPUHUMAIOT y4acTue He-
CKOJIbKO epMeHTOB U GeJIKOB, B TOM YHCIIe
Genku NPC1, NPC2, a BbICBOOOIMBIIHIACS
X0JIeCTepHH Yepe3 MeMOpaHy JIM30COM I10-

3ab6onesanue moicem npos-
CTyIaeT B LIUTOILIA3MY.

B8UMBCA 6 PA3ZHOM 603pacme

VI3BeCTHO HeCKOJIBKO PeIKUX HaCJe/ICTBeH-

HBIX 3200JIeBaHUI, KOTOPbIE CBA3aHBI C Ha-

pyleHnsIME 0OMeHa XojtecteprHa. OXHM U3 HUX 06YCIIOB/IEHb! HapYIIeHHAMY ero MeTa-
6013Ma BHYTPHY KJIETOYHBIX OPTaHeJUI — JIN30COM: HeIOCTATOYHOCTb KUCJIOH JIUIa3kl,
6ome3up Humanua — [Tuka (tun C). B kiieTkax HepBHOIA cucteMbl Tpu HIT-C 0CHOBHBIM
HaKaIIMBaeMbIM MaTepHaoOM BJIAETCS He TOJIBKO XOJIEeCTEPUH, HO U Pa3HOOOpa3Hble
IJTMKOCOUHIOJIMIUBL: TTIOKO3UIIIIepaMuzl, CQUHTO3HH, JIAKTOLIEPAMU U TaHIJIMO3U/IbI
GM2 u GM3. TIpu 60se3uu HIT-C Gesok NPC1 v NPC2 He BBITOTHSET CBOeH PyHK-
LIVIY, U 3TO IPUBOJUT K TOMY, YTO XOJIeCTEePUH U JIUIHU/bI 3a/|eP>KUBAIOTCA U HAKaIlJIMBa-
I0TCA B JIN30COMAX U B KJIeTKAX.

Hacnenyerca HII-C 110 ayToCOMHO-PeLieCCUBHOMY THILY.

IIpu HII-C o6a poxuTes ABIAIOTCA HOCUTEIAMU MyTallUH, HO He GOJIEIOT, TaK KaK
y HUX eCTb BTOPasi KOIHUA 30POBOTO reHa. PUCK poxeHns 60IbHOro pebeHka B JaHHOM
ciydae coctasiusieT 25%.

BosbHOI pe6eHOK HacienyeT OfiHy KOIIHIO GOJIBHOTO FeHa OT OTLA U OJHY OT MAaTepu.
3aboJieBaHue MPOSIBIISIETCS TOJIBKO B CIIy4ae HATMYKS ABYX KO IOBPEX/IGHHOTO reHa
y pebeHKa.

Masbunky 1 IeBOYKY GOJIEIOT ¢ OMHAKOBOU YacToToi. Hocurens Gose3Hu Haceayer
TOJIBKO OJIHY KOMHUIO — 60 OT 0TLa, 1160 OT MaTepu. OHU He GOJIEIOT, 1 HUKAKUX TIPU-
3HaKOB 00JIe3HH Y HUX HeT.
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OTel-HocuTenb ﬁ MaTb-HOCUTENbHMLA

@@@ 0 é@

3p0poBble 25% Hocwutenu (reteposunrotsl) 50% BonbHble 25%

Ad 4

Jlemu c 6onesnsro
HII-C xaxcymca
HeYKNI0HCUMU

U HenoBKuUMU,
Mozym uacmo
cnomeikamocs

u nadamso

B 3aBHCHMOCTH OT BO3PACTa MOSIBJIEHNS [IEPBBIX CHMIITO-
MOB Pa3JIMYa0T HECKOJIbKO pOopM 3a60eBaHuUS:

HeoHaTaJbHasA (MaHU]ecTanus 0 Tpex MecseB);
paHHsAA MiafileH4YecKas (TpU Mecsla—7Ba roza);
II030HSAA MJIafieH4ecKas (ABa rofga—IuecTb JieT);
foHOmIeckas (6—15 net);

B3pocias (crapie 15 ser).

Kax npaBuiio, 6ose3us HumanHa — ITuka (tun C) HauMHaeT MPOSIBIATLCS B I€TCKOM
BO3pacTe CJIeflyIOIIMY CUMITOMAaMU — HECTIOCOGHOCTBIO K GBICTPOMY IIPOU3BOTIBHOMY
IBIDKEHUIO I71a3aMU BBePX U BHU3 (BepTUKAJbHbINM HaAbAlepHbli Iapannd B30pa); He-
OXVJaHHBIMY IPUCTYIIAMU MBILIEYHOH C1abOCTH, IPUBOAAIIMMY K [a/IeHUIO0 B MOMEH-
ThI CUJIbHBIX SMOLOHABHBIX [IepeXXUBAHMI, 0COOEHHO [Py cMexe (TesacTidecKas Ka-
TaIJIeKCHs); HapyIeHUsIMY IJI0TaHusA (nucdarus); HeBHATHOM U HepaBHOMEPHOM peyblo
(zu3apTpust); HeOOBIYHBIMH TOBTOPSIOIMMUCS ABKEHUSMU WK HeeCTeCTBeHHBIMU
I103aMH, BbI3BaHHBIMH MBIIIEYHBIMU COKPAIEHNUAMHY (DVCTOHUS, TUIIEPKUHE3BI); Hapy-
IIeHNAMYU KOOPJUHALMY JIBM)KeHUH (aTakcus); CyZl0poraMu; porpecCUpyOnM yXy -
IIIeHUeM HHTeJUIEKTyalIbHBIX QYHKIUIA, TPUBOAAIIMM K IeMEeHIINH; XeNTYX0H (KeIToBa-
Tasi OKpacKa KOXH U IJ1a3, 00bIYHO MPOSBIIAETCS Y HOBOPOXKAEHHBIX); YBeIUYeHIeM ce-
Jie3eHKU U/WJ1 TledeHHt (TernaToCIieHOMerasms).

Jletu ¢ GonesHbio HIT-C KaXyTCst HEYKITIOKAMU ¥ HEJIOBKUMMU, OHU MOTYT YacTO CIIOThI-
KaThCs U azath. Hapacraromye Gpu3nyeckie U MHTeIUIEKTyalbHbIe HaPYIIEHHUs], a TaK-
e CJIOKHOCTH TIPY OOIEHNY IPUBOJIAT K TOMY, YTO PeOEHOK GYZIET MI0X0 YUUThCS

B IIKOJIE X MOKET MOJIYYUTh SIPJIBIK TPYJHOTO.



CUCTEMHDIE CUMINTOMDI
BoasiHka nnoga

--- HeoHaTanbHbIN
xonecras
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- lfematocnneHoMeranua

lenaTtocnneHomMeranus
MOXeT OTCYyTCTBOBaTb

B 15% cny4aeB -------- .

Bo3pacT noaBneHus BapbupyeT.

YacTo npepwecTsyeT

HeBPOOrmM4yeCKMM CMMMNTOMaM.
Bo3MoykHa perpeccusa ¢ BO3pacToM

0 1 2 3
HEBPOJIOTr'MYECKME
CAMINMTOMDI

i ! —
HeoHa- PaHHan
TanbHasa MIapgeHYecKan:
MOTOpPHbIE
HapyLLeHus

BepTuKanbHbIM
HagbsoepHbIM obTanbMonapes ---

Vanier M. «Niemann-Pick disease type C», Clinical genetics, 2003.
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BO3pacT B rofgax
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Mo3nuan IOHowWecKan: B3pocnas:
MlafieHYecKan: npobnemMbl c 0By-  ncuxmaTpudeckas
HapyLleHns no- YeHWeM, aTakcug,  CUMMTOMATUKA,
XOAKMW, HEYKIto- aNUNenTUYecKne  OeMeHUuUd, aTak-
YKECTb, HapyLLe- NpPWCTynbl, KaTa- cug, MbllleyHas
HUA peun nnexkcua ONCTOHUA

Puc. 1. Knunuueckue nposenenus HII-C 6 pasrnom eo3pacme.

Ilpu nauane
bone3nu e 6onee
no3omnem eospacme
Ha nepesiil naan 6vl-

Bo3spact Havana 3a60JIeBaHuUSA, TSIKECTb HPOSBIEHUI
¥ CKOPOCTb IPOrPeCCUPOBAHNUS TAK)Ke BapruabeIbHbI
Y MOTYT OTJINYaThCS Y Pa3HBIX NAl[UEHTOB.

HpI/I HavaJe 3a60J1eBaHuUs B PpaHHEM JETCKOM BO3pac-
Te Ha6JIIOI[alOTCfI 3a/IEPXKKa IICUXOMOTOPHOI'0 pa3BUTHS,

xo0am yBeJINYE€HUE ITIEYCHU U CEJIE3€HKU, 3aTAXKHAA XKEJITyXa.

HeepoJi02uvecxue

cumnmomot:
Hapyuwienus noxooxu,
2JIOMAHUA, moHyca

ITpu Hauase Gose3nu B GoJiee MO3/[HEM BO3pacTe Ha mep-
BbIY IIAH BBIXO/ST HEBPOJIOTMYECKIE CUMIITOMBI, Ta-
K¥ie KaK HapyIIeHus [I0XO/KH, TJIOTaHHsl, TOHYCA MBILILI.

Mbluuy V GOJIBIIMHCTBA IIaqueHTOB Ha6JIlOI[aIOTCH TaK)Xe KOTHU-

Bpalm Ha OCHOBAaHUU KJIMHUY€CKNX CUMIITOMOB MOTYT 3d-

THUBHBIE PACCTPOMCTBA, B PAZie CIyYaeB MOTYT OBITh IICHU-
XpdecKve HapyueHus (puc. 1).

HOJ03PUTh 60JIe3Hb. 3aTeM IPOBOSATCS 1abOpaTOPHbIe
TeCThI 1 HIHCTPYMeHTAaIbHOe HCCIIeI0BaHMe.

ITockomnbKy pasHble 60Jie3HU OUeHb ITIOXO0XH IO CBO-

VM KJIMHUYECKUM [IPOSABJIEHUSAM, He0OX0AMO [O/TBED-
ZUTH IMarHO3 C MOMOIIBIO TabopaTOpHBIX MeToz10B. [Toz-
TBepkAaromas auarHoctuka HII-C 3akiodaeTrcs B ompe-
IeNeHNH KOHLIEHTPALMK 0COOBIX MeTabOIMTOB B [SATHAX
BBICYIIEHHOM KPOBHU U/ IJIa3Me KPOBU (OKCHCTepOJIbI,
nu3ocuHromuenun-509). OKCUCTEPOJIbI IBISIOTCS IPO-
U3BOJHBIMY XOJIeCTePHHA, U OHU HAKAIUIMBAKOTCA IIPU
pasHbIx 60JIe3HSIX, CBI3aHHBIX C HAPYLIEHUSIMU €r0 MeTa-
6osm3ma. ITpu HIT-C 66110 MOKa3aHO, 4TO B IJ1a3Me KPo-
BU IOBBIIIAETCA 1Ba ONpe/ieJIeHHbIX OKCUCTeposIa — XoJe-
CTaH-3,5,6-TpHOI U 7-KeToXoJecTepyH. 11X ypoBeHb KOp-
peJupyeT ¢ BO3PaCcTOM Hayana U TAKeCTbI0 KIMHUYeCKUX
nposiByieHui. Bropoii 6romMapkep, BhICOKOCTebuy-
Hb# g HIT-C, cTpyKTypa KOTOpPOro /10 KOHLIA He U3BeCT-
Ha, HO yKe pa3paboTaH MeToJ ero onpezeseHus B MATHAX
BBICYLIIEHHOH KpOBY, — Ju3ocduaromuenut-509 (Lyso
SM-509). ¥V Bcex nanueHToB ¢ nofo3penrem Ha HII-C Ha
TIepBOM 3TaIre JUarHOCTUKY TPOBOJUTCA ONpefiesleHne
MMEHHO 3TOr0 GroMapKepa.

B nanbHeiimem pekomenayetcs nposesienie JHK-nua-
THOCTHKH, €CJIK MeTaboINThI GbUTH MOBBIILEH. IIpu mpo-
Besiennu [JHK-ananusa nccnenyrot reast NPC1, NPC2.
Yame BcTpedaroTcsl Myrauuu B reHe NPC1 (90% cnyya-
eB). Y MalyeHTa, KaK IpaBUjIo, HAXOZAAT [Be MyTaLluK

B reHe. OHM MOTYT GbITh KaK OAMHAKOBBIMU (MyTaLl¥st

B FTOMO3UT'OTHOM COCTOSIHUM), TaK U Pa3HbIMU (MyTaLX
B KOMIAyH/-TeTepO3UTOTHOM COCTOSIHUN).

06s13aTeJIbHO PEKOMEHYeTCs IPOBE/IeHKE CEMeHOro
aHayM3a: O/[HA MyTalUs OJDKHA ObITh YHAC/IEOBAHA OT
OTIa, BTOpasi — 0T MaTepu. O4eHb PeIKo GbIBaeT, 4To Hai-
JleHa BCEro JIMIIb OIHA MyTALVsl WJIA MyTaL1il B 3THX re-
HAaX METOZIOM CEKBEHMPOBAHUs He 06HapyXeHO. DTO He
03HAYaeT, YTO [UATHO3 UCKIIIOUEH. DTO TOBOPHT O TOM,
9TO HEOOXONMMBI 60JIee ZeTasbHbIe TJAGOPAaTOPHBIE TECTHI,
9T0GBI OGHAPYKUTH MOJIEKYJIAPHO-TEHETHIECKHI edeKT.

Bpauu-TreHeTHKU MOTYT [IPeZIOXHUTh BaM TaKHe HCCIIeso-
BaHuf, Kak aHamu3 PHK, uccnenoBanve KyabTypbl KOX-
HbIX prbpo6IacToB. BHUMaTebHO pounTaiiTe HHPOP-
MHPOBAHHOE COTyIacue, 00CyAUTe JOOIHUTEIbHbIE TeCThI
C BPa4OM-TeHETUKOM. B GOJIBIINHCTBE CIyd4aeB MPoOso-
JKeHHe MCCIIeOBaHUsA BXXHO LA Balllei CeMbH.

Bone3Hb HMaHHa - MNMuka
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Jleyenvie HIT-C 0CcHOBaHO Ha 3HAHMK OCHOBHBIX MaTOPU3UOIOTNYECKAX MEXaHU3MOB
3a00J1eBaHMsL.

ITepBOHAYaNIbLHO Ka3aJ10Ch, YTO NOAXOA K JedeHnto HII-C oueHb IPOCT: CHU3UTB YPO-
BeHb XOJIECTepHHA U, TAKMM 06pa3oM, OCTAHOBUTD LIPOTPeccUpoBaHue 3a601eBaHuA.
DTa yBepEHHOCTD [OJIKPEILIATIACh TeM, UTO CYLIeCTBYeT 60IbIIoe pa3HOOOpasye Bbl-
cok03}PeKTUBHBIX JIeKapCTBEHHBIX IIPelapaToB, CHIDKAONINX XosecTepuH. OHAKO

B 1993 rozy 66110 OKa3aHO, YTO PUMEHeHMe TAKUX TIPernapaToB CHIKAET YPOBEHb X0-
JlecTepHMHA B Ile4eH! ¥ CBIBOPOTKe KPOBY MalMeHTOB ¢ 6ose3Hbi0 HII-C, HO, K coxaJe-
HHUIO, 3TO He OKa3bIBaJI0 HUKAKOTO BIUSHNUA Ha HEBPOJIOTMYeCKYI0 CUMIITOMATHKY.

B nanbHeiimeM rcce[oBaHus GbUTH HAMIPABJIEHbBI HA TIOTBITKYA CHU3UTh YPOBEHb JIPy-
THX TOKCHYHBIX METa0OJIUTOB, TAKUX KaK COUHTOMUENIH, COUHIO3KH, C TOMOIILIO Cy06-
CTpaT-peayunpyIoLIel Teparu, i 3TOT IOAXO0A OKasajcs 6osee 3deKTUBHBIM.

B Hacrosimee BpeMs A7 JaHHOTO 3a60JIeBaHUs pa3paboTaHa Cy6CeTpaT-peayunpyo-
was tepanusi. Murnycrar (N-Oytunneokcunoxupumuipit; NB-DNJ; OGT-918) — He-
6oJbIIas MOJIeKyJIa UMIHOCaxapa. CMBICI TaKOW TepaIuy 3aKJII0YaeTcsl B CIeAyIomeM:
oco6oe BelecTBO, BXOZsLIEe B COCTAB MUIJIyTaTa, GJIOKUPYeT OAHY U3 peakLuii CHHTe-
3a [JIMKOCHUHTOIUNN/OB (Pa3HOBUAHOCTD XUPOB, KOTOPbIe HaKarMBatoTcs npu HII-
C) B ksieTKe. B pe3yspTaTe X CHHTE3UPYETCA MEeHbIIe, OHU IIePecTal0T HaKaIIMBaThCA
B 6OJIBIINX KOHLIEHTPALUSAX, YTO 3aMe/iNIsAeT IPOrpecCUpoBaHie 60Ie3HM.

JTOT npenapart He MO3BOJIsIET BblJICYUTD 60]163]-“), HO MHOrue nposiBJieHUus 3a060-
JIEBaHUSA MOT'yT ObITh 3aMenJieHbl U CMATrY€HbI.

K cosxasenuo, mprMeHeHIe TaKOTro IperapaTa BbI3bIBaeT PsiZi MOGOYHBIX PeaKIuii —

HapyIIeHNe CO CTOPOHBI JKeJIyA0YHO-KUIIEIHOT0 TPAaKTa. UTOOBI OZOOHBIX PeaKLHii
ObLJIO MeHbIlle PY MPUMEeHEeHUU 3TOTO Mpenapara, Heo6X0UMO COOIIOATh UeTy.

B ta61. 1 npuBe/ieHbI IPOAYKTHI, yIOTpeOieH e KOTOPBIX ZODKHO OBITh OrPaHUY€eHO.
Ha3zuaueHue aueThbl POBO/ST B TPH TIOCTI€I0BATEbHBIX 3Talla:

1) CTporasd neTa ¢ UCKJII04YeHneM A1CaXapruzioB;

2) paciivpeHHasi /ivieTa C IOCTeIleHHbIM BBeZleHHeM NIPOJYKTOB IUTAHU, COZiepKa-
X iUcaxapyubl;

3) MPaKTU49€CKM HOpMaJbHas AreTa 3d UCKII0YE€HNEM TPOAYKTOB IMUTAaHUA, KOTO-
PbIe IJIOXO0 IEPEHOCATCA.

HpO,Z[OII)KI/ITEJIbHOCTI: KaXJ0T0 3Talla BapbupyeT OT HEeCKOJIbKUX HeJeJIb 10 HECKOJIbKUX
MecCsALeB.
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Ta6x. 1. Tpynnsl NpogyKTOB, KOTOPbIE CIeAyeT HCKIIYUTh/OrPpaHNYUTh /MPH-
MeHSATb (e3 orpaHnyYeHuil B IepBbie HeJle/IN TepaNuy penapaToM MUTJTYCTaT

N3BETATb OIrPAHNYNTD BE3 OFPAHUYEHUN

XJ1e6 Geblid, BLIEYKa,
[eYeHbe

XJ101bs [ 3aBTpaKa
C MOJIOKOM

Puc, 6060BbIe

Myu4Hble U3aenus, Kpynbl

X71e6 YepHbIi,
MaKapOHBbI

XJombs 6e3 MoJIoKa,
KyKypy3a
Manka

I'peyxa

MscHbIe /pbIGHbIE U3/eIHA, JKUPbI

KonbacHble n3nenus

MonoyHble IPOAYKTHI
(Mo110KO, TBOpOT, HOTYPT),
KpOMe OTZeJIbHBIX COPTOB
CBIPOB

Karmycra, nyK, orypubl

HecepTsl, c1afgocTu

Bapense, cupornsl,
CllafKue COKH,
ra3upOBaHHbIe HATUTKA

MoJsio4HBI€ IPOAYKTHI

MoI0Ko ¢ copepxaHuem
JaKTo3bl MeHee 90%

OBomy,/PpyKThI

Kaprooens, cBekia

HatypanbHble GpyKTOBbIE
COKH, IIope

lIeceprl, HANMUTKH

Opexu

Bce Buapl HaTYpaJIbHOTO
Msica, aima

Bce pacruTenpHbIe
KHPBI

Bce Bu/ipl HaTypasibHOU
PBIOBI, MOPEIPOYKTHI,
PHIOHBIE KOHCEPBBI

B Macie

ITpeccoBaHHBIM ChIP

Bce cBexue, 3aMopo-
JXeHHbIe OBOIIY, KPOMe
TiepevrCIeHHbIX

B [IPYyTUX pasfiesax

Hecnankue GpyKThl

['niok03a, ppyKTo3a, Mex

TpaBsHbIe Yau C III0KO-
301, OTBAp MUIOBHUKA
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Dusuomepanesmuue-
cKxue npouedypst Heob-
X00uMbl 0115 CHUYCEHUS
MblUeuH020 MOHyca
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TTanueHTaM ¢ HEBPOJIOTNYECKUMH HapyLIeHUsIMK [I0Ka3a-
HO [IpOBeZieHre CUMIITOMATH4eCKO¥ Teparu ¢ moa60-
POM JieKapCTBeHHBIX TPenapaToB, HAMPaBIeHHbIX Ha UX
KOppeKUuo. [l IedeHus KaTaIIeKCUy IPUMeHSIOT
TPULUKJINIECKUE aHTUIENPeCCAHThl. AHTHXOIMHEPIH-
YecKue CPeCTBA Ha3HAYAIOT [IPY MBILIEYHOH JUCTOHNUH,
Tpemope. dusroTepaneBTHYIECKHe IPOLIEAYPHI HEOOXO/Y-
MBI ZIJIst CHYDKEHSI MBILIEYHOTO TOHYCa 1 MPOGUIAKTUKH
pa3BUTUSA KOHTPAKTYD. IIpy HApyIIEHUSIX CHA XOPOLIO
3apeKOMeHZI0BaJ ce6s1 MeJIaTOHUH. IIpy BbIpasKeHHBIX
6ynb6apHO-1CeBI00YIbOAPHBIX HAPYIIEHUSX PENIAI0T
BOIPOC 06 YCTaHOBJIEHNH HA30raCTPaIbHOIO 30H/a MK
racTPOCTOMBI.

HMKI0AeKCTPHUHBI

LIMKIONeKCTPUHBI — YIJIEBOZBI, B COCTaBe KOTOPBIX
OCTaTKU CaxapoB 00'beIMHEHbI B MAKPOLIMKIIBL. CUnTaer-
€1, 9TO LIUKJIOZIEKCTPHHBI MOTYT Gpath Ha ce0st QYHK-
LU0 MyTallMOHHO M3MeHeHHBIX 6enkoB NPC 1 u NPC2

B H7IOCOMAX ¥ JIm30coMax. [IpuMeHeHue 3THX IIpemna-
pAaTOB B YCJIOBUAX KJIMHIYECKUX UCIIBITAHUH TTI0KA3aJ10

3¢ dekTrBHOCTL. BO3MOXHO, YTO CO3/1aHUe JIeKapCTBEH-
HBIX (GOPM Ha OCHOBE [IUKJIOZIEKCTPUHOB CTaHET OJJHUM U3
MeToz10B Tepanuu 6ose3xu HIT-C.

XumMuYecKHe manepoHbl

Psin MyTauuii B reHax IPUBOZMT K HApyLIeHUAM GOJIAUH-
ra (cBopaunBaHus) Geska 1 BbI3bIBaeT IGO0 ero HaKo-
nseHue, 1160 GBICTPOE paciienieHue. DTo, KaK IpaBuJIo,
MICCEHC-MyTaliy 1 HeGObIINe iesieu 6e3 CABUra
PaMKH CYUTHIBAHHS, KOTOPBIE He 3aTParkBaoT GyHKIM-
OHAJIbHO 3HAYMMble IOMeHBI GesKa, TaKre KaK aKTHBHbIE
LIEHTPBI, peLeNToP-CBsA3bIBaoLye caiiThl. Takue GeKu
COXPAHSIOT CBOIO GYHKIIMOHAJIBHYIO aKTHBHOCTb, €C/I
OBl OHM JJOCTUTAJIM MECTA CBOETO Ha3HAYEHHSI.

B GHOXMMUH yKe ZaBHO U3BECTHO, YTO HEKOTOPBIE
COe/IHEHMSI MOTYT CIIYXKUTh CTabUIM3aTOpaMu GeKoB,
IIOMOTAIOT MM 06Pa30BLIBATH H0JIEe YCTONYMBYIO KOH-
dopmanuio. DTy BelecTBa [OJIyYHIN Ha3BaHKe XUMHU-
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4eCKUX IIAIePOHOB — [0 aHAJIOTUH ¢ GeJIKaMH IIanepo-

HaMU, KOTOpble IPUHUMAIOT Y4acTHe B OAZePXKaHUU

TPETUYHOH CTPYKTYPHI ¥ OCTABKE CHHTE3UPOBAHHbIX

GeskoB B KJeTKy. Myrarus p.1le1061Thr B ree NPC 1

OTHOCHTCS K YHCJTy MyTALlMii, TPUBOAAIINX K HAPYLIEHHIO

¢onnunra Genka. DTU JaHHbIE O3BOJIAIOT HAZEATHCSA, YTO

CO3/1aHue BBICOKOCHePUIHBIX GapMaKONOTUIecKUX Hauanuce paspabomxu
LIIaTlepOHOB BO3MOXKHO U JJIsA 3TOTO 3a60eBaHNsA HAPAAY  Memodoe zenomepanuu
¢ apyrumu JIBH.

T'eHoTepanus
Hauasnuch pa3paboTKK METOZOB reHOTepanuu s Tede- Bpau-zenemux 06ssc-
uust HIT-C. CrieiyeT 0XXu/aTh MOSIBIEHUS TIPeapaTtoB Hum, Kyda obpamamscs
B GJIDKAMAIINe TIATh-11eCTb JIeT. 3a N1AH0B0T U IKCMpeH-
HOU NOMOWBIO
B3pocasie c MomoproiMu
Ha6ro7ieHue, IIaHOBbIe 00C/IeA0BAHNUS U TECThI U ceHcopHBIMU HApYULe-
CyIecTBYIOT pa3iMyHble TECTHI U MIKaJIbI, YTOObI Olle- HUAMU, ynpaeasrouue
HMBATh COCTOSIHME TanueHTa 1 3G QeKT IPOBOAUMON aemomoounem, 001xc-
tepanuu. O4eHb BaXXHO He OTKA3bIBAThCS OT IPOBeJie- Hol 06cedoeamocs pas
HMS STUX UCCJIeIOBAaHNM, TIOTOMY YTO OHU IIOMOTAIOT 6 6-12 mecaues

BpayaM 00'bEKTHUBHO OIIEHUBAThL COCTOSIHYE AIIUEHTa,
060CHOBATH JIeUeHe UM BHECTH U3MEHEHHUs B IPOrpam-
MbI peabuutaiuy. B Tabi1. 2 mepevncieHbl OCHOBHbIE
uccnenosanus 414 nanyenTos ¢ HIT-C u nepnogudHocTh
UX NIPOBeJIeHu .
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Tao6:. 2. [IepHOAUYHOCTH MOBTOPHBIX 00C/IE0BAHUI ALUEHTOB C 00JIe3HbIO
Humanna - ITuka (tun C)

NMAPAMETPbI MEPUOONYHOCTb
MOBTOPHbIX
OBC/TIEQOBAHUN
O0mue
ITonHOE (1)I/ISI/IKaJIbHOB obciefoBaHye, BKIIOYAS Kaxzble 6 MecsilieB

n3MepeHune pocra, Beca

HeBpoJsiornyeckoe o0ciegoBaHue

O1leHKa 1o 1mKkaje uHBanuaHocta HIIC Kaxnbie 6 MecsilieB
Bujieo3anuch OCHOBHbBIX IBUTATeIbHBIX (PYHKIHIA Kaxnaple 6—12 mecsiiieB
Buzieo-53I'-MOHUTOPUHT (110 BO3MOKHOCTH) Kaxzble 6—12 MecsiieB

JHEBHOI'O MJIKM HOYHOI'O CHA

Jpyrue noxasareau
O1eHKa ICUXOHEBPOJIOTMYECKOro CTaTyca Kaxpgbie 6—12 MecsiieB
Aynuomerpusi, CIyXOBble BbI3BaHHbBIE IOTEHIMAJIb Kaxbie 6—12 MecsiiieB
3puTesbHbIE BbI3BAHHbIE IIOTEHIIAATIbI Kaxzble 6-12 mecsues
BuHOKyIsIpHAs 971eKTPOOKYJIorpadus (perucTpanus Kaxzble 6-12 mecsues

CaKKaJyecKux JBYKeHUH Ias)

JIaGopaTopHbIe IOKa3aTeln

buoxumuyeckuii aHanu3 kposu (ACT, AJIT, kanbLuii Kaxziple 6-12 mecsanes
061mwit)

OO61uii aHaIN3 KPOBU Kaxzble 12 mecsAues
VccrnenoBaHre akTUBHOCTH epMeHTa Kaxzpie 12 Mecsnies

XUTOTPUO3U/Ia3bl I1a3Mbl KPOBH (110 BO3MOXXHOCTH)
Y3U opraHoB GPIOLIHOI TOJIOCTH Kaxzsle 12 mecsnes

MPT unu KT ronoBHoro mo3sra Kaxpabie 12 mecsitieB

Bone3Hb HMaHHa - MNMuka
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ITockonbKy Gosesns Humanta — ITuka (tun C) — mporpeccupyoiiee 3a6oseBaHue,
CyLLIEeCTBYeT LieJblil Habop TECTOB, KOTOPbIE, CKOpee BCero, MOpeKOMeHyeT BPay C LeJbio
MOHHTOPHHIA Te4eHUs HOJIe3HU: OLieHKA CIIOCOOHOCTH K X07ib6e, KOMMYHHUKAIUA (A3bIK,
pedb U CJyX) U KOHTPOJIb pU3N0TOTUYECKUX

byHKIWA, a 7151 NAlMeHTOB C YBelUYeHreM Hede- ‘ ‘

HU /WU CeJle3eHKH (TeTaTocIuieHoMerasnyei) —

[IeYeHOYHbIe POObI U aHAIM3bI KPOBH C 1IEJIBIO Y 6onvmuncmea demeii
BBISIBJIEHUST HAPYIIEHUH, TAKUX KaK HU3KOE YHCII0 peeynsapnoe 06cnedosa-
TPOMOOLMTOB ¥ KPACHBIX KJIETOK KPOBH,  TAK- Hue pexomMen006anHo pas
JKe yJIIbTPa3ByKOBOE MCCJIe/IOBaHKE BHYTPEHHUX 6 mecme mecayee

OpraHoB. MarHUTHO-pe30HaHCHasA ToMorpadus

TOJIOBHOTO MO3ra 06BIYHO IPOM3BOZIUTCSA B PaM-

Kax 00CJIe/JoBaHNs NaLMeHTa, HO HAapYIIeH!s 4aCTO OTCYTCTBYIOT HA PAaHHUX CTafHAX
3aboneBanus. Tpebyercs pelreHre BOIPOCA O IPOBeJIeHNN 371eKTPO3HIedanorpadpun
Y MICCIIeJOBAHUSA CHA, eCIY y pebeHKa UMEIOTCSA CyIOPOTH I HAPYLIEHUS CHA.

Y GoJbIINHCTBA AeTell perysipHoe 06cIe0BaHNe PEKOMEHI0BAHO Pa3 B 1IeCTh Mecs-
11eB ¢ 0c060 THIaTeTLHOMN OLeHKOI GYHKUMIA AbIXaHMs, TIOTaHNsI, PAOOTHI KUIIEYHKA
Y HEPBHOM CHUCTEMBI.

Hapyuienus cua npu 6one3uu Humanua — ITuka (tun C) BCTPeYarTCs 4acTo, I03TOMY
B X0/l 0YepeiHOr0 OCMOTpPA Bpay MOXKET 3a/laTh BaM BOIIPOC O TOM, KaK pe6eHOK 06bId-
HO CIIHT.
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E>xerofinoe ncuxomeTpuieckoe o6ciejoBaHe MOXKeT ObITh MOJIe3HBIM TIPU OMpeiesie-
HUU TIOJXO/ISIIEro Jiis MaljiieHTa Mecta y4e6bl niu paboThl. B3pocibie ¢ MOTOPHBIMU
¥ CEHCOPHBIMH HaPYIIEHUSIMH, YIIPABJISION[Ie aBTOMOGIIIEM, IOJDKHBI 06CIIeI0BaThCS
pa3 B 6—12 MecsilieB, YTOObI UCKITFOYUTD PUCK IS ceOst ¥ OKPYIKAIOIIHX.

Mepuko-reHeTu4ecKas KOHCYJIbTAalUA

CeMbsM, B KOTOPBIX ecTh nauueHT ¢ HII-C, 04eHb Ba)XHO IIOCETUTh Bpava-reHeTHKa.
Jleyamye Bpa4u He Bcersia MIMeIOT BO3MOXXHOCTD [IOTOBOPUTE C CeMbell i pacckasarh 000
BCeX PUCKAX ¥ BO3MOXXHOCTAX, KOTOPbIe NIPe/IOCTaBJIAET COBPEMEHHAs IreHeTuIecKas
cnyx6a. Y Bpaya-reHeTHKa MOXXHO Y3HATh O BO3MOXXHOM PUCKe POKAeHUs GOTBHOTO
pebeHKa B IaHHOM ceMbe, a TaK)Xe IPU HeOOXOAMMOCTY OPTaHU30BaTh 06CIeJOBaHIe
POZLCTBEHHUKOB, 0GCYAUTH BO3MOXXHOCTH IIPEHATAIbHOM 1 IPEUMIUIAHTAL[IOHHOH
JVAarHOCTUKU.

I[IpeHarasibHas AXAaTHOCTHKA TPOBOAUTCS HA 9-11-x Hemensix GepeMeHHOCTH. B KiteT-
KaX, BbIZIeJIEHHBIX 13 BOPCHH XOpHOHa (TO, 13 Yero B NocCieAyoomeM GopMupyeTcs
IJTalleHTa), IPOBOAAT aHAM3 [JIS1 BbIsABJIEHHs MyTallUii, HaliZleHHbIX paHee B ceMbe. Ha
5TOM OCHOBAHUHY JIeJIAI0T BBIBOJ O TOM, OGOJIEH IJIO WU 3J0POB.

CoBpeMeHHbIe TeXHOJIOTUH TT03BOJISIIOT IPOBOJUTD U NPEUMIUIAHTAIIMOHHYIO ANarHO-
CTHKY: OIUIOAOTBOPEHNUE IPOBOJUTCSA B IPOBHPKe, 3aTeM OTOUPAIOT TOJILKO Te OIIOZ0T-
BOpeHHble SMOPUOHBI (Ha CTaJ1N HECKOJIbKUX 61aCTOMEPOB), B KOTOPBIX HET CeMeHHOM
MyTalLY, ¥ IMEHHO UX UMIUIAHTUPYIOT (TI0ZICa)XXUBAIOT) B OpraHu3M mMatepH. [Ipu
JaHHOH TIpoLiefiype eCTh CBOM PUCKH, KOTOPbIe MOXET Pa3bsACHUTh Bpay-reHeTHK.

OrpomHoe pazHooOpasue nposiBieHuit 60e3un HumanHa — ITuka (tun C) y pa3HbIX
MalMeHTOB 03HAYaeT, YTO KaKOro-J1u60 OIpeieieHHOrO ¥ OJMHAKOBOTO IIPOTHO3a ISt
BCeX TAllMeHTOB He CyiecTByeT. Jlaxe JJIsi JOCTATOYHO MPUGIM3UTEILHOTO MTPOTHO3a
Bpay /I0JDKeH [IPUHSATh BO BHUMaHUe pa3jinyHble (aKTOPbI, BKIIOYAsk BO3PACT Havasa
3a60J1eBaHusl, ero MPOJOJIKUTENBHOCTh U PUCK OCTIOXHEHuUA. EC/n y Bac BO3HUKIIH
BOIIPOCHI [0 TIPOTHO3Y TeveHus 3a60eBaHus y marueHTa ¢ 6one3nbio Humanua — ITuka
(tun C), 06s13aTeIbHO 06CYANTE ITO € BPauOM WIIH IPYIIION CHELNaTNUCTOB.

B Hamel cTpaHe MHOTO LIeHTPOB, KOTOpbIe oMoratoT nauuentam ¢ HIT-C u apyrumu
penkuMu 3a60seBaHMAMU. TakKe B KaXKOM U3 PETHOHOB 32 OILIpe/ieIeHHO! KJIMHUKON
3aKperieHbl 00513aTeNIbCTBA [0 IPOBeAEHHI0 (pepMEeHTHON 3aMeCTUTENIbHOI Tepamuu.
Heo6x011M0 1OCTIe yCTaHOBJIEHNUS JUArHO3a yTOYHKUTD Y Ballero Bpaya-reHeTuKa

B PErMOHe, KyJa BaM ClefiyeT 06palnaThcs 3a MIIAHOBOY 1 9KCTPEHHON IIOMOILBIO, eCIT!
MIOHAZOOUTCA.

(I)enepanbﬂble KJIMHUKH, KOTOPbIE€ 3aHUMAKTCA BO-
npocaM JUArHOCTUKH M JIEY€HHU S peAKUX Hacnen-
CTBEHHBIX 3a00JIeBaHMi1

PIOKB ©®TBOY BO PHUMY um. H. Y. ITuporosa
Munsapasa Poccuu, MockBa;

OTAY «<HMUI] 3n0poBb4 feteii» Mun3zapasa Poc-
cun, MOCKBa;

HUWKMU nepnatrpun uMenu akagemuka 0. E. Benbtu-
meBa, MockBa;

OI'BHY «HayuHblil [IeHTp HEBPOJIOTUU», MOCKBa;

OTEHY «Menuko-reHeTyeckuil HayYHbIN LEHTP>,
Mockaa.

MexayHapoaHble OpraHu3anuu

B Mupe ecTb MHOTO OpraHM3aLHii, KOTOPhIE CIIOCOOHBI
IIOMOYb HAWTH OTBETHI Ha JIFOObIE IPYyTHe BOIPOCHI, CBSI-
3a"Hble ¢ HIT-C. Dro:

ME3K/IyHapOHbIHN TTOPTAJ [0 PEAKUM GOJIE3HAM
www.orpha.net;

eBporeiickasi opranusanusi EURORDIS, o6benuntsito-
Iast MAI[MEeHTOB C Pa3HBIMU PeKUMHU 3a00JIeBaHUSIMU
www.eurordis.org.

Ascrpanus: Australian NPC disease Foundation:

hittp://www.npcd.org.au.

AprenTtuHa: Asociacion Niemann-Pick Argentina:
http://www.npc.org.ar.

Benuko6puranus: Niemann-Pick disease Group

hittp://www.niemannpick.org.uk.

T'epmanus: Niemann-Pick Selbshilfegruppe Deutschland:

http://www.niemann-pick.de.

HUcnannsa: Fundacion Niemann-Pick de Espana:
http://www.fnp.es.

Mramasa: Associazione Italiana Niemann-Pick:
hittp://www.niemannpick.org.
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Y epaua-zenemu-
Ka MOI¥CHO Y3HAMD
0 603MOXCHOM pucke

pocoenus 60161020
pebenxa

IIpenamanonas duazno-
cmuxa npoeodumcs Ha
9-11-x nHedensx bepe-
MeHHOCTU

IIpeumnaanmayuonnas
Juaznocmura cez00HA
603MOJXCHA, HO UMeem

u pucku

Odunaxo60z0 npozno3a
0151 6cex nayueHmos
He cywecmeyem

B pezuonax ecmeo xau-
HUKU, 30 KOMOPLIMU
3axpensienst 06a3ameio-
cmea no npoeedenuro
depmenmnoii 3amecmu-
menvHOU mepanuu
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B Poccuu
Jnlekapcmeentoe
obecneuenue

navwuenmos ¢ HIT-C
omuocumcs

K 00A3AHHOCMAM
peeuonoé

4

Ilopsadox eedernus
pezucmpa nayueHmos
¢ HII-C onpedensiem
nocmanoeénenue
npasumenscmea PP
Ne 403

CIIIA u Kanapa: National Niemann-Pick disease
Foundation (CIIIA): kttp://www.nnpdf.org. Kanazackoe
TIPeZICTaBUTENbCTBO: hittp://www.nnpdf.ca Ara Parseghian
Medical Research Foundation: kttp://www.parseghian.org.
®pannus: Vaincre les Maladies Lysosomales
http://www.vml-asso.org.

OOG1ecTBeHHbIe Opranu3anun u GoHasl Poccun
HII-C BxoauT B niepeveHb opdaHHbIX 3a00JI€BaHHUI,
JledeHMe KOTOPbIX IPOBOAUTCSA 3a CUeT CPeJiCTB peruo-
HaJIbHBIX OI0/XKETOB, U MALEeHThI UMEIOT BO3MOXKHOCTD
neuynthest B Poccun. OB1iecTBeHHble OPraHU3alsA MOTYT
MIOMOYb MOJTYYUTh JIe4eHre, MOBBICUTh MHPOPMUPOBAH-
HOCTb OBIIIeCTBA O PeIKMX 6OJIE3HSX, a TAKXKE JOOGMBATHCS
IPOJIBIKEHHsSI 3aKOHO/IATeIbHBIX MHUIIUATHB B 00J1aCTH
opdanHbIX 3a60j1eBaHKi. B MHTEpHETE MOXKHO HAUTH
MHPOPMALIMIO O TAKUX HEKOMMEPUYECKUX 00beJUHEeHHUSX.

Bcepoccuiickoe o6imectBo peakux (opdaHHbIx) 3a60-
neBanuii (BOO3) co3znano B 2012 rozy 1o WHUIATHBE
TNalMeHTOB, YeHOB UX ceMell 1 3KcrepToB. CeroHsa
BOO3 o6benunsier 6omee 400 mauneHToB U3 53 PErHOHOB
P® ¢ 63 pexximu 3a601€BaHUSMI.

BOOG3 Bx0oAnT B MeX/IlyHAPOAHYIO OPraHU3aLMIo 110
penkum 6ose3usiv ERORDIS u BocTouno-EBporieiickyo
ACCOLMALIMIO TI0 pefKiM 6ote3HsM. IIpeskzie BCero aTo
aKTMBHOE y4acTHe B IPOABIKEHUY 3aKOHOATeIbHbIX
MHUIUATHB B 00J1aCTH PeNIKUX OOJe3HeN.

Braronaps paboTe 06IIeCTBEHHBIX OpraHU3aIlNiA B HAIIEH
CTpaHe TOSBIJIOCH OHATHE «PefiKoe 3a60IeBaHIe> .
BbUIM cO3/1aHbL: TPOrPaMMa «7 BICOKO3aTPAaTHBIX HO30-
JIOTHI», IepeveHb peKux 60ie3Heit. BHeceHb! U3MeHe-
HUYsI B MpU3HaHMe pebGeHKa UHBAIUIOM U GbLIO C/ieIaHo
MHOTO€ JIpyTOe.

Bropoe BaskHOe HalpaBJieHke — 3T0 HHPOPMHUPOBaHe
0 npo6JieMax MALMeHTOB C PeAKMMH 3a60JIeBaHNSAMU
TpezicTaBUTeIel BIACTH, OPTaHOB 3APaBOOXPAHEHNs

¥ LIUPOKO#A 0011eCTBEHHOCTH.

O61ecTBeHHbIe OPraHN3aLUY IPOBO/ISAT WIKOJIBI IS -
LIMEHTOB U YIEHOB X CeMeld, U31ai0T GPOLIIOpbL, GyKITe-
ThI, CO37IAI0T U BeZlyT MHPOPMAIMOHHBIE CANThI.

BOO3 / Penkue 6onesHn B Poccun. RARUS / BonesHb HUMaHHa - Muka

Kak naumeHTbl ¢ HIMN-C nonyu4ailor
neyeHue B Poccum?

Bosesub HII-C BXOAUT B epeyeHb peaKux Ooie3Hex,
JIeKapCTBEHHOe 06ecrieveHre KOTOPhIX OTHOCUTCS K 0051~
3aHHOCTAM cyOBekToB Poccuiickoit Denepanmu. Ilocra-
HOBJIeHUe npaBuTebcTBa PO N2 403 pernameHTHpyeT
MOPS/IOK BBEJIEHHUS PETKCTpa 10 3TUM 6OJIe3HSIM U OTpe-
IeJisieT nepedYeHb ITUX 3a60JIeBaHUI.

Yro0bI MarMeHTa Hayaau 06ecrieynBaTh, THPOPMAIIHS
0 MalyeHTe 0JDKHA [IOMACTh B PETMOHAJIbHBIN CETMEHT
dezepanbHOTO PErucTpa 1o PeKUM 3a60JIeBaHUSM.

B pasHbIX perroHax 3a BeIeHUe PETHCTPA OTBEYAIOT
pasHble CIIELMAJIUCTEL, HO Yallle 3TO Bpauu-TeHeTHKH,
[I03TOMY MOCJIE YCTAHOBJIEHUS JUArH03a 06A3aTeIbHO
HY)XHO 0GPATUTLCS K PETMOHATbHOMY Bpayy-TeHEeTUKY.

Kaxk MOryT noMou4b poaHbie
M 6nuskue?

KoHeuHO, MHOTO€e 3aBUCUT OT Bpayva, 4TO OH 3HAET Mpo
Bale 336OJIEB3HI/IE, KaK IMpaBUJIbHO Ha3HA4UJI JieYeHne

A

Yumaiime numepamypy,
ob6waiimecs ¢ dpyzumu
ceMovAMU, He CIecHA-
mecs 3a0aeams 60npocol

Om cemovu ycnex ieueHusn
3aeucum He 8 MeHbuLel
cmenenu
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1 KdK Xopomo 00BSICHUI BaM TIPpUHINWIIBI Tepannun. Ho He 3a6bIBaiiTe: OT CeMbU ycnex
JIe4eHUs] 3aBUCUT He B MEHbIIIel CTeIleHM.

Hy»Ho co6ofaTh peKOMeH/Ialy, HY TTPU KaKUX YCIJIOBUSX He TepsTh HaZIeXy U CaMo-
My CTaTh 9KCIIEPTOM B cBoeM 3aboneBanuu. Yuraiite uTepaTypy, 001anTech ¢ ApyrumMu
CeMbSIMU, He CTeCHSIATeCh 3a/1aBaTh BOMPOCHL. JlaXke ecJiu Bbl He ToOeuTe 60e3Hb
IOJIHOCTBIO, U3MEHUTD XU3Hb K JIy4lleMy, c/leJIaTh POJHOIO BaM Y€JI0BEKa CYaCTIN-
BBbIM — B BallIMX cujax!

Jromsam ¢ MsTKo# Gopmoii 3a60ieBatyst HEOGXOAUMO HaYIUTHCS ObITh HE3aBUCHMbIMH
OT CBOHMX CeMeH.

BasxHo u ob1enue. He naBaiite pebeHKY 1 TOAPOCTKY 3aMKHYThCS B cebe. EMY HyXHBbI
Apy3bs, 00IIeHYe ¥ HABBIKY CAMOCTOSITEIbHON XHU3HML.

VIHTepHeT IPUHOCKUT GOJIBIIYIO [0Ib3Y, HO UHOrAA nHOpMauus, HaiinenHas B Cery,
MOXeT He COOTBETCTBOBATh PeKOMEH/IAIIUAM, KOTOPBIM BbI ciiefiyete. He 6pocaiitech
BBIMIOJIHATD TO, YTO HANKCAHO Ha CTPAHULIAX COLICeTel U Ha CaiiTax, jaXke ecy UH-
dopmarus 3acayxusaer gosepust! O6CyanUTe BOMPOCHI € BAIIMM JIeYallliM BPa4oM. Bbl
ZOJDKHBI OBITH YBEPEHBI, UTO ZleJlaeTe Bee IPaBUIIBHO.

HpI/I COCTaBJIEHUUN 6p0H.IlOpr MBI [10J1Ib30BaJIMACh CIeAYyIOIMKUMU pEKOMEHAAUAMN
N NUCTOYHHUKAMMU:

1. Muxatinosa C. B., 3axaposa E. IO., Bykuna T. M. Bone3us HumanHa — [Tuka, tum C.
Knunnyeckue npuMeps! / Ilenuatpudeckast papMakosIorys: HayYHO-NPaKTHIeCKUA
xypHan Coto3a neauatpos Poccun. — 2010. - T. 7, N2 5. - C. 48-53.

2. Muxaiinosa C. B., 3axapoea E. IO., [lempyxun A. C. HeiipomeTabonudeckue 3a60eBa-
HUA Y ZleTell U ToApOCTKOB. — JIurtepa, 2011, c. 352.

3. Patterson M. C., Vecchio D., Prady H., et al. Miglustat for treatment of Niemann - Pick
C disease: a randomised controlled study // Lancet Neurol. — 2007. - V. 6. — 765-772.

AHTHXOJMHepruYecKue
npenaparhl — KJIacc Jiekap-
CTBEHHBIX IIperapaToB, KO-
TOpble NHTUOHPYIOT HEPB-
HBII HMITyJIbC IyTEM U36U-
paTesbHOro 6JI0KUPOBAHUS
HelpoMeanaTopa aLeTu-
XOJIMHA B HEPBHBIX KJIETKAX.

AHTHONIUIeNITUYECKHEe
npenaparsl — Ipenapa-
Thl, UCIIOJIb3yeMble JiJId Jle-
YeHHUS U NTpeJJoTBpalleHus
CyZOPOXXHBIX IIPUCTYIIOB.

ATakcus — HapylieHue
KOOpJVHALVY JBUKEHUH.

AyTOCOMHO-peneccHB-
HOe 3a00JIeBaHUeE — reHe-
THYeCKO€ COCTOSIHUE, KO-
TOpOE BO3HUKAET B TOM
ciy4ae, ecyiv peGeHOK 1o-
JIyY¥I IBE KOTTU MYTaHT-
HOTO reHa OT 000UX poau-
Tesleii: O4HA KOMHs yHAC-
JleoBaHa OT MaTepwu,
BTOpast — OT OTLA.

AyTocoMmbl — 22 niapbl
XPOMOCOM, He CYHTas I10-
noBbIx xpoMocoM (X, Y).
Kaxpas xpomocoma B mape
Ha3bIBaeTCs ayTOCOMOM.

Buoncus — 3a60p u uc-
cJiejoBaHye o0pasiia TKaH!
OpraHu3Ma C JUarHocTuye-
CKOM 1IeJIBIO.

TenacTHYecKas KaTa-
IJIEKCHS — HeOXKU/IaHHAA
c1a00CTh WU NTaJieHue,

[POBOLMPYEMbIE CUIIbHbI-
MU 3MOLIASIMHU, OCOOEHHO
CMeXOM.

l'enoTun - COBOKYIIHOCTb
BCEeX I'eHOB OTZIeJIbHOI'O 4Ye-
JIOBEKa.

I'emaTomeranus — yBeau-
YE€HNEe pa3MepoB IIE€YEeHN.

l'emaTocmieHomera-
JINA — yBeJIn4eHue pasMme-
POB II€4Y€HU U CEJIe3€HKU.

I'nukocUHrOIUNUABI —
CoeiiHeHe, COCTOsIIIee U3
yrieBoja v aunuaa (TJiu-
KOJIMIIUT), colepKaliee
cHUHro3uH.

JleMeHUHs — 3HAYNTEIb-
HOE CHUKEHVE UHTeJLIeK-
TyaJIbHBIX CIOCOGHOCTEH,
TAaKUX KaK IIaMATb, BBI3bI-
BalolIlee 3aTPy/AHEHHs [10-
BCE/[HEBHOU aKTUBHOCTH.

JAu3apTpHs — CIOKHOCTH
C IPOM3HOLIEHNEM CJIOB.

Jducaxapuasbl — THUI yrie-
BOJIOB, KOTOPBIH COCTOUT
13 MPOCTHIX CaxapoB (Mo-
HOCaxapu/oB).

JIMCTOHMSA — HEellpou3-
BOJIbHBIE IBV)KEHUS U IIN-
TeJIbHbIE MbILIEYHbIE CO-
KpalleHus.

Jucdarus — TpynHoctu
TIPY IJIOTaHUH.

Bone3Hb HMaHHa - MNMuka

HUHrubuTop - npenapar,
MO/IaBJIAIONINI aKTUBHOCTD
¢depmenra.

KorHuTuBHAas AUCPYHK-
LU — CHUDKEHVe MHTeJ-
JIeKTa.

Kopmiienue 4epes ra-
CTPOCTOMY — OIl€paTUB-
HOe pa3MelleHre 30H-

Jla 171 KOpMJIEHUsI Hello-
CPeNCTBEHHO B XeJyziKe
(uepes KOy U CTEeHKHU Xe-
NyzKa).

KopmMmieHue yepe3 Ha30-
racTpajabHbIN 30HJ — JI0-
CTaBKa MUY Herocpe-
CTBEHHO B XeJy/I0K uepe3
30H/]], pa3MellleHHbI! B HO-
COBOYi TTOJIOCTH, IIPU He-
BO3MOXHOCTY IJIOTaHUS.

JlakToO3a — fucaxapuiHbIi
caxap, KOTOpBIit 06pasyer-
sl U3 raJIaKTO3bI U [JIFOKO-

3bl, TPeMMYILeCTBEHHO CO-

ZIePXKUTCS B MOJIOKE.

Jlerounbie HHGUIBTPA-
TBI — BOCTIAJIUTeJIbHbIE 13-
MEeHEHU B JIETKHX.
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JIn3ocomHas 60JIe3Hb
HaKoILIeHHs — 3a6oJe-
BaHwe, COTIPOBOXKIAOIIee-
Cs1 HAKOIIJIGHHEM Hepacliie-
IJIEHHBIX MOJIEKYJT B JTH30-
COMAXx KJIETOK OpraHu3Ma.

JInzocombl — MeMbpaH-
HbIe OpraHesibl, COziep-
Kalljye TUAPOJIUTHIEeCKIe
bepmeHTHI.

JIMnUAbI — MOJIEKYJIBI JKU-
POB.

ManbTo3a — npocTeiiias
¢bopma caxapa, cocrosmas

13 IBYyX MOJIEKYJI I'"TFOKO3BbI.

HeiipoH — HepBHAas KJeTKa.

IIpoGaHp — YyieH CeMbH,
Y KOTOPOTO BIIEPBHIE B Ce-
Mbe BBISIBJIEHO HACJIe]l-
CTBEeHHOe 3a00JIeBaHue.

Caxapo3sa — gucaxapuza-
HBIi caxap, KOTOPBIi 06-
pasyercsi u3 GPyKTO3bI

U TTIIOKO3BI, TIOJIy4YaloT ero
U3 CaXapHOTO TPOCTHHU-

Ka UJIM CaXapHOU CBEKJIbI;
TaK’Xe Ha3bIBaeTCs CTOJIO-
BBIM CaXxapoM.

CnieHoMeranus — yBe-
JIM4YeHNe pa3MepoB cee-
3€HKH.

TpUUMKINYeCcKHe aH-
THAENPECCAHTDI — IPyII-
T1a JIeKapCTBEHHBIX TIperna-
PaToB, UCIIOJIb3YEMBIX JIJIst
061er9eH1a CUMITOMOB
Tenpeccu.

BonesHb HMMaHHa — MNMuka

YraeBoabl — IpOCThIe
yrJ1eBoAbI (TaKke Ha3bl-
BAIOTCS caXapaMH), KOTO-
pble B eCTeCTBEHHOM BUjie
IPHUCYTCTBYIOT B OBOIIAX
u QppykTax, B papuHUpPO-
BaHHOM — B IIO/iC/IallleH-
HBIX IIPOJIyKTaX, B 4acT-
HOCTH B TOPTaX, eYeHbSX
Y MHOTUX 6€3a/IKOTOIBHBIX
HAINTKaX.

CrosxHble yrieBoasl (U1u
KpaxmaJ) B IPUPOAHOM
BUJIe COZIEPXKATCS B LIeJIb-
HO3€PHOBBIX IIPOAYK-

TaX, HEKOTOPBIX OBOLIAX

u QppykTax, B papuHUpO-
BAHHOM — B TAKUX MPOAYK-
Tax, Kak Gesnblit x71e6, Ge-
JIasi MyKa U OZC/IalleHHbIe
XJIOIIbSI JJIsT 3aBTPAKA.

®eHOTHN — BHEIIIHEeE Bbl-
pakeHie TeHOTHUIIA YeJi0-
BEKa.

®pykTo3a - caxap, npo-
CTOU MOHOCaxapuf, KOTo-
phIit 06HAPYKUBAETCS BO

MHOTHUX QPYKTaXx.

XosecTepuH — MOJIEKY-
J1a, KOTOPAst UTPaeT BaxK-
HYIO POJIb B PYHKIIMOHM-
POBaHUM KJIETOK, 0COOEH-
HO CTPYKTYPBI KJIETOYHO#
MeMOpaHBL.

XoJecTepuH CHMKAI0-
Ias Tepanus — IpUMeHe-
HIe [IperapaToB, KOTOpbIe
CHIDKAIOT YPOBEHb XOJIe-
CTepUHA B OpraHU3Me, Ha-
IpUMep CTAaTHHEL

. Bcepoccuiickoe
( obuiecTeo

Brimmyck moaroTosnexH
BcepoccuiickuM oo1e-
CTBOM peaxux (opdan-
HBIX) 3a00JIeBaHUi
(BOO3)

ABTOD — pyKOBOZUTEIb
3KCIEePTHOIO COBETa
BOO3, a.M.H., mpodeccop
E. 0. 3axapoBa

Meauarpynmna BbIlycKa:
PYKOBOJUTEJb Me/ina-
rpynns! — EjeHa
3aBbssIOBa

apT-AUpEKTOp — ApceH
JAaHu31b

Ju3aiiHep — CBeTJaHa
boxayruna

JIUTepaTypHbIHA pefak-
TOP — KOPPEKTOp —
Hpuna YenenkuHa
OrneyaTaHo B THIIOTPa-
¢un 000 «IIpuHT-
Cryauo»

Tupax 1000 5k3.

RaRusMedia@yandex.ru



