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Meta — 03HanoMUTK NikapiB-nefiaTpiB i3 PiaKiCHUM CNAAKOBUM 3aXBOPHOBAHHAM — PU3OMIENIYHOK Kpan4yacTOK OCTEOXOHAPOAMCNNA3iEd Ha aHanisi

KNiHIYHOrO BUNAAKY.
MauieHTn Ta MeTOAM: MeIM4HA KapTa CTaLioOHapHOro XBOPOro.

Pe3ynbTath Ta BUCHOBKM. OCTEOXOHAPOAMCNNASIi BIJHOCATLCA [0 TPYNI NEPOKCUCOMHINX 3aXBOPIOBAHb. [16POKCUCOMU — Lie OpraHenu, ski 3Haxo4ATbCs B
LMTONMA3Mi KITITUH YCiX TKAHWH OpraHiamy, a Hanbinblue ixX y neyiHui i HUpKax. HainBaxnueilwi 6ionoriyHi yyHKLii NepoKCUCoOM — OAMH 3 OCHOBHUX LIEHTPIB
yTURi3alii KNCHIO B KNITUHI, Jxepeno 40 dhepMeHTiB, y4acTb Y CWUHTE3i NnasmanoreHis ¢ocdoninigie, HeoOXigHWX ANs NOGYAOBW HEPBOBOI TKAHWUHM.
HaiTsx4mm NposiBOM Kpan4yactoi 0CTEOXOHAPOANCNNA3ii € pu3oMieniyHa popma 3 ayTOCOMHO-PELWMCUBHUM TUNOM YCMaAKyBaHHA. TMopyweHHs 6ioreHesy
NEpPOKCMCOM CYNPOBOKYETLCA 3HUKEHHAM iX KinbKOCTi a60 MOBHOK BifCYTHICTIO B TKaHWHAX, L0 NPM3BOAMTb A0 TKAHUHHOI FINOKCIii, i HACTYMHUM
MopyLUEHHAM MeTab0ni3My. 3axXBOPIOBAHHS MaHipecTye NepeBaXXHO B HEOHATaNbHOMY NMepiofli pecnipaTopHUMK iHCDEKLisMK, SKi 3aKiHYYIOTbCA NETanbHO.
DeHOTMNOBO 3aXBOPHOBAHHS XapaKTepU3yeTbCa YKOPOUEHHAM KiHLIBOK, NOTOBLLEHHAM CYrn06iB, KNULIOHOTICTHO, 3rMHANbHUMN KOHTPAKTYpamu, BPOMKEHNMU

BaflaMin PO3BUTKY (CEPLS, O4HOrO aHaniaatopa, rofoBHOr0 MO3KY).

KnioyoBi cnoBa: f1itu, 0CTEOXOHAPOAMCNNASISA, NEPOKCUCOMM, TKAHUHHE AUXAHHS, BPOKEHI Bafu PO3BUTKY.

BcTtyn

Hpo6ﬂeMa CIa/IKOBOI TaToJIOrii B /iTell Hapasi 3aciy-
roBy€ Ha 0CcOOJIMBY YBary y 3B's13Ky 3 TEH/EHIIEIO JI0
il 3pocTaHHs, Y TOMY YHCJIi PiIKICHUX CITAJKOBUX 3aXBOPIO-
BaHb. Cepejt OCTaHHIX 3aCAYTOBYIOTh HAa YBary i 0CTEOXOH/IPO-
aucmasii [2]. 3rigHo 3 MIXHAPOAHOI HOMEHKJIATYPOIO
criajikoBux 3axBopioBanb Kictok ([lapux, 1983), no ocreo-
XOHAPOANCIINIA3iN BifHOCATHCA |3, 4]:

— TIOpYIIEHHsI POCTY JIOBIUX KiCTOK i XpeOTa;

— HOPYIIEHHS PO3BUTKY Xpsia Ta Gibpo3HOro KOMIo-
HEHTY CKeJIeTy;

— 3MiHM TOBIIMHHU KiPKOBOTO IIMapy Ta MOJEJIOBAHHSI
MeTadisiB.

OcCTeoXOHIPOANCILIA3IT HAIEKATh /IO TPYIN TIEPOKCUCOM-
HUX 3aXBOPIOBaHb. [lepokcrucomu — Kpyriii abo OBaJIbHi Oprame-
JIM, 10 3HAXOJIATHCST Y BCIX KIITHHAX OpraHisMy (OKpiM 3piimx
eputponuTiB). KisbKicTb, po3mipn i (hopma epokcrcoM € Heo-
JIHAKOBOIO B PI3HUX TKAaHUHAX: HAHOLIBIIE IEPOKCICOM Y KJITH-
Hax TeYiHKU i HUPOK, HaliMeHIlle — y KJITHHAX HIKIPU 1 MO3KY.
B nepokcucomax nemae csoei JHK (s1x i B MiTOXOH/IPisIX), TOMY
BOHU He BUPOOJISTIOTh, & <IMIIOPTYIOTh» CKJIA/I0BI IXHIX GLIKIB —
IPOKCUHIB, 3a/1isiHuX y Gioreres opranes. [lepokcucomu € [Ke-
pesiom 40 depMmenTiB, OfUH i3 OCHOBHUX LEHTPIB yTHJI3allii
KWCHIO B KJITHHI, 6epyTh y4acTh y JeKapTyBamHi hiTaHOBOI
KHCJIOTH, sIKa He Mae OyTH B 3/[0pOBOMY OpraHismi, aje Moxe
HaxoauTy 3 ixketo. Ha nanuii yac BuB4yeHo dynkiii 20 nepokcu-
HiB, @ TaKOK JIOKaJIi30BaHi reHu JAeB'aThox Oinkis. [Tepokcuco-
MaM MpUTaMaHHAMK € aHaboJivHa i KatabosiyHa GyHKIl, SKi
crpsiMoBati (OZHOYACHO 3 TIPOIECAMU OKHMCIICHHS) Ha 3aXUCT
KJTITHHM 32 JIOTIOMOTOIO KaTasa3 BiJl yTBOPEHOTO B Hill (TlepeBaxk-
HO B MITOXOH/IPisIX) aTOMapHoro KucHio [ 1, 7, 8].

@DepMeHTH TIEPOKCUCOM GEPYTH yuacTb y GiocuHTesi ecte-
pudikoBanux dhocdoimiais, HeoOXiTHUX A/ TOOYI0BU Hep-
BOBOI TKAaHWHU, a TAKOXX B OKUCJEHHI TII0TApoBoi, L-mineko-
J1iHOBOI, hiTanoBoi KucaOT, /l-aMiHOKUCIIOT i JesKuX (eHo-
JiiB, GeTa OKUCJEHHI YaCTUHH [OBTO-JAHIIOTOBUX JKUPHUX
KHCJIOT, $IKi He MOXKYyTb OyTH OKHCJIEHI B MiTOXOHIPIsX
(710 BKOPOUYEHHSI IOBIUX JIAHIIIOTIB), Y MeTaboJ1i3Mi [ipocTariia-
IUHIB 1 xostecteputy. OKpiM 11bOT0, IIEPOKCHUCOME GEPYTH YUaCTh
y TIEPETBOPEHHI XOJIeCTEPUHY B sKOBUHI KucsioT [1, 2, 5.
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CrenudivaicTp (QYHKITINH TEPOKCHCOM TOJISTAE B TOMY,
110 B HUX:

— He OKUCJIOI0THCS KOPOTKI, CEPeIHBOJIAHITIOTOBI 1 3HAU-
Ha YaCTMHA JOBrOJIAHITIOTOBUX KUPHUX KUCIOT (1€ hyHKITisA
MiTOXOH/IPiTl);

—  aIuI-KOEeH3NM-a-OKCH/a3a IePOKCHCOM HepeHOCHTD
eJIeKTPOHU 0e310CePeIHbO HA KUCEHD;

— (epMeHTH TTEPOKCUCOM i MiTOXOH/IPill KOAYIOThCS Pi3-
HUMU TeHaMU.

¥V nepokcucoMax BiilyBarOThCs IOYATKOBI eTanu GioCHH-
Te3y IUIa3MasioTeHiB (TJIEePOIiiliB), SIKi BXOAATH 0 CKIALY
5-20% dochominigip kriTHHEHEX MeMOpaH i (HOPMYIOTH
cTPYKTYpy Mieminy. Bouu GepyTh GesnocepesHio ydacTb
B akTuBalii TPOMOOIWTIB, ejiMiHaIil BITbHUX pagnKaIiB
Ta iHmUX peakiisx. [lopymenHs 6GioreHesy MepOKCUCOM
CYIPOBOKYETHCS 3HMKEHHSM IX KiJIbKOCTI 260 MOBHOIO BijI-
CYTHICTIO B KJIiITWHAX Pi3HWX TKAHWH OPraHi3My, IO 3yMO-
BJIIOE PO3BUTOK MEPOKCHCOMHUX 3axXBopioBans |1, 3, 8].

[TepokcucoMHi 3aXBOPIOBaHHS 3yMOBJIEH]I TIOPYIIEHHSAMK
CTPYKTYpH i ¢yHKIii mepokcucoM, ToOTO TOB'si3aHi 3i
CKJIQTHUMHU METabOJIYHIUME PEAKIIAMHU, Y TOMY YHCJI TIOpY-
[IEHHSAM TPAaHCHOPTY OiIKIB uepe3 MeMOpPaHU MEPOKCHCOM
i3 pobOTOI MEMOPAHHUX PELEHITOPIB.

Cepej 3arajibHOi MMOMYJISII] /IiTell TEPOKCHUCOMHI 3aXBO-
proBanus cranoBasTh 1:25000-50000 [5]. Ha manmii gac
BijloMo 17 HO30JI0TiHI i3 TPYIU MEPOKCUCOMHUX 3aXBOPIOBAHb.
BinpmiicTs i3 HUX yCIaKOBYIOTBCS 32 ayTOCOMHO-PEIUCUB-
HUM THIIOM (32 BUHATKOM X-3'€/IHaHOI aJIpEeHOJIeHKOANCTPO-
ii) i maiizke BCi BOHU MaHi(eCTYIOTh Y PAHHBOMY AUTIIOMY
Bimi (oxpim rinepokcasmypii I Tumy i X-3'ennanoi agpenoeii-
komucTpodii). Haiibiibin monmpeHuMu cepei IepOKCUCOM-
HUX 3aXBOPIOBaHb € ajipeHoJieiikoarcTpodis, pusoMiemiana
KparmyacTa XoHapoaucTpodis, cunapomu Pedeyma i [lerbse-
repa. /Iy X 3aXBOPIOBaHb XapaKTEPHUMU € TE€HETHYHA
reTePOTeHHICTD 1 KITHIYHUIN 1101iMOP()I3M: MOKIMBUI PO3BH-
TOK JIEKIJIbKOX CUMIITOMOKOMILJICKCIB IIPY MYTAI[iSIX B OJ[HOMY
i TOMY K TeHi i PO3BUTOK OJJHOTO CUMITOMOKOMILJIEKCY IIPU
MyTaiigx y pi3Hmx reHax. llpm pusomiemniuniii KpamdacTiii
OCTEOXOH/IPOINCIIIA31l BU/ILIeHI MyTallii y IBOX PI3HUX TeHaXx,
X04Ya CIOCTePITaeThCs ONH i Tol camuii henotwir |1, 4].
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VYei mepokcrucoMHI 3aXBOPIOBAHHA TIOJIJIEH] HA /IBA OCHOBHI
kaacy. [Tepumii Kiac 06'eHy€e 3aXBOPIOBaHHsI, B OCHOBI SIKUX €
KOMIUTEKCHI ZlehekTr abo TeHepastizoBaHi TOPYIIEHHsT (hyHK-
I[{ii: MepOKCHCOMU BiZICYTHI ab0 iX KiJIbKICTh PI3KO 3HMKEHA
(xBopoba Pedcyma HOBOHAPOIKEHUX, HEOHATAJIbHA aJIPEHO-
JleiikoucTpodist, pU3OMieivHa Kpamyacta OCTEOXOHPO/IN-
ciiasis, nepebporenaropeHasbiuil curapoMm llesbBerepa
i [lespBerepomnomionmii curapom). JIpyruii Krac — 1ie 3aXBOPIo-
BaHHS, MPH SIKMX CTPYKTYpa MEPOKCHCOM 30eperkeHa, OJHAK
€ MyTallii B TeHi, IKIil KOHTPOJIIOE enHuil (hepMeHT (Ma€e Miciie
iforo sedinur): akatamasis, xBopoba Pedcyma mopociux, rimep-
okcasrypist (I Tw), Timepmikos0Ba anyeMis, TII0TapoBa AIU/LY -
pist (I tun), aediuur 6i-(tpu) dyHKIiOHATBHOTO OijKa, AU-
1 TPUTIZIPOOKCUXOJIECTAHEMIs, TICEB/IOHEOHATAIbHA a/IPEHOJIEH -
koaucTpodist Ta X-3'erHana aapenoneiikoauctpodis 6, 12].

Tunm xpamyacTtoi ocrteoxonapoauciiaasii: 1-if Tum —
pusomiesiuna hopma (HallTsKYA) 3 Ay TOCOMHO-PEIMCUBHUM
TUIIOM yCHaJKyBauus; 2-it tun — cunapom Koupami—
XionepMana 3 ayTOCOMHO-ZIOMIHAHTHUM THUIIOM YCIIQJIKyBaH-
1st; 3-it Tum onmcanuit E. Conradi — X-3'eiHanmii, perucuB-
HUU THIT ycnagKyBaHHs |3, 4].

Pusomieniuna kpamyacta OCTEOXOHAPOAUCILIAZIA — 1€
i30JIbOBaHA HEIOCTATHICTD JleTiZipoKcHarieTondocdarasnu-Tpan-
cepasn. BunimsoTs knacnany gopmy (oHa TpyTIa KOMILTIEMEH-
Taiii) i atunoBy Gopmy (zBi hopmu kKomiiemenTartii). Manice-
CTallisi 3aXBOPIOBAHHA CIIOCTEPITAETHCS B HEOHATAJILHOMY TIEPiO/Ii,
piZlilie — Ha TIEPIIIOMY POIIi JKUTTsI. 3aXBOPIOBAHHST MA€ TOCTPHIA
niepedir, GLIbIIICTB AiTell TOMUPAKOTH Ha epiioMy port KutTs [1].

XapakTepHuMH € (EHOTHIIOBI O3HAKU 3aXBOPIOBAHHSI:
3aTpUMKa POCTY, MiKpoledais, IIocKe 00arMYds i3 3amaaruM
repeHiccssM, aHTUMOHTOJIOIHUI PO3Pi3 Odeil, MaTOJOTis
OYHOTO aHaji3aropa, (KaTapakTa TJIayKoMa, PeTHHOMATIs),
HETIPOTIOpIIiliHe YKOPOYEeHHS KiHIIIBOK, (TIePeBasKHO B TIPOKCH-
MaJIbHUX BIIiJIaX), MHOKMHHI KOHTPAKTYPU CYIJIOGIB, K-
MIOHOTICTh, 3MiHU MIKipu (ixTiodopMHa AMCILIA3ISA MIKipU
i anomettist — 30%). Takosk IpUTAMaHHIIMU € TSDKKA 3aTPUMKA
TICUXOMOTOPHOTO PO3BUTKY, 3MiHU IIPH MarHiTO-pe30HaHCHIN
tomorpadii rosoBHoro mMo3ky. IIpu 1nbomy mae wmicie mopy-
meHHst 6iocuHTE3y TIasMasioreHiB (y pesysbrari maedirmTy
neripoxcuarneTondocdary i amKisyiodoi eriIpoKcuareTo-
(ocharcunrerazn), okucaeHHs GiTaHOBOI KUCTOTH, CTUMYJISI-
1ii 3pisnoi opmu Tiosasu mepokcucoM (6e3 HarpoMaKeHHs
JIOBTOJIAHITIOTOBUX JKUPHUX KUCJIOT Y T11a3Mi KpoBi) [9, 9, 10].

Mopdomoriano: 3mMemHIIeHa KibKicTh abo MOBHA BiACYT-
HICTh 1I€POKCHCOM, 301IbIIEH] X PO3MIPU B MEUiHI 1IpH He-
3MiHeHiil cTpyKTypiy pibpobiacrax [6, 9, 10, 11].

[Ipu pentrenosoriyHOMy MOCTi/IPKEHHI: BOTHUINA Kparl-
yacToi MiHepasisanil Kictok — Kajbiudikati abo HopyIeH-
HSI €H/IOXOH/IPIaJIbHOTO OKOCTEHiHHS, ocu(iKallis BEHTPATb-
HOI 1 10pcasIbHOl YacTHU XPeOIliB (3HUKAE MiC/IsT JBOPIYHOTO
BiKY ), CUMeTpUYHEe YKOpOoUeHHs i jedpopmaitist metadisis 1iie-
YOBOI Ta CTETHOBOI KicTOK [3, 4].

Ten 3axBoprOBaHHS He € KapTUPOBaHUM. [IpuitycKaeTbest
GioxiMiuHU f1eheKT IMIIOPTY MIEPOKCU/LIB.

Haiitsxuum BapianToM 3aXBOPIOBAHHSI € Pe30Mi€siuHa
KpamnyacTa 0CTeOXOH/IPO/MCIIIA3Is.

Miaznocmuunuii aneopumm [1, 11]:

— DBuBuenHs reneasorivHOTO aHaMHe3Yy.

— Kuiniune gocstizzkeHHs mnaiienTa.

— JlabopatopHi MeTou (CTaHIapTHA CETTEKTHBHA CKPUHIH-
roBa Iporpama AiarHOCTUKK MOPYIIEeHb 0OMiHY aMiHOKHCIIOT,
[POCTUX 1 CKJIQJHUX BYIJIEBOAIB, JUIIAIB i MeTamiB y npobax
kposi i ceui, JIHK-zmiarnoctrka). Cepesn octanHix XapakTepHu-
Mu €: (TigBUIIeHa KOHIIEHTPAIlis B TJIa3Mi KPOBi [n- i TpHTi-
JIPOKCH-5-0eTa-X01eCTanoBoI, (hiTaHOBOI, MPUCTAHOBOI KUCJIOT,
TrirnoxosepecTUHOMIs, MiZIBUIIIEHHST BMICTY TpaHcaMiHa3, 3B's13a-
Horo 6iipy6iHy Ta OKpeMux GaKTOpiB 3ropTaHHs KPOBi).
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— JIHK-giarmocTnka-MyTarii AOBTO Tjeda TIOCTOI
i CbOMOT TTap XPOMOCOM.

— IHcTpymeHTasIbHI METOM IOCTI/PKEHHS: eIeKTPOeHIIe-
damorpadist, koMt ToTepHa i MarHiTO-pe3oHaHCHA TOMOTpadist
TOJIOBHOTO MO3KY, JIOCJI/KEHHSI OYHOTO aHAJi3aTopa, yJIbsTpa-
3BYKOBeE JIOCJI/IPKEHHS Ceplisl 1 MaricTpaJbHUX CY/INH, TIeYiHKY,
HUPOK, peHTreHorpadist TpybuacTux KicToK, ayioMeTpis.

JlikyBaHHS: MaToreHeTHYHOI Teparii Hemae. Pexomeny-
€ThCs Ji€Ta 3 0OMEKEHUM CIIOKUBAHHIM JKUPHHUX KUCJIOT,
KOPEKI[i€o 6i0XiMIYHUX BIXUIEHD, JOAATKOBO — aHTHOKCH-
manTHi 106aBKy i Bitaminm [1].

Marepiasm Ta MeTOAM: MeIUYHA KapTa CTAI[iOHAPHOTO
xBoporo Ne 4392/14 ob6nacHoi ANTSYOI KAIHIYHOI JiKapHi
M. IBano-Dpankisebka.

Xaormank M., 08.02.2014., HapoawiBest Bifl 4eTBEPTOI JIOHOIIIE-
HOi 3 (biziomoriunuM mepeGiroM BariTHOCTI, TPETIX IIOJIOTIB i3
Macoro Tisia 3140 T, oriHKorO 3a 1Kano Anrap 7/7 6amis. ITicis
HAPOJKEHHST TTPOBOJIMJIACH CAHAITS BEPXHIX TNXAJIbHUX IILXIB,
MITYYHA BEHTWUJIALS JiereHb yepe3 Macky. [Ipm oryami purnnm
3BEpTa/IM Ha yBary: KIHI[IBKY i TyJ1y0 BKOPOU€eHi, pyxu B cyrao0ax
He oOMesKeHi, 3 peh/IeKCiB HOBOHAPOKEHOTO BUKIMKABCS TLIHKI
pediexc Babkina. Ha uerBepry 100y nepeBeieHunii y BiyiieHHst
aToJIOTil HOBOHAPOKEHNX OOJIACHOT IUTSIO0l KIHIYHOI JIKAPHi.

PesynbraTtn gocnigkeHHs Taix 00roBopeHHs

Pesynbratu obcrexenns. Exexmpoxapdiozpagpisn: cyben-
JoKap/iaTbHa ilreMiss MioKapay, MepeBaHTa)KeHHS IPaBUX
Bi/UTIJIIB cepris.

Exokapoiockonisi: pyHKIIOHYtOUEe OBajibHE BIKHO (8 MM),
BiZIKpUTA aprepiasbHa MPOTOKa (2,5 MM) IepeBaHTAKEHH
MPaBOTO NITYHOUYKA, TUCK Yy JereHeBiil aprepii 42 MM pT.CT.,
(pakiis BurHanas — 64%.

Hetipoconozpagisi: tinGuacti CyiuHHI CIIETEHHS, TiBU-
IeHa eXOTEeHHICTh Y MePUBEHTPUKYJISAPHUX JITITHKAX.

/liazno3: MHOKUHHI BPOJIPKEHI BaJll PO3BUTKY: aXOH/IPO-
MCTITA3isI, BiIKPUTa apTepiaabHa TPOToKa 2,5 MM, (DYHKITO-
Hyo4Ye OBaJIbHE BIKHO 8 MM i3 IOMIPHUM TI€PEBAHTAKEHHSIM
[paBUX Bi/IJILJIIB ceplid.

CuHIPOM IiABUIIEHOT HepopedIeKTOPHOI 30y IIMBOCTI.

JlikyBanHs nocuuapomue. Bunucaumnii gogomy 6es cyTre-
BOI INHAMIKH.

21.04.2015 p. (2 micsitii 13 iHIB) XJIOMYUK TOCHITATTI30BAHUIT Y
Bi/ULJIEHHsT 1HTEHCHBHOI Tepariii 06JacHOi AUTSYOI KIHIYHOI
JIiKapHi B TSPKKOMY CTaHi 32 paXyHOK IMXasibHOI HefioctatHOCTI 11
CTYTICHS IO 3MIIIIAHOMY THITY, KJIOHIKO-TOHIYHIX CyzioM. [inepTo-
HyC M's13iB BepXHiX i HIDKHIX KiHI[IBOK. DI3UKAIBHO B JIETEHSIX:
ocsabJieHe MXaHHs, KperiTaiis 3 ABOX cTopin. Mexi cepiis
nommpeni Brpaso. CUCTOYHMIA IIyM Ha BEPXiBIL, TaXikapiis.
[Tevinka 11py HAIBIALLT BUCTYIIAE HA 4 CM HIDKYE KPato pebepHOl
JyTH, cesie3inKa He nasbiy€erbesi. CHOHTaHHA MOTOPHKA BiJICY THSI.
Denorur: piske BificTaBaHHs B (DI3UUHOMY PO3BUTKY, Y CKeJeTi
necopmartii. [[M3mpomopiiiHicTh CKeTeTy: BKOPOUYEHi KiHI[iBKH 38
PaxXyHOK MPOKCHMAIbHUX BIUILIB, OpaxiIakTuiis, rinepreso-
PpU3M, HU3bKE, IIIUPOKE MePeHiccs, AUCIIACTUYHI BYIITHI PAKOBU-
HU, KOPOTKA 11vist, TpyinHa. HasBricTh octeoMopdHUX yTBOPIB 110
THUITY <JiTOK>.

Enexmpoxapdioepais: purm cunycosuii. YCC 207-212’,
Bioesextpuuna cucrona B HOpMi. EjexTpuuHa Bich ceplis
Bisxunena BrpaBo. llopyiienust mporeciB pernossipusartii.
Osnaxy nepeBaHTaKeHHd 1IpaBoro mrynoyka. [Ipu nosrop-
HUX HEOJHOPA30BUX JIOCIIPKEHHSIX — 3MEHIIIeHHs TaXiKap/Iil.

Penmeenoepacis opeanie epyonoi xaimxu: iHbiABTPATUBHI
3MiHM B 000X JIereHsiX, MICISIMU 3JIMBHOTO Xapakrepy. Ilpu
MOBTOPHUX 0OCTEKEHHAX AWHAMIKM Hemae (IH(ILIBTpaTHBHI
3MIHU B JIET€HAX 3a/IMIIAIOThCA 0e3 3MiH).

Penmeenoepaghis xicmox. B ycix BuinMux Bijiisiax ckee-
TY €HXOH/IPAJILHOTO T'eHesy, SIKi € XPAIIOBUMHU, BUSABJSIOTHCS
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MHOKMHHI ApiOHi 3Banueni BKpamienns. Emigisu tpy6ua-
CTUX KiCTOK PO3IIUPEHi, CITIONIeH]. 3MiHU CUMETPUYHI.

Yrompaseyrosa diaznocmuxa.

Exoxapodiockonis: BifKpuTa apTepiagbHa MPOTOKa 2,5 CM,
(yHnxiionyoue oBanbHe BIKHO 8 MM i3 IepeBaHTa’KeHHSIM
MPaBOTO IILJIYHOUKA; TUCK Yy JiereHeBilt apTepii — 68 MM pT. cT.,
peryprirariist Ha TPUCTYJIKOBOMY KJIaraHi, hpaKilist BUTHAHHS —
65%. TIpu TOBTOPHUX HEOJHOPA30BUX JOCIIIKEHHSX TTO3U-
THUBHOI INHAMIKHU He BUSIBJIEHO.

[Ipu rocmiTanizaitii B njieBpadbHUX CUHYCAX i3 IBOX CTO-
PiH HeBeJMKa KiJbKicTh BUTIOTY (Hamasi 6e3 AnHAMIKN).

Opeanu uepesnoi nopogcnuny: TediHKa BUCTYTIAE 3-TIi[
pebGepHoi ayru Ha 2,5 ¢M, KOBUHI XOAU HE YIIiJIbHEHI, KOB-
YHUI MIXyp 4aCTKOBO CKOPOYEHUH; cese3inka He 30iableHa;
MAIIYHKOBA 3271032 He 306i/blIeHa, MaperxiMa HeoHOPi/IHA.
Y nunamini — nevinka BUCTYTIA€ 3-TTi/1 pebeproi IyTH Ha 4 CM,
M(y3HO MiIBUIEHA €XOT€HHICTb.

Hupxu posmimieni Tunoso, 36ijblieri B posmipax,
nudy3HO MiBUIIEHA €XOTEHHICTb, CEPEeAMHHUI KOMILIEKC
He TIONTMPEeHWH, YIIiIbHEeHNH, 3Tya/pkeHa audepenItiaris
KOPKOBOTO Ta MO3KOBOTO 1apis. IIpu 1oBTOpHUX 06CTEKEH-
HSX — 0e3 JUHAMIKH.

Hetipoconoepaghisi. ExorenicTb TKAHUH MO3KY 3BUYAlHA;
3MIIIEHHS CEPEJIMHHUX CTPYKTYD He BUSIBJIEHE; MIJIYHOUKH He
TIOTIVPEH]; CYAWHHI CIJIETEeHHSI OHOPIIHI; MIiXITIBKYJIbOBa
LIiJIMHA BIATIOBIZIa€ HOPMAJIBHUM BEJIMYMHAM,; ITi/[BUIIIEHA €XO0-
TEHHICTDh Y TEePUBEHTUKYJISIPHUX JIJISHKAX; I1yJIbCAIlis CYANH
B'syla. Y AWHAMIII — HApOCTA€ TeTePOTeHHICTh MO3KY, TT0sIBA
JPIOHUX 3JIUBHUX KICT y TOBI HapeHXiMu (JeHKOMAJIALis),
T IBUIIEHHST €XOTEHHOCTI B CyOKOPTUKAIbHUX [/ISTHKAX.

Maenimno-pezonancua momozpais 201068H020 MO3KY:
O3HAKU BHYTPIIIHBOI Ta 30BHIIIHBOI Tigpoiedarii; HabpsK
TOJIOBHOTO MO3Ky. Bornumiesi maToJsioriudi BOTHHINA B
roJIOBHOMY MO3KY He BusBiesi. [llinyHoukoBa cucrema pos-
mupena. CepelnHHI CTPYKTYpPH 3aliMaloTh IIEHTPaJbHE
nosioskertst. CybGapaxHoigaabHUii MPOCTIP MOMIPHO PO3IIHU-
peHuil y J0OHUX 1 CKPOHEBUX Biajiiax i3 moraubJeHHSIM
60poseH. Bisa i cipa peuoBUHA He BiIPI3HAIOTHCSL.

Bponxockonis: nBobiuHMit Andy3HW THITHUN eHT06pOH-
XiT (6€3 IMHAMIKU TIPU TIOBTOPHUX AOCIIKEHHSIX).

Ipyna xposi B (111) Rh (+) mozur.

3azanvnuii ananiz kpoei (B munamini). Hb (r/m) 88 —
80—-74—116; Epurporurtu (x10* /) — 2,9-2,6—2,4—3,7; neii-
ot ((x10° /m): 10,2-16,8-12,6-14,8; toni (%): 2—1;
mannaKo-saepui  wHedtpodimm (%) 9-19-14; TIOE
(mm/Ton.): 8-5-29-8; tpomboiutt (%o): 80—63-72-73;
TOKCUYHA 3ePHUCTICTh HEUTPOPIimiB: +++; ++; +++.

3azanonui ananis ceui. binok (r/m) —
0,033-0,165-0,495-0,99. Jleiikonutu (B moi 30py) — 6-10;
10—19 (rpynammn); 6—8; 18—20. Eputporutu (B 110J1i 30py) —
cBixki 8—14—-18; 2-3-3; 0—1-0; 80-90. Inmirnapu — riamino-
Bi, mooxnHoki. Coi: pocdaTy, ceuokncanii aMoHil, ypaTn.

Bioximiunuii  ananiz xpoei. 3araapauii  6imox  (r/mn):
54,5-58,6-67,5-60,8. 3arampuuii Gimipy6iH (MKMOJIb/J)
15,48-11,86-11,83;  mpsamuii  6imipy6in  (MKMOJb/JT)
516-2,57-2,02-3,25; wuenpsamuii  Ginipy6iH  (MKMOJIb):
10,32-9,29-8,83-8,58. Kamiii (mmosn/m) — 4,36—3,13—2,65.
Harpiit  (mmonb/n) — 138,2-161,8—-169,1. Xuopuan
(mxmoub/m) — 108,9-115,5-123,1. Kaspiiii (MMosb/m) —
2,13-2,9-2,58. AJIT (mmoms/m) — 0,62-1,44-1,51. ACT
(mmoutb/m) — 0,3-0,95-1,45. Tirokoza (MMoJib/o1) — 6,2—4,9—-7.
CeuoBuna (Mmosib/a) — 3,5-7—11,7. Kpeatutin (MMosib/i1) —
64,3-80-95.

Jixeop: 6e3bapBuuil; mnpozopuii; OGimok (r/m) —
0,099-0,06-0,33; muros — 11/3-40/3, 39/3; rmokosa
(mmoab/n) — 12,6-5-2,74; xjopugan (MKMOJIb/JT) —
114—-117,5-135. TlociB Ha cTEPUIIBHICTD — POCTY HE MAE.
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Iocie wnynrosozo emicmy: Kl. pneumonise 10°, Ps. aerugi-
nosae 10°.

Iocis acnipamy mpaxeo-oponxianviozo depesa: Kl. pneu-
monise 10°, Ps. aeruginosae 10° (q4yTimBa 10 THKapuumiiny /
Ta300aKTaHy, TEHTAMIIIIHY ).

Ananis ceui na ypunonisuc: peaxiis Mejinra — py6iHoBuit
Koutip, mpoba Beneankra — ciian, mpoda Capma +, mpoba Ha
TaJIaKkTo3Yy, JAKTO3y +, HA TOMOTEHTH3NHOBY KHCJIOTY -, CyJI-
KoBHMua ++++, rinepaminoanuaypiio -, Jleramus -.

Topmonu wumosuonoi 3anos3u y cuposamuyi xposi: T4 —
0,95 ur/mn (N), TTT — 4963 MMO/a (N).

Kopmuson cuposamxu kposi (Mxr/mm) — 16,71 (N).

Imynopeaxmuenuii mpuncun (N).

Kniniunuii diaznos. MHOKUHHI BPOIKEH] BaJl PO3BUTKY.

Puzomieniuna kpamyacta ocTeXOH/IPOANCILIABIS.

AHOMaisT pO3BUTKY TOJIOBHOTO MO3KY: TIaxXipisl, IUCTOHIS
KOPH, CIIOJIy4YHa rifipoiiedaltis.

Dynkiionyoue oBasibHe BiKHO 6 MM. Bizkpura apre-
piasbha mpoTtoka 2,5. HepoctaTHiCTh TPUCTYJIKOBOTO KJlama-
Ha. Jlerenesa rineptensisa (68 mv.pt.cT.), HK I[TA-IIDB.

JIBoGiYHa BOTHUINEBA [THEBMOHIsT, YCKJIA/[HEHA TOKCUYHUM
curgpoMoM. JIBoGiuHMi Audy3HUNA THIHHUN eHI0OPOHXIT.
JIH II-III. Pecnipatopuuii icTpec-CUHAPOM JOPOCJIOTO TUILY.

Habpsik roJI0BHOTO MO3KY, CY/IOMHUN CHHAPOM.

Hanism Ha comaToreHHomy (hoHi.

[Toniopranna nenocrarhicts. Tpaxeocromis Bin 09.07.2014 p.

BuroyoByBanHs yepes Ha30TacTPAJIbHUI 30H/ CYyMIMIIITIO
«Amino». 3 2.05 mo 6.05.2014 p. — moBHe TMapeHTepaTbHe
XapuyBaHHS.

Jlikyeannss — nocunapomue. Tepaltist THEBMOHIi: aHTHOIO-
TukoTeparis 1edanocnopunamu 111-1V mokosinms, kap6a-
TIeHeMH, KOJIOMITIH, aMiHOTTiKo31u/H, (harokoHasosr. [loBTophi
BBEJICHHST B/B IMYHOIJIOOYIIiHY, IPOTHCYIOMHA TEPaITist, TeMO-
TpaHcdysii OIHOTPYITHOI €PUTPOIMTAPHOI MACH, BiIMUTUX
epurporuTiB. [Hdysiitna Teparis. CUMITOMATHYHA TEPAITist.

[IpoTsiroM ycboro TepMiHy 1epebyBaHHs y BiULJIEHH] iHTeH-
CUBHOI Tepallii CTaH JUTHHYU 3aJIUIIABCS KPANHE TSUKKUM. 3 4acy
rocritasmizaiii (181 meHp) auTuHa nepefyBajia Ha AUXaJbHiil
MiATPUMIT, PEKUMI IITYYHOI BEHTUJIAI JIETeHD i3 JKOPCTKIMU
napaMerpamu. CripoOu caMOCTIHOIO IMXaHHS i3 KUCHEM Yepes3
MAaCKy CYIPOBO/UKYBAIMCS €ITi30/[aMU JlecaTypallii. 3a 4ac JiKy-
BaHHA CYTTEBOI MO3UTUBHOI KJIHIUHOI, JIaGOPaTOPHO-IHCTPY-
MEHTAJIbHOI IMHAMIKY CTaHy JAUTUHM He crioctepiranocs. [Ipu
HApPOCTaHHI NOJTIOPraHHOi HEIOCTATHOCTI ANTHHA TIOMEPJIA.

BucHoBku

PO3BUTOK TSKKOI TKaHWHHOI TiMmoKcii i MeTabosiaHmx
TIOPYTIeHb YHACTIOK CKIAMHUX TTOPYIIeHb YTUJI3aIlil KUCHIO
TKaHWHAMU, peclipaTopHa MaTosoria (ycKJaJHeHa ITHeBMO-
Hisl) TIpU3BeJIa JI0 CMEPTi TUTUHI.

Puc. OrnspoBa peHTreHorpama opraHis rpyaHoi Knitku, 4epeBHoi
MOPOXXHUHM i KyNbLUIOBUX CYrno6iB
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Pusomuenuyeckasa Toue4yHass 0CTEOXOHAPOAUCIIIA3UA: COBPEMEHHbIE NpeacTaBieHus

Ha naTtoreHes, KJIMHUKa, AMarHocTuka (cny4ai ¢ KIIMHUYECKOW NPaKTUKn)

0./1. Unmbanucta', M.S. Cemkosuy', B.M. Banbynwmn?, 0.0. Kyprawrs, §1.B. CemkoBny2,

J1.E. Mateumg2, T.M. Menbhuk2, A.B. Ctrepanbiwmn1, §1.C. f3to6utHckmii1, 0.4. Coithnk2, 0.M. Liroysk2

'TBYY «VBaHO-®paHKOBCKNI HALMOHASbHbBIA MEOULMHCKNIA YHUBEPCUTET>, I. MIBaHO-PpaHKoBCK, YkpanHa

20ObnacTHas aetckas knnHudeckas 6onbHunua, r. iBaHo-MpaHkoBCK, YkpanHa

Lienb — 03HaKOMUTb Bpayen-nefnaTtpoB C PeAKUM HaC/e[CTBEHHbIM 3a6051eBaHEM — PU3OMUENNYHON TOYEYHON OCTEOXOHAPOAMCNNA3NEN HA aHann3e
KNUHNYECKOro cnyyas.

MauueHTbl U METOABI: MEAULIMHCKAA KapTa CTaLNoHapHOro 60M1LHOTO.

PesynbTatbl 1 BbIBOAbI. OCTEOXOHAPOAMCNNA3MM OTHOCT K rPynne NepOKCUCOMHbIX 32601eBaHNIA. [epOKCUCOMbI — 3TO OPraHenibl LUTONNa3Mbl KNETOK BCeX
TKaHel OpraHu3ma u camoe 60/bLIOe UX KONMWMYECTBO MPELACTABNEHO B MEYeHW M Noykax. BaxHemwne 61oN0Oru4eckne PYHKLMM NEPOKCUCOM — OOUH U3
OCHOBHbIX LIEHTPOB YTUAM3aLMK KMCOpofa B KreTke, UCTOYHUK 40 (hepMeHTOB, y4acTue B CUHTE3e NiasManoreHoB ocdonunuaos, HEOOXOAUMbIX Ans
NOCTPOEHUSI HEPBHOI TKaHW. CambIM TsDKENbIM MPOABMEHMEM TOYEYHOW OCTEOXOHAPOAUCNNA3NN SBNSIETCA Pe30MUenuyeckas popma C aBTOCOMHO-
PeLNCCUBHBIM TUMOM HacnefoBaHns. HapylueHne 61MOreHe3a NepoKCMCOM COMPOBOXAAETCH CHIDKEHMEM UX KOMMYECTBA MUK MOMHBIM OTCYTCTBMEM B TKaHSX,
BCMEACTBME 4ero BO3HMKAET TKAaHEBAas TUMOKCWUA W MOCNELYIOLLME HapyLleHUs MeTabonuama. 3aboreBaHue MaHUECTUPYeT B HEOHATaNbHOM MNepuoje
PECnMpaTopHbIMN NHGEKLMAMM, KOTOPbIE 3aKAHYMBAKOTCA NeTanbHO. PEHOTUNMYECKI 3a60N1eBaHNE XapaKTepnu3yeTcs YKOPOUEHNEM KOHEYHOCTEA, YTONLLEHEM
CYCTaBOB, KOCONANOCTbi0, CrubaTenbHbIMU KOHTPAKTypamu, BPOXXAEHHbIMI MOPOKAMI Pa3BUTUA (CepALia, rasHOro aHannu3atopa, rojloBHOr0 MO3ra).
KnioyeBble cnoBa: 4eti, 0CTEOXOHAPOLMCNNA3US, NEPOKCUCOMbI, TKAHEBOE [bIXaHWe, BPOXAEHHbIE NOPOKM Pa3BUTHS.
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Rhizomelic osteochondrodysplasia punctata: modern concepts of the pathogenesis, treatment and diagnosis (case study)
0.L. Tsymbalista', M.Ya. Semkovych’, V.P. Valchyshyn? 0.0. Kurtash?, Ya.V. Semkovych?, L.Ye. Matviiv’,

T.M. Melnyk?, A.B. Stefanyshyn', Ya.S. Dziubynskyi', 0.D. Sytnyk?, 0.M. Tsiutsiak’

'lvano-Frankivsk National Medical University, lvano-Frankivsk, Ukraine

?lvano-Frankivsk Regional Children's Clinical Hospital, lvano-Frankivsk, Ukraine

The objective of the research was to familiarize pediatricians with a rare hereditary disease — rhizomelic osteochondrodysplasia punctata making an analy-
sis of one clinical case.

Results and conclusions. Osteochondrodysplasia belongs to the group of peroxisomal disorders. Peroxisomes are small organelles found in the cell cyto-
plasm of all body tissues with the largest number in the liver and kidneys. Peroxisomes are one of the main centers of oxygen utilization at the cellular level,
contain around 40 enzymes and are involved in the synthesis of phospholipid plasmalogens that are necessary to make up the nervous tissue. The autoso-
mal recessive form of rhizomelic osteochondrodysplasia is the most severe manifestation of osteochondrodysplasia punctata. Peroxisomal biogenesis disor-
ders are accompanied by absence or reduction in the number of peroxisomes in body tissues leading to tissue hypoxia and further violation of the metabo-
lism. The disease manifests itself as respiratory infections being lethal mainly in the neonatal period.

The phenotypic expression of osteochondrodysplasia consists of limb shortening, joint thickening, clubfoot, flexion contractures, and congenital malforma-
tions (heart, vision, brain).

Key words: children, osteochondrodysplasia, peroxisomes, tissue breathing/internal respiration, congenital malformations.
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