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MYKOITOAICAXAPHAO3 SIK PIAKICHE TEHETUYHE 3AXBOPIOBAHHS B
TIEAIATPUYHIN ITPAKTUILII

ABH3 «TepHronirbcbkul gepxaBHul meguunull yHiBepcumem im.I.A.I'opbaueBcbkoro MO3 Ykpainu»
KYTOP «Tepronirbcbka 0OAQCHAQ qUMAYA KAIHIYHA AIKAPHA»

MYKOMOJIICAXAPMAO3 AK PIOKICHE MEHETUYHE 3AXBOPIOBAHHS B MEAIATPUYHIM MPAKTULL. Mykononicaxapumoau —
rpyna MeTtaboniyHMX 3axBOPtOBaHb CrOJIyYHOI TKaHMHMK, MOB’A3aHMX 3 MOPYLLUEHHSM 0OMiHY KMCnnx raiko3amiHornikaHiB (GAG,
MyKoronicaxapuais), BUKIIMKAHNX HEAOCTATHICTIO NIBOCOMHIX hepMeHTIB 0OMIHY riiko3amiHornikaHis. MpodinakTika Mykononicaxapnaosis
- NpeHaTasnbHa aiarHocTuKa, 3acHOBaHa Ha 6e3nocepenHLOMY BU3HaAYeHHI AediumTy PepMEHTY B aMHIOTUHHMX KIITUHAX.

MYKOTMOJIMCAXAPN03 KAK PEAKOE MEHETUYECKOE 3ABOJIEBAHUE B MEAWATPUYECKOW MPAKTUKE.
Mykononuncaxapuaosbl — rpynna MeTabonmyecknx 3a00oneBaHnin COeANHUTENTbHON TKaHW, CBA3aHHbIX C HapyLLIEHEM 0OMEHa KNCTIbIX
raMkosammnHornvkaHoB (GAG, MyKononmcaxapuioB), Bbl3BaHHbIX HEAOCTAaTOYHOCTbIO SIMBOCOMHbIX pepMeHTOB oOMeHa
rMNKO3aMUHOMIMKaHOB. MNpodunakTka Mykonomcaxapuaosos - npeHaTanbHas AnarHocT1Ka, OCHOBaHHas Ha HENOCPEACTBEHHOM
onpeneneHnm aebvumuta GepmMmeHTa B aMHUOTUYECKMX KITETKAX.

MUCOPOLYSACCHARIDES RARE GENETIC DISEASE IN PEDIATRIC PRACTICE. Mucopolysaccharidoses - a group of metabolic
diseases of the connective tissue associated with metabolic disorders of acid glycosaminoglycans (GAG, mucopolysaccharides) caused by
deficiency of lysosomal enzymes exchange glycosaminoglycans. Prevention mucopolysaccharidoses - prenatal diagnosis based on direct

determination of enzyme deficiency in amniotic cells.

KnouoBi cnoea: mykononicaxapuaos, ATy, NpeHatanbHa AiarHOCTMKa.

KnioueBble cnoBa: Mykononvmcaxapuaosbl, 4eTW, NpeHaTabHas AMarHocTmKa.
Key words: mucopolysaccharidoses, children, prenatal diagnosis.

BCTY. Mykononicaxapuanosu (MNC)
(mucopolisacharidus +-gsis) — rpyna cnagkoBux (reHe-
TUYHUX) XBOPOO HAKOMUYEHHS! CNOYYHOI TKaHWHK, 00Y-
MOBNEHNX FEHETUYHUM OeDEKTOM GEPMEHTHOIO PO3-
LLENEeHHs BYrNeBOAHOI YaCTUHM MONEKYAN MYKOMONi-
caxapuais (Fniko30amiHOMNiKaHiB) TPbOX KNaciB: renapaH-
, AepmMartaH-i kepataHcynbdaTiB i BUHMKAIOTb BHACAIAOK
HaKOMWYEHHS B TKaHMHax (nepeBaxHo B ¢pibpobnacTtax
i MESEHXIMAaNbHUX KNITUHAX) KNCAUX FiKO3aMiHOMNiKaHiB,
TO6TO Mykononicaxapuais, (XoHAPoiTUHCyNbdaT B i / abo
renapaHMoHocynbdaT), Wo BeAyTb A0 HEMOBHOLIHHOIO
PO3BUTKY CNOMYYHOT TKAHVHW | NPOTIKAIOTb 3 YPAXKXEHHAM
HEepPBOBOI CUCTEMU, OYel, BHYTPILLHIX OPraHiB i ONOPHO-
pyxoBoro anaparty [1, 2, 5].

Mykononicaxapuam € CKnagHUMmM reTeporeHHMN Cno-
Jlykamu, WO CKNagalTbCa 3 rekCco3, amiHOLYKpIB i ypo-
HOBMX KMCNOT. 3 HUX XOHAPOITUH-CipYaHa i rianypoHoBOi
KMCNOTU CNyXaTb OCHOBHUMU OYAiBENbHUMU €NEeMEH-
TaMu CNoJly4yHoi TkaHuHu [3, 4, 5].

OCHOBHUMW KNiHIYHMMK NPOSIBAaMU BCiX MyKomnonica-
XapnposiB €: rinepTeH3MBHO-riapouedanbHUii CUHOAPOM
3 BEMKOHO rosIoBOO (Makpouedania); rpydi pucu o6numyus
(mpoke nepeHiccs, TOBCTI Hi3api, rybu, piaki 3yéu); yacTi
pecnipaTopHi 3aXBOPIOBAHHSA (XPOHIYHA PUHOPES, OTUTK);
NaxoBi i NyNKOBI KUAW; renaTtoCnieHOMEranis; NOMyTHIH-
HS POriBKW; 3aTPUMKa PO3BUTKY (NCUXO-MOBHOI0, MOTOP-
HOro0); KOHTPaKTypu B cyrnobax; rpydi pyHKuUiOHaNbHI No-
PYLLUEHHS HEPBOBOI CUCTEMU; CEPLEBO-CYyAUHHA Heao-
CTaTHICTb; MHOXVHHWIA AM30CTO3; EKCKPEL,iS MyKononica-
xapupie 3 ceuvel; MeTaxpomHe dapbyBaHHS
nepndepnyHnX NEeNKOLMTIB i KICTKOBOrO MO3KY.

PoapisHatoTb gekinbka Tunis MMC: IH — c. l'ypnepa,
IH-S — c. l'ypnep-LUeiie, IS — c. LWeite, Il — c. XaHTe-

pa, lll — c. CaHndininno, IIA — ¢. CaHdininno A, llIB —
¢. Candininno B, IlIC — ¢. CaHdininno C, I — c.
Candininno 4, IV — c. Mopkio, IVA — c¢. Mopkio A, IVB
— ¢. Mopkio B, VI — c. Mapoto-Jlami, VIl — c. Cnas.

Mykononicaxapvao3 VI Tuny (cungpom MapoTto-Jlami)
— ayTOCOMHO-PELLECUBHE NMPOrpeCyoye 3axBOPIOBAHHS,
06yMOBIEHE MyTaLi MU B CTPYKTYPHOMY TeHi Ni30COM-
Hoi N-aueTunranaktosamiH-4-cynbdartasu (apuncynbda-
Tas3un-B) 3 BigKnageHHAM B TKaHMHAxX aepmartaHcynbda-
Ty. FeH apuncynbdarasu B - ARSB - po3stawioBaHuii Ha
nosromy nnedi xpomocomu 5-5qll-gl3. CuHapom onuca-
Huit B 1963 poui P. Maroteaux i M.Lamy. [2,7]. 3axBopto-
BaHHSA 3YyCTPIYAETbCSA Y BCbOMY CBITi, CEPEAHs YacToTa
3axBOPIOBaHHA B nonynauii ctaHoButb 1 Ha 320 000
XMBUX HOBOHAPOOXKEHUX.

MepLwi cMMNTOMKN 3aXBOPIOBAHHS BUHUKAIOTb Y BiLli 2
pokiB i ,O6pe nposBnsoTbCa Ao 6-8 pokis. [Ang cuHapo-
My XapakTEepPHO: TUNOBI BiACTaBaHHA B POCTi, KOPOTKI Ty-
ny6 i KiHUiBKM, KOPOTKA LLKS, Makpouedanis, HaniBBiaKpu-
TWIA POT, TYrOPYXAUBICTb BENMKMX i Manux cyrnobis, cum-
NTOMU MHOXWHHOIrO AM30CTO3y, aedopmauis rpygHoi
KNITKW, KACTE NO Tuny «KOrTUCTOI nanu», renatocnne-
HOMeraniq, pigwe i30n1b0BaHa CnneHomeranis, NOMyTHi-
HHS POriBKW, MOPYLLUEHHS 30pPY i CAyXy, MOXJMBA FNyXO-
Ta, MOPYLUEHHS CTPYKTypu emani 3y06iB, KicTOinHE pO3-
LIMPEHHS 3yOHMX MilleykiB, aHoManis npukycy, nedek-
TV i rinepnnasia AeceH. IHTenekT HOpMalbHUINA.
CepueBo-cyavMHHa cMCTEMA: TsKKa CEPLIEBA HEOCTATHICTb
BHACNIOOK AMNATALINHOI KapaiomionarTii Ta eHgokapaianb-
Horoio ¢ibpoenacto3dy B nepiog HOBOHAPOOXKEHOCTI i y
hiTen rpygHoro Biky. Ha aytoncii mae micue rineptpodis
i gunartauis niBOro LUAYHOYKA, BUPAXEHWUI eHpokapai-
anbHUn pibpoenacTo3 Npu HOPMasbHIn CTPYKTYpPI kna-
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naHis. EnektpoHHa mikpockonis Buasnsie ¢ibpobnacTtu
3 BEJIMKUM 4YUCNIOM BakyoJsielh B miokapai. Y nignitkie
NpY MEHLL BaXKKUX BUNaKax XBOpoOU 4aCTO BiA3HAYAETb-
cs cTeHO03 abo HepfoCTaTHICTb MITPaNbHOrO | a0pTasibHO-
ro knanais. MNMepebir Bagn NOCUMIOETLCA AUXANbHOKO
HEeLOCTaTHICTI0O Yepe3d OOCTPYKLIT BEPXHIX AMXaNbHUX
wnaxis. MopdonorivyHo BUSBNSETLCSA Aungarauis kamep,
OiBeHTpUKynsipHa rinepTpodis, a TakoX MOTOBLLEHHS
eHpoKapaa, MiTpanbHOro i 20PTaNbHOrO KanaHi., ix Kanb-
undikauia.

[iarHo3 MoXHa NOCTaBUTU Ha MiACTaBi reHeanoriy-
HOrO, KJiHIYHOrO, PEHTreHosoriYyHoro Ta BGioxiMiyHOro
DOCNIAXEHD (BM3HAYEHHS TMMY MYKONOJicaxapuais, L0
BUAINSAIOTBCSA 3 CEYEID), BU3HAYEHHA cneundiyHnx dpep-
MEHTIB B PiI3HMX TKaHWHAX, Hanpuknag, B KynbTypi
¢ibpobnacTiB wkipn. JlikyBaHHA: 3amicHa Tepanis CUH-
TETUYHUM EH3UMOM «Harnasum» i TpaHcnnaHTauis cTo-
BOYPOBUX KIITUH.

MpodinakTuka mykononicaxapigosiB-npeHaranbHa
JiarHocTuvka, 3acHoBaHa Ha 6e3nocepeHbOMY BUSHAYEHHI
nediunTy GepmMeHTy B aMHIOTUYHUX KNiTUHax. [6, 8].

MATEPIAJIN TA METOAMW. [laHe [OCRiaXKEeHHS Npo-
BEOEHO Ha BUMNAAKy 3 NPakTUKW.

PE3YJIbTATU OOCNIOXXEHHS TA 1IX OBroBO-
PEHH4. Codisi, 5 pokis 10 micauis, noctynuna Ha cTa-
LiOHapHE NikyBaHHSA B MyJIbMOHOMOriYHE BigaineHHa KY-
TOP «TepHoninbcbka obnacHa autaya KniHiyHa nikap-
HS» 3i CKapramu Ha NigBuLLLEHHSA TemnepaTtypu Tina o
cy6debpunbHux unbp, Kalenb, 3auLLKy.

3 aHaMHe3y 3axBOPIOBaHHS: 3axBopina 7 AHiB A0 roc-
niTani3auii, Konu nigsuwmnnace Temnepatypa Tina go
37,3°C, 3’aBuBca kawenb, 3agmwka. OTpumyBana nepo-
panbHO 3aued, TOPakCoH. Y 3BA3KY 3 BiACYTHICTIO NO3u-
TUBHOI ANHAMIKM, HanpaBfiieHa Ha KOHCYNbTaL,i0 40 Nyfb-
MOHOOra.

3 aHamMHes3y XuUTTs BigoMO, WO AiBunHka Big Il ooHo-
LeHOI BariTHocTi, || nonoris. Hapoannack 3 maccoto Tina
3000 r, pict 50 cm, Tyre 0OBUTTS NYNOBUHOIO HABKOO
wni. FeHeTNYHNIA aHamMHe3: 6aTbky B POAMHHOMY LUOOI
(4 nokoniHHe). Bnepwe maTtu 3BepHynacb A0 nikaps y
BiLi 1 pik 3 micsaui i3 ckapramu Ha 3aTpPUMKY CTaTUCTNY-
HUX YHKUIR. Ha MOMEHT ornaay nikapem-reHeTuKom
BUSBNIEHO BIiOKPUTE BENUKE TiM’a4KO, Makpouedanito
(okpy>HiCcTb ronosu — 49 cm), ckapouedanito, OKPYXHICTb
rpygHoi knitkn — 50 ¢Mm, XopcTke Bonoccs, rpybi pucu
06MYYs, PO3rOPHYTY HUXKHIO anepTypy rPyaHOI KNiTKK,
nedopmoBaHi nanbLi CTOM, MO3KOBA 4YaCcTuMHA Yepena
36inbLUEeHa B po3Mipax, BiaCTaBaHHA B POCTi HA 1 curmy.
B pesynbtaTti o6¢cTexeHHsa: npoba CynkoBuya (+++),
npob6a Ha mykononicaxapuan — (++++). HelipocoHor-
padia: o3Hakn KombiHOBaHOI rigpouedanii. BeHTpuky-
nopgunarauis lll ctyneHs.

lMonepeaHin giarHo3: mykononicaxapuaos | tuny.

3axBoploBaHHA Mano nporpecyouunii nepebir i3 Ha-
POCTAHHAM 3aTPUMKM Y MNCUXOMOBHOMY PO3BUTKY. Ye-
pes3 3 poku NPUERHANOCS 3HUXEHHS CNyXY, MYMNKOBa K1na.

O6’ekTUBHO Npw rocnitanisauii: 3aranbHuii cTaH
OiBYMHKN TSXKKUIA 32 PaXyHOK OCHOBHOIO 3aXBOPIOBAHHSA
Ta 0O3HaK AuxanbHOI Ta CEPLUEBO-CYANHHOI HEAOCTATHOCTI.
LLIKipHi nokpuBm 6nifi, BUpaxeHuii nepiopbiTanbHNiA Lia-
HO3. Makpouedania, ckapouedanito, rpydi pucu o6nmu-
yg1, XXOPCTKe BoNoccs (puc. 1). B akTi auxaHHsa npuinmae

yyacTb OOMOMiXHa MyckynaTtypa. Hap nereHsmu: yko-
POYEHHS MEPKYTOPHOrO 3BYKY B 3aAHbO-HMXHIX Bigainax
i NnapaBepTebpanbHO, XOPCTKE AUXaHHS, BOJIOTi Pi3HO-
kanidepHi i kpeniTytoui xpunu, Y4-35 3a xB. Mexi cepus
PO3LWNPEHI, AiNIbHICTb apuUTMiYHa, TOHU ocnabneHi. Me-
yiHka +1,0 cm, cenesiHka +2 ,0 cm.

Puc.1. [iBunHka 3 mykononicaxapunagosom VI Tuny: rpyo6i
pucu obnnyys, makpouedanis.

O6cTexeHHs: EKI: CuHycoBa Taxuaputmia. BepTu-
kanbHa EBC. MNepeBaHTaxeHHs npaBoro wiayHouka. 03-
HaKW rinoKcii.

Exo-KC: Mponanc mitpanbHoro knanaHa | ctynexs 3
NOMIPHOIO HegoOCTaTHICTIO. [Tponanc aopTanbHOro knana-
Ha 3 MiHIManbHO perypriTauieto. JoaaTkoBa nonepeu-
Ha XopAa B CEpPenHin TPETUHI NiBOro LLUYHOYKA.

Y3/, opraHiB 4epeBHOI NOPOXHUHM: MNediHka 36inbLue-
Ha (npaBa pons — 90 MM, niBa — 34 MM), KOHTYP PiBHUNA,
CTPYKTYypa ApiGHO3epHMCTA, OAHOPIAHA, EXOrEHHICTb 3BU-
yanHa, Xuposa iHdinbTpauia He BupaxeHa. >KOBYHWUI
Mixyp: oBanbHOi dopmu, y poamipi 22x18 mm. CtiHka
1,5 MM, He yLinbHEHA, HE NOTOBLLEHA, HE MICTUTb KOH-
kpemeHTiB. MiawnyHkoBa 3ano3a: 36inbLieHa, po3Mipu
13x10x16 MM, KOHTYpP pPiBHWUIA, YiTKWIA, EXOrEeHHICTb 3BU-
yaliHa, ogHopiaHa, apibHo3epHucTa. CenesiHka 36inbLue-
Ha, NOTOBLUEHA, EXOrEHHICTb MiACWUIIEHA, CTPYKTYpa 04-
HOpiAHAa, KOHTYP piBHUIA. CenesiHkoBa BEHA He PO3LUK-
peHa. Hupku: npasa: 67x26 mm, niBa:68x27 mm, He
30iNbLUEHI, KOHTYP PiBHWIA, NONOXEHHS TUMOBE. Yallko-
BO-MUCKOBUI KOMMAEKC HE PO3LIMPEHUI, He pedop-
MOBaHUIA, HEe NOABOEHWUI, HE YLLiNbHEHWUIA, APIOHI exo-
NO3UTUBHI BKJIIOYEHHS.
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PeHTreHorpadis kucrtei Ta KynbllOBUX CYrnobiB:
KYTW CKOLUEHUX BEPTOXHUX BnaguH D - 20°, S-26°
(acumeTpuyHa Bknagka). KicTku xBuMaacTi, 30HM pOCTy
enidisiB aaepHMX KICTOK PO3BONOKHEHHI. Jedopmauia
30H pocTy enidiziB NpomeHeBoi KicTok. OcTeoreHes
BiAMOBIOAE BiKY.

PeHTreHorpadia nikTboBux cyrno0iB: NOpyLUEH-
HA OCTeOoreHesy 3a PaxyHOK OCHOBHOIO 3aXBOPIOBAH-

H4A.

Puc. 2. 3MiHn cyrnobis y AUTUHK 3 cuHapomom MapoTo-
Nawmi

KoHcynbTauia nop: ageHoigHi Beretauii lll ctynens. KoH-
cynbTauis odTansmosnora: 36ikHa KOCOOKICTb, rinepMeTponis
BMCOKOrO CTYMEHS, MOMYTHiIHHS POriBkM 000X ouyen. KoH-
CynbTauisg opToneaa: aucnnasis NpaBoro KymbLLIOBOrO Cyr-
no6a, nigBMBUX NiBOrO CTErHa, nioCKO-BasiblryCHi CTOMW,
BasibrycHa aedopmadis KoniHHux cyrnobis (puc. 2, 3).

[na nigTBepaxeHHs aiarHo3dy auvtuHa obcTexeHa B
HauioHanbHi guTadin cneuianizoBaHiii nikapHi «OXMAT-
ONT>, ueHTpi meTaboniyHMX 3axBOPIOBaHb.

Puc. 3. Jedopmalisa cyrnobis KMCTi Mo TUMNY «KOFTUCTOT
nanuv»

Tabnvusa 1. Jocnip)XeHHs akTUBHOCTI NlidocoManbHux ¢hepMeHTIB y nauieHTa

depmeHT 3axBoOpIOBaHHS PesynbTar Hopwma, Mmonk/(roa.r) Ginka .
MMOJIb/(rof-N1) Na1asMmn, CUBOPOTKN

o-iflypoHigasa MMC | 20 25-55
|aypoHaTcynbdaTasa MIC I 19-82 (161-268) *
enapaHcynb®aTt cynbpamigasa MTIIC [A 0,63 0,46-1,1
o—TNIIoKo3aMiHigasa MMC Il b 27 17-35*
["anakTosamiHcysibdartcynbdarasa MIMC 4 A 40-170
B-ranakTosvngasa MINC 4 b 78-120
Apuncynbdartasa b MMC 6 8,7 110-130
B-rnioKkypoHigasa MIC 7 270-450

[ nioko3aMiHia-aueTunTpaHcdepasa MMC 1l C 16-34

BucHoBok: BusaBneHO pi3ke 3HUXEHHS aKTUBHOCTI
apuncynbdartasu b (tabn. 1).

OcHoBHWIA giarHo3: mykononicaxapuaod VI tun (xBo-
po6a MapoTo-Jlami). Mo3arocnitanbHa ABoOIYHA MHEBMO-
Hifl, 3MiLLIaHoro reHesy, roctpuin nepeobir, H Il ctynexs.

BUCHOBKMW. 1. Mykononicaxapnaos — piakicHe 3ax-
BOPIOBAHHSA, SKe AiarHOCTYETbLCA BUKJIIOYHO 3a pedynbTa-
TaMu A0CNIOKEHHS aKTUBHOCTI Ni30COMaIbHUX PEPMEHTIB.
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