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BcTtyn. Jli3ocOMHi xBOpOOGM HakonuyeHHs (JIXH)
— BefMka rpyna cnagkoBMX MOHOTMEHHUX MOpYyLUEHb
0OMiHYy peYyoBUH, 00 AKOI BKtOYeHi Malixe 50 HO30M0-
rivHmx dopm [12], W0 ycnaaKoByOTLCSA NEPEBAXHO 3a
ayTOCOMHO-PeLeCUBHUM TUNOM i e ABa 3 HUX — 3a
X-34enneHnm peuecruBHMM abo AOMIHAHTHUM TUTMOM.

3anexHo Big, Npupoam cyocTpary, Lo HaKOMNYYETh-
cs, BUAinaoTb Taki JIXH: mykononicaxapmnaosu, ciHro-
ninigo3un, Mykoninigosu, onirocaxapnaoav towo [15].

Bci JIXH xapakTepun3ytoTbCa HAKOMNYEHHSAM Y Ni30-
COMax PI3HUX KNITUH | TKAHWH PISHOMAHITHUX CMONyK,
3o0kpema, cybecTpaTiB depMeHTiB abo NpoaykTiB ix He-
MOBHOI Aerpagauii, cerperoBaHnx uMtonaadmMaTnyHnx
KOMMOHEHTIB Towo. Mamxe Bci JIXH € Hacnigkom 3Hn-
XXEHOI aKTUBHOCTI epMeHTIB Nli30COM, CNPUYMHEHOI
MyTaLIAMW Y TeHi, 9K KOAYE BiANOBIOHUA (DEPMEHT,
6inok abo Moro akTMBaTop, a TaKOX MOPYLUEHHAMU Y
cucTemax, Lo BiANoOBiAalnTb 32 NOCTTPAHCASLINHY MO-
anaoikauito 6inky [10,16,20]. MpoTe, aeski JIXH cnpunyu-
HEHi ANCPYHKLIEID CUCTEMM NIBOCOM BHACNIAOK MyTauii
B reHax, siki KogytoTb KOMMOHEHTN MeMOpaH abo KOM-
MOHEHTW, TICHO NMOB’dA3aHi 3 CUCTEMOIO J1I30COM. HYncno
NiIB0OCOMHUX (PEPMEHTIB | HekaTaniTM4HMX MNPOTEIHIB,
onucaHux B NiTepaTypi, NOCTIAHO 30iNbLUYETLCS, OTXE,
OYIKYETbCS BUSIBJIEHHSA LLe OiNbLUOi KiNbKOCTI aedekTiB
CUCTEMM Ni30COM, HaNpPUKIaa, K NPy AOCAIAXKEHHI ae-
diumTty LIMP-2 [11,17,22].

HakonunyeHHs1 maTonoriyHoro cybcTpaty B Pi3HMX
opraHax i TKaHNHax 3yMOBJIOE BUHUKHEHHSA MYJTBTUCUC-
TEMHOro ypaxeHHs. KniHiyHa kapTuHa nesHoi JIXH 3a-
NEeXNTb Bif TUNY I NoKanidaw,ii NnaTonoriYyHOro NPoLecy,
xapaktepy 6ioxiMi4yHOro cybcTpaTy, WO HaKOMUYyETb-
cs, i, K NpaBuno, € NONICMHAPOMHO. B Mexax ogHiei
HO30J10r4HOI HPOPMU BUABNAIOTb PIi3HI peHoTunu: Big,
«M’SIKNX» 00 TSXKKUX; NepLli CAMNTOMU 3aXBOPIOBAHHS
MOXYTb OYTU HecneundiYHUMN, Haraayym iHwWi, GinbLu
NnoLIMpPEHi 3axBOploBaHHSA. MNepeBaxHa bGinbicts JIXH
— TSKKi 3axBOPIOBAHHS 3 MPOrpenieHTHUM nepebi-
roM, 9Ki CNPUYMHAIOTb TSXKY iHBaNign3auio Ta paHHo
cMmepTb xBopux [20,23,24].

HewopasHo npakTuyHO Bei JIXH BBaxanu iHkpa-
6enbHMMN, TOMY PO3podKa i ycrillHe BNPOBaAXKEHHS
B MeOV4Hy MpPakTuKy MeToaiB ix cneundidyHOoi KopekLii
CcTanm OOHUM 3 HalOiNbL 3HAYYLLIMX JOCATHEHHSAM CBi-
TOBOI MeAMNYHOI Haykn OCTaHHiX gecatunite [15]. Mpwn
LbOMY Heabusike 3HAYEHHS MA€ PaHHS i TOYHA KJTiHIKO-
nabopatopHa giarHocTuka. BMBYEHHSI NOWMpPEHHS Ta
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yacToTu HocincTea JIXH B nonynauii € oaHMM 3 BaXnu-
BMUX eTaniB Y CTBOPEHHI edeKTUBHOI CUCTEMU HaAAHHS
MEONYHOI A0MNOMOrM Takum nauieHtam. [iarHocTtuka
JIXH B YkpaiHi po3noyaTta y 1995 p. B nabopatopii me-
an4yHoi renetnkm HOCJ «OxmatouTt». OcTaHHIM YacoMm
CYTTEBO PO3LUMPUBCS CMEKTP nabopaTopHOi aiarHoc-
TKN JIXH, HaKOnMMYeHUn yHiKaibHUN OOCBIA, KNiHIYHOI
ineHTudikauii ix pisHMx ¢GopMm, WO CYTTEBO BMNIMBAE
Ha 4YacTOTy BUSIBJIEHHSA 3axXBOPIOBaHb, OO3BOJISIE MPO-
aHanisyBatu enigemionioriyHi MOKasHWKU, po3pobuTr
edeKTMBHI 3axoam onsa oNTuUMi3aLii paHHbOI AiarHOCTU-
KW.

MowmnpeHHsa JIXH BmBYann y kpaiHax 3 BACOKO pO3-
BUHEHOIO CUCTEMOIO HAAAHHSA MEAMYHOT JONMOMOru na-
LieHTaM Npu cnagkoBux MeTaboniyHNX 3aXBOPIOBAHHSX,
B SIKMX BNPOBaOXKeHi MeToau nabopaTopHOi AiarHOCTU-
K1 opdaHHMX 3axBoptoBaHb [9,19,25-27,29,34].

MeTa pocnig)XeHHsa: BUBYUTU NOLUMPEHHS | CNEKTP
JIXH B YKpaiHi, NOpiBHATW pe3ynstaTv 3 AaHnMu enige-
MiOSIOTYHMX JOCNIOXKEHD Y IHLIMX KpaiHax.

O0’ekT i MeToom pocnigxeHHa. [lpoaHani3o-
BaHi JaHi KOMMJIEKCHOro KniHiko-nabopaTtopHoro 06-
CTEXEHHS XBOpuX npu pisHux dopmax JIXH y HOCII
«OxmatamTt» y nepiog 3 1995 no 2016 pp. Jo 2008 p.
Bepudikaujlo agiarHo3y y npobaHaiB i YneHiB ix cimei
3 BUMKOPUCTAHHAM OGIiOXiMiYHMX | MONEKyNsipHO-reHe-
TUYHUX METOAIB 3AJINCHIOBANV Y MeANKO-reHEeTUYHOMY
uentpi HACJT «Oxmatant», y 2008-2016 pp. — y LleH-
TPi OpdaHHUX 3aXBOPIOBaHb, B AKOMY CTBOPEHa eAMHA
B YkpaiHi kniHiyHa 6a3a naujieHTis 3 JIXH. Onsa nabopa-
TOpPHOI giarHocTukmn JIXH Bigbupanm cnoctepexXeHHs 3
NONICUHAPOMHOIO KJHIYHOIO KapTUHOM, iX rpynysanuv
32 03HaKaMW ypaXKeHHsI NEBHUX OPraHiB i cUCTeEM, O/
KOXHOI rpynn BUKOPUCTOBYBaNM MOEeTarnHi npoTOKO-
v pocnigxxeHHs. MNpu ypaxenHi LHC 3 nopylueHHam
NCUXOMOTOPHUX  PYHKUIN, (dapMakope3nCTEHTHUX
eninenTnYHMxX Hanagax y NoedHaHHi 3 O3HaKamMu nen-
koaucTpoodii abo aTpodiyHMMK 3MiHAMWU TOJIOBHOIO
MO3KY XBOPWX HanNpaBnsamM Ha 0OCTEXEHHS 3 MPUBOAY
raHrnio3naosie, xsopobu Kpabbe, meTaxpomMaTuyHOI
nenkoguctpodii (MJ1[), HeMmpoHanbHOro Lepoiai-
nodycumHosdy (HLJT). 3a HasBHOCTI remaTonoriyHoro
CUHOPOMY (aHeMisi, TPOMOOLUUTONEHIS Yy NOEQHAHHI 3
renaTocrnjeHoMerasnieto) nauieHTiB oOCcTexyBann Ha
coiHromieniHo3n (xsopoba lowe, HimaHa-lMika), rap-
roiniamMy y noegHaHHi 3 HU3bKOPOCNICTIO, YPaXXEeHHAM
KiCTKOBOI CMCTEMM — Ha MyKononicaxapnnos. Baxnum-
B/M KOMIMOHEHTOM AiarHOCTUKM HEMPONaTUYHUX HOpPM
JIXH € ouiHka HEBPOAOriYHOro CTaTycy, AaHUX iHCTPY-
MEHTaNIbHUX METOAIB AOCNIOKEHHS, 30KpeMa, MarHito-
pe30oHaHCHOI Tomorpadii roN0BHOro MO3KY.
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BioxiMiyHe OOCNiOXEHHSA NPY NMPUMNYLLEHHI NMPO Ha-
ABHICTb JIXH BKOYAN0 CKPUHIHIOBE AOCHIAXEHHS Ceui,
KinibKiCHe BU3Ha4eHHs rnikodamiHornikaHis (FAlN) B cedi
abo LMX-Tect, ToHKowapoBa xpomaTtorpadia (TLUX)
onirocaxapwvais i rniko3amiHornikaHis [1,4,8]. Bepwu-
dikauia giarHo3y 3a4irncHIoBanacs LWASXOM BUSIBIIEHHS
nedekty depMeHTiB 3 BUKOPUCTAHHAM CUHTETUYHUX
BUCOKocneundiyHMx cybcTpaTiB 3a CcTaHOAPTHUMMN
meToamkamu [2,3,5,7,14]. Y 6inblOCTi cnoctepexeHb
MaTepiasom ans focniokeHHs 6yB romoreHaTt nenko-
LNTIB, TAKOX BU3HAYaIn aKTUBHICTb PEPMEHTIB y Nnas-

Mi KPOBI, 3a Mig03pu Ha HasiBHICTb XBOpPOOU Momne Bu-
KOPMCTOBYBaNM MeTon, Cyxoi nasgmu kposi [1,13].
YacTtoty BuasneHHa JIXH BudHavann 3a MeTooom
Poorthuis B.J. i cniBaBTopiB [29] Ak CMiBBiAHOLUEHHS
3araJsibHOI KiNbKOCTi cnocTepexeHb JIXH fo yncna xm-
BOHAPOMKEHMX 3a TON caMuii Nepiog, Yacy, y SKuii Ha-
poamnmnca xsopi Ha JIXH (noka3HuK po3paxoBysanu Ha
100 000 >xmBOHapOaAXXEeHUX; AaHi OPILIAHOIO IHTEPHET-
pecypcy [lep>xaBHOi CTAaTUCTUYHOI Cry6bu YkpaiHu —
www: ukrstat.gov.ua).
Ta6nuug 1.

CnocTtepexeHHa JIXH, BuaBneHi y nepiog 3 1995 no 2016 pp.

Mepiopn vacy, 3 L L YacTtka YacTka 0674-
SIKOrO MPOBOAMUTHLCS Kinekicte KinekicTe 0BTAXEHNX XEHUX cimen y
3axBOpIOBAHHS dbepmeHTaTMBHAa gia- 062?;(2;”)( BV;(HBBOHGHMX cimeny rpyni CTPYKTYpI BCiX
rHOCTUKA pux JIXH, % JIXH, %
Mykononicaxapngosun (MINC)
MMnCl (rﬁ’up:;g)g E}”T’Sﬁﬁ'me"'e/ 2006 18 20 16,66 5,93
MTMC Il (XaHTep) 2006 33 35 32,29 10,38
MIC llIIA (CaHdinino A) 2007 24 25 25 7,41
MMC lIB (CaHdinino B) 2006 5 5 5,2 1,48
MMC IIC (CaHdinino C) 2008 2 3 2,08 0,89
MIC IVA (Mopkio A) 2006 11 12 11,45 3,56
MIMC IVB (Mopkio B) 1995 1 1 1,04 0,29
MIC IV (MapoTto-Jlami) 1995 4 4 4,16 1,18
MMC VIl (Cnas) 2002 0 0 0 0
Bcboro cnoctepexers MIMNC 98 105 100
CdiHronininosu
M 1995 26 28 15,38 8,3
GM1-ranrnio3ngos 1995 25 25 14,79 7,41
XBopoba lNowe 2001 63 65 37,27 19,28
XBopoba Pabpi 2002 11 14 6,51 3,85
XBopoba Kpabb6e 2007 9 9 5,32 2,67
GM2- CaHpxodda 1995 6 7 3,55 2,07
raHrniosnaos Tesi-Cakca 1995 12 13 71 3,85
XBopo6a Hima- A/B 2009 10 11 5,91 3,26
Ha-lMika C —* 2 2 1,18 0,59
XBopob6a BonbmaHa 2009 5 5 2,95 1,48
Bcboro coiHroninigosis 169 179 100
Mykoninigosu
Il TNy 1995 14 14 73,6 4,15
Il Tnny 5 5 26,31 1,48
Bcboro mykoninigosis 19 19 100
Onirocaxapugosu
0.-MaHHO31A03 2007 3 4 25 0,59
B-MaHHO31 03 2012 1 1 12,5 0,29
dyko3unaos 2012 1 1 12,5 0,29
Cianigos 2013 2 2 25 0,59
[anakTocianigos 2013 5 5 25 0,59
Bcboro onirocaxapugosis 12 13 100
IHWi JIXH
HLLT | TNy 2007 0 0 0 0
Il TNy 2007 21 22 84 6,52
MnikoreHonis Il Tuny (xBopoba 2002 5 5 16 118
[Momne)
Bcboro iHwmnx JIXH 26 27 100
3ATAJIOM... 324 343 100

Mpumitka. * — pjiarHo3 BCTaHOBAEHW y nabopaTtopii cnagkoBmx NopyLleHb 06MiHy pedoBuH Meanko-reHeTnyHoro ueHTpy PAMH (Mocksa, P®).
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YacTtoTa BuaBneHHa JIXH B YkpaiHi Ta iHLUMX KpaiHax

Ta6Gnuug 2.

YacTtoTa BusasneHHs JIXH Ha 100 000 xxnBoHapoaXeHNX

KinbkicTb
crnocTepe-
XeHb, BAKMX | [epioA Yecbka ) MiBHiuHa
3axBOPIOBaHHS :;;a;gfﬂgs r)i:epHoHi‘- Vkpaia | Pecnybrika H”?r?fggg)ﬂ"' Mopryranisi | Aecrpanis
NIXH (n=343) (n[—2457]8) [18,29] (n[—2262]2) (n=470) [23]
(Ykpaina)
MMC | (Bci Tunw) 20 1992-2014 | 0,18 0,72 1,19 1,33 0,9
MMC Il (XaHTep) 35 1991-2013 | 0,32 |0,43(0,83) | 0,67 (1,30) 1,09 0,62
MMC IIA(CaHdinino A) 25 1998-2014 | 0,32 0,47 1,16 0 0,78
MMC llIB (CaHdinino B) 1999-2009 0,1 0,02 0,42 0,72 0,43
MMC IIIC (CaHdinino C) 2000-2003 0,2 0,42 0,21 0,12 0,07
MMC D (Caxdinino D) 0 0 0 0,1 0 0,09
MIC IVA (Mopkio A) 12 1984-2015 0,07 0,71 0,22 0,22 0,5
MIMC IVB (Mopkio B) 1 2005 0,23 0,02 0,14 0 0
MMC VI (MapoTo-Jlami) 4 1983-2008 | 0,03 0,05 0,15 0,42 0,4
MMC VII (Cnas) 0 0 0,02 0,24 0 0,05
Bcboro MIMC 105 1983-2015| 0,6 3,72 4,5 4,8 3,91
M 28 1982-2015 | 0,15 0,690 1,42 1,85 0,83
GM1-ranrniosnnos 25 1994-2015 | 0,25 0,26 0,41 0,62 0,24
GM2- Cangxodda 7 1994-2001 0,2 0,19 0,34 1,49 0,24
raHrniosnaos Tes-Cakca 13 1996-2012 | 0,15 0,3 0,41 3,13 0,45
XBopoba lowe 65 1942-2015 0,14 1,13 1,16 1,35 1,69
XBopo6a dabpi 14 1989-2015 | 0,07 0,52 (1,0) | 0,21(1,0) 0,12 0,86
XBopoba Kpabbe 9 1997-2016 0,23 0,4 1,35 1,21 0,5
Xsopo6a Tun A/B 1 1989-2004 | 0,14 0,33 0,53 0,6 0,38
Himara-Mika Tun C 2 1997-2015 | 0,02 0,91 0,35 2,2 0,48
XBopo6a BonbmaHa 5 2009 0,07 0,27 H.O. 0 0,14
Bcboro coiHronininosie 179 1942-2015| 0,36 5 6,2 12,6 5,81
Mykoninigosw lI/11l 19 1990-2015 | 0,15 0,22 0,24 2,7 0,24
0-MaHHO31A03 4 2001-2006 | 0,16 0,38 0,09 0,12 0,09
B-mMaHHO31A03 1 0 0,19 0,16 0,13 0,12 H.AO.
dyko3naos 1 2002 0,25 0 0,05 0 H.AO.
Cianino3s 2 2005-2014 | 0,04 0,02 0,07 0 0,02
lanakTocianinos 5 2011-2014 0,32 0 0,04 0,77 H.O.
AcnapTunrnoko3amiHypis 0 0 0 0 0,13 1,72 0,05
Bcboro onirocaxapmposie 32 2001-2014| 0,49 0,56 1 2,7 0,16
I Tnny 0 0 0 0,19 H.A4. 0,17 H.A4.
HL Il Tuny 22 2003-2015| 0,36 0,36 H.O. 0,07 H.A4.
iHLWi H.O. H.A. H.O. 1,74 H.O. 1,92 H.A.
XBopob6a MNomne 5 2007-2013 0,14 0,37 2 0,17 0,5
3ATAJIOM... 343 1942-2015| 0,7 12,16 13,95 25 10,62

MpumiTtka. Y ayxkax HaBeaeHo YacToTy BusBneHHs JIXH B 0cib 4onogiyoi cTaTi.
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Hesqki cneundiyni JIXH Buasnanu y rpynu
nauieHTiB, gKa cknaganacs 3 okpemMux nig-
rpyn 3 4iTkO BU3HAYEHUMUN KJiHIYHUMU PEHO-
Tunamu (Hanpuknag, MJ14, xsopoba lowe)
[1,21,29].

[Mpun po3paxyHKy YaCcTOTU BUSIBIEHHSA XBO-
pobu Pabpi ta MIMNC Il TNy BpaxoByBanu XBo-
pUX XIHOK O NMOPIBHAHHSA MOLUMPEHHS LMX
X-34enneHunx 3axeoploBaHb B YKpaiHi 3 gaHu-
MW iIHO3EeMHUX aocniaHukie [25,32].

PesynbraTn gocnigxeHHs Ta’ix ooroeo-
peHHs. OcTtaToyHuii aiarHo3 JIXH BcTtaHoBNe-
HUI y 343 xBopux 3 324 poaviH 3 YCixX PErioHIB
YkpaiHn. JlabopaTopis MeauyHOi reHeTuKn
HOCH «OxmatanT» — eamHa B KpaiHi, B SAKi
NPOBOASATb OOC/IOXKEHHS 3 METOI BUSIBJIEHHS
JIXH, TOMy OoTpuMaHi HaMmn pesynsTatn ne.-
HOIO MipOl0 BioobpaxaloTb peasibHy 4acToTy
BUSIB/IEHHS LIMX 3aXBOPIOBaHb B YKpaiHi.

EtanHictb piarHocTukm JIXH nonsirae y BCTAHOB-
JIEHHI NONepeaHboro KAiHIYHOro AiarHo3dy Ha nigcTasi
KOMMJIEKCY BUSIBNEHUX CUHAPOMIB, MPOBEAEHHS B MO-
OanbloMy BiANOBIOHMX NabOpPaTOPHUX AOCHIOXEHb.
NabopatopHa giarHocTuka JIXH TakoX € noeTtarnHoio:
NPOBOASATbL Pi3HI KNiHiYHI, MOpdonoriyHi, GioximiyHi Ta
MONEKYNAPHO-FEHETUYHI gocnigxeHHs. Ona JIXH xa-
pPaKTEPHi reHeTUYHA reTePOreHHICTb i KNiHIYHMIA NOoni-
Mop®iam. Kpim Toro, kniHiyHa kapTuHa 6inbocTi JIXH
€ noaibHoto, ix peHokonii BUSBNAIOTL 3a iHLWKX cnag-
KOBMX i HabyTux 3axBoploBaHHSAX. OTXe, BU3HAYEHHS
YiTKNX KpUTEPIiB 0N GOPMYBaHHSA CENEKTUBHUX rpyn
Ha eTani BCTAHOBJIEHHS NOMNepeaHbOro KAiHIYHOro Adia-
rHO3Y € BaXJIMBUM OJ151 BUOOPY MPOTOKOJY NOAaNbLLIOIO
nabopartopHoro gocnigkeHHs. KoxHin JIXH nputamaH-
Hi BnacHi 6ioxiMiyHi 03HaKkW; ycnilWHiCTb 1abopaTopHOi
LiarHOCTUKN 3aNeXnTb Bif, YiTKO BU3HAYEHOI KJTiHIYHOT
3apgadi. Taknii nigxig, € 3anopykolo BCTAHOBJIEHHS Npa-
BWJILHOIO AiarHo3y, noganblloro KiiHiko-nabopartop-
HOIr0 MOHITOPUHIY XBOpUX Npw JIXH nig 4ac nikyBaHHS.

®depmeHTaTnBHY piarHoctuky npu JIXH B YkpaiHi
3acTtocoByloTb 3 1995 p.: Ha CbOrOAHILLHIN AeHb MOX-
INBE BU3HAYEHHSI aKTUBHOCTI 25 pEepPMEHTIB N1i30COM Y
romMoreHaTi nenkounTiB, nnasmi KpoB.i, GionTtaTi Xxopio-
Ha, KynbTypi pibpobnacTiB WwKipn, WO OO3BONUIO BE-
pudikysaTin 30 pisHMx 3axBoploBaHb (Tadbn. 1, puc.). Y
18 cnocTepexeHHsx B OOHIN poauHi BusBneHi asi JIXH
ofHo4acHo. Mpu BM3HAYEHHI YaCcTKN OKPEMUX 3axBO-
proBaHb y CTPYKTYpi JIXH BpaxoByBanu KifbKiCTb POAUH,
0OTSXXEHUX MEeBHO MaTOJIONE0, He3anexHo Bifd Kifb-
KOCTi ypaxkeHux cnbeis.

HalibinbLl yncneHHmmu B CTpykTypi JIXH BusBunucsa
chiHroninigosn (52%) i mykononicaxapnnosn (30%),
1O BiANOBIiAA€E AAaHUM iHLUMX AOCNiAHNKIB [25].

HenponaTtnyHa ¢dopma coiHroninigosis aoiarHoCTo-
BaHa y 84 (47%) 3 179 cnocTepexeHb. XBopoba lowe
BUsBNeHay 65 ocib 3 63 poanH, To6Toy 19,4% 0o0TsXe-
Hux JIXH cimen B YkpaiHu.

3HauHe wmicue B cTpykTypi JIXH nocipann GM1-
raHrmio3naos (8%) i MJ1L (7%).

Mykononicaxapuaosun ctaHoBunm 30% y CTPyKTypi
JIXH: HanvacTiwe BuaBnanm cuHapom XaHtepa (34%
crnocTepexeHb) i cuHgpom CaHdininno A (24,4%), wo
BiANOBIAae AaHUM iHWKX gocnigHukis [30,32,33].

8,00%

B Cdchironininosu
B Mykononicaxapvaosmn
Mykoninigoaun
W Onirocaxapvaoaun
| HWwi TXH

Puc. 3aranbHa cTpykTrypa JIXH (n=323). Ao iHwwunx JIXH BkntoyeHi:
HelpoHanbHuii chiHronininos (6,5% cnocrtepexeHs) i rmikoreHo3s Il
Tuny (xeopo6a Momne — BignoBigHo 1,5% cnocTepeXxeHb).

3a pesynbraTtamMu HaWOoro A0CNIAKEHHS, CTPYKTypa
JIXH B YkpaiHi nogibHa oo Takoi B iHWKX KpaiHax EBPo-
nu [6,18,31], BogHO4Yac, YacToTa BUSIBJIEHHS XBOPOOU
lowe, ®abpi, MJ14, mykononicaxapnpody | Tuny Bu-
ABMaca MeHwoto (Tabn. 2), MMOBIpPHO, Yepes 3Ha-
YHUI KNiHIYHWI nonimopdi3m JIXH i HaaBHICTb BENUKOI
KifIbKOCTi XBOPMX AOPOCOro BiKy. IHKONN Le 3yMOBIIOE
HeoOXioHICTb PO3paxyHKy nowmnpeHHs JIXH 3a 3HauHuM
MPOMIXOK Yacy: Tak, Npu XxBopobi Mowe HanMonoaLLnii
nauieHT 6yB 2014, HalicTapwunii — 1942 poky Hapo-
DxeHHs; npote, 291 (85%) xBopuin Ha JIXH 6yB mMoO-
nopwe 18 pokis. 3okpema, xBopoby MNomne 3a ni3Him
rno4yaTkom, y TOMY YMUCJi 3 aCUMMNTOMHMM nepebirom,
yacTilwe BusaBNSAM y nopocnux ocié [28,35]. Bikosi iH-
TepBanu BiOOPY CENEKTUBHUX rPyn NaLLEHTIB A5 NPo-
BeOEeHHs noanbluoi nabopaTopHOI AiarHOCTUKK ayXe
BaXnMBi. HM3bknii piseHb BUsBneHHs JIXH B perioHax i
HanpaBfiEHHs MaLEHTIB Ans NpoBeaeHHs nabopaTop-
HOI aiarHOCTMKM 3 MeTolo Bepudikauii aiarHo3dy, 0co-
6nMBO cepepn, AOPOC/IOr0 HACENEHHs, € NEBHOIO MPO-
6nemoto B YkpaiHi. Kpim Toro, uiny H13Ky 3axBoptoBaHb
Yy HaLin KpaiHi no4Yanun ajiarHoCTyBaTu HeLWoaaBHO, Lo
He 0O03BOISIE OCTOBIPHO BU3HAUYUTU iX MOLUMPEHHS.

BucHoBkun. JIXH — reteporeHHa rpyna 3axBopto-
BaHb, 9Ki BMMaraloTb CK/aaHOI MOETanHoi KiiHiko-na-
6opaTopHoi giarHocTukn. CTpyKTypa BUSIBNIEHNX HAMU
JIXH ujinkom BigNoOBiga€e Takil y KkpaiHax, B kKMx TpmBa-
i Yac edEKTUBHO AjarHOCTYIOTb L 3aXBOPIOBAHHS.
[JaHi wopo nowmnpeHHsa JIXH B YkpaiHi € nonepegHiMn
i BUMaralTb NO4aNbLLIOIO BUBYEHHS.

MepcnekTuBM noganblInX AOCAIAXKEHb. MnaHy-
€TbCS BUBYUTU MOLUMPEHHS OiNblU LWMPOKOro CnekTpy
JIXH B YkpaiHi, npoaHanizyBat NOMUAKU NPK iX Ni3HIN
aiarHoCTULI 3 MeTol Po3poOKM Ta BNPOBAMXEHHS B
MeLNYHY MPaKkTUKy eeKTUBHUX anrOpUTMIB PaHHbLOI
OiarHOCTUKN neBHUX ¢Gopm JIXH, ona akux iCHyTb
edeKTBHI MeToau NiKyBaHHS.

ABTOpUY BUC/OB/IOOTL LWMPY MOAAKY 3a MigHy
cniBnpauo y giarHoctuui JIXH nikapam meguko-re-
HETUYHUX LEHTPIB YkpaiHu, LleHTpy opdaHHmMX 3axBo-
ploBaHb, NikapsiM-nabopaHTaM MeAMKO-reHEeTUYHOrO
ueHtpy HACJT «Oxmatant», cniBpobiTHMKam kadenpu
MeguyHoi Ta nabopartopHoi reHetukn HMAMO imeHi
M.1. Wynnka MO3 Ykpainu.
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YAK 6-16.056.7-07

JII3OCOMHI XBOPOBWU HAKOMUYEHHS B YKPAIHI

Miukyp H. O., OnbxoBu4 H. B., lopoBeHko H. I".

Pestome. J1isocoMHi xBopobu HakonumyeHHs (JTIXH) — rpyna (6a13bko 60) cnaakoBrX MOHOMEHHMX 3aXBOPIOBaHb.
[na JIXH xapakTepHe MyNbTUCUCTEMHE YPaXKEHHS Pi3HUX OpraHiB i cuctem, 3okpema, LIHC. Ong nikyBaHHA NEBHUX
JIXH po3pobneHi nikapcbki 3acobu, Moro eekTMBHICTb 3aNeXnTb Big, paHHIX OiarHOCTUKKX Ta novaTtky Tepanii. Pos-
pobka MeToaiB MaCOBOIr0 CKPUHIHIY 3 METO BUSIBNEHHS JIXH TpuBa€e; BUBYEHHS YacTOTU BUsSiBNeHHs JIXH B nonyns-
Lii € BXIMBMM €TarnoM CTBOPEHHSA CUCTEMM MEeANYHOI AOMOMOr Takum XBOprM. Bneplue B YkpaiHi npoaHanizoBaHi
BCi nigTBEpAXKeHi cnoctepexeHHs JIXH B nepioa 3 1995 no 2016 pp.

Knio4yogi cnoea: nizocoMHi XBopobu HakoNMn4YeHHs; 6ioxiMivHa, MONEKYNSIPHO-FEHETUYHA AjarHOCTUKA.

YAK 6-16.056.7-07

JIN3OCOMHbDIE BOJIEBHU HAKOIMJIEHUSA B YKPAUHE

Muukyp H. A., OnbxoBu4 H. B., FlopoBeHko H. I.

Pesiome. J1M30coMHble 6one3Hn HakornneHus (JIBH) — rpynna (okono 60) HacneacTtBeHHO 0OOYCIOBAEHHbIX
MOHOreHHbIX 3aboneaHuin. na JIBH xapaktepHOo MyfibTUCUCTEMHOE MOpPaXeHMe PasfivyHbIX OPraHOB U CUCTEM, B
ToM yncne, LUHC. ins neveHns HekoTopbix JIBH pa3paboTaHbl nekapCTBEHHbIE Npenapathbl, ero 3pdekTUBHOCTb Ha-
NPSIMYLO 3aBUCUT OT PaHHEN AMArHOCTMKM 1 Havyana Tepanun. MeToabl MacCOBOro CKPUHWUHIA C LIENbIO BbISIBIEHNS
JIBH akTmBHO paspabaTtbiBaloTCs; U3ydeHne 4acToThbl BbisBneHus JIBH B monynsuuun — BaxHbIN 3Tan co3paHus
CUCTEMbI MEANLMHCKOM MOMOLLM TakuUM naumeHTam. Bnepsble B YkpanHe npoaHan3npoBaHbl BCE NOATBEPXAEHHbIE
HabnopeHus JIBH B nepuoa ¢ 1995 no 2016 rr.

KnioueBble cnoBa: n1M30COMHbIE OONE3HN HAKOMIEHUS; BMOXMMUYECKas U MONEKYNIPHO-TreHeTnYeckas guar-
HOCTMKA.

UDC 6-16.056.7-07

LYSOSOMAL STORAGE DISEASES IN UKRAINE

Pichkur N. A., Olkhovich N. V., Gorovenko N. G.

Abstract. Lysosomal storage desiaeses (LSD) — is a large group of monogenic metabolic disorders (about 60),
inherited mainly by the autosomal recessive type; most of them — are serious diseases with progressive flow that cause
severe disability and early death of the patients.

LSD are characterized by accumulation of enzymes substrates or products of their incomplete degradation and
segregated cytoplasmic components, etc. in different cells and tissues and it causes many disorders. Depending
on the accumulated substrate nature, the following LSD are distinguished: mucopolysaccharidosis, sphingolipidosis,
mucolipidosis, oligosaccharidosis, etc. Certain LSD clinical flow depends on the pathological process type and
location, accumulated biochemical substrate nature, and is usually multisymptomatic. Within one nosological form
various phenotypes are found: from “soft” to severe; first symptoms of the disease may be nonspecific, reminiscent of
other, more common diseases. Most LSD require complex stage-by-stage clinical and laboratory diagnostics.

Until recently almost all LSD considered as incurable; specific correction methods were successfully developed
and introduced into medical — it has become one of the most significant achievements in a worldwide medical science
of recent decades. Recently, significantly expanded range of LSD laboratory diagnostics gained unique experience in
clinical identification of their various forms that significantly influenced on the disease incidence revealing, allowed to
analyze epidemiological indicators, to develop effective measures for early diagnosis optimization.

LSD enzyme diagnostics in Ukraine is used since 1995: today it is possible to determine the activity of 25 enzymes
in homozygous leukocytes, blood plasma, chorionic biopsy, skin fibroblasts cells culture that allowed to verify 30
different diseases. Each LSD has its own biochemical characteristics. The laboratory diagnostics success depends
on a clear definition of a clinical problem. This approach is a key to correct diagnosis, further clinical and laboratory
monitoring during LSD treatment.

Data of the complex clinical and laboratory examination of patients with different forms of LSD provided in the
National Specializes Children Hospital “Okhmatdit” in the period 1995-2016 have been analyzed. LSD was diagnosed
in 343 patients from 324 families from all regions of Ukraine. For LSD laboratory diagnostics we selected patients with
multisymptomatic clinical picture which were grouped on the basis of certain organs and systems disorders; for each
group phase-based research protocols were used.

The most numerous in LSD structure were sphingolipidosis (52%) and mucopolysaccharidosis (30%); a significant
place took GM1-gangliosidosis (8%) and metachromatic leukodystrophy (7%). According to our research, LSD
structure in Ukraine is similar to other European countries, but in the same time the incidence of Gaucher and Fabry
disease, metachromatic leukodystrophy, mucopolysaccharidosis type | was lower, probably due to LSD significant
clinical polymorphism and a large number of adult patients.

In the future we are planning to study LSD prevalence in Ukraine, to analyze the mistakes in their late diagnostics in
order to develop and implement in the medical practice effective early diagnostic algorithms for certain forms of LSD,
for which there are effective methods of treatment.

Keywords: lysosomal storage diseases; biochemical, molecular and genetic diagnostics.
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