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Cepen yCix ypomkeHnx NoMmnok Metaboniamy Ni30COMHI XBOPOOM HAKOMMYEHHS NOCiAaloTh BaroMe MiCLE, afixe MaloTb PIBHOMAaHITHY KNiHIYHY
KapT1HY, MaHIGECTYIOTb v PI3HOMY BiLli Ta MACKyIOTbCS MiAl Pi3HI 3aXBOPIOBAHHSA, WO POOUTL AiarHOCTUKY LIMX 3aXBOPIOBAHb AOCUTL CKIaaHO
Ta pnosrotpuBanoto. OAHUM i3 TakKx 3axBoploBaHb € xBopoba HimaHa—Ilika, piakicHe cnaakoBe HelpodereHepaTMBHe 3axBOPIOBaHHS, L0
3ycTpiyaeTbea 3 yacTtotolo 1 Bunanok Ha 100 000 xmBKX HOBOHAPOMXKEHVIX | 3yMOBNEHE NOPYLLUEHHAM BHYTPILLUHBOKAITMHHOIO OOMIHY Niniajs.
KniHivHi npoaBum wjei xBOpoOK A0CUTL HECNEUM®DIYHI, WO BKIIIOHAIOTE HEBPOMOTiYHI, BiCLepanbHi a00 NCUXIaTPUYHI CUMNTOMM, Ta MOXYTb 3'AB-
NATUCb AK Y AUTAYOMY, Tak i B JOPOCAOMY BiLli, O YCKAaAHIOE AjarHOCTVKY. Xo4a Us XBopoba HanexmTb A0 opdaHHUX, MaTi cnpasy 3 TakiM
naLieHTOM MOXYTb Nikapi 6aratbox CneujanbHOCTe — CiIMEenHWIA nikap, Neaiatp, HEOHATONON, HEBPOJION, rACTPOEHTEPONON, renaronor, rema-
TONOr i Ncuxiatp. Yepes 0cobAMBOCTI KNIHIYHMIX MPOSIBIB, HEAOCTATHIO OBI3HAHICTb LLOAO LIbOr0 3aXBOPIOBAHHSA, HANPAaBNEHHS Ha KOHCYbTALLIo
[0 MEeVYHOro reHeTvika BigOyBaeTbCs Mi3HO, a NaujeHTV pokamu 3an1LLalnTbCa HEPO3Mi3HAHVUMN.

MeTa — HaBeCTV cydacHi AaHi woao xBopobu Himana—Ilika Tvn C, KNiHIYHWX NPOSIBIB, CKIAAHOLLIB AjarHOCTUKM Ta BiAOMOCTEN MPO MOXM-
BOCTI JliKyBaHHA 3aXBOPIOBAHHA 4151 MIABMLLEHHS IHOOPMOBAHOCTI Ta HACTOPOXEHOCTI LLOAO XBOPOOU cepen, Nikapie PidHVX CneuianbHOCTEN.
P0o3maHyTo 0CcOBMBOCTI KAIHIYHKX NPOSIBIB, OCHOBHI BIiAOMOCTI LLOAO MOX/IMBOCTEN NabopaTopHOi AiarHOCTUKN, IHCTPYMEHTU ANt PaHHbLOIO
BUSIBNIEHHS XBOPOOW Ta AOCATHEHHS B NikyBaHHi 3axXBOPIOBAHHA. MeHeoXMEHT naujeHTiB i3 xBopo6boio HimaHa—Ilika Tvn C e cknagHuM, no-
Tpebye MynsTUAMCUMNIHAPHOIO NiAXOAY Ta Aa€ 3MOry IMWeE CNOBIbHUTY MPOrpPeCyBaHHA xBOPOOK. Came TOMy paHHdA AiarHOCT1Ka XBOPOOU
KPUTNHYHO Baxk/IMBa, apke poanodare akomora paHile cneumdidHe nikyBaHHS Aae WaHC 3aranbMyBaTi PO3BUTOK YCKNadHEHb. [ToWnpeHHs
3HaHb WOAO Liel XBOPOOUW A03BONUTE CKOPOTUTA LLINAX A0 BCTAHOBNEHHSA AiarHO3y Ta NOAINWUT HaAaHHS MeaUYHOI A0NOMOr NaLieHTam.
ABTOPU 3a8BNSI0Tb NPO BIACYTHICTb KOHMAIKTY iHTEPECIB.

Kntouosi cnoga: ajm1, xsopoba Himana—I[lika, cumntomu, naboparopHa AjarHocTuka.

Niemann—Pick disease: symptoms, diagnostics, treatment
N.l. Sinchuk, V.V. Demianyhsyna
National Pirogov Memorial Medical University, Vinnytsya, Ukraine

Among all inborn errors of metabolism lysosomal storage diseases occupy an important place, because they have a diverse clinical symptoms,
manifest at different ages and are disguised as different diseases, which makes the diagnosis of these diseases quite difficult and long-term.
Niemann—Pick disease, a rare inherited neurodegenerative disease caused by a disruption of intracellular lipid metabolism, is one such
disease. The clinical manifestations of this disease are quite nonspecific, including neurological, visceral, or psychiatric symptoms, and can
appear both in childhood and adulthood, which complicates diagnosis. Although this disease belongs to orphan diseases, doctors of many
specialties may encounter such a patient — general practitioners, pediatrician, neonatologist, neurologist, gastroenterologist, hepatologist,
hematologist and psychiatrist. Due to the specifics of the clinic, insufficient awareness of this disease, referral to a medical geneticist is late and
patients remain unrecognized for years.

The purpose — o provide up-to-date data on Niemann—~Pick type C disease, clinical manifestations, diagnostic difficulties, and information
on disease treatment options to increase awareness and awareness of the disease among physicians of various specialties.

The article discusses the features of clinical manifestations, basic information about the possibilities of laboratory diagnostics, tools for early
detection of the disease and achievements in the treatment of the disease. Management of patients with Niemann—~Pick disease is complex,
requires a multidisciplinary approach, and can only slow the progression of the disease. That is why early diagnosis of the disease is critically
important, because specific treatment started as early as possible gives a chance to slow down the development of complications. Spreading
knowledge about this disease will shorten the path to diagnosis and improve the provision of medical care to patients.
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Cepen ycix ypomKeHUX HOMUJIOK MeTaboJii3-
My JIi30COMHI XBOPOOW HAKOIMYEHHS MOCIAl0Th
Barome Miciie, aJi>ke MatloTh PI3HOMAaHITHY KJIiHIY-
HY KapTuUHY, MaHiecTyioTh y Pi3HOMY Billi Ta
MaCKyIOThCSI TTi/] pi3Hi 3aXBOPIOBaHHS, 110 POOUTH
JUArHOCTUKY I[MX 3aXBOPIOBAHb JIOCUTh CKJAJl-
HOTO Ta soBrotpuBao. lagx 10 BcTaHOBICHHS
JarHo3y € MPOoGJEMaTUYHUM SIK JUUIS JIIKapiB Pi3-
HUX CITeIiaJbHOCTEH, TaK i JIJIs TallieHTa i 1oro po-
muan. OHieo 3 Takux XBOpob € xBopoba Himana—
[Tika Tunn C (HII-C).

Mema nociij;keHHsI — HaBeCTU Cy4YacHi JlaHi
o0 xpopobu HII-C, KIiHIYHKX IPOSBIB, CKIa/-
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HOIIIB [IIaTHOCTUKHU Ta BiJOMOCTEN TIPO MOIKJIH-
BOCTI JIiIKyBaHHS 3aXBOPIOBAHHS JIJIS TTi/IBUIIEHHS
iH(OPMOBAHOCTI Ta HACTOPOKEHOCTI 010 XBOPO-
61 cepejl JTiKapiB Pi3HKUX CIEIiaIbHOCTEI.
XBopoba HII-C — me piakicHe mporpe-
cyloue CIaJKoBe HEWpoBicIepasbHe —Ji30C0-
MHE 3aXBOPIOBAaHHS, 3yMOBJEHE ayTOCOMHO-
perntecuBHo0 MyTaitieio B redi NPC1 abo NPC2.
Anastiz yoTupbox 6a3 JMaHWX €K30MHOTO CEKBe-
HYBaHHSI TI0Ka3aB, IO YacTOTa 3aXBOPIOBAHHS
cranosuth 1:92,104 nna NPC1 Tta 1:2,858,998
s NPC2 [16]. 3a nanmmMu KOHCEHCYCY 3 BelleH-
ua namienTis i3 HII-C [7], wactora HII-C nopis-
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Tabauys 1

KniniyHi cumntomun xeopo6m Himana—nMika Tun C [3,13]

BicuepanbHi

HeBponoriyHi

McuxiaTpuyHi

[30/1bOBaHa crieHomMerania
[enaromeranis/crnneHomeranis
3araxHa HeoHaranbHa XxonecTaruy-
Ha XOBTAHULS

BoasHka nnopa

ATakcia

LnsapTpia
HearpabHicTb
MO304KOBWI CUHOPOM

AcnipaLliHa MHEBMOHIS, anbBe0- Incoaria
NAPHWIM NiNiOo3, iHTepcT/LIianbHe LCTOHIA
YPaXeHHs NereHb [iNoTOHIA

[enacTnyHa karanencisa
Btparta cnyxy

Cynomn

[HCOMHIA

BepTtvkanbHuy cynpaHykneapHuii napes normsany

3aTpumMKa HEPBOBO-MCUXIYHOrO PO3BUTKY

KorHitvBHa 3arpmmka
OpraHiyHum ncrxo3
LecTpykTrBHa,/arpecrsHa
noeefjiHka

[MporpecyBaHHA PESUCTEHTHNX
00 NiKyBaHHSA NCUXiaTpUyHUX
CUMNTOMIB

nioe 1 Bumagoxk nHa 100000 xmBUX HOBOHApPO-
JUKEHUX.

Xsopoba HIT-C — 1ie chinrosmimigos, 1o Haje-
JKHUTh JI0 KaTeropii Ji30COMHUX XBOPOO HAKOIIM-
yenHs. Myrartii B renax NPC1 (18q11.2) ta NPC2
(14924.3) mpusBOAATH 10 TOPYIIEHHS OOMIiHY
JIIIIIB, MO XapaKTepusyeTbest JeheKTOM BHY-
TPIIIHBOKJIITUHHOTO TPAHCIIOPTYBaHHS JIMONPO-
TeiniB Hu3bKoi misibHocti (JIITHIIL), 1o 3ymoBiioe
HaKONMYeHHs BibHOTO (HeecTepudiKOBaHOTO)
XOJIECTEPOJTY Ta TJIKOC(hIHTOMIMIAIB y Gararbox
opraHax Ta TkaHuHax [21].

Y nopmanpaux cucremMunx kiaituaax JITTHIIL,
iHTepHasizoBaHi 4yepe3 pernenitopu  JITTHIII,
JIOCTaBAAIOTbCSA B Ti3HIM  €HOCOMHUI/Ti30C0-
muuit (IIE/JI) Bijguin, ne BOHU TiZPOJIi3YIOTHCS.
HeerepudikoBanuii xoJjiecTepuH BUBIJTbHIETHCS
KHUCJIOI0 JIMAa3010 Ta IIBUIAKO TPAHCIIOPTYETHCS
3 IE/JI Bimminy mo mrasMatudHoi MeMOpaHu
Ta EHJIOIJIAa3MAaTUYHOTO PETUKYJIYMY. Y KJITH-
Hax HII-C (3 myramissmu NPC1 a6o NPC2) xo-
JIECTEpUH He BUXOAUTH 3 EHIOIUTHOTO IIJISAXY,
a Hakonmuyetbed B I1E /JI Binini, e mokasnizoBaHi
6iaku NPC1iNPC2 [25].

3 TakMMM TIAIIEHTAMHM CTHKAIOThCST 0arato
crieIfiasiicTiB — refiaTpu, ciMeiiHi Jiikapi, HeOHaTO-
JIOTH, HEBPOJIOTH, TaCTPOEHTEPOJIOTH, TeMmaTOJIOTH,
reMaTosiory Ta menxiarpu. Kuiniuni cummromn 3a-
XBOPIOBAHHSI 3a3BUYall HEBUPA3Hi Ta HecteldiuHi.
3axBOPIOBAHHS TPOSIBJISIETLCS HMIMPOKUM CIEKTPOM
BicllepaJbHUX, HEBPOJIOTIYHUX 1 TCUXIaTPUYHUX
cumrntoMiB. CTyTiHb TIPOSIBIB 1 TPOTPeCcyBaHHS XBO-
pobu 3aeKUTh Bifl BIKY MEPIIUX HEBPOJOTTYHUX
npostsiB [5]. Civnromu HII-C pisHoMaHniTHI Ta MO-
KyTh MaHicecTyBaTu B Oy/1b-SIKOMY Billi, Bi/l aHTeHa-
TAJIBHOTO TEPIOY /10 JIOPOCTIOTO BiKY, a TPUBAJICTh
JKUTTsI CTAHOBUTH BiJ{ KiJIbKOX /110 110 70 pokis, aje
GisbITicTh TarienTiB rute y Biti 10—25 pokis [26].

sxmo xBopoba craprye B paHHbOMY Billi,
KJTiHIYHA KapTUHA XapaKTepU3yEThCS  MIBU/I-
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KUM HelipojiereHepaTuBHUM T1iporiecoM. OCHOBHI
KJiHigHi TposiBU B nartienTis i3 HII-C noaingiors-
Cs Ha BicllepaJibHi, HEBPOJIOTIYHI Ta IICUXiaTPUYHI,
HailyacTin 3 HUX HaBeeHo B Tabn 1.

XBopoba HII-C kiracudikyeTbcst 3a BiKOM
MOYaTKy HEBPOJOTIYHUX MPOABIB, BUIJIAIOTH TaKi
ii hopmu [7]:

1. BicniepanbHo-Helipo/iereHepaTuBHA:

® PaHHS IUTAYA: 710 2 POKIB.
2. HeilposerenepatuBHa:
e TIi3HS UTSYA: BiKk 2—6 POKiB;
e [0BeHiJIbHA: Bik 6—15 pokiB.
3. IlcuxiaTpuuHO-HeNpoIereHepaTuBHA:
e opocia (Bix 15 pokiB).

Y3aranbHeHi aHi ITPO TUTIOBUI BiK ITPOSBIB OCHOB-
nux cumrrromiB HIT-C naBenero B a6y 2 [15].

Y HeoHaTaIbHOMY I[epioji KJIHIYHI TPOsIBU
XBOPOOM BapiloiOTh i MarTh IEBHI 0COOJMBOCTI
B KOJKHOMY OKPEMOMY BUTAJKY. ¥ JliTel BIKOM JI0
2 wmicsis HIT-C Moxke TposIBUTHCH SIK XBOpoOa
MeYiHKU 13 3aTSHKHOIO JKOBTSIHUIEIO, MTOMiPHOTIO
TernaToCIIEeHOMETAIEI0 Ta B JAEIKUX BUMAIKAX
MeYiHKOBOIO HEJOCTATHICTIO 3/0e3 3aIydeHHs
Jeredb. sKOBTAHMIIT MOXe CaMOCTIHHO MUHYTH
MPOTSroM 3—4 MicCAIiB, a OpraHoOMeraslisl MOKe
MIEPCUCTYBATH 3 PI3HUM CTYTIEHEM BUPaKEHOCTI.
Hesposioriuni mposgBu y BUTJISI TITOTOHIT 3’ IBJIS -
I0ThCS 13 3aTPUMKOIO Ha KiJIbKa MicsiliB abo HaBiTh
mizHimre. Y 8-9% BumaakiB me4iHKOBI MIPOSIBU MO-
KYTh TPOTPeCcyBaTH B TIEUiHKOBY HEIOCTATHICTH
a60 B TIOJTIOPraHHy HEJ0CTATHICTh, IO TPU3BOANTD
70 cMepTi 10 6 micaiiB [7]. Y gesdaxux Bumajkax
Manidecraiiss XBopoOu BifOyBa€ThCs BHYTPIIII-
HBOYTPOOHO ¥ BUTJISA (heTasibHOTO aciuTy [22].

Y miteit monommmoro Biky (panHs autsda Gop-
Ma 2 Micsili — 2 POKW) 3aXBOPIOBaHHS MaHidecTye
y BUTJIA/II HEBPOJIOTIUHUX CUMIITOMIB — TIIOTOHiA
Ta 3aTPUMKA PO3BUTKY MOTOPHUX HABUKIB, BUSB-
JggeTbes aedinuT GYHKINT AUCTATBHUX BiTiJIiB
KiHmiBok. [emarocmieHomerasist i/abo TpuBaja He-
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Tabnuys 2
KniniyHi nposien xeopo6u Himana—nMika Tun C 3anexHo Big, Biky [15]
BicuepanbHo-HelpoaereHe- HenpopnereHepaTtueHa McuxiatpuyHo-HeNpo-
paTtuBHa popma dbopma pereHepaTtuBHa popma
Os3Haka e
paHHSA guTa4a AuTAYA IOBEHiNbHa aopocna
lenatomeranis +
CnneHomeranis + + +
ATakcis + + +
Eninencia + + +
Karanencis + + +
LemeHuia + +
FenxiatpuyHi nopy- 4
LUEeHHH
JncToHia + + +
BeptukansHnm cynpa-
HyKneapHuin napes + + +
normany
Tabauys 3
Po3paxyHok iHaekcy BiporigHocTi xeopoou Himana—Mika Tun C
Inpekc/6ann BicuepanbHi nposieu HeBposnoriyHi nposisu McuxiaTpuyHi npossu

Lyxe Bncokmm
40 6anis/nNyHKT

BEPTUKabHWI CynpaHykse-
ApPHWM Napes Nomsaay
renacTuyHa karanencis

Bucoknia
20 6aniB/nyHKT

3aTAXHa XOBTAHMLS
i30/1bOBaHa cnaeHomerania
(B aHamMHesi abo nig yac 00-
cTexeHHs) 3 abo 6e3 renarto-
merasnii

SHVKEHHS KOTHITUBHIX DYHKLL
ab0 paHHs JeMeHLU;s

CepenHin arakcisa, HearpabHiCTb, YacTi CUMMTOMM MCUXO3Y
10 GaniB/nyHKT naniHHa

amM3apTpia Ta/abo amucdaria

OUNCTOHIA

Husbknm
5 6anis/nyHKT

HaGyTa nporpecyioya M'sa308a
CnacTUYHICTb

PE3UCTEHTHICTb A0 Tepanii ncuxia-
TPNYHVIX CUMMATOMIB
IHLWI NCYXiaTpUYHi CUMNTOMMN

Hopatkoso BOASAHKA nnogda rinoOTOHIA NEeCTPYKT1BHa ab0 arpecrBHa
1 6an/nyHKT cnbCK 3 BOAAHKOIO Mnoda 3arpriMka MOTOPHOMO noseaiHka B ANTAa4OMy/
DO3BUTKY NioNITKOBOMY BiL

cyaomMu (napuiansHi abo
reHepaniaoBaHi)

MIOKJTOHYC

YCbOro no kare-
ropiax:
KombiHaLiisa kaTe- BicuepanbHi+ncuxiarpuyHi BicuepanbHi+HEBPONOTIYHI HeBPONOrivHI+NCUxiaTouYHI
ropin: 40 6anis 40 banis 20 banis
CiMEenHNN pusnk 1-ro ctynens: 6arbkn abo cubcu 3 HIM-C 2-ro CTyneHs: ABOIOPIAHI bpatn/cecTpu

40 banis 3HM-C

10 GaniB

[MporHocTUYHNMIA Gan:

OHaTaIbHA JKOBTSHUIIS € MaliKe He3MIHHUMU TTPO-
SIBaMU MIPU paHHi# aiuTsauiii hopmi. KomyHikaTuBHI
HaBUKK 30€epiraioThCsi, MOK/IUBUN BePTUKAIbHUIN
cynpanykseapuuit mapes norssny (BCIIIT), mo e
MaTOrHOMOHIYHUM CUMTIITOMOM [7].

Y niteit Bikom 2—6 POKIB i3 Mi3HBOIO JAUTSUOIO
(bopmolo cepesr TepIINX TMPOSBIB PO3BUBAIOTHCS
He3TPa0OHICTh, MOPYIIIEHHST XO/AHU, TIOPYIIEHHST TOH-
KOI MOTOPWKH, 3aTPUMKa MOBJeHHs. B anamuesi
6aThbKU MOKYTb 3rajlyBaTH 3aTSKHY SKOBTSHHIIO
ta Biciiepomeranio. BCIIIT ke moxke Gytu, aje
JacTO 3aJIMMIAETHCS HePO3Mi3HaHUM. Takox cepen
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MEePIINX CUMITTOMIB MOKe OyTH TelacCTHYHa KaTa-
JieTicist (BTpaTa TOHyCy M s131B, BAKJTMKAHA CMiXOM),
sKa MOENHYETHCS 3 HAPKOJIEINCIE€I0, Ta HepOCeH-
copHa riyxora. Emiserncisi 3ycTpiyaeTbest 10BOJI
yacTto [7]. HaBeseni mposiBu TakoX CyTTPOBOJIKY-
I0TBCS TPOTPECYIOUNM KOTHITUBHUM MTOPYIIEHHSIM,
SKe CIIOYaTKY 4aCTO PO3IIHIOETHCS K TOTiPIIEHHS
YCHINTHOCTI B HaBYaHHI. /ledki T MaroTh posJia-
IV TIOBEJ[IHKH, 1110 BigoOpakae Hepo3Ii3HaHy Auc-
npakcito. 3 4acoM y pasi mporpecyBaHHs XBOPOOU
CTa€ 3PO3YMiJIO, 10 TUTUHA JIETPAAYE B MICUXITHO-
My po3BUTKY [13].
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[OBeninbna ¢opma (6-15 pokiB) — xapyra
3a vactoroio Madidecramnii dopma HII-C, noun-
HAETHCS 3 O3HAK PO3YMOBOI 3aTPpUMKU. Taki aiTh
BiZICTAIOTH Bi/l OIHOJIITKIB Y HaBYaHHi, MaIOTb MPO-
6sieMM 13 MOBJIEHHSIM, He3rpabHi, 4acTo 11aaioTh,
MaloTh Mporpecyiouy atakciio Ta BCIIIL.

3 nopoc.ioro hopMoIo 3axBopioBaHHs (Bizx 15 po-
KiB) BUSIBJISIETCSI OJIM3BKO TPETHUHU MAIEHTIB —
3a JJAaHUMU BEJMKOTO MisKHApPOHOTO ITPOCHEKTHUB-
HOTO PeecTpy, aopocia (opma XBopobu 3ycTpi-
yaetbes y 27% ycix mamientis i3 HII-C [17].

Y Takux XBOpUX 3a3BUYAll KOTHITMBHI MOPY-
IIeHHST BWHUKAIOTh Pa3oM i3 TICUXiaTPUIHUMU
3aXBOPIOBAHHAMU. PO3BUTOK y [IUTSYOMY Billi
He BiJIPI3HSETHCA BiJl TaKOTO B OJHOJITKIB, s
HUX MeHIIle XapaKTepHi Cy/IOMH, reJlaCTUYHa KaTa-
JIericist Ta BicuepasibHi 1posiBu. Yacriine KJiHiuHa
KapTUHA XapaKTePU3YEThCS MPOTPecyovyoio aTak-
Ci€10//IMCTOHIE€I0, KOTHITUBHUMU MOPYIIEHHIMHU,
aTUIIOBUMU TICUXOTMYHUMM CUMIITOMaMH, 1110
gacto noeanyotbes i3 BCIIII. Takox moskamnsi
CUMTITOMH JU3apTPii Ta aucdarii, 1Mo MOXKYTb 3’-
BUTHCS Ti3Hime [7,23]. ¥V nedxux maiieHTiB Mo-
JKYTh 3raJlyBaTHCh B aHaMHe31 32 KiJIbKa POKIB /10
MOSIBU  SICKpPaBOi HeHpojaereHepaTuBHOI CHUMIITO-
MaTHKHM O3HAKHU rernaToMmerasii abo crieHoMerasii
31 CIIOHTAHHOIO HOPMAJIi3alli€l0 PO3MipiB OpTaHiB.
[ledki mamieHTy MOXKYTh MaTU B JUTUHCTBI MPO-
GJsieMu 3 HABYAHHSIM, 3HIKEHHS CITyXy [2].

Y xBopux i3 niznim nmoyatkom HII-C 3aTpumka
BCTAHOBJIEHHS IlarHO3y MOjKe CSATaTH J POKIB i Ha-
BiTH Gisbie. CKOPOTUTH I[I0 3aTPUMKY MOJKE BUAC-
He BUSBJIEHHS B MAIlieHTIB i3 migo3poio Ha HII—C
creru@ivHoOro CMMITOMY — BEPTUKAJIbHI CaKa/u,
X0ua B JIEIKMX XBOPUX HOro Moske He Oyt [7].

3pYYHUM iHCTPYMEHTOM JUJId BUSBJIEHHS Ta
niarnoctyBanHs xBopux i3 HII-C € ingexc Bipori-
Hocti HII-C, po3pobJieHuii Ha OCHOBI CYKyITHOCTI
CUMITOMIB, 1110 3ycTpivaioThes B nmartienTis i3 HII-C
Ta 3i0pani B TPyl BicllepaJbHKX, HEBPOJIOITYHUX 1
neuxiaTpuaHux cuMnTomiB (tabs. 3) [26]. Ilei
AJITOPUTM MOXKe 1IeHTUgIKYBaTH TAIEHTIB 13 1Ti-
no3poto Ha HIT-C a5t mopasibiinoi yToUHIOBAIBHOT
JIIaTHOCTUKKM 3aXBOPIOBAHHS, X04Ya B JIOCJi/KEHHI
J.E. Wraith Ta criBaBT. 110Ka3aHo, 1110 1[eil METO/] Ma-
JIoiH(MhOPMaTUBHIH /T4 [liTel BiKoM /10 4 pokiB [27].

JList miipaxyHKy MPOTHOCTHYHOTO Hajia moTpio-
HO Ha KOSKHUI CUMIITOM 13 TPYTI BiCllepajbHUX, He-
BPOJIONYHUX Ta ICUXIaTPUYHKUX IIPOABIB 32 TaOIM-
e 3 IPU3HAYMTH BiANOBIAHY KilbKicTh Galis,
1110 IiICYMOBYETbHCS 10 KOXKHII Kareropii. JAkiio B
TMarfieATa HasgBHI CUMITTOMH, 1[0 YTBOPIOIOTH KOM-
GiHaIlifo Kareropiii BicrepaabHi+IICHXiaTPUYHi,
BicIlepaibHi+HEBPOJIOTIUHI, BicllepaJbHi+HEBPO-

JIOT1YHi, Ta € CiIMeITHUI pPU3UK, TO /0 CyMU T10 KaTe-
rOpIisIX 10AI0ThCS BiANOBiAHI 6asu Ta GOPMYy€EThCs
NPOrHOCTHYHUN Oasl. 3a pe3y/IbraTaMu MifpaxyH-
Ky TMPOTHOCTUYHOrO Oaja MOKHa 3pOOMTH Taki
BUCHOBKMU: SKIIO oTprMaHo <40 Gajis — Biporiz-
nicts HII-C Husbka, saxiio 40—69 6axis — norpio-
He TOo/IasIbIlle CIIOCTEPEKEHHS Ta KOHCYJIbTAIlisA 3i
crieriasticroM i3 HII-C, axmio =70 6aniB — Heob-
XiJTHO CKepyBaTH IallieHTa Ha HeralHy /iaTHOCTH-
ky HII-C [26].

Jludepentiiitia giarroctuka XBopoou motpedye
BUKJIIOYEHHS 1HITMX XBOPOO HAKOIUYEHHS Ta HEli-
pOJleTeHEPATUBHUX 3aXBOPIOBAHb 1HIIOTO TE€HE3Y.
Haityacrini piarHos, 1o IIOMHJIKOBO BUCTaBJISI-
ioTbest martientam i3 HIT-C: xBopoba Aubiireiime-
pa, xBopoba Kpeiiriidenga—dkoba, MHOKUHHMI
CKJIepo3, mapKiHcoHi3M, atakcis Dpixpeiixa, mpo-
rpecyioumnii cynpaHykJeapHUil Mmapajiy, CITiHO-
nepebensgpHa arakcis, eniedasonaris Bephike,
xBopoba Bisnbcona, xsopoba IlITpiommesis, neiiko-
MaJIdIlisl, XoJecTaTU4yHa >KOBTSHUIL, 1710HaThY-
HUIl HeOHaTaJbHUI rematut, xBopoba BosbMmaHa,
xBopoba Tome tun 3, GM1 a6o GM2 rauriiosuso-
3, 11epebpoTeHAMHO3HII KcaHTomaro3 [ 1,3,7].

JliarHocTHKa

g ckpuninry HIT-C BukopucToBy€ThCS OI1iH-
Ka GiomMapkepiB. 3apas 3aCTOCOBYIOTHCSI TP KJIACH
6i0XiMIYHIX MapKepiB: OKCUCTEPOJIH, J1i30-SM-509
i Ji3ociHTOMIENIH, TaKOK MOKJIWBE BXKUBAHHSI
MOXITHUX JKOBUYHUX KHUCJIOT, ajie Iell Mapkep /0-
CJTJKYEThCA. IX MOKHA BUKOPHCTOBYBAaTU OKpe-
MO a60 B KOMOIHAIT IS MiABUIIIEHHST Yy TJIMBOCTI
Ta crertudignocti. OiHaK y BCiX BUTIAIKAX J[iarHO3
Mae OyTH MiATBepIKEHWII aHaai30M MyTalfiii i,
3a morpebu, iminmuoBuM TecToM [7].

[lo HemaBHBOTO Yacy BUSBJIEHHS HAKOMUYEH-
H4 HeeTepr(hiKOBAHOTO XOJIECTEPUHY B JIi30COMaX
3a JI0TI0MOT010 (hapOyBaHHs (DIMIIITIHOM BBaXKaI0-
€51 «30JI0TUM CTAHZAPTOM» JIJIs1 /IIarHOCTUKH 3aXBO-
pioBars HII-C [7]. CekBecTpaitiio Ta HAaKOITUY€EH-
H HeeTepn(hiKOBAHOTO XOJECTEPUHY B T3HHOMY
€H/IOCOMHOMY /JIiI30COMHOMY KOMIITAPTMEHTI MOK-
Ha Bi3yasi3yBaTh B KJIITHHAX 3a I0NOMOT0I0 (hJ1yo-
PecIieHTHOI MiKpOoCKoTIii micist hapOyBaHHS HOJTiE-
HOBUM aHTUGIOTHKOM (iinmiHom [25].

Ha choroaui dininminosuii tect Oiyblie He BBa-
JKAETBCS TECTOM TIEPINOi JIHII /I [IaTHOCTUKYT
HII-C, ayie BiH Bce Iiie 3aJIMIIAETHCS HAI3BUYAITHO
KOPUCHUM [IIalrHOCTUYHUM IHCTPYMEHTOM Yy He-
BU3HAYEHUX BUIAJIKaX, KOJU OiOMapKepw Ta MO-
JIEKYJISPHUN aHaji3 He Jal0Th NEePEeKOHJINBUX pe-
3yJBTaTiB, a TAKOK BUKOPUCTOBYETHCS JIJIST OIIIHKYT
TaTOTEHHOCTI HOBUX TEHEeTUYHUX BapiaHTIB.
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PekomeHaauii woao iHTepnpeTawii pe3ynsraTiB MOJIeKYNSPHO-reHeTUYHOro aHanisy [16]

Tabnuys 4

Pesynbrar

PekomeHpauis

2 NaToOreHHi MyTaduji

MiaTBEPANTI FETEPO3UIOTHICTL Y OaThKIB Cerperawieio anenis

MiaTBEPANTI FETEPO3NIOTHICTL Y OaThKIB Cerperaieio anenis

1 natoreHHa mytauis +
1 MyTauia i3 HEBIAOMUM
3HA4YEHHAM

i BYKOHaTV DINiNniHOBUIA TECT

NiatBepanT Niao3dpy Ha HIM-C (kniHivHi 03Haky Ta npodins Giomapkepis)

BrkoHaT 004aTKOBI MONEKYNISPHO-TEHETUYHI TECTN (HAaNpVka, NoBHE CEKBEHYBAHHS reHa,
MLPA, kinbkicHa noniMepasHa naHuioroBa peakujd, CekBeHyBaHHa kKomrnemeHtapHoi JHK)
N8 ineHTUdIKaLl IHLKX MyTaHTHUX anesis

1 natoreHHa myTauia ABO BrvTECT

1 MyTaujq i3 HEBIAOMMM
3HA4YEHHAM

NiatBepanT Niaospy Ha HIM-C (kniHivHi 03Haky Ta npodine Giomapkepis) i BUKOHATW dininniHo-

BrkoHaT 004aTKOBI MONEKYNSPHO-TEHETUYHI TECTW (Hanpyknaz, NoBHE CEKBEHYBAHHS reHa,
MLPA, kinbkicHa noniMepasHa naHuioroBa peakujd, cekBeHyBaHHa KomrnemeHtapHoi JHK)
ONs ineHTUdIKaLIi iHLIVX MyTaHTHUX anesnis

O natoreHHux MyTaLj

I BYKOHaTV OININMiHOBUIA TECT

BrKkoHaT 004aTKOBI MONEKYNSPHO-TEHETUYHI TECTW (Hanpvknaz, NoBHE CEKBEHYBAHHS reHa,
MLPA, kinbkicHa noniMepasHa naHuIoroBa peakujd, cekBeHyBaHHA KomrnnemeHtapHoi JHK)
NS ineHTndIKaLIi iHLKX MyTaHTHUX anesis

NintBepanT Ninospy Ha HIM-C (kniHiYHi 03Haku Ta npodink Giomapkepis)

Oxcucrepomu. Oxkcucteposu (ITPOYKTH OKKC-
JIEHHSI XOJIECTEPUHY) € HalOiIbIl BUBYEHUMU Ta
JOCTYIIHUMU GioMapKepaMy 3 HaNOLIBIIOI JOKa-
30B010 6a3010. Y IJ1a3Mi KPOBI BUSHAYAETHCS BMICT
xosectany-3p,50,6B-tpiosy (C-Tpion) i 7-KeToX0-
secrepoaty (7-KX). [Tepesara nagaerbest C-Tpiodry,
OCKUJIBKM BiH Ma€ BUMLY CIEeNUMIUHICTh came JIJisd
miarnoctuku HII-C, xoua obuaBa mapkepu dyT-
JIWBI J10 11hOTO 3axBopioBanusd [7,10,16].

Jlizocdinromimiau. Mac-crekTpoMeTpuuHe
BUMIDIOBaHHS B Ta3Mi Jiizochinromieniny (-
30-SM) i mizocinromieniny 509 (nizo-SM-509)
y KOMOiHaIlii € JysKe IMepPCHeKTUBHUM 3ac0060M
IJIsT TI09aTKOBOTO cKpuHinry nariientis 3 HII-C
abo medinmroMm Kucaoi chinromieninasu (XBo-
poba Himana—Ilika tun A/B). ITokasano, 110
Ji30-SM  3HAYHO MiBUNIYETHCSI B MAIIEHTIB i3
HII-A/B, a y xBopux i3 HII-C ne 3miHO€THCS,
TOMI SIK J1i30-SM-509 iABUIIY€ETHCS SIK Y XBOPUX
na HII-A/B, tak i 8 marientis Ha HII-C. Tomy Bu-
COKe cIiBBigiHOIIEHHS JTi30-SM-509 /1i30-SM BBa-
skaerbest cnerudivanm g HIT-C [7,16].

JKoBuHi kuciaoru. Bugasieno, 1110 B naiicuris 3
HII-C migBumytotbes cnierudidHi ;KOBUHI KUCJIO-
tu. [l anamisy BUKOPUCTOBYEThCS 33,90, 6B-Tpu-
TiZIPOKCUXOJIAHOITIIIINH, 0 MOKe BU3HAYATUCHh
y cyxux migmax kposi (DBS), miazmi kposi Ta ceui
[16]. Mapkep 1okasye BUIILY YyTJAUBICTD 1 CIIEIN-
(biuHiCTH, MOPIBHIHO 3 OKCUCTEPOJIAMH, a TAKOXK,
3a IeIKUMU JJAHUMU, MOKE JIOTIOMOI'TH BiJIPi3HUTH
HociiB myTartii rena NPC1 ta xBopux. Ase BiH He-
NOCTAaTHBO BUBYEHMH Ha choromHi [9,12,16].

Hagejteri Giomapkepw CJIijI TlepeBipsiTH B HOBOHA-
POIKEHNX ab0 HEMOBJIAT 31 CIJIEHOMEraJIi€lo /Terna-
TOCIJIEHOMETAJIIEI0, XOJIECTAaTUYHOIO KOBTSIHUIIEIO,

1110 MAIOTh HEBPOJIOTIUHI Ta ICUXIaTPUYHI CUMITTOMH,
TAITiEHTaM, SIKi MAIOTh TUTIOBI KJriHiuHi Tpossu HII-
C, 1 maiienTam KJIIHIYHUX IPYI PU3UKY. SKIIO 3ari-
nospeno HIT-C Ha 0CHOBI KJIHIYHMX TIPOSIBIB 1/a60
AHOMaJILHOTO MTPOdIII0 GioMapKepiB, MOTPIOGHO IIPO-
BecTu renetnyHe TectyBanHd TeHiB NPC1 ta NPC2
JUTS THITBEP/KeH s giaraosy [7,16].

MouJekynspHo-reHeTUYHe TecTyBaHHS. Bizno-
Mo maiike 700 BapianTiB myTaniii rena NPC, 400
3 dKUX BBaKaloTbecs marorennumu it NPC1, a
23 — nns NPC2. BucoxonosiMmopdua npupoaa
NPC1 moske 3amryTaTv IiarHOCTUYHI BUCHOBKY Ta
YCKJIQJIHUTH iHTEPIIpeTaIlito HOBUX MyTalliil.

Y 90% sumaakis HII-C BusiBmenust myra-
I[ili MOKJIMBE 32 JIOIIOMOTOI0 3BUYAHUX METO/iB
CeKBEHYBaHHS, ajie CJIiJi 3a3HaYUTH, 110 JIesKi Te-
HETUYHI 3MiHW, HAIIPUKJAJ BEJUKi JeJselii/my-
rurikaitii a6o TaiMOOKi IHTPOHHI 3MiHU, HE MOXKYTb
OyTu igentudikoBani nuMu Merogamu. [ BusB-
JIEHHST 3% TaKWX MYTalliil MOXKYTb 3HAJO0OUTHCS
irmi meromu (tab. 4), i npubausHo 5% MyTaHT-
Hux anesieit NPC1 3amumaiorecs He iieHTUdIKO-
Banumu [16,23]. Kniniuna 3Hauymictb MyTariii
BU3HAYAETHCS 3a JOMOMOTOI0 OHJIallH-0a3 JaHuX,
Jle HaKOTIMYYEThCS iH(popMaIlis mpo MOKINBI My-
tarii renis NPC1 1 NPC2 ra onmcani acormiariii re-
HOTHIT/(DEHOTHIL.

JlikyBaHHS

Xsopoba HII-C moku mo He BUIIKOBHA, aje
MIAETHCAI CUMIITOMAaTUYHOMY JIIKYBaHHIO, 1110 Tie-
peznbauae 3anyuerns 6araTonpodinabHoi mpodeciii-
HOI KOMaHaM Ha 06asi cremiai3oBaHUX IEHTPIB.
[TporsiroM GaraThOX POKIiB HEBPOJIOTIUHI TPOSIBU
JIIKYBJIMCS 34 JIOTIOMOTOIO MaiaTUBHUX TTIXO/IIB,
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y TOMY YHCJIi IPOTUETIIeNITUYHUMHU ITperiapaTaMu,
AHTUXOJIIHEPrIUYHUMU TIperapaTaMyu  JIJisd  T0Jier-
MMEeHHS IUCTOHIT Ta TPEMOPY, a TaKOXK aHTHUeIpe-
cantaMu ab0 AHTUIICUXOTUYHUMU IperapaTamu
JUISL JTIKYBAHHS PO3JIAJIiB HACTPOIO Ta IICUX03Y [4].

3roJIoM $IK TapreTHy Tepallilo 3arpoloHOBa-
HO MIrJIycTaT, HEBEJUKY MOJIEKYJTy iMiHOILYKDY,
sKa TMPUTHIYYy€e cuHTe3 riaikocdinromimiais [6,19].
3 MOMEHTYy HOro IepIioro cxXBajeHHs B €Bporri
B 2009 p. KITIHIYHWI TOCBI/ 3aCTOCYBaHHS MITJTyCTa-
Ty B siikyBanui HII-C pisko 36imbmmBest [4,18,24].
Y eskMX TaIli€eHTiB Mirjrycrar NpU3yHnuHsie abo
MOCJIa0JII0E TIPOTPECYBaHHs 3aXBOPIOBAHHSI, MOBi-
JIOMJISIETBCSL TIPO  TIOJIiMIIeHHsT abo  crabisizartiio
OCHOBHMX HEBPOJIOTIYHUX IIPOSIBIB Y KOTOPTHUX
JIOCTTIIPKEHHSIX Ta cepii BUMAAKIB Ha OCHOBI TITKaJI
inBajigHocti HII-C, sxi oIiHIOIOTH TUIIOBI HEBPO-
siorivni cummromu [20], ae icHYIOTh 0OMeEKEHHS B
3acTocyBaHHi IIbOTO TIpenapaty [7,16].

3a OCTaHHIMM JAHWUMU, TiPOKCUTIPOIILI-B-1T1-
knogekctpun (HPBCD) € HOBOIO MOKINBOIO
ontieto B JikyBanHi HII-C, ockisnbku BiH Moske
MiHIMi3yBaTH HEBPOJIOTIUHE MTONTKO/KEHHS, 3MEH-
HIUTU CUMIITOMHU Ta 3aTPUMaTH IPOTpecyBaHHS
xBopoOu. Hespaxkaioun Ha Oaratoobirpstiodi pe-
syabraTth, 3acrocyBanis HPBCD mae kinbka 00-
meskenb it gikyBanus HII-C. [lo-mepmre, mis
IHIYKIT1 TepareBTUYHOI BI/IMOBI/II Ta MOAATBIIOTO
OYMIIEHHSI BiJl XOJIECTEPUHY TIOTPiOHA Ha/[3BUYAii-
HO BHCOKa KOHIleHTpallisi mpenapary. Ilo-mapyre,
HEBPOJIOTIYHI CUMIITOMH MOKHA TTOJIETIITUTH JTUTIIE
IHTpaTeKaJbHUM BBEJCHHSM TIpernapary, OCKiJb-
KU BiH He 3[aTHUH 0JaTU TeMaToeHIedaTiqHui
6ap’ep. Hapemrri, mobiuni edexrn, y Tomy umncii
BTpaTa CJIyXy, CIIOCTepiraancs Iicjsi BBeJleHHs BU-
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