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Meta — o3HailomMuTK nikapi-neaiaTpis i3 PigKiCHUM CMNALKOBUM 3aXBOPIOBAHHAM — PU3OMIENIHHOK Kpan4yacTol OCTEOXOHAPOAMCNAA3IED Ha aHani3i
KNiHIYHOrO BUMNAAKy.

MauieHTH Ta METOAM: MefN4Ha KapTa CTaLioOHapHOrO XBOPOrO.

Pesynbtath Ta BUCHOBKK. OCTEOXOHAPOAMCNNASii BIAHOCATLCA A0 rPYNN NEPOKCUCOMHUX 3aXBOPHOBAHb. MepOKCUMCOMM — Lig OpraHenu, ski 3HaxXoAATbCs B
LMTONNA3Mi KNITWH YCiX TKAHWH OpraHiamy, a HaitbinbLue ix y neviHui i Hupkax. Hansaxnueiwwi 6ionorivHi yHKLii NepOKCMCOM — OAWH 3 OCHOBHMX LIEHTPIB
yTUNi3auii KMCHIO B KNiTWHI, Ixepeno 40 pepMeHTiB, y4acTb Yy CWUHTE3i nna3manoreHis dhocconinigis, HeOOXiAHWUX NS NOOYLOBUA HEPBOBOI TKAHWUHW.
Hantshx4mm NposiBOM KpanyacToi 0CTeOXoHApoAucnnasii € pusomieniyHa popma 3 ayTOCOMHO-PELIMCUBHUM TUMOM ycnaakyBaHHs. opyLieHHs 6ioreHesy
NepoKCUCOM CYNPOBOMKYETHCA SHUKEHHAM iX KiNbKOCTi ab0 MOBHOK BIifACYTHICTIO B TKaHWHAX, WO NPW3BOAWTb [0 TKAHWHHOI FiNOKCIi, i HACTynmHUM
MOPYLUEHHAM MeTab0/1i3My. 3aXBOPIOBAHHS MaHiPeCTye NepeBaXHO B HEOHATANbHOMY Nepiofi pecnipaTopHUMK iHCDEKLiMN, SKi 3aKiHYYIOTbCA IeTaNbHO.
(DeHOTMNOBO 3aXBOPHOBAHHS XapaKTepN3yeThCs YKOPOUYEHHSAM KiHLiBOK, NOTOBLLEHHAM CYrf06iB, KNULIOHOTICTHO, 3TMHANbHUMY KOHTPAKTypamu, BPOKEHUMN

BafjaMu po3BUTKY (CepLs, 04HOrO aHani3aTopa, ronoBHOrO MO3KY).

Knto4osi cnosa: fjit, 0CTEOXOHAPOAMCNNA3ISA, NEPOKCUCOMU, TKAHUHHE AUXaHHS, BPOIKEHI By PO3BUTKY.

BeTtyn

pobJieMa crajgKoBol maroJorii B AiTell Hapasi 3aciy-

TOBY€ Ha 0COOJIMBY yBary y 3B'sI3Ky 3 TEHAEHILEIO 10
ii 3pocTaHHs, y TOMY YHMCJI PIAKICHUX CIAJKOBUX 3aXBOPIO-
BaHb. Cepejl OCTaHHIX 3aCIyTOBYIOTh HA YBary i 0CTCOXOHIPO-
nucriazii [2]. 3rigno 3 MixHapoaHnoio HOMEHKJIATYPOIO
cnaikoBUX 3axBopioBanb KicTok (Ilapwmk, 1983), mo ocreo-
XOH/IPOAMCILIA3ii BiHOCSATBCS |3, 4]:

— TMOPYILIEHHS POCTY JOBTHX KIiCTOK i Xpe0Ta,

— MOPYIIEHHSI PO3BUTKY Xpsiia Ta Gibpo3HOro KoMIo-
HEHTY CKeJIeTY;

— 3MIHM TOBIIMHHW KipKOBOTO IMapy Ta MOJETIOBAHHS
Mmetadisis.

OcTeoXoHIPOANCILIA3ii HATEKATh 10 IPYIN TEPOKCUCOM-
HIX 3aXBOPIOBaiib. [lepokcrcomu — KpyrJii abo oBasIbHi oprame-
JIF, TII0 3HAXOMATHCS Y BCIX KITITHHAX OpraHisMy (OKpiM 3pimmx
eputporuTis). KizbkicTs, po3mipu i hopma nepokcrcom € Heo-
JIHAKOBOIO B PI3HUX TKAHWHAX: HAUGI/IbIIE TIEPOKCHCOM Y KJIHTH-
HaX TeYiHKY | HUPOK, HAlMeHIlle — y KJITUHAX MIKiPU i MO3KY.
B nmepoxcncomax vemae cBoei JIHK (K i B MiTOXOHZPISIX), TOMY
BOHU He BUPOOJISIIOTD, & «IMIIOPTYIOTh» CKJIA0BI IXHIX GLIKIB —
MPOKCUHIB, 3aistHUX y Gioreres opramnesr. [Tepokcrcomu € ke-
pesiom 40 depMeHTiB, OIMH i3 OCHOBHUX IIEHTPIB yTHIi3allii
KUCHIO B KJITHHI, GEPYTh y4acTb y [eKapTyBaHHI (iTaHOBOI
KHCJIOTH, sKa He Ma€ OyTH B 3[0POBOMY OPraHi3Mi, aje MOKE
nazxoutu 3 ixxero. Ha manuii yac BuBueno dyukiiii 20 mepokcu-
HiB, a TAKO’K JIOKaJIi30BaHi TeHN JeB'AThOX OLIKiB. [Tepokcuco-
MaM NPUTAMaHHUMK € aHaboJIiuHa i KaraGosiuHa (yHKIL, sKi
CIIPsIMOBaHi (OIHOYACHO 3 TIPOIIECAMU OKHCJICHHS) Ha 3aXUCT
KJIITHHU 32 JIOTIOMOTOIO KaTaJa3 BiJl yTBOPEHOTO B Hill (TiepeBak-
HO B MiTOXOH/IPisIX) aToMapHoro kucHio [ 1, 7, 8].

DepmenTu nepokcucoM 6epyTh yuacTb y GiocuHTesi ecre-
pudikoBanux hochoiniais, HeOOXIAHUX s TOOYIOBU HEP-
BOBOI TKAaHWHU, & TAKOXK B OKUCJIEHHI IJI0TapoBoi, L-minexo-
JIiHOBOI, (hiTaHOBOI KUCITOT, /[-aMiHOKMCIIOT i fedTkux dheHo-
JiB, Geta OKUCJEHHI YaCTUHM [IOBTO-JAHIIOTOBUX JKUPHUX
KUCJIOT, $IKI He MOKYTb OyTH OKHUCJEHI B MITOXOHIPIsiX
(110 BKOPOYEHHsI [IOBIUX JIAHIIIOTIB), Y MeTaboI1i3Mi 1IpocTarsia-
JWHIB i Xosectepuiy. OKpiM IIbOTO, IEPOKCUCOMU OEPYTh YIacTh
y TIEPETBOPEHHI XOIeCTEPUHY B KOBYHI KrcaoTH [1, 2, 5].
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Crenudivynicts (QYHKIH TEPOKCUCOM TIOJSATAE B TOMY,
110 B HUX:

— HE OKHCJIOIOThCA KOPOTKI, Cepe/HbOIAHIIIOTOB] i 3HaY-
Ha JaCTHUHA JIOBTOJIAHITIOTOBUX KUPHUX KUCJIOT (11e DYHKITISA
MITOXOH/IPIil);

—  aIMJI-KOEH3MM-a-OKCH/Ia3a MePOKCHCOM IE€PEHOCUTD
€JIEKTPOHNU OE31I0CEPEIHbO HA KICEHD;

— (epMeHTH MTePOKCHCOM i MiTOXOH/IPiH KOLYIOThCS pi3-
HUMU FeHAMHU.

Y nepokcucoMax BiGyBalOThCA MTOYATKOBI eTary GioCHH-
Te3y MJIa3MaJIOTeHiB (TIIIEPOTiTi/IiB), SIKi BXOJATD /10 CKJIAIY
5-20% docdominigis kaiTHHHEX MeMOpaH i (HOPMYIOTH
CTPYKTYpY Mieainy. BoHu OepyTh Ge3nocepeqHio y4acTb
B aKTUBaIlii TPOMOOIMTIB, eJiMiHAIl BiJIbHUX pagMKaIiB
Ta iHmUX peakiisx. [lopyuieHns 6ioreHe3y TepOKCHCOM
CYIIPOBOUKYEThCS 3HIKEHHSIM 1X KiJIbKOCTI a00 TIOBHOIO Bij-
CYTHICTIO B KJIITMHAX Pi3HUX TKAaHUH OPraHi3My, IO 3yMO-
BJIIOE PO3BUTOK TIEPOKCUCOMHUX 3aXBOpIoBanb |1, 3, 8].

[TepokcucomHi 3aXBOPIOBAaHHS 3yMOBJICHI TIOPYIIEHHAMU
CcTpYKTYpu 1 (yHKIII mepokcucom, ToOTO NOB's3aHi 3i
CKJIJIHUME MeTabOIYHIMI PEAKI[ISIMHU, Y TOMY YHCJI TTOpy-
[IEHHSIM TPAHCIIOPTY OUIKIB uepe3 MeMOpaHU IMEPOKCUCOM
i 3 po60TOI0 MEMOPAHHUX PEIIETITOPIB.

Cepen 3aragbHOI TOMYJIAII] AiTell TEPOKCHCOMHI 3aXBO-
proBanHs craHoBiaTe 1:25000-50000 [5]. Ha manmit uac
BizoMo 17 HO30J10T1# i3 TPYIIN IEPOKCUCOMHIX 3aXBOPIOBAHb.
BispmricTs i3 HUX yCHaaKOBYIOTHCS 32 ayTOCOMHO-PEIUCUB-
HIM THTIOM (3a BUHATKOM X-3'€THAHOI aJpeHOJIeHKOANCTPO-
}ii) i maiixke Bci BoHM MaHieCTyIOTh Y PAHHBOMY JTUTSYOMY
Biti (okpim rinepokcamnypii [ tumy i X-3'enrnanoi agpenoseii-
komucTpodii). Haiibiaplr mommmpeHuMu cepei epoKCUCOM-
HUX 3aXBOPIOBAaHb € aJPEHOJIENKOANCTPOiss, pU3oMieTigTHa
Kpanuacta Xouapoauctpodis, cuaapomu Pedeyma i [enbse-
repa. [l 1mux 3axBOpIOBaHb XapaKTEPHUMU € TeHEeTHYHa
reTepPOreHHICTh i KITHIYHIH MoTiMOPdi3M: MOKJIUBUI PO3BU-
TOK JIEKIJIBKOX CMITTOMOKOMILJIEKCIB TIPU MYTAIiSIX B OJTHOMY
i TOMYy oK reHi i pO3BUTOK OJ{HOIO CMMIITOMOKOMILIEKCY Ipu
MyTallisiX y pisHux reHax. IIpu pusomiesiyHiii Kpamyactiit
OCTEOXOH/IPOJINCIIIA3I] BUIiIeHi MyTallii y /IBOX Pi3HUX TeHaX,
X0ua CIOCTepiraeTbes oiuH i Toi camuii penorui [1, 4].
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Vi nepokcrcoMHi 3aXBOPIOBAHHS TMO/IiJIeH] HA /[BA OCHOBHI
kuacu. ITepiunii kiaac 00'eHy€e 3aXBOPIOBAHHS, B OCHOBI SIKMX €
KOMILIEKCHI iedpekTn abo reHepasiizoBaHi mopyiieHHst (yHK-
Liii: epoKcUcoME BificyTHI abo iX KiJIbKICTh Pi3KO 3HUIKEHA
(xBopoba Pedcyma HOBOHAPOUKEHUX, HEOHATAIBHA A[PEHO-
JetfikomucTpodisi, pu3oMieiuHa Kparmdacta OCTEOXOHIPOIH-
ciiasis, uepebporenaropeHasbHuii curapom llesnbBerepa
i [lenbBerepornogiGHuii cungpom). JIpyruii kiac — 11e 3aXBOpio-
BaHHsI, [IPU SIKUX CTPYKTYPa MEPOKCHCOM 30€peKeHa, OJIHAK
€ MyTallii B TeHi, SIKMiT KOHTPOJTIOE EMUHIH (hepMeHT (Mae Mictie
oro gediiur): akaranasis, xsopoda Pedcyma nopociux, rinep-
oxcasypis (I tuir), rinepriikosioBa arueMis, rIOTapoBa aluy-
pist (I1T twir), medinut 6i-(Tpu) GyHKIIOHATEHOTO OiaKa, JAU-
1 TPUTIIPOOKCUXOJIECTAHEMIS, TICEBIOHEOHATAIbHA A/[PEHOIICH-
komucrpodist ta X-3'eanana agpenodeiikoauctpodis [6, 12].

Tunu xpamyacToi ocreoxoHapomuciviazii: 1-it Tun —
pusomiesiuna dopma (HalTSKYA) 3 Ay TOCOMHO-PEIMCUBHUM
TUTIOM YCTaAKyBauus; 2-ii Tun — cuHapoM Kompami—
XIioHepMaHa 3 ayTOCOMHO-/IOMIHAHTHUM THIIOM YCITaJIKyBaH-
Hst; 3-it tun onmcanwii E. Conradi — X-3'eqnanuii, pennucus-
HUI TUT yCHaAKyBaHHA |3, 4].

Pusomiesiuna kpamyacta OCTEOXOHIPOAUCILIA3IA — Iie
i30J1bOBaHA HEOCTATHICTD JerifipokcuarieTondocdarasun-Tpan-
cepasu. Buginsiors kiacinany opmy (o/iHa TpyIia KOMILIEMEH-
Tartii) i atunoBy dopmy (18I popmu KomiiemenTartii). Mawicde-
CTallist 3aXBOPIOBAHHST CIIOCTEPITAETHCS B HEOHATATIBHOMY TI€PiOIi,
pifiie — Ha TIEPIIOMY POTIi JKUTTS. 3aXBOPIOBAHHS Ma€ TOCTPUI
1iepeOir, OLIbLIICTD AiTell IOMUPAOTH Ha epiioMy potti kuttst [1].

XapakTepHuMu € (EeHOTHIIOBI O3HAKM 3aXBOPIOBAHHS:
3aTPUMKA POCTY, Mikporedaltis, mIocke o6aruyst i3 3anaamm
TepeHiccsiM, aHTUMOHTOJIOIIHUN PO3pi3 odeil, MmaTosoris
OYHOTO aHaji3aropa, (KarapakTa IJlayKoMa, PeTUHOHaTis),
HETIPOTIOPITiliHe YKOPOUYEHHST KiHIliBOK, (IT€PEBAXKHO B IPOKCHU-
MaJbHUX Bi/UIiTax), MHOKWHHI KOHTPAKTYPU CYTJI00iB, KJIH-
ITIOHOTICTh, 3MiHN MKipu (ixTiopopmMHA AMCIIIA3iSA TTKipH
i anmornentist — 30%). Takok MpUTAMaHHUMHU € TSKKA 3aTPUMKA
[ICUXOMOTOPHOTO PO3BUTKY, 3MiHU TIPU MarHiTO-pe30HAHCHII
tomorpadii rorosHoro Mo3ky. IIpm mpomy mae wmiciie mopy-
meHHs GlocuHTe3y IazMasioreHiB (y pesyasraTi gedinuty
nerigpokcuarietondocdary i anKizyrodoi zerizpokcuaneTo-
docdarcunrerasn), okucaeHHs GiTaHOBOI KUCIOTH, CTUMYJIS-
1ii 3pismoi hopMu Tiosasu meporcrcoM (6e3 HarpoMayKeHHs
JOBTOJTAHITIOTOBHX JKUPHUX KUCJIOT y TIa3mi kposi) [, 9, 10].

Mopdosioriuno: 3MeHIleHa KiIbKiCTh ab0 MOBHA BiacyT-
HIiCTb MEPOKCUCOM, 301/bIIeHI X PO3MIpH B TIEYiHIN TPH He-
3MiHeHil cTpyKTYpi y pibpobracrax [6, 9, 10, 11].

[Ipu penTTeHOIOTIYHOMY MOCITIZKEHHI: BOTHUIIA Kpartl-
yacToi MiHepasizailii KicTok — KaibiudikaTu abo MopyIleH-
HsI €HOXOH/IPIaTbHOTO OKOCTEHIHHs, Ocu(iKallisi BEHTPaIb-
HOI 1 1opcabHOl YacTHHY XPeOIIiB (3HUKAE MiCIsI ABOPIYHOTO
BiKY), CUMeTpHYHEe YKOPOUeHH i fepopmartist metadisis 1re-
YOBO] Ta CTErHOBOI KicTOK [3, 4].

Ien 3axBoploBanHg He € KapTUpoBaHuM. [IpuiryckaeTbcs
GioximMiuHMIT HeeKT IMIIOPTY HEPOKCUIIB.

Haiitsoxamv BapiaHTOM 3aXBOPIOBAHHSI € Pe30Mi€siTHA
Kparyacta OCTeOXOH/IPOMCILIASIS.

Jiaenocmuunuii aneopumm [1, 11]:

— BuBueHHS TeHeasIoriYHoro0 aHaMHesYy.

— Kniniune gocsiskeHHs maiienTa.

— JlabopaTopHi MeToau (CTaHAAPTHA CETEKTUBHA CKPUHIH-
roBa Mporpama JiarHOCTUKK HOPYIIeHb OOMIHY aMiHOKHCIIOT,
HPOCTUX 1 CKIAMHUX BYIJIEBOAIB, JIIIIIB 1 MeTamiB y mpobax
kposi i cedi, /IHK-niarnoctuka). Cepen ocTaHHIX XapakTepHU-
MU €: (IijiBUIIleHa KOHIeHTPallisl B MJ1a3Mi KPOBi U- i TPUTi-
JIPOKCH-5-6eTa-X0IeCTaHoBOI, (hiTaHOBOI, PHCTAHOBOI KHUCJIOT,
TiOX0JIePeCTHHOMIs, MiIBUIIIEHHST BMIiCTY TpaHCaMiHa3, 3B's13a-
HOTO GLIipyOiHy Ta OKpeMIX (haKTOPiB 3rOPTAHHST KPOBI ).
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— JIHK-giarnoctuka-myTaiiii J0BTo Tjieda MIOCTOL
i ChOMOI TTap XpPOMOCOM.

— IncrpymenTanbhi METOIM OCTIPKEHHS: €IeKTPOEHIIe-
damorpadist, koM 'oTepHa i MarHiTo-pe3onaHcHa ToMorpadis
TOJIOBHOTO MO3KY, /IOCTI/PKEHHS OYHOTO aHaJli3aTopa, YJIbTpa-
3BYKOBE JIOCJII/IPKEHHS CePIIS i MaricTPaIbHUX CY/IUH, IEUiHKY,
HUPOK, peHTreHorpadis TpybuacTux KicTok, ayaioMerpisi.

JlikyBanHs: natoreHeTuyHol teparii Hemae. Pexomenpy-
€THCS [i€Ta 3 OOMEKEHUM CIIOKMBAHHSIM JKUPHUX KUCJIOT,
KOPEKIN€0 6ioXiMIYHUX BiZIXUJIEHD, TOJATKOBO — aHTHOKCH-
JaHTHI 1006aBKu i Bitaminu [1].

Marepiajiu Ta METOAM: Me[UYHA KapTa CTAIlilOHAPHOTO
xBoporo Ne 4392/14 ob6aacHoi AMTAYOI KJIIHIYHOI JiKapHi
M. IBano-MpankiBebka.

Xaomuuk M., 08.02.2014., HapoanBCst Bijl 9€TBEPTOI TOHOIIIE-
HOI 3 (isiosoriunnM nepeGiroM BariTHOCTI, TPeTiX MoJoriB i3
macoio Tizia 3140 r, oninkoio 3a mkanoio Anrap 7,/7 6amis. ITicis
HAPO/PKEHHSI ITPOBO/IMJIACH CAHAIliSl BEPXHIX MXAIbHUX HIJIAXIB,
HITYYHA BEHTUJISIIS JiereHb yepe3 Macky. [Ipu orusiyti auruan
3BepTAJIM HA YBATY: KiHI[BKY i TyJ1yG BKOPOUEH, PyXu B Cyrio0ax
He obMesKeHi, 3 pedhiieKciB HOBOHAPOKEHOTO BUKIMKABCS TIIbKN
peduiexc Babkina. Ha uerepry 100y niepeBenenuii y BiiiieHst
TaTOJIOTiT HOBOHAPOKEHUX 00JIACHOT NTSTIOT KIHIYHOT JTIKapHi.

PesynbTaTtn pocnigkeHHs Taix 00roBopeHHs

Pesynbratn obcrexenus. Enexmpoxapdiozpagis: cyben-
JIOKap/iajgbHa iMreMist MiOKapay, NepeBaHTa)KeHHS IPaBUX
BIJITIJIIB CcepILs.

Exoxapdiockonis: ¢pyHKiionyioue oBajbHe BiKHO (8 MM),
BiJIKpUTA aprepiajibHa mpoToka (2,5 MM) TepeBaHTasKeHHS
IIPAaBOTO MIJIYHOUKA, TUCK Y JiereHeBiil apTepii 42 MM pPT.CT.,
dbpaxitis Burnamus — 64%.

Hetipoconozpaghisn: rnnbyacTi CyanHui CIIeTEH S, TiABU-
IieHa eXOTEHHICTD Y MEPUBEHTPUKYJIAPHUX JITSHKAX.

/liazno3: MHOKMHHI BPOJPKEHI BaJil PO3BUTKY: aXOH/PO-
JIMCILTA3is, BiKpUTa apTepiasbia mpoToka 2,5 MM, hyHKITO-
HylO4e OBaJIbHE BIKHO 8 MM i3 ITOMipHUM IIepeBaHTAKEHHAM
MIPaBUX Bi/ILJIIB CePIIs.

CuHIpPOM HiABUINEHOT HelipopedeKTOPHOI 30y IIMBOCTI.

JlikyBanHs nocunapomue. Bunucanuii gogomy 6€3 cyTre-
BOI INHAMIKU.

21.04.2015 p. (2 micsimii 13 iHiB) XJIOMMYMK TOCIHTATIB0BAHUTT Y
BiUI/ICHHST iHTEHCHMBHOI Teparrii 06JIacHOi AWUTSIYOl KJHIYHOI
JIiKapHi B TSLKKOMY CTaHi 32 paxXyHOK IMXaJIbHOI HefjoctaTHOCTi 11
CTYIEHS 110 3MIIIAHOMY THUILY, KJIOHIKO-TOHIYHUX cyzioM. [inepro-
Hyc M'sI3iB BEpXHIX i HIKHIX KiHI[IBOK. (Di3uKaibHO B JIETeHsIX:
ocabieHe JIVIXaHHSI, KpeIiTaiist 3 ABOX CcTOpiH. Mexi cepiist
nonmpeni BipaBo. CUCTOTIYHMI 1IIyM Ha BEpPXiBIl, TaXiKap/is.
ITeuinka 1py MasbIanii BUCTYNAE Ha 4 CM HIDKYE Kpaio pebepHol
JIyTH, ceJIe3iHKa He MasbiryeThesl. ClIOHTaHHA MOTOPHKA BiJICY THS.
DenoTur: piske BicTaBaHHSA B (Di3MIHOMY PO3BUTKY, Y CKEJIETi
necopmattii. J[M3nporopiiiitHicTh cKesieTy: BKOPOUCHi KiHIIIBKH 32
PaxyHOK TIPOKCUMAIBHUX BiUILIB, OpaxiMakTuiis, Tirnepresio-
PU3M, HU3bKE, IITUPOKE TIEPEeHICCs, ANCILIACTUYHI BYIIHI PAKOBHU-
HH, KOPOTKA 11ist, TpyinHa. HastBHiCTb ocTeoMOpdhHMX yTBOPIB 110
TUILY <UiTOK».

Enexmpoxapdiozpaghis: putm cunycosuii. YCC 207-212’.
Bioenexktprnuna cucrona B HOpMmi. Ejextpuuna Bich cepris
Bimxmiena Bmpaso. [lopymenns mporeciB pernosspusarii.
O3HaKM MepeBaHTAKEHHS MPaBoOro nuryHouyka. [Ipu mosrop-
HUX HEOZHOPA30BUX JIOC/I/IPKEHHSIX — 3MEHIIeHH TaXiKap/ii.

Penmeenoepagis opeanie epyonoi xaimxu: iHbiaprpaTUBHI
3MiHK B 000X JIeTeHsIX, MICISIMU 3JIMBHOTO Xapakrepy. [Ipu
HOBTOPHUX OOCTEKEHHSIX MMHaMiKu HeMae (iHbinbrparusHi
3MIiHM B JIETEHSIX 3aJIUIIAIOTHCS Oe3 3MiH).

Penumeenoepagis xicmox. B ycix BugmmMux Bijisnax ckeie-
TY €HXOH/IPAJBHOTO T'eHesy, SIKi € XPSIOBUMU, BUSBJISIOTHCS
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MHOKMHHI ApiOHi 3BanHeni Bkpamenus. Emidisn Tpy6ua-
CTUX KiCTOK PO3IINPEH], CTUTIONIeHi. 3MIHU CUMETPUYHI.

Ywwmpaseyxosa diaznocmuxa.

Exoxapdiockonisi: Bigkpurta aprepiajbHa HpoTokKa 2,5 cM,
(bynkiionyioye oBasbHe BIKHO 8 MM i3 TepeBaHTaKEHHSIM
MIPaBOTO NITYHOUKA; TUCK y JieTeHeBiit apTepii — 68 Mmm pr. CT.,
perypritariisi Ha TPUCTYJIKOBOMY KJIariaHi, (hpaKiiisi BATHAHHS —
65%. TIpu MOBTOPHUX HEOJHOPA30BUX JIOCJI/IKEHHSIX TTO3H-
TUBHOI AMHAMIKU He BUSIBJICHO.

[Ipm rocmiTasmizarii B myieBpaIbHUX CHHYCAX i3 IBOX CTO-
piH HeBeJsIMKa KiJbKiCTh BUTIOTY (Hajami 6e3 JTTHAMIKN).

Opezanu uepesnoi nopojcHuny: NEYiHKa BUCTYIAE 3-11ijL
pebepHoi ayru Ha 2,5 ¢M, KOBYHI XOAU HE YIIiJIbHEH], KOB-
YHUN MIXyp 9aCTKOBO CKOPOYEHWIA; cesiesinka He 36i1bInena,;
HiIIYHKOBA 3271032 He 301IblIeHa, TTapeHXiMa HeOAHOPIAHA.
V muHaMilli — neyiHKa BUCTYIIAE 3-11ij1 peGepHOi yTH Ha 4 cM,
nudy3HO TiBUIIEHA €XOTeHHICTb.

Hupxu posmimeni Tumoso, 30iibineni B posmipax,
nudy3HO MiJBUINEHA €XOTEHHICTb, CEPEJIMHHUI KOMILJIEKC
HEe TOUIMPEHUN, YIIJIbHEHU, 3IyIa/pKeHa audepentianis
KOPKOBOTO Ta MO3KOBOTO 1apis. IIpu moBTOpHUX 06CTERKEH-
HSX — 0e3 IMHAMIKIL.

Heuipoconozpaghisi. ExoreHHICTD TKAHUH MO3KY 3BHUYAHA;
3MIIIIEHHS CEPEIMHHUX CTPYKTYP HE BUSIBJICHE; NIJIYHOUKH HE
MONIMPEHI; CYIMHHI CIJICTEHHS OJHOPI/HI; MIXKIIIBKYJIbOBA
IIIJIMHA Bi/IIOBI/Ia€ HOPMAJIbHUM BEJIMYMHAM; TTiIBUIICHA €X0-
TEHHICTh Y TIEPUBEHTUKYJISIPHUX JIJISTHKAX; TIYJIbCAIlis CYANH
B'siyla. Y AWHAMII — HApOCTa€ TeTepPOTeHHICTb MO3KY, M0sIBa
JPIOHUX BIMBHUX KIiCT y TOBII mapeHxivu (JefiKoMassiis),
i IBUIIEHHST €XOTEHHOCT] B CYOKOPTHKAIBHUX JiJISTHKAX.

Maznimno-pezonancua momoepais 201061020 MO3KY:
O3HAKW BHYTPIIIHBOI Ta 30BHINIHBOI Tigpouedaii; HAOPsK
TOJIOBHOTO MO3Ky. Bornumimesi maroJioriuii BOTHUIIA B
roJIOBHOMY MO3Ky He BusBJjeHi. IllmyHouykoBa cucrema pos-
mupeHa. CepeanHHI CTPYKTYpH 3aliMaioTh IeHTpaJbHE
nosoxkentst. CybGapaxHOigaabHUil IPOCTIP MOMIPHO PO3IIU-
peHuil y J0OHMX i CKPOHEBUX BiJilaX i3 MOTIHOJEHHSIM
60posen. bima i cipa pedoBuHa He BiZPi3HAIOTHC.

Bponxockonis: nobiunnii nudysHuil rHiltHUI eHTo0poH-
xit (6e3 AMHAMIKY TIPU TIOBTOPHUX JOCIIKEHHSX ).

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

Sazanonuii ananiz kposi (8 munamini). Hb (r/mx) 88 —
80-74—116; Epurporutu (x1012 /n) — 29-26-2,4-3,7;
seiikorura ((x109 /o): 10,2-16,8-12,6—14,8; omi (%): 2—1;
najguyko-saepui  weirpodimu  (%): 9-19-14; IIOE
(MMm/Tox.): 8—5-29-8; tpomboruT (%o): 80-63-72-73;
TOKCHYHA 3€PHUCTICTh HeWTpodimiB: +++; ++; +++.

3azanvruil anania ceui. binox (r/m) —
0,033-0,165-0,495-0,99. JleiikoruTu (B 1ot 30py) — 6—10;
10—19 (rpymamm); 6-8; 18—20. Epurponnta (B moJ1i 30py) —
cBixki 8—14—-18; 2—-3-3; 0—1-0; 80—90. [wrinapu — riamxino-
Bi, moozmHoki. Coui: pocdaru, cewokncnii aMmoHiii, yparu.

Bioximiunuil  ananis xpoei. 3araabuuil  6imox  (r/n):
54,5-58,6—67,5-60,8. 3arajbuuii GinipyOGiH (MKMOJIb/JT)
15,48-11,86—11,83; npsmmii  GinipyGiH  (MKMOJIb/JT)
5,16-2,57-2,02-3,25; wHenpsmuii  Ginipy6iH  (MKMOJIb):
10,32-9,29-8,83-8,58. Kaumiii (mmomb/n) — 4,36—3,13-2,65.
Harpitt  (Mmomb/m) — 138,2-161,8-169,1. Xmopuman
(mxmous/m) — 108,9-115,5-123,1. Kasbmiit (Mmosb/m) —
2,13-2,9-2,58. AJIT (mmosn/m) — 0,62-1,44—-1,51. ACT
(mmoutb/i) — 0,3—0,95-1,45. Tmioko3a (Mmouib/i1) — 6,2—4,9—7.
Cevoura (MMoss/m) — 3,5-7—11,7. Kpeatusin (MMOJIB/JT) —
64,3-80-95.

Jlixeop: GezbapsHuii; mnposopuil; 6imok (r/a) —
0,099-0,06-0,33; muroz — 11/3-40/3, 39/3; rmiokosa
(mmousn/m) — 12,6-5-2,74; xmopuan (MKMOJB/T) —
114-117,5-135. ITociB Ha CTEPUIBHICTH — POCTY HE MaE.
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Ilocis uwnynxosozo emicmy: Kl. pneumonise 103, Ps. aerugi-
nosae 104.

IIocie acnipamy mpaxeo-6ponxiaivnozo depesa: Kl. pneu-
monise 103, Ps. aeruginosae 103 (4yTamBa 0 TUKapIUIiHy /
TazobaKTaHy, FeHTaMilHY ).

Ananiz ceui na ypunonizuc: peaxiis Meninra — pybiHoBuii
Koutip, mpoba Benepukra — cian, npoda Capma +, mpoba Ha
rajakTo3y, JJAKTo3y +, Ha TOMOTCHTU3MHOBY KucJoTy -, CyJi-
KoBMuYa ++++, rinepaminoanumypiio -, Jleramus -.

Topmonu wumosuonoi sanosu y cuposamui xposi: T4 —
0,95 ur/mn (N), TTT — 4963 MMO/m (N).

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

Inynopeaxmuenuii mpuncun (N).

Kniniunuii diaznos. MHOKWHHI BPO/KEHI BaH PO3BUTKY.

Pusomiesniuna kpamyacta oCTeXOH/IPOAMCILIA3IS.

AHOMaJIist PO3BUTKY TOJIOBHOTO MO3KY: T1axXipist, IUCTOHIS
KOpH, CIOJIyYHa Tifipotiedais.

ODymnkiionyioue oBasibie BikHO 6 MM. Binkpura apre-
piampra mporoka 2,5. HemocTaTHICTh TPUCTYIKOBOTO KJama-
Ha. Jlerenesa rineprensis (68 mm.pr.ct.), HK ITA-IIB.

JlBoGiuHA BOTHUIIIEBA [THEBMOHIST, YCKJIAJIHEHA TOKCHYHUM
cutapoMoM. [IBoOiunuii andysHuil THiliHWI eHA0OPOHXIT.
JIH I1-1II. PecmipaTopunii auicTpec-CUHAPOM JOPOCIOTO THILY.

Habpsik roJIOBHOTO MO3KY, CyIOMHUI CUHIIPOM.

Hawnism na comarorennomy ¢oi.

[Tomiopranna nenocratHicTs. Tpaxeoctomis Bix 09.07.2014 p.

BuromoByBaHHS 4epe3 HA30TACTPAJIbHUI 30H/I CYMIIIITITIO
«Amino». 3 2.05 mo 6.05.2014 p. — mOBHe MapeHTepajbHe
XapuyBaHH:.

Jlixysanns — nocurapomue. Tepariist mHeBMOHITL: aHTHGIO-
tukoreparisi nedanocnoputamu [II-1V nokosminast, xapOa-
[IEHEMM, KOJIOMIIIMH, aMiHOTTiKo3uiu, hurokorasosr. [losrophi
BBEJICHHS B/B IMyHOTJIO0YIiHY, TIPOTUCYIOMHA Teparlisi, FeMo-
TpaHcdysii OHOTPYITHOI €PUTPOIUTAPHOI MACH, BiIMUTHUX
eputporuTiB. [Hdysiiina Tepamis. CuMITOMAaTHYHA Tepartis.

IIporsirom ycboro TepMiHy riepeGyBaHHs Y BiUIJIEHH] iHTeH-
CUBHOI Tepartii cTaH AUTUHY 3aJIUIIABCS KPAMHE TSHKKUM. 3 9acy
rocritamizarii (181 genp) aurnna mepebyBaia Ha ANXATbHIN
MHATPUMIT, PEKUMI MITYIHOI BeHTHUJIAII JIeTeHb i3 JKOPCTKUMU
napamerpamu. Cripobu caMOCTIHHOTO IMXaHHS i3 KUCHEM Yepe3
MACKy CYITPOBOJIXKYBAJIUCS €I1i30/IaMU JlecaTypaitii. 3a 4ac JiKy-
BaHHSI CYTTEBOI MO3UTHBHOI KJIHIYHOI, JIaGOpaTOPHO-IHCTPY-
MEHTAJIBHOI JIMHAMIKM CTaHy JAWTHHU He crioctepiraiocs. [Tpn
HApOCTaHHI MOJIOpPraHHOI HeJIOCTATHOCTI ANTHHA TTOMepJIa.

BucHoBkun

PO3BUTOK TSAKKOI TKaHMHHOI Tinmokcii i MertaGosignmx
MOPYIIeHb YHACJIIOK CKIQ[HUX MOPYIIeHb YTUJI3alil KUCHIO
TKaHMHAMM, PECIipaTopHa MaToJsioris (YCKJaJHEeHA ITHEBMO-
HisT) TIPU3BeJIa JI0 CMEePTi TUTIH.

Pue. OrnagoBa peHTreHorpama opraHiB rpyfiHOi KiTKW, 4epeBHOI
NMOPOXXHUHW | KYNbLUOBUX CYrno6is
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Pusomumnenuuyeckas ToueyHasi OCTEOXOHAPOAUCIINIA3UNA: COBPEMEHHbIE NPpeacTaBieHus

Ha naToreHes, KJIMHMKA, ANarHOCTUKa (Cny4yai ¢ KIIMHUYEeCKOW NPaKTUKKn)

0.J1. Unmbanucral, M.5l. CemkoBuy?, B.I1. Banpunwur2, 0.0. Kyptaw?, 51.B. CemkoBuy2,

J1.E. MateuuB2, T.M. Menbhuk2, A.B. Crepanbiwnn1, §1.C. A3to6unckuii1, 0.4. CoitHuk2, 0.M. Lioysak2

1BYY «MBaHO-PpaHKOBCKUIA HALUMOHASbHBIA MEOVULIMHCKNA YHUBEPCUTET>, I. MiBaHO-PpaHKoBCK, YKpanHa

206nacTHas geTckas knnHudeckas 6onbHuLa, T. MiBaHo-PpaHkoBCK, YkpanHa

Llenb — o3HakoMuTb Bpa4ein-neanaTpos C PeAKNM HACNe[CTBEHHbIM 3a00/71€BaHMEM — PU3OMUENVYHON TOHEYHOI OCTEOXOHAPOANCTNA3NEN Ha aHanuae
KIIMHUYECKOro Cryyas.

MaunenTbl U METOAbI: MeANLNHCKARA KapTa CTaLMOHAPHOr0 60/bHOTO.

PesynbTatbl ¥ BbIBOABI. OCTEOXOHAPOAMCNNA3MM OTHOCAT K FPyMne NepPOKCUCOMHBIX 3a6051eBaHMIA. [epOKCUCOMbI — 3T0 OPraHensbl LUTONIa3Mbl KNETOK BCEX
TKaHel opraHu3ma u camoe 607blIOe MX KONMUYECTBO MPEACTABMIEHO B MeYeHW W noykax. BaxHeilwme 6uonoruyeckue yHKLMM NEPOKCUCOM — OJUH U3
OCHOBHBbIX LIEHTPOB YTWUAN3ALMM KNCIOPOAA B KNETKE, UCTOYHWUK 40 (pepmMeHTOB, yyacTue B CUHTE3e Nna3manoreHoB ¢hocdonnnnaos, Heo6X0aMMbIX Ans
MOCTPOEHUS HEPBHOW TkaHW. CambiM TsDKeNbIM MPOSIBEHNEM TOYEYHOW OCTEOXOHAPOAMCINA3UM SBASETCH Pe3oMuenuyeckas opma C aBTOCOMHO-
PELMCCUBHBIM TUNOM HAcnefoBaHUA. HapyLieHue 6uoreHe3a nepokCcMCOM COMPOBOXAAETCA CHUKEHUEM WUX KOJIMHECTBA WM MOMHLIM OTCYTCTBUEM B TKaHSX,
BCMEACTBME 4YEr0 BO3HMKAET TKAaHeBas rMMOKCUS W MOCMeayroline HapylieHus Mmetabonnama. 3aboneBaHne MaHUeCTUpyeT B HEOHaTanbHOM Mepuofe
pecnupatopHbIMI UHGEKLMAMU, KOTOPbIE 3aKaHYMBAKOTCS NeTanbHO. GeHOTUNNYECKM 3a60/1eBaHNE XapaKTepNU3yeTcs YKOPO4YEHNEM KOHEYHOCTEN, YTONLLEHEM
CYCTaBOB, KOCONANOCTbIO, CrMBATENbHbIMI KOHTPAKTYpamit, BDOXXAEHHBIMI MOPOKAMM Pa3BUTIS (CEPALQ, MA3HOr0 aHanM3aTopa, rofioBHOr0 MO3ra).
KnioueBbie cnosa: 1eTu, 0CTEOXOHAPOANCINA3MS, NEPOKCMCOMbI, TKAHEBOE [ibIXaHNe, BPOX/AEHHbIE MOPOKN Pa3BUTHS.

PERINATOLOGIYA | PEDIATRIYA.2015.4(64):94-97;doi10.15574/PP.2015.64.94

Rhizomelic osteochondrodysplasia punctata: modern concepts of the pathogenesis, treatment and diagnosis (case study)
O.L. Tsymbalistal, M.Ya. Semkovych, V.P. Valchyshyn2, 0.0. Kurtash2, Ya.V. Semkovych?, L.Ye. Matviiv2,

T.M. Melnyk2, A.B. Stefanyshyn, Ya.S. Dziubynskyil, 0.D. Sytnyk2, 0.M. Tsiutsiak?

1lvano-Frankivsk National Medical University, Ivano-Frankivsk, Ukraine

2lvano-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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