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MYKOIOJIICAXAPU/I03 SIK PIIKICHE TEHETHYHE 3AXBOPIOBAHHS B
METIATPUYHINA TTPAKTHII

JIBH3 «Tepnoninvcokuii oepoicasuuti meouunuti ynieepcumem im.IA.Topbauescokoco MO3 Vipainuy
KYTOP «Tepuoninvcoka obaacha Oumsiua KiHIYHA AiKapHay*

MYKOMOMICAXAPYOO3 AK PIOKICHE MEHETUYHE 3AXBOPIOBAHHA B MEOIATPUYHIA MPAKTULY. Mykononicaxapnaoau -
rpyna meTaboniyHMX 3aXBOptOBaHb CMOSYYHOI TKAHWHW, MOB'A3aHMX 3 MOPYLUEHHAM O6GMIHY Kucnmx riko3amiHornikaHie (GAG,
MyKoroslicaxapuai), BUKIMKaHUX HEQOCTATHICTHO Ni30COMHUXcpepMEHTIB 0GMiHY rriiko3amiHormikaHiB. [MpodinakTyika Mykononicaxapnaosis
- NpeHaTanbHa AiarHoCThKa, 3acHoBaHa Ha 6e3nocepeHboMy BU3HAYEHHI AediunTy (hepMEHTY B aMHIOTUYHIMX KITiTUHAX.

MYKOMONUCAXAPUL03 KAK PEOKOE FEHETWYECKOE 3ABOJIEBAHWE B MEOVATPUYECKOW MPAKTUKE.
Mykononmcaxapnaosbl - rpynna metabonuyecknx 3abonesaHnii COeANHNTENbHON TKaHN, CBA3AHHBLIXC HapyLLIEHNeM ObMeHa KUCTbIX
rnmkosamuHornmkaHos (GAG, MykononucaxapuaoB), Bbl3BaHHbIX HEAOCTATOYHOCTbIO JIM30COMHbIX (hepMeHTOoB obmeHa
rMUKO3aMUHOIIMKaHoB. MpocunakTuka MyKononucaxapuao3sos - npeHaTanbHas AMarHocTika, OCHOBaHHasA Ha HernocpeCcTBeHHOM
onpeaeneHun aeduumta pepMeHTa B aMHUOTUYECKMX KIETKaX.

MUCOPOLYSACCHARIDES RARE GENETIC DISEASE IN PEDLATRIC 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.

KntouoBi cnosa: mykononicaxapugos, 4iTu, npeHartanbHa AiarHoCTuKa.
KrnioueBble crnoBa: Mykononucaxapuaosbl, AE€TW, NpeHaTanbHasa AuarHocTyka.
Keywords: mucopolysaccharidoses, children, prenatal diagnosis.

BCTYI. Mykononicaxapuaosu (MMC)
(Mucopolisacharidus +”sis) - rpyna cnagkoBux (reHe-
TUYHKUX) XBOPO6 HaAKOMUYEHHSI CMONy4YHOI TKaHWHU, 06y-
MOBJIEHUX TEHEeTUYHUM [edekToM (epMeHTHOro pos-
WenneHHs BYrNeBOAHOI YaCTUHW MONEKYnM MyKononi-
caxapwugiB (rniko3oamiHormnikaHiB) TpbOX KnaciB: renapaH-
, AepMaTaH-i kepaTaHcynbdarTiB i BUHMKAOTb BHACNiAOK
HaKoMWYeHHA B TKaHuWHax (nepeBaxHo B cibpobnactax
i Me3eHXxiManbHUX KNiTUHaXxX) KUCNUX rNiko3aMiHOrnikaHis,
To6TO Mykononicaxapuais, (XoHApPOiTUHCYNbdaT B i /abo
renapaHmMoHocynbdarT), Wo BeAyTb A0 HEMOBHOLiIHHOMO
PO3BUTKY CMOJIYYHOI TKAHMHW i MPOTiKaTh 3 YpaXeHHAM
HEpPBOBOI CUCTEMU, OYEW, BHYTPILUHIX OpraHiB i ONOpPHO-
pyxoBoro anapaty [1, 2, 5].

Mykononicaxapuau € cknagHUMu reteporeHHMMM crno-
nykamu, Wo CKNajalTbCs 3 FeKco3, aMiHOLYKpiB i ypo-
HOBUX KUCMOT. 3 HUX XOHAPOITUH-CipYaHa i rianypoHoBoi
KUCNOTKU CryXaTb OCHOBHUMWU OyaiBeNnbHUMU enemeH-
TaMu CMoflyyHoi TKaHuHm [3, 4, 5].

OCHOBHMMM KMiHIYHMMM MposiBaMM BCiX MyKonosnica-
Xapupo3siB €: rinepTeH3uBHO-rigpouedanbHUi CUHAPOM
3 BEJINKO ronoBoto (Makpouedanis); rpybi pucu obanyusn
(Wwnpoke nepeHiccs, TOBCTI Hi3api, rybu, pigki 3yéu); yacTi
pecnipaTopHi 3aXBOpOBaHHSA (XpOHIYHA pUHOpEes, OTUTWU);
naxoBi i NYMKOBI KWnW; renatocnfieHomMeranis; NoMyTHiH-
HSl pOriBKMW; 3aTpUMKa pO3BUTKY (NMCUMXO-MOBHOI0, MOTOp-
HOTr0); KOHTpaKTypu B cyrnobax; rpy6i ¢pyHKUioHanbHi no-
pYLUEHHSI HEepBOBOI CUCTEMW; CepLeBO-CyAMHHA Hepo-
CTaTHICTb; MHOXMWHHMI AM30CTO3; eKCKpeLia MykonoJica-
xapupiB 3 ceyel; MeTaxpomHe (apbyBaHHSA
nepuepruyHMX NENKOLMUTIB i KiCTKOBOrO MO3KY.

Po3pi3HatoTe gekinbka tnnie MIMC: IH — c. ypnepa,
IH-S — c. Typnep-lWene, IS — c. Wewne, Il — c. XaHTe-
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pa, Il — c. CaHdininno, IlIA — c. CaHdininno A, llIB —
c. CaHdininno B, IIC — c. CaHndininno C, WO — c.
CaHdininno O, IV — c. Mopkio, IVA — c. Mopkio A, IVB
— ¢. Mopkio B, VI — c. MapoTo-flami, VIl — c. Cnas.

Mykononicaxapugo3s VI tuny (cuigpom MapoTo-Jlami)
- ayTOCOMHO-peLecuMBHE MNporpecylye 3axXBOPHBaHHS,
ob6ymMoBrieHe MyTauisMu B CTPYKTYpPHOMY FeHi Ni3ocom-
Hoi M-aueTunranakrosamiH-4-cynbgaTasun (apuncynoda-
Ta3un-B) 3 BigknageHHAM B TKaHWHax AepmaTtaHcynbda-
Ty. [eH apuncynbgaTtasm B - ARSB - po3stawoBaHuin Ha
nosromy nnedi xpomocommn 5-5qll-ql3. CuHpgpom onuca-
Hun B 1963 poui P. Maroteaux i M.Lamy. [2,7]. 3axBopto-
BaHHA 3yCTpiyaeTbCcA y BCbOMY CBIiTi, cepefHa yacTtoTa
3axBOploBaHHA B nonynsauii ctaHoBute 1 Ha 320 000
XUBUX HOBOHAPOAXEHUX.

Mepwi cMMNTOMK 3axXBOPOBAHHA BUHWKAIOTb Y Bili 2
pokiB i Lo6pe nposiBnAtTbLCA A0 6-8 pokis. Ona cuHppo-
My XapaKTepHO: TUMOBI BiACTaBaHHA B pOCTi, KOPOTKi Ty-
ny6 i KiHUiBKKM, KOPOTKa LWKs, Makpouedanis, HanieBigkpu-
TWUIA POT, TYFOPYXNMBICTb BEINKUX | Manux cyrnobis, cum-
NTOMW MHOXWHHOIO AM30CTO3Y, pedopmauia rpyaHoi
KNiTKW, KUCTEN MO TUMYy «KOFTUCTOI nanuy», renatocnne-
HOMeranis, pigwe i3onboBaHa cnneHomeranisi, NOMYyTHi-
HHS POriBKW, MOPYLUEHHSA 30pY i CRAyXy, MOXIuBa rnyxo-
Ta, MOPYLIEHHS CTPYKTypu emani 3y6iB, KicToigHe pos3-
WKPEHHS 3yBHUX MiweykiB, aHoManis npukycy, aedek-
TW i rinepnnasis pgeceH. !HTenekT HOpPManbHWUN.
CepueBo-CyVMHHa cMCTeMa: TAXKa cepueBa HeloCTaTHICTb
BHACMIfOK AMNATaAUIMHOI KapaiomionaTiiTa eHgoKapaianb-
Horoio ¢ibpoenacTo3y B nepiog HOBOHAPOAXEHOCTi iy
niTen rpygHoro Biky. Ha aytoncii mae micue rineptpodisn
i punartauia niBoro LWnyHo4ka, BUpaXeHWn eHpokapai-
anbHUn ¢ibpoenacTo3 nNpu HopMmanbHIA CTPYKTYpi kna-

Ne 2, 2014 41



IeniaTpis

naHiB. EnekTtpoHHa Mikpockonia Buasnse ¢ibpobnacTu
3 BENIUKMM 4YWUC/IOM BaKyonen B Miokapai. Y nignitkis
npu MeHLW BaXKWx BuMNagkax XxBopobu yacTo Big3HayaeTb-
csi cTeH03 abo HefOCTATHICTL MiTpanbHOro i aopTanbHO-
ro knanadis. lNepebir BagnM NOCUNIOETLCS AUXASIbHO
HeAOCTaTHICTIO 4Yepe3 06CTPYKUIiT BEpXHiX AuMXxanbHUX
wnaxis. MopdonoriyHo BMABNAETbCA gunarauia Kamep,
GiBeHTpUKynsipHa rineptpodif, a TakoX MNOTOBLLEHHS
eHpoKapAa, MiTpanbHOro i aopTafibHOro Knanatis, ix Kasnb-
umdikauis.

[liarHo3 MoOXHa nocTaBUTU Ha MiagcTaBi reHeanoriy-
HOrO, KfiHIYHOro, peHTreHonoriyHoro ta 6GioxiMmiyHoro
OocniagxeHb (BM3HAYEHHA TUNy MyKononicaxapuais, WO
BUAINATLCA 3 Ceyer), BU3HAUYEHHA cneuudiyHux dep-
MEHTIB B pi3HWX TKaHWHaxX, Hanpuknag, B KynbTypi
¢hibpobnacTie wkipu. JlikyBaHHS: 3amMicHa Tepanisi CUH-
TETUYHUM eH3UMOM «Harnasumm» i TpaHcnnaHTauis cTo-
BOYpPOBUX KIiTUH.

MpodinakTuka MykononicaxapifosiB-npeHaTtanbHa
JiarHoctuka, 3acHoBaHa Ha 6e3nocepeHbOMY BU3HAYEHHI
nediunTty depMeHTy B aMHIOTUYHKMX KniTuHax. [6, 8].

MATEPIAJTN TA METOOMW. JaHe pocnigXeHHs npo-
BeleHO Ha BUMNAAKy 3 MPaKTUKW.

PE3YNbTATU OOCHNIOXEHHA TA IX OBrOBO-
PEHHA. Codina, 5 pokie 10 micauis, noctynuna Ha cTa-
LioHapHe NiKkyBaHHA B MyNbMOHOMOriYHe BiaAineHHa KY-
TOP «TepHoninbcbka obnacHa auTA4Ya KhiHivyHa nikap-
HA» 3i ckapramu Ha MigBULLEHHS TemMnepaTtypu Tina go
cy6debpunbHux undp, Kawenb, 3aZULLKY.

3 aHaMHe3y 3axBOpIBaHHA: 3axBopina 7 AHIB [0 roc-
niTanisauii, Konu nigBuwmMnacbL Temnepartypa Tina Ao
37,3°C, 3'aBuBcA Kawenb, 3aguwka. OTpumyBana nepo-
panbHO 3aued, NopakCcoH. Y 3BA3KY 3 BiACYTHICTIO NO3u-
TUBHOI AMHAMiKKN, HanpaBfieHa Ha KOHCybTalito 40 Nyfb-
MoOHonora.

3 aHamHe3y XuUTTA BiAOMO, WO AiBYMHKA Big Il goHo-
weHoi BariTHocTi, Il nonorie. Hapogunack 3 maccoto Tina
3000 r, pict 50 cm, Tyre 06BMTTS MYyNOBMHOK HaBKOMO
wui. FeHeTUYHMN aHaMHe3: 6aTbkn B POAMHHOMY LWNOGI
(4 nokoniHHA). Bnepwe matu 3BepHynacb [0 nikapsa y
BiLi 1 pik 3 micAui i3 ckapramu Ha 3aTpUMKy CTaTUCTUY-
HUX yHKUin. Ha MOMEHT ornagy nikapem-reHeTukom
BUABMEHO BiAKpUTE BeNuKe TiM'AYKO, Makpouedanito
(oKpyXHicTb ronosu - 49 cm), ckapouedanito, OKpyXHicTb
rpyaHoi knitkm - 50 cm, XopcTke Bonoccs, rpybi pucu
o6nnyYs, po3ropHYTY HUXHIO anepTypy rpyaHOi KniTku,
necdopmoBaHi nanbui cTon, MO3KOBa YacTuHa 4epena
36inblweHa B po3mipax, BiAcTaBaHHS B pocTi Ha 1 curmy.
B pesynbTtaTti o6cTexeHHs: npo6a CynkoBuya (+++),
npoba Ha Mykononicaxapuau - (++++). HelpocoHor-
pacisi: o3HakM kKombiHOBaHOI rigpouedanii. BeHTpuky-
nopgunarauia lll ctynexs.

lMonepepHin giarHos: mykononicaxapupo3s | tuny.

3axBoploBaHHA Mano nporpecykyunit nepebir i3 Ha-
pPOCTaHHSIM 3aTPUMKKU y MCUXOMOBHOMY PO3BUTKY. Ye-
pe3 3 poku NpUESHANOCA 3HUXEHHNA Cryxy, MynkoBa Kuna.

O6'ekTUBHO npu rocnitanisauii: 3aranbHWi cTaH
OIBUMHKM TAXKWUWA 3@ paxyHOK OCHOBHOINO 3axBOPHOBaHHSA
Ta O3HaK AuMxanbHoi Ta cepLeBO-CYaMHHOI HEQOCTATHOCTI.
WkipHi nokpuBK Gnigi, BUpaxeHun nepiopbiTanbHUn Lia-
Ho3. Makpouedanis, ckapouedanito, rpybi pucu obnuu-
ys, XxopcTke Bomnocca (puc. 1). B akTi gnxaHHsa npunmae

yyacTb AOMOMiXHa Myckynatypa. Hap nereHsmu: yko-
pOYEHHS NEepKYTOPHOro 3BYKY B 3a[4HbO-HUXHIX Bigainax
i napaBepTe6panbHO, XOPCTKe AMXaHHS, BOJIOFi Pi3HO-
Kani6epHi i kpeniTytoui xpunu, Y[-35 3a xB. Mexi cepusa
pO3LWKMpPEHI, AiANbHICTb apUTMiYyHa, TOHM ocnabneHi. Me-
yiHka + 1,0 cm, cenesiHka +2 ,0 cMm.

Puc.1. [iBunHka 3 mykononicaxapugo3om VI Tuny: rpy6i
pucu 06nmyun, makpoledanis.

O6cTtexeHHs: EKI: CuHycoBa Taxuaputmia. BepTu-
kanbHa EBC. lNepeBaHTaXeHHA nNpaBoro wnyHo4yka. O3-
HaKW TinokKcii.

Exo-KC: Mponanc miTpaneHoro knanaHa | ctyneHsa 3
nomipHoto HepgocTaTHicTio. Mponanc aopTanbHoOro knana-
Ha 3 MiHiManbHOW perypriTauiet. [JogaTkoBa nonepey-
Ha XxopAa B CepefHi TPeTWHI NiBOro LWyHouYKa.

Y3/ opraHiB 4epeBHOi MOPOXHUHK: [NeviHka 36inbLue-
Ha (npaBa gons - 90 mm, niBa - 34 MM), KOHTYp PiBHUWN,
CTpPYKTypa ApibHO3epHUCTa, OAHOPiIAHA, €XOreHHICTb 3BU-
YyanHa, XupoBa iHdinbTpauis He BupaxeHa. XoOBYHUN
Mixyp: oBanbHOi opmu, y po3mipi 22x18 mm. CriHka
1,5 MM, He yuwinbHeHa, He NOTOBLLEHA, HE MICTUTb KOH-
KpeMeHTiB. [MigwnyHkoBa 3ano3a: 36inblweHa, po3Mmipu
13x10x16 MM, KOHTYp PiBHMMN, YiTKUN, €XOrE€HHICTb 3BU-
YyaliHa, ogHopigHa, ApibHo3epHUcTa. CenesiHka 36inblue-
Ha, MOTOBLLEHA, €XOreHHICTb nigcuneHa, CTpykTypa of-
HOpiAHa, KOHTYp piBHMi. CenesiHkoBa BEHa He poO3LWU-
peHa. Hupku: npaBa: 67x26 mm, niBa:68x27 mm, He
36inbleHi, KOHTYp piBHWIA, NONOXEHHA TUnoBe. Yallko-
BO-MWCKOBUI KOMMMNIEKC He po3WwupeHnn, He pedop-
MOBaHW, He NOABOEHMWMN, He YLWinbHEeHWN, ApibHI exo-
NO3UTUBHI BKITIOYEHHS.
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PeHTreHorpadgia kucTteih Ta KynbWOBUX CYrnobiB:
KYyTW CKOWeHWX BepTnXHux BnaguH D - 20°, S-26°
(acumeTpuyHa Bknapgka). KicTku xBUNACTi, 30HU pOCTYy
enigisiB AAepHNUX KiCTOK pO3BOJSIOKHEHHI. Odedopmauis

30H pocTy enidi3iB npomeHeBoi KicTok. OcTeoreHes
BiAnoBigae BiKy.
PeHTreHorpadgia nikTboBMX cyrno6is: nopyLleH-

HA OCTeoreHe3y 3a paxXxyHOK OCHOBHOIoO 3axXxBOpBaH-

HA.
[/

Puc. 2. 3minun cyrnobis y auTuHn 3 cuigpomom MapoTo-
Nami

Tabnuua 1. JocnigXeHHA aKTUBHOCTI

IeniaTpis

KoHcynbTauia nop: ageHoigHi Beretadii lll ctyneHsa. Kow-
cynbTauis odTanbmonora: 36iXHa KOCooKiCTb, rinepmeTponis
BMCOKOFO CTYMEHSl, MOMYTHiIHHSA poriBku 060x o4yeir. KoH-
cynbTauia oprTonea: gucnnasis NnpaBoro KymnbLUOBOro Cyr-
noba, nigBMBUX NMiBOro CTErHa, MJOCKO-BamnbrycHi ctonu,
BanbrycHa gedopmauis KoniHHux cyrnobis (puc. 2, 3).

[Ona nigTBepaXeHHs AiarHo3y guTuHa obcTexeHa B
HauioHanbHin gutadin cneuianisoBaHin nikapHi «OXMAT-
ONT», ueHTpi MeTaboniyHMX 3aXBOPIOBaHb.

N

Puc. 3. Oedopmauis cyrnob6iB KACTi MO TUMNY «KOTTUCTOI
nanu»

30comanbHux ¢pepMeHTIiB y nauieHTa

o Hopma, mmonb/(roa-kr) 6Ginka
epMeHT 3axBOplOBaHHSA PesynbTat .
Mmonb[roan) nnasMu, CUBOPOTKM
a-igypoHigasa MMC | 20 25-55
lpypoHaTtcynbgartasa MMC I 19-82 (161-268) *
lenapaHcynbgat cynbdamigasa MrMcC A 0,63 0,46-1,1
a-rniokKo3amiHigasa MMC Il B 27 17-35*
[anakto3amiHcynbdaTcynbdartasa MMC 4 A 40-170
p-ranaktosupasa MMC 4 B 78-120
Apuncynbgartasa b MIMC 6 8,7 110-130
P-rntokypoHigasa Mnc 7 270-450
Inioko3amiHig-aueTuntparncdepasa Mnc i c 16-34

BucHoBOK: BusiBNeHO pi3ke 3HWXEHHS aKTUBHOCTI
apuncynbgartasu b (tabn. 1).

OcHoBHui piarHo3: mykononicaxapuaos VI tun (xso-
po6a MapoTo-Ilami). Mo3arocnitanbHa gBo6i4YHa NMHEBMO-
Hifl, 3millaHoro reqesy, roctpuit nepebir, AH Il ctynexs.

BUCHOBKMW. 1. Mykononicaxapngo3s - pigkicHe 3ax-
BOPIOBAHHA, fKE AiarHOCTYETbCS BUKIIOYHO 3a pe3yfbTa-

TaMu JOCNIAXEHHS aKTUBHOCTI Ni3ocoMarnbHUX (DEPMEHTIB.
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