OGy4yeHue oGyyalowux —
o6pa3oBaTesibHble NporpaMmbl j

OT pegaKuum

norun — 6one3Hn HumaHHa-IlMuka tmn C.

B nocnegHue rogbl Bce 4alle AMArHOCTUPYKOTCS 60SIe3HM,
KOTOpPblE paHee CYMUTaNUCb KpalHe PeaKkuMW KU KasyucTuye-
CKMMU. M 1eno He CTONbKO B TOM, YTO OHM CTasiM BCTPeYaTbCs
Yale (XoTa 4Nns HEKOTOPbIX 60NEe3HEN XxapaKTepHa Takas TeH-
[IEeHLMS), HO U B NOSABIEHUM HOBbIX IMArHOCTUYECKUX BO3MOXK-
HOCTEW, OOCTUXEHUSAX FEeHETUYECKOW HayKuM M, camoe rnaB-
HOe, — B MOBbIWEHUN YPOBHS 3HAHWK Bpa4ven-neavaTpos,
KOTOpble NepBble BUAAT T€ WU UHbIE OTKIIOHEHWS B 3[J0POBbE
pebeHKa.

K KpanHe pegKow natonornn otHocutcs 6o05ie3Hb HumaHHa-
Muka tun C (HM-C), ee pacnpocTpaHeHHOCTb COCTaBASET Mpu-
6nmsutenbHo 1:150000 HoBoOpoOXAeHHbIX. PasHOpoAHOCTb
KIMHUYECKON CHMMMTOMATUKKU, CJIOXKHOCTb [AWArHOCTUKHM
3aCTaBAAOT MPeanosioXUTb, YTO peanbHOe YUCIOo AeTen
c 6one3Hbio HIM-C MHOro 6onblie, YeM YyKe AnarHocTMpoBa-
HO. OCKOMbKY NPOrHO3 60ne3HU ONpefensieTcd BpeMeHEM
NoABAEHWUSI HEBPONOrMYECKON CUMMNTOMATUKKU, KParHe BaXHO
KaK MOXHO paHblle BbiiBUTb 60/Ie3Hb U Ha4YaTb aeKBaTHyO
Tepanuio.

B cBA3KM C LUIMPOKOM raMmom »anob, pebeHOK ¢ 60/1e3HbI0
HIM-C mMoXXeT oKa3aTbCA Ha MPUEME He TONIbKO Yy neauatpa,
HO M y renaTonora, remaTosiora, HeBposiora Uan ncuxmatpa.
MoatomMy Ang ycnewHon AMarHoCTUKM HEeO6X0ANMO He TONIbKO
3HaHWe NMPOoSIBAEHUH TOW UM MHOM MATONIOrUKU, HO U Hann4yme
HACTOPOXEHHOCTU Yy CMeuManuCcToB M YYTKOro OTHOLIEHUS
poauTener K TakK Ha3blBaeMbIM OObI4HbIM, CBOMCTBEHHbLIM
pacTyliemMy opraHuamy, cumntToMam. Mama AosiKHa MPOKOH-
CyNnbTUPOBATbLCA C NeaMaTpoM Nno nosoay 1to60ro HeHopMalsb-
HOro Ans 340poBoro pebeHKa Npu3Haka, 6yab TO B3ayThe
MBOTa B Mepuoae HOBOPOXKAEHHOCTU, AJIUTENIbHON XKEeNTyxu
HOBOPOXAEHHbIX UM U3MEHEHME MOBeAeHUS B 6onee crap-
LemM Bo3pacTe.

BoTt 4To BCcnomuHaeT Mama Kanyma, manbyinKa ¢ 601e3HbI0
HIM-C, KoTopoMy AnarHo3 yCTaHOBUIIN B MEPUOe HOBOPOXKAEH-
HOCTK Halln 6puTaHCKMe Konnerun: «Mbl o6paTtunncb B 60/b-
HULY, Korga emy 6b110 Tpu Hefgenw. Y Hero 6bi1, Mo KpanHewn
Mepe, Toraa Mbl 3TO TaK Ha3blBanu, B3AyTbiv XMBOT. Bce roeo-
puUAn MHe, 4TO Takoe OGbiBaeT y HOBOPOXAEHHbIX. N a9 Haxo-
aomMna obbsiCHEHWE — Aymana, Y4TO XMBOT B3[yT MOTOMY, 4TO
Masblll TONbKO YTO MOEf, UK 4TO-TO B 3TOM poje. Toraa MHe
Kazanocb, YTO BCE MPOCTO MPUAMPAIOTCH K MOEMY Masib4uKy,
noHMmaeTe? W, ecTeCTBEHHO, NOTOM, MOC/Ee TOro, KaK NpoLuio
TPY Heenu, a XMBOT TaK M OCTaBasCs B3AyTbiM, 1, HAKOHeL,
oTBe3na ero B 60/bHULY. Ha camom gene, Mbl OTBE3/N €ro
Ons Toro, 4to6bl MPOBEPUTL €ro Tas3obeapeHHble CycTaBbl.
Korga JOKTOp MX NpoBepwusi, OH cKazan, 4yTo ¢ 6eapamu Bce
B NOpsiiKe, HO cene3eHKa KaxKeTcsa yBenuyeHHou, n Y3U noa-
TBEPAUIIO, YTO ceneldeHKa yBenunyeHa... [JoKTop npoBen Bce
HeobxoaMMble UCCIeA0BaHUS, MPOBEPWI NEYEHb M NMOYKH, TaK
KaK OH (Kasiym) ponro 60onen »entyxow, No3ToMy 3TW OpraHbl
npoBepsiiM U nepenpoBepsann. Kaxertca, eMy Takxe npoBe-
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YBakaemble Konnern! Mbl npogoiKaeM 3HaKoOMUTb Bac C peaKknmu 6one3Hsimu. losBastomecss y pebeHKa CUMIMTOMEI,
0COBGEHHO B rnepuoae HOBOPOXKAEHHOCTH, HEPEAKO PacLeHMBAKTCS ero 6JIM3KMMU KaK CUMIATOMbI 4aCTO BCTPEeYaloLmnxcs
60/1€3HEN, CBOMCTBEHHbIX €ro BO3pacTy. Y To/IbKO npogeccroHasn (6yab To KBaaupULMpoBaHHas MeAnUMHCKas cectpa namn
neanaTp) MOXKET 3arnofo3PUTb NaToJIorMI0 1 NMPOBECTU AOMNOJIHUTE/IbLHOE 06c1eq0BaHUe. [103TOMY 04eHb Ba)KHO 0ObSICHUTH
poanTeNAM, H4TO HEo6XoAMMO 06palyaTbCs K Bpayvy 3a KOHCY/bTalMer no rnoBoAy Jilo60ro rnosiBUBLIErOCs OTK/IOHEHMUS
0T 06bIYHOrO COCTOSIHUS pebeHKa. [peacTaBisieM BamM OAMH U3 BapUaHTOB MaHMQECTaLnn TSXKEN0M Hac/1eCTBEHHOM naTo-

bone3Hb HUmaHHa-NMuka tun C rnazamu
MaTtepu, MeAULUHCKOMU cecTpbl, Bpaya

NI MCCnefoBaHMe Ha Hanuyue naTtoNorMYecKn M3MEHEHHbIX
3PUTPOLIMTOB, MOTOMY YTO, KaK s MOHMMato, OHU MOTYT NPUBO-
IWTb K YBEJIMYEHUIO CENIE3EHKM, U, PA3YMEETCS, Y MOETO CbiHA
Obl1 He TOT c/iy4ai. A notoM B deBpase HaM NO3BOHWUIN, Mbl
noexanu B rocnurasb, U UMEHHO TOrla HaM BrepBble CKasanu
06 aToM... U Torga s oHemena ¢ ronoBbl A0 HOr... Tbl NPOCTO
HEeMeellb ¥ HE MOXELLb HX 0 YeM AyMmaThb... f AarKe He MOMHIo,
4YTO MPOMUCXOAMSIO B TEYEeHMEe TOW Heaenu WiuM ABYX Hedenb,
Korga pebeHKy nocTtaBuiM 3ToT AMarHo3, NoTomy 4To A Gbina
B OLleNeHeHuu, 9 Haxoaunach B ApyroMm MUpeE...».

BoT Kak onucekiBaeT 6one3Hb HIM-C meaunumMHCcKas cectpa cne-
LiMannM3npoBaHHOro LeHTpa no 6one3Hn HumarHa-lNMrka Xaknm
Mmpu, Habnogatowas Bcex Takux 60/bHbIX B BennkobputaHuu:
«O6bIYHO CHavana AEeTU YyBCTBYIOT cebs AOCTAaTOYHO XOpPOLLO,
NMOTOM OHM HA4YMHAIOT NOCTEMNEHHO yTpayMBaTb CBOM HaBbIKMK,
OHM He TaK XopoLo noajaloTcs 06yHeHMto, Kak AOSIKHbI Obln
6bl. C Te4yeHMeM BpPEMEHM OHW MOTYT NOTEPSATb CMOCOBGHOCTL
rnoTatb, NpMHMMaTb nuuy. Y HUMX pasBMBaloTCa cnaboymue,
KpaTKOBPEMEHHasa NoTeps NamsaT, XoTs 06bI4HO, Ha dUHaNb-
HOWM CTafMMu, KaK Obl TSXKENO OHM He OblNn 60/bHbI, OHU BCE
elle y3HaloT Y1eHOB CBOMX CEMEN. M XOTSi OHU HE MOTYT C HUMMU
rOBOPUTb, BMAHO, YTO OHW 3HAIKOT OKPYXaloWMX WX Nogen,
3aHMMalOLLMUX BaXKHOE MECTO B UX U3HM.

OAHUM M3 TUMWUYHbIX MPOSIBAEHUN SBNSETCA 3aTaHyBLUAsACS
enTyxa B Nepuvoge HOBOPOXAEHHOCTU. Bce aetn nepeHocaT
ENTyXy B Te4eHue napbl AHen, Ho B ciyyae HI-C oHa anutcs
Hegenamu, uHorga mecsiuamu. O6bIYHO Yy HOBOPOXKAEHHOrO
NPOBEPSIOT Hanu4yne MHbEKLUMU UK 0BblYHbIX 3ab6oneBaHui
nevyeHu nepep TeMm, Kak HayaTb nopo3peBaTb MeTabonunye-
CKO€ HapylleHu1e, HO B Noc/iegHne roapl rpynna no 601e3Ham
HumaHHa-lnka obpatuna ocoboe BHMMaHWE Ha OTAEeNeHus
3a60/1eBaHNI MEYEHN M NONPOCKIa NepcoHan aTuX OTAENIEHUI
nccnenoBaTb BO3MOXHOCTb HATMUYUSA PEIKUX METABONYECKMX
pPacCTPOMCTB, €C/IN Y HUX Ha JIEYEHUN HaxoasaTCa AeTU ¢ 3aTs-
HyBLUENCA »KenTyxon. Elle OfHOM CNOXHOCTbIO ABNAETCH TO,
YTO Nnocne TOro, Kak XenTyxa 6bina BblieYeHa, MOXKET MPOMTH
HECKOJIbKO JIET 10 TOr0, KaK Ha4yHyT BO3HMKaTb APyrue CUMNTO-
Mbl, U OHW MOTYT ObITb HE C/TULIKOM O4YEBUAHBIMM.

YacTo y Takux AeTen oTMevatoT TpyAHO0BYy4aeMoCTb UK UC-
JIEKCUIO, UX BUHAT B HenocnylwaHuu. MHoraa mamam npuxo-
OWTCA rogjaMun HacTanBaTb, ynpalnBaTb OKpyKatoLmx: «Bbl e
OOMKHbI MOHMMAaTb, YTO C MOWMM PEeBGEeHKOM 4YTO-TO He Tak,
3TO HEHopMasbHO!», nMpexae Yem OyaeT nocTaB/iEH BEPHbIN
OWarHos.

[eTn wKonbHoro Bo3pacrta ¢ 6onesHbio HIM-C mMoryT kasaTbes
BMOJSIHE HOpPMAasibHbIMUK, a MOTOM BAPYr YYWUTENS HavyuHaloT
3amMeyaTb, YTO OHM CTAHOBSATCS BCE 60N1ee HEYKTIOXUMU, YEM UX
poBeCHMKK. OHM YacTo NadatoT (MPU3HaK aTaKCKK), MOryT NOHa-
Yasny XOpoLo y4UTbCs B AETCKOM Caay WK LIKOJME, @ MOTOM Hauu-
HaloT NOCTENEHHO OTCTaBaTb OT CBOMX CBEPCTHWKOB, M MPOLECC
06y4eH1s NPOCTO OCTaHaBIMBAETCS, @ NOTOM MOBOPaYMBaeTCs
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06y4yeHHne 06Gy4aloWmnx —

oGpa3oBarte/ibHble NporpamMmmbl a9 poauTenen
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BCNSATb. OHW MOTYT HOPMaJbHO NOTaTh MUY M MUTb, @ NOTOM
BAPYI HA4YMHAOT AaBUTbCS €40M UK KUOKOCTbIO.

3Ty 60Nne3Hb CNOXHO [AMarHocTMpoBaTb, MO3TOMY B clyvyae
TakuMx nauueHToB, KaKk Kanym, npuxogutca [OAro xaatb
pesynbraTbl aHann3oB. O6bIYHO Y HEBPOIOrOB UKW NeaMaTpoB
BO3HMKalOT NepBble NOLO3PEHUSA U3-3a NoTepn pebeHKOoM
KaKWX-MB0 HaBbIKOB, HO AJi9 MOCTAHOBKW AMarHo3a Heo6-
XOAMMO cAenatb GMOMCUI0 KOXM — 3TO 3aHMMaeT OKOJo
wectu Hegenb. MOTOM HYXHO, 4TO6bI cneyunanbHasa nabopa-
TOpUA uccnegoBana KIEeTKU KOXM A1t MOCTaHOBKMW AMarHosa,
W nocne 3Toro Mbl 06bIYHO OTNpaBfseM Npoby Bo PpaHLUto
NS NMOBTOPHOrO aHanu3a ¢ TeM, Y4TOObl MOCTaBUTb OKOHYa-
TeNnbHbIM AnarHos. U 3atem, nocne npoBeAeHns aHannaa, Mbl
MOXeM npoBecTu nccnegosaHune AHK 1 nonpo6oBaTb NOHATD,
YTO MPMBENO K NOSIBNEHWIO AAHHOTO HAPYLIEHUS Y KOHKPETHO-
ro pe6eHka...»

Y10 ke Takoe HM-C?

HM-C — ypesBblYalHO peaKoe HacneaCTBEHHOE 3aboneBaHue.
MpencrtaBnsieT co60M CHPUHTOMUENTMHOBBIN TMNUA03, KOTOPbLIV
pa3BuBaeTcA B peaynbTate HacneACTBEHHOW HeaocTaTou-
HOCTU COUHrOMMUeNnnHasbl — depMeHTa, rMapoNn3ytoLLero
chuHromumenuH. 3aboneBaHue HacnegyeTrcsi no ayToOCOMHO-
peueccMBHOMY Tuny. [eH chuHromuenuHasbl NOKanuayert-
ca Ha 11 xpomocome 4yenoBeKa B no3uuuu plb5.4-pl5.1.
BonesHb o6ycnosneHa mytauunen reHa NPC1 (90-95% cnyya-
eB) unn NPC2 (4% cnyyaes).

MepBble cMMNTOMbI 06bIYHO NOSIBASIOTCS Y AeTeN B BO3pacTe
2-5 neT, HO MOryT NosiBUTbCA M B 6Gosee cTaplem Bo3pac-
Te — Yy NOAPOCTKOB U Jaxe Yy B3pocC/blX. Pe6eHOK BbIrNaauT
HEYK/IOXMM, YacTo nafjaer — MnepBble MPU3HaAKU aTaKcuu
W ANCTOHWMM MbIWL, KOHEeYHocTeN. [lanee pa3BuBaeTcs An3ap-
Tpus, aucdarus, nporpeccupyrolas yMCTBEHHas OTCTanoCTb,
reHepann3oBaHHas AMCTOHUS, cTaTUYecKas U AMHaAMUYecKas
aTaKcusi, UHTEHLMOHHbIN TPEMOP, MHOTAA NPUCTYMbl aKUHE3WMH,
NosiBASIOTCA Cyaoporu. Nepsble NPpU3HaKn AeMEHLUM NOSBAS-
loTcq B Bo3pacTe 6-8 net. Kpome Toro, B 3ToM BO3pacTte
nosiBnsieTcs cneunduyHbin ana HIM-C npu3HaK — CMoOHTaHHble
BEPTUKa/bHble Ma3oaBuUraTenbHble HapyleHus. B ny6eprart-
HOM nepuoae MOryT PasBMUTbCA NCMX03bl. B3pocabiM nauneH-
TaM OLWKMBOYHO MOXKET GbiTb MOCTAB/JEH AMArHO3 AeMeHLMUs
(cnaboymue) nnum NCUxXMYecKmne HapyLeHus.

BonesHb HIN-C Heo6paTnmo nporpeccupyeT 1 60/bluas 4acTb
nauneHToB ymupaeT B TeyeHrne 5-10 neTt nocne nocTaHOBKM
AnarHo3a; B 60/bLUMHCTBE C/lyYaeB NauMeHTbl HEe AOXKMBAIOT
[10 NOAPOCTKOBOr0 BO3pacTa.

OunarHoctuka HIM-C TpyaHa v anuTenbHa; cpeiHui Bo3pacT
NocTaHoBKM AuarHo3da HI-C 10 net [1], 4To 06bsCHAETCA
pefKocTbio 3abo0fieBaHUA M, KaK CleAcTBMe, OTCYTCTBUEM
HaACTOPOXEHHOCTW Bpayvyen, WWUPOKUM CMNEKTPOM KIMHUYe-
CKMX MPOSIBNEHUI, OTCYTCTBMEM CNELUPUYECKUX CUMMNTOMOB
W 3a4acTylo TPYAHOCTbIO, IM6O0 HEBO3MOXHOCTbLIO, NpoBeae-
HUS cneundryYecKx aHann3oB.

B cBA3K ¢ Tem, 4TO NosiBUNacb BO3MOXKHOCTb 3PDEKTUBHOM
cybCTpaT-peyumpylolen Tepanuu, BO3pacTaeT BaMHOCTb
paHHen AMarHoCTUKKN 60NbHbIX M BONPOCHI BepubUKaLnm ava-
rHO3a B 9KCNEepTHbIX LeHTpax no HI-C.

Korga Hy)XHO 3anogo3puTb

6one3Hb HumanHa-lNMuka Tun C?

MO3HO BbIAENWUTb P NPU3HAKOB, NO3BOJIAIOLIMX NPeanoso-
¥WUTb HaNM4mne y 1aHHOro nauueHta 6onesxu HI-C.

MayneHTa peKomeHAyeTCcsl HanpaBUTb B I3KCMEPTHbINA

yeHTp no 6ose3Hu HI-C, ecan npucyTcTByeT XOTs 6b1 OAUH

U3 caegyrLux CUMNTOMOB:

° rnasojBurartefibHble HapylweHus no BepTuKanu. Mauw-
EeHT cTapaeTcsl KOMMEHCUPOBaTb 3TW HapylleHUs [BW-

®

XEHMEM T0JI0Bbl (4TO MOHavyany MOXeT pacLeHMBaTbCs
KaK TUKK);

° renacTMyeckasi KaTtannekcus. Y nauueHta oTMevatoTcs
[ABWrate/bHble HapylweHUs, 06bl4HO MNPOBOLMPYEMbIE
CMEXOM — OT NIErKux «KNeBKOB» rOJIOBOWM OO0 aToOHun4e-
CKMX MafeHWW, OCNOXHALWMXCA TpaBMamu (6e3 notepwm
CO3HaHu9).

Hannymne 2-6 n3 cnepyrowux CMHMNTOMOB TaK»xe

no3BOoJIAIOT NpeAnono1Tb HI-C:

e artaKkcus. MNposBnseTcs B HapyweHUWU NOXOAKKU, MauUeHTy
TPYAHO yAEPXMBaTb PaBHOBECHE Ha OAHOW HOre;

° HapylweHue LeneHanpaBneHHbIX ABMXeHWN. Pe6eHOoK cTa-
HOBMWTCS HEYKITIOXKUM, Yalle Apyrux AeTen najaet v yaaps-
eTcsl BO BPEMS Urpbl, UCMbITbIBAET CIOXHOCTU C MOAHLEMOM
Nno NecTHULE;

° auMzapTpus. Pedyb CTaHOBUTCH 3aMeIeHHON, PacTAHYTOMN,
«CMa3aHHOW», CO cnabow apTUKYNSaLneEwn;

° pemMeHUMs. KpaTKOoBpeMmeHHble npoBanbl B MNaMaTH;
y AeTen MOryT NposiBNATbCA Kak nosefeH4yeckune npobne-
Mbl B LUKONE;

e aucdarng (paccTponucTtBO rnoTaHus). launeHT MOoXKeT
He 0CO3HaBaTb, YTO Yy HEro ecTb HapylleHWe [OoTaHus.
He puarHoctMpoBaHHasa aucdarns MOXeT NposBAATbCH
B MEpUOAMYECKOM PaCCTPOWCTBE [AbIXaHWS, WUCTOLLEHWUM
W gervapataunu;

° renartocnieHomeranuga (y Aevew,
[eHHbIX).

Hauie y HOBOPOXX-

Apyrue Bo3MOXHble CUMNTOMblI,
Nno3BoJIsilOLME NPeANnoJoXUTb Hanu4uue HIM-C

Y pereii fo 2 neT 3T0 MOryT GbiTh:

e deTanbHble OTEKM/aCLHT;

° [OnuTeNbHas HeoHaTanbHas XofiecTaTuyecKas XKenTyxa;

° 3ajepxKa MCMXOMOTOPHOrO Pa3BUTHS;

® MbllleYHas TMNOTOHUS;

® Cy#oporu (reHepannM3oBaHHble TOHUKO-KIIOHUYECKME, MPOo-
CTble NapunasnbHble, MMOKIIOHUYECKME).

Y nereii 2-10 neT 3T0 MOryT ObITh:

° arakcusa/gusapTpus;

° KaTanfeKcus;

° Cy#oporu (reHepanu3oBaHHble TOHWKO-KIOHUYECKUE,
NpOoCTble NapLnanbHble, MUOKIOHUYECKHE);

° 3ajeprKa NCUXOMOTOPHOrO Pa3BUTHUS;

* HapyleHusa cnyxa.

JlononHuTEeNbHO y NOAPOCTKOB M B3POC/bIX C/IE4YeT

o6pawjaTb BHUMaHue Ha:

° MCUXMAaTPUYECKMUE HapYLIEHHUS;

° [eMeHUuIo;

° [BWUraTefbHble HapyleHWs; aTakCuio/MUOKIIOHYC/ANCTO-
HUIO/TPEMOP;

° OuM3apTpuio/gucdaruio.

Ecnm Bbl 3anogo3punu y naymeHta 6one3Hb HumaHHa-

MNMuka Tvn C, Kyaa o6pallaTbcs ANs YTOYHEHUs AgMarHosa?

MockBa, Hay4Hbln LUeHTp 3a0poBbs geter PAMH, otaeneHue

BOCCT@HOBMWTE/IbHOMO Sle4eHuns Ana ageten ¢ 601e3HIMU HEPB-

Hou cuctembl HUW MM v B

Ten.+7 (499) 134-01-69

* MamegbsipoB Asa3 MarepamoBu4, 3aBeflylOlLn OTaeNne-
HUEM, K.M.H., amm@nczd.ru;

e Ma3ypuHa EneHa Muxa#noBHa, Bpa4y-HEBPOSION, K. M.H.,
ElenaMazurina@bk.ru;

* Bbicoykas Jliogmuna MuxannoBHa, Bpay-HEBPOJIOT,
K.M.H., doc_viIm@bk.ru.
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