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MpenctaBneHa pobota aBnaeTbcsa dparmeHtom HAP
«OuiHka poni reHeTnYHNX dakTopiB y GOpMyBaHHi Ta ne-
pebiry ni30COMHUX XBOPOO HAKOMUYEHHS A5 onTUMi3aLii
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Ta BUKOHaHa Ha 6a3i 1Y «IF’PM HAMH YkpaiHn», Ne nepx.
peecTpauii 0115U003006.

Bctyn Mykononicaxapngosu (MIC) — reteporeHHa
rpyna crnagkoBux MeTaboniyHuUX 3axBOPIOBaHb, fka Bif-
HOCUTBLCSI [0 NiIB0COMHUX XBOPOO HAKOMUYEHHsI i 0by-
MOBJIEHa NOPYLUEHHSM MeTaboni3aMy rniko3amiHormikaHiB
(FA’) B nizocomMax KJiTUH Pi3HMX OpraHiB Ta TKaHWH. Yac-
TOoTa po3nosctogxeHocTi MIMC B pisHMX NoNynsuisx 3Ha-
xoamTbes y mexax 1:25 000 — 1:45 000 HoBOHAPOAXKEHMX
[14]. Ha cborogHi BuainsatoTb 7 TuniB MIMC, KOXeH 3 AKux
06YyMOBNEHWNI FTeHETUYHO AeTePMIHOBAHOI HeJ0CTaTHIC-
TIO OOHOrO 3 NI30COMHUX (PEePMEHTIB, LLLO OepyTb y4acTb
y KackagHux peakuiax posiiennenHs Ml [12]. Peaynbra-
TOM LbOro MeTaboniyHoro aedekTy € HaKOMUYEeHHs He-
nerpagoBaHux MAlN B TkKaHMHaX i, 9K HACNigoK, niaBuLEeHe
BUAINEHHS iX 3 cevelo. BuaBneHHs uyx naTonoriyHnx 3miH
Moxe GyTV BUKOPUCTAHO Ha nepLuomy etani GioximMiyHoT
0iarHOCTMKM  MyKOoMnonicaxapnaosie Afs CenekTUBHOro
CKPVHIHIY wjiei naTonorii [4].

MikodamiHornikaHu (FAlN) — ue nonimepHi Byrneesoau
(Mykononicaxapugm), siKi CknagatoTbCa 3 MOBTOPOBAHMX
amcaxapuoHmx dparmMeHTiB, A0 CKIagy SKuMX BXOASATb
rekco3u, rekcosamiHn i rekcypoHoBi kucnotu [6]. AT,
O MICTSTb FeKCYPOHOBI KMUCIOTU, NOAINSAI0Tb HA HECYHI
cynbdorpynn XOHOPOITUHCYNbdATH, AepMaTaHcyibdar,
renapaHcynbdart, renapuvH i Hecynb@aTtoBaHy riasypoHO-
BY kmcnoty [1]. Mmiko3amMiHornikaHn — ue OCHOBHUIA KOM-
NMOHEHT HediIObPO3HOro MaTPUKCY CMOMYYHOI TKAHUHW,
B MepeBaXxHili BiNbLLOCTI NPUCYTHIN y XpsLL, KiCTKax, Kpo-
BOHOCHMX CyAMHax, knanaHax cepus, LWKipi, CyXOXmKax,
poriBuj Ta, B MEHLUIN KiNbKOCTI, B MeYiHuj Ta MOo3ky [2].
HakonunyeHHs yacTkoBO gerpagoBaHux AN B nisocomax
NPM3BOANTL 00 MOPYLUEHHS XUTTEAIANBHOCTI Ta NOCTY-
noBoi 3arndeni kKNiTuH i, BiANOBiAHO, A0 AMCHYHKLT Op-
ravis [13].

trofimoffa@mail.ru

PyMHYyBaHHSA CMONYYHOI TKAHWHW, CMPUYMHEHE na-
TONOriYHMMUM MNpouecamMmn pPi3HOI eTionorii, B GinbLIOCTI
BMNaaKiB, Npu3BOaUTb A0 niaBuLeHHs piBHa Al B ceui
NIOONHN 3a paxyHOK rinepekcKpeLii OCHOBHOro meTta-
60NiTYy CNOMYYHOT TKAHUHW — XOHAPOITUHCYNbdaTy (XC).
MepBuHHWIT MeTabonivHun aedekT npu MIMC cnpuynHae
nigBULLEHHA pPiBHA MIHOpPHUX dpakuin TAl B cedi — re-
napaHcynbdaty (I'C), kepataHcynbdaty (KC) Tta pep-
mataHcynbdaty (AC) B pisHUX kKoMOiHaLjisax. Tomy, came
BU3Ha4YeHHs akicHoro cknany Ml cedi O3BONISE BUSIBU-
TV 3 BUCOKOIO MOBIpHicTO naujieHTiB 3 MIMC cepep, ocib
3 nigsuuieHoto ekckpeduieto Al 3 ceyelo, WO 3aBepLUyE
npoLLeaypy CENekKTUBHOIO CKPWHIHFY uiei naTonorii [9].
MigTBepoxxeHHs piarHo3dy MIMC notpebye npoBeneHHs
bepMEeHTaTMBHOIO AOCNIOXEHHS 3 METOI0 BUSIBIEHHSA
nepBUHHOrO GioxiMiyHOro oedekTy y nauieHTa.

OCHOBHMM METOAOM CENEKTUBHOIO CKPUHIHIY crnaj-
KOBWX MOPYLLEHb CMOMYYHOI TKAHWHU, A0 AKUX BiAHOCATb-
cs i MINC, € BM3Ha4YeHHA piBHS ekckpewii cymapHux Al
3 ceyeto TypOiaiMeTpUYHMM METOAOM 3 LLETUANIPIAiHIyM-
xnopugom (LUMX-tecT). bBaratopiyHnii poceig, Gioximiy-
HOro pocnigxeHHs pieHa Al y nauieHTiB, cnpsaMoOBaHNX
Ha MeguKO-reHeTUYHEe KOHCYNbTYBaHHSA 3 METOK BUSAB-
JIEHHS CMaZkoBMX XBOPOO OOMiHY, MokasaB iCHYBaHHS
BENNKOI KiIbKOCTi XBOPUX 3 NiABULLLEHOI0 ekckpeuieto TAI
B Cevi, L0 He NoB’A3aHa 3 HasfABHICTIO MyKornoJicaxapu-
003y. Y 3B’53Ky 3 LiM BUHMKI1a HEOOXiAHICTb NPOBEOEHHS
PO3MEXYBAHHSA MaTONIOrYHMX CTaHIB, WO CYNPOBOOXY-
I0TbCS NIOBULLEHOIO eKcKpeLieto 3aranbHux Al 3 cevelo,
Onst po3pobKM ONTUMASILHOrO anropUTMy CENeKTUBHOMO
CKPUVHIHIY MyKOMofiicaxapuaosis.

MeTolo poGoTu Oyno BUABEHHA OCOONIMBOCTEN
Ta po3pobka onNTUManNbHOro anropuTmy GioxiMiyHOro ce-
JIEKTUBHOIO CKPUHIHIY MyKornosicaxapuaoaiB y NauieHTIB
3 YkpaiHu.

00’eKkT i MmeToamn pocnigxeHHa. Martepianom anq
pocnipxeHHs OyB GionoriyHni martepian (ceya) nauieHTis
3 pi3HMX perioHiB YkpaiHu, ski obctexysBanucb y 2005-
2014 pokax B JlabopaTopii MmeanyHoi reHetukn HOCJT
«OXMATONT» MO3 YkpaiHu 3 nonepeaHiM AOiarHo30oMm
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Ta6nuuga 1

Moka3HukKM BepXHbLOI rpaHuLL HOpMU 3aranbHOoI KinbkocTi FAlN B ceyi y nauieHTIB Pi3HOro Biky
(3a KpacHononbcbkoto K. A., 1983 p.)

Bik | poummminy | B | cpeanmmivy | B | wpoarmminy | B | cpeanaminy
0-6 mic 300 4-5p 213 9-10p 150 14-18p 100
6-12 mic 280 5-6p 198 10-11p 140 Jopocni 50

1-2 262 6-7p 185 11-12p 131

2-3 244 7-8p 173 12-13 122

3-4 228 8-9p 161 13-14 144

«CMaJKOBE MOPYLLUEHHA CMOJYYHOI TKaHUHW». AKWO [O-
CnigykeHHs 3paskiB cedi He NPoBOAVNOCE BesnocepeaHbLo
nicna HaoxomkeHHst B nabopartopito, 3paskm 3bepiranu
npu -20°C go npoBefeHHs KinbkicHOro Bu3HaveHHs ATl

PiBeHb ekckpeuiji 3aranbHux FAlIN B cedi BU3Ha4anu
3 BukopuctaHHaMm 0.1% po3ynHy LEeTUANipiaiHiyMmxio-
puaoy B uuTtpaT-umtpatHoMy 6ydepi pH 4,8. OnTuyHy
LWinbHICTb NPOO BUMiptoBanu Ha cnekTpodoTomeTpi SPE-
CORD-40 (Analytik Jena AG) npu 0oBXWHi xBuni 650 HM
3 J0BXWHOW onTuyHoro wnsaxy 50 mm. KoHueHTpauiio
3aranbHux Al B cedi po3paxosyBanu B oanHULUSX LIMX-
npeumniTawii y nepepaxyHky Ha rpam kpeaTuHiny [15].

KpeaTuHiH cedi BM3Hayann 3a KiHETUYHUM METO-
OOM 3 NyXHUM nikpatom (Adde) Ha aBTOMATUYHOMY
GioximiyHoMy aHanizatopi Cobas integra 700 (Roche
Diagnostics).

®dpakuioHyBaHHsa FAlN npoBOAMAM METOA0M TOHKOLLA-
poBoi xpomartorpadii Ha nnacTuHkax Silica Gel (Sorbfil)
3 TOBLWMHOIO wapy 100 MKM Ta 3epHUCTICTIO 8-12 MKM.
KoXxeH 3pa30ok 0gHO4YaCHO MPOraHsaM B OBOX CUCTe-
Max PO34YMHHUKIB: H-NPOMAHO:TAPOKCUA, aMOHil0:BOAA
(4:6:1) Ta H-NponaHon:rigpokcua amodito (1:1). Ana
dapObyBaHHS NNacTMH BMKOPWUCTOBYBAIM TONYiAMHOBWUIA
GnakuTHUN GapsBHUK [3].

Pe3ynstatm pocnigkeHb Ta X 0OOGroBOpPEeHHS.
Hamu 6yno obctexeHo 1787 nauieHTiB 3 pisHMX perio-
HiB YKpaiHM 3 Nigo3poto Ha HasBHICTb NAToNOrii Croayy-
Hoi TkaHuHW. Mpwu iHTepnpeTauii pesyneraTis UMX-Tecty
Yy Hawmx MauieHTiB HOPMaJIbHUM BBaXann 3HayYeHHSs
3aranbHOro Bmicty MAlN B cedi, ke He NepeBULLYE BiKO-

Bi Mexi, HanaHi y Tabnuui 1. Cepen 06CTEXEHUX HaMK
naujieHTie 6yno BuasneHo 1358 ocib 3 HopManbHUM piB-
HeMm [Al, o CBigYMNO NPO HEBUCOKY MMOBIPHICTb HasAB-
HOCTI Y H/X CMaAKOBOr0 MOPYLUEHHS COYYHOI TKAHNHW.
Y 429 oci6 (24%) 6yno BusiBneHo piseHb Al BULLMI 32
BiKOBY HOpMY (pmc. 1).

linepekckpeuia Al 3 ceyeld MOXe BUHUKATU BHa-
CNiLOK NaToIOriYHOI AerpafaLlii Cnony4yHoi TkaHuHu [12].
3axBoploBaHHSA, $Ki  CYNnpoOBOMXYIOTbCS Aerpagalieto
CMOJYYHOI TKaHWHU, MOXYTb ByTn sk cnagkosi — MIC,
cnagkosa axoHgponnazia [11], cungpom Mapdana [8],
TaK i HabyTi — peBmaToigHuii apTput [8,10], cknepoaep-
Mig [16] Ta iHWwa naTonoris, Wo CynpoBOAXYETbCS ypa-
KEHHSAM CMOJTyYHOT TKAHUHKW. Ane Tinbkn y xBopux 3 MIMNC
rinepekckpeuis A 3 cedyelo 0OYMOBMEHA HASIBHICTIO
cneundivyHnx (natonoriyHmnx) ppakuin MAlL a came KC, I'C
Ta AC [5]. Tomy, Npy OTpUMaHHI pe3ynbTaTy BUSHAYeHHS
BMIiCTY 3aranbHux FAlC B ceui, skuii € norpaHnyHnUM, abo
BULLMM 3a BIKOBY MeXy HOPMMW, MPOBOAMAN MnoAanbLue
dpakuioHyBaHHa AT MeTooOM TOHKOLLAPOBOI Xpoma-
Torpadii Ana niagTBepaXeHHst abo BUKIIIOYEHHS AiarHO3y
MIIC.

Mpw BU3Ha4eHHI dpakuin TAl, aki cnpuanHunmn Ninsu-
LEHHS 3arafibHOi ekcKpeLii LMx MeTaboniTiB y 3paskax
429 nauieHTis, y 91 ocobu 6yno BUABIEHO HasBHICTb na-
TOoNoriyHnXx dpakuin, xapakrepHux ons MMC (puc. 1).
TakM YMHOM, 0N NALIEHTIB 3 NiIABULLEHOIO EKCKPELLED
natonoriyHmx dpakuin, xapakrepHux gna MIC, cepep, 3a-
rafbHOI KinbkocTi 06CTexXeHnx, ctaHoBuna 5%. Y petun
naujieHTiB niaBuLLLEEHMIA piBeHb 3aranbHux FAI 6yB 00yMOB-
JNIEHUIN HASIBHICTIO i30/1b0O-
BaHoi rinepekckpeuji XC,
fika He € MNaTOrHOMOHIY-
Hoto ona MIMC i cBigunTb
npo many WMOBIPHICTb

3aranbHux FAI

Puc. 1. Po3noain 3pa3kiBs 3 nigBulieHum pisHem AT,

spasku LIOro 3aXBOPIOBAHHS [7].
= 3 HOpMaJibHOO .
excekpeLtieio Cnig 3a3HauuTn, WO

npun geskmx Tunax MMC
onucaHi BUnaagku HesHa-

o 3pasku )
3 NigBULLEHOI0 YHOroO nigBuLLEHHS, abo
ekcekpetliieto XC HaBiTb BiACYTHOCTI NiaBn-

EHHs1 eKkcKpew,ji 3arab-

B 3paskn t FAF P .u' .

3 NABMLLIEHOIO HUX / BVCGHI, B TOW 4ac
eKcekpeLjeto K skicHMn cknap, FAlN xa-
rA, AC a6o KC pakTepu3yeTbCs HasiBHIC-

TIO NaToNOriyHMX dpak-
uin. Cepepn 3aranbHOi
KiNIbKOCTI obCcTexXeHunx
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Tabnuug 2
XapakTtepuctuku dpakuiv AT,
BUSIBJIEHUX Y NaLLiEHTIB
3 nigTBepaXeHum giarHozom MIC

®pakuii TAr KinbkicTb nauieHTiB

™MIC xe | ac | re | ke | 20comomal g,
I, TaVil + + 49 50
1} + 33 33,7

VI + 4 4
WY + + 12 12,3
3aranom 98 100

Hamu oci® O6yno BUSIBNEHO 7 MNaLUiEHTIB 3 HOPMalbHUM
piBHeM 3aranbHux FAlC B cedi, ane HasBHICTIO ACKPaBO
BUPAXEHUX, XapakTepHUX KIiHiYHUX 03Hak MIIC. Lle 06-
YMOBUNO HeOOXiOHICTb MNpoBedeHHs dpakLioHyBaHHSA
FAl" nonpw HopManbHi NnokasHuku LIMX-TecTy, wo 3abes-
NMeyYynno BYacHy i TOYHy aiarHoctuky MIMC y uux Bunag-
kax. lMicnsa noganblioro o6cTexeHHs y 4 naujieHTiB 6yB
niarHoctoBaHuit MIMC 1l Tvny, Ta No ogHOMY MaLUIEHTY —
MMC i Tuny, MMNC Il Tuny, Ta MMC IV Tuny, wo sBianosigae
ony6nikoBaHUM CMOCTEPEXEHHSAM Mpo Te, Lo came Lj
3axXBOPIOBAHHS MOXYTb CYNPOBOAXKYBATUCb HOPMASIbHUM
piBHem 3aranbHux Al B cedi [9].

AHanis cnexkTpy BUSIBNEHUX NaToOMOriYHMX dpak-
uim TAI metopom TLIX B cuctemMmi pPO3YNHHMKIB
H-nponaHon:rigpokcua, amoHito:Boga (4:6:1) nokasas,
wo y 49 oci6 (50% cepen xBopux Ha MIC) 6yno Busene-
HO noegHaHy ekckpeuijto C Ta C, wo xapakTepHo ans
MMOC I, Il Ta VIl TuniB (Tabn. 2).

Y 33 naujeHTiB Oyn0 BUSBNEHO i30/1bOBaHy rine-
pekckpeuito MC (33,7%) (puc. 2), ay 4 — OC (4%),
wo xapaktepHo ansg MMC Il ta MMC VI Ttunis Bigno-

BopgHa cnctema po3umHHMKIB

XC-

Ac-

rc-

Hopma

Mcn I MCr i Mcnii

Puc. 2. ®pakuioHyBaHHs AT MeTOA,0M TOHKOLUAPOBOT
xpomaTtorpadii B CUCTEeMi PO3YMHHUKIB
H-NMPONaHoN : riAPOKCUA aMoHilo : Bopa (4:6:1):
XC — xoHgpoitiHcynbdaT, FC — renapaHcynbdar,
AC — nepmaTtaHcynbdar.

BigHO. B pesynbraTti TLWX FAI B cuCTEMI PO3YMHHUKIB
H-nponaHon:rigpokeua, amoHito (1:1), y 12 nauieHTiB
Oyno BuaeneHo rinepekckpedito KC (12,3%), wo nputa-
MaHHO Tinbku MIMC IV Tuny (puc. 3). Cnig BigMiTUTKY, WO
noegHaHa ekckpeuis XC ta KC, xapaktepHa gna MIMC IV
Mopkio A, Toai sk i3onboBaHa rinepekckpeuisa KC Bkasye
Ha BMCOKY moBipHicTb MIC IV Mopkio B.

Y BCiX BMNaakax BUABNEHHS rinepekckpeLii natonoriy-
Hux dpakuiii FAl B cevi B noganbLiomMy giarHos MIMC 6yno
nigTBEpPAKEHO METOAOM PEPMEHTATMBHOI AiarHOCTUKN.

MeTop, ToHKOLWApOBOi xpomaTtorpadii, SkMn 3acTo-
COBYETbCS Ana dpakuioHysBaHHsa Al 0o3BONsSE Bidya-
nidyBaTn He nuie naTorHOMoHiYHI ana MIMC rniko3ami-

BesopHa cuctema po34MHHMKIB

Mn GM 1 GM 1 KonareHo-

naTis

KonareHo-
naTis

M GM 1 GM 1

Puc. 3. ®pakuioHyBaHHs Al MeTOA0M TOHKOLLAPOBOI XpomaTtorpadir
B CUCTEMIi PO3YNHHUKIB H-NponaHon:rigpokcup amoHito (1:1): XC — xonppoituHcynbdat, KC — kepataHcynbdar.
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HornikaHW, a i crnopigHeHi 3 HUMM MeTaboniTK, Taki Sk
rianypoHoBa kucnota abo iHwi onirocaxapuaun. 9k npa-
BUJI0, Ui PEHOBUHN BUSBASIOTLCS Y HEBEJTUKUX KiNlbKOCTAX
i ycknagHTb iHTepnpeTauito pe3ynbtaTiB, 0Cob/MBO
y MauieHTIB 3 iHWMMKW NI30COMHMMU XBOPOOAMM HakKo-
nuyeHHsa (JIXH). Kpim Toro, y naujeHTiB 3 iHwumu JIXH
iHOOj MOXe cnocTepiraTUChb HasfABHICTb XapakTePHUX Ans
MMC ¢pakuiin FTAI y HeBenwukiin kinbkocTi [17, 18]. Tak,
B 3paskax naujieHTis 3 GM1-raHrmio3nao3omM HamMm 4acTo
BUsIBNsnacb HesHavyHa ekckpeuia KC. Kpim Toro, rine-
pekckpeLis noaibHux 0o FAl pevoBWH iHOAI 3ycTpivanack
y naujieHTis 3 Mmykoninigosom (MJ1) (puc. 4).

BaxnmBum $paktopom OTpMMaHHS OOCTOBIPHUX pe-
3ynbTaTiB KiNlbKiCHOro BU3Ha4veHHs [Al B cevi € npeaHarni-
TUYHWUI eTan aHani3y, a caMe sKiCTb 3pasdka cedi nawieH-
Ta. Bipomo, Wwo npun BUKOPUCTaHHI Ona aHanidy 3paskis
cedi 3 piBHEM KpeaTuHiHy MeHLwe Hixx 0,05 r/n moxnvee
OTPUMaHHS XMOHOMO3UTUBHUX pe3ynbTaTie [3]. AHania
NpPoBeAeHnX HamMu OochigxeHb nokasas, wo y 40 ocib,
B ceui gkmx 6yno BUSIBAIEHO 3HAYHE NiABULLEHHS PIBHS 3a-
ranbHux FAl 3a BioCyTHOCTI naTonoriyHmx dpakuini (2,2%
Bif, 3arasnbHOI KiflbKOCTi 0OCTEXEHMX), PIBEHb KPEATUHIHY
ceuvi Habnuxascs abo 6yB MeHLwe Hixx 0,05 r/n.

TaknMm 4YMHOM, aHani3 KiNIbKICHOro PIiBHA eKcKpeLji
Ta SKICHOrO ckjiagy Miko3aMiHOMIKaHIB B Cedi € 3pyd-
HUM i iHpOpPMaTMBHNM 3aCOOOM CENEKTUBHOIO CKPUHIHTY
MTIIC, skuii no3Bonsie ePeKTUBHO BiJOKPEMUTY NALIEHTIB
3 BMCOKOK MMOBIPHICTIO Uiei rpynu JIXH ons nopanbLuoi
NiATBEPAXYIOYOI AjarHOCTUKK. [ns ocTaTo4HOro niareep-
xkeHHs giarHo3y MIMC 3 BU3HAYEHHSIM TUMY LibOro 3axBo-
PIOBaHHS HEOOXIAHO NPOBOANTW HO30JIOTYHY AiarHOCTUKY
3 BU3HAYEHHSIM NMEPBUHHOIO BioXiMiYHOro (aHanis akTue-
HOCTI BiAMNOBIOHOrO Ni30COMHOro GEPMEHTY) Ta reHeTnY-
HOro (BM3HAYeHHS MyTaLii y BiAMOBIAHOMY reHi) oedexTy.

BucHoBku.

[Mpwn BU3Ha4YeHHi ekckpeuii 3aranbHux Ml y nauieHTis
3 nonepenHim AiarHO30M «CMNafkOBE NOPYLUEHHS CMOyY-
HOI TKaHMHW», TinepeKcKpeLis rmiko3amiHOMikaHIiB y cedi
BUsiBneHa y 24% Bif, 3arasbHoi KilbKOCTi 0OCTEXEHMX.

Jons nauieHTiB 3 NigBULLIEHO EKCKPELE NaTono-
rivHnXx ppakuin, xapaktepHux ans MIMC, cepep, 3aransbHoi
KilbKOCTi 06CTEXEeHNX, cTaHoBMAa 5%.

MoepHana ekckpeuis C Ta AC BusaBneHa y 50% naui-
€HTIB, Wo xapaktepHo ans MIMC I, Il Ta VIl Tunis. Y 33,7%
Oyno BUSIBNEHO i30/1bOBaHy ekckpewito I'C, wo cBigunTb
npo HaseHicTb MIC lll Tuny. Y 4% nauieHTiB 6yno BusBne-

MMC IV
Mopkio A

MMC IV

d Hopma
Mopkio B

Puc. 4. 3pasok TCX Al nauieHTiB, 3 runepekckpeuiecto NAr
npu pi3HMX NnaTonoriax, He noeB’a3aHux 3 MMNC
(MJ1- mykoninipo3, GM1-ranrniosnaos).

HO i3onboBaHy ekckpeuito C, Tay 12,3% KC, wo xapak-
TepHo ana MIMC VI ta MIMC IV Tunis BiaNoBiaHO.

3asaskm TLUX FAI 6yno BCTaHOBNEHO, WO Yy 77% na-
uieHTiB rinepekckpeuis FAl y cevi 06ymoBneHa ekckpeLli-
eto nuwe XC, wo pobutb ManoiMoBipHUM AjarHo3 “Myko-
nonicaxapnpod” i noTpebye nogansoi AndepeHLiiHoi
LiarHOCTMKM MOPYLLEHb CMOJTYYHOI TKAHUHMW.

[lBoeTtanHuii CenekTMBHUIN CKPUHIHT € HeobXigHUM
0N eeKTUBHOI0 BUSIBIEHHSA XBOPUX 3 BMCOKOIO MMOBIP-
HicTio MINC.

MeTon, Bu3HavyeHHs1 3aranbHoi KinbkocTi FAl € po-
CTYNHUM Ta HELOPOrMM, TOMY MOXe NPOBOAUTUCH B 06-
NIACHUX MeOUKO-TeHEeTUYHUX 3aknagax O BUSBEHHS
nauieHTiB 3 nigospoto Ha MIMC, 3 noganbWnM Hanpas-
JIEHHAM Ha NiATBEPOXYIOYY AiarHOCTMKY B crneLiani3osa-
Hy nabopaTopito.

MepcnekTMBM nopganblinx pochigkeHb. B no-
panbliomy, Ansa yTodHeHHs tuny MIC, nnaHyeTbcs npo-
BeOEHHA NiATBEPOXKYIOYOro eTany AiarHOCTUKK — aHanisy
aKTMBHOCTI BiAMNOBIAHOIO NiIBOCOMHOIro GEPMEHTY.
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YAK 616-056.7-07

BUKOPUCTAHHSA CKPUHYIOYUX BIOXIMIYHUX OOCNIOXKEHb AN PAHHbOI AIATHOCTUKWN MYKOMO-
JIICAXAPUAO3IB

Tpodimora H.C., OnbxoBu4 H.B., lopoBeHko H.T.

Pesiome. Mykononicaxapuaoo3un (MIMNC) — reteporeHHa rpyna crnagkoBux MeTaboniyHMx 3axBopioBaHb, sika Bif-
HOCUTbCS [0 JlI30COMHUX XBOPOO HakonuyeHHs (JIXH) i obymoBneHa NopyLeHHsIM MeTaboniaMy riko3aMiHOMiKaHiB
(FAIN) B nisocomMax KAiTUH Pi3HNX OPraHiB Ta TKaHWH.

MeToto pob60oTu 6yno BUSBNEHHSI 0COBNNBOCTEN Ta pO3pobKa ONTUMANbHOMO anropmuTMy 6ioXiMiHHOrO CENEKTUBHO-
ro CKPUHIHIY MykonosicaxapuaosiB y nauieHTiB 3 YkpaiHu.

Cepep, o6¢cTexeHnx Hamu 1787 nauieHTis, 3 NigO3po Ha HasBHICTb NATOJOrii CMOMYYHOI TKAHMHW, Ha NepLIoMy
eTani CenekTUBHOro CKPUHIHIy 6yno BuseneHo 429 ocib 3 rinepekckpeujeto FAlL B pesdynbtaTti NpoBeAeHHS APYroro
eTany CenekTUBHOrO CKPUHIiHrY, giarHo3 MIMNC 6yno nigTBepaxeHo y 98 nauieHTi. MNpeacTtaBneHi ocobnnBOCTi iHTEP-
npeTaLjii pe3ynbTaTiB NepLIoro Ta Apyroro etanis cenekTMBHOro ckpuHiHry MrcC.

Kno4vogi cnoBa: mykononicaxapugos, rmiko3amiHornikanu, dpakuioHyBaHHs AT

YAK 616-056.7-07

MCMNOJIb30BAHUE CKPUHUPYIOLLUMX BUOXUMUNYECKNX UCCNEQOBAHUIA AN PAHHEW AUATHOC-
TUKN MYKOMNMOJIMCAXAPUOO30B

Tpodumora H.C., Onbxoeu4 H.B., lopoBeHko H.T.

Pesiome. Mykononuncaxapunoo3ssl (MINC) — reteporeHHas rpynna HacnencTBeHHbIX MeTabonmyeckux 3abonesa-
HUI, KOTOPbIE OTHOCATCS K IN30COMHbIM 60ne3HsaM HakonneHus (JIBH) n Bo3HMKalOT B pe3ysibTaTe HapyLleHus MmeTa-
60/13Ma MUKO3aMUHOrnKaHoB (FAlN) B nM30CcOMax KNeToK pasHbIX OPraHoOB 1 TKAHEN.

Llenbio paboTbl 6bIS10 BbIIBIEHWE OCOOEHHOCTEN 1 pa3paboTka ONTUMANIbLHOrO anropuTMa BMOXMMUYECKOro Ce-
NEKTUBHOIO CKpUHUHra Ha MIMC y naumeHToB 13 YkpauHbl. Cpean obcnenoBaHHbIX Hamy 1787 naumMeHToB, C NOA0-
3pEHNEM HA HaNM4YKMe NaToN0rMmM COeAMHUTENBHOM TKaHW, Ha MEPBOM 3Tane CENekKTUBHOIO CKPUHMHIA Obli0 BbISIBIEHO
429 yenosek ¢ runepakckpeumeri FAlL B pesynstaTe NpoBeAeHWst BTOPOro 3Tana CeNEeKTUBHONO CKPUHMHIA, AMarHO3
MIC 6bin1 noaTeepxaéH y 98 naumeHToB. MokaszaHbl 0COOEHHOCTY MHTEPNPEeTaLMM Pe3yNLTaTOB NEPBOro U BTOPOro
3TanoB CENeKTUBHOro ckpmHmnHra MrIC.

Kniouesble cnoea: mykononvcaxapmaos, Mmnko3oaMmHorvkaHsl, ppakunoHnposaHuve Ml

UDC 616-056.7-07

Usage of Biochemical Screening Studies in Early Diagnostics of Mucopolysaccharidosis

Trofimova N. S., Olkhovich N. V., Horovenko N. H.

Abstract. The aim of the research was to determine the peculiarities of the optimal algorithm of biochemical selec-
tive screening of mucopolysaccharidosis in patients from Ukraine.

Object and methods of the research. Biological material (urine) was the main material for its research. Patients
from different regions of Ukraine were examined in the medical genetics laboratory with previous diagnosis “hereditary
destruction of the connective tissue” from 2005 to 2014.

Results and discussion. 1787 patients from different regions of Ukraine were examined who had the presence
of connective tissue pathology. 1358 patients had the normal level of glycosaminoglycans that indicates a low prob-
ability that they have inherited disorder of the connective tissue. 429 patients (24%) had higher level of glycosamino-
glycans than in developmental norm.

Hyperexcretion of glycosaminoglycans with the urine can result from pathological destruction of the connective tis-
sue. Diseases which cause destruction of the connective tissue can be hereditary mucopolysaccharidosis such as
hereditary achondroplasia, Marfan’s syndrome and also acquired ones such as rheumatoid arthritis, scleroderma and
other pathologies that lead to the connective tissue destruction. But only patients with mucopolysaccharidosis’s hy-
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perexcretion of glycosaminoglycans with the urine have the presence of pathological fractions such as keratansulfate
(KS), heparansulfate (HS) and dermatansulfate (DS). That’s why the method of the chromatography should be done
in order to determine such diagnosis as mucopolysaccharidosis. The main factor of the accurate results of quantative
glycosaminoglycan determination in the urine is preanalytical stage of the analysis such as the quality patient’s urine
sample. Urine sample with the level of the creatanine which is lower than 0.05 g/l can show incorrect result. 40 patients
were examined by us and urine sample showed the increase of glycosaminoglycan level without pathological fractions
(2.2% from general number of patients), the level of creatanine was lower than 0.05 g/I.

The analysis of the excretion level and quantitative composition of glycosaminoglycans in the urine is useful and
informative method of the selective screening of the mucopolysaccharidosis, which can determine patients who have
lysosomal storage diseases for further diagnostics. Nosological diagnostics with primary biochemical determina-
tion (the analysis of lysomal enzyme’s activity) and genetic (the definition of the mutation in the defined gene) should be
done in order to confirm such diagnosis as mucopolysaccharidosis.

Conclusions. In order to determine the excretion of general number of glycosaminoglycans in patients with the pre-
vious diagnosis “hereditary destruction of the connective tissue”, hyperexcretion of glycosaminoglycans in the urine
was revealed in 24% from general number of patients. Among general number of patients 5% patients were the patients
with increased excretion of the pathological fractions which are typical for the mucopolysaccharidosis. Combined ex-
cretion of the heparansulfate and dermatansulfate was revealed in 50% patients, which is typical for the mucopolysac-
charidosis of the I, Il and VIl types. Excretion of the heparansulfate was revealed in 33.7% of patients which is typical
for the mucopolysaccharidosis of the Il type. Excretion of the dermatansulfate was revealed in 4% of patients and
excretion of the keratansulfate was revealed in 12.3% of patients. Hyperexcretion of glycosaminoglycans in the urine
was conditioned only due chondroitinsulfate excretion. It also requires differential diagnostics of the connective tissue
destruction. Two-step selective screening is necessary and useful method in order to determine patients with muco-
polysaccharidosis. The method of general number of glycosaminoglycans is available and inexpensive one so it can be
done in regional medical and genetic institutions in order to determine patients with mucopolysaccharidosis with further
examination in the specialized clinics.

Keywords: mucopolysaccharidosis, glycosaminoglycans, GAG fractioning.
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