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MposiBU eHAOKPMHHMX Ta METabOAIYHMX PO3AAAIB, OCOOAMBO B AMTSYOMY Billi, CIOHYKalOTb XBOPMX Ta IXHiX OaTbkKiB
3BEPHYTUCS AO AiKaps NMPaKTUYHO OYAb-SIKOiI CrielliaAbHOCTi. AULLEe HACTOPOXKEHICTb LLIOAO HAMMOLLUMPEHILLIMX 3aXBOPHO-
BaHb €HAOKPUHHOI CUCTEMM Ta Mi>Kraay3eBa Koorepallisi By3bKMX CreLLiaAicTiB 3AaTHI 3a6e3neunTH LUBUAKE BUSIBAGHHS
Ta ONMTUMAAbHE AiKYBaHHS TaKMX MaLLiEHTIB.

MuyKononicaxapugos | muny —

NigKicHA NpuYuUKA 3ampUMKU pocmy B gimei

I.0. JlexxeHko

29 TpaBHg nepiarpu, eHA,OKPUHOJONM Td NiKAPi CyMKHMUX cnewianbHOCTEH OTPUMANM MOXKIMBICTb MOrNM6GUTH CBOI 3HOHHS B 06nacTi AUTAYOi eHAOKPUHOOTii, y39BLUK
yuactb y kKoHdepeHuii «CyuacHa autaua eHAOKPUHONOTria», IKa Bigbynaca B y)xe 3BUUHOMY ana 6inbwocri onnanH-popmari. Llei 3axig, aobpe Bigomuin mepuuHiin
cninbHOTI, Bin6yBaeTbcs B)e 12-ii pa3 nocnink i 3any4yde He nuLIE BITYN3HAHUX, ane i iHo3eMHuX cnikepiB. Yci AonoBiaayi akueHTyBanm yBary Ha NPAKTUYHUX ACneKTax
AIGrHOCTUKM TA NIKYBAHHS HOWGINbLU NOWMPEHUX EHAOKPUHHUX 3AXBOPIOBAHb, 6A3YI0YMCA HO HAWHOBITHILLMX peKoMeHAALiSX MDKHAPOAHUX CMINOK Ta pe3ynbTarax
KOHTPONbLOBAHMX KNiHiuHMX pocnigxeHb. Temolo oaHiei 3 gonosigen, Ky 6yno npegcrasneHo yeasi yuacHukie koHdepeHuii 3aeigyeauem xadeapm rocniranbHoi
negiarpii 3anopizbKoOro Aep)KABHOro MEeAUYHOro YHiBePCUTETY, AOKTOPOM MeaNYHUX HayK, npodecopom Fennapiem Onexcangposnuem JlexxeHKO, CTOB MyKO-
nonicaxapugos (MINC) — pigkicHe reHeTUYUHE 3AXBOPIOBAHHS | YACTO HEAOOLIHIOBAHA MPUYUHA 3ATPUMKM POCTY B AiTei.

— 3axBOpPIOBAHHS, SIKi CIIOCTEPIraloThCs
34acToTOI0 MeHII010 HixX 1:2000, Ha3MBaIOTh
pinkicHumu abo opdanHuMu. Ha cboroaHi
ONMCAHO NMPUOIU3HO 7 TUC TAKUX 3aXBOPIO-
BaHb, 3 SIKUX Jule 5% MmiamaloThes JIiKy-
BaHH10. OcobMBoCTI nepediry opdaHHUX
3axBoploBaHb (Krzysztof Borski et al., 2017):

* paHHS MaHidecrauis — 75% mounHa-
€ThCSI B AUTSYOMY Billi;

* 65% XBOpPUX MalOTh TSXKKHUIA Tepe-
0ir, 1110 TPU3BOAUTD A0 iHBaiAM3ALlil;

* 50% mnaiieHTiB MarOTh IMOTaHMIA TIPO-
THO3 JUTSI KUTTS;

* 35% XBOpUX MOMUPAIOTH MPOTSITOM
MIEPIIOTO POKY XUTTS,

* KOXE€H 5-i malieHT Ma€ XpOHiYHUI
00JIbOBUI CUHIPOM.

Bararo nikapiB He MalOTh HACTOPOXKE-
HOCTi I10J0 BUSIBJGHHSI PiAKiCHUX 3a-
XBOPIOBaHb y CBOIX Malli€HTiB, OCKiTbKU
BBaXXaloTh, 1110 IIIAHC 3iTKHYTHUCS Y CBOIi
MPaKTULIi 3 TAKUMU TalliEHTAMU Mi3epHO
Mauii. OmHaK BOHU MOMUJISIIOTHCS. 3TiAHO
3 pe3yJIbTaTaMu IPeHaTaJIbHOTO CKPUHIHTY
PiIKiCHUX XBOPOO HaKOMUYEHHS, IX yacToTa
BIBiUi BUILIA, HiXK (PaKTUYHO IiaTHOCTYETHCS
(Therrell B.L. et al., 2015).

OpHuM i3 Takux 3axBoptoBaHb € MIIC
1 Tuny, ynepuie onucanuii me B 1919 pori.
[MpruKrHOIO 3aXBOPIOBAaHHSI € HEAOCTAT-
HicTb GepmeHTy o-L-inyponinasu (IDUA)
i HaKomM4YeHHsI riiko3aMiHormikaHiB (TAT)
y TKaHWHaX. 3aXBOPIOBAaHHS BUSBISIOThH
i3 yactotoro 1:100000, onHaK B oKpeMiii
MONYJISLil «ipJaHICBKUX MaHAPiBHUKIB»
yactota MIIC Habararo BuIlla i CKianae
1:371, a yacToTa HOCiiB MyTaHTHOTO TeHa —
1:10 (Meikle PJ. et al., 1999).

Ak i iH1i xBopoou HakonmueHHst, MITC
I Ty XapakTepu3yeThCsl YpaXXeHHSIM YCiX
opraHiB Ta cucteM. KUTiHiYHO Lie MPOsIBIIsI-
€THCSI:

* TIOMYTHiHHSIM POTiBKU;

* OrpyOiHHSIM pUC 00IMYYS;

* XPOHIYHUM PUHITOM i OTUTAMU;

* 30UIbIICHHIM SI3UKa;

* TIaTOJIOTIEIO CepPLIEBO-CYIUHHOI CUC-
TEMM,

* TenaToCIIeHOMETali€lo;

* IIYIIKOBUMMU Ta ITAXOBUMU I'PUXKAMU;

* TIATOJIOTIEI0 OIMOPHO-PYXOBOTO arma-
paTy: BaJbryCHOIO Je(opMalli€lo KOJiHHUX
Cyr106iB, KiposHoto nedopmalliero xpedTa
Ta PO3BUTKOM ropba, 00JISIMU B Cyrjodax
Ta KOHTPAKTYpaMu, KapIaJbHUM TYHETbHUM
CUHIPOMOM;

* OOCTPYKLISIMU AUXaTbHUX LIJISIXiB;

* MiKpocoMi€lo, rizpouedaniero;

* XPOHIYHOIO JIiapee€lo.

Ckapru, 3yMOBJIeHI LIUMU TPOSIBAMU,
3MYILIYIOTh 0aThKiB 3BEpTATUCh i A0 Ci-
MEWHMX JIiKapiB Ta meaiaTpiB, i 10 BY3b-
KUX CIeLialicTiB, TOMY JIiKapsiM i3 pi3HUX
cdhep MenMIMHUA Tpeda MaTU YSIBJICHHS
1100 CUMIMTOMIB i 0COOIMBOCTEM Tepe-
oiry MIIC.

CnekTp kaiHiuHuX nposBiB MIIC 3a-
JICKUTh Bill (DEHOTUITY 3aXBOPIOBAaHHS,
OCHOBHI XapaKTepUCTUKU SIKUX OMUCaHi
B Tabaui 1.

MIIC I tuny, Bapiantu Illee ta [ypaep-
[Ilee nmpoTikaloTh 10BOJIi M’SIKO, a TOMY
i 3amigo3puTu ix Baxde. s Kpalioro
PO3YMiHHS aJrOPUTMY BUSBICHHS ITUX
Mali€HTIB CJIif pO3IISHYTU KJIiHIYHUI
BMIIAJIOK.

KAiHiuHMIt BUMaAoOK

BaTtbkn nauieHTkn @., 1999 poky Ha-
POOXKEHHSA, 3BEPHYyNUCA OO nepiatpa
(BiBYMHUI Ha TOM MOMEHT 6yno 4 poku)
3i cKapraMu Ha He3Ha4Hy CKyTiCTb Cyrno-
6iB KMCTi Ta 3MiHy puc 06nun44s, BigcTa-
BaHHs B pocTi. O6’eKTUBHO BUSIBNSANNCS
0OBOJM HecneundiyHi cMMnToMu: 3picT
100 c™m (Hmx4Ye 75 nepueHTuns), renaTo-
crnineHoMerarnis Ta NOMYTHIHHS POriBKW.
MauieHTKa 6yna NPOKOHCYNLTOBaHa eH-
OOKPMHOMNOroM, KapaiopeBMaTosIoroMm i
reHETUKOM.

Ta6bnunus 1. KniniuHi npossu pisHux peHorunis MIMC I tuny

<1 poky
(0,2-7 pocis)

CepepHin Bik BUSBNEHHS

9 pokis
(2-54 poknu)

4 poku
(0,2-36 pokis)

KoriTeHi nopywenHs
HOABMYOK

SlBHO 3aTPUMKA PO3YMOBOFO
PO3BUTKY 3 BTPATOIO HABYTHX

BigcyTHicts / cnabko
BUPAXEHA 30TPUMKA,
TPYAHOLLi B HOBYAHHI

KorHitneHmx
nopyLueHb HeMAae

OuikyeaHa
TPUBANICTb KMUTTS

Cepepts 7,3 poky
(0,8-12,5 poky)

Mpn6anzHo 20 pokis Oopocauit Bik
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Pe3yAbTaTH iIHCTPYMEHTaAbHUX
ob6cTexxeHb

Exokapgiorpadisa: nomipHa mitpasnbHa
HeJoCTaTHICTb i3 MOTOBLUEHMMM Knana-
Hamu 1 NponancomM NepegHbLOro Kpato;
NnomipHe NOTOBLLEHHS NMiBOro nepeace-
pos i NigBULLEHNIA NereHeBU TUCK.

PeHTreHorpadis: 03HaKn MHOXMHHOIO
[AN30CTO3Y — rinonnasis KynbLIoBOro cy-
rno6y, anuenofioHa opma nonepeko-
BUX TiNn XpeobuiB, KOPOTKi M LLUMPOKI M’ ACHI
KICTKW.

Ha oCHOBI UMx aHWX y nauieHTKn 6yB
3anigo3penuii MIMNC. Ons nigTBepoKeHHs
[iarHo3y BM3Ha4YMIW piBeHb rMiko3aMiH-
rMikaHiB y cedi, SKUN BUABMBCS MigBULLE-
HWUM, niicna voro 3a ponomorot OHK-ai-
arHOCTUKWM BUSABUNUN TFETEPO3UMOTHY
MyTaLito o-L-igypoHigasn W402X/L535F.

V pesynbraTi nauieHTui 6yno BCTaHOB-
neHo fgiarHos: mykonosnicaxapngos | tvny,
MNypnep-Lee.

OnucaHi B IbOMY KJIiHIYHOMY BUITaaKy
CUMIITOMHU Maju 0 3MyCHTH JIiKaps 3a-
MiZ03pUTU PiI3BHOMAHITHUI CIIEKTP €HIO0-
KPMHHMX I1aTOJIOTii, 30KpeMa IOPYILEHHSI,
MOB’sI3aHi 3 COMAaTOTPOITHUM TOPMOHOM,
Yy TinoTupeo3. JIuiie 3HaHHS CUMIITOMA-
THUKHW MOX€E HAIITOBXHYTH JIiKapst Ha JyMKY
npo MIIC I tumny.

Mapkepni cumntomu MIIC 1 Tumy,
3i cKapraMu Ha sIKi 6aTbKM XBOPOI IU-
THHM HalvacTillle 3BepTaloThCs 10 JliKapst
(Colville G.A. et al., 1996):

1. HenponopiiifiHa 3aTpyMKa poCTY, sKa
MoYnHa€EeTheA 3 2 pokiB [Ipu 11bomMy piBeHb
TOPMOHY POCTY 3aJIUIIIAETHCS B HOPMI.

2. Ipy6i prcu 00aMYus, a TPU TSKKOMY
nepe6iry (I'ypiep cuHApOM) — mporpecy-
OUMit TULBOBUI AucMopdi3m. [l Takux
JTeil XapaKTepHe TYCTe XKUPHE i TaMKe BO-
JIOCCSI, BUCTYIIAIOUMiA BIiepes 100, HU3BKO
po3TalloBaHi 6poBH, TilepTEIOPU3M, LIU-
POKMIA, MJIOCKUIA, CiIUTONOAIOHUIT Hic 3i 3Mi-
LIEHUMH BIIepe Hi3APpSIMU, MaKpOTJIOCis,
MPOTHATH3M Ta KOPOTKa IIHSI.

3. YpaxeHHs oueil, IKi MPOSIBISIOTHCS
Yy BUTJISIAI TOMYTHIHHSI POTiBKU ab0 Me-
rakopHea, 1110 MOCTiiiHO MPOTIPECYIOTh,
MPU3BOASTH A0 CBITIO0053HI Ta HEKOHTP-
0JIbOBAHOTO 3HUXKEHHSI TOCTPOTU 30pY.
Kpim toro, npu iH¢iabpTpalii riaikosa-
MiHOIJTiKaHaMM TpaOeKya PO3BUBAETHCS
rJlayKoMa, a 30pOBOr0 HepBa — JereHepa-
TUBHA peTUHOTATISI Ta aTpodisi 30pOBOro
HepBa.

4. TlopyieHHs 3 OOKY AMXaJlbHOI CHUC-
TEMU, 3yMOBJICHI 3BYKEHHSIM TUXaTbHUX
LJISIXiB YHACiZ0K TinepTpodii ciu3oBoi
000JIOHKH, Ki(hO30M i 3MEHILEHHSIM pyX-
JIMBOCTI I'PYAHOI KJIITKM Ta PO3BUTKOM
PECTPUKTUBHUX MOPYLIEHb Yepe3 iH(piIb-
Tpawilo iHTepCTULIiaIbHOI TKAHUHU JIETeHb.
Ili maToreHHi 3MiHU 3yMOBIIIOIOTh TyUHE
JIUXaHHS, 3MiHU ToJIoCy, OOCTPYKIIii, pe-
LUAMBHI iH(eKii, arTHoe YBi CHi, 1110 TTpU-
3BOJUTD A0 TiMOKCil MO3KY Ta MOTipIIEHHS
HeBpoJjoriuHux cumnTomiB. Came pecripa-
TOPHI YCKJIAMHEHHSI € OCHOBHOIO TPUYMHOIO
cMepTi xBopux Ha MIIC I tuny (Berger K.1.
etal., 2013).

5. YpaxeHHsI KiCTOK Ta CYIJ100iB, sIKi Mpu
cungpoMi Illee nposBASIIOTLCSA Y BUTISIII
Kico3y, cKo1i03y, pinmie rinepaopaosy, ajie
MEHII BUpaXKeHUX, HiX npu [ypiaep cuH-
JIpoMi, TKcIIasiito crerHa (coxa valga) abo
3amaJHU Ta KOHTPAKTYpU BEJIUKUX CYyT-
J100iB. [I1s1 maui€eHTiB TaKOX XapaKTepHi
nedopmalii KiHLIiBOK: KUCTe — TaK 3BaHa
«IITalllMHA JIala», TaJblliB — TaK 3BaHUI
«CITyCKOBMI rauyoK», KOJiHHOTO Cyrjio0a,
CTOIHU i BEJIMKOTO IMaJIbIisl CTOMM 3a TH-
nom Genu valgum, pes varus, hallux valgus
(Kimberly Morishita et al., 2011).

3a3BuyYail AJisi BCTAHOBJICHHS J1iarHO3y
MIIC 1 tuny HeoOXigHa KOHCYJIbTallisl
KiIbKOX cneniamicriB. /liarHO3 BCTaHOB-
JIIOETHCSI HA OCHOBI XapaKTepHOI KIiHIYHO1
KapTUHMU, a iHKOJM Ha BU3HAYEHHI piBHS
[JIiIKO3aMiHIJIiKaHiB y ceui, OAHaK Pe3yib-
TaTH LIbOTO 0OCTEXEHHS Y4acTo OyBalOTh
XMOHO HETaTUBHUMM.

[liaTBepAXeHHS AlarHo3y MIC

| TMNy NPoBOAMTBLCS 32 AOMOMOrOI0
hepMeHTHOro aHaAi3y aktuBHocTi IDUA
B AEMKOLMTAX, MAa3Mi, c1poBaTLi abo
cyxux nasmax Kposi (Muenzer J. et al.,
2009). AiarHOCTMKA 3a METOAOM CYXOi
NASIMM 6€3KOLLITOBHO HAAAETLCS

TOB «Canodi-ABeHTic YkpaiHa».

AAS OTPUMaHHS KapT AAs 3a6opy
GiomaTepiary AOCTaTHLO 3BEPHYTHUCS

AO MPEACTaBHMKIB KOMMaHii

flpocaaBa 3aropys (teA. 050-358-42-14)
a6o Iropa Harpe6eupbkoro

(ten. 050-382-37-84).

OntumansHe JikyBaHHsg MIIC I tuny
BKJIIOYA€E B cebe K CUMITOMATUYHI Me-
TOOM Ta JIiKapchbKi 3aco0M (BUIANEHHS
I'PMX, TOH3UJICKTOMIsI, OpTOIEANYHA Xi-
pyprist), Tak i cneuudiyHy NaToOreHeTUYHY
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Tabnnus 2. AMHAMiKa po3BUTKY KRiHiuHMX cumntomie MIC | Tuny Ha ¢poHi nikyBaHHs npenapaTtom Anbaypasum®
Pik 2003 2004 2008 2010 2013 2014 2015
MoMyTHiHHS BincyTHicTb KniHiYHMX O3HAK, YpaxeHHs Minimanshui | Tyropyxnusicts
bpar BigcyTHicTb KniHiHMX 03HAK POriBKM N1€TKOr0O | 30 BUK/IOYEHHSAM MOMY THIHHS CepLsi Nerkoro | MHOXWHHMIA | cyrnobis nerkoro
cTyneHs porisku cTyneHs An3oCTO3 cTyneHs
* [py6i p1cu 0bnnuus nerkoro * Mepcuctyioui rpy6i pucu
cTyneHs 0611445 Nerkoro cTyneHs
. . ; . . .
: P'ropyxmjmcn. cyrnobie verken Tyropyxamsicte cyrnobis Mvenkent
0BCTA LKipa v * BincyTHicts renatocnneHomeranii e
- g posMmipis % . pos3mipie
Cecrpa | * MomyTHiHHs porisku g * MeHwWwmH cTyniHb NOTOBILEHHS :
. neyiHku Ta : neyviHku Ta
* [enarocnnexomeranis 5 WKipu 5
cenesiHku o e n cenesiHku
* YpaxeHHs cepus * Crabinizauis noMyTHIHHS
* O3HaKM MHOXMHHOTO pOriBKM, ypaxeHHs cepLs,
An30CTO3y MHOXMHHMM AM30CTO3

Tepartilo, sika MoJjsirae B pepMeHT3aMicHil
teparii (P3T) Ta TpaHCIIaHTALIiT FeMOTIOe-
TUYHUX CTOBOYpoBuUX KaiTuH (de Ru M.H.
etal., 2011).

KintouoBuM (akTopom, 1110 BILIMBAE
Ha MPOTHO3 Ta SIKiCTb KUTTS Malli€HTIB, €
Yyac BUSBJICHHS 3aXBOPIOBAHHS, aKe YUM
paHillle 1Ie CTaHEeThCs, TUM paHillle MmoY-
HEThbCs 3aMiCHa Teparltisi, a oTXe — cop-
MYEThCSI MEHILIE HE3BOPOTHMX YCKIIaTHEHb.

Mertoro ®3T € BimHOBIIEHHS PiBHS €H-
3UMaTUYHOI aKTUBHOCTI, TOCTaTHbOI IIJIsI
rigponizy HakonuueHux I'Al i 3armoGiraHHs
iX mojganaplIoMy HakonuyeHHIo. [lamieH-
TaM IMPU3HAYaAlOTh IperapaT JlapoHigasy
(Anbaypasum®*), skuii OyB CUHTE30BaHUIA
3a JOTMOMOTO0 TEXHOJIOT1] peKOMOiHAHTHOT
JHK Ta Bnepiie 3apeecTpoBaHUi y CBIiTi
y 2003 p. (Martins A.M. et al., 2009).

JIJ1si HA0OYHOTO PO3YMiHHS TOTO, Ha-
CKiJIbKM paHHE MPU3HAYCHHS Mpernapary
AnbaypazuM® MOXKe BIUIMHYTH Ha SIKiCTh
JKUTTS TALIiEHTIB, BApTO PO3TJISIHYTH KJTi-
Hiunuit Bunagok MIIC I Tuny B Opara i
cecTpu (omucaHoi Bulle naiieHTK D.).

Bparty 1 cectpi Ha cborogHi 13 i 17 po-
KiB BignoeigHo. CecTpi giarHoctyBanu
MMC | Tvny y BiLi 5 pokiB, Todi BoHa Mana
KnacuyHi pucu ocnabneHoi opmMm XBo-
po6u. lMicna BCcTaHOBNEHHS diarHosy ce-
CTpi i 6paTty Takuin camuin giarHo3 6yno
BCTaHOBJIEHO HEBLOB3I MIC HAPOOPKEHHSI.
| 6paT, i cecTpa € HOCIAMWN CKNagHUX re-
TepoaurotHmx IDUA (W402X i L535F)-
MyTauin. B 060x giTen WOopoKy Nposoamsv
MOBHI KNiHIYHI Ta GiOXiMiYHI JOCNIIKEHHS.
VY KOXHOI AUTUHM po3rnoYanu LLOTMXKHEBI
iHdpy3ii napoHigasn B posi 0,5 mr/kr —
y 6pata y BiUji 5 Mic, y cecTpn —y 5 pokKiB.
[Hby3ii BUKOHYBanu B nikapHi 3 BUKOPUC-
TaHHSM iIMNIAHTOBaHWMX NMPUCTPOIB BEHO3-
HOro JOCTYMy; BOHW JO6Pe NepeHoCUnmncs
nauieHTamm, 6e3 3apeeCTpoBaHNX NoBiy-
HUX peakLii; Kpim Toro, 6yno nponyLleHo
nuLLe Kinbka iHy3in. XpoHonoris crocTe-
peXeHb Ta KNiHiYHI HacnigKu B naujeHTiB
Bigo6pakeHi B Tabnuui 2.

OTxXe, 3acTOCYBaHHI TIIperapary
Anbaypasum® y BiLi 1o 1 poky MiHiMi3yBaio
BCi IIPOABU 3aXBOPIOBAaHHA Ta 3a0e3eYnIIo

BUCOKY SIKiCTb XUTTsI OpaTa, y TOi 4ac
SIK TIOYaTOK Teparii cecTpu y Billi mics
5 pOKiB X04 i 3yNMMHUB MOAANIbIIIE TTPOrpe-
cyBanHs1t MIIC I tuny, ane nuiie 4acTKOBO
3MIr BIUIMHYTH Ha perpecyBaHHs chopMo-
BaHMX CUMIITOMIB.

Y ampekTui EC UE/2000 ckasaHo, 110
MauieHTH, SKi CTPaXKAQIOTb Ha PIAKICHI
3aXBOPIOBAHHS, MalOTb Take > MpPaBo
Ha edpeKTMBHY Teparito, 9K | nauieHTn
3 GiAblL MOWMPEHUMIU MATOAOTISIMM.
Came Tomy AikyBaHHS MITIC | Tmny B Ha-
Wi KpaiHi BiAOYBA€ETbCS 3a AEpPIKaBHI
kowtn. AbM Aath mauieHtam i3 MINC
| TMNy lWaHC Ha HOpMaAbHe, gKicHe
JKUTTS, AiKapsiM AOCTaTHbO Mam’sTa-
TW MPO Lie 3aXBOPIOBaHHS Ta SKOMora
paHillile MPOBOAUTU AIArHOCTMKY BCiX
MiAO3PIAMX BUMAAKIB.
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