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B nocneaHue rognl B yC10BUSIX PACLUIMPEHMNS AMArHOCTMHECKMX BO3MOMXHOCTEN M MOBbILLIEHMS YPOBHS 3HaHWI BCE Yalle BblsiB-
50T 60/1IE3HU, KOTOPbIE PAHEE CYMTAINCh O4EHb PEAKUMU. Hapsay ¢ AOCTUKEHNAMMU apMaKOI0rM4eCKON MPOMbILLIEHHO-
CTU, CBOEBPEMEHHAsI ANarHOCTNKa M Ha3Ha4YeHne ajeKBaTHOM Teparnum no3BOJSIKOT BO MHOIMMX C/lyd4asiX COXPaHUTb N3Hb
pPEBEHKY U 3aMeaINTb MpPOorpeccMpoBaHne 601e3HU. [laHHas cTaTbsl MOCBSLIEHa PEAKON, reHETUYECKM 06YC/I0BIEHHOM,
naTto0rMu U3 rpynrbl TM30COMHbIX 60/1€3HEN, HaceayeMon ayToCOMHO-PEeLeCCMBHO, — 601e3HM HumaHHa—Iuka tin C.
Moapo6HO npeacTaB/ieHbl BapUaHTbl KIMHUYECKOrO TEYEHUS M METOAbI AMAarHOCTUKM. Y4uTbiBasi CyLLECTBYIOLLYIO B Hallek
CTpaHe rmnoamMarHoCTMKy 3Toi 6071€3HU, aBTOPbI NPeanaraT BHEAPUTL B NPaKTUKY AMarHOCTUYECKMI anroputM «MHaeKe
rogo3peHusi 601e3Hu HI-C» ¢ Lesnbio yayylleHus BbisBASIEMOCTU U CBOEBPEMEHHOIO Havyasia NatoreHETUYECKON Tepanuu.
Knro4eBblie cnoBa: pegkue 601€3HU, 60/1€3HM HaKOM/IEHUS, IN30COMHbIe 60/1€3HM, 601€3Hb HumaHHa—IlTnka tmn C, gnar-
HOCTHKa, KITMHUYECKOE TeYEeHHE, IeYeHHNe, AETH.

bonesHn HaKonneHuss — rpynna peakux reHeTUYecKu nevyeHb, cene3eHkKa, ueHTpasibHaa HepBHaa CUCTeMa, KOCT-

OEeTEPMUHUPOBAHHbIX 60/1€3HEN, 0OOYCNOBMIEHHbIX Hapylle-
HMEM CUHTE3a NM30COMHbIX GPEPMEHTOB, KOHTPOSIUPYIOLLMX
BHYTPMK/IETOYHOE pacliensieHne MakpoMOeKyn (rMrUKo3a-
MUWHOTTMKAHOB, IMWKONMNUAOB, IMIMKONPOTENHOB) U BHYTPU-
JIN30COMHbIM UX HAKOMNEHWEM, YTO MPUBOAUT K NPOrpeccu-

Hasa cucteMa [1—4]. B pesynbrate MyTaumn reHa CHUXKaeTcs
aKTUMBHOCTb TOr0 UK nHoro pepmenTa (40 10—20% HopMbl),
4YTO XapaKTepPHO AN MYKOMOAMCaxapuAao30B U MUKOreHo-
30B. B pegKux cinyyanx HapyllaeTcs Tak Ha3blBaemasi CopTy-
pPOBKa MOEKyn BHYTpU KneTok. llocnegHee CBOMCTBEHHO

60ne3xun HumaHHa—Iuka tvn C (HI-C), KoTopas npeacras-
nset cobon cPUHroMMENNHOBLIN TMNUA03, pa3BMBalOLWNN-

pytowemMy HapyweHuto GYyHKLMKM NOBPEXAEHHbIX OpraHoB.
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NPD type C — way to the effective therapy
through timely diagnosis

In recent years in expanding diagnostic capabilities and improved knowledge level diseases that were previously considered rare
become increasingly identified. Along with the achievements of the pharmaceutical industry, timely diagnosis and adequate therapy
appointment can often save the life of the child and delay the progression of the disease. This article focuses on a rare, genetically
determined, pathology of lysosomal diseases group, inherited autosomal recessively — NPD type C. Different versions of the clinical
course and diagnostic methods are showed in details. Take account of the existing in our country hypo diagnostics of this disease, the
authors propose to put into practice a diagnostic algorithm «index of suspicion of the disease NP-C» in order to improve detection and
timely initiation of pathogenetic therapy.
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Cs B pesynbraTe HacneaCcTBEHHOM HEAOCTaTOYHOCTU BENKOB,
y4acTBYIOLWMX BO BHYTPUKIETOYHOM TpaHCMopTe AMNWUAOB,
N BTOPUYHBIM CHUMKEHMEM AKTMBHOCTU CHUHTOMUENMHa3bI
(8o 20% HopMbl). 3aboneBaHWe HacneayeTcsa no ayToCoMHO-
peueccuHomy Tuny. TeHbl NPC1 n NPC2 nokanusytTcs
B Jiokycax 18q11-q12 mn 14q24.3. bone3Hb 06yc/noOBMEHa
MyTaunen reHa NPC1 (95%) wnn NPC2 (4%), B 1% cnyya-
€B MOJIEKYNSAPHO-TEHETUYECKUIN AedEKT naeHTndunumMpoBaTb
He ygaetcs [1-9].

Knaccudukauus

K HacTosileMy MOMEHTY B 3aBMCMMOCTM OT MONEKYASPHO-
reHeTuyecKoro gedekrta BblAeNdaT ABa Tuna 3abonesa-
HUA: 60ne3Hb HumaHHa—-lunKka tMn C 1-ro tuna u 605e3Hb
HumaHHa—-Iuka TMn C 2-ro Tnna. NMepBoHavanbHO Bblaensnm
B OTAeNbHYIO dopmy 60ne3Hb HumaHHa—IuKa T1n D, BbiSB-
nsemyto B nsongrax Hoson LLotnaHauu, HO B AajibHENLLEM
6bI/10 MOKa3aHo, YTO MPUYUHON 3TOM POPMbI BONESHN TaKKe
ansaTea mytaumm reHa NPC1 [2, 5, 10].

Anuaemuonorus

bonesHb HIM-C OTHOCUTCH K YMCNY PEAKMX HAacneACTBEHHbIX
6one3Hen obmeHa BellecTB. 3abosieBaHWe pacnpocTpa-
HEeHo rnoBcemecTHO. YactoTa 3aboneBanma — 1:120000-
1:150000 »uBbIX HOBOPOXKAEHHbLIX. BblcOKass 4acToTa
60ne3Hu HI-C 1-ro TMna oTMeYeHa cpean HEKOTOPbIX reHe-
TUYECKMX U30NATOB: PpaHLy3CKON KonoHun Akaausa (Hosas
LWoTtnaHaua), rpynn 6eaymHoB B M3paunne, MCNaHCKMUX noce-
neHun B Konopago v Hbto-Mekcuko (CLUA), yto cBsi3aHO
¢ adpdeKToM ocHoBaTens [11, 12].

KnuHuyeckue popmbl 6one3un HumaHHa-lNuka tun C
bonesHb MOXKeT MaHudpecTupoBaTb B /IlO60M MEPUOIE HKU3-
HW — OT BHYTPUYTPOGHOIO 4O MOXMAOro BO3pacTa, HO Yallue
npu3Hakun 6one3Hu HIM-C noasnsoTca B paHHEM AETCKOM BO3-
pacTe 1 6bICTPO NPOrPECCUPYIOT, MPUBOAS K HapyLUEHWUIO PYHK-
LMW MNOBpPEKAEHHbIX OpraHoB. TeyeHne 60Ne3HMN U NPOAOSIKHU-
TENbHOCTb }M3HM NauueHTa BO MHOrOM 3aBMUCAT OT BO3pacTa,
B KOTOPOM npowu3oluen Aebtot. BoigensatoT cneaytoume Gopmbl
60ne3Hu HI-C: HeoHaTanbHylo, MAadeHYEeCKY0, MO3AHI0K0
MJIaeHY€ECKY!I0, IOHOLLECKYIo 1 B3pochyto [2, 11-13].
HeoHatanbHas ¢popma (ge6roT fo 3 Mec) xapaKTepusyeTcs
pasBUTUEM BHYTPUYTPOOBHOW BOAAHKKM nnoga. lNocne poxae-
HKMA Npeo6najatoT MblleYHas rMNOTOHUS U 3afepPKa NCHUXo-
MOTOPHOIO Pa3BMTUS, KOTOPbIE MPOrPeCCUpyoT U NPUBOAAT
K HapylweHusM WHTennekta. MpubaMsnTenbHo B MNOAOBUHE
Cly4aeB OTMeYaloTCst BHYTPUMEYEHOYHbIV X0NecTas, entyxa
W renaTtocnieHoMeranus, KotTopble ¢ BO3pacToM MOTYT MOJSHO-
CTbt0 UCYE3HYTb. PeaKo HabntogaeTcs MOTHUEHOCHOE TeYeHME
C pasBuUTMEM TsXKenon GopMbl XONECTAaTUYECKON MKENTyXu
N HEe6NaronpusATHbBIM UCXOLOM Ha NEPBOM MONYrOAMUMN HUSHU
OT Ne4YeHOYHON HeJOCTaTOYHOCTH. B HeGONbLWOM YMcne cnyya-
€B pa3BMBaETCH AblxaTefibHasa HegocTaTto4HocTb [9, 10, 13].
Ipun mnageH4Yeckon popme (3 mec—2 roga) OCHOBHbIE K/K-
HUYeckme cumnTomMbl 60ne3Hn HIM-C (renatocnieHomeranus,
3ajeprKKa MCUXOMOTOPHOIO Pa3BUTUS, MbllEYHaAs TMNOTO-
HUS) NOSIBASIIOTCS Ha MEPBOM rOAY XWM3HW. BOAbLWMHCTBO
nauMeHTOB HMKOrga He npuobpeTaeT HaBblKM CamMOCTO-
ATEeNbHON X0AbObl. WMHTeNnnexkTyanbHoe pasBuUTME O0ObIYHO
He cTpagaet. o mepe nporpeccupoBaHns 60Ne3HU NPouc-

XOAWT BOB/IEYEHME B NATOIOMMYECKMI NpoLEecc NMpaMuaHowm
CUCTEMbI, MOCTEMNEHHO PA3BMBAETCH CHUKEHNE KOTHUTUBHbIX
GyHKumMM [11].

B 60-70% cny4aeB 60ne3Hb HI-C 06bI4HO MaHuUdecTupyeT
B MO34AHEM MIaJEHYECKOM W paHHEM [EeTCKOM Bo3pacTte
(no3gHsasa MmnageH4Yeckas ¢opma — 2-6 ner). NepBbiMu
KNMHUYECKMMKU CUMNTOMaMu 3TOM GOpMbl ABASIOTCA MO3-
YXEYKOBbl€ pacCTpOMCTBa (LIaTKOCTb NMpu xoabbe, An3apTpus,
OUCMETpUS), KoTopble O06bIYHO MPOSBASAKOTCA B BO3pacTe
3-5 net. B 90% cny4yaeB HabnogaeTcs renatocnieHomera-
NS pasNM4YHOM CTENEHU BblpaxKeHHOCTH. 1o mepe nporpec-
CUpOBaHUs 60/1€3HM (B TOM YMCIIE MPU IOHOLLIECKON dopme)
NPaKTUYECKM Yy BCEX MaLMEHTOB pa3BMBaETCH BepTUKalb-
HbIW cynpaHykieapHbin odpTanbmonapes [14]. Ha HavanbHbIX
3Tanax NPOUCXOAWT 3amef/IeHne ABUKEHUS rasdHbiX 610K
no BepTMKanu, NOCTENEHHO Nporpeccupyrollee 4O NOSHOO
OrpaHUYeHns BEePTUKaNbHOIO, @ MHOr4a FOPU30HTANbHOrO,
B30pa. HepegKo oTmevaeTcs 3afepKKa peyeBoro passuTus.
B ganbHenwem nocTeneHHo yTpadymMBatloTCa paHee npuobpe-
TEHHble ABUraTeNibHble HaBbIKK, MPOSBASIOTCS UHTENNEKTY-
anbHble HapyleHus, pa3BuBatoTcs anucharua u au3apTpus,
pexe aemMmuenuHuaupylowas nepudbepunyeckas noMHenpo-
natua [14, 15]. He6bnaronpuaTHbIM MCXo4 MNpW MO34HEMN
MfageH4yeckon dopmMe 06bl4HO HACTynaeT B NEPBYIO AeKaay
XWU3HHK [2, 13].

Mpwv roHowecKo# ¢popme 60ne3Hn HIM-C nepsble CMMATOMbI
06bI4YHO NOABASAOTCS B BO3pacTe OT 6 Ao 15 neTt B BUAe Hapy-
LLIEHMS YCBOEHMS WWKOMBHOMO MaTepuana, nMcbMa, CHUXEHHUS
BHUMaHUS, NaMaTH, TMNEPAKTUBHOIO NMOBEAEHUS, YTO MpwU-
BOAMWT K YCTAHOBJ/IEHUIO HEMPABWIBLHOIO AMarHosa. B Heko-
TOPbIX cydasx 60/1e3Hb MaHUPECTUPYET C NCUXMATPUYECKMX
HapyWweHWN, TaKNX KaK HapylleHne noBeaeHus, wunsodpe-
HOMOAOGHbLINM cuHApoM, aenpeccus [2, 11]. B 20% cnyvaes
HabnoAaeTcs renacTuyeckas Kataniekeus: KpaTKoOBpPeEMEH-
Has NpUCTynoo6pasHas yTpata MbIWEeYHOro ToHyca, NPUBO-
Jsuas K nageHuto 605bHOro 6e3 notepu CO3HaHWS, valle
BO3HMKaoLWasa Ha ¢GOHEe CU/bHbIX 3MOLMOHaNbHbIX peaK-
UM (Hanpumep, Bo Bpems cmexa) [16, 17]. Co BpeMeHeM
NPOrpPeCcCcUpPyOT MO3XKEYKOBbIE PACCTPOMCTBA, MOSABASIOTCA
ancoarvsa, AM3apTpus U YXyaWaeTcs UHTeNNeKTyanbHoe pas-
BuTHE. HYacTbimu cumntoMamu HI-C aBngaioTcsa aKkcTpanupa-
MUWAHbIE PacCTPOWCTBa B BMAE Pa3/IMYHbIX ANCTOHUYECKMX
rmnepKkuHes3oB. B nonoBuHe criyyaeB pa3BuBatoTcs GoKasb-
Hble U/WNN TeHepannM30BaHHble aNUAENTUYECKME NPUCTYMbI,
TPyaAHO nojaatolmecs afeKBaTHOM aHTUANUIENTUYECKOM
Tepanuu. Ha nosgHux ctaguax HIM-C HapacTatloT nupamua-
Hble HapyWweHWs B BWAE MOBbIWEHUS MbIWEYHOro TOHYCa,
OXMBMIEHUA CYXOXMIIbHbIX pedrieKcoB, MOSBAEHWS naTo-
norunyeckmx pednekcoB, 6ynbbapHO-nceBaobynb6apHOro
CYHAPOMA; pas3BMBAlOTCA [AeMeHuus, AelepebpaunoHHas
WK AEKOPTMKALIMOHHAs pUrMaHoCcTb. fenatocnneHomeranms
06bl4HO He Habnwgaetcs. HebnaronpuaTHbIM MCXon 4alle
pa3BMBaETCs B KOHLIE BTOPOrO — Havane TPeTbero fecs-
TUIETUSA KU3HU, OObIYHO OT MHTEPKYPPEHTHbIX MHPEKLMH
[16-18].

B3pocnas ¢popma. Cumntombl 60ne3Hn HI-C nossnstotcs
Ha BTOPOM—TPETbEM LECATUNETUMN KN3HWU, HO MOTYT BO3HUK-
HYTb U B Bo3pacTe cTapwe 50 net [18]. XapaKTepHO Mea-
JIEHHO nporpeccupyollee TeyeHne 6onesHn. llocTteneHHo
pa3BMBalOTCA MO3XKEYKOBblIE pacCTpoucTBa (aTtaKkcus,

=
=
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AN3apTpus, AMCMETPUS), Mbllle4Has AUCTOHUS, Pas/IMYHOM
CTEMEHMN BbIPAXKEHHOCTU UHTENNEKTyallbHble PacCTPONCTBa.
Hepeako y B3pocnbix 60ne3Hb HIM-C maHudecTupyeT ¢ pas-
BUTUS BUNONSAPHbIX paccTponcTts [16—18]. Mpu aton dopme
3NuNenTUYecKne NPUCTynbl Pas3BMBAOTCS PEAKO; He XxapakK-
TEPHbl TaKXe yBeNMYEHUE CeNle3eHKU U BepTUKabHbIN
HagbsaepHbl odpTasbMonapes.

AunarHocTuka

B HacTtosillee BpemMs OCHOBHbIMWM METOAaMW [AMArHOCTUKM
6ones3nu HIM-C cynTalor 6UOXMMUYECKUe TeCTbl, NMO3BONSIO-
WMe BbIIBUTb HapyleHWe BHYTPUKAETOYHOro TpaHcnopTa
M romeoctasa xosectepuHa. Hanunume mytaumn NPC1 wnu
NPC2 reHOB B COYETAHMW C XapPaKTEPHbIMU KIMHUYECKU-
MU MPOSIBJAEHUAMM NOATBEPKAAIOT AMArHo3. a5 U3yyeHus
HOBbIX MyTaLWi HEOBXOAWMbI AOMNONHUTENbHbIE UCCNeaoBa-
Hua [1, 2, 5, 6, 9].

Ana aAMarHoCTUKM 601€3HU 6MOXMMHUYECKUMU MeToZaMH
TpebyeTcs Hann4me X1BbIX KNETOK (06bIYHO KynbTypa dpnbpo-
61aCTOB KOXMH).

CambIM YyBCTBUTENbHbLIM M CNeLMdUYHBIM METOAOM CHUTAIOT
TECT ¢ OKpawunBaHueM OUIMNUHOM. PUGpPOGNACTbl KyNbTU-
BUPYIOT B cpeae ¢ 60bLIMM COAEPKaHWEM NMMNONPOTENAO0B
HW3KOWM MNOTHOCTKU, NOCE Yero KNeTKn GUKCUPYIOT U OKpa-
wuBatT dunmnuHoM. B 85% cnyyvaeB («Knaccuyeckum 6uo-
XUMWUYECKNIN GEeHOTUMN») NPU GHOOPECLIEHTHOM MUKPOCKOMUK
B MCCneayeMbIX KneTKax OGHapy:KMBalOT MHOMOYUCAEHHble
dnoopecunpyroline (3anosiHEHHbIE XONEeCTEPUHOM) Mepwu-
HyK/leapHble My3blpbKK. MeHee BbipaKeHHOe HaKonneHue
xonectepuHa otmMevaetcs B 15% cnyyaeB («BapuaHTHbIM
OUOXUMUYECKNI GeHOoTUM»). MHTepnpeTMpoBaTb pesynbTaThl
MUKPOCKOMWM B TaKMX Cayyasix 4acTo TPYAHO, a pe3ynbraTthl
MOTYT 6bITb KaK JIOKHOMONOXKUTENbHbIMK, TaK W IOKHOOTPU-
uarenbHbiMu [19, 20].

BTtopon no nHdopmMaTMBHOCTM TECT — U3MEPEHNE CKOPOCTH
06pa3oBaHns adupa XoNiecTepmnHa, MHAYLMPOBAHHOIO SINMO-
NPOTEMHAMWU HU3KOM MNOTHOCTHU, B KynbType ¢dnbpobnacTtoB
[19, 20]. B KNETOYHbIX NIMHMAX MNALMEHTOB C «Kiaccuye-
CKUM BUOXMMUYECKUM PEHOTUNOM» CKOPOCTb aTEPUbUKaLMK
xonectepuHa 61M3Ka WX paBHa HyM; Mpu «BapuaHTHOM
6noxnummnyeckom deHoTune» HabnogaeTca nerkoe Hapyle-
HUe aTepuduKaummn xonectepmHa. CooTBETCTBEHHO, Pe3y/ib-
TaTbl TecTa MOryT OKa3aTbCH HEOAHO3HayHbIMWU. B Takux
cnyyasx Ans NoATBEPKAEHUS AMarHo3a Heo6XoauMm aHanus
reHeTUYECKMX MyTauuh. Y4uTbiBas CNOMKHOCTb, BbICOKYIO
CTOMMOCTb U TPYAOEMKOCTb GUOXMMMUYECKOr0 NCCIEA0BaHUS,
npv NONOXKUTENbHOM Npobe ¢ PUAMNMHOM YacTo cpasy Npo-
BOAAT aHanmM3 MmyTtauun [19, 20].

Buoxmmumyeckune TecTbl HEAOCTAaTOYHO MHOOPMATUBHbI B Ciy-
Yyae retepo3uroTHblx HocuTenen 6onesun HI-C: pesynbrathl
npo6bl ¢ GPUAUNUHOM NPKU 3TOM MOTYT BblTb HOPManbHbIMMU;
HabnoAalTCA NEerkne HapylweHusl, CXOAHble C TaKOBbIMM
B «BapUaHTHbIX» KNETOYHbIX TNHUAX [20, 21].

MccnefoBaHne Ma3KoB KOCTHOIO MO3ra, OKpalleHHbIX Guau-
MMHOM (a TakXe no Mm3e), NO3BONSET BbISIBUTb NMEHUCTbIE
KNETKM, 3amnofIHEHHbIE XONECTEPUHOM, CHUTAETCA IKCMpecce-
MeToAoM CKpuHuHra HIM-C, ogHako He JaeT BO3MOXHOCTH
YCTaHOBUTb OKOHYaTeNbHbIM AMarHos [20, 21].

Ona npeHaTanbHOW AuarHoCTMKKM 6one3nn HI-C cneayet
MCM0J/Ib30BaTb MONEKYNAPHO-TEHETUYECKMI MeTof [5].

cTonornyeckne metogbl npeanonaraloT UCCneoBaHne
6MoNTaToB TKaHeW C NOMOLLbIO CBETOBOW W 3N1EKTPOHHOM
MUKpocKonun. OBGHapYKMBAlOT XapaKTepHble (HO HecneLu-
pUYecKre) NeHUcTble KNEeTKU WM/unn ronybble rMCTUOLMTHI
B KOCTHOM MO3re, Cefie3eHKe, NeYeHu, Nerknx u numaoatu-
YEeCKMUX y3nax (Npyv CBETOBOM MWMKPOCKOMMM), B HEKOTOPbIX
CNnyyqasix BbISIB/IAS CKPbITOE MOPaXKEHWE KOXM, CKENeTHbIX
MbllWL 1 a3 [16, 22, 23]. OTcyTcTBUE U3MEHEHWI NPU CBE-
TOBOW MMKPOCKOMMK HE UCK/OYaET aMarHo3 6onesxn HI-C
(Hanpumep, NPOSBASIOWENCS XOECTaTUYECKUM MOPaXKEHU-
€M NeYeHN Y HOBOPOKAEHHbIX).

[TaTOrHOMOHMYHO A5t NaumMeHToB ¢ 6one3Hbto HIM-C o6Hapy-
KEeHWe NoONMMOPOHbIX LIUTOMNa3MaTUYECKMX BKITIOYEHUI NPU
3NeKTPOHHOW MUKPOCKONUU GMONTATOB NEYEHU WU KOXKH,
OfHaKo, UX BbISIBNSAOT He Bceraa [5, 16, 22].

FeHeTMYyeckoe unccnegoBaHue SBNSETCS «30/10TbIM CTaH-
[apTom» A8 OKOHYaTeNbHOW BepudUKauuuM AuarHosa,
a TaKXe Ans npeHaTanbHOM AMarHocTuku [5, 16]. Moneky-
NIIPHO-TEHEeTUYeCcKoe uccnegosaHne reHos NPC1 n NPC2
NpPOBOANTCS B CNeLMann3npoBaHHbIx NabopaTtopusix. B HeKo-
TOPbIX cnyvyasax Ang BbisiBneHus mytaunn NPC1 Heo6xoanumMo
BbINO/IHUTb KOMOGUHUPOBaHHOe uccnegoBanune gAHK n cJHK
[5, 6, 16, 23].

BbisiB1eHue HocuTesier U nNpeHaTabHbli JUarHo3

B cnyyvae noatBepxaeHns guarHosa 6onesnu HIM-C Heobxo-
[IMMO OCYLLIECTBUTb FEHETUYECKOE KOHCYNLTMPOBAHWE NaLy-
€HTa: YTOYHUTb XxapaKTep 3aboneBaHus, TUMN HacnefoBaHuUs,
[aTb peKOMeHAaLMW No NiaHMPOBaHWUIO CeEMbM (C NpoBeae-
HWEM MnpeHaTanbHOW AnarHoctuku). AHK pekomeHgoBaHO
ncenenoBatb Yy 060MX poauTenen.

lMpeHaTanbHbIN AMArHO3 MOXET ObiTb YCTAHOBJEH Ha
OCHOBaHWW WCCNEefOBaHUSA XOPMOHUYECKMX BOPCUHOK Ha
10-12- Hen 6epemMeHHOoCTH. [peanoyTUTENbHbIM CHMUTAKOT
MOJSIEKYNSIPHO-TEHETUYECKMUI aHann3, Afig KOToporo (B OT/u-
4yne oT BUOXMMMUYECKOW NPeHaTaNbHOM AMArHOCTUKK) HE Tpe-
ByeTcs KynbTypa KNeToK [5].

PasHopogHOCTb M BapuabenbHOCTb KIMHUYECKMX NPOsiBie-
HUM 6one3Hu HIM-C B 3aBUCMMOCTHM OT BO3pacTa MaHUdecTa-
LMK 06yCnoBAMBAIOT MNOAMArHOCTUKY 60ne3HU. ITO oye-
BMAHO Ha Npumepe Hallen cTpaHbl: Ha Havyano 2010 r. B PO
OblN0 AMArHOCTMPOBAHO BCEro 2 nauueHTa C AMarHo3om
«bonesHb HumaHHa—IunKa TMn C» [24], HO 1 B NOCneayowemM,
HECMOTPS Ha MHOIOYMCIEHHbIE MYGIMKaLMUK NO JaHHOW Teme
B MeAWLMHCKOW MepuoaM4yecKon nutepaType, nposeaeHue
Hay4YHO-MPaKTUYECKMX CEMUHAPOB, 3aperncTPUpPoBaHoO BCe-
ro 7 cnydaeB AaHHow natonoruu [2, 10, 24, 25]. YyutbiBas
pacnpoCTpaHEeHHOCTb 60/e3HU, OYEBMAHO, YTO MALMEHTOB
c 6onesHbio HI-C B cTpaHe A0MKHO ObiTb 6onble. A 3TO
O3HayaeT, YTo OHW, B OTCYTCTBME creunduyeckon Tepa-
nuun, NoAaBepralTcs PUCKY OGbICTPOro MPOrpeccMpoBaHuUs
60n1e3H1, UHBaNMAM3aLUmMm1 1, camoe xyauee, 6osiee paHHeEMY
HacTyrnjaeHnto HebnaronpuaTHOro ucxoda. B 10 Bpems Kak
paHHee Ha3HayeHue cneumdbuyecKkor Tepanum No3BONSET
3aMeqinTb JanbHenlee pa3Butme 6one3Hu. B HacToslee
BpeMsa NyylWylo [oKasaTesbHytdo 6a3y no 3ahdeKTMBHOCTH
n 6e30MNacHOCTU MMEET NeKapCTBEHHbIM MpenapaTr MUrny-
ctat (3aBecKa, Actelion Pharmaceuticals Ltd, LUBenuapus).
OTO eAWHCTBEHHbIM npenapat, pa3peleHHbIn ana npu-
MeHeHus npu 6onesHn HI-C. Mwurnyctat — Hebonblias



MoOJiEKyna (MMUHOCaxap), KoTopass KOHKYPEHTHO WHIMeupy-

eT GepMeHT MoKo3uUNLepamMmna CUHTETa3y, Katanusupyio-

LY NepBbIM 3Tan CUHTE3a MMUKOChUHronMnmnaos [26-28].

TeM caMblM OH noJaBfseT HaKoMJeHUe HEWPOTOKCUYHbIX

raHrnnosngos GM2 u GM3, nakrosunuepamuga U TOKO-

3unuepammga. B ctpaHax EBpocotosa (EC), CLLUA n HekoTo-
pbIX APYrMX MUIIycTaT NPUMEHSIOT ANa jedveHnus 60MbHbIX

C Nerkom unu cpegHeTsenon dopmMamun 6onesHu lowe

1-ro TMNa, KOTOPbIM HE NOKa3aHa 3aMecTUTeNlbHasa Tepanus

depmeHTamn [26-28]. Murnycrtat 3aperMctpupoBaH ans
neyeHns 6onesnu HIM-C B 2006 1. B ctpaHax EC, B 2008 . —

B CLLUA. B anBape 2009 r. Komuncens EC pacwupuna noka-

3aHMS K MPUMEHEHUIO MUrNycTaTa: fiedeHue nporpeccu-

pylowux Hesponorndyeckunx nposisneHnin HI-C y B3pocnbix

n geten [2].

lMocKonbKy Bpemsa Hadvana cneuuMduyeckon U aJeKkBaTHOM

CMMMTOMATUMYECKOM Tepanuu MMeeT pellalollee 3HayveHune

ans nporHo3a npu 6onesHun HI-C, BarKHO Kak MOXHO paHb-

e BbIiBUTb 601€3Hb — YCTAHOBUTb AnarHos. JaHHasa npo-

6nema nobyauna rpynny uccnegoBartenen Bo rna.se ¢ npood.

F.A. Wijburg K co3gaHuio anroputMa AnarHOCTUKKU 60ne3Hu

HM-C [29].

Y4yeHble nocTaBuIM nepes cobon cneayrowme Lenu:

1) paspaboTaTb MPOrHOCTUYECKUM WHCTPYMEHT «MHAOEeKC
nopospeHus 6onesnHun HIM-C» n BanuamposaTb cneynduny-
HOCTb M YyBCTBWUTENbHOCTb NMOKa3aTesnen Ha OCHOBaHUMU
aHannsa UCTopuin 6onesHen NauneHToB;

2) pagpaboTtatb 6as/lbHYIO LWKady OLEHKM CUMMITOMOB
U UX KOMOWHaUMW ONS OLEHKM BEPOSATHOCTU AMarHo3a
6one3Hun HI-C;

3) paspaboTtaTb MPOCTOM MHCTPYMEHT, KOTOPbIM MOr Obl
No3BOMIUTb BpavyaM pasfiMyHbIX CNeLManbHOCTEN, HE 3Ha-
KOMbIM ¢ npo6aemon 6onesun HI-C:

— MOHWMaTb OCHOBHbIE CUMMNTOMbI U NPOSIBNIEHUS;
— TMPEeAnonoXuTb y nauneHTa 6one3Hb HI-C KaKk BO3-
MOXHbIW AMarHos.

B pamKax gaHHOro uccnenoBaHusi BCe CUMNTOMbI 60/1€3HU

HIM-C 6binv pasgeneHbl Ha TPM OCHOBHbIE KaTeropuu: BUC-

LepanbHble, HEBPONOrMYECKNE U NcuxuaTpuyeckme. Petpo-

CMEeKTUBHbIN aHann3 AaHHbiXx 216 nauueHToB, HanpaBfieH-

HblIX Ha ob6cnegoBaHWe € Nogo3peHneM Ha 6onesHb HIM-C

B 7 ueHTpoB EBponbl 1 ABCTpanuu, NO3BOAUA OLEHUTb

ANArHOCTUYECKYIO Ba)KHOCTb KaX/Joro OTAeNbHOro CMMMTO-

Ma M UX COBOKYMHOCTW. [0 peadynbrataM CTaTUCTUYECKOro

aHanusa, CUMNTOMbl BHYTPU Kax/4OW KaTeropuu 6biaun pas-

feneHbl Ha 5 rpynn no cteneHn BepossTHoCTH 6o51e3Hun HI-C:

OT Haubonee BepoATHbIX (40 6annoOB/MYHKT), TaKUX Kak

BEPTUKaNbHbLIA CynpaHyKneapHbi NapanuMy B3opa W rena-

CTUYeCcKas KaTanfiekcus, 40 ManoBEPOSTHbLIX MW LOMONHU-

TenbHbIX (1 6ann/nyHKT), TaKUX KaK TFMNOTOHUS, Cy4oporu

M MUOKNOHYC. K npumMepy, atakcma BCTpevaeTcs NpUMeEPHO

y 80% nauueHToB ¢ 605ne3Hbl0 HuMmaHHa-Ilunka tmn C [1],

KakK CMMNTOM B AaHHOM anroputme oueHeHa B 10 6annos

(cpeaHU MHOEKC BEPOSTHOCTK). [MOAOBHbLIN CUMATOM MOXKET

BCTpeYaTbCs NPU MHOTMMX APYrUX HacneACTBEHHbIX 60nes-

HSIX, TO eCTb cneundUYHOCTL ero HeBbiCOKa. B To e Bpems

Heob6bACHMMas M30NMPOBaHHasn CNeHOMeranuns, BcTpeyato-

wascsa npumepHo B 50% cnyvaes 6one3Hu HI-C [20], aBng-

eTcsi BblCOKOCNEUMOUYHbIM CUMMNTOMOM 3TOM MaTONOrMu

(20 6annos.).

B pasgene «BucuepanbHble CUMMNTOMbI» YYUTHIBAKOTCS TaKKe
JaHHble aHamHe3a. HecMoTps Ha BO3MOMHOCTb MOJHO-
ro paspeleHnss B TedyeHWe MepBOro roAa XKMU3HU 3aTsawK-
HOW XKEenTyxu, renatocnieHomeranuum (B cnyvyae ux Hanmyms
y NaLMEeHTOB B Nepnoae HOBOPOXKAEHHOCTH), 3TU CUMMNTOMbI
ABNAIOTCS BaXHbIMU AN NOCTAHOBKM AnarHosa.
B xoae pas3paboTKuM [AMarHOCTUYECKOro anroputMma 6bina
npoBefeHa OLEeHKa B3aMMOCBS3M CMMNTOMOB. Hanuuue
y nauueHTa OAHOBPEMEHHO CUMMMNTOMOB W3 KaTeropuw
«HEBPONOrMYeCcKMe» U «BUCLLEPabHble» MNOBbIWAET MpPo-
rHoctuyeckmn 6ann HIM-C Ha 40, Kak U covyeTaHWe BMUC-
LepanbHbIX M MNcUXMaTpuyecknx cumntomMoB. CoyeTaHue
HEBPOIOTMYECKMUX U MCUXMATPUYECKMX CMMMITOMOB OLeHe-
HO B 20 6annoB. JONONHUTENbHO OLEHUBAETCA CEMEWHbIN
puck: 40 6annoB — Mpu Hann4ymMmn pofHbIX 6paTbeB/cecTep
Wnn poautenen ¢ 6onesHbto HumaHHa—Iuka tun C, 20 6an-
I0B — ABOIOPOHbIX 6paTbeB/cecTep ¢ JaHHOM NaToNOrMeNn.
CyMmapHas oueHKa, WM MPOrHOCTUYECKU Gann, no3Bo-
naeT Bpayy paspaboTaTb TaKTUKY AasbHenwero BeaeHus
nauueHTa:
* <40 6annoB — anarHo3 6onesHn HIM-C MmanoBeposiTeH;
e 40-69 6annoB — Heo6xo0aAMMO AasnbHenlee Habnge-
HWe, KOHCYNbTauumsa B cneunanndmposaHHom LleHTpe ans
nposeaeHus anddepeHumnanbHON gnarHoCTUKK;
e = 70 6annoB — BbICOKas BEpPOSATHOCTb 60ne3Hn HI1-C,
Heo6x0AMMO CPOYHO HanpaBWTb NauneHTa B cneuuanm-
3MPOBaHHbIN LIEHTPp AN AMarHOCTUKMK.

Mpumep. NMNaumeHT b., 8 ner

Y pebeHKka ¢ 5-neTtHero BoO3pacTa OTMeYaloTcsi Kanobbl
Ha WAaTKOCTb MOXOAKMW, HapylleHue KoopauHauuu. B 7 net
NPUCOEANHUANCE TUNEPKUHE3bI PYK WM HENPOM3BOJIbHbIE
nofepruBaHns INLEBON MYCKynaTypbl, 3aTpyaHEHWE peuyu,
CHUXXEHME KOMHUTUBHbIX PYHKUMW B BMAE TPYyAHOCTEW MNpu
3arMoMMHaHUKM HOBOM MHOOPMALMK, BbINMOIHEHUN 3adaHUN,
yTpaTtbl paHee MNPUOBPETEHHbIX HaBblKOB. PaHHWK aHaMm-
He3 — 6e3 0CO6EeHHOCTEN.

Mpu HeBponornyeckom ob6cnefoBaHnM y NaLmeHTa BbisBre-
Hbl aTaKCus, AM3apTPUS, AUCTOHUS, CHUKEHNE KOTHUTUBHbIX
QYHKUMW.

Henposuayanuaupytolimne 061e40BaHUSA NaTONOMMKN HE Bbisi-
BUMIN.

[N UCKNIOYEHNS CUCTEMHBIX NPOSIBAEHUI NaLMEHTy NpoBe-
[EHO yNbTPa3BYKOBOE UCCNeAoBaHWe BHYTPEHHUX OPraHoB:
BbISIBfIEHA U30/IMPOBaHHas criieHomeranus (nanbnaTopHoro
yBEIMYEHUS MNEYEHN HEe OTMEYanoch).

OueHKa nauuneHTa no wkane <MHgexkc seposatHocTh HIM-Co.
BucuepasibHble nposiBAEHNS: N30IMPOBaHHas CrnjieHomera-
nuns (20 6annos).

HeBponornyeckmne nposiBiieHus:: aTakcua (10 6annos),
amnzaptpus (10), auctoHus (10).

lMeuxnatpnyeckue MnposiBAEHNS: CHUMEHWE KOTHUTUBHbIX
yHKumMn (20 6annos.).

CoyeTaHne KaTeropui «BUCLiepasibHble» U «HEBPOJIOrnye-
cKue» rposiieHnss — 40 6annos.

CoyeTaHue KaTeropui «BucUepasbHble» W «[ICUXMaTpuye-
cKue» rposiieHnss — 40 6annos.

CoyeTaHne KaTeropui «ncuxmaTpu4eckue» U «HeBpPOJIornye-
cKue» rposiieHnss — 20 6annos.

MporHocrTnyeckum 6anan — 170.
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PepKkue 6onesuHu

[JaHHOoMy nauueHTy TpebyeTcs HemeaeHHoe obcneqoBaHne
Ha HM-C.

PaHHee HanpaBieHWe nauneHTa Ha o6¢cnegoBaHme U NocTa-
HOBKa aAnarHosa 6one3Hn HIM-C cnoco6Hbl NOMOYb NaLMEHTY
KaK MOXHO paHblUue Moay4nTb 4OCTYN K NaTOreHeTu4yecKomy
JIEYEHUIO U cneunanm3npoBaHHOM MeQULIMHCKON MOMOLLM.
[eTei ¢ nogo3peHnemM Ha 6one3Hb HumaHHa—lnka TMn C MOXK-
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